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Nové dojéenské mlieko s klinicky
preukazanymi ucinkami na dojéensku koliku:

Nutrilon Anti-Colics

Nutrilon Anti-Colics
zniZuje vyskyt
kolikovych epizéd
po 2 tyzdioch

u 79 % dojciat’

79"

Ako casto vo svojej ordinacii riesSite
dojcensku koliku?

Tento problém postihuje 10-40 % dojcenych aj nedojéenych
deti.’ Nie je sice zadvaznou zdravotnou komplikaciou, pre dieta
vsak predstavuje trapenie a pre rodicov velky stres. Je mozné ho
zmiernit réznymi sposobmi, ale iba niektoré z nich maju
skutoc¢ne preukdzany ucinok na redukciu dojéenskych kolik.

Prichadza nové dojcenské mlieko,
ktoré preukazatelne pomaha pri
dojcenskych kolikach:

Nutrilon Anti-Colics ako jediné dojcenské mlieko na trhu
obsahuje unikatnu trojkombinaciu latok s preukdzanym
ucinkom na redukciu doj¢enskych kolik:

1. Ciasto¢ne
hydrolyzovana
bielkovina

Nizky obsah
laktozy, a to iba
37 % zo vsetkych
sacharidov

(o 60 % menej
ako Nutrilon 1)

3. Unikatna, klinicky
testovana zmes

oligosacharidov
GOS/FOS

. a0 |
" Nutrilon® -

Antl-Cc:_llr.s

L

Nutrilon Anti-Colics
znizuje frekvenciu
kolikovych
zachvatov placu

u dojciataz o070 %
po 2 tyzdnoch’

70"

Vdaka tejto unikatnej trojkombinacii vyrazne znizuje
vyskyt dojcenskych kolik a frekvenciu zachvatov placu uz za
dva tyzdne.??

Klinicka Studia preukazala redukciu vyskytu kolikovych epizéd
uz po dvoch tyzdnoch, a to u 79 % dojciat.?

Sledovany pocet dojciat

Celkové percento dojciat,

u ktorych doslo po 2 tyzdiloch
k znizeniu frekvencie
dojcenskych kolik.

2 tyzdne

Klinické pozorovanie potvrdilo zniZenie frekvencie zachvatov
plaéu spojenych s kolikou (trvajicich dlh3ie ako 40 minut)
az 070 % po 2 tyzdnoch.?

Pocet zachvatov placu/den

6 Py

Pokles zachvatov

placu (dlhsich

ako 40 min)

po tyzdni

Pokles zachvatov
pla¢u (dthsich
ako 40 min)

po 2 tyzdioch

0 1tyzden

2 tyzdne

1. volba pri rieSeni dojéenskych kolik

Referencie: 1. Lucassen PL et al., Systematic review of the occurrence of infantile colic in the community. Archives of Disease in Children (2001); 84(5): 398-403. 2. Savino F et al,, , Minor" feeding problems during the first months of life: effect of a partially hydrolysed milk formula
containing fructo- and galacto-oligosaccharides. Acta Paediatrica (2003); Suppl 441: 86-90. 3. Savino F, et al. Reduction of crying episodes owing to infantile colic: A randomized controlled study on the efficacy of a new infant formula. Eur ] Clin Nutr, 2006; 60 (11): 1304-10.

Délezité upozornenie: Dojcenie je najprirodzene;jsi sposob vyZivy dojciat. Doj¢enska vyZziva by mala byt pouZita na zaklade odporicania lekara.
Sposob poutzitia a dalie informacie na obaloch a webovych strankach. Potravina na osobitné vyZzivové ucely — dieteticka potravina na osobitné
medicinske Ucely. Material je urceny iba pre odbornii verejnost. Termin tlate 09/2011. BF310478

| 1 mATEOTAZKU? VOLAJTE ZADARMO

4 0800-601-600
www.nutrilon.sk
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Vazené kolegyne a vazeni kolegovia,

srdecne Vas pozyvame na jubilejny, X. kongres Slovenskej pediatrickej spolo¢nosti do Bratislavy.
Kongres bude najvyznamnejsSou akciou pediatrického odborného kalendara v Slovenskej republike
v roku 2013.

Program je urceny celej pediatrickej komunite - nemocni¢nym pediatrom, detskym lekdrom
primarnej starostlivosti a tiez ambulantnym Specialistom pre deti a dorast. Cielom je predstavit
ucastnikom novinky v nasom odbore, ale hlavne odovzdat poznatky, informacie a skiisenosti, ktoré
mozu vyuZit vo svojej beZnej praxi.

Organizatori poziadali preto odbornikov z réznych pediatrickych subsSpecializacii, aby pripravili
svoje prispevky tak, aby z nich mohli taZit aj ti, ktori sa do hibky danou problematikou nezaobe-
raji. Klacové témy budu prezentované v hlavnej sale v pléne bez paralelnych sekcii, ostatna cast
rokovania bude prebiehat v dvoch paralelnych sekciach.

Velka pozornost sa bude venovat aj posterovym prezentaciam s diskusiou. Prezentuju sa teore-
tické aj praktické prispevky a zaujimavé pozorovania nielen z klinik, ale aj zo sktisenosti v oblasti
primarnej starostlivosti! Abstrakty odbornych prispevkov budt publikované v slovenskom a ang-
lickom jazyku v suplemente ¢asopisu Cesko-slovenskd pediatrie.

Podujatie takého vyznamu, ako je X. slovensky pediatricky kongres ma poskytnit okrem kvalit-
ného odborného programu aj kultarne vyzitie. Program sme volili tak, aby sme poukazali bohatta
minulost aj si¢asnost kultary Bratislavy.

Verime, Ze Vasou aktivnou ¢i pasivnou tcastou ocenite snahu organizatorov a X. slovensky
pediatricky kongres sa stane férom pre vymenu odbornych sktsenosti, vytvaranie novych kontaktov
a prijemnych stretnuti s kolegami.

prof. MUDr. Laszl6 Kovdacs, DrSc., MPH

prezident kongresu
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KONGRESOVA SALA KONFERENCNA MIESTNOST CisLO 2

STVRTOK, 25. 4. 2013

9.00-10.30
GASTROENTEROLOGIA

Predsednictvo: Cierna |, Szépeova R.

Pozler O., Hroch M., Dédek P., Chlddek J. (Hradec Krélové): Compliance u déti a dospivajicich s idiopatickym stfevnim zanétem

Cierna I, Chocholova A. (Bratislava): Vedlajsie u&inky imunosupresivnej a biologickej liecby

Zelinkovd Z., Hlavaty T., Koller T., Pav I, Toth J., Huorka M. (Bratislava): Imunosupresivna a biologicka liecba v gravidite a pocas laktacie a jej vplyv na novorodenca
Szépeova R., Havlicekova Z., Banovcin P. (Martin): Je potrebné u deti vZdy liecit infekciu H. pylori?

Kabatova J. (Piestany): Nové diagnostické kritérid celiakie (ESPGHAN 2012)

10.30 -10.45
Frivolt K. (Bratislava): Exkluzivna enterdina vyZiva v lie¢be Crohnpvej choroby
(Prednaska podporenad z edukacného grantu spoloc¢nosti NESTLE)

9.00-10.30
NOVINKY V MEDICINSKEJ TECHNOLOGII

Predsednictvo: Boruta P., Kralinsky K.

Hladik M. (Ostrava): Mimotéini néhrada funkce jater - proc, kdy a kde

Kralinsky K. (Banska Bystrica): Nové technoldgie v intenzivnej medicine - historicko- futurologické zamyslenie

Bofuta P. (Bratislava): Vyvoj rddioldgie a zobrazovacich modalit na Slovensku v porovnani so svetom

Kone¢ny M., Kaddsi L, Petrovi¢ R., Krizan P., Cisarik F., Chandoga J., Hojsikova |, Babjakovd L., Markus J. (Bratislava, Zilina): Novinky v DNA diagnostike
genetickych ochoreni

Riedel R., Buzassyova D., Koppl J., Viglasky M., Vyskocova Z., Sagat T., Gresikova M. (Bratislava): TRALI - mozné neZiaduce Ucinky transfizie krvi

10.45 - 11.00 Prestavka

11.00 - 12.15

PLENARNE PREDNASKY 1

Predsednictvo: Kovacs L., Sagat T.

Koletzko S. (Mnichov): Inflammatory bowel disease - the pediatrician’s perspective

Tulassay T. (Budapest): Disturbance of postnatal adaptation: genetic, immunological and endocrine factors
Marodi L. (Debrecin): Primary immunodeficiencies: An evolving medical discipline

Sagat T., Benedekova M. (Bratislava): Budtcnost pediatrie

12.15 - 13.15 Obed, POSTEROVA DISKUSIA 1

13.15 - 14.15

Stcasné trendy vo vyZive nezrelych novorodencov a dojciat

Cierna I. (Bratislava): Gastrointestindine symptémy alergie na BKM, diferencidlna diagnostika
Bauer F., Demova K. (Nové Zamky): Vyziva velmi nezrelych novorodencov

Simurka P. (Trencin): Liecba a riesenie hnackovych ochoreni v nemocnicnej praxi

(Odborny program podporeny spolo¢nostou Nutricia)

14.15-14.30
Poldkova K. (Bratislava): Riziko malignej transformacie kongenitalnych névov, vyznam fotoprotekcie
(Prednaska podporena z edukacného grantu spolo¢nosti Bioderma)

14.30 - 14.45 Prestavka

14.45-16.15

ENDOKRINOLOGIA/DIABETOLOGIA

Predsednictvo: Kostélova L, Tichd L.

Sumnik Z. (Praha): Diagnostika a terapie détské osteopordzy

Kostalova L., Pribilincova Z. (Bratislava): Puberta a jej poruchy

Ticha L, Hornova J,, Stanik J,, Lobotkovd D., Cerveriova O. (Bratislava); Ako ovplyviiuje hladovanie hormondiny profil pacientov
Pribilincova Z., Kostalovéd L., Foltinova A., Hordkova J. (Bratislava): Endokrinné zmeny u detskych onkologickych pacientov
Bardk L., Jancova E., Podoldkova K., Masarikova H., Trgova G. (Bratislava): Je diabetes v detskom veku stale jednofarebny?
Ferenczovd J., Svekusova M. (Kosice): Diabetes mellitus I. typu a pridruzend autoimunita

2013,68,S1  CESKO - SLOVENSKA PEDIATRIE 7



PROGRAM

14.45-16.15

SOCIALNA PEDIATRIA

Predsednictvo: Koval J., Kuchta M.

Slany J., Chroma J. (Ostrava): Kvalita Zivota déti s astmatem

Kuchta M., Koval J., Curkovd A. (Kosice, Presov): Specifikd ovplyvriujice dojcensku a detskd imrtnost v regione vychodného Slovenska

Koval J., Pochové D., Rimarova K. (Presov, Kosice): Specifické problémy poskytovania zdravotnej starostlivosti socidlne neprispésobivym obéanom

Soltysova B., Seligovd Z., Antalikova A., Beniakova L., Turanska P. (Poprad, Kezmarok): Socidgino-medicinske aspekty v nemocnicnej pediatrickej starostlivosti -
ako to vidime a robime my...

Jasenkova M. (Bratislava): ManaZment krizovych stavov v detskej domdcej paliativnej starostlivosti

18.30 Slavnostné otvorenie X. slovenského pediatrického kongresu - Slovenské narodné divadlo, Nova budova - €inohra
19.00 Tanciaren - divadelné predstavenie ¢inoherného stiboru SND

PIATOK, 26. 4. 2013

9.00-10.30

OCKOVANIE A VEREJNE ZDRAVIE

Predsednictvo: Kristufkova Z., Urbancikova .

Chlibek R. (Hradec Krélové): Ockovanie adolescentov

Kristufkové Z., Hudeckova H. (Bratislava, Martin): Dvadsat rokov samostatného Narodného imunizacného programu na Slovensku
Lajtman E. (Nitra): Milniky v histérii ockovania: od vakcindcie po HPV

Kukovéd Z., Duchonova J. (Bratislava): Pertussis u deti do I. roku Zivota

Urbancikova I, Kostalova Z. (KoSice, Bratislava): O¢kovanie imunokompromitovanych deti

10.30 - 10.45
Kozub P. (Bratislava): Fotoprotekcia v detskom veku - ¢asto kladené otdzky
(Predndska podporend z edukacného grantu spolo¢nosti SPIRIG Eastern a.s.)

9.00-10.30

REUMATOLOGIA

Predsednictvo: Dallos T., Vargova V.

Mozolova D. (Bratislava): Reumatoldgia v obrazoch/Reumatologicka koléz

Vargova V. (Kosice): Sucasné trendy v pediatrickej reumatoldgii

Koskova E., Vrtikova E. (PieStany): Biologickd lieCba juvenilnej idiopatickej artritidy - skusenosti a perspektivy

Dallos T., Mozolova D., Kovacs L. (Bratislava): Juvenilng idiopatickd artritida - spoluprdca vSeobecného pediatra a detského reumatoldga
Vrtikova E., Koskova E., Dallos T. (Piestany, Bratislava): Ochorenia imitujtce juvenilnd idiopaticku artritidu

10.45 - 11.00 Prestavka

1.00 -12.15

PLENARNE PREDNASKY 2

Predsednictvo: Dluholucky S., Janda J.

Mihdl V., Potomkova J. (Olomouc): Praxe zaloZend na diikazu po 20 letech: problémy pfi jejim uplatnéni ve zdravotnictvi

Tsygin A, Vashurina A., Matveyeva M. (Moskva): New treatment options for steroid-dependent and steroid-resistant nephrotic syndrome in children
Zeman J., Honzik T., Hansikova H., Tesafova M. (Praha): Mitochondlrialni onemocnéni v détském véku: od pfiznakd k diagnéze

Dluholucky S., Knapkové M. (Banska Bystrica): Novorodenecky skrining na Slovensku v medzindrodnom porovnani

12.15 - 13.15 Obed, POSTEROVA DISKUSIA 2

13.15-13.45

Alergia a antihistaminika v pediatrickej praxi

Cizndr P. (Bratislava): Diagnostika alergickych ochoreni v pediatrickej praxi

Semberova J. (Bratislava): Terapeutické moznosti alergickych ochoreni v pediatrickej praxi
(Odborny program podporeny spoloc¢nostou ZENTIVA)

13.45 - 14.00
Panicova A.: Kanamycin a zapaly o¢f u deti a novorodencov
(Prednaska podporena z edukacného grantu spolo¢nosti URSAPHARM)

14.00 - 14.15 Prestavka
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14.15-15.45

NEFROLOGIA 1

Predsednictvo: Podracka L., Furkova K.

Vondrék K., Burkert J., Dusek J., Seeman T., Siménkové N., Spatenka J., Zieg J., Janda J. (Praha): Atypicky HUS: a Uspés$nd Iécba Eculizumabem rekurence aHUS
u ditéte po transplantaci ledviny

Podracka, L, Salagovi¢ J., Habalova V., Klim¢akova L., Zidzik J., BoSr A. (Kosice): Nefroticky syndrém v detskom veku

Kolvek G., Podracka L., Kizekova Z., Dluholucky M., Antonyova M. (KoSice, Bratislava, Banska Bystrica, Martin): Slovensky register deti s chronickym rendlnym
zlyhanim - sprava Pediatrického epidemiologického timu Slovenska - PE(T)S

Furkova K., Sasinka M., Topolsky I. (Bratislava): Vitamin D a oblicky

Skalova S., Lejhancova K., Luke$ A., Ticha E. (Hradec Kralové): Trombdza renélnich cév v novorozeneckém véku

14.15-15.45

DEDICNE METABOLICKE PORUCHY

Predsednictvo: Hlavatd A., Bzduch V.

Bzduch V., Behulova D., Skokrovd M., Fabriciové K., Salingové A. (Bratislava): Od syndrémov k metabolickym poruchdm - alebo naopak?
Hlavatd A., Chandoga J. (Bratislava): Efekt projektov aktivneho vyhladavania pacientov s lyzozémovymi chorobami

Salingové A. (Bratislava): Novinka v diagnostike velkej skupiny dedicnych metabolickych portch na Slovensku

Behulova D. (Bratislava): Viyhladavanie liecitelnych dedicnych metabolickych portich na Slovensku

Hyanek J. (Praha): Dédi¢né metabolické poruchy (DMP) v esko - slovenském regionu béhem minulého a soucasného

19.00 Spolocensky vecer, hotel Saffron

SOBOTA, 27. 4. 2013

9.00-10.30
NEFROLOGIA 2

Predsednictvo: Cerveriova 0., Kovacs L.

Feber J., Geier P. (Ottawa): Zmény v pediatrii za poslednich 20 let z pohledu nefrologa

Dolezel Z., Récilovd Z., Dostalkovd D., Starha J. (Brno): Tubulopatie - pfipomenuti pro praxi

Kovdcs L. (Bratislava): No¢nd enuréza - ndvod na jej diagnostiku a liecbu

Cerveniovd 0., Miklovicova D., Fratricova K., Cernianska A. (Bratislava): Cystografia po prvom ataku pyelonefritidy
Janko V., Pozsgayova S., Kovécs L. (Bratislava): Vplyv faktorov vrodenej imunity na vznik infekcie mocovych ciest
Popelkova J., Antalikova A. (Poprad): Nezvycajna manifestacia ARPCHO

10.30-10.45
Semberovéd J.: Recidivujtice respiracné infekcie
(Prednaska podporena z edukacného grantu spolo¢nosti TEVA)

9.00-10.30

GENETICKA DIAGNOSTIKA V PEDIATRICKEJ PRAXI

Predsednictvo: llencikova D., Chandoga J.

llencikovd D., Cizmdrova M., Kostalova L., Hlavata A., Kovacs L. (Bratislava): Diagnostika RASopatii (syndrémov s nizkym vzrastom a dysreguldciou v RAS-MAP
signalnej drahe) na Slovensku

Stanik J., Gasperikova D., Hu¢kové M., Valentinova L., Stanikova D., Rosolankové M., Mikulajova S., Tichd L, Masindova |., Balogova M., Klimes I. (Bratislava):
Klinicka a laboratdrna diagnostika pacientov s monogénovymi poruchami sekrécie a ucinku inzulinu

Nagyova G., Rosenberger J., Popelkova J., llen¢ikova D., Kovacs L. (Bratislava, Kosice, Poprad): Prinos registra pacientov s ADPKD na Slovensku a trendy

v manaZmente ochorenia vo svete

Hegyi E.,, Cierna I, Vavrova L, Kone¢ny M, llen¢ikova D., Kovacs L. (Bratislava): Vyznam genetického vysetrenia u detf s idiopatickou chronickou pankreatitidou
Cizmérova M., Balaziova B., Nagyovd G., Kovdcs L. (Bratislava): Genetickd diagnostika diabetes insipidus v rodine s nendpadnym klinickym priebehom
Jungové P., Knapkova M. , Soltysova B., Lysiovd J., Repisky M., Dluholucky S., Kramarovd V., Chandoga J. (Bratislava, Banskd Bystrica, Poprad): Kazuistika
deficiencie MCAD - aky diagnosticky algoritmus je vhodny na potvrdenie metabolickej poruchy suponovanej pri celoploSnom novorodeneckom skriningu
Gencik-Guillier Z., Gencik A. (Osnabruck, Bratislava): Klinicka implementdcia celogenomického vysetrenia s arrayCGH v pediatrii

10.45 - 11.00 Prestavka

11.00 -12.30

PNEUMOALERGOLOGIA

Predsednictvo: Ciznar P., Banov¢in P.

Pohunek P. (Praha): Fenotypy astmatu v détském véku

Cizndr P. (Bratislava): Tazkd a tazko liecitelnd astma u detf a adolescentov

Brezina M. (Bratislava): Inflamometria v manazmente respiracnych ochoreni u deti

Jesendk M., Banovcin P. (Martin): Perspektivy v liecbe bronchidlnej astmy u deti

Feketeovd A, Urbanova V., Fandakova Y. (KoSice): Bakteriologické aspekty cystickej fibrozy
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11.00 - 12.30

KARDIOVASKULARNA PREVENCIA V PEDIATRII

Predsednictvo: Masura J., Simurka P.

Urbanova Z., Samanek M. (Praha): Prevence ischemické choroby srdeéni v Ceské republice

Vranskd V., Masura J., Krissakova A, Simurka P., Barakova A., Kovacs L. (Bratislava, Trencin): Ako liecime hypertenziu v detskom veku?

Babinska K., Kovécs L., Feber J. (Bratislava, Ottawa): Vztah medzi obezitou a zdvaznostou hypertenzie u deti a adolescentov

Vitariudova, E., Kostalova, L., Pribilincovd, Z., Hlavata, A., Babinska, K., Kovécs, L. (Bratislava): Uskalia diagnostiky metabolického syndrému u deti

Regecovd V., Simurka P. (Bratislava, Tren&in): Analyza referencnych hodndt indexu telesnej hmotnosti v Celostatnych antropometrickych prieskumoch deti
a milddeze na Slovensku

12.30 - 14.00

NEONATOLOGIA

Predsednictvo: Bauer F., Zibolen M.

Zibolen M., Lu¢anova L., Matasova K. (Martin): Novorodenecké skriningy v SR - sucasny stav a perspektivy
Bauer F., Demova K. (Nové Zamky): Hyperbilirubinémie novorodencov

Brucknerova |, Zikavska T. (Bratislava): Asfykticky novorodenec

Chovancova D. (Bratislava): Najcastejsie chyby pediatrov v starostlivosti o pred¢asne narodené deti
Matasovd K., Zibolen M. (Martin): Skrining kritickych vrodenych chyb srdca pulznou oxymetriou

12.30 - 14.00

PRAKTICKA PEDIATRIA

Predsednictvo: Gibalova E., Medovarsky M.

Danilla T. (Bratislava): NajcastejSie povrchové bakteridlne infekcie koze u deti a ich lieCba

Hornovéd J., Tichd L., Haviar D., Lackovi¢ova D., Gondové G., Sharashidze A., Babala J., Vrsanska V., Lakomy M. (Bratislava): Liecba hemangiomov u deti
Kizekova Z., Ursinyova M., Uhnakova Y., Cerveriova O. (Bratislava): Nezvy&ajnd pricina oblickového zlyhdvania

Medovarsky M., Mikovi¢ova A. (Nové Zamky): Raciondlna liecba respiracnych infekcii u deti - je nieco nové?

Gibalova E. (Bratislava): Ked'je dieta a jeho zdravotna dokumentdcia problém

Cernakova B., Urbankova K. (Bratislava); Akutna leukémia u dietata - varovné signdly

Stancokovéd T., Bubanskd E., Mesar P., Bician P. (Banska Bystrica): Ako dlho méZzem skryvat svoju chorobu?

14.00 Ukoncenie X. slovenského pediatrického kongresu, Obed

POSTERY - POSTEROVA DISKUSIA

12.15-13.15

IMUNOLOGIA, ALERGOLOGIA, REUMATOLOGIA

Predsednictvo: Pozler O., Jesendk M., Korytarova J.

Janota S., Haid J. (Bratislava): Ucinnost Specifickej alergénovej imunoterapie u deti a mladistvych

Jesenak M., Banovcin P., Strakové J. (Martin): Starostlivost o primarne imunodeficiencie v detskom veku na Slovensku

Jesendk M., Havlicekova Z., Szépeova R., Rennerovd Z., Banovéin P. (Martin, Bratislava): Potravinova alergia - myty, fakty, realita

Korytdrova J. (PieStany): Imunita deti so zameranim na respiracné virusové infekcie

Korytarova J. (Piestany): Obezita a astma

Kubina M., Cierna I, Székyova D., Kuba D. (Bratislava): Viyznam HLA v diagnostike celiakie

Veelikova S., Valachovd A., Koni¢kova L., Lalinska D., Bielikova A., Hlista M., Cernok S. (Tren&in, Nové Mesto nad Vahom): HLA typizécia celiakie
Frivolt K., Schwerd T., Werkstetter K., Prell C., Freudenberg F., Bufler P., Koletzko S. (Bratislava, Mnichov): Exkluzivna enteralna vyziva v indukcénej liecbe
Crohnovej choroby u deti

Mrazik P., Vargova V. (Kosice): Intra-artikularne kortikoidy v pediatrickej reumatologickej praxi

INFEKCIE, HYPERTENZIA, OBEZITA

Predsednictvo: Vondrak K., Simurka P., Virgova D.

Cizmér J., Podracka L. (Kosice): Klinické charakteristiky a liecha osteomyelitidy u deti

Havlicekova Z., Szépeova R., Mikler J., Banovcin P. (Martin): Uskalia diagnostiky a liecby gastroezofageaineho refluxu u deti s chronickou respiracnou
symptomatoldgiou

Lobotkova D., Stanikové D., Stanik J., Ticha L., Cervenova O. (Bratislava): Prevalencia a rizikové faktory nadhmotnosti a obezity u deti predskolského veku
Macaj M., Piackova V. (Bratislava): Nosohltanové nosicstvo u deti do 5 rokov a jeho vplyv na etioldgiu otitid u slovenskych deti

Oravec S., Bulas J., Dukat A., Gaspar L, Vacula I. (Bratislava): Vyskyt neaterogénnej hyperbetalipoproteinémie a aterogénna normolipémia u 0séb

s dyslipoproteinémiou

Cizmérova E. (Bratislava): Postup pri diagnostike a liecbe juvenilnej hypertenzie

Simurka P., Regecova V., Bardkova A., Madura J. (Trencin, Bratislava): Monitorovanie krvného tlaku u pacientov s novozistenou prehypertenziou

a hypertenziou v pediatrickych kardiologickych ambulancidch
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Vitariusovd E., Poldk E., Kisekovd M.t Hlavatd A., Kostalova L., Pribilincova Z., K&dasi L., Kovacs L. (Bratislava, Kosice): Co viedlo k tazkej obezite?
Fratricovd K., Cernianska A., Kizekova Z., Cervenova O., Talareik P., Nyitrayova O. (Bratislava): Co ukdzala histoldgia?

Sysak R., Cvejkusova M. (Bratislava, Zvolen): Moznosti liecby dysmenorey u adolescentiek

Virgova D., Kostalova L., Kusa K. (Levice, Bratislava): Nadmerny rast u 16-ro¢ného chlapca

ONKOLOGIA, VARIA

Predsednictvo: Skalova S., Bubanska E., Puskacova J.

Bol¢ekova A, Hlavata A., Kovécs L., llen¢ikova D. (Bratislava): Kaverndzna hemangiomatdza pri neurofibromatdze typ 1 - kazuistika

Bubanska E., Stanc¢okova T., Mesar P., Suplatovd D. (Banskd Bystrica): Histiocytdza z Langerhansovych buniek - stibor pacientov lieGenych v detskom
onkocentre v DFNsP Banska Bystrica

Fillova H., Puskacova J., Bubanska E. (Banska Bystrica, Bratislava): Endokrinne aktivne tumory u deti

Pozgayova S., Sufliarska S., Ficek A., Kovacs L., llencikova D. (Bratislava): DIhodobé sledovanie chimérizmu po transplantacii krvotvornych buniek u deti.
Skusenosti jedného centra

Felcanova M., Kresének J. (Bratislava): Abuzus psychotropnych latok u deti a dorastu

Kralinsky K. (Banska Bystrica): Intraosediny pristup - rovnocenna alternativa aplikdcie liekov a roztokov v Zivot ohrozujticej situdcii. 90-rocné skusenosti
Miklovicova D., Cervenova O., Vasilenkova A., Dedik L. (Bratislava): Rendlne funkcie a morfologické zmeny obliciek u pacientov s obstrukénou uropatiou
16 rokov po operdcii

Recabarrenova K. (Kovécova): Komplexna kipelna liecba pacientov s DMO

Slavikova T., Varga I, Zabojnikova L., Cingel V., Fuiidkova M., Polak S. (Bratislava): Pévod komorbidit u pacientov s Morbus Hirschsprung

PIATOK, 26. 4. 2013

12.15-13.15
METABOLICKE PORUCHY

Predsednictvo: Zeman J,, Behulové D., Fabriciova K.

Hlavatd A., Honzik T., Humpolcova Z., Vargova K. (Bratislava, Praha): Skusenosti s liecbou pacientov s mozgovym deficitom foldtu

Hlavaté K., Spalek P., Mattosova S., Hlavatd A. (Bratislava): Skrining Pompeho choroby na Slovensku

Knapkova M., Dluholucky S., Zahorcova M. (Banska Bystrica): Novorodenecky skrining na Slovensku v roku 2013

Kostalova L., Baldziovd B., Vrbova S., Jakubic¢kova D. (Bratislava, Nitra): D vitamin dependentnd rachitida - deficit To.-hydroxyldzy - kazuistika

Ostrozlikova M., Behulova D., Holesovd D., Perec¢kovd J., Salingové A., Skodova J., Ostrovsky I, Gorova R., Knapkova M. (Bratislava, Banska Bystrica): Nasledné
(follow-up) vysetrenia dedicnych metabolickych portch identifikovanych tandemovou hmotnostnou spektrometriou v suchej kvapke krvi u novorodencov
Skodova J., Pereckova J., Holesova D., Behulova D., Gregové E., Chandoga J. (Bratislava, Banska Bystrica): Organické acidlirie - zriedkavé ochorenia
Svekusova M., Feketeovd A., Ferenczova J., Urbanova V. (Kosice): Stav vyZivy vo vztahu k plticnemu postihnutiu u deti s cystickou fibrézou

Tarnokova S., Behulova D., Hole$ova D., Ostrozlikovéa M., Skodova J., Pereckova J., Syrova D., Fabriciové K., Dolnikova D., Tesafova M. (Bratislava, Praha):
Fascinujuci biochemicky marker - 3-metylglutakonova aciddria

Véghova L., Kayserova H., Mi¢ochovéa D., Freiberger T., Ciznar P. (Bratislava, Predov, Brno): Autozomdlne dominantnd forma hyper-IgE syndrému: klinickd
a genetickd analyza pacientov z databdzy primarnych imunodeficiencii v Slovenskej republike

Kraj¢iovd A., Nagyova G., Boday A., llencikova D., Kovdcs L. (Bratislava): Prvé skusenosti s molekulovo-genetickou diagnostikou autozémovo dominantnej
polycystickej choroby obliciek (ADPKD) u slovenskych pacientov

NEONATOLOGIA

Predsednictvo: Hladik M., Brucknerové I., Chovancova D.

Bluskova Z., Pribilincova Z., Popluharova |, KoStdlova L. (Bratislava, Myjava): Hormondine a metabolické zmeny u deti's SGA lieCenych rastovym hormdnom
po prvom roku liecby

Hajster Vozarova Z., Kolnikovd M., Podhorska A., VyskoCova Z. (Bratislava): Na vitaminy reagujtca epilepsia v novorodeneckom veku

Polakova L., Behulova D., Vasilenkova A., Syrova D., Dolnikova D. (Bratislava): POCT a novorodenci

Skokrnova M., Strakovd G., Krbata J., Polak V., Babala J., Dolnikovd D. (Bratislava): Uskalia diferencidinej diagnostiky distenzie brucha v novorodeneckom veku
(kazuistika)

Sulaj J., Koppal P., Okélova E., Galanda M. (Banska Bystrica): Neurochirurgické riesenie zriedkavych vrodenych chyb, lipomyelomeningokély a skafocefalie
na Neurochirurgickej klinike v Banskej Bystrici

Valachovd A., Konickovd L., Hikkelova M., Gencik A., Lott A., Cermdk M. (Trencin, Bratislava): Identifikdcia de novo komplexnej chromozémovej prestavby
zahfriajucej chromozoémy 2,5,6,9 a 18 u novorodenca s abnormalnym fenotypom

Zahorcova M., Knapkova M., Dluholucky S. (Banska Bystrica): Aplikdcia tandemovej hmotnostnej spektrometrie v rozsirenom skriningovom programe
novorodencov a jej sekundarne benefity pre pediatrov

Zahorec M., Olejnik P., Dolnikovd D., Haviar D., Kovacikova L. (Bratislava): Neobvykla pri¢ina respiracného zlyhania novorodenca

Zikavskd T., Brucknerova I, Behtlova D., Vasilenkova A, Cervefiovd O. (Bratislava): Osobitosti prijmu kyseliny listovej v novorodeneckom obdobi

Zikavska T., Brucknerovd I, Vasilenkové A, Gallikova M. (Bratislava): Status foldtov v erytrocytoch v 1. deri Zivota novorodenca a jeho $pecifika

Matuskova O., Varyovd B. (Bratislava): Skrining psychomotorického vyvinu S-PMV - metdda pre pediatricku prax
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STVRTOK, 25. 4. 2013

Compliance u déti a dospivajicich

s idiopatickym stfevnim zinétem
Pozler 0.}, Hroch M 2, Dédek P.!, Chlidek J.2

"Détskd Klinika LF a FN Hradec Krdlové, Ceskd republika
Katedra farmakologie LF UK Hradec Krdlové, Ceskd republika

Uvod: Compliance je definovana jako rozsah dodrzovani pfedepsaného lékového
rezimu. Idiopatické stfevni zanéty (IBD) - morbus Crohn (MC) a ulcerdzni kolitida
(UC) jsou chronicka onemocnéni charakterizovana nepredikovatelnym priabéhem,
obdobim inaktivity a aktivity onemocnéni, zménou zivotniho stylu a dlouhodobou
zévislosti na terapii. Casto mohou byt spojena se zménami fyzického vzhledu.
Adolescenti jsou rizikovou skupinou pro vznik non-compliance.

Cil: Piimou metodou zaloZenou na znalosti farmakokinetiky odli$it non-com-
pliance od skutecného selhani 1é¢by azathioprinem.

Metoda: Vstupni kritéria: diagnéza IBD dle Portskych kritérii, terapie AZA
minimalné 4 mésice, stanoveni aktivity thiopurinmethyltransferazy (TPMT nmol.
ml-1.h-1). V pribéhu studie minimalné 4 vySetieni se stanovenim 6-thioguaninu
(6-TG pmol/8.10*8 ery) a 6-methymerkaptopurinu (6-MMP nmol/8.10*8 ery).

Soubor: 46 déti (15 divek, 31 chlapci), vék 5-19 let (median 15); u 38 paci-
entl stanovena diagnéza MC, u 8 UC. Od kazdého pacienta bylo vySetfeno
4-10 krevnich vzorkd (celkem 294 vzorkd).

Vysledky: Non-compliance byla zjisténa u 4/46 (8,7 %), non-complian-
ce v kombinaci s nizkou davkou AZA u 2/46 (4,3 %) pacientl. U 15/46 (32 %) paci-
entl byly detekoviny hodnoty 6-TG a 6-MMP pod medidnem celé skupiny
(250 pmol/8.10*8 ery) a 5z nich (33,3 %) mélo relaps nebo trvalou aktivitu choroby.

Zavér: Non-compliance AZA byla zjisténa u 6/46 (13 %) déti a adolescenttl. K po-
souzeni non-compliance je nutné znat koncentrace 6-TG, 6-MMP a aktivitu TPMT,
opakovat vy$etfeni metabolitd minimalné 4krat v pribéhu 12 mésicti a individualné
hodnotit kaZdého pacienta.

Compliance in children and adolescents

with inflammatory bowel diseases

Pozler 0.}, Hroch M 2, Dédek P.!, Chlidek J.2

"Dept. of Pediatrics, University Hospital, Hradec Krdlové, Czech Republic

“Dept. of Pharmacology, Medical Faculty of Charles University, Hradec Krdlové, Czech Republic

Compliance simply means that the patient correctly follows medical advice.
Inflammatory bowel disease (IBD) - Crohn “s disease (CD) and ulcerative colitis (UC)
are chronic diseases characterized by an unpredictable prognosis, a period of disease
inactivity or activity, change in lifestyle, and longlife treatment. Adolescents are
the main risk group for the development of non-compliance.

Aim: To distinguish the non-compliance from the treatment failure based on
the knowledge of azathioprine pharmacokinetic.

Methods: Including criteria: diagnosis of IBD on the basis of Porto s criteria, AZA
therapy for at least 4 months, the determination of thiopurinemethyltransferase
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activity (TPMT nmol.ml-1.h-1). A minimum 4 examinations for determination
of 6-thioguanine (6-TG pmol/8.10*8 RBC) and 6-methymerkaptopurin (6-MMP
nmol/8.10*8 RBC) concentration during the study.

Patients: 46 children (15 girls, 31boys), age 5-19 years (median 15 yrs); 38 patients
suffered from CD and 8 from UC. 4-10 blood samples were examined from each
patient (total of 294 samples).

Results: Non-compliance was found in 4/46 (8.7%), non-compliance in com-
bination with a low dose of AZA in 2/46 (4.3%) patients. 6-TG and 6-MMP below
the median of the whole group (250pmol/8.10*8 RBC) were detected in 15/46 (32%)
patients and 5 of them (33.3%) had a relapse or permanent activity of disease.

Conclusion: Non-compliance of AZA was found in 6/46 (13%) of children and
adolescents. For the non-compliance assessment it is necessary to know the con-
centration of 6-TC and 6-MMP, the activity of TPMT, to repeat the examination of
the metabolites of AZA at least 4 times in 12 months, and to individually evaluate
each patient.

Vedlaj$ie i¢inky imunosupresivnej a biologickej liecby
Cierna 1.}, Chocholova A.?

12. detskd klinika LF UK a DENSP, Bratislava, Slovenskd republika

“Klinika detskej hematoldgie a onkolégie DENSP, Bratislava, Slovenskd republika

Uvod: V lietbe chronickych nespecifickych ¢revnych zdpalov sa pouzivaji ami-
nosalicylaty, kortikosteroidy, imunosupresiva a biologicka lie¢ba. Okrem priaznivé-
hot¢inku na priebeh ochorenia, imunosupresivna a biologicka liecba predstavuja
pre pacienta aj riziko vedlajsich ucinkov z potlacenej imunity. Najobavanej$im
vedlaj$im G¢inkom imunosupresiva azathioprinu je jeho myelotoxicky G¢inok.
Tiopurinmetyltransferaza (TPMT) je d6leZity enzym, ktory sa podiela na meta-
bolizovani azathioprinu na netoxické metabolity. V pripade zniZenej aktivity
TPMT moZe nastat vazna myelosupresia s fatalnymi nasledkami. Stanovenie po-
lymorfizmu TPMT pred zacatim liecby méZe zabranit viznym vedlaj$im G¢inkom
liecby. Biologicka liecba (infliximab, adalimumab) ma vyrazny imunosupresivny
ucinok a v priebehu liecby sa mézu vyskytnut rézne komplikacie, najobavanejsie
st tuberkuldza a oportinne infekcie. Cielom nasej prace bolo vyhodnotit vedlajsie
uclinky liecby a v pripade uzivania azathioprinu stanovit rizikovy genotyp pre
nizku aktivitu TPMT.

Pacienti a metddy: U 114 pacientov na alebo pred liecbou azathioprinom (Morbus
Crohn: 69, ulcerdzna kolitida: 46, autoimunitna hepatitida: 7) sme vysetrili 3 naj¢as-
tejsie polymorfizmy TPMT, ktoré predstavuju riziko myelosupresie (TPMT*3A, *3B,
*3C). U 30 pacientov na biologickej liecbe sme hodnotili vyskyt vedlajsich i¢inkov
véasnych a neskorych pocas uzivania liecby.

Vysledky: Z vySetreného stiboru 114 pacientov bolo 105 (92,1 %) pacientov homo-
zygotov TPMT wt/wt (TPMT 1/1), genotyp, ktori je spojeni s normalnou aktivitou
TPMT. U 9 pacientov bola zistend alela spojend s nizkou aktivitou - najcastejsie bol
pritomny genotyp TPMT *1/3A (5 pacientov; 4,39 %), homozygot pre TPMT*3A/3A bol
zisteny u jedného pacienta (0,88 %), 2 pacienti boli nositelmi TPMT*1/3B (1,75 %),
a TPMT*1/3C (0,88 %).

U 30 pacientov na biologickej liecbe sme u 2 zaznamenali v¢asné vedlajsie
ucinky (2 alergické reakcie po podani infliximabu z toho 1 anafylakticky $ok),
u 3 pacientov CMV kolitidu, 1 pacientka mala sepsu vyvolani MRSA (meticilin re-
zistentnym stafylokokom), u 1 pacienta sa rozvinula tubulointersticidlna nefritida,
1pacientka akvirovala listériovi meningitidu, u 4 pacientov sa objavili recidivujice
kozné afekcie (alopécia so seboroickou dermatitidou, podkozné abscesy, rozsiahle
furunkuldzy). Zvy$ena chorobnost s recidivujicimi infekciami hornych dychacich
ciest bola zaznamenana u 3 pacientov.

Zaver: Prevencia vedlaj$ich u¢inkov imunosupresivnej a biologickej liecby
spociva v jej spravnej indikdcii a starostlivom monitorovani pacienta pocas liecby.
Jednou z moznosti prevencie vedlaj$ich G¢inkov azathioprinu je stanovovanie
genotypu TPMT pred zacatim liecby.

Side effects of immunosupressive and biological treatment
Cierna 1.}, Chocholova A.?

12 Department of Pediatrics, Comenius University Medical School and

University Children s Hospital, Bratislava, Slovak Republic

Department of Pediatric Hematology and Oncology, Children s University

Hospital, Bratislava, Slovak Republic



Introduction: The therapy of inflammatory bowel diseases (IBD) consists of more
different drugs used include aminosalicylates, corticosteroids, immunosuppresants
and biological therapy. Immunosuppressive and biological treatment is used effe-
ctively for treatment of active disease and the control of the remission, but the risk
of side effects associated with immunosupression has to be taken into account. The
myelotoxicity of azathioprine is widely bewared. The thiopurine-methyltransferase
(TPMT) is the key enzyme of deactivation in azathioprine metabolism. The decre-
ased TPMT activity is associated with high risk of myelosuppresion, in some cases
fatal. TPMT status evaluation before azathioprine treatment my lead to prevent of
severe side effects of azathioprin treatment. The biological therapy (infliximab,
adalimumab) has also significant immunosupressive impact. In course of biolo-
gical therapy may various adverse effects occure - the most feared is tuberculosis
and oportune infections. The aim of our study was to evaluate the side effect of
treatment and evaluate the side effects of treatment and evaluate risk genotype
for low TPMT activity.

Patients and methods: We evaluated 114 patients on or before azathioprine
treatment azathioprine (Morbus Crohn: 69, ulcerative colitis: 46, autoimune
hepatitis: 7) for three low activity TPMT polymorphisms associated with risk
of myelotoxicity. The occurrence of adverse effects was evaluated in groups of
30 patients on biological therapy.

Results: In the group of 114 IBD patients were 105 (92.1%) homozygous for
wild type TPMT allel (TPMT*1/1), which is linked with normal TPMT activity.
Allels associated with low activity were observed in 9 patients. The most fre-
quent genotype was TPMT*1/3A (5 patients, 4.39%), homozygot TPMT*3A/3A
was observed in one patient (0.88%), 2 patients were carriers TPMT*1/3B (1.75%)
and TPMT*1/3C (0.88 %).

In cohort of 30 patients on biological treatment were observed early side effects in
two patients (alergic reaction in one and a anaphylactic shock in second one), CMV
colitis developed in 3 patients, one overcame sepsis caused by MRSA (Methicillin-
resistant Staphylococcus aureus), one patients acquired listeria meningitis,
1 patient developed intersticial nephritis and in 4 patients were present recurrent
skin affections (alopecia with seberrhoic dermatitis, subcutaneus abscesses,
extensive furunculosis). Increased rate of recurrent upper airways was present
in 3 patients.

Conclusion: Prevention of adverse effects of immunosuppressive and biological
treatment is in right indication and careful monitoring of patient in the course of
treatment. The evaluation of TPMT genotype before azathioprine treatment may
detect patients in high risk of adverse effects.

Imunosupresivna a biologicka liecba v gravidite
a pocas laktacie a jej vplyv na novorodenca
Zelinkova Z.!, Hlavaty T.!, Koller T.!, Pav 1.2, Toth J.!, Huorka M.!
'V, internd klinika LF UK a UN Bratislava, Slovenskd republika
“Gastroenterologickd Klinika UN Bratislava, Slovenskd republika

Uvod: Pacientky s neSpecifickymi zipalovymi ochoreniami éreva (inflammatory
bowel disease - IBD) maju rovnaki schopnost otehotniet, donosit a porodit zdravé
dieta ako ich zdravé rovesnicky, av§ak za predpokladu, Ze je ochorenie v ¢ase koncep-
cie a pocas tehotenstva v remisii. Preto je potrebné pocas tehotenstva nadalej uzivat
imunosupresivnu lie¢bu, na ktord bola pacientka pred tehotenstvom nastavend.

Vysledky: Tiopuriny s v divke, v akej sa pouZzivaju na lie¢bu IBD (t. j.
2 az 2,5 mg/kg telesnej hmotnosti), povaZované za lieky bezpetné pre budicu
matku a plod. V sticasnosti boli publikované Stadie s vystupmi tehotenstiev
niekolkych stoviek IBD pacientok, ktoré pocas tehotenstva uzivali tiopuriny.
Deti narodené z tychto tehotenstiev nemaju vyssi vyskyt vrodenych portch v po-
rovnani s detmi IBD pacientok bez liecby, maji normalny gestacny vek, ale
rodia sa s nizSou pérodnou hmotnostou. Tiopuriny prestupuji do materské-
ho mlieka v minimalnom mnozstve s vyslednou expoziciou dojcata menej nez
1 % materskej davky. Vzhladom k interindividualnym rozdielom v metabolizme
tiopurinov sa v§ak odporti¢a pocas dojcenia monitorovat hladiny tiopurinov alebo
asporn krvny obraz u dojcata.

Biologicka liecba protildtkami proti tumor necrosis faktoru alpha zahfna v liec-
be IBD dva typy protildtok, infliximab (IFX) a adalimumab (ADA). Ani u IFX, ani
u ADA neboli pri doterajSom pouZziti v tehotenstve u vySe dvoch stoviek pacientok
zaznamenané teratogénne Gcinky, avsak obidve protilatky st z triedy IgCl a pre-

chédzaju placentou od druhého trimestra tehotenstva. Tento transport stiipa pocas
tehotenstva a nadobida maximum pred pérodom. Deti matiek lie¢enych IFX a ADA
v druhom a tretom trimestri sa rodia s detekovatelnymi hladinami tychto lieciv.
Tato intrauterinna a véasna postnatalna expozicia sice nevedie k zvySenému vyskytu
infekcii u novorodencov, je u nich vsak riziko diseminovanych infekcii pri vakcina-
cii Zivymi vakcinami. Toto riziko bolo zdokumentované fatdlnou diseminovanou
BCG-itidou po o¢kovani BCG vakcinou dietata narodeného matke liecenej IFX, ako
aj viacerymi miernej$imi reakciami s lymfadenopatiou.

Zaver: Imunosupresivna a biologickd liecba je potrebnd na zabezpecenie remisie
ochorenia v tehotenstve matiek s IBD. Tiopuriny s bezpecné v tehotenstve aj pocas
laktacie, avSak za podmienky monitorovania dojcata. Biologicka lie¢ba by sa uIBD
pacientok v remisii mala prerusit v druhom trimestri a deti pacientok s IBD lie¢enych
biologickou antiTNF lie¢bou by nemali byt o¢kované Zivymi vakcinami do doby, kym
ich hladiny biologickych agens neklesni na nedetekovatelnd hladinu.

Maternal immune suppressive and biological treatment
during pregnancy and lactation - impact on the newborn
Zelinkova Z.!, Hlavaty T.!, Koller T.!, Pav 1.2, T6th J.!, Huorka M.!

1S Department of Internal Medicine, Division of Gastroenterology&Hepatology,

University Hospital Bratislava, Slovak Republic

“Department of Gastroenterology, University Hospital Bratislava-Petrzalka, Slovak Republic

Introduction: Favourable pregnancy outcomes of women with inflammatory
bowel disease (IBD) are related to a tight control of disease activity. For a succesfull
pregnancy, it is thus crucial to keep the disease in remission with the medication
that frequently consists of immune suppressive and/or biological treatment.

Results: Thiopurines used in the standard dose recommended for the treatment
of IBD (i.e. 2 to 2.5 mg/kg body weight) are considered safe for the mother-to-be
as well as the child.To date, up to 300 pregnancies of IBD patients with direct
exposure to thiopurines have been reported. Children born to women with IBD
treated with thiopurines during pregnancy do not have increased rate of congenital
abnormalities compared with the children born to IBD patients without thiopuri-
nes treatment, they are born at term but they do have lower, although clinically
insignificant, birthweight. Thiopurines are excreted in the breastmilk in small
amount, the resulting exposure of the fully breastfed newborn beingless than 1%
of maternal dose. Thus the treatment with thiopurines does not preclude lactation.
However, keeping the inter-individual differences in the thiopurines metabolismin
mind, it is recommended to check the levels of thiopurines metabolites or at least
the blood count of the newborn during the first month of breastfeeding. Biological
therapy with antibodies against tumor necrosis factor alpha (antiTNF) used for IBD
comprises two types of antibodies, infliximab (IFX) and adalimumab (ADA). Both
agents seem to be safe for the use during pregnancy in terms of teratogenicity.
However, both antibodies are IgGl class antibodies and as such cross the placenta
beginning during the second trimester. This placental transfer increases gradually
during pregnancy and reaches its maximum prior delivery. Children born to mo-
thers treated with IFX or ADA during the second and third trimester are born with
detectable levels of these agents. Although this intra-uterine and early postnatal
exposure does not lead to an increased rate of neonatal infectious complications,
these children are at risk of disseminated infections with live vaccines. This risk
has been documented with the case of fatal BCC infection following the vaccination
with BCG of a child born to a UC patient treated with IFX during entire pregnancy,
as well as by several cases of milder reactions to BCG. To minimize the neonatal
exposure, the treatment with antiTNF should be discontinued early in the second
trimester if the patient is in remission. This approach helps to reduce significantly
the placental transfer and is safe for the mother. The breastfeeding during antiTNF
therapy seems to be safe but the available data is very limited thus far.

Conclusion: In order to safeguard a favourable pregnancy outcome of women
with IBD, the disease needs to remain in remission. It is therefore recommended
to continue the treatment with immune suppressive and/or biological agents
from pre-pregnancy period. Thiopurines are safe during pregnancy and lactati-
on, provided the newborn is monitored. Biological antiTNF treatment should
be discontinued during the second trimester if the disease is in remission. The
vaccination with live vaccines of children born to mothers treated with antiTNF
agents during pregnancy should be postponed untill the levels of antiTNF agents
in the child are undetectable.
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Je potrebné u deti vZdy liecit infekciu H. pylori?
Szépeova R., Havli¢ekova Z., Banov¢in P,
Klinika deti a dorastu JLF UK a UN Martin, Slovenskd republika

Helicobacter pylori je pri¢inou gastritidy a vredovej choroby gastroduodéna, k in-
fekcii dojde zvycajne v priebehu prvych rokov Zivota. Zatial Co vyskyt infekcie
Helicobacter pylori v severnych a zadpadnych krajinach Eurépy klesa, v juznych a vy-
chodnych ¢astiach Eurdpy a v Azii je infekcia Hp stdle Casta. Priznaky vredovej
choroby gastroduodéna stvisiacej s H. pylori st u deti nespecifické a mbzu zahfriat
Dbolest v epigastriu, nevolnost a/alebo zvracanie, nechutenstvo, anémiu z nedostat-
ku Zeleza a hematemézu. Okrem toho, len u malej Casti deti sa objavia priznaky
a klinicky relevantné ochorenie gastrointestindlneho traktu. Infekcia H. pylori méze
Dbyt diagnostikovana bud invazivnymi testami vyZadujtcimi endoskopiu a biopsie
alebo neinvazivnymi testami vratane vydychového testu s (13) C-mocovinou, detekcie
antigénu H. pylori v stolici, vySetrovanim protilatok v sére, moci a slinich. Cielom
liecby je najmenej 90 % eradikacia baktérii, a to kombindciou dvoch antibiotik
a inhibitora proténovej pumpy v prvej linii lie¢by. Casté pouZivanie antibiotik
v detskom veku sa spdja s niz§im stupriom eradikacie, ¢o vedie k hladaniu novych
lie¢ebnych stratégii. Autori v prednaske uvadzaju prehlad najnovsich poznatkov
na zaklade mediciny d6kazov z hladiska klinickej prezenticie, diagnostiky a lie¢by
infekcie H. pylori v detskom veku.

Is it necessary to treat H. pylori infection in children?
Szépeova R., Havli¢ekova Z., Banov¢in P,

Department of Pediatrics, Jessenius Faculty of Medicine, Comenius

University, University Hospital Martin, Slovak Republic

Helicobacter pylori causes gastritis and gastroduodenal ulcer disease, the infec-
tion usually occurs in the first years of life. While the incidence of Helicobacter pylori
infection in northern and western European countries falling in the southern
and eastern parts of Europe and Asia Hp infection is still common. Symptoms of
gastroduodenal ulcer associated with H. pylori in children are nonspecific and may
include epigastric pain, nausea and/or vomiting, loss of appetite, anemia, iron
deficiency and haematemesis. In addition, only a small proportion of children
develop symptoms and clinically relevant gastrointestinal disease. Infection with
H. pylori can be diagnosed with either invasive tests requiring endoscopy and biopsy
or non-invasive tests, including tests of expiratory (13) C-urea antigen detection H.
pylori in faeces, the investigation of antibodies in serum, urine and saliva. The goal
of treatment is at least 90% eradication of the bacteria and the combination of two
antibiotics and a proton pump inhibitor in the first-line treatment. Frequent use
of antibiotics in children is associated with lower eradication leading to the search
for new therapeutic strategies. The authors lecture outlines the latest findings on
medical evidence in terms of clinical presentation, diagnosis and treatment of
infections H. pylori in children.

Nové diagnostické kritéria celiakie (ESPGHAN 2012)
Kabatova J.
Odbornd detskd gastroenterologickd ambulancia, s. r. o., Piestany, Slovenskd republika

Uvod: Celiakia (CD) je multiorgdnové ochorenie s typickymi zmenami érevnej
sliznice, s typickou pritomnostou $pecifickych protildtok a pozitivitou HLA-DQ2
alebo HLA-DQS8.

Metédy a vysledky: Usmernenia z r. 1990 ESPGHAN odporicaji na potvrde-
nie diagnozy pozitivitu protilatok na lepok a ¢revni biopsiu vykazujicu atrofiu
slizni¢nych klkov u deti starsich ako 2 roky. V roku 2012 pracovna skupina pre CD
u deti a dospievajtcich pri ESPCHAN, priniesla nové usmernenia na diagnostiku
CD. Nové odporicania ESPGHAN z roku 2012 uznavaji, Ze boli dosiahnuté velké
pokroky v diagnostike CD. Tato skutocnost viedla k navrhu, Ze vo vybranej skupine
deti s typickymi priznakmi pre CD a s velmi vysokymi hladinami protilatok, nemusi
Dbyt biopsia na potvrdenie diagndzy vzdy potrebna.

Zavery: Hlavnou zmenou oproti predchddzajicim odpori¢aniam je navrh, Ze
deti s priznakmi typickymi pre CD, ktoré maju velmi vysoki hladinu protildtok
proti tkanivovej transglutaminaze IgA v krvi (viac ako 10-ndsobok normy) a pozi-
tivne anti-endomyzialne protilatky, rovnako ako typicky HLA DQ2/DQ8 genotyp,
Crevna biopsia nemusi byt pre potvrdenie diagndzy nevyhnutna. Pre vSetky ostatné
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deti, najmad tie s minimalnymi, alebo atypickymi priznakmi (vratane tych, ktoré
nemaju vébec ziadne priznaky) je endoskopia a biopsia pre stanovenie diagnozy
stale odporii¢ana.

New diagnostic criteria for celiac disease (ESPGHAN 2012)
Kabatova J.
Specialized Ambulance for Pediatric Gastroenterology, Ltd., Piestany, Slovak Republic

Introduction: Coeliac disease (CD) is a multiorgan disorder, with typical chan-
ges of the intestinal mucosa, presence of typical CD - specific antibodies and of the
HLA-DQ2 or HLA-DQ 8 haplotype.

Methods and results: The 1990 ESPGHAN guidelines recommended a posi-
tive anti body test and intestinal biopsy showing villous atrophy to confirm the
diagnosis of CD in all children over the age of two. In 2012 ESPGHAN working
group on CD in children and adolescents has produced a new guidelines on the
diagnosis of CD. The 2012 ESPCHAN guidelines recognise that greata dvances
have been made in the diagnosis of CD. This has lead to a suggestion that in
a selected group of children with the typical symptoms of CD and high antibody
titers a biopsy might not be necessary to confirm the diagnosis.

Conclusions: The main change in the diagnostic guidelines is that in children
with typical CD symptoms having high anti tissue tranglutaminase IgA antibiodies
(more than ten times the norm) and positive anti-endomysial antibodies as well
as typical HLA DQ2/DQ8 genotype may not necessarily need an intestinal biopsy
to confirm the diagnosis. For all other children, in particular those with few or
atypical symptoms (including symptom free) intestinal biopsy is still recommended
to confirm the diagnosis.

MimotéIni nihrada funkce jater - pro¢, kdy a kde
Hladik M.

Klinika détského lékarstvi Lékar'ské fakulty Ostravskeé univerzity

a Fakultni nemocnice Ostrava, Ceskd republika

Stejné jako pti selhani ledvin je v soucasnosti modifikovana dialyza i pii selhani
jater pouzivanou 1é¢bou. Podobné jako pii toxémii pfi selhani ledvin, stoupaji pii
zavazném poskozeni jater dva typy latek: volné rozpustné ve vodé a vdzané na télesné
proteiny. Jsou to nizkomolekularni litky (amoniak, enol, fale§né neurotransmitery,
volné Zlucové kyseliny atd.), dale zinétlivé mediatory (cytokiny, chemokiny), va-
zoaktivni substance, inhibitory buné¢ného riistu (TGF1) a endotoxin. Jejich pfesna
role v jaternim selhani véetné vztahu k neurologickému postizeni je v mnohém
objasnéna, vyzkum ale neni dokoncen.

Cile 1é¢by pomoci nahrady jaternich funkci zahrnuji: detoxifikaci, nahradu
syntetickych funkci jater, zamezeni nebo snizeni tvorby prozanétlivych medi-
ator(, podporu obnovy selhanych jater a zvyS$eni moznosti regenerace vlastnich
jater. Piistroje pro jaterni podporu se déli do 2 skupin: ¢isté mechanicky plsobici
piistroje a bioarteficidlni pfistroje s bunéénym zdkladem. Obé umoziuji detoxi-
fikaci, ale bioarteficidlni pfistroje navic umoziuji syntetické a biotransformacni
aktivity, které u mechanickych pfistroji nejsou mozné.

Pozadavek detoxifikace, regulace a syntézy plni pouze systémy s funkénimi
jaternimi bunkami. Jsou to Cisté biologické nebo bio-hybridni systémy, které
doposud pro svou slozitost nejsou rutinné zavedeny do klinické praxe. Naproti
tomu, nebiologické vychazeji ze soucasnych technologii, jako je hemodi-
alyza, hemofiltrace a adsorpce. Umi{ odstraniovat 1dtky vazané na albumin
a rozpustné ve vodé, jejichz hladina stoupa pfi selhani jater. Nenahrazuji
ale syntetickou funkci jater. V soucasnosti jsou roz§ifené 2 ptistroje: MARS
(albuminova dialyza) a Prometheus (albuminova separace). Studie ale uka-
zuji, Ze jsou vhodné pouze jako pieklenovaci postup a bez rychlého vyhojeni
vlastnich jater nebo bez jejich transplantace nezabrani fatalnimu konci.
Zatim neni k dispozici dlouhodobé dostatecné mnozstvi jaternich bunék
k biologické 1é¢bé. Nové postupy, které se vyvijeji zejména v oblasti nano-
technologii, maji zajistit v budoucnosti (jiz ve 21. stoleti) dostatecné mnozstvi
lidskych hepatocyti.



External liver function replacement - why, when and where
Hladik M.
Pediatric Department, Medical Faculty and University Hospital Ostrava, Czech Republic

Liver dialysis, like kidney dialysis for end-stage kidney disease, refers to the use
of extracorporeal devices for temporary support when the liver fails. Unlike the toxe-
mia of kidney failure, the toxins that are retained in the blood when the function of
the liver becomes severely deranged, including many protein bound as well as water
soluble toxins. These include small molecular weight toxins (ammonia, phenol,
false neurotransmitters, free bile acids, etc.) also mediators of inflammation (e.g.
cytokines, chemokines) vasoactive substances, cell growth inhibitors (e.g. TGF1)
and endotoxin. Their exact role in causing neurological and other organ impairment
and in aggravating injury to the liver, remains undetermined.

The goals of liver support therapy include the following: to provide detoxi-
fication and synthetic function during liver failure, to remove or reduce the
production of proinflammatory cytokines to correct the systemic inflammatory
response of liver failure, to stimulate the regeneration of the injured liver and
increase the likelihood of spontaneous recovery, there is a large unmet need
for a liver support device because of the shortage of organs for liver transplan-
tation and the risks of major surgery. Liver support devices can be divided into
2 groups: purely mechanical artificial devices and cell-based bioartificial devices.
Both provide detoxification, but bioartificial liver devices provide the option of
synthetic function and biotransformation activities that are not possible with
a purely mechanical device.

An ideal liver assist device should support the three main liver functions:
detoxification, regulation and synthesis. The latter task can obviously only
be taken over by systems incorporating functional liver cells. These biological
or bio-hybrid systems are, however, highly complex and, at least at present,
are not easily available and/or manageable in clinical routine. Non-biological
artificial liver support (ALS) devices aim to remove albumin-bound and wa-
ter-soluble toxins arising as a result of liver failure. They do not directly im-
prove the liver synthetic capacity. The currently most used devices combine
haemodialysis with albumin dialysis (MARS) or plasma separation and filtration
(Prometheus). However, recently multicentre controlled trials failed to show
a beneficial effect on transplant-free survival. Therefore the use of these devices
at present seems only justified as a bridge to liver transplantation. An abundant
high-quality supply of human hepatocytes is not currently available for liver cell
therapy. However, such a supply is essential for successful bioartificial liver therapy.
Novel options are under development for the unlimited production of high-quality
human hepatocytes.

Nové technoldgie v intenzivnej medicine -
historicko-futurologické zamyslenie
Kralinsky K.

11. DK SZU a II. KPAIM SZU DENSP Banskd Bystrica, Slovenskd republika
Fakulta zdravotnictva SZU v Banskej Bystrici, Slovenskd republika

Uvod: Autor hodnoti pokroky v intenzivnej medicine so zameranim na pe-
diatrickd intenzivnu medicinu. Prezenticia ponuka historicky nahlad na
3 ddlezité Casti starostlivosti o kriticky chorého pacienta - terapeutické pokroky,
diagnostika a monitoring.

Materiil a metodika: Ako zdroj idajov boli pouZité vedecké databazy a inter-
net. Postupne bola vykonand analyza zistenych tidajov z jednotlivych sledovanych
oblasti.

Vysledky: Vygenerovanych bolo obrovské mnozstvo idajov. Napriklad po
zadani klucovych slov “new technology” do PubMed - NCBI (National Center for
Biotechnology Information - US National Library of Medicine National Institutes of
Health) bolo najnych 115 895 odkazov. Pre intenzivnu medicinu boli a st limitujiice
docasnd, resp. trvald ndhrada zlyhanych orgdnov - rézne eliminac¢né metédy v ne-
frologii (dialyza, plazmaferéza, CAVH/CVVH ... ), v hepatolégii (MARS, SPAD ...),
rézne druhy umelej plicnej ventilcie, mimotelové systémy ako nahrada pltc/srdca
ILA/ECMO a iné a samozrejme transplantdcia nefunkéného organu. Diagnostické
a monitorovacie ,,bed side“ pristroje/systémy (sono pristroje s dopplerom, rézne
telemetrické jednotky ...) aZ po tzv. eICU®, Tento démyselny systém vyuZiva po-
krocily softvér a videotechnolégie k sledovaniu pacienta na dialku, ¢o prinieslo

skvalitnenie zdravotnej starostlivosti (zniZenie mortality o 30 %, zniZenie vyskytu
komplikacii 0 40 %) a zniZenie ndkladov.

Zaver: Sucasnd intenzivna medicina dokdZe udrzat pacienta so zlyhanym orga-
nom/mi dostatocne dlhy ¢as potrebny k vykonaniu transplantdcie. Vynimkou st
vrodené/ziskané chyby nezlucitelné so Zivotom. V siicasnosti vieme transplantovat
takmer kazdy organ/jeho cast (oblicky, srdce, pecerl, pankreas, plica, Crevo, krv,
kostni dreri, rohovku, kozu, vlasy ...) - eticky nepripustné je darovanie/transplanto-
vanie mozgu a pohlavnych 7liaz, ktoré zaistujii totoznost a jedine¢nost osoby, ktorit
ma medicina chranit. Hudbou budicnosti si robotizované systémy (monitorovacie,
lie¢ebné, operacné...). Prvou lastovickou na tomto poli boli ,Chirurg DaVinci“
a ,Anesteziolog McSleepy*, ktori v oktobri 2010 vykonali prva plne roboticki ope-
réciu - prostatektémiu v McGill University Health Centre Montreal.

New technologies in intensive care: the past and the future
Kralinsky K.

11 PC SMU and I1. CPAICM SMU ChFH Banskd Bystrica, Slovak Republic

Faculty of Health Care, Slovak Medical University, Banskd Bystrica, Slovak Republic

Introduction: The author deals with the progress intensive care has achieved
in particular in the field of paediatric intensive medicine. In this presentation he
depicts it from a diachronic point of view focusing on 3 important areas of the care
for the critically ill patient: therapy, diagnosis and monitoring.

Material and methods: Scientific databases and internet sources provided
the author with necessary data. Data from the three areas were analysed subse-
quently.

Results: An enormous amount of data was collected. For example, after entering
key words “new technology” in the search field of PubMed - NCBI (National Center
for Biotechnology Information - US National Library of Medicine National Institutes
of Health) search engine 115 895 hits were found.

A temporary or permanent organ replacement has been a restrictive factor for
intensive care. However, there are several elimination procedures in nephrology
(dialysis, plasmapheresis, CAVH/CVVH etc.), in hepathology (MARS, SPAD etc.),
various types of artificial lung ventilation, extracorporeal lung/cor support pro-
cedures (ILA/ECMO) and finally a organ transplantation. Furthermore, there are
many bed side diagnostic and monitoring systems from Doppler ultrasound and
several telemetric units to the so-called eICU® facility. The last one is a sophisticated
system which uses advanced software and video technology to monitor the patient
remotely. It has contributed to the increase of quality in health care (30% decrease
in mortality, 40% less complications) and cost savings.

Conclusion; Contemporary intensive care medicine is able to keep a patient with
organ failure alive until the transplantation can be performed. The only exception
is congenital or acquired deficiency leading to death. Nowadays almost all organs
or their parts can be transplanted (e.g. kidneys, the heart, the liver, the pancreas,
lungs, intestines, blood, bone marrow, cornea, skin, hair etc.). Identity and unique-
ness of a person are represented by the brain and the reproductive organs. Medicine
is supposed to protect them. Therefore, a donation and/or transplantation of them
is ethically inacceptable. The future of intensive care is in robotic systems used for
monitoring, therapy and surgery. The DaVinci surgical robot and McSleepy, the
robot anaesthesiologist performed the first robotic surgery - a prostatectomy - in
the McGill University Health Centre Montreal in October 2010.

Vyvoj radioldgie a zobrazovacich modalit
na Slovensku v porovnani so svetom
Bofuta P,

Katedra rddioldgie LF SZU, Bratislava, Slovenskd republika
RADMED - IMD Institute, s.r.o., Bratislava, Slovenskd republika

0d objavenia nezndmych licov W. K. Réntgenom doslo nielen k zmene nazvu
odbornosti, ale aj k vjznamnému rozvoju zobrazovacich modalit. Technicky
pokrok v elektronike a najmd vo vyvoji poc¢itacov umoziiuje zavadzanie novych
moznosti v zobrazovani jednotlivych regiénov tela a systémov. Od ,hrubych*“
statickych obrazov sa dostdvame k zobrazovaniu drobnych detailov a dyna-
mickych dejov (4D), aj rychlo sa pohybujicich organov. Digitalizicia v réntge-
noch zmenila kvalitu zobrazenia a najmad odstranila zastaranu technoldgiu.
Vyvoj v pocitacovej tomografii a magnetickej rezonancii zmenil za poslednych
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40 rokov ich diagnostické vyuZitie. Co sme po prvych skisenostiach od roku 1983,
resp. 1993 pokladali za nemozné, je v sicasnosti uz realizovatelné aj v nasich zdra-
votnickych zariadeniach.

V prednaske sa zameriam na ,bleskovy*“ prierez vyvojom jednotlivych zobrazo-
vacich modalit na Slovensku s ,pohladom* do sveta.

The development of radiology and imaging modalities

in Slovakia with the comparison in the world

Bofuta P,

Department of Radiology, Faculty of Medicine, Slovak Medical University, Bratislava, Slovak Republic
RADMED - IMD Institute, Ltd., Bratislava, Slovak Republic

Since the discovery of the X-rays by W. K. Rontgen, there has been not only to
change the name of expertise (roentgenology to radiology) but also the significant
development of imaging modalities. Technological advances in electronics and
especially in the development of computers technology in radiology allows the
introduction of new options in the display of individual regions of the body and
systems. From the ,,gross*“ stationary images we get to small details and display of
dynamic events (4D) of any fast moving organs. Digital X-ray changed the display
quality and, in particular, has removed an outdated technology. The development
in computer and magnetic resonance changed over the past 40 years their diagnostic
use. What we thought that was impossible after our first experiences since 1983 (CT),
and 1993 (MR), is currently already feasible even in our medical facilities.

In my lecture, I shall concentrate on the ,,blitz“ cross section of development of
the various imaging modalities in Slovakia with a ,,look* to the world.

Novinky v DNA diagnostike genetickych ochoreni
Kone¢ny M.}, Kadasi L.2, Petrovi¢ R.?, KriZzan P.*, Cisirik F.5,

Chandoga J., Hojsikova 1.%, Babjakova L.¢, Markus J.!

'0ddelenie lekdrskej genetiky, Onkologicky tistav sv. Alzbety, Bratislava, Slovenskd republika
“Katedra molekuldrnej bioldgie, Prirodovedeckd fakulta UK, Bratislava, Slovenskd republika
0ddelenie molekulovej a biochemickej genetiky, Ustav lekdrskej bioldgie, genetiky a lekdrskej
genetiky UN Bratislava, Slovenskd republika

*Oddelenie lekdrskej genetiky, Medirex a. s., Bratislava, Slovenskd republika

SOddelenie lekdrskej genetiky, FNsP Zilina, Slovenskd republika

¢GenDiagnosticass. r. ., Bratislava, Slovenskd republika

Uvod: DNA diagnostika v oblasti genetickych ochoreni urobila za posledné
desatrocie vyrazny posun vpred. Aktudlne sa vo vyspelych svetovych krajinich
nachadzame v tzv. ére informdcif a biologicko-genetickych dat. Dnes viac-menej
nie je problém na podklade DNA diagnostikovat akékolvek zndme, ¢i nezndme
ochorenie, a tak dospiet ku komplexnym biologickym datam. Podstatne vac$im
problémom sa v stCasnosti stava fakt, ako zhodnotit a analyzovat toto obrovské
mnozstvo genémovych dat. Nasledne na to vyvstdva v oblasti klinickej genetiky
dalsia otdzka, ako spravne klinicky interpretovat dita ziadajucemu lekarovi,
resp. pacientovi.

Ciele; Cielom tejto prednasky je predstavenie siiCasného stavu DNA diagnostiky
so zameranim sa na niekolko hlavnych tém. V skratke predstavit histériu DNA
diagnostiky v SR, nasledne v dal$ej Casti sa zamerat na nové chorobné jednotky,
ktoré mozno v SR geneticky diagnostikovat a taktiez na tému zriedkavych ochoreni,
ktord s DNA diagnostikou blizko suvisi.

Zaver a perspektivy: Na ziver by som rad v zakladnych rysoch predstavil
nové postupy vyuzivajice sa v DNA diagnostike v sicasnosti a najma ich vyuzitie
v klinickej praxi. Ide najmad o postupy sekvenovania novej generacie v oblasti mo-
nogénovych ochoreni, tiez predimplantacna diagnostika ochoreni z jednej bunky
zygbty, ¢i prenatalna diagnostika (pred 12. tyzdiiom z choriovych klkov, volnej
fetdlnej DNA v periférnej krvi a po 12. tyZdni s dérazom na vyuZitie novych metodik)
a v neposlednom rade poskytnit aktudlny prehlad novorodeneckého skriningu
z pohladu genetickych ochoreni.
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New insights in DNA diagnostics of genetic disorders
Konecny M.}, Kadasi L.?, Petrovi¢ R.?, KriZan P.*, Cisarik .5,
Chandoga J.}, Hojsikova 1., Babjakova L.°, Markus J.!

'Department of Clinical Genetics, St. Elizabeth Cancer Institute, Bratislava, Slovak Republic
Department of Molecular Biology, Faculty of Natural Sciences

Comenius University, Bratislava, Slovak Republic

*Department of Molecular and Biochemical Genetics, Institute of Medical Biology,
Cenetics and Clinical Genetics, University Hospital, Bratislava, Slovak Republic
“Department of Clinical Genetics, Medirex, Inc., Bratislava, Slovak Republic

sDepartment of Clinical Genetics, Teaching Hospital, Zilina, Slovak Republic
SGenDiagnostica, Ltd., Bratislava, Slovak Republic

Introduction; The DNA diagnostics of genetic diseases made considerable progress
in the last ten years. Currently the genetics, especially in developed countries, reached
the so-called era of biological-genetics data. Combination of several DNA diagnostic
methods may generate complex biological data for any known and even unknown
disease. More difficult problem nowadays is the fact that such a huge amount of
genomic data needs to be accurately analyzed and evaluated. Consecutively, thereis
another problem in the field of clinical genetics, which is - how to correctly interpret
the data to clinicians or patients.

Aims: The aim of this presentation is to introduce the current status of DNA
diagnostics in Slovakia and some associated themes. We would like to present
a short history of DNA analysis in Slovakia, then discuss the new disease units,
which can be genetically diagnosed in the present time and finally focus on the
group of rare diseases closely linked to genetic diagnostics.

Conclusions: We would like to present new approaches in the current DNA
diagnostics, especially their usefulness in the clinical practice, namely the use of
next generation sequencing to improve diagnostics of monogenic diseases, pre-
implantation diagnostics of diseases from single zygotic cell or prenatal diagnostics
(from chorionic cells or free fetal DNA in peripheral blood before week 12 and with
the use of novel methods after week 12). Last but not least, we will review current
post-neonatal screening from the aspect of genetic diseases.

TRALI - moZné neZiaduce t¢inky transfiizie krvi

Riedel R.}, Buzdssyova D.!, Koppl J.}, Viglasky M.},

Vyskocova Z.!, Sagat T.!, Gresikova M.

"Detskd Klinika anestézioldgie a intenzivnej mediciny DENSP, Bratislava, Slovenskd republika
“Klinika detskej hematoldgie a onkolgie DENSP, Bratislava, Slovenskd republika

Uvod: Transfizia krvi a krvnych derivatov méZe napriek prisnemu urceniu
krvnych skupin a désledne vykonanej kriZovej skisky vyvolat komplikacie ohro-
zujlce Zivot. Medzi transfiizne komplikdcie patria neziaduce reakcie a zlyhanie
ofakavaného lieCebného uc¢inku. Komplikacie sa mézu objavit bud v priamom
vztahu k transfuzii alebo s oneskorenim hodin az dni. Okrem akdtnej hemoly-
tickej reakcie, méZe byt jednym z neziaducich tc¢inkov transfizii aj transfaziou
navodend imunomoduldcia (TRIM - transfusion related immunomodulation),
pri ktorej v désledku imunologickych abnormalit moZe vzniknut akitna plicna
insuficiencia v stvislosti s transfiziou (TRALI - transfusion related acute lung
injury). Patofyziologicky na zaciatku reaguju aloprotilatky s granulocytmi.
Dochddza k ich aktivacii a migracii do intersticidlneho priestoru medzi endote-
lovi vystelku alveolov a plucnych kapilar. Tu sa poSkodzuje kapilarna stena
a dochadza k zvy$eniu kapilarnej permeability, vysledkom coho je nekardidlny
plicny edém.

Opis pripadu: 6-mesacné dievcatko s pracovnou diagnézou: akitna rendlna in-
suficiencia na podklade susp. nefrotického syndrému, susp. hemolyticko-uremicky
syndrém, anasarka, ascites, parcidlna respiracnd insuficiencia, anémia, hepato-
patia. Postupne dochddza k progresii akitneho rendlneho zlyhania s rozvratom
vnutorného prostredia, s vzostupom amoniaku, globalnej respira¢nej insuficienii
azhorSeniu sekunddrnej hypertenzie. Vyslovené podozrenie na dedi¢nt metabolicki
poruchu. Nakoniec stav uzavrety ako sekundarna porucha metabolizmu pri deficite
transportnych bielkovin a poruche funkcie hepatocytu nasledkom dlhodobého
deficitu bielkovin - Kwashiorkor. Na 9. defi hospitalizicie, asi 5 mintt po doteceni
transfizie krvi, sa zjavuje exantém na celom tele, zvy$ena dychova praca, hypo-
tenzia, pokles saturdcie kyslika aZ na 40 %, s nutnostou orotrachealnej intubacie
a umelej ventildcie plic. Na RTG snimke hrudnika nilez ARDS (adult respiratory



distress syndrome). Po 48 hodinach je mozné ukonéit umeld ventilaciu plic, pri
dobrej spontannej dychovej aktivite.

Zaver: Stav polytransfundovanej pacientky pre zikladné ochorenie, bol kompli-
kovany vznikom TRALI, pri¢om zodpovednost za vznik Zivot ohrozujicej potrans-
fuznej prihody mali granuloaglutinacné protilatky. Klinicky obraz je zrovnatelny
s obrazom ARDS s letalitou cca 5-10 %, priincidenciil : 5000.

TRALI - possible adverse effects of blood transfusion
Riedel R.}, Buzdssyova D.}, Koppl J.}, Viglasky M.},

Vyskocova Z.!, Sagit T.!, Gresikova M.

'Department of Paediatric Anaesthesiology and Intensive Care,

Children” s University Hospital, Bratislava, Slovak Republic

Department of Paediatric Haematology and Oncology,

Children”s University Hospital, Bratislava, Slovak Republic

Introduction: Transfusion of blood and blood products may cause life threa-
tening complications despite strict definition of blood groups and thorough cross
examination. Among transfusion complications there are different adverse reacti-
ons and failure of the expected therapeutic effect. Complications may occur either
in direct connection to the transfusion or with a delay of several hours or days.
Besides acute haemolytic reaction also transfusion induced immunomodulation
(TRIM) may occur as an adverse effect, with subsequent acute respiratory failure
in relation to the transfusion, called transfusion related acute lung injury (TRALI).
Pathophysiologically allogenic antibodies react with granulocytes at first. These
become activated and migrate into the interstitial space between endothelium
of alveoli and capillaries. This damages the vascular wall, its permeability rises
and a non - cardiogenic lung oedema occurs as a result.

Case decsription: A 6-month old girl with an operating diagnosis of acute
renal failure on a suspected nephrotic syndrome basis, suspected haemolytic
- uremic syndrome, anasarca, ascites, partial respiratory failure, anaemia,
hepatopathy. There had been a gradual progression of acute renal failure with
acid - base derangement, rise of ammonia, global respiratory failure and wor-
sening of secondary hypertension. A hereditary metabolic disorder had been
anticipated. In the end the case has been concluded as a secondary metabolic
disorder with deficiency of transport proteins and hepatocyte malfunction as
a result of longterm protein deficiency - Kwashiorkor. On the ninth day of
hospitalisation, about 5 minutes after a transfusion of erytrocytes had ended
a whole body exanthema, increased respiratory work, hypotension, decrease
in oxygen saturation to 40% with a need of intubation and mechanical ventila-
tion had occured. The chest X-ray had shown signs of ARDS (adult respiratory
distress syndrome). After 48 hours the mechanical ventilation had been ceased
with satisfactory spontaneous breathing.

Conclusion: Condition of a patient, polytransfused within the underlying disea-
se, had been complicated with TRALI, with granuloaglutination antibodies being
the cause of a life threatening posttransfusion incident. The clinical presentation
is comparable with ARDS with 5-10% mortality at the incidence of 1:5000.

Inflammatory bowel disease - the pediatrician’s perspective
Koletzko S.

Dr.v. Haunersches Kinderspital, Ludwig Maximilians University Munich,

Pediatric Gastroenterology and Hepatology, Munich, Cermany

Inflammatory bowel disease (IBD) may manifest from infancy to late adult-
hood. For both diseases, Crohn’s disease (CD) and ulcerative colitis (UC), inci-
dence rates are highest between 15 and 25 years of age. Patients with disease onset
during childhood or adolescence account for 7.2-20% of total cases, depending on
cut off age in the different studies. A rising incidence of childhood onset IBD,
particularly CD, is particularly evident in countries with a formerly low rate like
previous socialistic countries in Eastern Europe, and Asian and the Middle East
or immigrants from these countries to high incidence areas. A cleaner environ-
ment, lack of infections, exposure to certain microbes resulting in a different
gut flora and an urban place of living are the main risk factors which have been

identified for childhood onset IBD. The time from the first symptoms to diagno-
sis is still too long, often several months to years, mostly in children with CD.
A delayed diagnosis has major impact on the success of treatment and long term
prognosis. The lecture will inform the practicing physician to recognise the early
signs and symptoms of paediatric IBD. Which basic investigations are helpful
to screen for IBD when only unspecific symptoms such as abdominal pain are
present? The current guidelines on the diagnostic work up and management of
children with suspected IBD will be presented. The treatment options for IBD
are very successful and include exclusive enteral nutrition, immunomodulators
and biologics. However, they are very demanding and not without risk. A good
monitoring program and collaboration between the paediatric gastroenterologist
at the IBD centre and the caring paediatrician is essential to reduce these risks
and improve the long term out come for these emerging life long diseases.

Disturbance of postnatal adaptation: genetic,
immunological and endocrine factors

Tulassay T.

Semmelweis University, I" Department of Pediatrics, Budapest, Hungary

Research Laboratory for Pediatrics and Nephrology, Hungarian Academy of Sciences, Budapest, Hungary

Disturbed early postnatal adaptation presents a challenge for clinicians. In
addition to premature birth, other risk or predicting factors have been identified
during the recent years.

Inadequacy of immune response: Amniotic infection is a well established
major factor of premature birth. The resulting fetal inflammatory response
syndrome (FIRS) has long-lasting effects on tissues of the lung, retina, and
vascular endothelial cells. The inappropriate cytokine production is a hall-
mark of FIRS. Recently we demonstrated in infants with FIRS that the chara-
cteristic postnatal fluctuation of cytokines is suspended and extremely high
pro-inflammatory cytokine levels are present. Another factor in uncontrolled
immune response is decreased functionality of adaptive immunity. In gene-
ral, neonatal T cells are unable to express cytokines in adequate amounts. In
addition to the dominance of naive (CD45RA) lymphocytes in the neonates,
the immaturity of mechanisms regulating short-term activation of lympho-
cytes is also present. We characterized the calcium influx kinetics of activated
T lymphocytes in the neonate to test the functionality and expression of Kvl.
3and IKCal lymphocyte potassium channels, important regulators of calcium
influx. Our findings suggested that the characteristics of short-term activation
of neonatal T-lymphocytes are altered compared with adults.

Genotype: FIRS and its complications may also depend on patients’ genotype.
We recently investigated the possible contribution of genetic polymorphisms to
perinatal complications and revealed that those affecting the functionality of renin-
angiotensin system or cytokine cascade may alter the risk of perinatal disorders.

Endocrine factors; Vascular instability and stress intolerance both indicate the
immaturity of endocrine systems. Adrenal insufficiency is also a recognized risk
factor for perinatal morbidity. Our studies indicated interactions between cortisol
levels and immune system function in preterm neonates. This finding may have
therapeutic implications.

Supported by the grants: Hungarian Research Grants OTKA 76316 and TAMOP-4.3.2.-8.

Primary immunodeficiencies: An evolving medical discipline
Marodi L.

Department of Infectious and Pediatric Immunology, Medical and Health

Science Center, University of Debrecen, Debrecen, Hungary

Sixty years ago agammaglobulinemia and congenital infantile granulocy-
topenia, previously unknown human diseases were discovered by Bruton and
Kostmann, respectively, which opened the avenue of the discovery of mo-
re than 250 primary immunodeficiency disorders (PID) by now. Over the past
30 years the field of PID has been driven by the identification and characterization
of genes that are responsible for inborn errors of the human immune system. The
identification of many genes responsible for PIDs provided us with a new perspective
to evaluate patients and with increasing knowledge and attention PIDs are now
considered to affect one in every 250 individuals. The wide use of targeted gene
sequencing to define mutation in patients with clinically and immunologically iden-
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tified PIDs and the advent of whole genome and exome sequencing in patients with
unknown genetic defect clearly demonstrate how clinical observation combined
with newly developed technical tools has enabled the PID community to contribute
remarkable to the advancement of clinical and basic immunology. This report will
summarize some important milestones and achievements in the management of
patients and research in the field over the past 30 years in Europe.

Budiicnost pediatrie

Sagit T.!, Benedekova M.

"Detskd Klinika anestézioldgie a intenzivnej mediciny LF SZU a DENSP, Bratislava, Slovenskd republika
7], detskd klinika LF UK a DENSP, Bratislava, Slovenskd republika

Zasadné politické, ekonomické a socidlne zmeny, ktoré sa udiali ostatné dve
desatrocCia sa dotkli vSetkych oblasti Zivota na$ej spolo¢nosti, nevynimajic systém
zdravotnej starostlivosti, ktorého neoddelitelnou sticastou je aj pediatria. V kontexte
uvedenych zmien je zrejmé, Ze aj oblast pediatrie - starostlivosti o zdravie deti,
v podobe akej pretrvava nie je optimalna, Ze status quo treba zmenit. O nevyhnutnosti
zmien, dalsieho vjvinu sa diskutuje takmer vo vSetkych vyspelych Statoch s d6razom
na fakt, Ze pediatri by mali tieto zmeny predvidat, viest a regulovat tak, aby viedli
k zlepSeniu zdravia deti a adolescentov. Spravna reguldcia vyvinu starostlivosti
o zdravie deti vyzaduje predovSetkym identifikovanie zdsadnych trendov, ktoré
v spolo¢nosti pésobia a ovplyviiuju poslanie a tlohy pediatrie. Schopnost tieto
trendy predvidat a ovplyviiovat je neobycajne tazkd Gloha. Vyzaduje formulovat
vychodiska, ndvrhy zmien a mozné scendre v zavislosti s akou tispesnostou pedia-
tria presadi v danych politickych a socidlne-ekonomickych podmienkach pozitivne
opatrenia, ktoré naplnia jej zakladné poslanie.

K najdolezitej$im trendom, ktoré pediatriu uz v sicasnosti ovplyvriuju a ich
posobenie v roznej kombindcii a intenzite mozno predpokladat aj v budicnosti
patria: zmeny samotnych systémov zdravotnej starostlivosti, zvySovanie spotreby
zdravotnej starostlivosti obanmi, pokroky v medicine a v informacnych techno-
légidch, demografické zmeny, zmeny v charakteristike chor6éb deti, prirodné kata-
strofy a globalizmus. Intenzita a dizka pésobenia uvedenych trendov v jednotlivych
krajinich bude mat svoje $pecifikd, napriek tomu identifikovanie potencialnych
rieSeni - scendrov tychto trendov na trovni $tatov a regiénov poskytuje prileZitost
kontinualne naplfiat potreby v oblasti zdravotnej starostlivosti o deti a ddva moZnost
pediatrom pripravit sa a aktivne sa na nich podielat.

Z uvedeného vyplyva zodpovednost aj nasich lidrov pediatrie za jej dal$i vyvoj, za
jej viziu, pretoZe proaktivna adapticia na komplex zmien vonkajsieho prostredia,
ktoré obklopuje a penetruje pediatriu je vitdlna pre jej preZitie a prosperovanie.

Future of pediatrics

Sagit T.!, Benedekova M2

"Department of Pediatric Anaesthesiology and Intensive Care, Slovak Medical University,
Faculty of Medicine, University Children "s Hospital, Bratislava, Slovak Republic

21 Department of Pediatrics, Comenius University Medical School,

University Children s Hospital, Bratislava, Slovak Republic

Fundamental political, economic and social changes that took place for the past
two decades have affected all aspects of life of our society including the health care
system, which is also an integral part of pediatrics. In the context of these changes,
itis clear that the area of pediatrics - children’s health care in its status quo is not
optimal and must be changed. The need to change and further development are
discussed in almost all developed countries, with an emphasis on the fact that pedi-
atricians should anticipate, lead and control these changes so that they could result
in an improvement in the health of children and adolescents. Correct regulation
of development of children’s health care needs to identify mainly the underlying
trends operating in the society and affecting the mission and role of Pediatrics. The
ability to predict these trends and the influence is an extremely difficult task. It re-
quires assumptions to formulate, design changes and possible scenarios, depending
on how well the pediatrics will enforce in present political and social - economic
conditions the positive measures to meet its basic mission.

The most important trends currently affecting pediatrics and its impact in vari-
ous combinations and intensity involve: changes of health care systems as such,
increase of the consumption of health care by the public, medical advances in
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information technology, demographic changes, changes in the characteristics of
children’s diseases, natural disasters and globalism. The intensity and duration
of action of these trends in each country will have its own specific features, despite
the identification of potential solutions - scenarios of these trends on national
and regional levels offer the opportunity to continually meet the needs of health
care for children and provide the pediatrician with the opportunity to prepare and
actively participate in them.

The above mentioned facts show that our pediatric leaders are responsible for
its development, for its vision, as proactive adaptation to complex changes in the
external environment that surrounds and penetrates the pediatric is vital for the
survival and well-being.

Diagnostika a terapie détské osteoporézy
Sumnik Z,
Pediatrickd Klinika UK 2. LF a EN v Motole, Praha, Ceskd republika

Podle nejnovéj$iho doporuceni Mezinarodni spole¢nosti klinické denzito-
metrie je diagnostika détské osteopordzy zaloZena na pozitivni osobni ana-
mnéze fraktur a ndlezu nizké kostni denzity. Sdéleni se zaméfuje na indikace
a interpretaci vySetfeni kostni denzity v détském véku. Spravné hodnoceni
denzitometrickych nalezli vyzaduje specifické pfistupy dané zménami ve
velikosti a sloZeni téla v pribéhu riistu a vyvoje, denzitometrické parametry
je proto nutné vidy hodnotit s ohledem na antropometricka data. Dudlni
rentgenova absorbometrie (DXA), v souCasnosti nejpouzivanéjsi metoda,
méri tzv. ploSnou denzitu. Nevyhodou metody je fale$né nizkd denzita u déti
s malym vzristem. Oproti tomu periferni kvantitativni po¢itacova tomografie
(pQCT) méfi volumetrickou denzitu, kterd je na vySce pacienta nezavisla, coz
je pfinosné zejména pro déti mensi vzhledem ke kalendafnimu véku. Navic 1ze
pomoci pQCT rozliSit denzitu trabekuldrni a kortikdlni kosti. Tato metoda je
dale schopna pfesné stanovit geometrické parametry kosti, z nichz 1ze pocitat
indexy kostni pevnosti, které dobie koreluji s pevnosti stanovovanou ex vivo.
Nejnovéjsi metody (mikro-CT, high resolution-pQCT a mikro-MRI) dokdZou
popsat mikroarchitekturu kosti, coZ ddle zpfesiiuje odhad rizika fraktur.
Kvantitativni ultrazvuk (QUS) je metoda atraktivni pro absenci ionizujiciho
zatfeni, klinicky se v§ak nedoporucuji ani jako screeningova. Kvalita kosti je
na denzité zavisla, je vSak tfeba zohlednit i dalsi faktory, jako mechanickou
zatéz, ktera na kost plsobi, neurologicky stav jedince, fraktury v anamnéze
aosobni a farmakologickou anamnézu. V terapii détské osteoporézy vyuzivime
zejména dostate¢nou substituci vipnikem a vitaminem D, v téz§ich ptipadech
je namisté zahajit 1é¢bu bisfosfonaty.

Podporeno projektem (MZ CR) koncepéniho rozvoje vjzkumné organizace 00064203 (EN Motol).

Diagnostics and treatment of childhood osteoporosis
Sumnik Z,

Department of Pediatrics, Charles University, Second Faculty of Medicine

and University Hospital Motol, Prague, Czech Republic

According to the Pediatric Consensus Development Conference on the use and
interpretation of bone density studies in children published by the International
Society for Clinical Densitometry, pediatric osteoporosis was defined as bone
density Z score below -2 in combination with a positive history of fracture.
Diagnostics of osteoporosis in children requires specific approaches in indica-
tion and interpretation of bone density measurement. Changes in body size
and composition during growth have essential impact on the bone, muscle
and fat development. Therefore, it is important to correlate bone density to
anthropometric data. Dual Energy X-ray absorptiometry (DXA), the most widely
used technique nowadays, assess the areal bone density. The limitation of DXA
is the underestimation of bone density in children with short stature. In con-
trast, peripheral quantitative CT (pQCT) assesses volumetric bone density; the
PQCT results are not influenced by body height and therefore of great privilege
particularly in pediatric osteology. This method also allows distinguishing
the cortical and the trabecular bone density. QCT also assess bone geometric
parameters that serve as the basis for calculation of bone strength indices that



correlate well to fracture load assessed ex vivo. Micro-CT, high resolution-pQCT
and micro-MR are able to assess bone microarchitecture, thus making fracture
prediction even more accurate. Quantitative ultrasound (QUS) is radiation free
technique, butits clinical utility is not clear yet. Bone strength surely depends
on bone density. However, other factors such as muscle strength, neurological
status or personal, pharmacological and fracture history are of consideration
in bone quality assessment. Treatment of pediatric osteoporosis is based on
sufficient delivery of calcium and vitamin D, in the most severe cases we use
bishopsphonates as antiresorptive drugs.

Supported by the project (Ministry of Health, Czech Republic) for conceptual development of
research organization 00064203 (University Hospital Motol, Prague, Czech Republic).

Puberta a jej poruchy
Kostalova L., Pribilincovi Z,
2. detskd Klinika, Lekdrska fakulta UK a DENSP, Bratislava, Slovenskd republika

Uvod: Puberta je déleZitou etapou Zivota kazdého dietata. Ak sa objavia pr-
vé znamky puberty pred 8. rokom Zivota, hovorime o pred¢asnej puberte (PP).
Predcasna puberta je pomerne zriedkavé ochorenie s predominanciou dievcat.
Pacientky s tymto ochorenim Casto Celia vaznym nasledkom, nizsej konecnej vys-
ke v dospelosti, sexudlnemu obtaZovaniu, skorSiemu zadiatku pohlavného Zivota
a predcasnej menopauze.

Ciel prace: Zhodnotit priCiny a priebeh PP u pacientok sledovanych v endokri-
nologickej ambulancii na II. DK LF UK a DENSP, zistit ich kone¢nt vy$ku po liecbe
gonadotropinovymi agonistami a antagonistami a jej rozdiel v porovnani s ich pre-
diktivnou vyskou, zistit vek nastupu menstruacného cyklu po ukonceni liecby.

Materidl a metddy: Vyhodnotili sme skupinu 15 dievcat a 2 chlapcov, ktori
ukoncili liecbu PP a dosiahli kone¢ni vysku v rokoch 2000-2011.

Vysledky: U 5 deti sa vyvinula PP pri hydrocefale, 1 dieta malo nador moz-
gu a 1 dieta mikroadeném hypofyzy. U 8 deti sme zistili, Ze pri narodeni mali
nizdiu pérodnd hmotnost alebo diZku. Priemerny vek pri zadiatku lie¢by PP bol
7 rokov, s kostnou zrelostou 9,5 roka. V sledovanej skupine bol najmensi rozdiel
prediktivnej a konecnej vy$ky u pacientov liecenych preparatom Decapeptyl-Depot
vmediane -5,2 cm (-16,7 az +1,1 cm). U vetkych deti po ukonceni liecby depotnym
pripravkom GnRH agonistu doslo k nastupu puberty a kompletnému dovyvijaniu
pohlavnych znakov. Menarché spontanne nastipila u dievcat v priemre po 20
mesiacoch (3-36 mesiacov) po ukonceni terapie.

Zaver: Vicsina deti s PP prichddza na vySetrenie k endokrinolégovi neskoro
s rozbehnutou pubertou. Po rokoch sledovania deti s PP mézZme konstatovat, ze
lie¢ba PP gonadotropinovymi agonistami je bezpecna a u¢inna v zastaveni pro-
gresie neziaduceho pohlavného vyvinu a maju priaznivy vplyv na kone¢nu vysku
v dospelosti.

Puberty and its disorders

Kostalova L., Pribilincovi Z,

2" Department of Paediatrics, Comenius University Medical School and
University Children s Hospital, Bratislava, Slovak Republic

Introduction: Puberty is an important period of each child’s life. We talk
about precocious puberty (PP), if the first signs of puberty appear before 8 years of
age. Premature puberty is rather rare disease with predominance in girls. Female
patients with this disease bear frequently serious concequences such as lower
than predicted final height, sexual assaults, earlier sexual life and premature
menopause.

Aim of work: To evaluate ethiology (causes) and course of PP in patients followed
at the Endocrine Clinic of the 2" Dpt. of Paediatrics, University Children s Hospital
in Bratislava and to asses their final height after treatment with gonadotrophic
agonists and antagonists and its difference compared to predictive height and to
define the onset of menstrual cycle after the end of treatment.

Material and methods: We evaluated the group of 15 girls and 2 boys who fin-
ished treatment for PP and reached their final height in the years 2000-2011.

Results: PP has been developed in five children with hydrocephalus, 1child had
abrain tumor and 1 child had microadenoma of hypophysis. In 8 children there was
lower weight or lenght at birth present. Average chronological age at the beginning
of the treatment was 7 years, with bone age of 9.5 years on average. In the studied

group the lowest difference between the predictive and final height was in patients
treated with (Decapeptyl-Depot) GnRH agonist (5.2 cm median - from -16.7 to+1.1cm).
We have found spontaneous onset and progression of puberty in all children after
GnRH treatment. There was spontaneous onset of menarche 20 months on average
(3-36 months) after stopping GnRH treatment in all girls.

Conclusion: After years of investigation of children with PP we can tell that PP
treatment with Gonadotropin agonists is safe and efficient if started early enough
and is able to stop the progression of undesirable sexual development and have
a favorable impact on final height in maturity.

Ako ovplyviiuje hladovanie hormondlny profil pacientov
Ticha L., Hornova J., Stanik J., Lobotkova D., Cervetiovi O,
1. detskd Klinika LF UK a DENSP, Bratislava, Slovenskd republika

Uvod: Pri hladovani, & uz endogénnom alebo svojvolne navodenom, dochidza
kadapta¢nym hormondlnym zmenam, ktorych spravna interpretacia ulahdi liecbu
pacienta. Prototypom svojvolne navodeného hladovania je mentilna anorexia.

Pacienti a metddy: Za poslednych 20 rokov sme lieCili takmer 300 pacientov
s mentdlnou anorexiou vo veku 12-18 rokov. V skupine dievcat so sekundarnou
amenoreou sme odobrali vzorky krvi na vySetrenie hormonalnych parametrov
vroznom Stadiu ochorenia.

Vysledky: Znizené hladiny T, (1,55 = 0,05 vs.1,84 + 0,12 nmol/l, p <0,05), LH
(0,55 = 0,12 U/L vs. 4,5 = 1,11 U/L, p <0,005), ESH 2,43 = 0,55 vs. 4,87 = 0,61 U/],
p <0,001) a IGF, sa po realimentacii zvysili. Na obnovu menstruacného cyklu
Dbolo nutné dosiahnut priemerntt hmotnost 51,96 + 4,63 kg, ¢o bolo o 25,78 +
4,11 % viac, ako bola priemernd hmotnost pri diagnostikovani ochorenia. Po
realimentdcii poklesla hladina kortizolu (675,49 + 69,03 vs. 505,28 + 33,4,
p <0,05). Hladina leptinu sa zvysila (1,70 + 0,30 vs. 3,91 + 0,63 ng/ml, p <0,001).
Leptinémia signifikantne korelovala s trijédtyroninom (r = 0,50), tyroxinom (r =
0,50) a luteiniza¢nym horménom (r = 0,53).

Zaver: NaSe vysledky poukazuji na endokrinné zmeny pocas hladovania u pa-
cientok s AN, medzi ktoré patri vyskyt syndrému nizkeho T,, zvySena stimuldcia
stresovych horménov osi hypotalamus - hypofyza - nadobli¢ka. IGF, mozno pova-
Zovat za nutri¢ny marker. Jeho hladina pri hladovani klesa. Nizke LH, FSH a ich
signifikantny vzostup po realimentacii povazujeme za fyziologicku odpoved orga-
nizmu na realimentaciu. Nizka hladina leptinu ako aj koreldcia leptinus LHas T,
potvrdzuji, Ze leptin méZze iniciovat endokrinnd odpoved na hladovanie.

The effect of starvation on hormonal profile
in patients with anorexia nervosa

Ticha L., Hornova J., Stanik J., Lobotkova D., Cervetiovi O,
Ist Paediatric Department of Faculty of Medicine, Comenius University and
Children” s University Hospital, Bratislava, Slovak Republic

Introduction; During starvation, either endogenous, or exogeneous, the adaptive
hormonal changes occur. The correct interpretation of these changes helps to treat
a patient. Anorexia nervosa (AN) is a model of exogenous starvation.

Patients and methods: Last 20 years, we were treating almost 300 patients
with AN of age 12-18 years. In the group of girls with secondary amenorrhea we
took the samples of blood in order to investigate the hormonal parameters in vari-
ous stages of the disease.

Results: Decreased levels were found for T, (1.55+0.05vs.1.84+0.12nmol/l, p<0.05),
LH (0.55+0.12 U/1 vs. 4.51.11 U/1, p<0.005) and ESH 2.43+0.55 vs. 4.87+0.61 U/1,
p<0.001). Refeeding of the patients resulted in a significant increase of all of
these hormones. The average weight 51.96+4.63 kg had to be achieved for recov-
ery of amenorrhea. After realimentation we found decreased levels of cortisol
(675.49+69.03 vs. 505.28+33.4, p<0.05) and increased levels of leptin (1.70+0.30 vs.
3.91£0.63 ng/ml, p<0.001). We observed significant positive correlation between
leptin and levels of triiodothyronine (r=0.5), thyroxin (r=0.5) and luteinizing
hormone (r=0.53). A significant negative correlation was found between leptin
and cortisol (r=-0.61).

Conclusion: Our results demonstrated endocrine changes in fasting patients
with AN. These changes include the low T, syndrome, increased stimulation
of the hypothalamus - hypophysis - adrenal axis. Low LH, FSH levels and their
significant increase after weight reparation can be a physiological response of
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organism to weight gain. Low leptin level, as well as correlation between leptin
and LH and T, suggests a possible role of leptin in the initiation of endocrine re-
sponse to starvation.

Endokrinné zmeny u detskych onkologickych pacientov
Pribilincova Z.!, Kostilova L.!, Foltinova A 2, Hordkova J.2

12. detskd klinika LF UK a DENSP, Bratislava, Slovenskd republika

“Klinika detskej hematoldgie a onkoldgie LF UK a DENSP, Bratislava, Slovenskd republika

Uvod: Za poslednych 40 rokov sa vo vyspelych krajinach zlepsilo preZivanie det-
skych onkologickych pacientov v priemere z 30 na 80 %. Napriek snahe o zniZovanie
toxicity protinadorovej liecby ma temer % prezivajtcich nejaky zdravotny problém.
Endokrinné poruchy predstavuji od 30 do 50 % komplikacii u detskych onkologic-
kych pacientov, z nich sii naj¢astej$ie ochorenia $titnej zlazy ($.Z.), poruchy hypo-
talamohypofyzarnych funkcii, gonadalne zlyhanie, obezita a osteoporéza.

Materidl a metodika: Retrospektivne sme vyhodnotili ochorenia Stit-
nej zlazy v stbore 319 pacientov s ALL lieCenych na KDHaO DENSP v Bratislave
vI.1993-2012. Prospektivne sme sledovali poruchy §.Z. u 77 pacientov po alogénnej
transplantacii krvotvornych buniek (aloTKB) v r. 1995-2010, median veku 11,11,

Vysledky: U pacientov s ALL sa pocas sledovania vyskytla primarna hypo-
tyredza u 45 deti (16 %) v intervale 1-15 1. od zaciatku liecby. U pacientov do
5rokov po ukonceni lie¢by sme zaznamenali hypotyreézu u 9,5 %. U jedného pacien-
ta bola pritomnd kombinovana hypotyreéza po rddioterapii CNS relapsu. Protildtky
proti §.Z. sme nasli u 3 pacientov. Uzly v §.Z. sme pri sonografickom vySetreni
pacientov s hypotyreézou nenasli. V stibore pacientov po aloTKB sme diagnostiko-
vali rézne typy hypotyredzy u 36,8 % deti. Doba od TKB po vznik hypotyredzy bola
v priemere 3,11. Sonograficky sme ani v tomto sibore nenasli uzly v§.z.

Zaver: Detski onkologicki pacienti st vysoko rizikova skupina pre vznik endo-
krinopatii. Vzhladom na rastdce percento kurability tychto pacientov je nutné
zav€asu identifikovat a liecit uvedené komplikacie na zvySenie kvality Zivota
a zniZenie pridruzenej chorobnosti v neskorSom veku u byvalych detskych onko-
logickych pacientov.

Endocrine changes in paediatric oncologic patients
Pribilincova Z.!, Kostilova L.!, Foltinova A 2, Hordkova J.2

12 Department of Pediatrics, Comenius University Medical School,

University Children’s Hospital, Bratislava, Slovak Republic

“Department of Pediatric Hematology and Oncology, Comenius University Medical
School, University Children’s Hospital, Bratislava, Slovak Republic

Introduction: In the last 40 years there has been increased survival trend
from 30 to 80% in paediatric oncologic patients. Despite trials to decrease the
toxicity of anticancer treatment, there is an evidence of some health problem in
% of childhood cancer survivors. Endocrine disorders present 30 to 50% of medical
complications in paediatric oncologic pacients, thyroid disorders being the most
common ones, followed by hypothalamohypophyseal functions, gonadal failure,
obesity and osteoporosis.

Patients and methods: 1. Retrospectively we evaluated thyroid disorders in
319 patients with ALL, who had been treated at KDHaO DFNsP in Bratislava since
year 1993 till 2012. 2. Prospective study of thyroid disorders has been carried out
in 77 patients (median age 11.1y.) after allogenic bone marrow translpantation in
the years 1995-2010.

Results: 1, We have observed primary hypothyroidism in 45 (16%) of ALL pati-
ents, with onset from 1to 15 years from the begining of the disease. In subgroup of
patients less than 5 years after finishing the treatment there was hypothyroidism
present in 9.5%. We have observed combined hypothyroidism in one patient after
radiotherapy due to CNS relapse. Antithyroid antibodies were present in 3 children.
There were no findings of thyroid nodules on ultrasound in patients with hypothy-
roidism. 2. In group of patients after BMT we prospectively diagnosed different types
of hypothyroidism in 36.8%. The average time from BMT till hypothyrodism was
3.1y. Neither in this cohort there was no evidence of nodules on ultrasound.

Conclusion: Childhood cancer survivors are high risk patients for endocrinopa-
thies. According to increasing curability of these patients we should identify and
treat above mentioned endocrine complications to decrease associated comorbidities
in future lives of childhood cancer survivors.
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Je diabetes v detskom veku stile jednofarebny?
Barik L., Jan¢ovi E., Podoldkova K., Masarikova H., Trgova G.
Detské diabetologické centrum SR - 1. detskd klinika LF UK a DENSP, Bratislava, Slovenskd republika

Autori vo svojej praci poukazuji na zmenu starej pravdy, ktora uz od davna
popisuje diabetes v detskom veku ako jednoliate ochorenie a iné typy postuva do
vysSich vekovych kategorii. AvSak dne$na situdcia vo svete a postupne aj u nas
jasne ukazuje, Ze (!)juvenilny diabetes uz zdaleka nie je jedinym.

Prvym naru$enim celistvosti vyskytu diabetu typu 1 bol objav monogénovych
diabetov, najmid MODY (Maturity Onset Diabetes of the Young). Dnes tento typ
so svojimi 8. podtypmi predstavuje podla literarnych idajov 8 % z typu 2, pricom
dalsie pripady sa postupom Casu dalej objavuji.

Neonatalny diabetes je dal$im (!)novym typom cukrovky v detskom veku, ktorého
Slovenska republika je jeho velmi vyraznym predstavitelom.

Stéle viac sa zacina v detskej populacii objavovat a Zial aj udomactiovat 2. typ
diabetu spojeny s obezitou.

A to sa uz hlasia pre nas - e$te velmi nové - nazvy:

* Diabetes 1a pol

* Double diabetes

* LADY a pod., ktoré v praci autori objastiuj.

Zaverom je z pohladu tychto novych poznatkov rozobrana aktudlna situdcia
na Slovensku.

Diabetes mellitus I, typu a pridruZena autoimunita
Ferenczova J., Svekusova M,
1. Klinika et a dorastu LF UPJS a DEN, KoSice, Slovenskd republika

Uvod: Pacienti s diabetes mellitus I. typu (TIDM) maji vyrazne vysSie riziko
vzniku dal§ieho autoimunitného ochorenia v porovnani s ostatnou populaciou.

Ciel: PridruZena autoimunita sa vyskytuje u 30-40 % diabetikov. Podiela sa
na tom jednak prekryvajici genotyp v HLA systéme s dal$imi autoimunitnymi
ochoreniami, ale aj spolocné rizikové faktory prostredia. Autoimunitné genotypy
HLA, ktoré vykazuju silnt asocidciu s TIDM, celiakiou, Addisonovou chorobou
a autoimunitnou tyreoiditidou si: HLA-A1-B8-DR3-DQA1*0501-DQB1*0201 (DR3-
DQ2) a HLA-DR4-DQA1*0301-DQB1*0302 (DR4-DQ8). Autoimunitna tyreopatia je
najcastejsia autoimunita asociovana s TIDM, postihuje asi 30 % diabetikov. Vacsinu
pripadov tvori Hashimotova tyreoiditida. Jej prevalencia narastd s vekom, trvanim
diabetu a Zenskym pohlavim. Druhou najcastejsie sa vyskytujicou autoimunitou
je celiakia, jej vyskyt je 4-9 %. Uloha genetickych faktorov v patogenéze celiakie je
omnoho vy$§ia ako u TIDM, kauzdlna je pritomnost haplotypu DQ2 (90-95 % paci-
entov) a haplotypu DQ8. Molekulovo genetické vysetrenie celiakie genotypizaciou
HLA II. triedy (DQ2 a DQ8) sa zda byt slubné pre skrining jedincov, ktori maji
vysoké riziko rozvoja celiakie. Okrem T1IDM do rizikovej skupiny patria pacienti
s Downovym syndrémom, Turnerovym syndrémom a selektivnym deficitom IgA.
Vyskyt Addisonovej choroby u diabetikov je asi 1 % a na jej pritomnost je nutné
mysliet najma pri zniZujtcej sa spotrebe inzulinu a zvy$enom vyskyte hypoglyké-
mii. K dal$im pridruzenym autoimunitnym ochoreniam patri pred¢asné zlyhanie
ovarii, hypoparatyredza, chronickd atrofickd gastritida, vitiligo, alopécia, chronicka
autoimunitnd hepatitida a iné. Skrining autoimunitnych ochoreni je sicastou
zakladnej starostlivosti o pacientov s diabetom. Prvé vySetrenie realizujeme pri
manifestacii diabetu a nésledne v1- az2-ro¢nych intervaloch. V sticasnosti vac§ina
autorov odportica skrining tyreopatie a celiakie.

Zaver: VCasné stanovenie diagnézy a zacatie liecby pridruZenej autoimunity
signifikantne znizZuje riziko komplikacii spojenych s tymito ochoreniami a zda sa,
Ze m6Ze mat vplyv aj na kompenzaciu diabetu.

Type 1 Diabetes and associated autoimmunity
Ferenczova J., Svekusova M,
Ist Pediatric Department PJ Safarik University and Children s Faculty Hospital, KoSice, Slovak Republic

Introduction: Patients with Type 1 Diabetes (T1D) have higher risk for develop-
ment of other autoimmune dieseases compared to general population.

Aim: Additional autoimmune disease is found in 30-40% of subjects with T1D. It
is caused by overlaping genotype in HLA system between T1D and other autoimmune
dieseases. Autoimmune genotypes of HLA with strong association with T1D, celiac



disease, Addison s disease and autoimmune thyroid disease are: HLA-A1-B8-DR3-
DQAI1*0501-DQB1*0201 (DR3-DQ2) and HLA-DR4-DQA1*0301-DQB1*0302 (DR4-DQ8).
Autoimmune thyroid disease is the most common additional autoimmunity in T1ID
patients, it occurs in 30% of subjects with T1D. The most common autoimmune
thyroid disease is Hashimoto thyroiditis which is associated with increasing age
and diabetes duration, and female gender. The second most prevalent autoimmu-
nity in TIDM is celiac disease affecting 4-9% of patients. The role of genetic factors
is more significant in the pathogenesis of celiac disease compared to T1D as more
than 95% of patients with celiac disease share the HLA-DQ2 heterodimer and most
of the remainder express HLA-DQ8 heterodimer. HLA-DQ2/HLA-DQ8 genotyping
appears to be a promising screening tool in individuals with increased risk of celiac
disease, including patients with T1D, Down syndrome, Turner syndrome and IgA
deficiency. Addison s disease affects approximately 1% of T1D patients and should
be suspected in individuals with decreasing insulin requirements and more frequent
episodes of hypoglycaemia. Additional autoimmune diseases associated with T1ID
include premature ovarian failure, hypoparathyroidism, chronic atrophic gastritis,
vitiligo, alopecia and chronic autoimmune hepatitis. Screening for autoimmune
diseases is an important part of the clinical care of TID patients. Patients should be
screened at the time of diabetes onset and every 1-2 years thereafter, most authors
recommend routine screening for thyroid and celiac disease.

Conclusion: Early detection has the potential to prevent significant morbidity
related to unrecognized disease and maybe can have impact on compensation of
the diabetes.

Kvalita Zivota déti s astmatem

Slany J.!, Chroma J.2

1Détské 1ékafstvi Méstské nemocnice Ostrava a Univerzita T. Bati ve Zliné, Ceskd republika
“Ostravskd univerzita v Ostravé, Lékafskd fakulta, Ustav osetfovatelstvi

a porodni asistence, Ostrava, Ceskd republika

Asthma bronchiale je jednim z nejcastéjSich chronickych onemocnéni
u déti. Podle periodicky opakovaného Setfeni prevalence alergii vzrostl pocet alergic-
kych déti za poslednich deset let téméf dvojndsobné: ze 17 % v roce 1996 na 32 % v roce
2006. V roce 2006 bylo 1ékafem diagnostikovano astma u 8 % déti, coZ piedstavuje
nartst o polovinu ve srovnani s rokem 1996 (Kraténova, 2008). ,Kvalita Zivota“ je po-
jem, ktery se v posledni dobé objevuje stale Castéji v riznych souvislostech a védnich
disciplinach. Vliteratufe existuje celd fada definic , kvality Zivota“. Neexistuje v§ak
ani jedna, ktera by byla veobecné akceptovatelna (Payne a kol., 2005), v pfednasce
je také diskutovan soucasny pohled na tuto problematiku.

Pro vyzkum byly uzity standardizované dotazniky o pediatrické kvalité Zivota
PedsQL™ verze 4,0 a dotazniky PedsQL™ verze 3,0 modul pro rodinu. Vyzkum
probihal na Ostravsku od podzimu 2010 do jara 2011, analyza ziskanych dat byla
provadéna pomoci dvouvybérového t-testu a analyzy rozptylu ANOVA s Borferoniho
testem na hladiné vyznamnosti 0,05 (t.j. 5 %).

Nebyly nalezeny rozdily v kvalité Zivota mezi zdravymi détmi a détmi s astmatem,
primérna hodnota kvality Zivota déti s astmatem je 74,41 + 13,6 (u zdravych 83,63
+9,1), byl vSak zjistén statisticky vyznamny rozdil mezi télesnou a psychosocial-
ni dimenzi zdravi téchto déti (p = 0,001776), divky pfitom hodnot{ svou kvalitu
Zivota hife nezli chlapci. Nejhorsi hodnoty QL dosahovaly déti vékové skupiny
5-7 let. Rozdily byly nalezeny v hodnoceni kvality Zivota u rodi¢@i zdravych versus
nemocnych déti.

Nami nalezené vysledky ukazuji na dobrou kvalitu péce o déti s timto onemoc-
nénim, nicméné nalézaji néktera dalsi zjiSténi, které bude nutno dile zkoumat
- jako zejména rozdily v hodnoceni mezi pohlavimi, vékova kfivka hodnoceni QL,
hodnoceni QL rodi¢t nemocnych déti apod.

Specifika ovplyviiujiice dojéenski a detski
imrtnost v regione vychodného Slovenska
Kuchta M.}, Koval J.2, Curikova A.?

'[L Klinika et a dorastu LF UPJS a DEN Koice, Slovenskd republika
“Klinika pediatrie FNsP]. A. Reimana, Presov, Slovenskd republika

Uvod: Analyzy detskej a najmi dojenskej imrtnosti (DU) st vyznamnym
nastrojom na sledovanie kvality zdravotnej starostlivosti o najmladsiu populdciu,
na sledovanie faktorov, ktoré ju ovplyviiuju aj mimo zdravotnictva, na prijimanie
opatreni na jej zlepsenie.

Ciel’: Na zaklade vysledkov Standardizovanych ukazovatelov imrtnosti deti v ko-
Sickom a preSovskom VUC za rok 2011 analyzovat faktory, ktoré ich najviac ovplyv-
nili. Retrospektivne zhodnotit trendy tmrtnosti vo vychodoSlovenska republikam
regi6ne a porovnat ich s vysledkami v Ceskej republike a Eurépskej tinii.

Metddy: Na zistenie absolutnych a relativnych hodnét detskej dmrtnosti
v regiéne vychodného Slovenska (administrativne spadajicom do KoSického VUC
a PreSovského VUC), sme pouzili oficidlne hlasenia okresnych odbornikov z uvedenej
oblasti za rok 2011, podla Standardov Ministerstva zdravotnictva SR. Nasledne sme
hodnotili trendy a porovndvali iidaje s Ceskou republikou a EU.

Vysledky: Ukazovatele DU v regiéne maju v intervale poslednych 15 rokov osci-
lujiici charakter a len velmi mierne Klesajici trend. Za rok 2011 bola DU 7,05 %., DU
Rémskej populdcie 15,4 % a DU bez Rémov 3,52 %.. Hodnoty celkovej DU v Ceskej
republike si polovi¢né.V regione existuju vyrazné rozdiely v imrtnosti deti medzi
okresmi. Pretrvava vysoky podiel infekcii na imrtnosti deti nad 1rok, nezmenena
dmrtnost na irazy. Na vysledky vyrazne vplyvaju socidlne faktory a nizka troven
zdravotného uvedomenia.

Zavery: Na rieSenie Specifickych problémov na vychode Slovenska, je potrebny
komplexny pristup viacerych rezortov a nevyhnutné investicie.

Specifické problémy poskytovania zdravotnej
starostlivosti socidlne neprispdsobivym ob¢anom
Koval J.!, Pochova D.', Rimarovi K.

'Klinika pediatrie FNsP]. A. Reimana, PreSov, Slovenskd republika

Ustav verejného zdravotnictva UPJS, Kosice, Slovenskd republika

Uvod: Rémovia tvoria nehomogénnu skupinu, ktord je charakterizovana
viac alebo menej podobnymi kultirnymi charakteristikami, antropologickymi
znakmi a spolo¢nou histériou. Rémovia Ziji nerovnomerne na celom tzemi
SR. Najvicsia koncentracia obcanov SR hldsiacich sa k rémskej ndrodnosti
je v PreSovskom kraji, kde je evidovany najvacsi pocet rémskych osad, a to
250 z celkového poctu 620 osdd. Casto ide o segregované osady so svojimi
zakladnymi charakteristikami. Niekolko nezavislych vyskumov jednoznacne
potvrdzuje, Ze populdcia zijica v prostredi segregovanych romskych osadd ma
svoje $pecifikd a znacne sa odliSuje od majoritnej populdcie aj v problematike
zdravia. Obyvatelia tychto lokalit maji preukazatelne horsi pristup k zdra-
votnej starostlivosti, horsi zdravotny stav a tiez vSeobecne nizke zdravotné
povedomie.

Ciel' a metddy: MnoZstvo problémov v oblasti poskytovania zdravotnej sta-
rostlivosti socidlne neprispdsobivym obfanom je nespocetné. Z nich vyberame:
kratSiu o¢akavanu dlZku Zivota, vy$siu chorobnost, vys$siu imrtnost, disproporéné
ockovanie, zly stav vyzivy, zly pristup k zdravotnickej starostlivosti, vysoky pocet
a opakované hospitalizacie romskych deti, (ne)dojcenie.

Zivonarodené a zomrelé deti s NPH v PreSovskom kraji v rokoch 1997-2010. V PreSovskom
kraji v rokoch 1997 aZ 2010 sa narodilo spolu 11 167 deti s NPH do 2499 g. Z to-
ho 2,55 % boli deti s pérodnou hmotnostou do 999 g, 6,65 % deti s por. hm.
1000-1499 g, 18,64 % deti s por. hm. od 2000 do 2499 g a 72,15 % deti s por. hm.
2000-2499 g. Z celkového poctu Zivonarodenych deti s NPH za uvedené obdobie
(11 167) zomrelo 167 deti s pér. hm. do 999 g, 155 deti s pér. hm. 1000-1499 g,
164 deti s por. hm. 1500-1999 g, 209 det{ s pér. hm. 2000-2499 g.

Porody mladistvych matiek. V rokoch 2007-2011 bolo na Klinike gynekold-
gie a porodnictva spolu 12 597 pdrodov, z toho pocet mladistvych matiek do
15 rokov bol 122. Z uvedeného poctu tvorili rémske mladistvé matky do 15 rokov
58 %. Pocet mladistvych matiek 16-ro¢nych bolo za uvedené obdobie 273, z toho
rémskych 51 %. Pocet mladistvych matiek 17-ronych bolo za uvedené obdobie 278,
z toho rémskych 69 %.
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Opustenie deti. V rokoch 2003-2012 bolo na Novorodeneckom oddeleni FNsP PreSov
opustenych 1861 novorodencov po porode. Od roku 2007 sledujeme okrem celkového
poctu, poctu opustenych novorodencov slobodnych matiek aj pocty opustenych no-
vorodencov mladistvych matiek. Od r. 2007 do 1. 2011 opustili svoje dieta po porode
tri 13-r. matky, pat 14-r. matiek, jedendst 15-r. matiek, dvadsatjeden 16-r. matiek
a tridsatosem 17-r. matiek. VicSina matiek, ktoré opustili svoje dieta po porode, sa
pre svoje dieta vrati, niektoré z opustenych deti s po prekroceni novorodeneckého
veku prelozené k nam na Kliniku pediatrie a ¢ast deti, ktoré si matky zobrali domov,
sa vracia spat na Kliniku pediatrie, kde si ponechané ako opustené. Od roku 2006
do roku 2012 bolo takto opustenych a hldsenych na UPSVaR 150, z tohto po¢tu bolo
124 deti umiestnenych v istavnom zariadeni, 13 bolo prepustenych domov (z nich
2 deti doma exitovali) a 13 deti bolo danych do ndhradnej starostlivosti.

Tyrané, zanedbdvané a ohrozené deti. V priebehu rokov 2005 aZ 2012 bolo zo vietkych
deti, ktoré boli prijaté k ndm na Kliniku pediatrie hlasenych na UPSVaR za ti¢elom
rieSenia danej situdcie 945 deti, z toho 64 deti bolo hldsenych ako tyrané (syndrém
CAN), 189 deti ako zanedbavané a 692 ako ohrozené deti.

Zaver: RieSenie tychto problémov je komplikované. Podstatny je komplexny,
konStruktivny a pragmaticky pristup za ticasti vSetkych zainteresovanych stran.

Socialno-medicinske aspekty v nemocnicnej pediatrickej
starostlivosti - ako to vidime a robime my...

Soltjsova B!, Seligova Z.2, Antalikova A.', Beniakova L.!, Turanska P.!
'Nemocnica Poprad, a. s., Slovenskd republika

*Nemocnica Kezmarok, n. o., Slovenskd republika

Autori vo svojej prezentacii prinasaju sondu do prace detskych oddeleni
v severovychodnej Casti Slovenska za rok 2012. Detské oddelenie v Poprade zahftia
celé spektrum starostlivosti o detského pacienta - méa novorodenecké oddelenie,
oddelenie starostlivosti o rizikového novorodenca (iroven starostlivosti JIRS +JIS),
oddelenie batoliat, dojciat, star$ich deti ako aj JIS so spadovou oblastou cca 120 000
obyvatelov. Detské oddelenie v KeZmarku poskytuje zdravotni starostlivost pre
spadovi oblast cca 68 000 obyvatelov.

Autori hodnotia pricu oddeleni z réznych uhlov pohladu: hodnotia spektrum
hospitalizovanych deti, vekové spektrum, venuji sa vybranym typom ochoreni,
niektorym demografickym tdajom, socidlnym a ekonomickym aspektom, ako aj
niektorym stvisiacim problémom zdravotnickych pracovnikov.

ManaZment krizovych stavov v detskej

domacej paliativnej starostlivosti

Jasenkovd M.

PLAMIENOK, n. 0. (Detsky hospic PLAMIENOK), Bratislava, Slovenskd republika

Uvod: Krizové stavy v detskej domécej paliativne] starostlivosti patria medzi situ-
acie, ktoré vyzaduju rychle zhodnotenie zdravotného stavu a okamzitd terapeutickd
pomoc, do ktorej musia byt rodiia priamo zapojeni. NajcastejSie sa stretivame
s akitnym atakom silnej bolesti, dychavi¢nosti, epileptickym zachvatom a nahle
vzniknutym silnym krvacanim.

Ciel prace: Cielom prezentacie je obozndmit pediatrov so Specifikami manaz-
mentu krizovych stavov u deti s nevylie¢itelnou chorobou v domacom prostredi.

Material a metodika: Krizové stavy v paliativnej starostlivosti vznikaji nahle,
ale byvajui zvycajne predvidatelné. Vyzaduji okamzity terapeuticky zasah, ktorého
cielom je zmiernenie utrpenia a snaha o maximalny komfort dietata v domacom
prostredi. Kazda rodina v starostlivosti Detského hospicu PLAMIENOK bez ohladu
na zdravotny stav dietata je vybavend liekovym setom, setom $pecidlneho zdravot-
ného materialu a setom pristrojov, ktoré st nevyhnutné na zvladnutie krizového
stavu. Rodicia st pocas prvych navstev obozndmeni s moznymi predpokladatelnymi
krizovymi stavmi, ktoré progresia choroby moZe priniest a dostani struény manudal
prvej terapeutickej pomoci.

Vysledky: V uplynulych 10 rokoch (2002-2013) bolo v domacej starostlivosti
Detského hospicu PLAMIENOK 120 pacientov so Zivot ohrozujtcou a/alebo Zivot
limitujicou chorobou. 40 deti (30 %) prekonalo doma krizovy stav. 30 deti preko-
nalo akatnu krizu bolesti, vSetky z nich trpeli nddorovou chorobou. 3 deti doma
zvladli ndhle vzniknutd termindlnu dychavi¢nost, 4 nahle vzniknuty epilepticky
zachvat a 3 terminalne silné krvicanie. Podla vyjadrenia rodicov utrpenie deti bolo
znesitelné, vietky deti boli lieené doma.

CESKO - SLOVENSKA PEDIATRIE 2013, 68, S 1

Zaver: Zvladnutie krizovych stavov v domacom prostredi patri medzi najnaro-
¢nejsie situdcie v detskej domdcej paliativnej starostlivosti. Starostliva edukdcia
rodicov, pravidelné domdce navstevy lekara, vhodné liekové a pristrojové zabezpe-
Cenie rodiny, 24-hod. telefonicka dostupnost skiseného lekira a zdravotnej sestry
a moznost domacej navstevy lekira maxim. do 2 hodin od telefonatu vytvaraji
dostato¢né predpoklady k dobrému zvladnutiu velkej vacsiny krizovych stavov.

Emergency management in home care
paediatric palliative programme

Jasenkova M,

PLAMIENOK, NGO (Home Care Hospice for Children), Bratislava, Slovak Republic

Foreword: Emergency situations in paediatric palliative care in home environ-
ment require rapid evaluation of child’s health condition and immediate interven-
tion with direct parents involvement. Most frequent symptoms are: pain crisis,
acute breathlessness, epileptic seizures and sudden severe bleeding.

Aim of the presentation: Show pediatricians a specific approach in home
care palliative emergency management with children with life limiting and/or
life threatening disease.

Methodology: Emergency situations in paediatric palliative care are sudden
and usually predictable. The main aim of immediate therapeutic intervention is
to achieve relief of suffering as soon as possible and comfort the child at home.
PLAMIENOK - Home Care Hospice for Children provides to every family, from
the early beginning, a set of drugs and nursery and machine equipment that are
necessary to treat the child in crisis situations. During the first home visit parents
are informed about predictable emergency situation that may suddenly appear due
to the progression of the disease. They also receive a short written manual to help
them to intervene efficiently.

Results: In the past 10 years (2002-2013) PLAMIENOK - Home Care Hospice
for Children cared for 120 children and families with life limiting and/or life
threatening disease. 40 children (30%) overcame an emergency crisis at home.
30 children suffered from acute severe pain crisis, all of them were cancer patients.
3 children developed acute sudden severe breathlessness, 4 epileptic seizures and
3 suffered from severe sudden terminal bleeding. According to parents comments,
suffering of all children decreased fast to an acceptable level. All children were
treated at home.

Conclusion: Sudden health crisis in paediatric palliative care belong to the most
difficult and stressful situation in paediatrics. Efficient management of these situ-
ations requires: teaching parents, regular home medical checking, availability of
drug supplies and technical equipment (suction unit, oxygen concentrator). To
provide a home care efficient service it is necessary to have doctors 24 hours on
call. This allows a prompt intervention within the two hours from the symptom
appearance. With a well-trained team it is possible to achieve at home an efficient
symptom management even in emergency situations.

PIATOK, 26. 4. 2013

Dvadsat rokov samostatného Narodného

imuniza¢ného programu na Slovensku

Kristifkova Z,', Hudeckova H.

'Fakulta verejného zdravotnictva, Slovenskd zdravotnicka univerzita v Bratislave, Slovenskd republika
2Ustav verejného zdravotnictva JLF UK, Martin, Slovenskd republika

Ciel'om je prezentovat Uspechy v zniZovani chorobnosti az eliminacii chorob
zaradenych do Narodného imuniza¢ného programu (NIP) na Slovensku za obdobie
Tokov 1993-2012.

Metddy: Udaje o zmenach v o¢kovacom kalendari a o zao¢kovanosti st Cerpané
z kazdorocnej administrativnej Kontroly ockovania v SR, tdaje o chorobnosti na
ockovanim preventabilné choroby z Vyrocnych sprav o epidemiologickej situacii
v SRvrokoch 1993-2012, idaje o chorobnosti v §tatoch Eurépskej Ginie z dokumentov



a webovej stranky Eurdpskeho centra pre kontrolu choréb (ECDC), iidaje o chorob-
nosti v Cechich z webovej stranky Stitneho zdravotného istavu v Prahe.

Vysledky: V rokoch 1993-2012 bolo zavedenych 17 zmien v o¢kovacom ka-
lendari. Pravidelne povinne sa deti o¢kujt proti 10 chorobdm. Od roku 2012 sa
deti povinne neoc¢kuju proti tuberkuléze. Dospeli sa povinne preockovavaji
proti diftérii a tetanu. Slovensko vdaka déslednému plneniu NIP patri med-
zi prvé §taty na svete, ktoré dosiahli elimindciu detskej obrny v roku 1960.
V Euroregidne Slovenskej zdravotnickej organizicie (SZO) bola eradikicia det-
skej obrny potvrdena azZ v roku 2002. Od roku 1980 sa na Slovensku nevyskytla
diftéria, v Loty$sku v rovnakom obdobi zaznamenali 1500 ochoreni. Od roku
1998 s na Slovensku eliminované osypky a rubeola, v §tatoch EU bolo v rokoch
2010-2012 hlésenych viac ako 70 tisic pripadov. Od roku 2000 sa v SR nezazna-
menali pripady parotitidy, v Cechach v roku 2012 bola chorobnost 37,1/100 000.
Tetanus sa vyskytuje vynimocne. Vyrazne sa znizila chorobnost a imrtnost
na hemofilové a pneumokokové invazivne ochorenia. Chorobnost na viruso-
vl hepatitidu B sa od zavedenia povinného oc¢kovania zniZzila 15-krdt. Jedine
u pertussis zaznamenavame od roku 2008 vzostup chorobnosti, nedosahuje vak
predvakcinaénd Groveri.

Zaver: OcCkovanie je najucinnejsie primarne preventivne opatrenie, vdaka
ktorému sa predchadza nielen ochoreniam, ale aj imrtiam a epidémiam, Setria
sa financné prostriedky vo forme priamych a nepriamych nakladov na liecbu,
zvySuje sa kolektivna imunita, ¢im sa chrania aj osoby, ktoré z vaznych pri¢in
nemdzu byt ofkované a zvysuje sa kvalita Zivota. Uspesnost NIP je zalozena
najmd na Gzkej zmysluplnej spolupraci verejno-zdravotne a klinicky zamera-
nych odbornikov.

Mil'niky v histdrii ockovania; od vakcinicie po HPV
Lajtman E,

Gynekologicko-pdrodnicka klinika, Fakultnd nemocnica Nitra a Univerzita
Konstantina Filozofa v Nitre, Slovenskd republika

Ockovanie predstavuje najvyznamnejsie preventivne opatrenie vo verejnom
zdravotnictve, Prvé pisomné zmienky o ofkovani pochadzaji z 11. storocia z Ciny,
v 18. storo¢i ho zdokonalil Jenner. Aktivnou imunizaciou sa v 19. storo¢i zaoberal
Pasteur. Behringova liecba sérom, objav imunity Ehrlichom a Me¢nikovom ako aj
vytvorenie vakciny proti Zltej zimnici Theilerom boli ocenené Nobelovou cenou.
Nobelista Peyton Rous sa zaslizil o objav virusov spésobujticich nddory. Objav
Tudskych papilomavirusov a ich tlohy pri vzniku rakoviny kréka maternice bol
dovodom udelenia Nobelovej ceny za medicinu vroku 2008. Lauredtom sa stal Harald
zur Hausen. Tento objav sic¢asne umoznil vyvoj vakciny. Perzistentna infekcia
onkogénnymi typmi HPV je nevyhnutnou podmienkou vzniku karcinému krcka
maternice. Aktudlne si dostupné dve profylaktické vakciny proti HPV, bivaletnd
akvadrivalentnd. Obidve vakciny navodzujt tvorbu virus neutralizacnych protila-
tok a ti¢inkuji na drovni primarnej prevencie. Bivalentna vakcina vyuziva vyhodu
unikatneho adjuvantného systému a kvadrivaletna vakcina i¢inne spéja prevenciu
rakoviny kr¢ka maternice s prevenciu anogenitalnych bradavic. Maximélny benefit
ockovania sa prejavuje u dievcat vo vekovej skupine 9-15-rocnych, pretoze neprisli
do styku s HPV virusom a zaroven vytvaraju najvyssie hladiny protildtok. Toto je
dovodom klucového postavenia pediatra v prevencii ochorenia, ktoré sa spravidla
manifestuje v dospelosti. Na Slovensku je rocne registrovanych priblizne 600 novych
pripadov rakoviny krcka maternice, pricom pre tretinu zien sa ochorenie kon¢i
fatalne. Napriek niekolkoro¢nej dostupnosti i¢innej primarnej prevencie situdcia
vincidencii a imrtnosti na rakovinu kréka maternice sa podstatne nemeni. Vyvoj
vo vakcinoldgii stale napreduje milovymi krokmi a dne$né poznatky sii na diame-
tralne inej Grovni ako tomu bolo v zaciatkoch, zalozenych skor na pozorovaniach
aempirii. Mame v rukdch prostriedky t€innej prevencie na vedeckych principoch.
Je pravdou, Ze funguju na zlozitych principoch, lebo zlozity je aj na$ imunitny
systém a jeho fungovanie.

Pertussis u deti do 1. roku Zivota
Kukova Z., Duchofiovi J.
2. detskd Klinika LF UK a DENSP, Bratislava, Slovenskd republika

Uvod: V minulosti sa v eurdpskych krajindch vdaka pravidelnému ofkovaniu
vyskyt pertussis vyrazne znizil, avsak v poslednych rokoch dochadza k zvySovaniu

chorobnosti a k zmendm v epidemiolégii pertussis. Aj napriek ockovaniu star§ia
populdcia nie je dostatotne chranend. Imunita po o¢kovani ani po prekonani pri-
rodzenej infekcie nie je celozZivotna a prave preto dochadza k zvySenému vyskytu
pertussis u adolescentov a dospelych. Ochorenie u nich prebieha netypicky, ¢asto
nie je vbec rozpoznané a stavaji sa zdrojom infekcie pre doposial neockované
alebo nedostatocne preockované deti, u ktorych je klinicky priebeh najzavazne;jsi
améze koncit smrtou dietata.

Vysledky: V rokoch 2010-2012 na 2. detskej klinike LF UK a DENsP bolo hospi-
talizovanych 7 deti vo veku 2,5-10 mesiacov so zdvaznym priebehom pertussis.
V Klinickom obraze dominoval zachvatovity kasel s omodravanim, hikanim pocas
inspiria, vracanim na podklade zvySenej produkcie vdzkého hlienu. U vSetkych
pacientov bol v laboratérnom vySetreni typicky nalez leukocytdzy s lymfocytézou.
Diagndza bola potvrdena na zaklade d6kazu Bordetella pertussis pomocou PCR z nazal-
neho a nazofaryngealneho vyteru tampénom typu flocked (dakrénovy). V terapii boli
pouzité makrolidy, ktoré dosahuju tc¢inné hladiny v sliznici dychacich ciest a pre-
nikaji do hlienu. Ujedného z deti sa podaril zistit aj zdroj ndkazy. Dvojca jedného
dietata hospitalizovaného na nasom oddeleni exitovalo na fulminantny priebeh
ochorenia na DKAIM DFNsP.

Zaver: V SR sa v pravidelnom povinnom ockovani pouziva vakcina s aceluldrnou
zlozkou pertussis. Je potrebné v¢as podat 1. davku, dodrziavat odporicané odstupy
medzi jednotlivymi ddvkami podla platného ofkovacieho kalendara, zvazZovat
skutocné kontraindikacie o¢kovania. Booster program u adolescentov a dospelych
aceluldrnou vakcinou (dTap miesto dT) méze znizit incidenciu ochorenia v tychto
vekovych skupindch a minimalizovat riziko prenosu na vnimavé deti.

Pertussis in infants

Kukova Z., Duchoriova J.

2Department of Pediatrics, Comenius University Medical School and
University Children s Hospital, Bratislava, Slovak Republic

Introduction: While in the past, the occurrence of pertussis in European
countries significantly decreased through regular vaccination, but in the last
years morbidity is increasing and epidemiology of pertussis is changing. In spite
of vaccination, elder population is not sufficiently protected. Immunity after va-
ccination is not lifelong, just as after overcoming of natural infection, therefore
the occurrence in adolescents and adults is increasing. Course of the disease in
this group is atypical and often unrecognized. Patients are becoming a source of
infection for not vaccinated or not sufficiently vaccinated children, who can have
serious course of disease with fatal end.

Results: In years 2010-2012, 7 children in age of 2.5-10 months were admitted to
2nd Department of pediatrics LFUK DENsP with serious course of pertussis. In clini-
cal status dominated fits of coughing with cyanosis, whooping during inspirium,
vomiting on the basis of heightened production of viscous mucus. In all patients
leukocytosis with domination of lymphocytes was detected in laboratory results.
Diagnosis was confirmed using PCR from nasal and nasopharyngeal swab with
flocked swab (dacron). Patients were treated with macrolides, to reach effective
level in mucous membrane of airway and penetration into mucus. In one case the
origin of contagion was confirmed, twin of another child died because of fulminant
course of disease while hospitalized in DKAIM DFNsP.

Conclusion: In Slovakia the vaccine with acellular component of pertussis is
used for regular compulsory vaccination. It is necessary to receive 1st dose on ti-
me, keep the recommended intervals between single doses after valid vaccination
schedule and consider real contraindications of immunization. Booster application
of acellular vaccine (dTap instead of dT) in adolescents and adults can decrease
incidence of disease in these age groups and minimize risk of transmission to
perceptive children.

Ockovanie imunokompromitovanych deti

Urbanéikova 1.}, Kostalova Z.2

ICentrum na ockovanie deti s komplikdciami a kontraindikdciami ockovania, Detské infekcné
oddelenie a I1. linika det{ a dorastu LF UPJS a DEN, KoSice, Slovenskd republika
’Ambulancia PLDD - Giatros, s. 1. 0., Bratislava, Slovenskd republika

V stcasnosti sa v klinickej praxi, ¢i uz v ambulanciach vSeobecnych lekirov
pre deti a dorast alebo v Specializovanych ambulancidch, stretavaju lekari s pri-
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budajtcim mnozZstvom deti, ktoré maji poruchu imunity. Imunodeficientné
stavy st charakterizované znizenim, uplnym chybanim alebo nedostato¢nou
funkciou niektorej casti imunitného systému. V niektorych pripadoch st pritom-
né kombinované poruchy, ktoré ovplyviiuji viaceré imunitné funkcie stcasne.
Riziko vzniku zavaznych infekénych ochoreni a komplikovany priebeh infekeii st
u imunokompromitovanych deti podstatne vyssie, nez u zdravych jedincov. Z toho
vyplyva potreba zvysenej ochrany pred infekciami u deti s poruchami imunity, ale
na druhej strane moéZe byt u nich ofkovanie spojené s ur¢itymi obmedzeniami,
a toz dovodu kontraindikacie podania niektorych ockovacich latok alebo z d6vodu
zniZenej imunogenity vakcin a nizkej efektivity o¢kovania.

Velku a pomerne heterogénnu skupinu tvoria deti so sekundarnymi (ziskany-
mi) poruchami imunity. Cinnost imunitného systému je u nich do zna¢nej miery
ovplyviiovand chronickym priebehom ochorenia a aplikovanou imunosupresivnou
liecbou. Stupeti zdvaznosti imunosupresie spravidla sivisi s charakterom zaklad-
ného ochorenia, ako aj s davkou a ¢asovym obdobim uzivania liekov. U jedincov
s chronickymi ochoreniami je zvySena predispozicia k vzniku komplikovanych
infekcii, preto st mnohokrat indikované nielen povinné, ale aj odporti¢ané ocko-
vania. Mnohé medzindrodné odborné spolocnosti maji zadefinované odporicania
pre aktivnu ale aj pasivnu imunizaciu deti s ur¢itymi chronickymi ochoreniami,
vsnahe zaviest §tandardy v starostlivosti o tieto deti, kde patri aj primdrna prevencia
vzmysle aktivnej imunizacie.

Ockovanie deti s onkologickymi ochoreniami vyzaduje zhodnotenie predchidza-
juceho ockovania a aktudlneho imunologického stavu, ako aj akceptaciu odstupov
od ukoncenej liecby. Preockovanie deti po chemoterapii alebo radioterapii sa nepo-
vazuje za nevyhnutné, ak sa zakladné ockovanie realizovalo pred zacatim liecby,
s vynimkou deti po transplantacii krvotvornych buniek, ktoré maji byt ockované
odznova. Navyse je indikované o¢kovanie proti chripke, pneumokokovym, menin-
gokokovym a hemofilovym invdznym infekcidm.

Cielom ockovania imunokompromitovanych deti ma byt v prvom rade ich
individudlna ochrana. Pacientov, ktori nemozu byt ockovani, moZe pred niekto-
rymi infekénymi chorobami chranit kolektivna imunita. V takychto pripadoch
netreba zabtidat ani na o¢kovanie 0sob v izkom kontakte s tymito detmi (rodicov,
strodencov, blizkych rodinnych prislusnikov).

Predndka podporend z edukacného grantu spolocnosti SPIRIG Eastern a.s.

Fotoprotekcia v detskom veku - ¢asto kladené otazky
Kozub P,
Univerzitnd nemocnica Bratislava, Nemocnica Staré Mesto, Bratislava, Slovenskd republika

Expozicia koZe slne¢nému Ziareniu v detskom veku ma svoje $pecifika, kedze
rohova vrstva koZe dietata eSte nie je plne vyvinutd. Okrem akitneho spalenia koze
sa kumulovanie negativnych t¢inkov méZe prejavit v neskorSom veku v podobe zvy-
Seného rizika vzniku koznych nddorov, ktoré st uz v sicasnosti najcastejsim druhom
rakoviny na svete. Spravnou edukaciou rodicov a primeranou fotoprotekciou sa da
vacsina Skodlivych vplyvov UV Ziarenia eliminovat. Prednaska rozobera aktudlne
odporticania ohladne fotoprotekcie, spravne davkovanie lokilnych pripravkov UV
ochrany a poskytuje prehlad ¢asto kladenych otazok zo strany rodicov i lekarov.

Podporené z edukacného grantu spolocnosti Spirig Eastern a.s.

Photoprotection for children - frequently asked questions
Kozub P,
University Hospital Bratislava, Slovak Republic

Skin exposure to sunlight in childhood has its own characteristics as the horny
layer of the child skin is not yet fully developed. Beside acute sunburn an accumula-
tion of adverse effects in skin may occur later in life in the form of an increased risk
of skin cancer, which is now the most common type of cancer in the world. Proper
education of parents and reasonable photoprotection can eliminate most of the
harmful UV radiation effects. The lecture discusses the current recommendations
regarding photoprotection, correct dosing of topical UV protection products and an
overview of frequently asked questions by parents and physicians.

Supported from educational grant by Spirig Eastern, Inc.
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Sticasné trendy v pediatrickej reumatolégii
Vargova V.
1. Klinika et a dorastu LF UPJS a DEN, KoSice, Slovenskd republika

Pediatricka reumatoldgia je jednym z ,najmlad$ich* prudko sa rozvijajucich
samostatnych odborov pediatrie. Posledné roky priniesli vjznamny posun v oblasti
upresnenia terminoldgie, diagnostickych kritérii, kritérii definujucich odpoved
na lie¢bu, rovnako tak nové liecebné postupy a oficidlne odportcania pre liecbu
reumatickych choréb v detskom veku. Konkrétnym prikladom je novy pristup
k liecbe pacientov s najcastej$im reumatickym ochorenim detského veku - juve-
nilnou idiopatickou artritidou (JIA). V roku 2011 American College of Rheumatology
publikovala odporicania pre lie¢bu JIA. Pre vyber optimalneho liecebného postu-
pu u konkrétneho pacienta je rozhodujtce zhodnotenie klinickych parametrov
urcujlcich stupen aktivity choroby a vyhodnotenie prognostickych faktorov.
Odporicania definuji miesto intraartikularnych kortikoidov, methotrexatu, TNF
inhibitorov, ¢i inhibitorov IL-1pri lie¢be jednotlivych foriem choroby. Ilustraciou
rychlosti, ktorou do klinickej praxe prichadzaji nove lieCebné postupy je fakt, zZe
uz dnes je aktudlne roz$irenie portfélia liekov pre systémovu formu JIA o protilatky
proti receptorom pre IL-6.

Vysledky kltcovych genetickych a molekulovo-imunologickych §tadii tak na
jednej strane postvaju nase liecebné moznosti, sicasne prinasaji nové otazky
a vyzvy. Jednou z nich je potreba revizie pévodnych klasifika¢nych kritérii JIA,
ktora vychadza z novozistenych imunopatogenickych charakteristik jednotlivych
Klinickych fenotypov choroby. Ukazuje sa, Ze pozitivita antinukledrnych protilatok,
vek v Ease zjavenia sa symptémov, & rozlozenie postihnutych kibov (symetrické vs.
asymetrické postihnutie) st vhodnejsie kritéria pre klasifikaciu choroby ako pocet
postihnutych kibov ¢ pritomnost psoriazy.

Dalsou velkou vyzvou pediatrickej reurnatoldgie v sucasnosti je zodpovedat
otazky o dlhodobej bezpecnosti novych liecebnych postupov. Tito ambiciu ma
medzinarodny projekt Pharmachild JIA Registry, ktorého hlavnym cielom je zhod-
notit dlhodobu (az 10-ro¢ni) bezpecnost a ti¢innost liekov pouzivanych v liecbe deti
a adolescentov s juvenilnou idiopatickou artritidou.

Recent trends in pediatric rheumatology
Vargova V.

1. Department of Pediatrics and Adolescent Medicine, Faculty of Medicine of P.
J. Safdrik University and Children s Hospital, KoSice, Slovak Republic

Pediatric theumatology is one of the “youngest” rapidly developing pediatric
subspecialties. Recent years have brought significant advances in a standardiza-
tion of terminology, diagnostic criteria, evaluation of a therapeutic response as
well as new therapeutic modalities and official treatment recommendations. One
notable example is a novel approach to the treatment of juvenile idiopathic arthritis
(J1A). In 2011 American College of Rheumatology published Recommendations for
the Treatment of JIA. The choice of the optimal therapeutic strategy for individual
patients is based on the evaluation of disease activity and the assessment of prognos-
tic features. The Recommendations define the role of intraarticular glucocorticoids,
methotrexate, TNF inhibitors and IL-1inhibitors in various clinical scenarios. One
example of the rapidly expanding portfolio of new therapeutic agents is an anti-IL-6
receptor antibody which has been approved for the treatment of systemic JIA.

Results of pivotal genetic and molecular immunology studies have improved our
therapeutic potential, but, at the same time, they have raised new questions and
challenges. One of them is a need for a revision of the original JIA classification
criteria that should be based on immunopathogenetic characteristics of various
clinical disease phenotypes. It appears that ANA positivity, patient age at the onset
of symptoms and the distribution of affected joints (symmetric or asymmetric) are
more suitable criteria for disease classification than the number of joints involved
or the presence of psoriasis.

Another important challenge of pediatric rheumatology is to assess the long
term safety of new therapeutic modalities. An international project Pharmachild
JIA Registry has been launched with the main goal of assessing the long-term (up to
10 years) safety and efficacy of therapeutic agents used for the treatment of JIA.



Biologicka liecba juvenilnej idiopatickej
artritidy - skiisenosti a perspektivy
Koskova E., Vrtikova E.

Ndrodny istav reumatickych chordb, Piestany, Slovenskd republika

Uvod: Juvenilné idiopaticka artritida (JIA) zahffia skupinu klinicky hetero-
génnych artritid neznamej priciny, ktoré zacinaji pred 16. rokom Zivota a pre-
trvavaji viac ako 6 tyZdiov. Podla ILAR (International Leaugue of Associations
for Rheumatology, 2001) rozliSujeme sedem subtypov JIA: systémova artritida,
oligoartritida, polyartritida reumatoidny faktor pozitivna a negativna, entezitida
asociovana s artritidou, psoriaticka a nediferencovana artritida. V patogenéze JIA
ma klicovi tlohu alfa faktor nekrotizujuci nddory (TNF-a). Lie¢ba antagonistami
TNEF po zlyhani konvencnej lie¢by méze znamenat dramaticky zvrat v priebehu
a prognoze choroby.

Ciel: Zhrnutie skisenosti po deviatich rokoch s anti-TNF liecbou v nasom
centre.

Metody: Od janudra 2004 do decembra 2012 sme zaviedli u 70 pacientov lie¢bu
anti-TNF blokdtormi, etanerceptom (ETA) a Adalimumabom (ADA). Z nich §trnast
pacientov dostalo anti-TNF liecbu predtym (ADA a Infliximab). Pre recidivujiice
uveitidy bol u §tyroch pacientov liekom prvej volby ADA.

Vysledky: Liecba bola efektivna u 41 pacientov (58,2 %). ZlepSenie podla ACR
30 pediatrickych Kritérii, 50 % a 70 % sa dosiahlo u 29 (40,1 %) pacientov, remisiu
dosiahlo 12 (17,1 %) pacientov. Stratu G¢inku sme zaznamenali u sedem (10 %)
pacientov, vSetkych sme svicovali na ind biologicku lie¢bu (3-krat tocilizumab,
4-krat iny anti-TNF). Zo 7 pacientov sme u 2 pacientok vystriedali postupne vSetky
3dostupné anti-TNF lieky, t. ¢. st dospelé a efekt liecby sme zaznamenali po zavede-
ni tocilizumabu a golimumabu. Lie¢bu sme ukonili pre zdvazné neziaduce u¢inky
u pat (7 %) pacientov. Uveitida sa v priebehu liecby ETA objavila u $est pacientov,
pat z nich sme svicovali na lie¢bu ADA.

Zaver: V¢asna liecba anti-TNF dokaZe zabranit podkodeniu kibov a strate ich
funkcie a zabezpeCit normalny rast a vyvin dietata s JIA. Individudlna indikicia
anti-TNF inhibitora po zvaZeni vSetkych dostupnych znalosti a rizikovych faktorov
je predpoklad bezpecnosti a i¢innosti liecby.

Biologic therapy of juvenile idiopathic
arthritis - experiences and perspectives
Koskova E., Vrtikova E.

National Institute of Rheumatic Diseases, Piestany, Slovak Republic

Introduction: Juvenile idiopathic arthritis (JIA) is arthritis of unknown etio-
logy that begins before the 16th birthday and persists for at least 6 weeks and other
known conditions are excluded. The ILAR (International Leaugue of Associations for
Rheumatology, 2001) classifies JIA into seven categories: (1) systemic arthritis, (2)
oligoarthritis, rheumatoid factor (3) negative or (4) positive polyarthritis, (5) psori-
atic, (6) enthesitis-related and (7) undifferentiated arthritis. Tumour necrosis factor
alpha (TNF-a) is a key molecule implicated in JIA pathogenesis. Administration of
TNF-a antagonists may dramatically turn the course and prognosis of disease after
failure of conventional therapy.

Aim: To review nine years of experience with anti-TNF-a therapy in our
centre.

Methods: In the period between 01/2004 and 12/2012, Etanercept and Adalimumab
were administered in 70 patients with JIA. Before 2004, 14 patients were treated
with Adalimumab or Infliximab. Because of refractory uveitis, Adalimumab was
the first choice agent in four patients.

Results: The therapy was effective in 41 patients (58%): 29 (41%) showed 50-70%
improvement of 30 ACR paediatric criteria, and 12 (17%) showed remission of JIA. Loss
of efficacy was observed in 7 patients (10%); all patients were switched to another
biologic therapy (3 to Tocilizumab, 4 to other anti-TNF-a agent). Two patients from
this group were treated subsequently with all three TNF-a blockers; presently they
are adult and successfully treated with Tocilizumab and Golimumab. Anti-TNF-a
therapy was stopped in 5 patients (7%) due to serious adverse events. Uveitis was
observed in 6 patients on Etanercept and were switched to Adalimumab.

Conclusion: Early therapy with TNF-a blockers prevents joint damage and loss
of articular function, and arrange for normal growth and development of children

with JIA. Careful evaluation of current knowledge and individual risk is a prereq-
uisite of safe and effective treatment with anti-TNF-a agents.

Juvenilna idiopaticka artritida - spoluprica
vSeobecného pediatra a detského reumatoléga
Dallos T.!, Mozolova D.?, Kovics L.!

12. detskd Klinika, Lekdrska fakulta Univerzity Komenského,

Detskd fakultnd nemocnica s poliklinikou, Bratislava, Slovenskd republika

%, detskd Klinika, Lekdrska fakulta Univerzity Komenskeého,

Detskd fakultnd nemocnica s poliklinikou, Bratislava, Slovenskd republika

Uvod: Juvenilnd idiopatickd artritida (JIA) je zriedkavé ochorenie detského veku.
Jej prirodzeny priebeh vedie k nendvratnému postihnutiu pohybového aparitu
rasticeho organizmu dietata s tazkym funkénym deficitom a z toho vyplyvajicim
socidlnym znevyhodnenim. V¢asna diagnéza, adekvétna liecba a dosledna rehabi-
litdcia vyznamne zlep$uji prognézu pacienta. VSeobecny pediater moZe vyznamne
prispiet k dosiahnutiu tohto ciela.

Ciel': Cielom prednasky je zodpovedat najdolezitejsie otazky tykajuce sa JIA
dolezité pre pediatria: Ako rozpoznat artritidu? Kedy je indikované reumatolo-
gické vySetrenie? AKy je prinos laboratérnych vySetreni pri diagnostike JIA? Aky
je vyznam artrocentézy? Ako u¢inné a bezpecné si pouzivané liecivd? Aké je
postavenie biologik? Je mozné ockovat pacientov lieCenych imunosupresivami?
Ako sa postavit k varicelle u pacienta lie¢eného metotrexatom? Co robit v pripade
tehotenstva? Je rehabiliticia ddleZita? Aké su ciele lie¢by? Co by sme mali vysvetlit
ucitelom v §kole?

Zaver: Sucasna liecba dokaze ucinne predchadzat disabilite a trvalym kom-
plikdcidm u pacientov s JIA. Dobre informovany pediater vyznamne prispieva
k véasnej diagnéze, konzekventnej liecbe, redukcii jej neziaducich acinkov aj
k vysledkom liecby.

Juvenile idiopathic arthritis - co-operation of the general
pediatrician and the pediatric rheumatologist

Dallos T.!, Mozolova D.?, Kovics L.!

2" Department of Paediatrics, Comenius University Medical School,

University Children’s Hospital, Bratislava, Slovak Republic

21t Department of Paediatrics, Comenius University Medical School,

University Children’s Hospital, Bratislava, Slovak Republic

Introduction: Juvenile idiopathic arthritis (JIA) is a rare disease in children. Its
natural course leads to irreversible damage of the locomotor system of the grow-
ing child’s organism with permanent functional disability and resulting social
disadvantages. Early diagnosis and adequate treatment along with consequent
rehabilitation significantly improve the prognosis o patients. The general pediatri-
cian can make an important contribution in achieving this goal.

The aim: The aim of the presentation is to answer questions concerning
JIA important to the general pediatrician: How to recognize arthritis? When is
arhematological consultation indicated? What is the role of Iaboratory tests in the
diagnosis of JIA? How can arthrocetesis contribute to diagnosis and treatment?
How effective and safe are current treatments? What is the position of biologics?
Is it possible to vaccinate children on immunosuppressive treatment? How to ap-
proach chicken pox in a patient on methotrexate therapy? What to do if a patient
becomes pregnant? Is rehabilitation important? What are the goals of JIA therapy?
What should be explained to teachers in the child’s school?

Conclusion: Current therapeutic strategies can effectively prevent disability
and pemanet damage in patients with JIA. A well informed pediatrician can make
an important contribution to early diagnosis, adequate treatment, reduction of
side-effects and the achievement of therapeutic goals in JIA patients.

Ochorenia imitujiice juvenilni idiopaticki artritidu
vrtikova E.', Koskova E.', Dallos T.?

'Ndrodny tistav reumatickych chordb, Piestany, Slovenskd republika

%2. detskd Klinika LF UK a DENSP, Bratislava, Slovenskd republika

Uvod: Juvenilnd idiopatické artritida oznatuje artritidu neznimej etiolégie
trvajicu najmenej 6 tyZdnov, so zaciatkom pred 16. rokom zivota. Diferencidlna
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diagnostika je naro¢na vzhladom na réznorodost klinickych prejavov a laborator-
nych priznakov.

Metodika: Formou kazuistik uvddzame zriedkavé ochorenia alebo syndrémy,
s ktorymi sa v diferencilnej diagnostike artritid mbzeme stretnut.

Kazuistika 1: 14-ro¢ny chlapec s ndlezom nebolestivého asymetrického zdurenia
drobnych kibov riik, bez obmedzenia funkcie, lieCeny pre polyartikuldrnu juvenilni
idiopatickd artritidu, s nizkou humordlnou aktivitou. Po 2,5 roku liecby nadobudli
zhrubnutia kibov vakovity charakter, sprevidzané hyperkeratotickymi zmenami
koZe. Vzhladom na postupny vyvoj vakovitého vzhladu kibov, opakované trenie
prstov a neurotické ¢rty sme diagnoézu prehodnotili na pachydermodaktyliu,
ktord je vzacna benigna forma digitdlnej fibromatdzy, kde je kIaCovym ukoncenie
mechanickej iritacie.

Kazuistika 2: 5-roné dievéatko so zdurenim a bolestami viacerych klbov
akriZovej oblasti, sprevadzané vysokou humoralnou aktivitou. Zobrazovacimi vyse-
treniami bola popisand sakroileitida. Vylucila sa neopldzia ¢i Specificky proces a stav
bol hodnoteny ako HLA B27 pozitivna jevenilnd idiopatickd artritida. Komplexnd
liecba vratane anti-TNF, neviedla k dostato¢nému potlaceniu aktivity. Doplnené CT
pravej klavikuly potvrdilo osteomyeliticky proces, prehodnotené ivodné CT a MR
vySetrenia panvy vSak neboli typické pre sakroileitidu. Stav sme uzatvorili ako
chronicki rekurentnd multifokalnu osteomyelitidu, ukon¢ili sme imunosupresivnu
a anti-TNF liecbu, ponechali sme protizapalovii liecbu.

Kazuistika 3; U 6-rocného dievcatka so objavilo postupné zhrubnutie a obmed-
zenie rozsahu vo viacerych kiboch, bez vypotku ¢ zvySenej humoralnej aktivity.
Stav imponoval ako tzv. ,suchd forma“ artritidy, diskrepantnym bol vSak ndlez
spondylodysplazie. Napriek intenzivnej rehabilitdcii doslo k progresii funkéného
deficitu, preco bola zavedend imunosupresivna lie¢ba. AZ po7-ro¢nom trvani ocho-
renia sa objavil vypotok v kolene nezdpalového charakteru. Stav sme prehodnotili
ako progresivnu pseudoreumatoidni dysplaziu, ktord je spésobend mutaciou génu
pre WISP3.

Zaver: Netypicky klinicky obraz, vysledky laboratérnych pripadne zobrazova-
cich vySetreni a neadekvatna odpoved na liecbu je dévodom na prehodnotenie
povodnej diagnézy.

Diseases mimmicking juvenile idiopathic arthritis
vrtikovi E.', Koskova E.', Dallos T.

'National Institute of Rheumatic Diseases, Piestany, Slovak Republic

%2 Department of Paediatrics, Comenius University Medical School,

Children s University Bratislava, Slovak Republic

Introduction: Juvenile idiopathic arthritis (JIA) is arthritis of unknown ethiology
that starts before the 16th birthday and lasts more than 6 weeks. The differential
diagnosis may be demanding, due to the variability of clinical and laboratory
findings.

Methods: We report 3 cases of rare syndromes which we have encountered in
the differential diagnosis of JIA.

Case 1: A 14-year old boy was treated for polyarticular JIA. He presented with
asymmetrical swelling of small hand joint, nonetheless fully preserved joint
function. There was no inflammatory activity. After 2.5 years of treatment, the
thickening of joints gained a saccular character and was accopanied by hyper-
keratotic skin lesions. A neurotic trait with repetitive rubbing of fingers could be
identified and pachydermodactyly, a rare form of digital fibromatosis, was dia-
gnosed. Immunosuppressive treatment was stopped and cessation of mechanical
irritation recommended.

Case 2: A 5-year old hypotrophic girl complained of arthralgia and pain in the
sacroiliac region accompanied by elevated inflammatory markers. Malignancy and
specific infection were excluded. Based on CT and MRI findings a HLA-B27 positive
juvenile idiopathic arthritis was diagnosed. Immunosuppressive treatment inclu-
ding anti-TNF was ineffective. Due to complaints in the sternoclavicular region
a CT scan was performed and revealed a chronic osteomyelitis of the clavicle. We
diagnosed a chronic recurrent multifocal osteomyelitis and continued antiinflam-
matory treatment without immuosuppression.

Case 3: Progressive thickening and limatation of range of motion in multiple
joints, without joint effusion and inflammatory activity developed in a 6-year
old girl, immitating a non-exudative form of JIA. Immunosuppressive treatment
remained without effect. After 7 years, a small efusion appeared in 1 knee, was
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however non-inflammatory. At the same time spodylodyplasia was identified. The
diagnosis was reevaluated and progressive pseudorheumatoid dysplasia, usually
due to WISP3 gene mutation, was diagnosed.

Conclusion: Non-characteristic clinical, laboratory and radiographic findings
and inadequate response to treatment sometimes require reevaluations of the
diagnosis of JIA.

Praxe zaloZena na diikazu po 20 letech: problémy
Pfi jejim uplatnéni ve zdravotnictvi

Mihil V!, Potomkova J.12

1Détskd Klinika LF UP a FN Olomouc, Ceskd republika

Knihovna LF UP a FN Olomouc, Ceskd republika

V pribéhu poslednich dekad zdravotnické profese potvrdily zvy$enou naléha-
vost k posunu z kultury poskytovani péce zaloZené na tradici a poznani k situ-
aci, kde rozhodnuti je fizeno a opravnéno nejlépe dostupnym diikazem. Praxe
zalozena na dikazu (EBP) reprezentuje integraci nejlépe dostupného diikazu
s klinickym odbornym posouzenim a pacientovymi hodnotami pii rozhodovani
o0 odborné péci pro pacienty. Uplatnéni EBP v klinické praxi je komplexni proces,
ktery je Casto zneklidiovan neocekavanymi udalostmi, konflikty a problémy.
Postoje smérem k EBP a zkuSenosti s EBP jsou kritické zakladni prvky imple-
mentacniho procesu. Za celem lep§iho pochopeni implementa¢niho procesu
v péci o blaho ditéte jsme proto integrovali zaklady EBP do pediatrického kuri-
kula. Redlné piipadové studie jsou vhodnymi podklady pro nacvik dovednosti
praxe zalozené na dlikazu: polozeni klinické otazky, hledani diikazu, kritické
zhodnoceni diikazu a posouzeni vhodnosti jeho aplikace na vybraného pacienta.
Smichané vzdélavani se stalo oblibenym didaktickym néastrojem, které kombi-
nuje vyuku zaloZenou na internetu s face-to-face vyukovymi aktivitami, ¢imz
prispiva k rozvoji i¢inné vzdélavaci komunity.

Cilem naseho sdéleni je popsat analyzu pfinosu inovovaného na dikazu zalo-
Zeného pediatrického kurzu, ktery jsme zavedli v roce 2008 na vyukové platformé
“z pracovniho stolu k 18Zku pacienta”. Studenti se Gcastni tradi¢ni i netradi¢ni
vyuky, kterd zahrnuje Gvodn{ EPB workshop, vjuku u ltiZka pacienta na détské
Klinice, formulace na pacienta orientované klinické otdzky, vyhledavani relevantni
literatury, interpretaci Casopiseckych ¢lankd a pfipravu klinickych kazuistik.
Studenti maji moznost s pomoci pracovnika 1ékafské knihovny vyuzit i dopliikovou
vyukovou nabidku ke zkvalitnéni dovednosti ve vyhledavani literatury a moznost
konzultovat odborné otazky s pridélenym odbornym garantem. V poslednich péti
akademickych letech zahdjila Univerzita Palackého v Olomouci pro posluchace
mediciny v patém ro¢niku vyuku pediatrie zalozené na dtikazu. Nasi edukaéni vizi je
pomoci studentim mediciny naucit se a pouzivat zakladni EBP dovednosti, zejména
formulovat PICO otazku, rozvijet strategii vyhledavani literatury, vyhledat védeckou
praci s vhodnou osnovou a posoudit jeji obsah a klinickou validitu.

Priibézné zdokonalovani strategie kvality zdravotni péce zahrnuje aktivni im-
plementaci dostupnych diikazd a existujicich doporucenych postupii, podporu EBP
aktivit vedenim instituce, pouzivani EBP 1ékafi v jejich denni praxi a nezaostavani
zdravotnich sester v EBP védomostech. Zavérem lze konstatovat, Ze lep$i zdravotni
péce vyzaduje lep$i medicinské vzdélavani 1épe motivovanych studentd.

Evidence-based practice after 20 years: problems

with its application in health care

Mihil V!, Potomkova J.12

"Department of Pediatrics, Faculty of Medicine, Palacky University Olomouc, Czech Republic
“Library of Faculty of Medicine, Palacky University Olomouc, Czech Republic

Over the past few decades the health professions have witnessed increasing
pressure to shift from a culture of delivering care based on tradition and intuiti-
on, to a situation where decisions are guided and justified by the best available
evidence. Evidence-based practice (EBP) represents the integration of best research
evidence with clinical expertise and patient values in making decisions about the
care of patiens. Implementation of EBP in child welfare is a complex process that is
often fraught with unanticipated events, conflicts, and resolutions. The attitudes



towards and experiences with EBP are the critical elements in the implementation
process. In order to better understand the implementation process in the child-
welfare system, we integrated principles of EBP into the paediatric curriculum.
Real-life scenarios are a good background to train the evidence-based practice
skills: asking a clinical question, searching for evidence, critical appraisal and
application to the patient. Blended learning has become a popular didactic tool
combining web-based and face-to-face learning activities to develop an efficient
community of learning.

The aim of this paper is to describe analysis of the benefits of the innovated
evidence-based paediatric course introduced in 2008 at a “bench to bedside” learning
platform. The students get traditional and nontraditional training, comprising
an introductory EBP workshop, bedside teaching and learning in the paediatric
department, formulation of a patient-oriented clinical question, searching for
relevant literature, interpretation of research papers and preparation of clinical
case reports. Supplementary educational offering include librarian-guided search
skills training and assignment of individual faculty supervisors to provide various
forms of mentoring. Palacky University Olomouc has been teaching evidence-
based paediatrics to 5%-year medical students for the past 5 academic years. Our
educational vision is to help students learn and practice basic EBP skills, mainly
formulating PICO questions, developing search strategy, finding suitable study
designs, interpret its content and assess its clinical validity.

Continuous quality improvement strategies involve active implementation of
available evidence and existing guidelines, facilitation of EBP activities by mana-
gers, application of EBP by doctors in their daily practice and not lagging nurses
behind in EBP knowledge. Finally, better healthcare requires better medical edu-
cation of better motivated students.

New treatment options for steroid-dependent and
steroid-resistant nephrotic syndrome in children
Tsygin A., Vashurina T., Matveyeva M,

Institute of Pediatrics NCZD RAMS, Moscow, Russia

We have evaluated treatment results of Cyclosporin A (CsA) plus oral prednisolone
with or without methylprednisolone pulses (MP) as induction therapy in 77 children
with primary non-familial nephrotic syndrome (SRNS) with FSCS/MCD and CsA in
78 children with steroid-dependent NS (SDNS) as anti-relapse therapy.

In SRNS a complete remission was observed in 48 (62%) patients and partial
remission in 11 (14%). The duration of treatment to achieve the remission was 2-13
(mean 3.5) months at the CsA blood concentration C, 99.3 ng/ml on the average
dose 3.9 mg/kg/day. No significant difference in treatment results was found
between groups with and without MP. In 14 (18%) patients CsA was discontinued
due to nephrotoxicity.

In SDNS group after 3-7 months of CsA at the average dosage of 3.6 mg/kg predni-
solone was discontinued for at least 6 months in 61 (78.2%) patients and 24 months
in 20 patients. Reversible nephrotoxicity was seen in7.7%. When CsA was tapered
to 2.2 ng/ml most SDNS patients tended to relapse.

As an alternative treatment in patients refractory to CsA, Tacrolimus was used
in 6 patients with SDNS in whom 3 had stopped prednisolone for 5-9 months but
eventually relapsed. In 9 patients with SRNS treated with Tacrolimus remission
was gained only in two.

Intravenous Rituximab 375 mg/m? once a week 2-4 times was used in 4 SDNS
patients with a severe steroid toxicity who did not respond to CsA therapy. All
maintained steroid free remission 7-12 months after first Rituximab course as
long as CD19 pool was depleted. After that the remission was reestablished with
the repeated Rituximab course.

In 6 patients with SRNS treated with Rituximab no remission was obtained.

We conclude, that CsA is the most efficient therapy for SODNS and SRNS up to date
with atleast70% efficacy. The use of CsA is limited with nephrotoxicity. Rituximab
and in some cases Tacrolimus may improve the disease course in CsA-refractory
SDNS but not in SRNS cases.

Mitochondriilni onemocnéni v détském

véku: od pfiznaku k diagnéze

Zeman J., Honzik T., Hansikova H., Tesafova M.

Klinika détského a dorostového 1ékafstvi 1. LF UK a VEN, Praha, Ceskd republika

V mitochondriich vznika >90 % energie potfebné pro rist a vyvoj ditéte. Poruchy
energetického metabolismu se u déti projevuji heterogenni skupinou >180 mito-
chondridlnich onemocnéni, kterd mohou zacinat v kterémkoliv véku. Izolované ¢i
kombinované postiZeni energeticky naro¢nych tkani (mozek, svaly, srdce, jitra) je
nejcastéjsi. V nadi studii jsme analyzovali klinickd a laboratorni data u 461 pacienta
s mitochondridlnim onemocnénim (MD).

Metody: Aktivity a mnozstvi mitochondridlnich komplexl dychaciho fetézce
a ATP syntazy byly méfeny spektrofotometricky, dvojrozmérnou elektroforezou
a Western blottem. Mutace v mtDNA a mutace v jaderné kédovanych genech
pro mitochondridlni proteiny a asemblujici faktory byly analyzovany cyklickym
sekvenovanim.

Vysledky: Prvni piiznaky MD se objevily u 129 déti (28 %) jiZ v novorozenec-
kém véku. NedonoSenost, IUGR, hypotonie a potfeba ventilacni podpory byly
pfitomny u 33 % novorozencii, kardiomyopatie u 40 %, novorozenecké kiece u 16 %
a Leightiv syndrom u 15 %. Zvy$ena hladina laktitu byla nalezena u 87 % novo-
rozencll a hyperamonemie u 22 z 52 vySetfovanych novorozencii. Porucha na
urovni komplexu dychaciho fetézce I byla prokizana u 15 novorozenci, kom-
plexu III u jednoho, komplexu IV u 23 a komplexu V u 31. Kombinovanou poru-
chu vice komplexti mélo 53 novorozencl a poruchu pyruvatdehydrogenazy 6.
Prvni pfiznaky onemocnéni v kojeneckém, batolecim nebo pfedSkolnim véku
se objevily u dalsich 80 déti s MD. Mutace v SURFI a SCO2 genech byly naleze-
ny u 58 % déti s izolovanou poruchou komplexu IV (mutace 841delCT v SURFI
a 1541G>A v SCO2 genech byly prevalentni) a mutace c.317-2A>G v TMEM70 byla
prevalentni u déti s poruchou komplexu V.

Zavéry: Prognéza mitochondridlnich poruch v détském véku je nepfizniva.
Kauzalni terapie neni dostupna, ale v ramci symptomatické terapie se doporucuje
véku adekvatni vyZiva, vitaminy a koenzym Q10 a pravidelné cviceni. Pfesnd cha-
rakteristika onemocnéni na molekuldrni iirovni je nezbytna pro spravné genetické
poradenstvi v postizenych rodindch.

Podporeno PRVOUK P24/LF1/3 a RVO-VEN64165/2013.

Mitochondrial disorders in childhood:
from symptoms to diagnosis

Zeman J., Honzik T., Hansikova H., Tesafova M.
Department of Pediatrics, First Faculty of Medicine and Faculty
Hospital, Charles University in Prague, Czech Republic

Mitochondria produce >90% of energy needed for life. Disturbances in energy
metabolism result in a heterogeneous group of mitochondrial disorders (MD),
which may start at any age, with any symptom and any mode of inheritance, but
brain, muscle and heart are most frequently affected. In our study we analyzed
clinical symptoms, laboratory data, management and prognosis in 461 patients
with MD.

Methods: The activities and amount of mitochondrial complexes were meas-
ured spectrophotometrically and by 2D-PACE. Mutations in mtDNA and many
nuclear genes encoding mitochondrial proteins or assembly factors were analyzed
Dby cyclic sequencing.

Results; the neonatal onset of MD was reported in 129 patients (28%).
Prematurity, intrauterine growth retardation and hypotonia neces-
sitating ventilatory support were present in 33% of neonates, cardio-
myopathy in 40%, neonatal seizures in 16%, Leigh syndrome in 15% and
elevated lactate level in 87%. Hyperammonemia was observed in 22 out of
52 neonates. Complex I deficiency was identified in 15, complex Ill in one, complex
IV in 23, complex V in 31, combined deficiency of several complexes in 53, and
PDH complex deficiency was identified in six patients. Molecular diagnosis was
confirmed in 49 cases. Post-neonatal onset of MD during childhood was observed
in another 80 patients. Mutations in SURFI and SCO2 genes were found in 58% of
children with isolated complex IV deficiency (mutations 841delCT in SURFI and
G1541A in SCO2 genes were prevalent) and mutation c.317-2A>G in TMEM70 was
prevalent in complex V deficient children of Gypsy origin.
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Conclusions: the prognosis of MD in childhood is not good. The causal therapy
isnotavailable, but adequate energy intake, vitamins and coenzyme Q10 are recom-
mended and regular exercise is encouraged. Detailed characterization of the disease
on the molecular level is necessary for genetic counselling in affected families.

Supported by PRVOUK P24/LF1/3 and RVO-VENG4165/2013.

Novorodenecky skrining na Slovensku
v medzinirodnom porovnani

Dluholucky S., Knapkova M.

Skriningové centrum novorodencov SR, Detskd fakultnd nemocnica
s poliklinikou, Banskd Bystrica, Slovenskd republika

Uvod: Novorodenecky skrining (NS) na Slovensku do konca roku 2012 vy-
hladaval 4 ochorenia - kongenitdlnu hypotyredzu (KH), fenylketontriu (FKU),
kongenitidlnu adrendlnu hyperplaziu (CAH) a cystickd fibrézu (CF). Skrining
sa realizuje v jednom centre, verifikicia suspektnych pripadov v troch regio-
nalnych recall pracoviskich, ktoré zaistuju komplexnu starostlivost pozitiv-
nym pripadom. Cely systém sa riadi jednotnym organiza¢nym algoritmom od
1. 1985 a vzdjomnou spatnou informdaciou vSetkych pracovisk.

Metodika: V rokoch 2010-2011 spracovala komisia expertov EU pre NS (EUNENBS)
zasady realizacie NS a postdila ich plnenie u 34 participujicich Statov. Hodnotil sa
rozsah, organizacia, kontrola kvality, algoritmy konfirmacie, etické a legislativne
aspekty NS. Sucasne boli spracované odporii¢ania pre dalsi rozvoj.

Vysledky: V plneni kritérii EUNENBS sa NS na Slovensku umiestnil na piatom
mieste medzi 34 hodnotenymi §tatmi. Skrining sa realizuje v jednom centre s pria-
mou vdzbou na recall centrd, ma vyrieSené algoritmy diagnostiky, aj legislativne
podmienky. Zachytdva celd populdciu a diagnéza je stanovend v optimalnom ¢ase.
Narozdiel od inych Statov sleduje incidenciu zachytavanych portch, nie skriningovi
prevalenciu a ma spatnd informdciu o typoch poruchy. Genetickd konfirmdcia nie
je predmetom NS. Takto organizovany NS umoznil identifikdciu narastu sekular-
nej incidencie KH, ktora stipla z hodnoty 1 : 6838 v rokoch 1985-1990 na 1 : 2419
v rokoch 2006-2011 - ¢o je 2,7-ndsobny ndrast. Podobny trend bol zaznamenany
v USA. Druhym Specifikom bol nalez zvySenych hodnét IRT v rdmskej populdcii
pri skriningu CF. Tento ndlez viedol k zvySeniu cut-off limitu o0 20 % u rémskej
populdcie. Na rozdiel od inych §tatov sa CF v romskej populdcii Slovenska vyskytla
len vynimocne.

Zavery: NS na Slovensku sa svojou kvalitou zaraduje na popredné miesto tatov
vo svete. Na naplnenie kritérii EUNENBS a EUCERD je potrebné rozsirit rozsah
pravidelného skriningu o dal$ich cca 9 DMP, ktoré spliiuju W-J kritérid, rozsirit
moznosti selektivneho skriningu a doplnit niektoré legislativne upravy pri jeho
realizacii.

Newborn screening in Slovakia -
international comparison

Dluholucky S., Knapkova M.

Newborn Screening Center of the Slovak Republic, Children Faculty
Hospital, Banskd Bystrica, Slovak Republic

Introduction: Newborn Screening (NBS) in Slovakia comprises four disorders
- congenital hypothyroidism (CH), phenylketonuria (PKU), congenital adrenal
hyperplasia (CAH), and cystic fibrosis (CF). NBS is realized in one center followed
with definitive verification in regional recall centers. Recall centers realise the
complex comprehensive care for positive cases according the confirmed diagnosis.
All system of NBS has provided by unified algorithm since 1985 which is protected
by defined feed-back among all participants.

Method: During 2010-2011 year the Task Force group of national NBS experts
(EUNENBS) provided the complex evaluation of NBS in 34 participated EU states and
defined the criteria for unification of the NBS. The extend of NS, its organization,
quality control, confirmation algorithm of the diagnosis, ethical a legislative
parameters were evaluated. Recommendation for the future development was
one part of this evaluation.

Results; NBS in Slovakia reached the fiths position among trirty four evaluated
countries. NBS is realised in one national NBS center for all disorders, closely pi-
pelined to regional recall centers. All steps are provided after established algoritm
until definitive diagnosis. Daily quality control is verified quarterly on international
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authorised quality control center. Continuous follow-up the covering of population
and incidence of diseases is integral part of NSC activity. Cenetic confirmation of the
disease in not the part of screening - it is provided in confirmed cases. This model
enables to discover the increased secular incidence of CH. from 1 : 6838 (1985-90
yy.), to1: 2419 (2006-2011yy.), what is 2,7 times increasing. The similar trend has
been found in USA. The second specific finding is the increasing of IRT level in
roman newborn population, which is 20% higher and leads to inappropriate rise
false positivity for NBS CF. In contrast to it, the incidence of CF is extremly rare in
Slovak roman population.

Conclusion; Quality of Slovak NBS is very good and fit in prominent place among
the states of EU. To fulfill the EUNENBS criteria there is the need to expand the
spectrum of app. nine next CMD, expand the opportunity for selective screening,
and provide a few legislative adjustement.

Atypicky HUS: a tispésna 1é¢ba Eculizumabem
rekurence aHUS u ditéte po transplantaci ledviny
Vondrik K.!, Burkert J.2, Dusek J.}, Seeman T.},

Simankova N.!, Spatenka J .2, ZiegJ.}, Janda J.!

"Pediatrickd klinika, UK 2. LF a FN Motol, Praha, Ceskd republika

Klinika kardiovaskuldrni chirurgie, UK 2. LF a FN Motol, Praha, Ceskd republika
STransplantaéni centrum UK 2. LF a EN Motol, Praha, Ceskd republika

Atypicky hemolyticko-uremicky syndrom (aHUS) je vicné onemocnéni charak-
terizované trombotickou mikroangiopatii (TMA) s trombocytopenii, non-imunitni
hemolytickou anemii, rendlnim selhdnim. Na rozdil od typického HUS neni u aHUS
prokazovano Shiga-toxin produkujici Escheria coli. Incidence aHUS neni zndma. AZ
70 % pacientli ma genetickou mutaci kddujici komponenty aktivace komplementu
nebo anti-H faktor protilatky, které vedou k nekontrolované aktivaci alternativni
cesty komplementu a generuji tvorbu komplexu poskozujici buné¢nou membranu
aHUS je rekurence zdkladniho onemocnéni v porovnani s onemocnénim de novo.
Rekurence aHUS je zavazny stav s vysokou mortalitou. Riziko rekurence po trans-
plantaci ledviny (KTx) dosahuje 80-100 % a je odvislé od patogenetického mechanis-
mu. Genetické mutace faktoru H komplementu (CFH), faktoru I komplementu (CFI)
a kofaktoru membranového proteinu (MCP) jsou nalézany u vétSiny aHUS (aZz u 67 %)
a spolu s protilatkami proti faktoru H komplementu (anti-CFH) jsou zodpovédné
za 75 % aHUS. Plazmaferéza, kterd je v soucasné dobé povaZovana za lécbu prvni
volby, ma nepfedvidatelny vysledek. Naopak slibné vysledky 1é¢by a HUS piinasi
eculizumab - humanizovana monoklondlni protilatka, ktera se vaZe na protein C5
komplementu. Tento 1ék inhibuje terminalni ¢ast komplementu (MAC) a zabra-
Niuje rozvoji trombotické mikroangiopatie. Uvadime kazuistiku v soucasné dobé
13letého chlapce s rekurenci aHUS po transplantaci ledviny rezistentni na 1é¢bu
plazmaferézou, ktery byl ispé$né léc¢en eculizumabem.

Podpofeno projektem (Ministerstva zdravotnictvi) koncepcniho rozvoje vyzkumné organizace
00064203 (FN Motol).

Atypical HUS: Successful Eculizumab treatment of aHUS
recurrence in a child after kidney tranplantation

Vondrik K.!, Burkert J.2, Dusek J.}, Seeman T.},

Simankova N.!, Spatenka J .2, Zieg ]}, Janda J.!

'Department of Pediatrics, 2nd Faculty of Medicine, Charles University

Prague and University Hospital Motol, Prague, Czech Republic

Department of Kardiovascular Surgery, 2nd Faculty of Medicine, Charles University

Prague and University Hospital Motol, Prague, Czech Republic

3Center for Transplantation, 2nd Faculty of Medicine, Charles University

Prague and University Hospital Motol, Prague, Czech Republic

Atypical haemolytic-uremic syndrome (aHUS) is a rare disease characterized
by thrombotic microangiopathy (TMA) with thrombocytopenia, non-immune
haemolytic anaemia and renal failure. In contrast to the typical HUS, Shiga-toxin
producing Escheria coli is not proven in aHUS, and the incidence remains unknown.
Up to70% of patients have genetic mutation encoding components of complement



activation or anti-factor H antibodies which leads to uncontrolled activation of the
alternative complement pathway and to the generation of the membrane-attack
complex (MAC). The most common cause of postrenal transplant HUS is recurrence
compared to denovo disease. The recurrence is a severe condition with high mortality
rate. The risk of recurrence after kidney transplantation (KTx) is up to 80-100% and
depends on the pathogenic mechanism. Complement factor H (CFH), complement
factor I (CFI) and membrane cofactor protein (MCP) genes mutation have been
found in majority of aHUS (up to 67%) and together with the anti-CFH antibodies
are responsible for 75% of aHUS. Plasmapheresis a current treatment of choice has
an unpredictable outcome. Promising results in the treatment of aHUS brings
eculizumab - a humanized monoclonal antibody that binds complement protein
C5and inhibits terminal part of complement and prevents from TMA. We describe
recently a 13-year-old boy suffering from the recurrence of aHUS after KTx with the
resistance to the plasmapheresis who was successfully treated with eculizumab.
Supported by the Grant of the Czech Ministry of Health 00064203 (FN Motol).

Nefroticky syndrém v detskom veku

Podracka L.!, Salagovi¢ J.2, Habalova V.2, Klim&ikova L.2, Zidzik J.2, Bo6r A.}
IKlinika det{ a dorastu UPJS LF a DEN Kosice, Slovenskd republika

2Ustav lekdrskej bioldgie UPJS LF Kosice, Slovenskd republika

sUstav patoldgie UPJS LF Kosice, Slovenskd republika

Uvod: Idiopaticky nefroticky syndrém (INS) je najéastej§ie ochorenie glome-
rulu v detskom veku, ktoré je zapri¢inené minimalnymi zmenami glomerulov
(MCN) a/alebo fokilnou segmentalnou glomerulosklerézou (FSGS). V patoge-
néze sa predpoklada dysregulicia T-buniek, ktoré vedu k dysfunkcii podocytov
a zvySenej permeabilite glomerulovej filtracnej bariéry. Kortikosteroidy st ini-
cidlnou liecbou INS. Odpoved na steroidy ma vacsi prognosticky vyznam ako re-
nalna histolégia. Terapeuticka dilema vyvstava u chorych s kortikodependent-
nym (SDNS) a/alebo kortikorezistentnym nefrotickym syndréomom (SRNS).
cyklosporin A, cyklofosfamid, levamizol a iné.

U chorych so sporadickym SRNS a/alebo FSGS sa postupne identifikovali formy
NS spdsobené patogénnymi variantmi v génoch pre Struktirne a regulacné proteiny
strbinovej membrany a podocytov. Na tychto forméach NS sa nepodiela imunopa-
tologicka reakcia a NS je sposobeny Struktirnou poruchou proteinov filtracnej
membrany glomerulu. Patogénne varianty prislusnych génov sa vyskytuja priblizne
120-40 % chorych so SRNS.

Cielom nasej $tidie bolo zistit frekvenciu patogénnych variantov génu pre
podocin NPHS2 u deti s INS.

Material a vysledKy: V kohorte 53 deti s INS (37 SDNS/16 SRNS) bola metédou
priameho sekvenovania vSetkych exénov NPHS2 génu pre podocin vySetrovana
pritomnost variantov, u ktorych bola v predchadzajicich $tudiach preukaza-
na asocidcia s patogenézou INS. Patogénne varianty boli detekované u 6 deti.
U 3 pacientov sme identifikovali variant Arg229GIn (2-krat heterozygotnd a 1-krat
homozygotna forma). 2 deti boli nositelmi patogénneho variantu Argl38Gln (1-krat
heterozygotna a 1-krat homozygotna forma) a u 1 dietata sme zistili pritomnost
variantu Pro20Leu v heterozygotnej konstittcii. S vynimkou 1 pacienta sa vsetci
chori s preukdzanym patogénnym variantom NPHS2klinicky prezentovali primarnou
rezistenciou na kortikosteroidy.

Zaver: Vysledky nasej klinickej Stidie potvrdzuju tlohu genetickych faktorov
u deti s INS. Patogénne varianty NPHS2 génu kodujiceho podocin méZu nardsat
funkciu vizby podocinu na nefrin a jeho spravnu orientdciu v trbinovej membrane.
Molekularne vy$etrenie méze byt uzitotné pri identifikicii geneticky podmienenych
foriem nefrotického syndréomu.

Nephrotic syndrome in childhood

Podracka L.!, Salagovi¢ J.2, Habalova V.2, Klim&ikova L.2, Zidzik J.2, Bo6r A.}

"1 Department of Paediatrics, Faculty of Medicine, Pavol Jozef Safdrik

University and Children s Hospital, Kosice, Slovak Republic

Anstitute of Medical Biology, Faculty of Medicine, Pavol Jozef Safdrik University, Kosice, Slovak Republic
SInstitute od Pathology, Faculty of Medicine, Pavol Jozef Safdrik University, KoSice, Slovak Republic

Introduction: Childhood nephrotic syndromes are most commonly caused by one
of two idiopathic diseases: minimal-change nephrotic syndrome (MCNS) and focal

segmental glomerulosclerosis (FSGS). The cause of idiopathic nephrotic syndrome
remains unknown, but evidence suggests it may be a primary T-cell disorder that
leads to glomerular podocyte dysfunction and increase the permeability across the
glomerular filtration barrier. Patients with idiopathic nephrotic syndrome are ini-
tially treated with corticosteroids. Steroid-responsiveness is of greater prognostic
use than renal histology. Several secondline drugs, including alkylating agents,
cyclosporin, and levamisole, may be effective for steroid-dependent (SDNS) and/
or steroid-resistant NS (SRNS).

Genetic studies in children with sporadic SRNS and/or FSGS have identified in
genes that encode important podocyte proteins. In those forms of NS the pathogenic
gemetic variants of podocyte proteins are rather responsible for NS than immu-
nopathogenic factors. Genetic alterations occur in 20-40% of children with SRNS.
This study aims to examine pathogenic forms in NPHS2 gene encodes podocin in
children with SRNS.

Material and results; In a cohort of 53 children (37 SDNS/16 SRNS) we-
re 3 families) the pathogenic variants analysis in all 8 exons of NPHS2 gene
was performed by direct DNA sequencing. Arg229GIn pahogenic variant was
detected in 3 patients. We also identifiend pathogenic variant Argl38Gln in
2 patients and Pro20Leu variant in 1 patient respectively. Except the 1 patient all
children carrying pathogenic alterations in NPHS2 gene clinically presented with
primary SRNS in early age.

Conclusions: Our findings indicate a role of genetic factors in childhood NS.
Pathogenic alterations of NPHS2 gene might alter the binding of podocin to nephrin
in slit diaphragm. Molecular testing can be useful in identification of genetic
background in SRNS.

Slovensky register deti s chronickym

renilnym zlyhanim - sprava Pediatrického
epidemiologického timu Slovenska - PE(T)S

Kolvek G.!, Podracki L.}, Kizekova Z.?, Dluholucky M.}, Antonyova M.*
L. Klinika deti a dorastu UPJS LF a DEN, Kosice, Slovenskd republika

’I, detskd klinika LF UK a DENSP, Bratislava, Slovenskd republika

*Detskd Klinika DEN, Banskd Bystrica, Slovenskd republika

*Detskd Klinika JLF UK, Martin, Slovenskd republika

Slovensky register dialyzovanych a transplantovanych deti (RRT) sa stal siiastou
eurdpskeho registra ESPN v roku 2009. Vdaka aktivite ¢lenov PE(T)S si v narodnej
databaze archivované délezité klinické a demografické tidaje o termindlnom zlyhani
obli¢iek v slovenskej pediatrickej populdcii. VSetky ddta kompatibilné s eurépskym
registrom sa zo 4 tercidlnych pediatrickych nefrologickych centier (Bratislava,
Banska Bystrica, Martin, KoSice) zbierali retrospektivne (2003 aZ 2009) a po¢nuc
rokom 2009 sa uz hlasia prospektivne.

Z retrospektivnych narodnych tidajov sme zistili, Ze vrokoch 2003-2009 bol me-
dian incidencie RRT u deti mlad$ich ako 15 rokov 6,6 pmd (1,5 pmp) a prevalencia
k 31. decembru 2009 dosiahla hranicu 24,1 pmd (3,7 pmp). Incidencia RRT na
Slovensku sa v porovnani s okolitymi krajinami signifikantne neligi, zatial o pre-
valencia je signifikantne nizsia ako v susednom Rakiisku a v niektorych dalsich,
prevazne zapadoeurdpskych krajindch. Pri¢inou rendlneho zlyhania boli najma
vrodené anomalie (34,6 %) a cystické ochorenia obliciek (19,2 %).

Register aktudlne zahitia data o 61 detskych pacientov dialyzovanych v priebehu
uvedenych rokov. Okrem bazalnych klinickych a demografickych charakteristik sme
register rozsirili aj o extendované data, ktoré si obohatené o vyskyt najcastejsich
uremickych komplikacii (rendlna anémia, porucha rastu, hypertenzia).

Udrzat kontinudlny chod narodného registra vyzaduje znaénd angazovanost,
zanietenost a zmysel pre timovi spolupracu. Fungujici slovensky nirodny register
je obrazom dobrej spoluprace medzi detskymi nefrolégmi a je ispechom pediatrickej
sekcie SNS. Informdcie z ndrodnej databdzy st cennym zdrojom nielen pre detskych
nefroldgov ale aj pre primarnych pediatrov a dal$ich $pecialistov a vychodiskom pre
vypracovanie Gcinnej stratégie na zvysenie kvality Zivota chronicky chorych deti.

Prdca bola podporend grantom VEGA ¢.1/0715/11.
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Slovak National Registry of End-stage renal disease children
- An annual report of Slovak Pediatric Epidemiological Team
Kolvek G.!, Podracka L.}, Kizekova Z.2, Dluholucky M.}, Antonyova M.*

"t Department of Paediatrics, Faculty of Medicine, Pavol Jozef Saférik

University and Children “s Hospital, Kosice, Slovak Republic

21 Department of Paediatrics, Faculty od Medicine, Comenius University

and Children s Hospital, Bratislava, Slovak Republic

“Paediatric Department, Children s Hospital, Banskd Bystrica, Slovak Republic

“Paediatric Department, Jessenius Faculty of Medicine, Comenius

University, University Hospital Martin, Slovak Republic

The Slovak National Registry of End-stage renal disease (ESRD) children has
become a part of a European ESPN Registry in 2009. Thanks to invaluable contribu-
tion of it’s members it collects an important clinical and demographic data about
ESRD in Slovak children. Four tertiary centres for pediatric nephrology (Bratislava,
Banska Bystrica, Martin, Kosice) provided retrospective (2003-2009) and prospective
(since 2009 on) data.

The retrospective national data over the period 2003-2009 showed the median in-
cidence of renal replacement therapy (RRT) of 6.6 per million age-related population
(pmarp), 1.5 per million total population (pmp). The prevalence on 31 December
2009 reached 24.1 pmarp (3.7 pmp). Compared to the surrounding countries the
incidence of RRT in Slovakia did not differ significantly, while the prevalence was
significantly lower compared to Austria and some other mostly Western European
countries. The causes of ESRD were mainly congenital anomalies (34.6%) and cystic
kidney diseases (19.2%).

The registry actually provides general data on 61 pediatric patients. In addition
to the basic clinical and demographic characteristics the registry has been recently
enriched with clinical details about uremic complications (renal anemia, growth
failure, hypertension etc.) of dialysed and transplanted children.

Considerable commitment, dedication and sense of teamwork is essential to
maintain the registry alive. Functioning Slovak National Registry represents good
cooperation between pediatric nephrologists and the success of pediatric section
of Slovak Nephrology Society. Information from the national database is valuable
for pediatric nephrologists as well as for primary care pediatricians and other spe-
cialists. Itis a starting point for the development of effective strategies to improve
the quality of life of chronically ill children.

Grant’s support: VEGA 1/0715/11.

Vitamin D a oblicky
Furkova K., Sasinka M., Topol'sky I.
Klinika pre deti a dorast A. Cetlika LF SZU a Katedra pediatrie LF SZU Bratislava, Slovenskd republika

ODbli¢ky maju nezastupitelné miesto v metabolizme vitaminu D za fyziolo-
gickych i patologickych okolnosti. V bunkich proximdlnych tubulov i zbernych
kanalikoch obli¢iek vznika z kalcidiolu aktivny vitamin D - kalcitriol. Komplex
vitamin D s proteinom (VDBP) sa absorbuje v proximalnom tubule vizbou na
megalin, v tubularnej bunke prebehne proces, pri ktorom enzym la hydroxylaza
hydroxyluje kalcidiol na kalcitriol a tento sa vracia do cirkuldcie. Aktivny vitamin
D, ma vplyv nielen na kalcio-fosfatovy metabolizmus a tym i metabolizmus kosti,
ale md i ochranny vplyv na obli¢ky (zmensenie proteinirie, vplyv na fibroblastovy
rastovy faktor-23 - spomalenie fibrézy, natriuremicky peptid-A - zniZenie kardio-
vaskularnych komplikacif).

Vplyv vitaminu D na obli¢ky vystupuje do popredia najmad pri ich poruchdch.
Deficiencia vitaminu D pri chronickej obli¢kovej chorobe (CHOCH) je pri¢inou
kostnych zmien - tzv. rendlnej osteodystrofie. Tento stav je spésobeny okrem
nedostatku kalcitriolu aj sekundarnou hyperparatyreézou, metabolickou aci-
dézou, hypermagneziémiou, hyperaluminémiou a pravdepodobne i zniZzenim
kalcitoninu. Klinickych foriem rendlnej osteodystrofie je viacero. Sekundarna
hyperparatyreéza sposobuje osteitis fibrosa, pri porusenej mineralizacii kosti
vznika osteomaldcia. Vysokd koncentracia vapnika a vysoky privod vitaminu
D spdsobuji adynamickd kostni chorobu. Medzi dalsie formy kostnej choro-
by patri potransplantacna osteodystrofia, zmiesané formy kostnych porich
a osteopordza.

Liecba kostnych zmien pri CHOCH sa odvija od jej Stadia. Podla National Kidney
Foundation (NKF) sa ma liecba opierat o sérové koncentracie kalcidiolu, §tadium
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CHOCH a pritomnost/chybanie sekundarnej hyperparatyredzy. DéleZita je kontrola
sérovych koncentracii kalcia a fosforu. Liecba sa zameriava na odstranenie retencie
fosfatov, ipravu koncentracie vdpnika, suplementiciu vitaminu D a tym i prevenciu
sekundarnej hyperparatyreozy.

Vitamin D and kidneys

Furkova K., Sasinka M., Topol'sky I.

A. Getlik Clinic for Children and Adolescents, Faculty of Medicine SMU and Department
of Paediatrics, Faculty of Medicine SMU, Bratislava, Slovak Republic

Kidneys are important in vitamin D metabolism in both physiological and pa-
thological conditions. In cells of the proximal tubules and collecting ducts of the
kidney calcidiol is converted to calcitriol - the biologically active form of vitamin
D. Vitamin D and protein complex (VDBP) is absorbed in the proximal tubule by
binding to megalin, in tubular cell there occurs the process, in which the enzyme
la hydroxylase hydroxylates calcidiol to calcitriol which is returned to the circula-
tion. Active vitamin D3 has an impact not only on calcium-phosphate metabolism
and bone metabolism, it also has a protective effect on the kidney (proteinuria
reduction, the effect on fibroblast growth factor-23 - fibrosis reduction, natriuretic
peptide-A - reduction of cardiovascular complications).

Effect of vitamin D on the kidney is important especially in renal disorders.
Vitamin D deficiency in chronic kidney disease (CKD) causes bone changes - renal
osteodystrophy.

This condition is caused also by secondary hyperparathyroidism, metabolic
acidosis, hypermagnesemia, increased concentration of aluminium and probably
by decreased concentration of calcitonin. There are several clinical forms of renal
osterodystrophy. Secondary hyperparathyroidism causes osteitis fibrosa, in im-
paired bone mineralization occurs osteomalacia. Increased calcium concentration
and increased vitamin D intake cause adynamic bone disease. Other forms of bone
disease include posttransplant osteodystrophy, mixed forms of bone disorders and
0steoporosis.

The treatment of bone changes in CKD depends on its stage. According to the
National Kidney Foundation (NKE), the treatment should be based on serum
concentrations calcidiol, CKD stage and the presence / absence of secondary
hyperparathyroidism. It is important to monitor serum calcium and phosphate
concentrations. The treatment is focused on removing phosphate retention, modi-
fication of the calcium concentration, vitamin D supplementation and secondary
hyperparathyroidism prevention.

Trombéza renilnich cév v novorozeneckém véku
Skilova S., Lejhancova K., Luke$ A., Tichd E.
Détskd klinika LF UK a FN Hradec Krdlové, Ceskd republika

Uvod: Novorozenci pfedstavuji skupinu déti s nejéastéj§imi tromboembolicky-
mi komplikacemi. Zilni trombézy u nich byvaji aZ v 80 % sekundarni v souvislosti
s centralnim zilnim katétrem a arteridlni trombdzy jsou az na vyjimky iatrogenni

sejici s katétrem je trombdza rendlni Zily (RVT). Trombéza renalni arterie (RAT) je
raritnf a byva téméf vidy komplikaci umbilikalniho arteridlniho katétru.

Kazuistiky: Kazuistikami dvou novorozencti piedstavujeme klinické projevy,
1é¢bu a dalsi pribéh trombotickych komplikaci rendlnich cév.

Pacient ¢. 1 byl dono$eny novorozenec s nekomplikovanym perinatalnim pri-
béhem, u kterého se po porodu objevila makroskopickd hematurie a znamky ¢asné
novorozenecké infekce s progredujici trombocytopenii. UZ a nasledné CT vySetfenim
s kontrastem byla diagnostikovana oboustrannd trombéza rendlnich zil véetné
trombézy dolni duté Zily. Lécbou nizkomolekuldrnim heparinem doslo k parcidlni
rekanalizaci Zilniho fecisté s vyvojem kolaterdlniho Zilniho systému. Nasledkem
je viak trvalé postiZeni levé ledviny se sniZenou funkci a hypertenzi.

Pacientka ¢. 2 byla téZce nezraly novorozenec matky s gestacnim dia-
betem porozeny urgentné v 28. gesta¢nim tydnu s porodni hmotnosti 1240 g
pro krvaceni pfi placenta praevia. Dévcatko nemélo kanylovanou pupecni ar-
terii ani Zilu a hodnoty TK mélo trvale v normé. Pii prvnim rutinnim UZ vy-
Setfeni ledvin ve 4 tydnech véku zjistény hyperechogenity v oblasti hrotd py-
ramid levé ledviny, podrobné UZ vysetfeni odhalilo parcidlni tromboézu levé
rendlni arterie. Pfi 1é¢bé nizkomolekuldrnim heparinem doslo k rekanalizaci ar-



terie. Dévcatko nemd hypertenzi, leva ledvina roste pfiméfené, rendlni funkce
amocové nalezy jsou v norme.

Zavér: Na tromboembolické postizeni rendlnich cév je nutné myslet
u rizikovych skupin novorozencl a pfi klinickych piiznacich (makroskopickd
hematurie, hmatna rezistence, trombocytopenie, hypertenze). I pfes véasnou
1é¢bu mohou tyto komplikace vést k trvalému postizeni ledviny a renovaskularni
hypertenzi, proto tyto déti vyzaduji dlouhodobé sledovani.

Neonatal renal venous and arterial thrombosis
Skilova S., Lejhancova K., Luke$ A, Tichd E.

Department of Pediatrics, Faculty of Medicine in Hradec Krdlové,

Charles University in Prague, Czech Republic

Introduction; Newborns comprise the largest group of children developing
thromboembolic events (TEs). Over 80% of venous TEs in newborns are secondary to
central venous lines. Arterial TEs in newborns are, with few exceptions, iatrogenic
complications that occur secondary to indwelling arterial catheters. Renal vein
thrombosis (RVT) is the most common non-catheter related venous TE in newborns.
Renal artery thrombosis (RAT) is far less common than RVT. It is strongly associated
with umbilical artery catheters.

Case reports: We present two neonates with RVT and RAT.

Patient No. 1 was full-term neonate with uneventful prenatal history.
Macroscopic hematuria and signs of early onset neonatal infection with progres-
sive thrombocytopenia occurred after the delivery. Abdominal ultrasound and
contrast enhanced CT revealed bilateral renal vein thrombosis and thrombosis
of inferior vena cava. Treatment with low-molecular-weight heparin resulted in
partial recovery of the renal veins. There was insufficient recovery at the left side
with persistent decreased renal function. Since the age of 2.5 years the patient is
maintained on ramipril because of hypertension.

Patient No. 2 was a premature girl (1240 g) born to a mother with gestational
diabetes. The birth was urgent in the 28th week of gestation due to bleeding pla-
centa previa. Umbilical vein catheterization was not performed in this child and
her blood pressure was normal. The first routine abdominal ultrasound performed
at 4 weeks of age revealed hyperechogenity of the renal medullary pyramids of the
left kidney, more detailed ultrasonography visualised partial thrombosis of the left
renal artery. The girl was treated with low-molecular-weight heparin. This resulted
in arterial recanalization. The renal growth is normal. The child is normotensive
and her urinalysis was repeatedly normal.

Conclusion: RVT and RAT have to be considered in high-risk neonates and
in cases of macroscopic hematuria, abdominal mass, thrombocytopenia, hyper-
tension. In spite of urgent and appropriate therapy, the TEs can result in kidney
damage and renovascular hypertension. Therefore, such patients require close
longitudinal follow-up.

0d syndrémov k metabolickym poruchim - alebo naopak?
Bzdiich V., Behiilova D.2, Skokiiova M.}, Fabriciova K.}, Salingova A.?

1. detskd klinika, Lekdrska fakulta UK a Detskd fakultnd nemocnica

s poliklinikou, Bratislava, Slovenskd republika

20ddelenie laboratérnej mediciny Detskej fakultnej nemocnice

s poliklinikou, Bratislava, Slovenskd republika

Pomerne dlho prevladala v medicine dogmaticka predstava, ze dedi¢né metabo-
lické poruchy nie st pricinou dysmorfnych syndrémov. V sti¢asnosti pozorujeme
narastajiici pocet metabolickych portch s dysmorfnymi znakmi. V minulosti
bolo znadme tradicné spojenie medzi metabolizmom a dysmorfolégiou hlavne
pri mukopolysacharidézach po objave lyzozému (DeDuve, 1955), jeho $truktury,
obsahu enzymov a funkcie v metabolizme bunky. Prototypom portich biosyntézy
peroxizomov sa stal Zellwegerov cerebrohepatorendlny syndrém, ktory bol prvykrat
opisany ako dysmorfny syndrém. Objasnenie, Ze chondrodyspldzia punktata je tiez
peroxizémovym ochorenim (stcast Zellwegerovho syndrému) sa zrodilo tizkym
prepojenim medzi zakladnym vyskumom a klinickou medicinou. Revolu¢nym
objavom bolo zistenie abnormélneho metabolizmu cholesterolu u pacientov s dys-

morfnym Smithovym-Lemliho-Opitzovym syndrémom, ¢o malo velky vplyv na
koncepciu dedi¢nych metabolickych portch ako pri¢in malformacnych syndrémov.
Pri tomto metabolicko/malformacnom syndréme diskrétny blok jednej metabolickej
cesty vedie k zavaznym malformacidm. Na druhej strane, kongenitdlne poruchy
glykozylacie (CDG) boli objavené na zaklade nezvyc¢ajnych biochemickych nalezov
u monozygdtnych (identickych) dvojciat (Jaeken,1980). Tato rapidne sa rozsirujica
skupina dedi¢nych metabolickych porich sa vyznacuje extrémne heterogénnym
spektrom klinickych priznakov, v¢itane mnohych dysmorfnych znakov. Od roku
2003 sa pocet CDG zvysil §tvornasobne (z 12 na 45). O CDG by sme mali uvazovat
ukazdého pacienta s nevysvetlitelnym syndromom s neurologickym postihnutim.
Abnormalna glykozyldcia sa dokdzala u mnohych syndrémov, napr. progeroidného
variantu Ehlersovho-Danlosovho syndrému, syndrému hereditarnych exostéz,
Walkerovho-Warburgovho syndrému, hyperfosfatemickej familidlnej tumoréznej
kalcinézy, spondylokostalnej dysostdzy III. typu a niektorych typov cutis laxa. Co
znamenaju vietky tieto poznatky pre pediatrov? Hlavne to, Ze metabolické vyset-
renia by mali byt ¢astejSie indikované u deti s dysmorfnymi priznakmi nejasnej
genézy.

From syndromes to metabolic diseases - or vice versa?
Bzdiich V., Behiilova D.2, Skokiiovi M.}, Fabriciovi K.}, Salingovi A.2

'First Department of Pediatrics, Comenius University Medical School,

University Children’s Hospital, Bratislava, Slovak Republic

Department of Laboratory Medicine, University Children *s Hospital, Bratislava, Slovak Republic

The dogmatic conviction that inborn errors of metabolism do not cause malfor-
mations survived in medicine relatively long time. Now we observe a growing list
of metabolic disorders that are associated with dysmorphic signs. The traditional
association between metabolism and dysmorphology has occured with the mucopo-
lysaccaridoses after the discovery of lysosome (DeDuve, 1955) its structure, content
of enzymes and function in cell metabolism. The prototype disorder of peroxisomal
biosynthesis, Zellweger cerebrohepatorenal syndrome was first seen as a dysmor-
phic syndrome. The realization that rhizomelic chondrodysplasia punctata (also
manifestation of the Zellweger syndrome) is a peroxisomal disorder was an example
of the interaction between basic science and clinical medicine. The description of
abnormal cholesterol metabolism in patients with dysmorphic Smith-Lemli-Opitz
syndrome marked a remarkable discovery with major implication on conceptua-
lization of inborn errors of metabolism as a causes of malformation syndromes.
In this metabolic/malformation syndrome a discrete block in a single metabolic
pathway leads to severe malformations. On the contrary, congenital disorders of
glycosylation (CDG) were discovered on the basis of unusual biochemical findings in
monozygous (identical) twins (Jaeken, 1980). This rapidly growing group of inborn
errors of metabolism comprise an extremely heterogeneous spectrum of clinical
presentations, including many dysmorphic features. Number of CDG has increased
fourfold (from 12 to 45) since 2003. CDG shoud be now considered in every patient
with an unexplained syndrome and neurological symptomatology. Abnormal gly-
cosylation are responsible for many syndromes, for example a progeroid variant of
Ehlers-Danlos syndrome, hereditary multiple exostoses syndrome, Walker-Warburg
syndrome, hyperphosphatemic familial tumoral calcinosis, spondylocostal dysos-
tosis type Il and some types of cutis laxa. What do all those information mean for
pediatricians? Mainly that metabolic studies should be performed more often in
children with dysmorphic features of unclear genesis.

Efekt projektov aktivneho vyhladivania
pacientov s lyzozomovymi chorobami
Hlavati A}, Chandoga J.?

12. detskd Klinika LF UK a DENSP, Centrum dedicnych metabolickych
portich Bratislava, Slovenskd republika

Ustav lekdrskej bioldgie, genetiky a Klinickej genetiky

LF UK a UN Bratislava, Slovenskd republika

UOvod: Lyzozémové choroby (LSD) patria do skupiny dedi¢nych metabolickych
portch, ktoré boli v minulosti povaZované za nelieCitelné, resp. terapeuticky mi-
nimalne ovplyvnitelné choroby. Ich podstatou je zvicsa chybanie alebo zniZend
aktivita Specifického enzymu. V désledku tohto deficitu dochidza k hromadeniu
produktov metabolizmu v organizme, ¢o sa prejavuje fyzickym a casto i mental-
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nym postihnutim chorého jedinca uz v detskom, alebo véasnom dospelom veku.
V poslednych desatro¢iach sme zaznamenali vyrazny pokrok nielen v objastiovani
patogenézy, ale i diagnostike a najmd v moznosti kauzalnej liecby prave tychto
chorobnych stavov. Prvou moznostou kauzalnej terapie niektorych LSD bola
transplanticia kostnej drene. Dnes je aktudlna aj enzymova substitucna liecba
a substrat redukujica terapia.

Metodika: Enzymova substitu¢na terapia reprezentuje Standard liecby u:
Morbus Gaucher typ1a typ III, Morbus Fabry, Morbus Pompe, Mukopolysacharidéza
typ I (Morbus Hurler/Scheie), Mukopolysacharidéza typ II (Morbus Hunter)
a Mukopolysachariddza typ VI (Morbus Maroteaux-Lamy). Substrat redukujtca te-
rapia je aktualne dostupna pre lie¢bu Morbus Gaucher typ I a Morbus Niemann-Pick
typ C. Diagnostika a lie¢ba LSD je dostupna aj pre slovenskych pacientov. Pre tispes-
nt lie¢bu je podstatné véasné stanovenie diagnézy. Na Slovensku sme preto zacali
projekty aktivneho vyhladavania tychto pacientov. V roku 2008 pacientov s Fabryho
chorobou, v2009 s Pompeho chorobou, 2011 s Gaucherovou chorobou, 2012 Niemann-
Pickovou chorobou typ C a vroku 2013 zaciname s so skriningom pacientov s muko-
polysacharidézou (typ1, II, VI). Projekty aktivneho vyhladavania pacientov s uvede-
nymi LSD umoziiuje nova metodika, ktord bola vyvinuta v roku 2001 a meria enzym
v suchej kvapke krvi odobratej pacientom s klinickymi symptémami pre uvedené
choroby. Pri Niemann-Picovej chorobe typ C, kde nie je podstatou ochorenie defi-
citny enzym je to molekuldrno-genetické vySetrenie.

Vysledky: Projektmi bolo doteraz diagnostikovanych 11 pacientov. Styria pacienti
s Morbus Fabry a sedem s Morbus Pompe. Doterajsie skiisenosti s lie¢bou pacientov
s lyzozémovymi chorobami ukazuju, Ze vSetci pacienti z tejto terapie profituja, ale
kvalita ich Zivota zavisi od v¢asnosti nasadenia terapie.

Zaver: Vcasny zachyt, finalizdcia diagndzy a nasadenie lie¢by pacientom vsak
zavisi najmd od dobrej informovanosti Sirokej odbornej verejnosti lekarov, ktori sa
vo svojej praxi mézu s tymito chorobami stretnit najcastejsie. Cielom projektov
aktivneho vyhladavania niektorych LSD je diagnostikovanie pacientov v §tadiu, ked
nékladna a $pecificka liecba im umozni dalsi plnohodnotny Zivot.

The effect of active pursuit of patients

with lysosomal disorders

Hlavata A}, Chandoga J.2

12nd Department of Pediatrics, Comenius University Medical School and Children’s University
Hospital, Bratislava, Center for Inborn Errors of Metabolism Bratislava, Slovak Republic
“Department of Biology, Genetics and Clinical Genetics, Comenius University

Medical School and University Hospital Bratislava, Slovak Republic

Introduction: Lysosomal storage disorders (LSD) belong to the group of inborn
errors of metabolism, which, until recently, were considered untreatable or only
partially responsive to therapeutic interventions. Nature of these disorders is
the lack of or significantly decreased enzyme activity. Products of intermediate
metabolism accumulate in the organism as a result of the enzyme deficit, leading
to deterioration in physical and mental state evident in childhood or adolescence.
There has been major progress not only in pathophysiology clarification, but also
in diagnostics and possibilities of causal treatment during the last decades. Bone
marrow transplant was the first means of causative therapy. At present enzyme
replacement and substrate reducing therapies are available as well.

Methods: Enzyme replacement therapy is the standard means of treatment in
Gaucher disease typelandIIl., Fabry disease, Pompe disease, Muccopolysaccharidosis
type I (Morbus Hurler/Scheie), Muccopolysaccharidosis type Il (Morbus Hunter) and
Muccopolysaccharidosis type VI (Morbus Maroteaux-Lamy). Substrate reducing
therapy is applied in Gaucher disease type I and Niemann-Pick type C. Diagnostics
and adequate treatment of LSD is available in Slovakia. Early diagnosis is crucial
for successful treatment. Active pursuit of LSD patients in Slovakia commenced
with Fabry disease project in 2008, followed by Pompe disease in 2009, Gaucher
disease in 2011 and Niemann-Pick type C in 2012. In 2013 screening for muccopoly-
saccharidosis (type I, II, VI) has been initiated. Active patients pursuit was made
possible by the introduction of a new method developed in 2001 measuring the
enzyme activity in dried blood spot of patients with clinical symptomatology. For
Niemann-Pick type C, since the cause is not an enzyme deficit, a molecular genetic
testing is performed.

Results: Projects have identified 11 patients to this date, of these were four with
Fabry and seven with Pompe disease. The experience with the treatment of patients
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with LSD so far suggests, that all affected individuals benefit from the therapy,
however early initiation is crucial.

Conclusion: Early diagnosis establishment and therapy onset is highly depen-
dent on the level of awareness of expert medical community in whose daily practice
these patients might be encountered. The aim of the projects of Active pursuit of
some LSDs is to diagnose patients at a stage, when costly and specific therapy can
provide normal quality of life.

Novinka v diagnostike velkej skupiny dedi¢nych
metabolickych poriich na Slovensku

Salingovi A,

Centrum dedicnych metabolickych portich, Detskd fakultnd nemocnica

s poliklinikou, Bratislava, Slovenskd republika

Uvod a ciel price: Kongenitilne poruchy glykozylicie (CDG) st rychlo rastiicou
skupinou autozémovo recesivne dedicnych metabolickych portch, ktora postihuje
biosyntézu glykoproteinov denovo. Doteraz je zndmych viac nez 50 portch glykozyla-
cie. Klinické prejavy sa pohybuji od vyrazného multisystémového ochorenia aZ po
$pecifické po§kodenie organov alebo mierny klinicky priebeh. VSeobecny klinicky
obraz CDG zahfnia psychomotorickd retardaciu, neprospievanie, zachvaty, ataxiu,
hypoténiu, atrofiu mozocka, periferalnu neuropatiu, cievne prihody, facidlnu
dysmorfiu, strabizmus, invertované prsné bradavky, abnormalne ukladanie tuku,
hypogonadizmus, hepatopatiu, koagulopatiu, Zivot ohrozujtce kardidlne sympté-
my a iné. Cielom prace bolo zavedenie skriningovej met6dy pre zachyt CDG, ktora
nebola zatial v nasej krajine dostupna.

Pacienti a metdda: Primdrna diagnostika CDG obycajne za¢ina vySetrenim gly-
kozyla¢ného statusu sérového transferinu (Tf) izoelektrickou fokusaciou (IEF). Tato
metdda je akceptovand ako zlaty Standard pre zachyt CDG. VyZaduje iba minimalny
objem vzorky pacientovho séra.

Vysledky: Od septembra do decembra 2012 sme vykonali izoelektricki fokusa-
ciu 130 vzoriek sér od pacientov s podozrenim na dedicné metabolické ochorenie.
U 2 pacientov s poruchou N-glykozylacie typu II a kombinovanou poruchou N-
a O-glykozylacie boli dokdzané typické IEF obrazy. Obidvaja pacienti boli zachyteni
v zahranici v priebehu poslednych rokov.

Zaver: Zavedend metdda IEF Tf je najefektivnej$im skriningovym testom pre
zachyt pacientov s CDG a pontika nové moznosti diagnostiky tychto zriedkavych
ochoreni. Poruchy st v nasej krajine poddiagnostikované z roznych dévodov: neu-
spokojivé lekarske povedomie, vysokd mortalita v prvom roku Zivota a nedostupnost
Standardného $pecifického laboratérneho testu v minulosti. O moznom CDG by
sa malo uvazZovat predovSetkym u kazdého pacienta s nevysvetlenym multisysté-
movym poskodenim.

Tdto publikdcia vznikla vdaka podpore v rdmci operacného programu Vyskum a vyvoj pre projekt:
Centrum excelentnosti pre Glykomiku, ITMS 26240120031, spolufinancovany zo zdrojov Eurépskeho
fondu regiondineho rozvoja.

Novelty in diagnostics of a large group

of inherited metabolic diseases in Slovakia

Salingovi A,

Centre of Inherited Metabolic Diseases, University Children s Hospital, Bratislava, Slovak Republic

Introduction and aim of study: Congenital disorders of glycosylation (CDG)
are a rapidly expanding group of autosomal recessive inherited metabolic diseases
affecting biosynthesis of glycoproteins de novo. More than 50 CDG have been
recognized. Clinical manifestation ranges from severe multisystemic disease to
organ-specific presentation or mild clinical course. The general clinical picture
of CDG includes psychomotor retardation, failure to thrive, seizures, ataxia,
hypotonia, cerebellar atrophy, peripheral neuropathy, stroke-like episodes,
facial dysmorphism, strabismus, inverted nipples, abnormal fat distribution,
hypogonadism, hepatopathy, coagulopathy, life-threatening cardiac symptoms
and others. The aim of study was to implement screening method for CDG dete-
ction which had been not available in Slovakia before.

Patients and method: Primary diagnostics on CDG starts with investigation of
serum transferrin glycosylation state by isoelectric focusing (IEF). This method has
been accepted to be the gold standard for CDG detection. It requires only mimimal
volume of patient’s serum sample.



Results: From September to December 2012, transferrin IEF in 130 serum samples
of patients with suspicion of inherited metabolic disorder was performed. Typical
IEF patterns in two cases with defect in N-glycosylation typ Il and combined defect
in N- and O-glycosylation were proved. Both patients have been disclosed abroad
during the last years.

Conclusion: The estabilished method is the most powerful screening test for
detection of CDG patients and offers a new possibility of diagnostics of these
rare diseases. They are underdiagnosed in our country for a number of reasons:
unsatisfactory medical awareness, high mortality during the first year of life and
unavailability of widespread specific laboratory test in the past. CDG should be
considered and investigated especially in any patient with unexplained multisys-
tem involvement.

This contribution is the result of the project implementation: Centre of Excellence for Glycomics,
ITMS 26240120031, supported by the Research and Development Operational Programme funded
by the ERDF.

Vyhladavanie lie¢itelnych dedi¢nyjch
metabolickych portich na Slovensku
Behiilova D.

Centrum dedicnych metabolickych portich, Detskd fakultnd nemocnica
s poliklinikou, Bratislava, Slovenskd republika

Uvod a ciel prace: Vyrazny pokrok v lie¢be dedi¢nych metabolickych porich
v poslednom obdobi si vyzaduje u¢innej$ie vyhladavanie postihnutych pacientov
av€asné nasadenie Specifickej terapie. Vo svete sa zdoraziiuje efektivnejsia klinicka
selekcia suspektnych jedincov vykondvana lekarmi prvého kontaktu i $pecialista-
mi. Aj na Slovensku by si mali byt klinicki lekari vedomi stipajiceho vyznamu
selektivneho skriningu dedi¢nych metabolickych portch. Cielom Stidie bolo urcit
pocet pacientov s lie¢itelnymi dedinymi metabolickymi poruchami detegovanych
a/alebo liecenych v Centre dedi¢nych metabolickych portch v Bratislave pocas
poslednych 20 rokov (1993-2012).

Pacienti a metddy: Vzorky séra, plazmy, mocu, mozgovomiechového likvoru,
suchej kvapky krvi a krvi sa odobrali viac ako 20 000 pacientom trpiacim réznoro-
dymi nevysvetlenymi symptomami. Na potvrdenie alebo vylicenie predpokladanej
lieciteInej dedi¢nej metabolickej poruchy boli v Centre pouZité vysoko $pecifické
a citlivé biochemicko-genetické metddy.

Vysledky: Selektivnym skriningom sa odhalilo spolu 188 pacientov s dobrymi
moznostami lie¢by, ktori boli kvéli prehladnosti rozdeleni do nasledujtcich sku-
pin dedi¢nych metabolickych portch: aminoacidopatie 21, organické acidirie 27,
poruchy cyklu mocoviny 29, poruchy metabolizmu sacharidov 27, poruchy kovov
28, poruchy mitochondriovej oxidacie mastnych kyselin a karnitinového cyklu 34,
poruchy metabolizmu kreatinu 2, poruchy transportu 19, poruchy metabolizmu
purinov1.

Zaver; VCasné odhalenie diagndzy jednotlivych dedi¢nych metabolickych porich
ziskava ¢im dalej tym vacSiu doleZitost. Zavedené terapeutické postupy mézu byt
Zivot zachranujuce a si schopné podstatne zlep§it kvalitu Zivota. Pocet zachytenych
pacientov s lieCitelnymi dedi¢nymi metabolickymi poruchami v nasej krajine by
mal stipnut. Klinicki lekari musia tizko spolupracovat s centrami §pecializovanymi
na diagnostiku a lie¢bu tychto ochoreni. Nevyhnutné je zlepsit technické vybave-
nie diagnostickych laboratérii. Zamer , Neprehliadni Ziadnu lieCitelnd dedi¢ni
metabolickd poruchu* vak nie je mozné dosiahnut bez vyraznej podpory $titu
a prislusnych zdravotnickych institdcii.

Detection of treatable inherited

metabolic diseases in Slovakia

Behiilova D,

Centre of Inherited Metabolic Diseases, University Children s Hospital, Bratislava, Slovak Republic

Introduction and aim of study: Recent major improvements in treatment of
inherited metabolic diseases (IMD) require increased detection of affected patients
and early initiation of specific therapy. More efficient clinical selection of suspected
individuals by first-line physicians, pediatric and adult specialists has been em-
phasized worldwide. Clinicians should be aware of rising importance of selective
screening for IMD also in Slovakia. Aim of the study was to estimate the number

of patients with treatable IMD detected and/or treated in the Centre of Inherited
Metabolic Diseases in Bratislava over the period of the last 20 years (1993-2012).

Patients and methods: Samples of serum, plasma, urine, cerebrospinal fluid,
dried blood spots and blood from more than 20 000 patients sufferring from various
unexplained symptoms were collected. Highly specific and sensitive biochemical
genetic methods were used in the Centre with the aim either to prove or to exclude
a treatable IMD.

Results: From a good therapeutic perspective, altogether 188 patients divided
into following useful groups of IMD were disclosed by selective screening: aminoa-
cidopathies 21, organic acidurias 27, urea cycle disorders 29, disorders of saccharide
metabolism 27, metal disorders 28, disorders of mitochondrial fatty acid oxidation
and carnitine cycle 34, creatine metabolism disorders 2, transport disorders 19,
purine metabolism disorders 1.

Conclusion: It becomes ever more important to disclose the diagnosis of IMD as
early as possible. Established therapeutic procedures could be life-saving and are
able to improve clinical outcome substantially. The number of detected patients
with tretable disorders in our country should rise. Clinicians have to cooperate
closely with specialized centres for detection and treatment of these diseases. It
is necessary to improve technical equipment of diagnostic laboratories. However,
the goal ,, Do not miss any treatable inherited metabolic disease“ is not achievable
without strong support of government and health care administrators.

Dédi¢né metabolické poruchy (DMP) v Cesko - slovenském
regionu béhem minulého a souc¢asného

Hyanek J.

Metabolickd ambulance, Nemocnice Na Homolce, Praha, Ceskd republika

Mimilistinské hodnoceni uplynulych 50 let od diagnostickych a lécebnych za-
Catka této nové medicinské oblasti v minulém stoleti a kritické zamy$leni se autora
nad dynamickym az explosivnim rozvojem ve stoleti soucasném.

Ve screningu DMP byly jednoduché chemické reakce ¢i kapkové testy ¢i bakt.
inhibi¢niho test Guthrieho nahrazeny polyfunkénimi chromatografickymi
metodikami az po soucasné sofistikované metodiky GC,LC,MS nebo LC/MS/
MS s moznosti detekce az 30 DMP. Kde jsou vSak racionalni hranice spektra
vySetfovanych DMP? Uznavana evropska centra (GB, NL, G, SCH), se Kterymi
se radi porovnavame, se kriticky zamysli nad jejich nepfiméfenym narustem a
raciondlné-ekonomicky hledaji etickd hlediska k jejich omezeni.

V Kklasické laboratorni diagnostice pak hodnoti narocné enzymatické meto-
dy potvrzujici substratovou diagnostiku - nejenom aminoacidopatii, organic-
kych acidurii, sacharidurii, oligosacharidurii a hlavné pak lysozomalnich, mi-
tochondridlnich, peroxizomalnich kolagennich a jinych onemocnéni. Vyspéla
evropska centra se specializuji na vybrané typy poruch s naro¢nou diagnosti-
kou, tato specializace v ramci EU je uz v dne$ni dobé vzhledem k metodické
iekonomické ndrocnosti nezbytnd. Nejde tak ani o analytickou dovednost jako spise
o efektivni pfinos (ve srovnan s jinymi medicinskymi obory) do zdravotni politiky
statu, ktery si to miZe dovolit.

Uspésnd, ale velice draha dietni 1é¢ba DMP aminokyselin (PKU), sacharidil
(CGSD,Gal), organickych kyselin piesvédcivé ukazuje spravny smér usili. Byla
dolozena fadou Gspé$né odlécenych adolescentti a dospélych, kteii zakladaji nové
rodiny aiv dospélosti vyzaduji nasi dalsi prematrimonidlni a prenatalni genetickou
a metabolickou péci. Vyrazné pokrocila enzymova a mol. geneticka diagnostika
mitochond. poruch, i kdyZzzatim bez moznosti vétsiho terapeutického vyuziti, jen
s vyraznéj$im upfesnénim prenatdlni diagnostiky. Transplantace jater ispé$né
provadéné u DMP lokalizovanych v jatrech. Velmi draha 1é¢ba nahradou chybéjicich
enzymu nebo stimulace jejich zbytkd aktivit vyvinuta pro M. Gaucher, M. Fabry
MPSI. se sice efektivné rozsifuje o dalsijako M. Pompe, MPSII, MPSIV, M. Nieman-
Pick B, def. adenosin-deamindzy a dals, ale jejich praktickd dostupnost zistava
stale limitovéna vysokymi finan¢nimi naklady. Pfindsi sice pozitivni metabolické
zmeény, ale vyrazné klinické zlepSeni je stile nedostatecné.

Ukazuje se, Ze v budoucnosti uz nebude rozhodovat, kdo byl v objevu DMP prvni
nebo druhy, ale jak si to kdo dovede ve své populaci véas diagnostikovat a 1é¢it, aby
se to dalo finan¢né zvladnout, bylo eticky tinosné a celospolecensky vyznamné.
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Inherited metabolic diseases (IMD) in Czech-Slovak
region in the past and presently

Hyanek J.

Metabolic Surgery and Dept. Clin. Biochemistry, Haematology and

Immunology, Homolka Hospital, Prague, Czech Republic

Mimilistic assessment of the past 50 years since the beginning of diagnostics and
treatment in this new medical field in the last century and author “s critical specu-
lation about the dynamic to the explosive development in the present century.

In the screening of IMD the simple chemical reactions or the dry blood spot
tests or the Guthrie s bacterial inhibitory test were replaced by polyfunctional
chromatographic methods to the modern sophisticated methods GC, LC, MS or
LC/MS/MS with the possibility of detection of as many as 30 IMD. But where are
the rational limits of spectrum of examined IMD? Wide accepted European cen-
tres (GB, NL, G, SCH), which we like to compare ourselves with, are concerned
in their inadequate increase and they are rationally-economically searching for
ethic criteria for their limitation. In the classic laboratory diagnostics they are
evaluating complicated enzymatic methods, which are confirming diagnostics
of substrates of not only aminoacidopathies, organic acidurias, sacharidurias,
oligosacharidurias and mainly lysosomal, mitichondrial, peroxisomal, kolagenic
and other diseases. Advanced Europian centers are specialised for particular types
of disorders, in which the diagnostics is demanding. Nowadays this specialisa-
tion in EU is necessary, considering methodological and economic difficulties/
challenge. Rather than analytic skills, the effective contibution (compared with
the other medical disciplines) to the health politics of the country able to afford
that, is important.

Successfull but quite expensive dietary treatment of IMD of aminoacids (PKU),
sacharides (GSD, Gal), organic acids is convincingly showing the true trend of the
effort. It is supported by a large number of successfully treated adolescents and
adults, who are establishing their own families and who also deserve our premat-
rimonial and prenatal genetic and metabolic care in adulthood.

The enzymatic and moleculary genetic diagnostics of mitochondrial disorders
achieved great progress, with just significant specification of prenatal diagnostics,
but there is no therapeutic usage till now. The liver transplantations are successfully
accomplished in IMD located in liver. The treatment by replacement of missing
enzymes or stimulation of their residual activities developed for M. Gaucher, M.
Fabry MPSI. is indeed effectively spreaded for other disorders like M. Pompe, MPS
1., MPS IV., M. Niemann-Pick B, adenosin-deaminase defficiency and others,
but their practical accessability is still limited by high (financial) costs. Inspite of
positive metabolic changes the clinical improvement is still not adequate.

It is obvious that in the future not the first or the second one revealing an
IMD will be important, but that one who is able to make an early diagnostics and
treatment in acceptable costs, in ethic acceptance and social importance will be
distinguished.

SOBOTA, 27. 4. 2013

Zmény v pediatrii za poslednich 20 let z pohledu nefrologa
Feber J., Geier P,
Children's Hospital of Eastern Ontario, University of Ottawa, Canada

tické moznosti. Cilem sdéleni je diskutovat skutecny pfinos a interpretaci nékolika
béZné pouzivanych vysetfeni v soudobé pediatrii.

Mikéni cystouretrografie (MCUG): Cilem MCUG bylo a je diagnostikovat ve-
zikoureteralni reflux (VUR), nebot pacienti s vysokym stupném VUR mohou byt
ohroZeni vznikem trvalého poSkozeniledvin. Dfive byla MCUG indikovana u skoro
kazdého ditéte s IMC. V dneSni dobé je vSak vétSina pacientl se zdvaznym VUR
diagnostikovana jiZ béhem vySetfeni pro vyznamnou antenatdlni hydronefrézu.
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U déti s normalnim prenatilnim ultrazvukovym (UZ) vySetfenim a prvni IMC je
pravdépodobnost zachytu klinicky vjznamného VUR relativné nizka a riziko vzniku
jizev je u téchto déti malé. Recentni studie naznacuji, Ze MCUG nen{ indikovana
rutinné u kazdého ditéte s nekomplikovanou IMC a normalnim UZ ndlezem.

Méfeni krevniho tlaku (TK) se dnes stalo diileZitou soucasti pravidelnych pro-
hlidek u déti. Pro spravnou interpretaci TK je vSak nutno zméfeny TK porovnat
s normalnimi hodnotami. V piipadé suspektnich hodnot TK lze u star§ich déti
vySetfit 24h krevni tlak (ABPM), jehoZ vysledkem je fada parametri, které je
nutno dobfe interpretovat, aniz by doslo k pod- nebo nadhodnoceni TK a tudiz
nespravné diagnoze.

Kostni denzitometrie (DEXA) byla pivodné vyvinuta k diagnostice osteo-
porézy u postmenopauzalnich Zen. Posléze se DEXA zacala pouzivat i u déti,
u kterych je vak nutno vzit v ivahu rist a délku kosti. Kostni denzita (KD)
v g/cm? je u téchto déti obtizné interpretovatelna, nebot u mensich déti (krat$ich
kosti) dostaneme fale$né nizkou KD, coZ miZe vyvolat podezieni na osteoporozu.
U déti je tedy doporuceno vysledky DEXA korigovat vy$kou pacienta nebo vypocitat
volumetrickou KD.

Zavér: V moderni pediatrii existuje fada dostupnych vysetfovacich metod,
Kkteré vyZaduji zkuSenost pfi interpretaci vysledkd, jinak mohou vést k mylnym
zavérim. VySetfeni je tfeba indikovat raciondlné, a to pouze tehdy, pokud jejich
vysledek pfinese skutecny piinos zdravi ditéte a pokud jsme schopni interpretovat
jejich zavéry.

Changes in pediatrics in the last

20 years - a nephrologist view

Feber )., Geier P,

Children‘s Hospital of Eastern Ontario, University of Ottawa, Canada

There are several older and newer diagnostic methods, which significantly
broaden the diagnostic and therapeutic possibilities. The aim of this presentation
is to discuss the true benefit for the patient from several commonly used investi-
gations in pediatrics.

Voiding cystourethrography (VCUG): the goal of VCUG has been to diagnose the
vesicoureteric reflux (VUR), as patients with high grade VUR could be at risk for
permanent kidney parenchymal damage. However, most of patients with severe
VUR are diagnosed prenatally with significant hydronephrosis. In children with
normal prenatal ultrasound (US) and first urinary tract infection (UTI) the likeli-
hood of clinically significant VUR and kidney scarring is relatively low. Therefore,
the VCUG is no longer indicated routinely in every child with uncomplicated UTI
and normal US finding.

Annual blood pressure (BP) measurement is recommended in children
>3 years of age. If the measured BP values exceed the 95% percentile in relation to
age and height, ambulatory blood pressure monitoring (ABPM) can be indicated.
However, ABPM yields approximately 20 various parameters, which should be
carefully and correctly interpreted in order to avoid under- or overdiagnosis of
hypertension.

The bone densitometry (DEXA) was initially developed for the diagnosis of
postmenopausal osteoporosis. Subsequently, DEXA has been increasingly used in
children, in whom the length of bones is constantly changing with growth. The
areal bone mineral density (BMD) in g/cm? can be falsely low in short children and
this may lead to a false diagnosis of decreased BMD. It is therefore recommended
that DEXA results are corrected by actual height of the child or expressed as volu-
metric BMD in g/cm’.

Conclusion; There are many diagnostic methods, which are easily available, but
require experience in interpretation of results in order to avoid false conclusions/
diagnosis. All the exams should be indicated with rationale and only then if their
results provide true benefit for the health of the child.

Tubulopatie - pfipomenuti pro praxi
Dolezel Z.!, Ri¢ilova Z.2, Dostalkova D.!, Starha J.!
"Pediatrickd klinika LE MU a EN Brno, Ceskd republika

Klinika détské radiologie LF MU a EN Brno, Ceskd republika

Tubulopatie (T) pfedstavuji zna¢né heterogenni skupinu nefropatii, jejichz di-
agnostika a v nékterych ptipadech i 1é¢ba byva obtiznd. PfiT je primarni postizeni



funkce tubulll a ledvinného intersticia. Poruchy mohou byt vrozené nebo ziskané,
Mnohé z T 1ze dnes presvédcivé diagnostikovat s vyuzitim molekuldrné genetickych
analyz. Klinicky vétsinu T charakterizuji nespecifické piiznaky jako je neprospivani,
sub-/febrilie, polyurie a polydipsie. VétSina zdkladnich laboratornich vySetfeni byva
uT1idelsi dobu normalni nebo jsou nalezy velmi necharakteristické a ménlivé, coz
Casto vede k opozdéné diagnéze. Strucné a zejména pro vyuziti v bézZné pediatrické
praxi jsou uvedeny nejcasté&jsi T a jejich charakteristika.

Tubulopathy - reminder for practice

Dolezel Z.!, Ri¢ilova Z.2, Dostalkova D.!, Starha J.!

'Department of Pediatrics, Faculty of Medicine and University Hospital Brno, Brno, Czech Republic
Department of Pediatric Radiology, Faculty of Medicine and

University Hospital Brno, Brno, Czech Republic

Tubulopathy (T) represent a very heterogeneous group of nephropathy
whose diagnosis and treatment are often difficult. Basic impairment of T is
dysfunction of renal tubules and interstitium. Disorders can be congenital
or acquired, disability of tubular function is sometimes easy, but more fre-
quent is tubular dysfunction comprehensive. Now many of T can be diagnosed
using methods of molecular genetics. Clinically, the most part of T have non-
specific symptoms such as failure to thrive, polyuria, polydipsia, subfebrilia
and fever. Usually T have basic laboratory tests for a long time in normalrange
or with nonspecific/changeable findings. As a result of these parameters is
delayled diagnose. Briefly and especially for use in routine pediatric practice
were overwied the most common T and their characteristics.

No¢na enuréza - prakticky nivod na jej diagnostiku a liecbu
Kovics L.

2. detskd Klinika Lekdrskej fakulty Univerzity Komenského a Detskej fakultnej

nemocnice s poliklinikou, Bratislava, Slovenskd republika

Enuréza je socidlne neprijatelné mimovolné vyprazdriovanie mocového mechiira
u dietata starSieho ako 5 rokov. Vic$ina deti, ktoré sa v noci pomocujd v§ak postup-
ne z tohto problému vyrastie. Ale pre 8-10 % deti, ktoré sa pomocuji aj po 8. roku
Zivota a najmad pre 1 % adolescentov a dospelych, u ktorych enuréza pretrvava aj
po 18. roku zivota, sa stava tento problém znacnou socidlnou stigmou, ktord méze
dlhodobo ovplyvriovat kvalitu ich Zivota.

Ciel: Cielom prednasky je poukdzat na prakticky a raciondlny pristup k dia-
gnostike a manazmentu no¢ného pomocovania na trovni primarnej pediatrickej
starostlivosti. Postup sa opiera o medzindrodny konsenzus na zdklade odporicani
ICCS, empirickych skisenosti a diskusie expertov v tejto oblasti.

Diskusia: Napriek vysokej prevalencii enurézy stile nie je odborné vzdelavanie
lekarov v tejto oblasti jednotné a/alebo dostatoCné. Preto ani starostlivost o pacien-
tov nemdze byt optimalna, ¢o mdZe nepriaznivo ovplyviiovat Zivotny $tyl deti a ich
rodicov. Po vyluceni dennych symptémov a komorbidity na zaklade starostlivej
anamnézy a klinického vysetrenia, méze byt monosymptomaticka enuréza u vaésiny
pacientov Gi¢inne manazovana. Ne-monosymptomaticka enuréza je komplexnejsi
stav, tito pacienti maji byt poukizani na vySetrenie a lie¢bu do Specializovanych
detskych nefrologickych centier. Existuji dve alternativne stratégie medicinskeho
postupu. Prvd je zamerana iba na hodnotenie zdkladnych komponentov a parame-
trov, ¢o méZze byt uskutocnené pri jedinom vysetreni v pediatrickej ambulancii.
Druhad stratégia je roz$irend o dodatocné vysetrenia, vratane hodnotenia enuretické-
ho dennika, pitnej mikénej karty, ktoré si vyzaduji opakované navstevy pediatrickej
alebo nefrologickej ambulancie pred predpisanim liecby resp. poukdzanim pacienta
do Specializovaného centra. Tato druha stratégia je spojend s vy$Sou ispesnostou
liecby v porovnani s prvou.

Zaver: Sucasné odporicania poskytuji praktickym pediatrom jednoduché na-
stroje umoziujtce komplexné postidenie stavu a indikdciu ispeSnej liecby enurézy.
V pripade nedspechu liecby alebo pritomnosti ne-monosmptomatickej enurézy ma
byt dieta odoslané do Specializovaného centra detskej nefrolégie.

Prdca bola podporend grantom VEGA £.1/0955/10.

Nocturnal enuresis - practical guidelines
for its diagnosis and treatment

Kovics L.

2t Department of Pediatrics, Comenius University Medical School and
University Children s Hospital, Bratislava, Slovak Republic

Enuresis is socially unacceptable, involuntary emptying of urinary bladder in
achild older than 5 years. Most children gradually grow out the problem. However,
for those 8-10%, who have enuresis even after their 8 birthday and mainly for 1%
of adolescents and young adults still being wet at night, turns enuresis to a social
stigma with long term influence on their quality of life.

Aim is to present an international consensus on a practical, rational approach
to the diagnosis and management of bedwetting in the primary care setting based
on recommendations of the ICCS), empirical evidence, and discussions of leading
experts.

Discussion: Despite the high prevalence of enuresis, the professional training of
doctors in the evaluation and management of this condition is often minimal and/
or inconsistent. Therefore, patient care is neither optimal nor efficient, which can
have a profound impact on lifestyle of affected children and their families. Once
comprehensive history taking and evaluation has eliminated daytime symptoms
or comorbidities, monosymptomatic enuresis can be managed efficaciously in the
majority of patients. Non-monosymptomatic enuresis is often a more complex condi-
tion; these patients may benefit from referral to specialty care centers. Two alternative
strategies to determine the most appropriate course of care are outlined. The first is
a basic assessment covering only the essential components of diagnostic investiga-
tion which can be carried out in one office visit. The second strategy includes several
additional evaluations including completion of a voiding diary, which requires extra
time during the initial consultation and two office visits before treatment or specialty
referral is provided. This should yield greater success than first-line treatment.

Conclusion: Recent consensus guidelines equip a general pediatric practice
with simple yet comprehensive guidelines and practical tools (i.e., checklists,
diary templates, and quick-reference flowcharts) for complete evaluation and
successful treatment of enuresis. In case of treatment failure or presence on non-
monosymptomatic enuresis the child should be referred to a specialized pediatric
nephrology centre.

Supported by grant VEGA 1/0955/10.

Cystografia po prvom ataku pyelonefritidy
Cerveriova 0., Miklovi¢ova D., Fratricova K., Cernianska A.
1. detskd Klinika LF UK a DENSP, Bratislava, Slovenskd republika

Velké medzinarodné $tidie v poslednom desatroci §tudovali vplyv vezikorenalne-
ho refluxu na vznik rendlnych jaziev. Dokdzali, Ze vdcSie riziko pre vznik rendlnej
jaziev je pyelonefritida. Sterilny reflux predstavuje malé riziko. Otdzkou zostava,
¢i je potom potrebné robit cystografiu po prvom ataku pyelonefritidy. Pred 8. rok-
mi sme referovali na nasej konferencii diagnostické postupy, kde sme odporucili
vykondvat cystografiu aZ po kontrolnom DMSA scane po 6 mesiacoch v pripade
dokdzanych rendlnych jaziev.

Ciel: Zhodnotit diagnostické postupy u pacientov vo veku do dvoch rokov hos-
pitalizovanych na nasej klinike v uplynulych 3 rokoch.

Stibor pacientov tvorilo 150 deti vo veku 0-2 roky, ktoré boli hospitalizovani
na nasej klinike pre pyelonefritidu od janudra 2009 do jina 2012. Hodnotili sme
vek, pévodcu ochorenia, pritomnost dilatacie pri USG novorodeneckom skriningu
a diagnostické postupy.

Vysledky: V prvom polroku Zivota ochoreju Castejsie chlapci. Najcastej$im vy-
volavajicim patogénnom je azv 83,33 % E. coli. Cystografiu sme robili len pacientom
s dilatdciou dutého systému oblicky alebo ureterov. I§lo o 38 pacientov. VUR sme
dokazali len v trindstich pripadoch. Sedem pacientov malo bilateralny VUR, 6-krat
unilateralny. Z celého stiboru to tvorilo 8,6 %.

Zaver: Cystografiu odporiame vykondvat po prvom ataku pyelonefritidy len
v pripade dilatacie dutého systému oblicky, alebo dilatacie ureteru najmad pri vstupe
do mocového mechira. Deti je potrebné sledovat a pri pozitivnom mocovom naleze,
ev. pri dalSom ataku pyelonefritidy zvaZit cystografiu.
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Cystography after the first attack of pyelonephritis
Cerveiiova 0., Miklovi¢ové D., Fratricova K., Cernianska A.

1% Department of Pediatrics, Comenius University Medical School,

University Children’s Hospital, Bratislava, Slovak Republic

In the last decade large international studies have looked at the effect of vesi-
coureteral reflux on renal scaring. Pyelonephritis has been proven to increase the
risk of renal scars formation. Sterile reflux represents a minor risk. The issue is the
necessity of routine cystography after the first attack of pyelonephritis. Eight years
ago we have presented a diagnostic practice where cystography was suggested only
after renal scars had been proven by a DMSA scan 6 months after pyelonephritis.

Aims: To evaluate the diagnostic practice in children aged less than 2 admitted
to our ward in the last three years.

Patients and methods: 150 children aged 0-2 years admitted to our ward due to the
first attack of pyelonephritis were evaluated for age, pathogen, the presence of dilata-
tion of renal pelvis on neonatal ultrasound screening and the diagnostic practice.

Results: The pyelonephritis is more prevalent in boys than girls in the first
6 months of age. E. coli was the causative agent in 83.33% of cases. Cystography
was performed only in patients with dilatation of renal pelvis or ureters
(38 patients). Vesicoureteral reflux has been confirmed in 13 patients (6.8% of all pa-
tients). The reflux was uni- and bilateral in six and seven patients, respectively.

Conclusions: We suggest to perform cystography after the first attack of pyelo-
nephritis only in patients with the dilatation of renal pelvis or ureter, mainly on the
site of its insertion into the bladder confirmed by ultrasonography. It is necessary
to follow up the patients and to consider cystography in cases of positive urinalysis
or after the next attack of pyelonephritis.

Vplyv faktorov vrodenej imunity

na vznik infekcie mocovych ciest

Janko V., Pozsgayova S., Kovacs L.

2. detskd klinika, Lekdrska fakulta Univerzity Komenského, Detskd fakultnd
nemocnica s poliklinikou, Bratislava, Slovenskd republika

Uvod: Infekcia molovych ciest (IMC) vzniké na zéklade vzdjomného spdsobenie
vrodenej imunity, faktorov prostredia a virulentnych vlastnosti mikroorganizmu.

Cielom price bolo otestovat, i je nosi¢stvo polymorfizmu A(896)G génu TLR4,
variantu 1 a variantu 2 receptoru pre interleukin-8 (CXCR1), polymorfizmu T(56)
C surfaktantového proteinu Al (SPA1) a polymorfizmu C(667)A surfaktantového
proteinu A2 (SPA2) spojené so zvy$enym rizikom vzniku akdtnej nekomplikovanej
infekcie hornych mocovych ciest u deti.

Metédy: Pritomnost uvedenych polymorfizmov sme vySetrili u 186 deti
(138 dievcat a 48 chlapcov) s prvou diagnostikovanou infekciou hornych mocovych
ciest. Z nich 103 malo menej ako 2 roky a 83 bolo star$ich ako 2 roky. Prevalencia
polymorfizmov bola porovnana so skupinou 150 zdravych jedincov.

Vysledky: Nepozorovali sme signifikantny rozdiel v koncentracii CRP (mg/1)
v jednotlivych vekovych skupinach (priemer: 94,5; median: 59 do 2 rokov resp.
priemer: 101,4, medidn: 59,7 u deti nad 2 roky).

Vyskyt polymorfizmu A(896)C TLR4 bol vy$s$i u deti s IMC v porovnani
s kontrolnou skupinou (p = 0,02) a tito vyznamnost bola silnejie vyjadrena
v skupine deti star$ich ako 2 roky. Variant 1 (p = 0,003) a variant 2 (p = 0,001)
CXCR 1 sa vyskytli v signifikantne vy$Som pocte vo vySetrovanej skupine
v porovnani s kontrolnou. Vyskyt polymorfizmu C(667)A SPA2 bol porovnatelny
(p = 0,46) v oboch vy$etrovanych skupinach, kym polymorfizmus T(56)C SPAL bol
vo va¢Som zastipeni u deti s IMC (p = 0,06).

Zaver: NaSe vysledky ukazuji, Ze nositelstvo polymorfizmu A(896)
G génu TLR4 je spojené so zmenenou schopnostou odpovedat na uropatogény
udeti. Dosiahnuté vysledky potvrdzuju, Ze variant 1a variant 2 receptoru 1 pre IL-8
st spojené so zvySenym rizikom vzniku nekomplikovanej IMC u deti. Polymorfizmus
C(667) A SPA2 podla nasich tdajov nie je spojeny so zvySenym rizikom vzniku
akitnej nekomplikovanej IMC. Vyssi vyskyt polymorfizmu T(56)C SPA1 vo vysetro-
vanej skupine poukazuje na jeho mozny vplyv na vznik nekomplikovanej akitnej
pyelonefritidy.

Prdca bola podporend grantom VEGA ¢.1/0955/10.
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Impact of factors of innate immunity
to urinary tract infection in children
Janko V., Pozsgayova S., Kovacs L.

2" Department of Pediatrics, Comenius University Medical School,
University Children s Hospital, Bratislava, Slovak Republic

Background: Urinary tract infections (UTIs) arise from the interaction of
innate immunity, environmental factors, and virulence characteristics of the
microorganism.

The aim of the study was to test whether the carriage of TLR4 polymorphism
A (896) G, Variantl and Variant2 of the receptor for interleukin-8 (CXCR1), surfactant
protein Al (SPA1) polymorphism T(56) C and surfactant protein A2 (SPA2) poly-
morphism C (667) A are associated with an increased risk of acute uncomplicated
infections of the upper urinary tract in children.

Methods: The presence of these polymorphisms was tested at 186 children
(138 girls and 48 boys) with the upper urinary tract infection. 103 of them was under
the age of 2 and 83 were older than 2 years old. Prevalence of polymorphisms was
compared with a group of 150 healthy subjects.

Results: There was no significant difference in CRP levels (mg/l) in different
age groups (mean: 94.5, median: 59 aged <2 years; mean: 101.4, median: 59.7 in
aged >2 years).

The occurrence of TLR4polymorphism A (896) G was higher at children with UTI
compared with the control group (p=0.02) and the significance was more strongly
expressed in the group of children older than 2. Variantl (p=0.003) and Variant2
(p=0.001) of CXCR 1 occurred at a significantly higher number of the investigated
group compared with the control. The occurrence of SPA2 polymorphism C (667)
A was comparable (p=0.46) in both investigated groups, while the polymorphism
SPA1T(56) C was in a greater representation at children with UTI (p=0.06).

Conclusion: Our results show that carriage of TLR4 polymorphism A (896) G is asso-
ciated with altered ability to respond to uropathogen in children. The results confirm
that the variant1and variant 2 of IL-8 receptorl are associated with an increased risk
for children with uncomplicated UTI. SPA2 polymorphism C (667) A according to our
data is not associated with an increased risk of acute uncomplicated UTI. The higher
incidence of SPA1 polymorphism T (56) C in the investigation group demonstrates its
potential impact on the formation of acute uncomplicated pyelonephritis.

Supported by grant VEGA 1/0955/10.

Nezvy€ajna manifesticia ARPCHO
Popelkova J., Antalikovi A,
Nemocnica Poprad, Slovenskd republika

Autori prezentuju rodinu: matka 32 r., otec 30 r., rémskeho etnika, bez pri-
buzenského vztahu, v ktorej z 9 Zivo narodenych deti 4 exitovali v prvych drioch
Zivota na kardidlne a rendlne zlyhanie pri nleze ARPCHO. Matka prenatdlne vySe-
trend nebola. VSetky sonografické ndlezy exitovanych deti boli potvrdené sekcne.
U 5 Zijucich deti boli USG i laboratérne nélezy v norme.

ARPCHO je dedi¢né ochorenie, prenasa sa autozémovo-recesivnym spdsobom
s incidenciou 1 : 40 000. Castejsie postihuje diev¢atd v pomere 2 : 1. Patologicky
gén je lokalizovany na 4. chromozome. Hypertenzia patri k véasnym komplikdcidm
a je ju potrebné liecit od zaciatku. U deti, ktoré preziji novorodenecké obdobie sa
vyvija CHRI a portdlna hypertenzia.

Unusual manifestation of ARPKD
Popelkova J., Antalikovi A,
Hospital of Poprad, Slovak Republic

Authors present the gypsy family - mother 32y, father 30 years old - in which
4 from 9 born-children died in the first days of life. Reasons of death was cardiac
and renal failure as a manifestation of ARPKD. In cases of other 5 living children
were sonographic and laboratory findings without pathology.

ARPKD is hereditary disease with autosomal recesive transfer. Occurrence
is more frequent in female than male population (2 : 1). Pathological gene is on
the 4. chromosome. Hypertension is early complication and is necessary to start
treatment immediately. In children, that survived newborn period, CKD and portal
hypertension will develop.



Diagnostika RASopatii (syndrémov s nizkym vzrastom

a dysreguliciou v RAS-MAP signilnej drihe) na Slovensku
Ilenéikova D., CiZmérova M., Kostilova L., Hlavatd A,, Kovacs L,

2. detskd Klinika Lekdrskej fakulty UK a Detskej fakultnej nemocnice

s poliklinikou, Bratislava, Slovenskd republika

Syndrémy charakterizované predovsetkym nizkym vzrastom, podobnou tvarovou
dysmorfiou, vrodenymi srdcovymi chybami, koZnymi zmenami a poruchou nervo-
vého systému patria do skupiny tzv. neuro-facio-kardio-kutannych syndrémov.

Sem radime syndrémy: Noonanovej syndrém (NS), LEOPARD syndrém
(LS), kardio-facio-kutdnny (CFC), Costellov syndrém (CS) a Noonanovej-
neurofibromatéza typ 1 (NENS). Neddvno sa zistilo, Ze vSetky uvedené syndrémy
si sposobené mutaciami v kauzalnych génoch zakomponovanych v signilnej
drahe RAS-MAP kinaz. Ide o PTPN11, SOS1, RAF1, KRAS, BRAF, NRAS, HRAS,
MEK1, MEK2, SHOC2, CBL a NF1 gén. Z tohto dovodu nazyvame tieto syndrémy
podla genetického mechanizmu ich vzniku ako RASopatie.

KedZe st si pacienti fenotypovo mimoriadne podobni a fenotypovo-genotypové
korelacie nie st jednoznacné, je ich klinicka ako aj laboratérna diagnostika mimo-
riadne narocna. Jednoznaénym kli¢om k definitivnej diagndze pacienta zo skupiny
Rasopatii sa stdva molekuldrna analyza.

Na nasom pracovisku sme sa zamerali na identifikdciu mutacii v kauzalnych
génoch spolocnych pre jednotlivé RASopatie a ich ndslednt koreldciu s fenotypo-
vymi prejavmi pacientov. Inicidlne sme laboratérnu diagnostiku zahajili mutac-
nou analyzou génu PTPN11, ktory zodpoveda za fenotyp Noonanovej a LEOPARD
syndrému. Mutacnou analyzou pozostavajicou z PCR reakcie a priameho DNA
sekvenovania 15 kédujucich exénov génu PTPN11 sme doposial vySetrili 19 pa-
cientov, u ktorych boli identifikované 3 missense mutdcie. Tieto mutdcie boli
lokalizované v exdne 8 (c.854T>C), 13 (c. 1471C>T) a 3 (c.188A>G). VSetky patria do
skupiny s najcastej$im vyskytom mutacii v géne PTPNI11. U pacientov, u ktorych
nebola ndjdend mutdcia v géne PTPN11 sme vzorku DNA analyzovali metédou
multiplexnej PCR obsahujicej 80 bodovych mutdcii v 8 génoch.

V stcasnosti zavadzame muta¢nt analyzu dal$ich génov asociovanych
s Noonanovej a LEOPARD syndrémom: SOS1 a RAFL. K tomu mutacnd analyzu
HRAS, ktory je kauzalnym génom pre Costellov syndrém.

Nasim cielom je zaviest vySetrovanie vSetkych doteraz znamych 11 génov jedno-
razovym vySetrenim met6dou sekvenovania novej generacie (NGS). Rovnako silnym
Usilim je vytvoreniu databazy pacientov s Rasopatiami, mapovat ich Klinicky a ge-
neticky podklad, ¢im by sme chceli prispiet k skvalitneniu laboratérnej a klinickej
diagnostiky pacientov na Slovensku.

Klinicki a laboratérna diagnostika pacientov

s monogénovymi poruchami sekrécie a ii¢éinku inzulinu
Stanik J.2, Gasperikova D.!, Hu¢kova M.}, Valentinovi L.},

Stanikova D.'2, Rosolankova M.?, Mikulajova S.2, Tichd L.2,

Masindova 1.}, Balogova M.}, Slovenska skupina pre $tidium
monogénového diabetu a kongenitalneho hyperinzulinizmu, Klimes I.!
'Diabgene & Ustav experimentdinej endokrinoldgie SAV, Bratislava, Slovenskd republika

71, detskd Klinika LF UK a DENSP, Bratislava, Slovenskd republika

Uvod: Monogénové poruchy sekrécie inzulinu zahffiaji monogénové formy
diabetu (hyperglykémia nala¢no s rodinnym vyskytom; rodinny vyskyt diabetu
so skorym zaciatkom; neonatdlny diabetes a diabetes s mimopankreatickymi
priznakmi) a kongenitalny hyperinzulinizmus. Klinické odli$enie tychto ocho-
reni od polygénovych foriem (ktoré si omnoho Castejsie) je Casto velmi zloZité.
Napomocné su preto Klinické diagnostické kritérid, avsak definitivne potvrdenie
prinasa az d6kaz mutacie metédami DNA analyzy v jednom z génov zasahujucich
do sekrécie a i€inku inzulinu.

Cielom tejto prace bolo 1. zistit efektivitu klinickych diagnostickych kritérii
jednotlivych foriem portch sekrécie a i¢inku inzulinu a 2. poukdzat na moznosti
DNA analyzy v diagnostickom procese.

Pacienti a metédy: V rokoch 2003-2012 sa z celého tizemia SR odoslala do
DIABGENE na DNA analyzu vzorka od vyse 900 pacientov z 375 rodin s klinickym
podozrenim na monogénové poruchy sekrécie a tc¢inku inzulinu. V zavislosti od

Kklinického obrazu sa vykonala DNA analyza génov: GCK, HNFIA, HNFIB, HNF44,
INS, KCNJ11, ABCC8, NEURODY). Vysledky DNA analyzy sa porovnali s klinickymi
diagnostickymi kritériami.

Vysledky: Mutacia sa identifikovala u 212 pacientov z 95 rodin, ¢o predstavuje
zachytnost 25 %. Klinické diagnostické kritérid nemaju 100 % senzitivitu ani
HNF1A-MODY (67 %).

Zaver: Velka klinicka heterogenita monogénovych portch sekrécie a ucinku
inzulinu a ich podobnost s polygénovymi formami spésobuje tazkosti ich klinickej
diagnostiky. Nasa $tidia prindsa zhodnotenie klinickych diagnostickych kritérii
amoznosti ich tpravy s cielom zvySenia ich efektivnosti. Diagnostika monogénovych
foriem diabetu a kongenitalneho hyperinzulinizmu je d6leZita, nakolko vo viacerych
pripadoch je mozné upravit liecbu ,,$itd na mieru pacienta“.

Podporené projektom: , Transendogen (ITMS k6d projektu 26240220051).

Clinical and laboratory diagnostics of patients with
monogenic disorders of insulin secretion and action
Stanik J.1?, Gasperikova D.!, Huckova M.}, Valentinovi L.},
Stanikova D.!?, Rosolankova M.2, Mikulajova S.2, Ticha L.2,
Masindova 1.}, Balogova M.}, Slovak Monogenic Diabetes and
Congenital Hyperinsulinism Colaborative Group, Klimes I.!

'Diabgene & Institute of Experimental Endocrinology, Slovak

Academy of Sciences, Bratislava, Slovak Republic

7% Dept. of Pediatrics, Comenius University Medical School, Children s

University Hospital, Bratislava, Slovak Republic

Introduction: Monogenic disorders of insulin secretion include monogenic
forms of diabetes (Familial fasting hyperglycemia, Familial early onset diabetes,
Neonatal diabetes and Diabetes with extrapancreatic features) and Congenital
hyperinsulinism. Clinical differentiation of these disorders from polygenic
forms (which are much more common) is often very difficult. Therefore, clinical
diagnostic criteria could be helpful in diagnostic process, but final confirmation
provide only DNA analysis by identification of a mutation in one of the genes
included into insulin secretion and action.

The aim of this study was 1. to determine the effectiveness of the clinical dia-
gnostic criteria for the various forms of disorders of insulin secretion and 2. to point
out the exploitation of DNA analysis in the diagnostic process.

Patients and methods: From 2003 to 2012 a sample of more 900 patients from
375 families with a clinical suspicion on monogenic disorders and insulin secretion
and action was sent to DIABGENE for the DNA analysis. Based on the clinical picture
DNA analysis of the genes: GCK, HNF1A, HNFIB, HNF4A, INS, KCNJ11, ABCC8,
NEUROD]) was performed. The results of the DNA analysis were compared with
the clinical diagnostic criteria outcome.

Results: The mutation was identified in 212 patients from 95 families, represen-
ting a detection rate of 25%. Clinical diagnostic criteria do not reach the sensitivity
of 100% in any of the subtypes of monogenic diabetes, with the lowest rate for
HNF1A-MODY (67%).

Conclusion: Clinical heterogeneity of the monogenic disorders of insulin
secretion and their similarity with polygenic forms are complicating the clinical
diagnosis. Our study provides evaluation of the clinical diagnostic criteria in order
to increase their effectiveness. Identification of monogenic forms of diabetes and
congenital hyperinsulinism is important because in many cases it is possible to use
,tailored suited therapy” for the patient.

Supported by research grant: , Transendogen“ (ITMS project code 26240220051

Prinos registra pacientov s ADPKD na Slovensku

a trendy v manaZmente ochorenia vo svete

Nagyova G.!, Rosenberger J.2, Popelkovi J 2, Ilenc¢ikova D.!, Kovacs L.!

12. detskd Klinika Lekdrskej fakulty Univerzity Komenského a Detskej fakultnej

nemocnice s poliklinikou, Bratislava, Slovenskd republika

“Fresenius Medical Care Slovenskd republika, spol. s . 0., Dialyzacné stredisko Kosice, Slovenskd republika
*Detskd nefrologickd ambulancia, Nemocnica Poprad, a. s., Poprad, Slovenskd republika

UOvod: Autozémovo dominantni polycystickd chorobu obli¢iek charakterizuje
expanzia rendlnych cyst aZ zlyhanie funkcie obli¢iek okolo piatej dekddy. Ochorenie
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je ¢asto diagnostikované neskoro, ked st oblicky enormne zvicSené a je pritomna
sekundarna hypertenzia. Zmeny vyplyvajice z ADPKD je mozné oddialit pravidel-
nym sledovanim od detského veku. Nevyhodou ostdva, Ze adekvatny biomarker na
monitorovanie choroby vo véasnom Stadiu zatial chyba. V hre st viaceré potencialne
ukazovatele, ktoré by mohli tiito Glohu plnit.

Ciele: Novovznikajuci register pacientov s ADPKD napoméze v postihnutych
rodinach vyselektovat vSetkych nositelov ochorenia, najma vsak identifikovat
predisponované deti pomocou klinického a genetického vySetrenia. Zavedenie
novych markerov zlepsi dohlad nad ochorenim.

Metody: Hodnotenie klinickych dat pacientov v registri a geneticka analyza
rodin s ADPKD. U pacientov v skorych §tddidch ADPKD bola dokdzand centrdlna
aj periférna porucha osmoreguldcie. Centralna vedie k nadmernému vylucovaniu
arginin vazopresinu. Kopeptin je ukazovatelom jeho sekrécie a je mozné ho merat
v plazme a v moci. ZvySend hladina kopeptinu je asociovana so zdvaznostou ocho-
renia. Mutdcie v génoch pre ADPKD vedu k dysreguldcii intraceluldrneho kalcia,
ktorého nasledkom je akumulacia cAMP - klu¢ovy mechanizmus v patogenéze
choroby. Koreldcia hladin cAMP v moci s funkciou oblicky je predmetom Stadif.

Zaver a perspektivy: Polro¢né zbieranie idajov prinieslo do registra
148 pacientov z 90 rodin. V uvedenej skupine je diagnostikovanych 11 deti s ADPKD
vo veku od 9 mesiacov do 18 rokov. Klinické sledovanie tychto pacientov by sme
radi rozsirili o meranie kopeptinu v plazme a cAMP v moci, ktoré mézu byt klacové
v rozpoznani progresie ochorenia.

Projekt je podporovany grantom 1/0955/10 a GUK 246/12.

The benefits of Slovak ADPKD patients registry

and new options in the disease monitoring

Nagyova G.!, Rosenberger J.2, Popelkova ]2, Ilen¢ikova D.!, Kovacs L.!
12"Department of Pediatrics, Comenius University Medical School and

University Children s Hospital, Bratislava, Slovak Republic

“Fresenius Medical Care Slovakia, Ltd., Dialysis centre KoSice, Slovak Republic

*Pediatric nephrologic outpatient care, Hospital Poprad, Inc., Poprad, Slovak Republic

Background: Autosomal dominant polycystic kidney disease is characterised
Dby renal cysts expansion, which leads to terminal renal failure of about 5™ decade.
The disease is often diagnosed late, when the kidneys are enormously enlarged
and the secondary hypertension is present longtime. It is necessary to uncover
the changes, which arise from ADPKD as early as possible, optimaly in childhood
by regular monitoring. The disadvantage is, that an adequate biomarker for early
disease stages monitoring is still absent. There are several potential markers to
cover this shortage.

Aims:; ADPKD patients registry allows us to sort out all ADPKD carriers from
affected families. First of all we can clinicaly or grneticaly identify predisposed
children and try to delay the terminal renal failure. Introduction of new markers
will improve the disease surveillance.

Methods: Evaluation of clinical data from patients in the registry and genetic
analysis in ADPKD families. In early ADPKD stages the central and peripheral
osmoregulation defect was proved. The central defect leads to inadequate arginine-
vasopressin secretion. Copeptin is the indicator of arginine-vasopressin secretion
and is measurable in plasma and urine. Elevated copeptin levels are associated
with disease severity. Causal mutation in ADPKD leads to intracellular calcium
disregulation and thereby to cAMP accumulation - the key pathomechanism of the
disease. Association of cCAMP levels and renal function is beeing studied.

Conclusion and perspectives: Six months data collection brought to the register
148 patients from 90 families. In 11 children (aged 9 month to 18 years) from this
group the ADPKD was diagnosed. We would like to extend the clinical monitoring
in these patients by measurements of plasma copeptin and urinary cAMP levels,
which could be essential in recognition of disease progression.

This work was supported by grants VEGA 1/0955/10 and GUK 246/12 grant.
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Vyznam genetického vySetrenia u deti

s idiopatickou chronickou pankreatitidou

Hegyi E., Cierna 1.}, Vavrova L.?, Koneény M 2, Ilenéikova D.!, Kovics L.!
12. detskd klinika LF UK a DENSP, Bratislava, Slovenskd republika

20ddelenie lekdrskej genetiky, OUSA, Bratislava, Slovenskd republika

Uvod: Pri¢iny vzniku rekurentnej akutnej pankreatitidy/chronickej pankre-
atitidy (RAP/CHP) u deti v porovnani s dospelou populdciou st odli$né. Zatial
¢o u dospelych sa ako hlavny etiologicky faktor uvadza nadmerna konzuma-
cia alkoholu, u deti sa okrem anatomickych anomalii pankreasu a zl¢ovych
ciest uplatiiuju predovSetkym genetické faktory. Mutdcie v géne PRSSI (catio-
nic trypsinogen) podmieniuju vznik hereditarnej pankreatitidy, kym mutacie
v génoch SPINKI (serine protease inhibitor Kazal type 1), CTRC (chymotrypsin C)
a CFTR (cystic fibrosis transmembrane conductor regulator) st asociované so zvy-
Senym rizikom vzniku CHP/RAP.

Ciel: Charakterizovat frekvenciu vyskytu mutacii jednotlivych génov asociova-
nych so vznikom RAP/CHP u deti s idiopatickou CHP a nasledne sledovat genoty-
povo-fenotypové koreldcie u tychto pacientov.

Material a metodika: Do Studie bolo zaradenych 18 deti so suspektnou here-
ditarnou/familidrnou/idiopatickou pankreatitidou, ktori boli v obdobi 2008-2012
vySetreni na 2. detskej klinike LF UK a DFNsP. Molekulovo-geneticka analyza
génov PRSSI, SPINKI a CTRC sa uskutocnila v spolupraci s Oddelenim lekarskej
genetiky OUSA.

Vysledky: Priemerny vek nastupu tazkosti bol 9,4 rokov, pricom ochorenie
sa najcastejsie prejavilo bolestami brucha a vracanim. Pacienti s RAP mali 2-3
epizédy pankreatitidy pocas priemerného 3-rocného sledovania. Pozitivna rodin-
na anamnéza bola u 4 pacientov. Z celkového poctu 18 vysetrenych deti bola u 2
dokdzana pritomnost mutdcie R122H génu PRSSI, u 4 mutdcia N34S génu SPINKI
a u jedného homozygotna mutdcia G60G génu CTRC. V jednom pripade sa zistil
velmi zriedkavy variant G208A génu PRSSI, ktory je taktieZ asociovany so vznikom
chronickej pankreatitidy.

Zaver: V stbore 18 detskych pacientov s RAP/CHP neznamej etioldgie sme za-
znamenali vysoky vyskyt kauzalnych mutdcii asociovanych so vznikom ochorenia.
Uvedené vysledky potvrdzuji doleZitost genetického vySetrenia u deti s idiopatickou
RAP/CHP.

Prdca bola podporend GUK 244/2012, VEGA 1/0955/10 a grantom Collegium Talentum.

The importance of genetic testing in children
with idiopathic chronic pancreatitis

Hegyi E., Cierna 1.}, Vavrova L.?, Koneénj M 2, Ilenéikova D.!, Kovics L.!
12" Department of Pediatrics, Comenius University Medical School,

University Children “s Hospital, Bratislava, Slovak Republic

Department of Clinical Cenetics, St. Elizabeth Cancer Institute, Bratislava, Slovak Republic

Introduction: Causes of recurrent acute pancreatitis/chronic pancreatitis
(RAP/CP) in children compared with the adult population are significantly
different. While in adults the major etiologic factor is the excessive alco-
hol consumption, among children in addition to anatomical anomalies of
pancreas and biliary tract the genetic factors seem to be crucial. Mutations
in PRSSI gene (cationic trypsinogen) cause hereditary pancreatitis, while muta-
tions in SPINKI (serine protease inhibitor Kazal type 1), CTRC (chymotrypsin C)
and CFTR (cystic fibrosis transmembrane conductor regulator) genes can predispose
patients to develop CP/RAP.

Aims; To characterize the frequency of mutations of genes associated with
the development of RAP/CP in children with idiopathic CP and determine
the genotype-phenotype correlation in these patients.

Material and methods: 18 children with idiopathic CP/RAP diagnosed from
2008 to 2012 at the 2nd Department of Pediatrics, University Children’s Hospital,
Bratislava were included into the study. Molecular-genetic analysis of PRSS1, SPINKI
and CTRC genes was performed in collaboration with the Department of Clinical
Genetics, St. Elizabeth Cancer Institute, Bratislava.

Results: The median age of symptom onset was 9,4 years and the most common
presenting symptoms were adominal pain and vomiting. Patient with RAP had
2-3 episodes of pancreatitis during 3-year average follow-up. Family history was
positive in 4 cases. In 2/18 cases the R122H mutation of PRSS] gene, in 4/18 children



the N34S mutation of SPINKI gene and in 1/18 patient the homozygous mutation
G60G of CTRC gene was confirmed. In one patient we found a rare variant G208A of
PRSS1 gene, which could be also a risk factor for CP.

Conclusions: In a group of 18 pediatric patients with idiopathic RAP/CP
we found a high prevalence of causative mutations associated with the
development of the disease. These results confirm the importance of genetic
testing in children with idiopathic CP.

This work was supported by GUK/244/2012, VEGA 1/0955/10 and Collegium Talentum.

Geneticka diagnostika diabetes insipidus v rodine
s nenidpadnym Kklinickym priebehom

CiZmarova M., BalaZiova B., Nagyova G., Kovics L.

2. detskd Klinika Lekdrskej fakulty Univerzity Komenského a Detskej fakultnej
nemocnice s poliklinikou, Bratislava, Slovenskd republika

Uvod: Familidrny neurohypofyzeilny diabetes insipidus (ENDI) je zriedkavé
dedi¢né ochorenie s autozomovo dominantnou dedi¢nostou. Charakterizuje ho
perzistentny smdd, polytria, polydipsia a chybanie antidiuretického horménu -
arginin vazopresinu (AVP).

Ciele prace; Identifikicia mutacii priamym sekvenovanim kauzalneho génu
AVPv rodine s prejavmi FNDI.

Pacienti a vySetrenia: 18-ro(né sestry, monozygotné dvojcata, boli v detstve
sledované pre enurézu, na zaciatku puberty pre hirzutizmus a obezitu. Nadmerné
pitie a polytria boli prvykrat spozorované v 17. roku Zivota. U jednej bol denny
prijem tekutin 5 litrov u druhej 7. Pri predchadzajicich vySetreniach tento nilez
nebol pritomny. Nadmerné pitie nebolo podozrivé, nakolko matka probandiek
a matkin brat piju vela tekutin, rovnako matkin otec vela pil.

Pri smddovom teste sme u pacientok nepozorovali vzostup osmolality plazmy,
iba u jednej doslo k jednorazovému prekroceniu fyziologickych hodnét. Osmolalita
mocu stipla u oboch v priemere z 287 na 366 mOsm/kg, pri opakovani testu v prieme-
re na 550 mOsm/kg. Schopnost koncentrovat moc svedcila proti predpokladanému
deficitu AVP. V diagnostike pomohla magnetickd rezonancia hypofyzy a chybanie
u jednej, respektive Gstup intenzivneho signalu zadnej casti hypofyzy u druhej
pacientky. Vzhladom na uvedené skuto¢nosti sme predpokladali FNDI a indikovali
sme genetické vySetrenie u dievcat, ich matky a dvoch prvostupriovych pribuznych
bez priznakov ochorenia.

Vysledky: Priamou sekvena¢nou analyzou génu AVP sme potvrdili pritomnost
heterozygotnej missense mutdcie v exone 1 (c.55G>A) u troch os6b s podozrenim
na FENDI.

Zaver: Detekovana mutdcia c.55G>A je patogénna a vedie k neskor$iemu na-
stupu klinickych priznakov FNDI, predovietkym okolo piateho roku Zivota. Nasa
kazuistika potvrdzuje, Ze tato hranica je podstatne variabilnejsia a ochorenie sa
moZe prejavit aj v dospelosti.

Projekt bol podporeny grantom VEGA 1/0955/10.

Genetic diagnosis of diabetes insipidus in
a family with inconspicuous clinical course
CiZmarova M., BalaZiova B., Nagyova G., Kovics L.

2" Department of Pediatrics, Comenius University Medical School and
University Children s Hospital, Bratislava, Slovak Republic

Introduction: Familial neurohypophyseal diabetes insipidus (FNDI) is a rare
genetic disorder with autosomal dominant inheritance, characterised by persis-
tent thirst, polyuria, polydipsia and antidiuretic hormone - arginine vasopressin
deficiency (AVP).

Aims: Identification of causal AVP gene mutations by direct sequencing of AVP
gene in a family with signs of FNDI.

Patients and examinations: 18-years old girls, monozygous twins, were in the
monitoring of enuresis in the childhood and they were examined for hirsutism and
obesity at the onset of puberty. The excessive water intake and polyuria were firstly
observed at the age of 17. The fluid intake was 5 liters in one of them and 7 liters in
another one. This finding have not been present before and it was not suspicious
to anybody either, because mother of probands and her brother drink a lot, too and
the father of the mother had also high fluid intake.

In water deprivation test the plasma osmolality did not increase, only in one of
the patients a single excess over the physiological range was observed. The urine
osmolality increased in both from 287 to 366 mOsm/kg in average, repeating the
test up to 550 mOsm/kg in average. Preserved ability to concentrate urine does not
suggest the AVP deficiency. MRI of the pituitary helped in the diagnostics. Absence,
respectively disappearance of the posterior hypopituitary bright spot signal was
described on MRI of twins. Considering the mentioned facts the FNDI was suposed
and a genetic diagnostics was proposed in sisters, their mother and two first degree
relatives without disease symptoms.

Results: The direct sequencing of three exons of AVP gene on the level of genomic
DNA confirmed the presence of heterozygous missense mutation in exon 1(c.55G>A)
in all three persons with suspected FNDI.

Conclusion; Detected mutation c.55G>A is pathogenic and leads to later on-
set of FNDI. Clinical signs mostly appear of about 5 years of life. In our case we
conclude, that the age of onset is highly variable and the disease can occur even
in adulthood.

Work was supported by VEGA grant Nr. 1/0955/10.

Klinicki implementicia celogenomického
vysSetrenia s arrayCGH v pediatrii
Gendik-Guillier Z,, Gen¢ik A,

Diagenos, Osnabriick, Nemecko

Medgene, s.r. 0., Bratislava, Slovenskd republika

Uvod: Na ziklade nasej 7-rolnej skiisenosti a vy3e 1200 vy3etreni s arrayCGH
predstavime prinos molekularneho karyotypovania (arrayCGH) v diagnostike psy-
chomotorického zaostavania, vyvinovych chyb alebo dysmorfii.

Metodika: ArrayCGH je molekuldrna metéda, ktora analyzuje cely geném
a umoziiuje detekciu nadbytocného alebo chybajticeho materidlu. V sti€asnosti je
arrayCGH overeny a vysokozachytny diagnosticky prostriedok pre identifikaciu aj
submikroskopickych chromozémovych imbalancii a teda pre analyzu kauzalnych
genomickych varidcii (CNV'‘s) klinickej populacie.

VysledKy: Pri celogenomickom vySetreni hraju kIicova dlohu dva faktory:
prvym je vhodne postavena indikacia, druhym je spravna interpretacia mole-
kuldrneho nalezu v stvislosti s klinikou. Hlavnymi indikdciami pre postna-
talny arrayCGH sd v nasom institite psychomotorické zaostavanie, epilepsie,
autizmus, ev. v kombindcii s dysmorfiami alebo s malformdciami. Pri takto
§iroko postavenej indikacii mame v arrayCGH celkovo 16 % pozitivnych nalezov.
Ak ide o izolované mentalne retardacie, alebo izolované neuropsychiatrické
ochorenia, v priblizne 10 % nalezov si detektované zmeny genému, ktoré si
v priamej stvislosti s patolégiou pacienta. Ak je tato neuropediatricka indi-
kécia spojena s vyvinovymi chybami alebo s dysmorfiami, podiel pozitivnych
arrayCGH nélezov stipa az na 20 %.

Druhy klucovy faktor je interpreticia vysledkov, ktord prehlbuje porozu-
menie funkcii génov postihnutej oblasti a hladad priamy sdvis zmien genotypu
s fenotypom vySetreného pacienta.

Zaver: ArrayCGH tak prispieva nielen k objasneniu diagnostiky, ale aj k uréeniu
patomechanizmov a kauzality identifikovanych genomickych varidcif.

Clinical implementation of the whole genome
analysis with arrayCGH in pediatrics
Gendik-Guillier Z,, Gen¢ik A,

Diagenos, Osnabriick, Germany

Medgene, Ltd., Bratislava, Slovak Republic

Introduction: Based on our 7 years experience and more than 1200 exami-
nations with arrayCCH we present the contribution of molecular karyotyping
(arrayCGH) in the diagnostic of the psychomotoric delay, congenital anomalies
or dysmorphies.

Method: ArrayCGH is a molecular method which analyses the whole genome
and allows the detection of duplicated or deleted regions. At present, arrayCGH
is an attested, higly sensitive diagnostical tool for the identification of even sub-
microscopical chromosomal imbalancies and so for the analysis of casual genomic
variation (CNV’s) of the clinical population.
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Results: Two factors are crucial for the whole genome analysis: the first
one is the appropriately displayed indication, the second one is the accurate
interpretation of the molecular finding according to the clinical picture. The
main indications for the postnatal arrayCCH in our institute are the psycho-
motoric delays, epilepsies, autism, ev. in combination with dysmorphies or
with malformations. With so widely displayed indication, 16% of our arrayCGH
have positiv findings. When the matter are only isolated mental retardations
or isolated neuropsychaitric illnesses, in 10% of the cases are detected genomic
changes in direct context with the pathology of the patient. If this neuropediatric
indication is contiguous with other deficiencies, malformations or dysmorphies,
the ratio of positive arrayCGH rises up to 20%.

Second crucial factor is the interpretation of the results deepening the under-
standing of the function of the genes in the involved region. This interpretation
should seek the direct context between the changes of the genotype and the phe-
notype of the patient.

Conclusions: In this way arrayCGH not only contributes to the establishement
of the diagnosis, but also to the determination of the pathomechanisms and the
causality of the identified genomic variations.

Fenotypy astmatu v détském véku
Pohunek P,
Détskd pneumologie, Pediatrickd Klinika UK 2. LF a EN Motol, Praha, Ceskd republika

Vyvoj a prubéh astmatu u déti je velmi riiznorody a obzvlasté v titlém véku byva
nékdy zna¢né obtizné se v riiznych typech bronchialni obstrukce orientovat a sprav-
né je diagnosticky vyhodnotit. Obstrukéni projevy u déti mohou v pfed§kolnim véku
a pfedevsim v prvnich tfech letech Zivota mit riizné piiciny a ne vzdy jsou spojeny
s astmatem, jak je definovano patologicky a patofyziologicky.

Pro riizné formy Klinickych projevii se nyni pouZziva s oblibou oznaceni , fenotyp*,
ac nejde pfimo o fenotyp v ptivodnim vyznamu tohoto slova. Pivodni zdkladni
fenotypy byly odvozeny z praci Tucsonské skupiny Fernanda Martineze a vychazely
pfedevsim z Casového priibéhu obstrukénich potiZi a jejich asociace s atopii. Na tyto
prace navazala prace Hendersona et al. z roku 2008, ve které autofi na vét§im souboru
potvrdila existenci pivodnich fenotypl podle Martineze a doplnila dva fenotypy no-
vé. Fenotypy astmatu byly nové definovany i v publikaci skupiny PRACTALL (2008),
kde narozdil od pojeti Martinezova a Hendersonova byly fenotypy definovany podle
spoustéci (virova infekce, télesnd namaha a alergie). Pracovni skupina Evropské
respira¢ni spolecnosti (Brand et al.) ve stejném roce publikovala dalsi mozné rozdé-
leni fenotypi, které definovala podle spoustécd i ¢asového pribéhu.

Urceni fenotypu u konkrétniho ditéte ma jisté vyznam pro diagnostiku i pro
odhad mozného vyvoje stavu a jeho progndzy. V praxi nicméné nardzime na fadu
obtizi, pfedevSim na to, Ze Casto lze fenotyp urcit az zpétné, podle vyvoje v ca-
se. Pfesto je vhodné se v rdmci zakladni diagnostiky a diagnostiky diferencidlni
o urceni fenotypu pokusit a pfipadné toto zafazeni v dal§im priibéhu péce korigovat.
Zakladnim pozadavkem je tak pochopitelné dobrd analyza typu a frekvence piiznaka,
jejich ¢asového priibéhu, moznych spoustéct a zhodnoceni alergické senzibilizace.

Podporeno projektem (Ministerstva zdravotnictvi) koncepcniho rozvoje vyzkumné organizace
00064203 (FN Motol).

Phenotypes of childhood asthma

Pohunek P,

Paediatric Pulmonology, Paediatric Department, 2 Faculty of Medicine, Charles
University and University Hospital Motol, Prague, Czech Republic

Development and course of asthma in children is very diverse and especially at
an early age it is sometimes very difficult to distinguish different types of bronchial
obstruction and perform appropriate diagnostic evaluation. Obstructive symptoms
in children of preschool age, and especially in the first three years of life, can have
different causes and are not always associated with asthma, as defined pathologi-
cally and pathophysiologically.

For various forms of clinical manifestations is now often used a label ,,phenotype*,
although this is not the same as the phenotype in the original meaning of the word.
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Original basic asthma phenotypes were derived from the work of the group in Tucson led
by Fernando Martinez and depended primarily on the time course of obstructive problems
and their association with atopy. This work was followed by the paper of Henderson et
al. from 2008, in which the authors confirmed in a larger group of patients existence
of original phenotypes according to Martinez and added two new phenotypes. Asthma
phenotypes have been redefined in the consensus statement published by the PRACTALL
group (2008), where in contrast to the concept of Martinez and Henderson phenotypes
were defined by triggers (viral infection, physical exertion and allergies). Task force of the
European Respiratory Society (Brand et al.) in the same year published another possible
definition of phenotypes, characterised by triggers and time course.

Determining the phenotype of a particular child is certainly important for dia-
gnosis and for estimating of possible development and prognosis. In practice, howe-
ver, we face a number of difficulties, especially that the phenotype can often only
be determined retrospectively by following the evolution in time. Nevertheless, it is
appropriate in the diagnostic and differential diagnostic process to try to determine
the phenotype and then correct it during further management. The basic requi-
rement is therefore obviously a good analysis of type and frequency of symptoms,
their timing, and evaluation of possible triggers and allergic sensitization.

Supported by the project (Ministry of Health) for conceptual development of research organization
00064203 (FN Motol).

TaZka a tazko lieciteI'ni astma u deti a adolescentov
Ciznar P,
1. detskd Klinika LF UK a DENSP, Bratislava, Slovenskd republika

TaZka a taZzko lietitelna astma st dva pribuzné pojmy vyjadrujice stavy, ked
ochorenie neodpoveda na Standardne podavanu liecbu v rezime vysokych davok
inhala¢nych kortikosteroidov v kombinacii s dal§imi dlhopésobiacimi liekmi na
astmu. Klinicky sa mozZe takato astma prejavovat formou perzistentnej bronchidlnej
obstrukcie, alebo opakovanymi tazkymi exacerbaciami vyzadujicimi hospitalizaciu.
Podla niektorych idajov, do 5 % deti s astmou ma charakter skuto¢nej tazkej astmy.
Tato skupina pacientov je velmi heterogénna, s ur¢itymi vekovymi $pecifikami.
Napriek nizkej pocetnosti ide o pacientov s velmi vysokou chorobnostou a ¢astym
vyuzivanim zdravotnickych sluZzieb.

K prvym diagnostickym krokom patri postupné vylicenie inych chordb sprevad-
zanych symptémami bronchidlnej obstrukcie, patranie po sprievodnych ochore-
niach zhorSujucich astmu, overenie dodrziavania liecebného rezimu a postidenie
vyberu jednotlivych lieciv. Vo vacSine pripadov sa zisti zlyhanie pri dodrziavani
liecebného rezimu z objektivnych, alebo subjektivnych pri¢in. Po obnoveni pravi-
delnej plnej liecby sa nasledne stav stabilizuje. U pacientov so skuto¢nou tazkou
astmou je cielom vySetreni identifikovat charakter zapalového procesu a jeho vztah
k intenzite symptémov. Posudzuje sa citlivost na steroidy a beta-2-mimetika. Pristup
k takymto pacientom musi byt individudlny a casto multidisciplinarny.

Medzi najcastejsie rizikové faktory pre tazkd, Zivot ohrozujlcu astmu patria
anamnestické Gdaje o zavaznych exacerbaciach v minulosti, opakované oSetrenia
na pohotovosti alebo v nemocnici; nizky socidlny status, psychologické problémy
a zavazné kardio-pulmonalne choroby. Formu taZkej astmy mavajui pacienti
senzibilizovany na alergény vzdusnych plesni. Dosial neexistuje medzinarodny
konsenzus pre diagnosticky proces a v liecbe sa vyuzivaju lieky indikované uz pri
lahsich formach astmy. V poslednych rokoch sa pre niektoré fenotypy tazkej astmy
uplatriuje biologicka liecba.

Severe and difficult-to-treat asthma
CiZnar P,

1 Department of Pediatrics, Comenius University Medical School,
Children”s University Hospital, Bratislava, Slovak Republic

Severe and difficult-to-treat asthma are two similar terms describing situations
when the disease is not responding to standard therapy with high doses of inhaled
steroids in combination with other controllers. Severe asthma could present either by
persistent bronchial obstruction or repeated severe exacerbations treated in hospital.
Some studies show up to 5 percent of children with asthma have a genuine severe
asthma. This group of patients is very heterogeneous with some age related specifici-
ties. Contrary to low number of these cases, severe asthma has a high morbidity and
high health service consumption.



The first step in diagnostic assessment is to exclude other diseases resembling
asthma, search for comorbidities exacerbating asthma, verify compliance with the
treatment medication and consider the particular drug used for treatment. In most
cases a non-compliance with treatment plan for objective or subjective reasons is
find out. After poor compliance is solved the asthma improves substantially. In
patient with genuine severe asthma the aim is to examine the character of bron-
chial inflammation and its relation to symptoms. It is necessary to evaluate the
sensitivity to steroids and beta-2-agonists. An individual and multidisciplinary
approach is necessary.

The most important risk factors for severe, life-threatening asthma are personal
history of previous severe exacerbations, repeated acute treatment at emergency, low
social status, psychological problems and severe cardio-pulmonary diseases. Severe
asthma is frequently found in patients sensitized to environmental moulds. No in-
ternational consensus exists regarding diagnostic approach and in treatment are used
the same drugs used for mild-to moderate asthma. Recently treatment with biologics
is used in some phenotypes of severe asthma.

Inflamometria v manaZmente respira¢nych ochoreni u deti
Brezina M.
Klinika detskej pneumoldgie LF SZU, Univerzitnd nemocnica Bratislava, Slovenskd republika

Moderna medicina sa pri diagnostike chordb snazi o neinvazivitu voci pacientovi.
Mnohé ,,odpadové* telesné produkty (moc, stolica, pot) poskytuji uz celé desatrocia
diagnosticky cenné tidaje - najmd so zameranim na poruchy metabolizmu. Rozvoj
analytickych metéd umoznil aj skiimanie zloZenia vydychovaného vzduchu. Z po-
Cetnych 1atok, ktoré sa daji detegovat vo vydychovanom vzduchu a v kondenzéite
zvydychovaného vzduchu sa v praxi zatial presadilo len meranie koncentracie oxidu
dusnatého v definovanych castiach vydychovaného vzduchu. Toto meranie sa v praxi
uplatiiuje najmd v diferencidlnej diagnostike astmy a pri monitoringu liecby.

Astma ma dve zdkladné ¢rty, ktoré sa u jednotlivych pacientov premenlivym
podielom zic¢astriuji na patogenéze a klinickom obraze: prieduSkovd hyperre-
aktivitu a zapal. Kym pre hodnotenie bronchidlnej hyperreaktivity si v klinickej
praxi uz viac ako 50 rokov etablované metodiky, zapal sa sice zacal lie¢it uz pred
viac ako tridsiatimi rokmi, ale jeho diagnostika a monitoring sa do praxe dostali
az od prelomu storoci a aj to len nepriamo pomocou analyzy oxidu dusnatého
v exhalovanom vduchu (skratene eNO alebo FENO), kde sa preukizala najma ko-
reldcia s eozinofilnym typom astmatického zapalu v dolnych dychacich cestich.
Sthrnne sa da konStatovat, Ze nalez normalnej hodnoty eNO diagnézu astmy
nevylucuje, ale nalez zvySenej hodnoty poukazuje na steroid-responzivny typ ast-
my. ZvySend hodnota eNO u pacienta na steroidnej liecbe je znamkou reaktivacie
zapalu, znamkou hroziacej exacerbicie, nedostatocnej lie¢by alebo nedostatocnej
liekovej discipliny.

Inflamometry in the management

of respiratory diseases in children
Brezina M.

Clinic of Pediatric Pulmonology, Faculty of Medicine Slovak Medical
University, University Hospital, Bratislava, Slovak Republic

Modern diagnostic methods should be noninvasive. Many ,waste“ products
(urine, stools, sweat) provide diagnostically valuable information - especially in
relation to metabolic disorders. Development of analytic methods enabled the
the study od the composition of anothe ,waste product“: exhaled air. Among
many substances detectable in exhaled air and in condensate of exhaled air, the
concentration of nitric oxide in predefined portions of exhaled air is the only
parameter which has found use in clinical practice. This measurement has use in
the diagnosis and phenotyping of asthma and has use in the monitoring of the
treatment and compliance.

Asthma has two basic features, which take variable share on the pathogenesis
and clinical picture: bronchial hyperreactivity and inflammation. While for the
evaluation of bronchial hyperreacitivity there are implanted methods for more
than 50 years, indirect evaluation and monitoring of the inflammation via ex-
haled nitric oxide (eNO or FENO) came to clinical practice only some 10 years ago,
though the asthmatic inflammation has been treated for more than thirty years.
eNO shows good correlation especially with the eosinophilic asthma phenotype.

The recent experience allow summarize, that the finding of normal values of eNO
does not exclude the diagnosis of asthma, however, the finding of elevated eNO
value points at the steroid-responsive asthma phenotype. Elevated eNO in a patient
who takes inhaled corticosteroid treatment is the sign of reactivation of asthmatic
inflammation or sign of imminent exacerbation or signf of insufficient treatment
or insufficient compliance with the treatment. Some authors suggested that low va-
lues of eNO might have some meaning in the screening of cystic fibrosis or primary
ciliary dyskinesis - our experience with more than twelve thousand measurements
of eNO during the last 10 years does not confirm this suggestion.

Perspektivy v liecbe bronchiilnej astmy u deti
Jesefidk M., Banov¢in P,
Klinika deti a dorastu JLF UK a UNM, Martin, Slovenskd republika

Bronchidlna astma je najcastej$im chronickym respira¢nych ochorenim v det-
skom veku. Podstatou ochorenia je chronicky zépal v dychacich cestach, ktory
vedie k morfologickym ako aj funkénym zmenam, ktoré sa klinicky prejavuja
typickymi astmatickymi priznakmi. V ostatnych rokoch veda priniesla mnohé
klicové objavy v etiopatogenéze astmatického zapalu, ¢o vyznamne ovplyvnilo
pohlad na liebu astmy. Fenotypizacia astmy do iste miery ulah¢ila aj optima-
lizaciu terapeutického pristupu k astmatickému dietatu. V liecbe bol ustano-
veny krokovy rezim, v ramci ktorého dochddza ku korekcii liecby na zadklade
dosiahnutého stupria kontroly nad klinickymi priznakmi. Zakladnymi dvomi
skupinami liekov st inhalacné kortikosteroidy a antagonisty leukotriénovych receptorov.
V Kklinickom skisani st aj nové molekuly tzv. disociovanych kortikosteroidov, pri
ktorych je zvyrazneny protizdpalovy icinok pri ,,odpojeni“ neziaducich t¢inkov.
Pri alergickom zapale je na mieste aj lie¢ba modernym nesedativnym antihistaminikom.
Pri nedostatocnej kontrole ochorenia je indikované pridanie dlhodobo pdsobiaceho
@8,-mimetika. V pripade tazkej perzistujicej astmy je indikovana biologicka liecba
- omalizumab, ktord je mozné aplikovat od 6. roku Zivota. Svoje miesto v lieCbe
astmy postupne ziskava aj Specifickd alergénovd imunoterapia, ktora je vjznamnou
sticastou liecba alergickej rinitidy. Zatial ¢o inhala¢né kromény svoje postavenie
v liecbe stratili, vo vyhlade s nové skupiny liekov s potencidlom zaradenia sa do
liecebnych postupov astmy nielen u dospelych ale aj u deti (nové §,-mimetikd, anti-
cholinergikd, nové formy biologickejliecby). Okrem Standardnej farmakoterapie mozno
v komplexnej liecbe astmy zvolit aj viaceré prirodné pripravky, ktoré pri spravnej
indikacii m6zu podporit u¢inok Standardnej antiastmatickej liecby (vitamin D,
zinok, beta-glukany, systémova enzymoterapia, niektoré fytofarmaka).

Aj napriek tomu, Ze liecba detskej astmy predstavuje jeden z najprepracova-
nejsich lieCebnych protokolov, budicnostou predstavuje personalizovand terapia, pri
ktorej bude mozné lietbu usit na mieru na zdklade najma genetickej informacie
typickej a Specifickej pre konkrétneho pacienta.

Perspectives in the treatment of
bronchial asthma in children

Jesefidk M., Banov¢in P,

Department of Pediatrics, Jessenius Faculty of Medicine, Comenius
University, University Hospital Martin, Slovak Republic

Bronchial asthma is the most frequent chronic respiratory disease in child-
hood. The background of asthma consists from chronic airway inflammation,
which leads to the morphological and functional changes with typical clinical
asthmatic symptoms. In the last years, several important inventions in the
field of etiopathogenesis of asthmatic inflammation significantly influenced
the approach to the treatment of asthma. Phenotypisation of bronchial asthma
simplified also the optimalization of therapeutic approach to the asthmatic
child. The actual therapy is designed in step-by-step manner according to which
the correction of the treatment is performed regarding the achieved control over
clinical symptoms. Two basic antiasthmatic drugs are inhaled corticosteroids and
leucotrien receptor antagonists. There are also new dissociated corticosteroids in the clini-
cal investigation with increased anti-inflammatory effect and dissociated side
effects. Allergic asthmatic inflammation should be treated by modern non-sedating
antihistamines. In case of insufficient disease control, the long acting 8,-agonist should
be added. The severe persistent asthma could be treated by monoclonal antibod-
ies against IgE - omalizumab, which can be applied in children older than 6 years.
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Specific allergen immunotherapy has also increasing importance in the treatment of
allergic forms of asthma. While the inhaled cromones have lost their position
in the treatment of asthma, there are several potential drugs which will be soon
added to the therapeutic algorithm of asthma (new f8,-agonists, anticholinergics, new
forms of biological therapy). Besides the standard antiasthmatic pharmacotherapy, it
is possible to add to the treatment also some natural substances which can in right
indication help and support the pharmacotherapy of asthma (vitamin D, zinc,
beta-glucans, systemic enzyme therapy, some phytopharmacs).

Although the treatment of child bronchial asthma is one of the most elaborated
therapeutic protocols, the future is presented by personalised therapy, which is de-
signed specifically for the particular patient according to the genetic information
of the ill subject.

Bakteriologické aspekty cystickej fibrozy
Feketeova A.', Urbanova V.', Fandikova Y. 2

11, Klinika deti a dorastu DFN a UPJS KoSice, Slovenskd republika
“Synlab Kosice, Slovenskd republika

Primdrnou pricinou morbibity a mortality pacientov s cystickou fibrézou je
chronicka respiraénd infekcia, vediica k progresivnej detoriacii pliicneho tkaniva,
k poklesu placnych funkcif a k respiratnému zlyhaniu, ktoré je aZ v 90 % pri¢inou
umrtia pacientov s cystickou fibrézou. Historicky je znamych niekolko bakteri-
alnych druhov, ktoré sa povazujii za kauzalne patogény plucnych infekcii, hoci
moderné mikrobiologické metddy naznacuju, ze ide o pestri mozaiku baktérii a
infekcie st skor polybakteridlne.

Epidemiologické data z ndrodnych registrov dokumentuja tstup pseudomona-
dovych infekcif a hldsia ndrast rezistentnych kmenov, napr. Staphylococcus aureus
Methicilin rezistentny - MRSA, Burgholderia cepacia komplex, ¢i mukéznymi kmenimi
Pseudomonas aeruginosa.

Cielom nasej klinickej Studie bolo retrospektivne zhodnotit mikrobidlne
spektrum respiracnych infekcii u deti s cystickou fibrézou v priebehu 10-ro¢ného
sledovania.

Pacienti a metddy: V Centre pre cystickd fibrézu pri I. Klinike deti a dorastu
DFN Kosice sme v rokoch 2001-2011 dispenzarizovali 83 deti s cystickou fibrézou
(priemerny vek 12,2 roka). U kazdého dietata sme v pravidelnych intervaloch mik-
robiologicky vySetrovali spitum, resp. vytery z hrdla a nosa.

Vysledky: Mikrobiologické agens sa v priebehu rokov 2001-2011 vyrazne
zmenilo. R. 2001 sme dokdzali Pseudomonas aeruginosa u 38 % pacientov, u 67 %
sa zistil Staphylocccus aureus, Burgholderia cepacia u 17 %, MRSA vykultivovany nebol. R.
2006 poklesol zachyt kmeriov Pseudomonas aeruginosa, stipol pocet Burgholderia cepacia,
Staphyloocccus aureus aj podiel inych baktérii, vratane MRSA v 4 %. Stabilizujici trend
pseudomonadovej infekcie pretrval aj v roku 2011 (30 %), ale na druhej strane, doslo
k signifikantnému narastu MRSA (11 %!). Intermitentne bol pritomny u dvoch pa-
cientov Stenotrophomonas maltophilia, ojedineld bola alergickd bronchopulmonalna
aspergildza, zatial ¢o atypické mykobakteridzy sa nezistili.

Zaver: Vysledky nasho longitudinilneho sledovania st v stilade s vysledkami
centier z inych eurépskych krajin. Na zmene mikrobidlneho spektra sa moze
podielat cely komplex terapeutickych a prisnych hygienickych opatreni. Obavy
vyvolava rastiici zichyt baktérii MRSA, ktory moze limitovat priebeh a prognézu
respira¢nych infekcif u deti s cystickou fibrézou.

Bacteriological aspects of cystic fibrosis
Feketeova A.', Urbanova V.', Fandikova Y. 2

"1 Department of Paediatrics and Adolescent Medicine, Children s University
Hospital, Faculty of Medicine P. J. Safdrik University, Kosice, Slovak Republic
“Synlab Kosice, Slovak Republic

The primary cause of morbidity and mortality in patients with cystic fibrosis
is a chronic respiratory infection, leading to a progressive damage of lung paren-
chyma, a decrease in lung function and respiratory failure, which a cause of death
in is up to 90% of Cystic fibrosis patients. Historically, several bacterial species are
considered as causative pathogens in pulmonary infections, although modern
microbiological methods suggest that it is a colourful mosaic of bacteria and infec-
tions are more polybacterial.
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Epidemiological data from national registries document a retreat of Pseudomonas
aeruginosa infection and report a rise in resistant strains, for example Methicillin-
resistant Staphylococcus aureus - MRSA, Burgholderia cepacia complex, and mucoid
Pseudomonas aeruginosa.

The aim of our retrospective clinical study was to evaluate the microbial spectrum
of respiratory infections in children with cystic fibrosis over a 10-year follow-up.

Patients and methods: Between 2001-2011 83 children (mean age 12.2 years)
with cystic fibrosis were followed in the Paediatric Cystic Fibrosis Centre in the 1%
Department of Paediatrics and Adolescent Medicine CHUH KoSice. Each child was
periodically investigated by sputum microbiology and by throat and nose swabs.

Results: In the years 2001-2011 microbiological spectrum has been changing
significantly. In 2001 Pseudomonas aeruginosa was confirmed in 38% of patients,
in 67% we found Staphyloocccus aureus and Burgholderia cepacia in 17% of patients, no
patient had MRSA. In 2006 detection of Pseudomonas aeruginosa strains in the study
group decreased, increased Staphylocccus aureus, Burgholderia cepacia and other bacteria,
including MRSA. The stabilized trend of Pseudomonas infection had continued
also to year 2011 (30%), but on the other hand, there was a significantly increased
detection MRSA (11%!). We intermittently cultivated Stenotrophomonas maltophilia in
two patients, while atypical mycobacteria were not found and allergic broncho-
pulmonary aspergillosis were very rare.

Conclusion: The results of our longitudinal follow-up are consistent with
the centres of other European countries. The whole complex of therapeutic and
strict hygiene measures may participate in the changing microbial spectrum.
We are concerned about increasing detection of MRSA, which may negatively
influence disease course and prognosis of respiratory infections in children with
cystic fibrosis.

Prevence ischemické choroby srdeéni v Ceské republice
Urbanovi Z.!, Samének M.

'Klinika détského a dorostového 1ékarstvi, 1. 1ékafskd fakulta Univerzity

Karlovy a VSeobecnd fakultni nemocnice, Praha, Ceskd republika

2Détské Kardiocentrum Fakultn{ nemocnice Motol, Praha, Ceskd republika

ateroskler6zy. Patologickoanatomické studie aterosklerdzy (jako Bogalusa Heart
Study) ukazuji, Ze pfitomnost a zavaznost aterosklerotickych zmén na cévach déti
u neocekavanych tmrti pozitivné a signifikantné koreluji s hladinou LDL chole-
sterolu jiz po 10. roku zivota.

V Ceské republice se déti se zvySenym rizikem aterosklerézy vyhledavaji selektiv-
nim screeningem, ktery se provadi u déti s pozitivni rodinnou anamnézou rizikovych
faktorl pfi povinné preventivni prohlidce ve véku 5 a 13 let spolu se zméfenim krev-
niho tlaku a stanovenim BMI. To je zaznamenano ve zdravotnim priikkazu kazdého
ditéte. Pfi pozitivni rodinné anamnéze, nebo pii zji§téni vyznamnych rizikovych
faktorl stanovujeme hladinu celkového, HDL, LDL cholesterolu a triglyceridd.
Pii zjiSténi hyperlipidemie jsou déti 1éCeny v ordinacich pro praktické 1ékate pro
déti a dorost rezimovymi opatfenimi. U téZ§ich forem se déti odesilaji k détskému
kardiologovi nebo do specializovaného lipidologického centra, kde se vySetfuji
irodiCe, zpfestiuje se diagnostika i vzaicnych poruch metabolismu lipidG a zahajuje
i farmakologicka 1écba. Kromé vyhledavani dyslipidemii u déti diagnostikujeme
pfi preventivnich vysetfenich také ostatni zavazné rizikové faktory aterosklerézy,
Kkteré se snazime ovlivnit.

Z4vér: Primarné preventivnim piistupem v pediatrii se v Ceské republice daf{ véas
zachytit a 1é¢it nejen déti ohrozené predcasnou aterosklerézou, ale také mladé rodice
zejména s familidrni hypercholesterolemii, ktefi jsou ohrozeni ¢asnou koronarni
piihodou nejvice a 0 svém onemocnéni nevédi. Pediatfi se tak vyznamneé podili na
sniZeni mortality a morbidity na kardiovaskuldrni onemocnéni.



Program of prevention of coronary artery
disease from childhood in Czech Republic
Urbanovi Z.!, Samének M.

'Dept. of Pediatrics, 1* Medical Faculty, Charles University, Prague, Czech Republic
Kardiocentrum, University Hospital Motol, Prague, Czech Republic

Morbidity and mortality from coronary artery disease in the Czech Republic is still
very high. The early stages of the atherosclerotic process begin during childhood, It
has been shown that some children have arterial fatty streaks by age 10. Bogalusa
Heart Study suggest that atherosclerosis begins in the pediatric age group.

We would like to introduce unique pediatric preventive program in Czech
Republic, which was started in the early 1990s and identifying children at high risk.
Pediatricians are obliged to measure not only blood pressure and BMI, but also lipid
profile (plasma total cholesterol, LDL, HDL cholesterol and triglyceride) in children
with positive family history at the age 5 and 13. This obligation is incorporated in
the “Health Passport” of everyone born in Czech Republic. The lipoprotein profiling
is offered also to other members of the family. A high number of parents at high
risk for coronary heart disease can be identified through their children. Children
identified as being in increased risk of ischemic heart disease are referred to pedi-
atric cardiologists or specialized centers to be followed up and treated. We try to
modify diet and life style while children are still forming their habits.

Conclusions: Primary prevention of coronary artery disease from childhood
represents a big challenge for pediatric cardiologists and pediatricians. It offers a
great opportunity to play an important role in decreasing cardiovascular morbidity
and mortality in the Czech Republic.

Ako lieCime hypertenziu v detskom veku?

Vrsanska V.!, Masura J.!, Kri$$ikova A.!, Simurka P.?, Barakova A.*, Kovacs L.*
'Ndrodny tistav srdcovo-cievnych chordb, Detské kardiocentrum, Bratislava, Slovenskd republika
“Detské oddelenie, Fakultnd nemocnica, Trencin, Slovenskd republika

3Ndrodné centrum zdravotnickych informdcif, Bratislava, Slovenskd republika

42, detskd klinika, Lekdrska fakulta Univerzity Komenského a Detskd fakultnd

nemocnica s poliklinikou, Bratislava, Slovenskd republika

Uvod: V inicidlnej fize hypertenzie sa odporiéajii nefarmakologické opatrenia.
Medzi nefarmakologické odporii¢ania patria dietetické opatrenia a zmena Zivotného
$tylu. Farmakologicka liecba je vyhradend pre hypertenziu, u ktorej nefarmakologic-
ka liecba nedosiahla ziaduci efekt. Ide o pripady pretrvavania hypertenzie napriek
nefarmakologickej liecbe, u ktorych je pritomné si¢asne postihnutie cielovych
organov, o symptomatickd hypertenziu, sekundarnu hypertenziu, o pacientov
s diabetes mellitus. V praxi sa pouZiva najcastejsie liecba ACE inhibitormi, be-
tablokatormi, blokatormi kalciového kandla, diuretikami. Uspesnost sa odvija od
etiopatogenézy a patomechanizmov hypertenzie detského pacienta.

Materidl a metodika: V rdmci plnenia Nirodného programu prevencie
ochoreni srdca a ciev sa v Detskom kardiocentre v spolupraci s Narodnym cen-
trom zdravotnickych informacii a detskymi kardiolégmi na celom Slovensku
v roku 2011 zaviedol register hypertenzie v detskom veku s cielom zistit inciden-
ciu rizikovych faktorov srdcovocievnych ochoreni u deti do 18 rokov + 364 dni.
Hlasili sa novodiagnostikované pripady i deti, ktoré sa vambulanciach sledovali pred
rokom 2011. V tomto prispevku sme sa zamerali na vyskyt hypertenznych hodnét
arteridlneho tlaku krvi podla veku, diagnostické postupy a indikovant liecbu.

Vysledky: V roku 2011 bolo do registra nahlasenych 1077 18-rocnych a mladsich
deti, z nich 29,3 % (316) ako novodiagnostikované pripady. V subore sa evido-
valo 34,7 % deti s prehypertenziou, 65,3 % s hypertenznymi hodnotami tlaku
krvi (I a I1.), sekundarnu hypertenziu malo 8,3 % deti. Vyskyt podla pohlavia
bol takmer 3 : 1v neprospech chlapcov. Podla idaja lekara o si¢asnej hmotnosti
deti nad odpori¢ané hodnoty (nadvaha + obezita) nebol zisteny signifikant-
ny rozdiel medzi chlapcami a dievCatami (obezita: chlapci - 46 %, dievcatd -
51 %). V lieCbe sa najcastejSie pouzivaji betablokitory a ACE inhibitory, len
v ojedinelych pripadoch lie¢ba kombinovana.

Zaver: Cielom rieSenia Narodného programu prevencie ochoreni srdca a ciev
je znizenie vyskytu kardiovaskularnych ochoreni, zniZenie vyskytu komplikdcii
a v konecnom désledku zniZenie morbidity a mortality na kardiovaskularne ocho-
renia v dospelosti.

How we treat arterial hypertension in paediatric population?
Vrsanska V!, Masura J.!, Kris$ikova A.!, Simurka P.?, Bardkova A , Kovacs L.*
'National Institute of Cardiovascular Diseases - Children “s Cardiac Centre, Bratislava, Slovak Republic
“Department of Paediatrics, The Faculty Hospital, Trencin, Slovak Republic

“The National Centre of Health Information, Bratislava, Slovak Republic

#2r Department of Paediatrics, Comenius University Medical School and

University Children s Hospital, Bratislava, Slovak Republic

Introduction: In the initial phase of hypertension, non-pharmacological
measures are recommended. To the non-pharmacological recommendations
belong dietetic measures and change of life-style. Pharmacological treatment is
reserved for hypertension, in which the non-pharmacological measures did not
achieve the desirable effect. It is indicated in the case of persistence of hyperten-
sion despite the non-pharmacological treatment together with the presence of
target organs damage, symptomatic hypertension, secondary hypertension and
patients with diabetes. In practice, the most frequently used treatment is by ACE
inhibitors, beta blockers, calcium-channel blockers and diuretics. The success of
treatment depends on etiopathogenesis and patomechanisms of hypertension of
the paediatric patient.

Material and methods: Within the National program of cardiovascular diseases
prevention, in Children ‘s Cardiac Centre in cooperation with the National Centre
of Health Information and with paediatric cardiologists of the whole Slovakia, in
2011 a registry of hypertension in paediatric age was created, with the aim of as-
sessment of incidence of cardiovascular diseases risk factors in children up to the
age of 18 years and 364 days. Newly diagnosed children, as well as children with
hypertension diagnosed before 2011 were recorded. In this abstract, we focused on
the incidence of hypertensive values of arterial blood pressure according to the age,
on the diagnostic process and on the applied treatment.

Results: In 2011, 1077 children aged of 18 years and younger were recorded into
the registry; 29.3% of them (316) were newly diagnosed cases. In our group 34.7%
of patients with pre-hypertension and 65.3% of patients with hypertensive values
of blood pressure (stage I and II) were registered. Secondary hypertension was
present in 8.3% of patients. The incidence of hypertension according to the gender
was almost 3:1 (significant dominance of males). According to the data of the pa-
tients’ current body weight from paediatricians (overweight + obesity), there were
no significant differences between boys and girls (obesity: boys 46%, girls 51%). In
treatment, the most frequently used drugs are beta blockers and ACE inhibitors;
only in rare cases, the treatment is combined.

Conclusion: The aim of the National program of cardiovascular diseases preven-
tion is the reduction of cardiovascular diseases prevalence, reduction of complica-
tions and finally a decrease of cardiovascular diseases morbidity and mortality in
adulthood.

Vztah medzi obezitou a zivaZnostou
hypertenzie u deti a adolescentov

Babinska K.!, Kovics L.}, Feber J.?

12. detskd Klinika, Lekdrska fakulta Univerzity Komenského, Detskd fakultnd
nemocnica s poliklinikou, Bratislava, Slovenskd republika

Division of Nephrology, Department of Pediatrics, Children’s

Hospital of Eastern Ontario, Ottawa, Canada

Uvod: Najnovsie poznatky ukazujd, Ze obezita aj hypertenzia maji svoje korene
v detskom veku, ¢o zdéraznuje Glohu pediatrov v primarnej prevencii tychto ocho-
reni. V kontraste s obezitou, ktora moze byt lahko diagnostikovana pomocou body
mass indexu, abnormalny krvny tlak mdZe byt Casto nerozpoznany. 24-hodinové
monitorovanie krvného tlaku (ambulatory blood pressure monitoring, ABPM) umoz-
niuje preciznejsiu diagnostiku arteridlnej hypertenzie so separatnym hodnotenim
krvnych tlakov pocas dia a noci.

Metodika: Do $tidie bolo zahrnutych 109 pacientov s primarnou obezitou vo veku
7-18 rokov (14,1 3,1), Pacienti bolo rozdeleni do 3 skupin podla smerodajnej odchylky
body mass indexu: skupina 1(n = 27): BMI > 1,65 < 3,28 SDS; skupina 2 (n = 55): BMI
>3,29 < 4,91 SDS; skupina 3 (n =27): BMI > 4,92 SDS. Definicia a stanovenie stupria
hypertenzie bolo zaloZené na hodnoteni krvného tlaku a naloze krvného tlaku (BP
load), ktoré boli ziskané z 24-hodinového monitorovania krvného tlaku.
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Vysledky: Len 24 % obéznych deti malo normalny krvny tlak, 25 % prehyperten-
ziu, 3 % hypertenziu a 48 % zavaznu hypertenziu. Zavaznost hypertenzie stipala
signifikantne so stupriom obezity (P = 0,0027). Denny systolicky, diastolicky a stred-
ny arteridlny tlak stipal signifikantne s BMI, kym nocny tlak ostaval elevovany
nezavisle od stupria obezity.

Zaver: Skoro 50 % deti s obezitou a hypertenziou detekovanou na ABPM trpi
zavaznou hypertenziou uz v ¢ase diagnostiky. Medzi obezitou a zdvaznostou hy-
pertenzie u deti a adolescentov existuje vyznamné spojenie. Krvny tlak merany
pocas dila (v ambulancii) je zvy$eny aZ u pacientov so zdvaznej$ou obezitou. Vo
v€asnych $tadidch obezity méze byt elevovany len no¢ny krvny tlak, ¢o je mozné
detegovat len na ABPM.

Prdca bola podporend grantom VEGA 1/1267/12 a 1/0955/10.

Association between obesity and the severity of
ambulatory hypertension in children and adolescents
Babinska K.!, Kovics L.}, Feber J.?

12 Department of Pediatrics, Comenius University Medical School,

Children’s University Hospital, Bratislava, Slovak Republic

“Division of Nephrology, Department of Pediatrics, Children’s

Hospital of Eastern Ontario, Ottawa, Canada

Introduction; Obesity and hypertension have their roots in childhood and
adolescence, thus emphasizing the pediatrician’s role toward primary prevention
early on in a child’s life. In contrast to obesity, which can be easily diagnosed by
an elevated body mass index, the abnormal blood pressure can be frequently unde-
tected. The ambulatory blood pressure monitoring (ABPM) enables a more accurate
detection of arterial hypertension in children with a separate assessment of BPs
during daytime and nighttime periods.

Methods: A total of 109 patients with primary obesity ages 7 to 18 years
(mean + SD age; 14.1+3.1) were enrolled. Patients were divided into three groups
according to body mass index (BMI) Z-scores: group 1 (n=27): BMI >1.65 and
<3.28 standard deviation scores (SDS); group 2 (n=55): BMI >3.29 and <4.91 SDS;
group 3 (n=27): BMI >4.92 SDS. Definition and staging of ambulatory hypertension
was based on blood pressure (BP) levels and BP load, obtained from ambulatory
BP monitoring (ABPM).

Results: Only 24% had ambulatory normotension, 25% had ambulatory prehy-
pertension, 3% had hypertension, and 48% had severe ambulatory hypertension.
The severity of hypertension increased significantly with the degree of obesity (P
% .0027). Daytime systolic, diastolic, and mean arterial BPs increased significantly
with increased BMI, whereas the nighttime pressure remained elevated regardless
of the degree of obesity. Isolated nighttime hypertension was observed in 25% of
patients and 38% were classified as nondippers.

Conclusion: Almost 50% of children with obesity and hypertension detected
on ABPM suffer from severe ambulatory hypertension. Furthermore, there is
a significant association between obesity and the severity of ambulatory hyper-
tension in children and adolescents. The office BP (measured during the daytime)
remains normal throughout the early stages of obesity. Patients with early stages
of obesity may only have an elevated nighttime BP, and this can only be detected
during the 24-hour BP monitoring.

Supported by grant VEGA 1/1267/12 and 1/0955/10.

Uskalia diagnostiky metabolického syndrému u deti
Vitiriusova E., Kostilova L,, Pribilincovi Z., Hlavata A,, Babinski K., Kovics L.
2. detskd klinika Lekdrskej fakulty Univerzity Komenského a Detskej fakultnej

nemocnice s poliklinikou v Bratislave, Bratislava, Slovenskd republika

Uvod: So stipajlcou prevalenciou exogénnej obezity u deti je pozorovany
i Castejsi vyskyt zmien v lipidovom a sacharidovom metabolizme. Tie sa zdruzuja
v metabolickom syndréme (MS).

Metodika: Hodnotili sme vyskyt MS a jeho komponentov v skupine 98 pacientov
s exogénnou obezitou vo veku od 5 do 16 rokov. Z nich 21 bolo vo veku od 5 do 9,9
rokov a 77 vo veku od 10 do 16 rokov. Merali sme hmotnost a vys$ku, stanovovali SDS
BMI. Urcili sme tlak krvi, pricom hodnoty 295. percentil pre vek, pohlavie a vy§ku
boli povazované za hypertenziu. Stanovili sme hladinu glykémie, lipidogram,
imunoreaktivny inzulin. Pacientov sme podrobili ordlnemu glukézotoleranénému
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testu a vypocitali sme HOMA index inzulinovej rezistencie. Pritomnost MS sme
urcili pomocou modifikovanych IDF kritérii.

Vysledky: Samostatne sme vyhodnocovali vyskyt MS a jeho charakteristik
vo veku do 10 rokov a od 10 do 16 rokov. Porucha glukézovej tolerancie sa do-
kazala u takmer 8 % star$ich deti a u Ziadneho mladsieho dietata. Starsie deti
mali ¢astejSie stav inzulinovej rezistencie, eleviciu triacylglycerolov (53,3 %)
a nizke HDL frakcie cholesterolu (54,4 %). U mladsich pacientov prevazovala
hypercholesterolémia (38,1 % mladsich vs. 17,6 % starSich deti). U starsich deti
sme tieZ ¢astej$ie pozorovali hodnoty systolického (36,4 %) a diastolického (24,7 %)
tlaku krvi nad 95. percentil. Na zdklade IDF kritérii sme u star$ich pacientov dia-
gnostikovali MS u 32,5 %, pricom pouzitim percentilovych kritérii pre krvny tlak
stipol ich podiel na 39 %.

Zaver: V praci poukazujeme na tiskalia diagnostiky MS vzhladom na menlivost
jeho zédkladnych klinickych ¢ft v detskom veku. Pri aplikdcii koncepcie MS do praxe
neodportcame ¢akat, kym sa naplnia jeho vSetky diagnostické kritéria, ale tieto
izolované charakteristiky ¢o najskér identifikovat a prislusnym spésobom lieit.
Odportcame posudzovat tlak krvi podla percentilov, pretoze je zname riziko vy-
plyvajice z hypertenzie pritomné uz pri tlaku vy$$om ako 95. percentil pred dany
vek, pohlavie a vysku.

Prdca bola podporend grantom VEGA 1/1267/12 a1/0955/10.

Problems of metabolic syndrome diagnostics in children
Vitiriusova E., Kostalova L., Pribilincova Z., Hlavati A., Babinska K., Kovics L.
2" Pediatric Department, Comenius University Medical School,

Children‘s University Hospital, Bratislava, Slovak Republic

Introduction: Increasing prevalence of exogenous obesity in children is related
to changes in lipid and carbohydrate metabolism. These changes are main features
of metabolic syndrome (MS).

Methods: We evaluated incidence of MS and its components in 98 children with
exogenous obesity. Children were divided in two age, 21 of them were from 5d0 9.9
years and 77 from 10 to 16 years. Height, weight was measured, standard deviation
score of BMI was estimated. We measured blood pressure, values >95th percentile for
the gender, age and height were classified as hypertension. Fasting glycemia, blood
lipids, immunoreactive insulin in serum and oral glucose tolerance test (0GTT) was
performed. Insulin resistance was determined according to HOMA index. The preva-
lence of metabolic syndrome was evaluated with the use of modified IDF kriteria.

Results: We evaluated the incidence of complications of obesity separately
in younger and older children. The oGTT showed impaired glucose tolerance in
8% of older children and no younger patient. Children above 10 years had more
often insulin resistance condition, increased levels of triglycerides (53.3%) and
decreased HDL cholesterol (54.4%). Hypercholesterolemia was found in 38.1%
younger children versus 17.6% older ones. In the older group increased prevalence
of systolic (36.1%) and diastolic (24.7%) blood pressure over the 95th percentile was
found. Based on IDF criteria, MS was diagnosed in 32.5% older children. If more
strict criteria for blood pressure were used, ratio increased to 39%.

Conclusion: We mention main pitfalls of diagnosing MS due to its changeable
features in childhood. When applying the concept of MS we don "t recommend to
wait until criteria are fulfilled, but isolated features identify and appropriately
treat. Since the risk of hypertension complications is present when blood pressure is
above 95 percentile for a age, sex and height, the blood pressure should be evaluated
according to percentile nomograms.

Supported by grant VEGA 1/1267/12 and 1/0955/10.

Analyza referenénych hodnét indexu telesnej
hmotnosti v Celostatnych antropometrickych
prieskumoch deti a mlideZe na Slovensku
Regecova V., Simurka P.?

'Ustav normdlnej a patologickej fyzioldgie SAV Bratislava, Slovenskd republika
“PediatrickdKlinika, Fakultnd nemocnica Trencin, Slovenskd republika

Uvod: Pouzitie odli§nych alebo nespravne nastavenych kritérii indexu te-
lesnej hmotnosti (BMI) skresluje rozdiely medzi chlapcami a dievéatami, analyzu
individudlnych a popula¢nych trendov aj porovnavanie literarnych domécich
azahrani¢nych tdajov.



Ciel: Zistit aky dosah maju rozdiely v referen¢nych hodnotach BMI na identifi-
Kkaciu jedincov s nezdravou (neprimerane vysokou alebo nizkou) hmotnostou.

Metodika: Porovnali sme referen¢né hodnoty BMI z Celo$tatnych antropomet-
rickych prieskumov SR (CAP) z 1. 1991 a 2001 aj aktualne tidaje vo Vestniku ,,0dborné
usmernenie o diagnostike a lie¢be obezity u deti ¢. 13278-0ZS-2011“ - Vyhlaska
Ministerstva zdravotnictva z r. 2012 (MZ SR 2012). Percentilové hodnoty BMI z CAP
1991 neboli publikované, preto sme ich vypocitali transformaciou z-skore a stanovili
podiely jedincov s neprimerane nizkou a vysokou hmotnostou, z ktorych sme odvo-
dili mieru skreslenia spdsobeného posunom hranic normalneho BMI.

Vysledky: V porovnani s limitmi BMI podla CAP 1991 st aktualne referencné hod-
noty vyznamne vysie, pri nadhmotnosti dosahuji rozdiely v zavislosti od veku +0,5
az+1,5jednotky BMI, pri obezite od +1,5 do +3,8. Posun nahor poukazuje na zvySenie
vyskytu obezity u chlapcov v priemere 0 4,7 %, u dievcat 0 3,1 %. Podiel nadmernej
hmotnosti vratane obezity sa v priebehu dekady celkovo zvysil na 16,6 % resp. 14,4 %
(namiesto ocakavanych 10 %), vyraznejsie v mladsich vekovych skupinach. Zmeny
v hodnotach 3. a10. percentilu boli v rozpiti +0,2 az +1,4 BMI. Najmensie rozdiely
< 0,5 BMI sa zistili v pdsme 25.-75. percentilu. Kritérid pre neprimerane nizku
a vysok hmotnost podla Vyhlagky MZ SR 2012 sa vyznacuji neobvyklymi vekovy-
mi vykyvmi, priom tabulkové idaje nekoreSponduju s grafmi. PouZitie tabuliek
by znemoznilo identifikiciu jedincov ohrozenych podvyzivou a grafy vyznamne
(0 40-50 %) podhodnocuju frekvenciu obezity.

Zavery: Referencné tidaje BMIvo Vyhldske MZ SR 2012 st zavadzajiice a nezodpo-
vedajl deklarovanému zdroju. Aktudlne percentilové kritéria pre hranice primeranej
hmotnosti podla CAP 2001 st modifikované narastom podielu obéznych jedincov
pocas dekady 1991-2001, ¢o potvrdzuje nutnost ich revizie, zakladom ktorej by sa
mohli stat vysledky tejto Stidie.

S podporou grantov APVV-0523-10 a VEGA-2/0084/10.

Analysis of the body mass index standards
in the National Anthropological Surveys
on children and adolescents in Slovakia
Regecova V., Simurka P.?

'Institute of Normal and Pathological Physiology,

Slovak Academy of Sciences in Bratislava, Slovak Republic
“Department of Pediatrics, University Hospital Trencin, Slovak Republic

Introduction: The use of different or incorrect of criteria of body mass index
(BMI) mispresents the assessment of the gender differences between boys and
girls, the analysis of individual and population trends as well mutual comparison
of national and foreign data.

Objective: To determine the impact of differences in BMI reference values on
to the identification of individuals with an unhealthy (excessively high or low)
weight.

Methods: We compared the BMI reference values from two National
Anthropological Surveys in Slovakia carried out in the 1991 and 2001 (NAS) and
the latest data in official Guidelines on the Diagnosis and Treatment of Obesity in
Children no. 13 278-CFC-2011 - Public Notice of the Ministry of Health in the year 2012
(PNMH 2012). BMI percentile values of the NAS 1991 have not been published, so we
calculated them by z-score transformation. Based on the differences between the
Tespective percentiles in both surveys, we theoretically determined the proportions
of individuals with excessively high or low weight during the decade of 1991-2001
and the degree of distortion caused by the shifting limits of normal BMI.

Results: Cender differences in mean BMI in both surveys were negligible, ex-
cept of awkward age (11-14 years), so there is a question why not to use the gender
specific standards only in these categories. The reference values of BMI in current
standards according the NAS 2001 were significantly higher as compared with the
NAS in1991. The differences reach +0.5 to +1.5 BMI units for overweight and +1.5 to
+3.8 for obesity. The shift of the percentiles to higher values points to the increased
prevalence of obesity in boys by 4.7%, in girls by 3.1% in average. The overall propor-
tion of overweight including obesity exceeded during the decade 16.6% in boys and
14% girls (instead of the expected 10%), again more pronounced in the younger age
groups. Values of the 3™ and 10® percentiles have changed, especially in 8-14 y.
(by +0.4 to +1.4 BMI units). The smallest differences < + 0.5 BMI were found in the
range of 25®-75% percentiles. Criteria published by PNMH 2012 for both excessively
low and high weight are characterized by unusual age fluctuations, and also the

tabular data do not correspond with their graphical expressions. According to the
tables there is almost impossible to identify individuals at risk of malnutrition.
Paradoxically, the table standards fail to distinguish the children, whose weight
is already excessive, but so far was not developed into obesity. The graphs (as well
as data of NAS 2001), in turn significantly underestimate the obesity rate (by 40%
to 50%) in the young Slovak population.

Conclusions: Analysis of BMI reference values for children and adolescents in
Slovakia showed that the current percentile criteria BMI limits are modified because
of an increased incidence of obesity during the decade of 1991-2001 and confirmed
the need for revision, the basis of which they could become the results of this study.
Civen that the largest discrepancies were found in the data for children less than
12 years, the rectification should focus preferentially on the youngest age groups
including those that were not the subject of this analysis. The new BMI limits
should be set in collaboration with experts in the field of pediatrics, anthropology
and statistics and thereafter open to parents, professionals, general public and
insurance companies as together with electronic access also to other reference data
on relevant anthropometric parameters.

Financial support: Grants of Slovak Research and Development Agency APVV-0523-10 and
VEGA-2/0084/10.

Novorodenecké skriningy v SR - sti€asny stav a perspektivy
Zibolen M., Li¢anovi L., Matasova K.
Neonatologickd Klinika, JLF UK a UNM, Martin, Slovenskd republika

Uvod: Skriningové vySetrenia novorodencov si vykonavané s cielom vy-
hladat a zachytit vybrané ochorenia v asymptomatickom §tadiu. Ide o choro-
Dby, ktoré nie je mozné stanovit klinickym vySetrenim a ich véasnym zistenim
a lietbou je mozné predist Gmrtiu alebo zdvaznym trvalym nasledkom na zdravi
jednotlivca.

Metodika: Pouzité diagnostické met6dy musia byt dostatocne citlivé s minimom
falo$ne negativnych vysledkov a efektivne aj z hladiska ceny. Povinne vykonavané
neselektivne skriningy v novorodeneckom veku st upravené odbornymi usmerne-
niami Ministerstva zdravotnictva SR.

Vysledky: V si¢asnosti neonatolégovia pocas hospitalizicie dietata na novorode-
neckych pracoviskach realizuju nasledovné skriningy: 1. skrining poruchy sluchu
vySetrenim tranzientnych otoakustickych emisii pristrojom najneskor na treti deni
Zivota, 2. odhalenie kongenitdlnej katarakty vySetrenim cerveného reflexu ocného
pozadia oftalmoskopom, 3. v spolupraci s ortopédmi skrining dysplazie bedrovych
klbov fyzikalnym a ultrasonografickym vy3etrenim najneskér v 4. tyzdni Zivota.
Laboratérny skrining sa vykonava zo suchej kvapky krvi odoberanej po 72. hodine
Zivota a vySetruje sa v Skriningovom centre novorodencov SR. Ide o stanovenie
fenylketonurie, kongenitalnej hypotyredzy, kongenitdlnej adrenalnej hyperplazie,
cystickej fibrézy a vybranych dedi¢nych metabolickych portich. Na Slovensku sa
velkou va¢§inou neonatologickych pracovisk realizuji aj dalsie nepovinné skrinin-
gy: ultrazvukové vySetrenie obli¢iek a mozgu ako aj skrining kritickych vrodenych
vyvojovych chyb srdca pulznou oxymetriou.

Zaver: Autori zhriuja pravidla realizicie jednotlivych skriningovych vysetreni
a dalsi postup v pripade pozitivneho nalezu.

Neonatal screening in Slovakia - current

program and perspectives

Zibolen M., Lii¢anovi L., Matasova K.

Clinic of Neonatology, JEMED CU, University Hospital Martin, Martin, Slovak Republic

Introduction: The aim of neonatal screening is to detect certain disorders at
asymptomatic stage. Itis not possible to find out these disorders by means of clinical
examination, and, at the same time, their early detection and treatment prevent
mortality or serious long-term morbidity.

Methods: A screening examination has to be sufficiently sensitive, with mini-
mum of false-negative results, and cost-effective. There are guidelines issued by the
Ministry of Health of the Slovak Republic, that rule the compulsory non-selective
neonatal screening.
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Results: At present, neonatologists perform the following screening examinati-
ons during the hospitalization of newborn infants: 1. screening for hearing disorder
by assesing the transient otoacoustic emissions not later than on the third day of
life, 2. detection of congenital cataract by red reflex testing of the ocular fundus
using an ophthalmoscope, 3. screening for hip dysplasia by physical and ultrasound
examination in cooperation with orthopedists not later than in the fourth week of
life. Laboratory screening tests are performed on dry blood drop samples, which are
collected after 72 hours of life, and are examined in the Screening Newborn Centre
of the Slovak Republic. The laboratory tests are available for phenylketonuria, con-
genital hypothyreosis, congenital adrenal hyperplasia, cystic fibrosis, and selected
hereditary metabolic disorders. Most of the neonatal departments in Slovakia carry
out also optional screenings such as ultrasound examination of the kidneys and
brain, and pulse oximetry screening for critical congenital heart defects.

Conclusions: The authors summarize the rules of performing of particular scree-
ning tests and subsequent procedures following abnormal screening test results.

Hyperbilirubinémie novorodencov
Bauer F., Demovi K,
Novorodeneckd klinika FNsP, Noveé Zdmky, Slovenskd republika

Novorodenecka zltacka sa prezentuje takmer u 80-100 % nezrelych novorodencov
a v 50-60 % u zrelych novorodencov. Je ¢astou pri¢inou oneskoreného prepustenia
z novorodeneckého oddelenia.

U vdcsiny deti je nekonjugovand hyperbilirubinémia normalny prechodny jav.
ZvyCajne je benigna, avak moZe byt priznakom i velmi zdvazného aZ Zivot ohrozuji-
ceho stavu. Vysoké hladiny nekonjugovaného bilirubinu a jeho neurotoxicita mézu
spdsobit zavazné celoZivotné neurologické nasledky aZ smrt novorodenca, pritom je
mozna prevencia. NajdoleZitejsim preventivnym krokom vSeobecne je zabezpeCenie
adekvatnej enterdlnej vyZivy. Dalsim preventivnym krokom je ostraZité sledovanie
novorodeneckej Zltacky, identifikicia deti s rizikom tazkej hyperbilirubinémie
a v zabezpeceni jej monitorovania aj po prepusteni do domaceho prostredia.
U v8etkych novorodencov s ikterom by mali byt pravidelne monitorované hladiny
transkutdnneho bilirubinu event. aj sérového bilirubinu. Ich vysledky by mali byt
nanasané do nomogramov podla veku dietata, ktoré boli vydané AAP a st dostup-
né na internetovej adrese http://www.nspnz.sk/neonatal/index.htm. Jednotlivé
rizikové zény a vysledné hodnoty TcB a TsB mozu viest k nacasovaniu dal§ieho
sledovania. Dalsie nomogramy, ktoré zohladiiuju vek, rizikové faktory a hladiny
sérového bilirubinu mézu poskytnit navod k tomu, kedy zacat fototerapiu, event.
indikovat vymennu transfiziu. Ak dieta vyzaduje fototerapiu alebo hladiny bilirubi-
nu rychlo stipaji, si indikované dalsie vySetrenia. Prolongovana zltacka je ¢astou
problematikou lekarov prvého kontaktu, 9 % dojcenych novorodencov je stale zltych
po 28. dni Zivota. Komplexna klinickd a laboratérna diagnostika je nevyhnutnd
u prolongovaného ikteru a u novovzniknutej zltacky, ktord sa objavi po dni7 Zivota.
Poznanie rizikovych faktorov, désledna prevencia a monitorovanie rizikovych novo-
rodencov a véasna terapia moze prispiet k zniZeniu akitnej a dlhodobej morbidity,
ako aj k zniZeniu poctu rehospitalizicii.

Neonatal hyperbilirubinemia
Bauer F., Demovi K,
Clinic of Neonatology, Faculty Hospital, Nové Zdmky, Slovak Republic

Neonatal jaundice is present in almost 80-100% of premature and 50-60% of
term newborns. It is a common cause of delayed discharge from the neonatal
unit. In most children unconjugated hyperbilirubinemia is a normal transient
phenomenon. It is usually benign but may be a symptom of a very serious and
even life-threatening condition. High levels of unconjugated bilirubin and his
neurotoxicity may cause serious neurological squeal up to neonatal death while it
is preventable. The most important preventive step is to ensure adequate enteral
feeding. Another preventive step is vigilant monitoring of neonatal jaundice,
identification of children at risk for severe hyperbilirubinemia and its security and
monitoring after discharge. Transcutaneous bilirubin level and eventually serum
bilirubin should be regularly monitored in all newborns with jaundice. Their results
should be applied to chart based on the age of child, the AAP issued and are available
on the web site http://www.nspnz.sk/neonatal/index.htm. Individual risk zones
and measured values TsB and TcB can lead to timing of follow-up. Other charts that
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take age, risk factors and serum bilirubin into account can provide guidance on
when to initiate phototherapy, eventually when to indicate exchange transfusion. If
achild requires phototherapy or bilirubin levels rise rapidly, further investigations
are indicated. Prolonged jaundice is a common issue of primary care physicians,
9% of breast-fed infants is still yellow after 28 days of life. Comprehensive clinical
and laboratory diagnosis is essential for prolonged jaundice and newly occurred
jaundice after 7 days of life. Knowing the risk factors, prevention, monitoring of
consistent risk infants and early treatment can help reduce acute and long-term
morbidity, as well as reduce the number of rehospitalizations.

Asfykticky novorodenec
Brucknerova I., Zikavska T.
1. detskd Klinika LF UK a DFNSP, Bratislava, Slovenskd republika

Uvod: Asfyxiu, stav ktory sa prirovnava k zaduseniu, charakterizuje nedostatok
Kkyslika v krvi a v tkanivach, s naslednym vznikom ischemickych zmien. Priciny
asfyxie mdzu byt prenatalne alebo perinatilne. Asfyxia vyrazne ovplyviiuje morbi-
ditu a mortalitu ako aj prognézu dalSieho vyvoja pacienta. Prevencia a komplexnd
liecba so zameranim na zabezpecenie optimalnej oxygendacie mozgového tkaniva
st nevyhnutné.

Ciel: Na kazuistikach niekolkych pacientov s réznou klinickou symptomatold-
giou poukazat na réznorodost pri¢in, laboratérnych a klinickych nalezov vedicich
k zavaznej asfyxii novorodenca.

Zaver: Asfyxia u novorodenca sa stale vyskytuje i napriek vyraznému progresu
vzniku novych diagnostickych a terapeutickych moznosti. Vedie k vzniku irokého
spektra komplikacii. Diferencidlna diagnostika asfyxie novorodenca je §irokd a vy-
Zaduje komplexny pohlad na pacienta. Najzavaznejsou komplikiciou je poskodenie
centrilnej nervovej sistavy. Prevencia a véasnd komplexna liecba st nevyhnutné
na zabezpecenie optimalnej oxygendcie mozgového tkaniva.

Asphyxiated newborn

Brucknerova I., Zikavska T.

1 Department of Pediatrics, Comenius University Medical School,
University Children’s Hospital, Bratislava, Slovak Republic

Introduction: Asphyxia, a condition close to asphyxiation, is characterised
by lack of oxygen in blood and in the tissues, with subsequent development of
ischemic changes. The causes of asphyxia may develop prenatally or during labour
itself. Asphyxia determines the morbidity and mortality as well as prognosis of the
patient’s further development. Prevention and complex therapy aiming at optimal
oxygenation of cerebral tissue are mandatory approaches.

Aim: The authors report some cases with various clinical symptomatologies.
They want to highlight the diversity of the causes, laboratory and clinical findings
leading to the formation of severe asphyxia of the newborn.

Conclusion: Despite the considerable progress in new diagnostic and therapeutic
methods, asphyxia does still occur. A broad range of complications may occur.
The differential diagnosis is very wide and requires a comprehensive view on the
patient. The most severe consequence is the affection of central nervous system.
Prevention and complex early therapy aiming at optimal oxygenation of cerebral
tissue are mandatory.

Najcastejsie chyby pediatrov v starostlivosti
o predcasne narodené deti

Chovancova D,

Novorodeneckd klinika M. Rusndka SZU a UNB, Nemocnica
sv. Cyrila a Metoda, Bratislava, Slovenskd republika

Na Slovensku sa narodi rocne okolo 4000 deti predcasne (8,6 %). K najrizikovej$im
z nich patria novorodenci s hmotnostou pod 1500 g. Po prepusteni z novorodenec-
kych pracovisk st sledovani v ambulanciach pre deti s perinatdlnou patolégiou
a rizikom v tzkej spoluprdci s pediatrami v primdrnej starostlivosti. V zaujme
skvalitnenia dlhodobej starostlivosti o tychto pacientov chceli upozornit na naj-
CastejSie disikrepancie v praxi. Tykajd sa najmad stratégie liecby anémie pred¢asne
narodenych deti, vyzivy, hodnotenia psychomotorického vyvinu a ockovacie-
ho kalendéra. Nedostatocna erytropoéza, velké straty erytrocytov v prvych



tyzdrioch Zivota st pri¢inou anémie pred¢asne narodenych deti. Pravidelné
sledovanie krvného obrazu vratane retikulocytov a parametrov Zeleza (sé-
rové Zelezo, saturdcia, transferin) v sére zohrava pri indikacii lie¢by velky
vyznam. Pri adekvatnej vyzive, substiticii Zeleza v mnoZstve 2-5 mg/kg/den
avitaminov je mozné dosiahnut postupnu korekciu anémie aj bez podania
transfizie krvi. Rozhodujtcim pri indikacii transfizie nie st laboratérne
hodnoty, ale klinicky stav - neprospievanie pri adekvatnej vyZive (energia,
proteiny), kardiorespiracné problémy (tachykardia, trachypnoe, $elest),
zniZend pohybova aktivita, slabé pitie, bledost a v laboratérnych testoch aj
metabolickd acidéza a zvySeny laktat ako dokaz anaerébneho metabolizmu
pri relativnej hypoxii tkaniv. Vo vyZive deti narodenych pred¢asne prefe-
rujeme dojcenie v kombinacii s fortifikaciou pomocou bielkovin vo forme
prasku v kombinacii s roztokmi vapnika a fosforu (monitoring Ca, P v sére
a moci, hladiny urey). V pripade umelej vyZivy je postdischarge formula
indikovand najma u deti hypotrofickych alebo s pérodnou hmotnostou pod
1000 g niekedy az do veku 9.-12. mesiaca, prisne individalne podla rastovych
paramerov (v poradi obvod hlavy, dizka, hmotnost). Prechod na nemlie¢ny
prikrm sa riadi okrem neurologického statusu dietata jeho postnatalnym
vekom. Vysoké energetické naroky maju deti s BPD (bronchopulmonal-
nou dysplaziou). Psychomotoricky vyvoj je nutné posudzovat na zaklade
korigovaného veku dietata, tento faktor by sa mal uplatnit aj pri stratégii
manipuldcie s dietatom, vertikalizicia by mala re§pektovat tento aspekt
(v€asné posadzovanie, chodidka st nevhodné). Ockovaci kalendar by mal
re$pektovat postnatalny vek, odsivanie ockovania zvy$uje u dietata riziko
infekénych komplikdcii.

Skrining kritickych vrodenych chyb
srdca pulznou oxymetriou

Matasova K., Zibolen M.,

Neonatologickd Klinika, JLF UK a UNM, Martin, Slovenskd republika

Uvod: Cielom skriningu pulznou oxymetriou je véasna diagnostika kritickych
vrodenych chyb srdca (cVCC) v asymptomatickom §tadiu, ¢im sa zlepsuje tispesnost
liecby a progndza pacienta. Principom vySetrenia je diagnostika miernej hypoxémie,
ktora sa Klinicky neprejavuje. Podmienend je zvycajne pravo-lavym skratom cez
ductus arteriosus, preto je hodnota postduktdlnej saturdcie zniZzend. Hypoxémia
moZe byt spdsobena aj oneskorenim adaptacie cirkuldcie a pretrvavanim plicnej
hypertenzie alebo perinatilnou infekciou. Spolahlivost vySetrenia zvySuje porov-
nanie hodnoét preduktdlnej a postduktalnej saturdcie.

Metodika: S cielom znizit falo$nu pozitivitu skriningu sa meranie vykonava
unovorodenca vo veku 18-24 hodin. Postduktdlna saturdcia sa odmeria umiestnenim
sondy pulzného oxymetra na nohu novorodenca, preduktilna saturicia sa zisti na
pravej ruke. Skrining je negativny, ak je postduktalna saturacia 95 % a viac a rozdiel
medzi preduktdlnou a postduktidlnou hodnotou je menej ako 3 %. Pri pozitivnom
skriningu sa meranie opakuje najneskor o 6 hodin. Pri hodnote postduktdlnej satu-
racie menej ako 90 % je o najskor indikované echokardiologické vySetrenie.

VysledKky: Literatira uvadza celkovii senzitivitu skriningu na detekciu cVCC76,5%,
Specificitu 99,9 % a falo$nu pozitivitu 0,14 %. Velmi dbleZitd je vysoka negativna
prediktivna hodnota skriningu (99,99 %), na zaklade ktorej je mozné pri negativnom
skriningu takmer s istotou vylucit pritomnost cVCC.

Zaver: Pulzna oxymetria je G¢inna, neinvazivna a lacna metéda na véasni
detekciu cVCC. Okrem toho umozni v¢as upriamit pozornost personalu aj na
zdanlivo zdravych novorodencov s inym ochorenim - napriklad s perinatalnou
infekciou. V' USA, Secretary of Health and Human Services spolu s AAP, odpori-
Caju zaradenie skriningu cVCC do skupiny povinnych skriningovych vysetreni
novorodencov.

Screening for critical congenital heart

disease by pulse oximetry

Matasova K., Zibolen M.,

Clinic of Neonatology, JEMED CU, University Hospital Martin, Martin, Slovak Republic

Introduction: The aim of pulse oximetry screening is early detection of critical
congenital heart disease (cCHD) in asymptomatic stage that improves the effective-
ness of treatment and patient outcome. The main principle of the examination is

detection of a mild hypoxemia that may not be recognised by clinical examina-
tion. It is mostly due to a right-to-left shunt through the ductus arteriosus, thus
the value of postductal oxygen saturation is decreased. Hypoxemia may also be
caused by delay in postnatal circulatory transition and persistence of pulmonary
hypertension or by perinatal infection. Comparison of the values of preductal and
postductal saturation increases the reliability of the examination.

Methods: With the aim to decrease the false positivity of the screening the
measurements are performed in newborns at the age of 18-24 hours. Postductal satu-
ration is measured by placing the probe of pulse oximeter on either foot, preductal
saturation is recorded on the right hand. The screening is considered negative if
the postductal saturation is 95% and more and the difference between the preductal
and postductal values is less than 3%. When the screening is positive, the measure-
ment is repeated at the latest 6 hours. When the value of postductal saturation is
less than 90%, echocardiography is indicated as soon as possible.

Results: In literature there is stated the overall sensitivity of the screening for
detection of cCHD 76.5%, specificity 99.9% and false positivity 0.14%. Very important
is the high negative predictive value of the screening (99.99%). Based on it is possible
to almost exclude the presence of cCHD when the screening is negative.

Conclusion: Pulse oximetry is an effective, non-invasive and inexpensive
method for early detection of cCHD. Apart from it enables to turn the staff’s at-
tention on the seemingly healthy newborn babies that may suffer from another
disease- such as perinatal infection. In the USA the Secretary of Health and Human
Services together with AAP recommend to add the screening for cCHD to the uni-
form screening panel.

Najcastejsie povrchové bakteriilne

infekcie koZe u deti a ich lie¢ba

Danilla T,

Detskd dermatovenerologickd Klinika LF UK a DENSP, Bratislava, Slovenskd republika

UOvod: V poslednych rokoch pribida pocet chorych deti s hnisavymi chorobami
koZe v ambulancidch detskej dermatovenerolégie napriek pristupnej ac¢innej
miestnej aj celkovej lieCby, preto povaZujeme za potrebné oboznamit sa s touto
problematikou.

Ciel prednasky je obnovit vedomosti a praktické skusenosti z diagnostiky
a diferencialnej diagnostiky a vyber najefektivnejsej liecby s minimalnymi nezi-
aducimi G¢inkami.

Metddy: Analyza ambulantne vySetrenych v rokoch 2010 a 2011, pocet hospitali-
zovanych v postelovej Casti kliniky. Na zaklade praktickych skusenosti z odbornej
ambulancie boli zozbierané typické klinické prejavy povrchovych, baktériami
sposobenych infekcii koze doplnené zasadami vSeobecnej diagnostiky a liecby
tejto skupiny chordb.

Vysledky: Na ziklade analyzy oSetrenych pacientov v dermatovenerologickych
ambulancidch sme zistili az 26% zvySenie v roku 2011 oproti roku 2010. Tato skupina
chordb predstavuje 7 % zo vSetkych oSetrenych pacientov. Pre rozsiahly nélez bolo
hospitalizovanych 65 deti. Nazornd ukdazka typickych obrazov. Upozornenie na
prevenciu vzniku koznych infekcii, spravny pristup k vyberu systémovej a lokalnej
lie¢by so zretelom na mechanizmus G¢inku antimikrobidlnych latok a vzrastajicu
rezistenciu mikroorganizmov na penicilinovy rad antibiotik. Systémova lie¢-
ba (cefuroxim) je indikovana pri rozsiahlom postihnuti a neschopnosti rodicov
spravne osetrit prejavy. Na lokalnu lie¢bu, ktord je vihodnd pre pociatocné §tadia
infekcii, st k dispozicii neomycin a bacitracin, kyselina fucidova, mupirocin
a retapamulin. Posledné tri spomenuté u¢inné latky st novsie, pdsobia cidne,
rychlo usmrcuji mikréby, predchadzaju systémovym komplikdcidm a maji maly
alergogénny potencial.

Zaver: Poznanie typickych klinickych prejavov umozni lekarom prvého kontaktu
spravne diagnostikovat povrchové infekcie koZe u deti a vo véasnom §tadiu efektivne
lie¢it miestnymi baktericidne pésobiacimi antimikrobidlnymi liekmi.
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The most frequent superficial cutaneous
infections in children and their treatment
Danilla T.

Department of Pediatric Dermatovenereology, Comenius University Medical
School and Children'’s University Hospital, Bratislava, Slovak Republic

Introduction; The increase in the number of children sick with superficial bacte-
rial skin diseases has been recorded in recent time despite of the accessible effective
local and systemic treatment. This is why it is necessary to study this issue.

The aim of the lecture is to restore the knowledge and practical experience with
diagnosing and differential diagnosing, and to select the most effective treatment
with minimal side effects.

Method: An analysis of children treated as out-patients for superficial bacterial
skin diseases in our department between 2010 and 2011, as well as the number of
children hospitalized as in-patients. Typical clinical manifestations of superficial
bacterial skin infections was chosen and demonstrated. General principles of
diagnosis and treatment of these diseases were established.

Results: The analysis of treated out-patients found an almost 26% increase
in 2011 compared with 2010. This group of diseases represented 7% of all treated
out-patients. 65 children were hospitalized with severe extensive skin infections.
Typical pictures of pyodermas were shown. The author stressed the prevention of
skin infections, the correct approach to the selection of local and systemic treat-
ment with regard to the mechanism of action of antimicrobial agents and the
increasing resistance of bacteria to antibiotics of the penicillin series. Systemic
therapy (cefuroxime) is indicated for extensive disability and the disability of
parents to properly treat symptoms. Local treatment is advantageous in the ini-
tial stages of infection - neomycin and bacitracin, fucidic acid, mupirocin and
retapamulin are available. The last three mentioned are newer active ingredients
act cidically, quickly kill germs, prevent systemic complications and have little
allergic potential.

Conclusion: Recognizing the typical clinical symptoms is important for first-
contact pediatricians in order to correctly diagnose superficial skin infections in
children at an early stage, and to effectively treat the infections by locally acting
bactericidal antimicrobial agents.

Lie¢ba hemangiomov u deti

Hornova J.!, Tichd L.}, Haviar D.?, Lackovifova D.2, Gondova G 3,
Sharashidze A%, Babala J.%, VrS$anska V.5, Lakomy M.’

. detskd klinika DENSP a LF UK, Bratislava, Slovenskd republika

?Rddiologické oddelenie DENSP, Bratislava, Slovenskd republika

*Klinika detskej oftalmolgie DENsP a LF UK, Bratislava, Slovenskd republika
*Klinika detskej chirurgie DENsP a LF UK, Bratislava, Slovenskd republika
sDetské kardiocentrum NUSCH, Bratislava, Slovenskd republika

Nazory na lie¢bu hemangiémov nie st jednoznacné - od sledovania, cez medi-
kamentéznu liecbu az po chirurgickd intervenciu. V poslednych rokoch je ¢asté
pouzitie betablokatorov. Hemangiomy, ktoré patria medzi vaskularne 1ézie, si
najcastej$imi tumormi detského veku. M6Zu byt pritomné hned po narodeni alebo
sa objavujui neskor - v priebehu prvych tyzdiiov a mesiacov Zivota. Vyskytuji sa
110-12 % deti kaukazskej rasy, Castejsie u diev¢at ako u chlapcov, v pomere 5: 1az
2: 1. Hemangiomy su Castejsie u prematdrnych deti s pérodnou hmotnostou pod
1000 g, z ktorych je postihnutych okolo 22 %.

Podla lokalizicie sa tieto 1ézie vyskytuja najcastej$ie na hlave a §iji (60 %), 25 %
je lokalizovanych na trupe a 15 % na koncatinach. Vo vdcSine pripadov spontdnne
involvujt a ich pocet klesd na 1,5 % v 5. roku Zivota. Asi 10-20 % hemangiémov
moZe nardst do velkych rozmerov a neinvolvuji kompletne. Ich liecba mézZe byt
problematicka.

Ciel price: V prednaske by autori chceli prestavit svoj sibor pacientov, ako
aj stiCasné moznosti liecby a ich dostupnost pre nasich pacientov.

Stbor: T. €. tvori 95 deti (64 dievcat a 31 chlapcov) vo veku 2 mesiacov az
410Ky, z ktorych bolo lie¢enych 35 deti.

Nazory na liecbu hemangiémov nie st stdle jednoznacné. Ich liecba zavisi
od lokalizdcie, rozsahu a rychlosti rastu, ako aj moznych komplikdcii. V liecbe
uprednostiiujeme konzervativnu liecbu, ale do tvahy prichddza aj chirur-
gicka intervencia. Vyber spdsobu liecby nie je zileZitostou jedného Cloveka,
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ale dochddza k nemu na zdklade vyjadreni odbornikov - pediatra, chirurga,
pri urcitych lokalizacidch oftalmoléga alebo otorinolaryngoléga a onkoldga.
A v neposlednom rade treba brat do Gvahy aj nazor rodica dietata.

Treatment of haemangiomas in children
Hornova J.!, Tichd L.!, Haviar D.?, Lackovi¢ova D.2, Gondova G.},
Sharashidze A2, Babala J.*, VrSanska V.5, Lakomy M.’

11 Department of Paediatrics, Children “s University Hospital, Comenius
University Medical School Bratislava, Slovak Republic

“Department od Radiodiagnostic, Children s University Hospital, Comenius
University Medical School Bratislava, Slovak Republic

*Department of Paediatric Ophtalmology, Children s University Hospital,
Comenius University Medical School Bratislava, Slovak Republic

*Department of Paediatric Surgery, Children s University Hospital,
Comenius University Medical School Bratislava, Slovak Republic

SChildren s Cardiac and Cardiac Surgery Center, Bratislava, Slovak Republic

Haemangiomas belong to the group of vascular lesions and are the most
common tumors of infants. They may be present at birth or appear later - wi-
thin the first weeks and months of life. Haemangiomas occur in 10 to 12% of
children of Caucasian origin, more often in girls than in boys, at the ratio 5:1to
2:1. Haemangiomas are more common in premature children with birth weight
below 1000 grams, in this group cca 22% of the children are affected. These lesi-
ons are most frequently localized on the head and neck (60%), 25% are located on
the trunk and 15% on the extremities. Most lesions involve spontaneously and
their number decreases to 1.5% in the 5th year of life. Approximately 10-20%
of haemangiomas can grow to large sizes and do not involve completely. Their
treatment may be problematic.

Purpose of work: The authors wanted to introduce their set of patients, as well
as current treatment options and their availability to our patients.

The set of patients consists of 95 children (64 girls and 31 boys) at the age from
2 months to 4 years, among of which 35 children were treated.

Opinions on haemangioma treatment vary. Their treatment depends on the
location, extent and rate of growth, as well as possible complications. Conservative
treatment is preferred, but surgical intervention comes into consideration as
well. The choice of the therapy is not a single person s matter, but is the result of
consultations with professionals - a pediatrician, surgeon, in certain localizations
otorhinolaryngology or ophthalmologist and oncologist. And finally, the opinion
of parents of the child should be taken into account as well.

Nezvyc€ajna pricina oblickového zlyhivania
Kizekova Z.', Ursinyova M.?, Uhnikova Y.?, Cervefiova O.'

. detskd Klinika LF UK a DENSP, Bratislava, Slovenskd republika

stav chémie a laboratdrnej mediciny LF SZU, Bratislava, Slovenskd republika

Incidencia chronickej oblickovej choroby sa aj u detskych pacientov zvysuje.
NajcastejSou pri¢inou st zdvazné vrodené vyvojové chyby uropoetického traktu.

Cielom nasej price je kazuistika nezvycajnej pri¢iny koncového $tadia chronic-
kej oblickovej choroby u 16-ro¢nej pacientky, ktora bola sledovana pre atak akdtnej
pyelonefritidy a infekty mocovych ciest s obrazom I. §tddia chronickej oblickovej
choroby. V rdmci preventivnej prehliadky na obvode boli u pacientky zistené vyso-
ké hodnoty urey, kreatininu, zodpovedajtce zivaznému zniZeniu glomeruldrnej
filtrcie bez inych klinickych obtiaZi. Po¢as hospitalizicie bol realizovany stbor vy-
Setreni, ktory nevysvetlil pricinu zavazného poSkodenia obli¢iek. Rendlnou biopsiou
bol zisteny obraz ,.end-stage“ kidney. Pre dodatocné zistenie dlhodobého uzivania
zelenych sladkovodnych rias a na zaklade ich zloZenia bol u pacientky realizovany
skrining toxickych kovov s nalezom zvy$enej hladiny siry , baria a jédu i napriek
tomu, Ze odber bol realizovany mesiac od posledného uzivania zelenych rias.

Kazuistikou sme chceli upozornit na riziko dlhodobého podavania ,zdravych*
potravinovych doplnkov u pacientov uz liecenych pre oblickové ochorenia, ktoré
moZzu viest az k irreverzibilnému postihnutiu obliiek.



Unusual cause of kidney s failure

Kizekova Z.', Ursinyova M.?, Uhnikova Y.?, Cervefiova O.'
"Ist Department of Pediatrics, Comenius Univesity Medical School and
University Children s Hospital, Bratislava, Slovak Republic
“Department of Chemistry and Laboratory Medicine, Faculty of Medicine,
Slovak Medical University, Bratislava, Slovak Republic

The incidence of chronic kidney disease is increasing also for children patients.
The most common reason is grave innate genetic failures of uropoetic tract.

The aim of our study is a casuistic of unusual cause of final stadium of
chronic kidney s disease of sixteen years old patient, who had been moni-
tored because of attack of acute pyelonephritis and infects of urinary tract with
symptoms of first stadium of chronic kidney’s disease. As part of preventive
examinations on GP were to the patient detected high levels of urea, creati-
nine corresponding significant reduction in glomerular filtration rate with-
out other clinical difficulties. During hospitalization was conducted set of
tests that did not explain the cause of severe kidneys damage. Renal biopsy
found image of “end-stage” kidney. For additional finding of long-term use of
a freshwater green algae and their composition was carried out a toxic metals
screening of the patient. The findings were elevated levels of sulphur, barium
and iodine, despite the fact that sampling was conducted last month by the use
of green algae.

By this casuistic we wanted to draw attention to the risk of long-term administra-
tion of “healthy” food supplements in patients already treated for kidney disease,
which can lead to irreversible renal involvement.

Racionilna lie¢ba respira¢nych infekcii u deti - je nie¢o nové?
Medovarsky M.}, Mikovicova A,?

Pediatrickd klinika FNsP Nové Zdmky, Slovenskd republika

(Jstav mikrobioldgie FNsP Nové Zdmky, Slovenskd republika

Uvod: Stlpajica rezistencia baktérii na antibiotika je celosvetovym problémom,
ktory je aktudlny aj na Slovensku. Jednym z faktorov, ktory mézu ovplyvnit hlavne
prakticki lekari, je selekény tlak antibiotik na vznik novych odolnych kmeriov.

Materiil a metodika: Hoci vieme, Ze 80-90 % vacS§iny respira¢nych infekcif
sposobuju virusy a na rozliSenie virusovych a baktériovych infekcii mame k dis-
pozicii laboratérne ukazovatele, sme u deti svedkami ¢astého neopodstatneného
predpisovania antibiotickej liecby. Tato situdciu moZe zlep§it iba respektovanie
raciondlnych zisad liecby, ktoré vychadzaju z teoretickych vedomosti klinickych
vied, mikrobiolégie, epidemiolégie ako aj znalosti regionalnej citlivosti mikroor-
ganizmov na antibiotikd. V prednaske s prehladne uvedené hlavné zisady pre
spravne rozhodovanie pri volbe liecby respiracnych infekcii u deti.

Vysledky: Tabulka s prehladom citlivosti vybranych baktérii na antibiotikd
z Ustavu mikrobiologie FNsP Nové Zamky.

Zaver: Pri re$pektovani uvedenych zisad odpovie lekar spravne na 5 otdzok:
Potrebujem vébec ATB? Viem aki skupinu som volil? Viem preo som ju vybral?
Stanovil som spravnu davku a dlZku podavania? O zmene ATB rozhodli skutoéne
zdvazné udaje?

Rational treatment of respiratory infections
in children - is something new?

Medovarsky M.}, Mikovicova A,?

Paediatrics Department, Hospital Nové Zdmky, Slovak Republic
Department of Microbiology, Hospital Nové Zdmky, Slovak Republic

Introduction: The increasing resistance of bacteria to antibiotics is a global
problem that is current and Slovak Republic. One of the factors that may affect
mainly general practitioners, the selection pressure for the emergence of new
antibiotic-resistant strains.

Materials and methods: Although we know that 80-90% of most respiratory
infections caused by viruses and to distinguish between viral and bacterial infecti-
ons have available laboratory parameters, we witnessed children often unjustified
prescribing of antibiotics. This situation can be improved only respect the principles
of rational therapy based on theoretical knowledge of clinical sciences, microbi-
ology, epidemiology and knowledge of regional sensitivity of microorganisms to

antibiotics. The lecture is clearly the guiding principles for the right decision in
choosing the treatment of respiratory infections in children.

Results: Table summarizing the sensitivity of bacteria to antibiotics selected
from the Department of Microbiology, University Hospital New Castle.

Conclusion: While respecting the principles referred to a doctor right answers to
5questions: DoIneed antibiotics at all? [ know which category I chose? I know why
Ichose it? I set the correct dose and duration of administration? The ATB decided to
change the data really serious?

Ked je dieta a jeho zdravotni dokumenticia problém
Gibalova E,
Ambulancia vSeobecného lekdra pre deti a dorast, Salutaris, s. . 0., Bratislava, Slovenskd republika

Autorka po pravnej, odbornej i ludskej stranke prezentuje problematiku vseo-
Dbecného lekédra a rozvadenych rozvadzajicich sa rodicov, ako i postavenie dietata
a jeho zdravotnej dokumentacie. Poukazuje na to, Ze dnes uz to nie je len Cista
medicina - vySetrit, zdiagnostikovat a lie¢it pacienta, ale v dne$nej dobe sa am-
bulantny pediater dostava do spleti poziadaviek zdravotnych poistovni, socidlnej
poistovne, rodicov i sidov.

Zvacsa rozvadeni rodicia Ziadaju od lekara rozne potvrdenia, aby zdokladovali,
ako sa ten-ktory rodic o dieta stara, pripadne pre prisiidenie dietata do opatery, ¢i
zlepSenie svojej financnej situdcie. V zaujme toho prestvaji zdravotnt dokumen-
taciu dietata medzi poskytovatelmi zdravotnej starostlivosti, o vedie k mnohym
nedorozumeniam. Autorka prezentuje na pravnom podklade praktické rieSenia
vypisu oSetrenia ¢lena rodiny, pohybu zdravotnej dokumentacie, ¢i rieSenia vy-
hraZok zo strany rodica.

When child and its medical record is a problem
Gibalova E,
Ceneral Practice for Children and Adolescents, Salutaris, Ltd., Bratislava, Slovak Republic

Author presents from legal, professional, and human side health care
provider’s problems with parents undergoing divorce, as well as status of
achild and its medical records. She remits to fact, that nowadays there is not only
a “pure” medicine - examination, diagnostics and treatment of a patient; but pae-
diatrician can be in the centre of requirements from health insurance companies,
social insurance, parents, and court.

Arguing parents require from physician various documents to certificate how
he/she looks after a child, for the purpose of child custody or improving his/her
financial situation. For this purpose they transfer medical record from one health
care provider to another. Author presents from legal point practical solutions
of preparing different documents, transferring medical records, or coping with
parent’s verbal assaults.

Akiitna leukémia u dietata - varovné signaly
Cernidkové B., Urbankova K.
Urad pre dohlad nad zdravotnou starostlivostou, Bratislava, Slovenskd republika

Uvod: Prezentovani kazuistika analyzuje zistenia z vjkonu dohladu UDZS
v pripade poskytovania zdravotnej starostlivosti maloletému pacientovi vo veku
2 rokov a 7 mesiacov u vSeobecného lekara pre deti a dorast. Dohlad bol vykonany
na podnet rodicov, ktori namietali neodborné poskytnutie zdravotnej starostlivos-
ti. Pri kombindacii ndlezu hematémov a zvicSenych lymfatickych uzlin na krku,
bez znamok infektu u dietata mala byt dohliadana lekarka aktivnejsia v dif. dg.
tohto stavu.

VysledKky: Malolety pacient kapitovany u VLDD od roku 2010, bez vaznejsich
ochoreni v detstve, psychomotoricky vyvin primerany veku dietata. Dnia 14, 8. 2012
vySetreny u vSeobecného lekdra pre deti a dorast pre zdurenie na pravej strane
krku (zistené matkou den predtym - 13. 8.). Dieta bolo placlivé, brinilo sa
vySetreniu, hrdlo bledé, na pravej strane krku tuhé zdurenie velkosti ,,Ceres-
ne“, nebolestivé. Diagnosticky zdver: Lymphadenitis submandib. 1. dx., CRP
25 mg/L. Ordinovany cefardoxyl (Cedrox), odpori¢and lokilne octanova mast
a kontrola o 5 dni. Dalie vySetrenie u prislusného vSeobecného lekara pre deti
a dorast bolo realizované o 8 dni, dria 22. 8. 2012 pre asi 14 dni pozorovany zvyse-
ny vyskyt hematémov na dolnych koncatinach a na krku. Diagnosticky zaver:
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Haematoma multiplices. Realizovany odber krvi na hematologické vySetrenie.
Pre nedostatocné mnozstvo odobratej krvi vzorky neboli v laboratériu vySetrené.
Nasledujtce vySetrenie bolo u prislusného v§eobecného lekara realizované o dva
dni. V zdravotnej dokumentécii uvedené ,bez dietata®. Pre ,,nepokoj dietata“
opakovany odber krvi nebol mozny. Odporacany Kanavit, C vitamin a kontrola
014 dni s opakovanym vySetrenim krvného obrazu a zrdzanlivosti krvi.

Posledné zaznamenané vy$etrenie v dokumentacii poskytovatela je od
zastupujiceho vSeobecného lekdra a bolo realizované 27. 8. 2012 pre teploty
do 39,4 °C, ktoré sa objavili defl pred tymto vySetrenim, pre obojstranny
opuch na krku, riedky vytok z nosa, hrdlo bolo bledé, auskultacné vySetrenie
plic negativne. Hmatne lymfatické uzliny submandibularne. Diagnosticky
zaver vySetrenia: Lymphadenitis colli. Bolo vykonané laboratérne vySetre-
nie krvného obrazu, hemokoagulaéné vysetrenie, CRP, hepatalne testy. Po
obdfzani vysledku laboratérnych vysetreni bolo dieta v ten isty dem o 13.12
hod. odoslané na hospitaliziciu a ndsledne preloZené do Detskej fakultnej
nemocnice s poliklinikou, kde bola potvrdend diagnéza: Akutna lymfo-
blastovd leukémia.

Zaver: Urad vykonom dohladu na mieste skonstatoval, Ze zdravotna sta-
rostlivost pacientovi zo strany dohliadaného subjektu (vSeobecny lekar pre
deti a dorast) nebola poskytnutd v stlade s ustanovenim § 4 ods. 3 zdkona
€. 576/2004 Z. z., nakolko v dohliadanom obdobi od 14. 8. do 24. 8. 2012 neboli
vykonané vsetky zdravotné vykony na spravne urcenie choroby so zabezpecenim
vCasnej a u¢innej liecby s cielom uzdravenia osoby alebo zlep§enia stavu osoby pri
zohladneni sicasnych poznatkov lekirskej vedy.

AKo dlho méZem skryvat svoju chorobu?
Stancokova T., Bubanski E., Mesar P, Bician P,
Klinika pediatrickej onkoldgie a hematoldgie SZU v DENSP Banskd Bystrica, Slovenskd republika

Uvod: Dospievanie je kritické obdobie Zivota. Nador v tomto veku znamend pre
chorého adolescenta zritenie celého sveta, pocit priameho ohrozenia Zivota, stratu
istoty a planov, izoldciu od priatelov, rodiny, §koly.

Metody: Prezentujeme kazuistiky dvoch pacientov. Prvy, 16-ro¢ny chlapec,
podla vlastnych slov len s dvojtyZdriovou anamnézou hmatnej rezistencie vpravo
pod rebrami. Pri prijat{ okrem nej zistena aj velka tuha rezistencia v pravom
semenniku. CT vySetrenie zobrazilo plicne metastizy vlavo, mnohopocetné
lytické 1ézie v skelete, patologicku frakttru L1. Pre laboratérne znaky rendlnej
insuficiencie bolo nutné zahdjenie CVVH. Realizovana pravostranna orchiek-
témia, po obdrzani histologického nalezu alveolarneho rhabdomyosarkému
gr.1ll bola zacata chemoterapia (CHT) podla protokolu EpSSG RMS 2005. Druhy,
17-roény pacient bol prijaty s dvojmesacnou anamnézou bolesti brucha a ¢as-
tych riedkych stolic. V rajéne realizované ultrasonografické vySetrenie brucha
s nalezom rozsiahleho retroperitonedlneho tumoru s utlakom lavého ureteru
a hydronefrézou III. stupnia. Objektivne pri prijati chlapec bledy, kachekticky,
hypotroficky, s gynekomastiou, v pravom epi az hypogastriu ako aj v pravom
testes hmatny tuhy tumordzny utvar. CT vySetrenie ukazalo rozsiahlu tumoréznu
infiltraciu retriperitonea so zavzatim ciev, viacpocetné metastatické postihnu-
tie plicneho parenchymu a peCene. Histologické vySetrenie po pravostrannej
orchiektémii potvrdilo zmieSany germindlny tumor testis s invaziou do krvnych
ciev, zacatd CHT.

Vysledky: Kontrolné PET-CT vySetrenie u prvého pacienta po ukonceni inten-
zivnej chemoterapie a radioterapie na oblast Th 6-L2 chrbtice sved¢i o kompletnej
remisii bez pritomnosti patologickych lozisk, pokracuje v udrziavacej CHT. Druhy
pacient pokracuje v CHT, ultrasonograficky je stale viditelny objemny lalotnaty
tumor brucha, hydronefréza III. stuptia, infiltricia pecene je v regresii.

Zaver: Mladi pacienti Castokrat dlho nevenuji pozornost priznakom nadoru,
preto vacsinou dochadza k oddialeniu diagnézy a zacatiu adekvatnej liecby, ¢o moze
mat negativny dosah na celkové prezivanie.
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How long can I keep my disease in secret?
Stanc¢okova T., Bubanska E., Mesar P, Bician P,

Department of Pediatric Oncology and Hematology, Slovak Medical University,
Children”s University Hospital, Banskd Bystrica, Slovak Republic

Introduction: Adolescence is a critical life period. Tumor diagnosed in this age
means crash of the whole world, life threatening feelings, safety and plans loss,
isolation from friends, family, school.

Methods: We present two cases. First patient, 16-year old boy, according to
his words with only two weeks palpable resistance under the right rib curve.
By hospital admission also a big solid formation in right testis was palpable.
CT showed left lung metastases, lytic bone lesions, L1 patological fracture .
For present laboratory signs of renal insufficiency CVVH was necessary. After
right-sided orchiectomy was performed and histological finding of alveolar
rhabdomyosarcoma gr.III was obtained, chemotherapy according to EpSSG
RMS 2005 protocol was started. The second 17-year old patient was admitted
because of abdominal pain and frequent watery stools lasting two months.
Abdominal ultrasonography showed large retroperitoneal tumor pressing on
left urether and hydronephosis gr.III. The boy was pale, cachectic, hypotrophic,
with gynecomasty, in right epi and hypogastrium as well as in right testis
a solid formation was palpable. CT visualized large retroperitoneal mass with
blood vessels infiltration, metastastatic lesions in lungs and liver. Histology in
orchiectomy specimen showed mixed germinal tumor of testis invading into
blood vessels, chemotherapy has begun.

Results; PET-CT after completing chemo- and radiotherapy on Thé-L2 in first
patient confirmed complete remission without any patological lesions, patient
receives maintaining chemotherapy. Second boy continues treatment, a large
lobulated tumor and hydronephrosis gr.III are still visible in abdominal ultrasono-
graphy, liver infiltration regresses.

Conclusion: Young patients often don’t pay attention to neoplasma symptoms,
then diagnosis and proper tretment is often delayed, what has negative impact
on overall survival.

(postery st uvedené v abecednom poradi podla priezviska prvého autora)

Hormonilne a metabolické zmeny u deti s SGA lie€enych
rastovym horménom po prvom roku liecby

Bluskova Z}, Pribilincové Z.!, Popluhirova .2, Ko§talovi L.!

12. detskd klinika, Lekdrska fakulta Univerzity Komenského, Detskd fakultnd

nemocnica s poliklinikou, Bratislava, Slovenskd republika

“Detské oddelenie, Nemocnica s poliklinikou, Myjava, Slovenskd republika

Uvod: V poslednom obdobi narasta pocet deti, ktoré sa narodili s nizkou pérodnou
hmotnostou a/alebo pérodnou dizkou (SGA). Asi 10 % tychto deti zostava mensimi
a v dospelosti je u nich ¢astejsi vyskyt metabolického syndrému.

Ciel prace: Hlavnym cielom nasej prace bolo vyhodnotit rastovy prirastok,
zmenu hmotnosti vyjadrent prostrednictvom BMI a jednotlivé hormonalne a me-
tabolické parametre u deti narodenych s SGA lie¢enych rastovym horménom po
prvom roku liecby, s naslednym postidenim miery tispeSnosti tejto liecby.

Metddy a material: U 51 pacientov s SGA sme zaznamenavali a Statisticky spraco-
vavali jednak ich charakteristické idaje, jednak vybrané hormonalne a metabolické
parametre tesne pred zaciatkom a po roku lie¢by rastovym horménom.

VysledKky: Vyska u dievcat sa zlepsila v priemere z -2,44 SDS na -1,95 SDS,
p <0,05. U chlapcov podobne z -2,79 SDS na -2,31 SDS, p <0,05. Vysledky BMI
neukdzali signifikantnti zmenu. Statisticky vyznamne stipli hladiny IGF-1, a to
radovo v stovkach ng/ml u oboch pohlavi. Priemerné hodnoty hladiny glukézy
v krvi neukazali vjznamnu zmenu rovnako ako ani hladiny FT4. Hladiny TSH
u dievcat signifikantne poklesli v medziach normy, u chlapcov sa nevyskytla
vyznamna zmena.

Zaver: Podarilo sa nam preukazat mnozstvo moznych rizikovych faktorov zod-
povednych za vznik SCA u nami sledovanych deti. Jednoznacne sme preukazali
pozitivny vplyv rastového horménu na vysku a hladiny IGF-1. Tiez sme dospeli



kzaveru, Ze rastovy hormoén neovplyvnil vjznamne hladiny glykémie a tyroidalnych
horménov. VSetky deti zahrnuté do vyskumu liecbu dobre tolerovali.

Hormonal and metabolic changes in children with SGA
growth-hormone treated after the first year of treatment
Bluskova Z1, Pribilincovi Z.!, Popluhirova .2, Ko§talovi L.!

12 Department of Pediatrics, Comenius University Medical School and

University Children s Hospital, Bratislava, Slovak Republic

Deparment of Pediatrics, Hospital Myjava, Slovak Republic

Introduction: In recent years the number of children who were born with a low
birth weight and/or birth body length has been increasing (SGA). Approximately
10% of these children remain smaller and in adulthood more frequently they have
greater occurrence of metabolic syndrome. The main aim of this study has been to
evaluate the growth increase, change of weight expressed by BMI, and different
hormonal and metabolic parameters in children born with SCA treated with growth
hormone after the first year of treatment, with subsequent evaluation of success
of this therapy.

Methods: In 51 SGA patients we recorded and statistically evaluated characte-
ristic data together with selected hormonal and metabolic parameters close to the
beginning and after the year of treatment with the growth hormone.

Results: The height of girls improved on average from -2.44 SDS to -1.95 SDS,
P<0.05. The situation was similar in boys - from -2.79 SDS to -2.31 SDS, p<0.05.
BMI results did not show any significant change. IGF-I levels rose statistically
significantly, in orders in hundreds of ng/ml in both the sexes. Average values
of glucose level in blood Did not show any significant change together with FT4
level. TSH values in girls decreased significantly in the standard rates, in boys no
significant changes has been recorde.

Conclusion: We were successful in showing of the number of potential risk
factors responsible for SGA rise in children studied by us. We confirmed unambi-
guously a positive effect of growth hormone on the height and IGF-Ilevel. We also
had come to conclusion that the growth hormone has no significant impact on
blood sugar and thyroidal hormones levels. All children enrolled in the study of
the treatment well tolerated the treatment.

Kavernézna hemangiomatéza

pri neurofibromatoéze typ 1 - kazuistika
Bolcekova A., Hlavatd A., Kovics L., Ilen¢ikova D.

2. detskd Klinika, Lekdrska fakulta Univerzity Komenského, Detskd fakultnd
nemocnica s poliklinikou, Bratislava, Slovenskd republika

Uvod: Neurofibromatéza typ 1 (NF1, OMIM# 162200) patri k najcastej$im neu-
rokutannym syndrémom s autozomovo dominantnym typom dedi¢nosti. Okrem
zakladnych diagnostickych znakov sa u pacientov objavuju aj minoritné prejavy,
ktoré mdzu spdsobovat zavazné komplikicie. Hemangiomy sa u pacientov s neuro-
fibromatézou typ 1 vyskytuji u cca 5-6 % pacientov, v niektorych pripadoch mézu
spdsobovat zavazné komplikacie.

Kazuistika: Pacient, narodeny 1989, bez pozoruhodnej rodinnej anamné-
zy, mu boli v 3 rokoch pri plne rozvinutom obraze neurofibromatézy typ 1
(20 makul café-au-lait, 3 neurofibrémy a kavernézny hemangiéom v kapiliciu
a v axilach) diagnostikované a extirpované hemangiomy na krku. Vo veku
7 rokov zistené a extrirpované dalSie hemangiémy v torakolumbalnej oblasti,
velkosti10 a7 cm. Stav postupne progredoval infiltraciou intervertebralnych pries-
torov v oblasti C3-C4 chrbtice a pravostrannou hemiparézou, liecbou Schantzovym
golierom nastalo zlepsenie. Vo veku 14-18 rokov sonograficky zistena stlacitelna
cystoidnd hypoechogénna expanzia s pocetnymi septami, lokalizovand v okoli
proc. pterygoideus, dislokovala orofaryng a hypofaryng, infiltrovala titnu Zlazu,
odtlacalav. jugularis od a. carotis 0 10 mm a zasahovala do hornej hrudnej aper-
tary. VySetrenie onkomarkerov nepoukazovalo na malignitu. Vo veku 20 rokov
bol stav pacienta komplikovany zadvaznou pneumoniou, sepsou s respiracnym
amultiorgdnovym zlyhanim pri si¢asnej progresii lozisk occipitalne a na lateral-
nej strane krku vpravo. Vo veku 23 rokov v désledku rozsiahlych hemangiémov
postupne dochadza u pacienta ku anemizicii (Hgb: 38 g/1) a konzumpénej trom-
bocytopénii, vyvoju chronickej diseminovanej intravaskularnej koagulopatie.

V stcasnosti je pri klinicky stabilizovanom stave pre vyraznu progresiu rastu
hemangiomov (o 3 cm) planovana chemoterapia.

Metddy a vysledky: Cytogenetické vySetrenie v 14 1. Zivota nepreukazalo prestav-
bu v oblasti17q 11.1- v NFI géne. Po zavedeni molekulovej diagnostiky NFI zaloZenej
na analyze celej kodujticej sekvencie sme v kddujucej oblasti NFI génu identifikovali
pritomnost mutdcie c.4226_4227delAGinsT v exone 24 NFI génu. Tato mutacia vedie
k vzniku pred¢asného stop kodénu po 10 aminokyselinich (p.Lys14091le fsX10).

Zaver: Kaverndzne hemangiémy pri masivnom raste mézu infiltrovat okolité
tkaniva s rizikom konzumpcnej trombocytopénie. U tychto pacientov je pri vyraznej

progresii potrebné zvazit liecbu cytostatikami.

Cavernous hemangiomatosis

in neurofibromatosis type 1 - case report
Bolcekova A., Hlavati A,, Kovics L., Ilenéikova D.

2t Department of Pediatrics, Comenius University Medical School,
University Children’s Hospital, Bratislava, Slovak Republic

Introduction: Neurofibromatosis type 1 (NF1, OMIM # 162200) is one of the most
common autosomal dominant disorder. In addition to basic diagnostic features, pa-
tients also present with minor symptoms, which can be also severe. Hemangiomas
occur in about 5-6% of patients with neurofibromatosis type 1, in some cases, can
cause serious complications.

Case report: The patient whose case we are presenting, was born in
December 1989 from 2™ normal pregnancy and had an uncomplicated postna-
tal adaptation. Family history was uneventful. In the first 3 years of age he
manifested with typical signs of neurofibromatosis type 1 (20 macula café-au-
lait, 3 neurofibromas) and underwent extirpation of hemangiomas. At the
age of 7 years he had painless hemangiomas in thoracic area of the size 10 and
7 cm, which were extirpated. Lesions gradually progressed and infiltrated C3-C4
intervertebral spaces and caused the right hemiparesis, it was corrected by Schantz
collar. At the age 14-18 years the lesions were sonographically described as sharply
defined, hypoechoic compressible cystoid expansions with numerous septa, was
located in the area of pterygoid proccessus, compressed the oropharynx and hypo-
pharynx, infiltrating thyroid, disracting them from the jugular vein and carotid
reaching to the upper thoracic cavity. Oncomarkers testing proved no indication
of malignancy. At the age of twenty patient‘s condition was complicated by severe
pneumonia, sepsis and multiple organ failure meanwhile the lessions were also
progressing on the lateral occipital and right side of the neck. At the age of 23 years
the patient developed severe anemia (Hgb: 38 g/1) and consumptive thrombocytope-
nia and chronical disseminated coagulopathy due to extensive hemangiomas. At
present the patient’s condition is stabilized, however due to progression of lession
size (more then 3cm) cytostatic treatment with cyclophosphamide is planned as
a treatment.

Methods and results: Cytogenetic examination at 14 years of age did
not prove major lesion in 17q 11.1 - NFI gene. After the introduction of mole-
cular diagnosis of NFI based on the analysis of the entire coding sequence of
the coding region we identified the presence of NFI gene mutations in exon
24 €.4226_4227delAGinsT NFI gene. This mutation leads to premature stop codon
after 10 amino acids (p.Lys14091le fsX10).

Conclusion: Cavernous hemangiomas growing massively can infiltrate sur-
rounding tissues and the patients are at risk for consumptive thrombocytopenia.
Cytostatics should be considered as the treatment of choice in case of a major
progression.

Histiocytdza z Langerhansovych buniek - siibor pacientov
lieCenych v detskom onkocentre v DENsP Banska Bystrica
Bubanska E., Stan¢okova T., Mesar P., Suplatova D,

Klinika pediatrickej onkoldgie a hematoldgie SZU v DENSP, Banskd Bystrica, Slovenskd republika

Uvod: Histiocytéza z Langerhansovych buniek (LCH) je vzacne ochorenie zo sku-
piny histiocytovych syndrémov s variabilnym biologickym spravanim. Histologicky
ide o klonové nahromadenie a proliferaciu abnormélnych Langerhansovych buniek.
St to dendritické bunky pévodom z kostnej drene, ktoré spolu s lymfocytmi, eo-
zinofilmi a normalnymi histiocytmi vytvaraju infiltraty charakteristické pre toto
ochorenie. Infiltraty sa tvoria v réznych organoch, nasledkom ich postihnutia
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vznikajua rozdielne klinické obrazy - od lokalizovanej choroby typu eozinofilného
granulému, Hand-Schiiller-Christianovho syndrému aZ po generalizované ocho-
renie typu Letterer-Siweho choroby. Priebeh ochorenia je nepredpovedatelny, od
spontannej regresie po rychlu progresiu a umrtie, méZe recidivovat alebo nanovo
vzplanut aj s rizikom trvalych nasledkov.

Material a metodika: Autori prezentuju sibor 28 pacientov s LCH za obdobie
34 rokov (1979-2012), hodnotia vyskyt ochorenia v jednotlivych vekovych obdobiach,
rozsah postihnutia u jednotlivych pacientov, sposoby a vysledky liecby a na za-
ver uvadzaju kratke kazuistiky deti so zavaznym klinickym priebehom.

Vysledky: Z 28 deti bolo 16 chlapcov a 12 dievcat, vek deti v ase diagnézy
7mesiacov - 16 rokov, medidn 4 roky. Najcastejsie bolo postihnutie kosti - izolované
u 12 deti, viacloziskové postihnutie - 3 deti. Multisystémova forma bola Castejsie
u deti do dvoch rokov veku - 9 deti, u starSich deti 3-krat. 1 pacient mal vzicnu
izolovanii plticnu formu ochorenia. Vysledky sa hodnotia u 27 deti. Zije 23 deti,
t.j.85,2%, zomreli 4 deti, t. j. 14,8 %. VSetky iimrtia boli v skupine deti do 2 rokov
veku v ¢ase diagndzy. Pri¢ina Gmrtia bola u 2 deti progresia ochorenia, 1dieta zom-
relo na septickd komplikciu e$te s aktivnym ochorenim, 1 dieta na sekundarnu
malignitu - aktnu myeloidni leukémiu.

Zaver: Najhorsia prognéza ochorenia je u deti do 2 rokov veku, ktoré maji
multisystémové postihnutie. Napriek intenzivnej liecbe dochadza casto k progresii
ochorenia a exitu. Cast z tychto pacientov sa podari zachranit pomocou novych
liecebnych pristupov a cytostatik.

Langerhans cell histiocytosis - patients treated
in pediatric oncologic centre at Children’s
Teaching Hospital Banska Bystrica

Bubanska E., Stancokova T., Mesar P., Suplatova D,

Clinic of Pediatric Oncology and Hematology, Children 's Teaching Hospital,
Banskd Bystrica, Slovak Medical University, Slovak Republic

Introduction: Lancerhans cell histiocytosis (LCH) is rare disorder from group of
histiocytic syndromes with variable biological behaviour. It is regarded as a clonal
accumulation and proliferation of abnormal bone marrow derived Langerhans cells.
These dendritic cells along with lymphocytes, eosinophils and normal histiocytes
form infiltrates typical for the disease. Infiltrates may be found in various organs
and at different extent. LCH includes a wide range of clinical presentations com-
prising the clinical pictures of eosinophilic granuloma, Hand-Schiiller-Christian
syndrome or Letterer-Siwe disease. The course of disease is unpredictable, varying
from spontaneous regression to rapid progression and death or repeated recurrence
with the risk of permanent consequences.

Material and methods: The autors present the group of 28 patients with LCH
treated in period of 34 years. They analyse occurence of disease in different periods
of age, extent of involvement, methods of therapy, results of therapy and they
introduce two cases with serious clinical course.

Results: There were 16 boys and 12 girls, age at diagnosis 7 months - 16 years,
median 4 years. Most frequent was skeletal involvement - in 12 children as an uni-
locular, in 3 as a multilocular bone involvement. Multi-system disease occured
most frequent in children under two years - 9 infants, 3 children were oldier.
23 children are alive (85.5%), 4 children died (14.8%). All deaths were in group of
children under 2 years at the time of diagnosis. The cause of deaths were progression
LCH in 2 cases, sepsis with active disease in 1 and secondary malignancy - acute
myeloid leukemia in 1 child.

Conclusion: The worse prognosis of disease is in children under 2 years with
multi-system involvement. Despite of intensive treatment the disease frequently
progress to death. Some of these children can profit from salvage therapy based on
new approaches and chemotherapeutic agenses.

Klinické charakteristiky a lie¢ba osteomyelitidy u deti
Cizmar J., Podracka L.
1. linika deti a dorastu LF UPJS a DN Koice, Slovenskd republika

Uvod: Osteomyelitida je invazivna bakteridlna infekcia vyZadujica prolongo-
vanu antibioticku lie¢bu. Z klinického hladiska rozlisujeme akitnu, subakitnu
a chronickd osteomyelitidu. Vyvoldvajtica baktéria sa dostava do kosti zvycajne
hematogénnou cestou, najcastej$im patogénom je Staphylococcus aureus. Prognéza
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akitnej osteomyelitidy je zvyCajne dobra, moze ju determinovat aj rychlost
diagnostiky a véasné nasadenie adekvatnej antibiotickej liecby.

Material a vysledky: V retrospektivnej §tidii autori analyzuja sibor 13 deti
(vek 21 dni aZ 16 rokov) s osteomyelitidou, uvadzaja klinické charakteristiky,
diagnostiku a vysledky liecby. 11 deti malo akitnu a 2 deti chronickd osteo-
myelitidu, u 10-rocného chlapca vznikla osteomyelitida po tiraze. NajcastejSie
bol postihnuty pravy femur (6 deti). V klinickom obraze dominovali teploty
sprevadzané lokdlnym opuchom, flegmoénou, bolestivostou v oblasti postihnutej
kosti a poruchou hybnosti koncatiny. Zo zapalovych markerov bolo signifikatne
zvySené CRP, hemokultira bola pozitivna u 3 deti, u 6/13 pacientov sa vykulti-
voval zlaty stafylokok, v jednom pripade meticilin rezistentny kmen. MRI bola
senzitivnejsia ako RTG, USG, CT a kostny sken. Prvou ATB volbou bol zvycajne
klindamycin resp. vankomycin ¢i chinolény (u star§ich deti), v individudlnych
pripadoch sa menili ATB podla vysledkov kultivacie. U 8 pacientov bol nutny
chirurgicky vykon (incizia, drenaz, debridement). U novorodenca s torpidnou
osteomyelitidou proximalneho femuru doslo k nekrdze hlavice femuru a po-
§kodeniu rastovej platnicky.

Zaver: Osteomyelitida je zdvazna bakteridlna infekcia v detskom veku.
Z hladiska progndzy je rozhodujica véasnd diagndza a promptna adekvitna antibio-
tickd liecba. Oneskorena a/alebo nevhodna terapia moZe viest k ireverzibilnému
poskodeniu kosti.

Clinical characteristics and the treatment
of osteomyelitis in children

Cizmar )., Podracki L,

1¢ Department of Paediatrics, Faculty of Medicine, Pavol Jozef Safdrik
University and Children “s Hospital, Kosice, Slovak Republic

Introduction: Osteomyelitis is an invasive bacterial infection requiring
a prolonged antibiotic therapy. From clinical point of view acute, subacute and
chronic osteomyelitis are recognized. Most cases of osteomyelitis in children arise
hematogenously, Staphylococcus aureus is the most common causative bacteria
of paediatric bone infection. Prognosis of acute osteomyelitis is usually good and
might be determined by prompt diagnosis followed by the appropriate antibiotic
treatment.

Material and results; In retrospective study the cohort of 13 children (from new-
born age to 16 years) with osteomyelitis is analyzed including clinical characteristics
and the results of the treatment. 11 children had an acute osteomyelitis, while
two children a chronic bone infection. In 10-years boy osteomyelitis developed as
seguaele of trauma. In the most cases the one bone was affected. Fever accompanied
by local swelling, cellulitis and pain associated with limited movement activity
were common clinical manifestations of the bone infection. Staphylococcus aureus
as a causative organism of osteomyelitis was isolated in 6/13 patients, in one case
methicillin-resistant strain was identified. Blood culture was positive in 3 children.
Significant elevation of CRP was present at the time of the admission, MRI was su-
perior to X-ray, ultrasound, CT as well as bone scintigraphic scan. Clindamycin resp.
vancomycin or ciprofloxacin (older children) were the first ATB choice, however in
some individual cases, antibiotic therapy was switched according to the microbi-
ological results. Despite of parenteral antibiotic therapy the surgery was required
(incision, drainage, debridement) in 8 children. Serious long-term complications
were observed in a newborn with infection of proximal femur (a necrosis of the
femoral head and damage of the growth plate developed).

Conclusions: Osteomyelitis is an invasive bacterial infection in childhood.
Early diagnosis followed by adequate treatment gives good outcome. Inappropriate
or delayed treatment may result in chronic osteomyelitis or irreversible joint
destruction.

Postup pri diagnostike a liecbe juvenilnej hypertenzie
CiZmarova E.
Kardiologickd ambulancia pre deti a dorast, Bratislava, Slovenskd republika

Uvod: Problematika artériovej hypertenzie v detskom a dorastovom veku sa
dlho vztahovala skor len na oblast sekundarnej hypertenzie. Tento typ hypertenzie
vdaka v€asnej diagnostike a liecbe chordb, ktoré ju spdsobuji, nie je aZ taky casty.
Zvysuje sa incidencia primdrnej hypertenzie, a to najmd v obdobi adolescencie.



V poslednom obdobi bol zaznamenany silnejtci vedecky zaujem o toto ochorenie
a postupne boli zjednotené nazory na definiciu juvenilnej hypertenzie a na jej
diagnostiku a liecbu.

Materiil a metodika: V prednaske je analyzovanych 1650 pacientov s vys$imi
hodnotami krvného tlaku, ktori boli ambulantne diagnostikovani podla §tandar-
dizovaného diagnostického algoritmu. Stcastou diagnostického postupu bola
i stratifikicia pacientov na zaklade hodnotenia pritomnych rizikovych faktorov
a organovych zmien.

Vysledky: Na zaklade viac ako 10-rocného sledovania siboru pacientov s juvenil-
nou hypertenziou mozno konstatovat, Ze juvenilna hypertenzia méZe byt za¢iatkom
hypertenznej choroby dospelého veku. Jej véasnd diagnostika ako i adekvatna liecba
moZu byt prevenciou vazneho kardiovaskuldrneho ochorenia. Spravna diagnostika
ako i stratifikicia pacienta je zdkladom pre urcenie prognézy a priebehu pacientov
s touto diagnézou, a tym aj podkladom pre ich lie¢bu. V prednaske budd predlozené
diagnostické, stratifikacné a prognostické kritéria ako i terapeuticky postup pri
juvenilnej hypertenzii.

Zaver: 10-ro¢né sledovania pacientov s juvenilnou hypertenziou a ich nefarma-
kologicka ako aj farmakologicka liecba poukazuji na moznost zlep$enia aZ norma-
lizaciu krvnych tlakov, ale aj Gstup organovych zmien u tychto pacientov.

Juvenile hypertension - Diagnostic and therapeutic algorithm
CiZmarova E.
Cardiology Outpatient s Department for Children and Adolescents, Bratislava, Slovak Republic

Introduction: The issue of arterial hypertension in children and adolescents
has long been rather focused to the area of secondary hypertension. Due to early
diagnosis of secondary hypertension and appropriate treatment of diseases that
cause it, secondary hypertension is not so common. The incidence of primary
hypertension has steadily been increasing. This is especially true in the period of
adolescence. In recent years there has been a growing scientific interest in this
disease and gradually emerging unified views on the definition of juvenile hyper-
tension to its diagnosis and treatment.

Material and methods: The presentation provides analysis of 1 650 patients
with juvenile hypertension. These individuals were diagnosed according to the
standardised outpatient diagnostic algorithm. Part of the diagnostic procedure
was based on the assessment of present risk factors and patient stratification as
well as organ changes.

Results: On the basis of more than 10 years of tracking patients with juvenile
hypertension we conclude that juvenile hypertension may be the beginning
of essential hypertensive disease of adult age. Its early diagnosis and adequate
treatment can provide prevention of serious cardiovascular disease. The correct
diagnosis and patient stratification is the basis for determining the prognosis and
course of patients with this diagnosis, and hence the basis for their treatment. The
lecture will present diagnostic, prognostic and therapeutic criteria and procedure
for stratification of juvenile hypertension.

Conclusion: 10 years of tracking patients with juvenile hypertension and their
non- pharmacological as well as pharmacological treatment point to the possibility
of improving and normalizing the blood pressures but also regression of organ
changes in these patients.

Abtizus psychotropnych litok u deti a dorastu
Felcanova M., Kresanek J.
Slovenskd zdravotnicka univerzita Bratislava, Slovenskd republika

Za poslednych 23 rokov sa situdcia v zneuZzivani psychotropnych latok (PL) pod-
statne zmenila. Na prvé miesto z nealkoholovych PL sa dostal amfetamin a jeho
derivaty, potom rastlinné PL, najmd marihuana a durman. Pocet abizerov kokainu
je zatial u nds minimalny. ZneuZivanie heroinu klesa, aj ked jeho nasledky patria
stale medzi najzavaznejsie. Pribuda aj abizus novych syntetickych PL (mefedron,
fenyletylaminy a pod.). Alkohol je stale drogou ¢islo jeden. Medzi mladeZou je rozsi-
rené tzv. ,deStruktivne pitie“ - t. j. ¢im rychlejsie sa opit do bezvedomia. Rastlinné
PL st obliibené u adolescentov najmad pre lahkd dostupnost a nizku cenu.

Cielom prace bolo zistit, aky je sic¢asny pristup deti a dorastu k abizu PL. Aké
st ich znalosti v tejto oblasti? Kolko z nich uZ ,,vyskasalo® nielen kavu, alkohol,
cigarety, ale aj nelegalne PL? Co motivuje mladych lud{ k uZivaniu PL a ¢i sd roz-

diely medzi chlapcami a diev€atami v ich uzivani? Dotaznik, ktory sme pouzili,
obsahoval 9 uzavretych otazok a jednu ¢iastocne otvorent, kde mali respondenti
uviest svoju skisenost s nelegalnou PL. Navratnost dotaznika bola 100 %. Prieskum
sme realizovali u Ziakov 2. stupria zakladnej $koly (z8) v Bratislave (10-16-ro¢-
nych) a Studentov gymnazia v Bratislave (15-20- rocnych). Spolu 167 respondentov
(70 diev€at a 97 chlapcov). Ziaci Z8 uvadzali ako hlavny dévod uZivania PL vjchodisko
z problémov, ¢i uZ v rodine, vo vztahoch, v §kole a pod., zatial ¢o nadpolovi¢na
vic§ina gymnazistov uviedla snahu zapadnut do partie. Potvrdilo sa nam, Ze je viac
faj¢iarok ako fajciarov, a ze kazdy druhy respondent uz vyskisal cigaretu.

Z odpovedi respondentov nam vyplynulo, Ze az 82,5 % chlapcov a 65,8 % dievcat uz
ma skisenosti s alkoholom. 75 % zo vetkych respondentov povazuje svoje znalosti
drogovej problematiky za dostatocné. Zistili sme, Ze kaZdy piaty respondent uz
experimentoval s nelegdlnou PL, najcastejsie s marihuanou.

Zistené poznatky odrazaji stcasnu situdciu o abtize PL mladistvymi, ale i o po-
merne dobrej Grovni poznatkov mladistvych o PL a rizikich, ktoré prindsa ich
abuzus.

Endokrinne aktivne tumory u deti

Fillovd H., Puskicova J.2, Bubanska E.!

'Klinika pediatrickej onkoldgie a hematoldgie SZU, Banskd Bystrica, Slovenskd republika
“Klinika detskej hematoldgie a onkoldgie, Bratislava, Slovenskd republika

Uvod: Endokrinne aktivne nidory predstavuji réznorodd a rozsiahlu skupinu,
kde vddsinu tvoria benigne nadory, ale sem patria aj tumory s malignym poten-
cidlom. Specifikom tychto nddorov je tvorba horménov, ktoré sa zicastiiuji na
vytvarani klinického obrazu, spolu s priznakmi z ttlaku okolia nadoru a jeho
metastatického rozsevu.

Ciel’: Cielom tejto prehladovej prace je podat komplexny sihrn najnovsich od-
bornych poznatkov o typoch, klinickych priznakoch, diagnostike a liecbe nadorov
s endokrinnou aktivitou u detskych pacientov.

Zaver: Vzhladom na schopnost endokrinného nddoru produkovat hormény
s variabilnym Klinickym obrazom, moZe byt ich diagnostika oneskorend, preto u die-
tata s endokrinnymi prejavmi ochorenia treba mysliet aj na moznost endokrinne
aktivneho tumoru, hoci je jeho vyskyt vo vicSine pripadov raritny.

Tumors with endocrine activity in children

Fillovd H., Puskicova J.2, Bubanska E.!

"Department of Paediatric Oncology and Haematology SMU, Banskd Bystrica, Slovak Republic
“Department of Paediatric Haematology and Oncology, University

Children’s Hospital, Bratislava, Slovak Republic

Introduction: Tumors with endocrine activity are very heterogeneous and con-
stitute a large subgroup of all tumors in paediatric population. Biological behavior
of most tumors is benign, but malignant and fatal course can occur. Particularity
of endocrine active tumors is in the ability to produce hormones and therefore to
create specific clinical symptoms. Another clinical presentation can result from the
mass effect of growing neoplasm or from the metastatic dissemination.

Purpose: The main goal of this summary is to present actual overview of
types, symptomes, diagnostic approaches and therapy of tumors with endocrine
activity.

Conclusion: Owing to the ability of these tumors to secrete specific hormones
with variable clinical symptoms, the diagnosis can be delayed. Therefore with
children with endocrine symptoms one has to consider the possibility of hormone
secreting tumor, even though its occurrence is rare.

Co ukazala histologia?

Fratrifova K., Cernianska A.', Kizekova Z.", Cervefiova 0.',

Talar¢ik P.?, Nyitrayova O.?

. detskd klinika LF UK a DENSP, Bratislava, Slovenskd republika

*Cytopathos spol. st. 0., Bioptické, cytologické a skriningové laboratdrium, Bratislava, Slovenskd republika

Uvod: Salmoneldza je infekéné ochorenie, ktoré sa na ¢loveka prenasa sekundar-
ne z chorych zvierat alebo ich produktov. Primarne u Iudi toto ochorenie postihuje
traviaci trakt a spdsobuje gastroenteritidu. MoZe byt v§ak spi§tacom imunitne pod-
mienenych reakcii, ktoré ojedinele vyustia do zivazného pokodenia organov.
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Kazuistika: V nasej prici prezentujeme pripad 4-ro¢ného dievcatka rém-
skeho etnika s dokdzanou salmonelovou infekciou. Dieta s protrahovanym
hnackovym ochorenim bolo hospitalizované pre vzostup urey a kreatininu,
tazkd hypochrémnu anémiu a makroskopickd hematiriu. Opakovane vyza-
dovalo transfiziu erymasy pre anémiu, diuretickd liecbu pre periférne opu-
chy a ascites. V laboratérnom naleze boli pozitivne antinukledrne protilatky
a hypokomplementémia. V moci bola pritomnd neselektivna proteintria
3 g/deni a makroskopickd hematudria. Napriek dlhodobej antihypertenzivnej
a diétnej liecbe u pacientky pretrvavala proteintria do 1,5 g/deri a mikroskopicka
hematria. Pre postupny progres patologického mocového nilezu bolo dieta nasta-
vené na imunosupresivnu lie¢bu Prednisonom v davke 2 mg/kg/den. Tato liecba bola
bez vyraznejsieho efektu a pri¢inu farmakorezistentnej proteintirie nam pomohla
odhalit aZ biopsia oblicky.

What revealed histology?

Fratri¢ova K.', Cernianska A", Kizekova Z.', Cervefiovi 0.',

Talar¢ik P.?, Nyitrayova 0.’

"1 Department of Pediatrics, Comenius University Medical School,

University Children’s Hospital, Bratislava, Slovak Republic

“Cytopathos, Ltd., Biopsy, Cytology and Screening Laboratory, Bratislava, Slovak Republic

Introduce: Salmonellosis is an infectious disease which is contracted secon-
dary on humans from animals and animal products. This disease affect primary
gastrointestinal tract and cause the gastroenteritis. However it can be a trigger of
immune reactions which sporadic end in severe organ damage.

Case report: The report describes case of 4-year gypsy girl wi-
th Salmonella infection. Child with prolonged diarrhea was admitted to
a hospital with elevation of urea and creatinine level, severe hypochromic anemia
and macroscopic hematuria. She needed repeated transfusion, diuretic therapy
because of periferal edemas and ascites. There were posotive antibodies and hypo-
complementemia in laboratory tests. There was non-selective proteinuria 3 g per
day and macroscopic hematuria. Despite of longlasting antihypertensive therapy
and diet there were persisting proteinuria up to 1.5 g per day a microscopic hema-
turia. We started with therapy with immunosuppressive drug - Prednison in dose
2 mg/kg/day, because of progressive pathologic urine finding. This therapy was
without significant effect and the cause of pharmacoresistant proteinuria was
cleared after the histology.

ExKkluzivna enterilna vyZiva v indukcnej

liecbe Crohnovej choroby u deti

Frivolt K.'?, Schwerd T.!, Werkstetter K.}, Prell C.},

Freudenberg F.!, Bufler P.!, Koletzko S.!

"Detskd Nemocnica Dr. Haunera na Univerzite Ludwiga-Maximiliana, Mnichov, Nemecko
%2, detskd klinika Lekdrskej fakulty Univerzity Komenského a Detskej fakultnej

nemocnice s poliklinikou, Bratislava, Slovenskd republika

Uvod: Exkluzivna enterdlna vyZziva (EEV) je lietbou prvej volby aktivnej Crohnovej
choroby (Crohn s disease, CD). Ako jediny zdroj vyZzivy, tekutd formula je poddvana
oralne alebo nazogastrickou sondou najmenej 6-8 tyZdrov.

Ciele: Vyhodnotenie kratko- a dlhodobej tspesnosti EEV v jednom nemeckom
centre pre deti s CD.

Metddy: Retrospektivne preskiimanie pisomnej a elektronickej zdravotnej
dokumentacie pacientov s CD (n = 181) od januara 2004 do juna 2011. Pacienti
boli zaradeni, ak neuzivali kortikody alebo anti-TNFa tri mesiace pred zacatim
s EEV. Analyzované boli zmeny v matematicky viZzenom indexe aktivity pedia-
trickej Crohnovej choroby (WPCDAI, rozmedzie 0 - 125), zmeny v laboratérnych
a antropometrickych parametroch, odpoved na liecbu a relaps ochorenia v prvom
roku terapie.

Vysledky: 52 deti (31 chlapcov, 21 diev¢at) v priemernom veku v Case stano-
venia diagnézy 12,6 + 3,2 rokov (rozmedzie 6,0-17,8) bolo zaradenych; 26 (50 %)
deti lie¢enych EEV malo vysoki aktivitu ochorenia (WPCDAI>57,5). Vicsina pa-
cientov (87 %) dokoncila aspori 6-tyzdiiovi lie¢bu EEV a 64 % zacalo udrziava-
ciu lie¢bu azatioprinom. Remisiu (WPCDAI<12,5) dosiahlo 37 pacientov (71 %) po
4 tyzdiioch a 48 (92 %) po 12 tyzdnoch od zacatia terapie EEV. Aktivita ocho-
renia sa znizila z 58,8 (WPCDAI vyjadreny ako mediin, rozmedzie 35-100) na
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7,5 (0-42,5), sedimentacna rychlost erytrocytov z 48 (17-120) na 14 mm/h (1-46),
hladina albuminu sa zvysila z 3,4 (2,2-4,5) na 4,2 g/dl (3,4-5,1) a zlep§il sa BMI
(vzostup BMI z-score z -1,0 na -0,75). Po uspe$nej EEV 33 % pacientov ostalo
v remisii v prvom roku liecby.

Zaver; EEV bola vysoko u¢inna v navodeni remisie v Studovanej skupine deti s CD,
aviak u 2/3 pacientov ochorenie relabuje napriek véasnému zahajeniu udrziavacej
liecby azatioprinom.

Prdca autorky K. Frivolt bola podporend Stipendiom Collegium Talentum a Naddcie SPP.

Exclusive enteral nutrition as induction

therapy in pediatric Crohn’s disease

Frivolt K.'2, Schwerd T.!, Werkstetter K.}, Prell C.},

Freudenberg F.!, Bufler P.!, Koletzko S.!

'Dr. v. Hauner Children’s Hospital, University Munich Medical Center, Munich, Germany
2nd Department of Pediatrics, Comenius University Medical School, Bratislava, Slovakia

Introduction: Exclusive enteral nutrition (EEN) is first-line therapy in active
pediatric Crohn s disease (CD). As a sole source of nutrition liquid formula is ad-
ministered orally or per nasogastric tube, for at least 6 to 8 weeks.

Aim: Evaluation of short- and long-term outcome of EEN in a single German
center for pediatric CD.

Methods: Retrospective review of written and electronic health care records
of CD patients (n=181) treated from January 2004 to June 2011. All patients treated
with EEN were included if they did not receive any corticosteroids or anti-TNFa
agents 3 months prior EEN. Analysis included changes in the mathematically
weighted Pediatric Crohn’s Disease Activity Index (WPCDAI, range 0-125), labora-
tory parameters, anthropometric data, treatment response and relapse rate in the
first year of therapy.

Results: Fifty-two children (31 boys, 21 girls) with a mean age at diagnosis
12.6+3.2 years (range 6.0-17.8) were qualified; 26 (50%) had a severe disease activity
(WPCDAI>57.5). The majority (87%) completed at least 6 weeks of EEN and 64% started
a maintenance therapy with azathioprin. Remission (WPCDAI<12.5) was achieved in
37 patients (71%) 4 weeks and in 48 (92%) 12 weeks after starting EEN. Disease activity
decreased from 58.8 (WPCDAI expressed as median, range 35-100) to7.5(0-42.5), ESR
from 48 (17-120) to 14 mm/h (1-46), albumin increased from 3.4 (2.2-4.5) to 4.2 g/dl
(3.4-5.1), while the BMI improved (z-score from -1.0 to -0.75). After successful EEN
16 patients (33%) remained in complete remission for at least one year.

Conclusion: EEN was highly effective in inducing remission in the studied
cohort of children with CD. However, relapse occurs in two third of the patients
even with early introduction of azathioprin for maintenance therapy.

K. Frivolt s work was supported by Collegium Talentum and SPP Foundation.

Na vitaminy reagujiica epilepsia v novorodeneckom veku
Hajster Vozarova Z.!, Kolnikova M., Podhorski A.!, Vyskocova Z.!

"Detskd Klinika anestézioldgie a intenzivnej mediciny LF SZU a DENSP, Bratislava, Slovenskd republika
“Klinika detskej neuroldgie LF UK a DENSP, Bratislava, Slovenskd republika

V etioldgii kicov v detskom veku, predovsetkym u novorodencov a dojciat,
okrem Kklasicky zndmych pri¢in (choroby CNS) hraju délezitl tillohu metabolické
priciny. Ich rozpoznanie a skord liecba st mimoriadne délezité, pretoze zabrania
poskodeniu mozgu s trvalymi nasledkami rozneho rozsahu a stupiia s potenciilne
fatadlnym priebehom.

Autori opisuji 2-mesa¢né dieta, u ktorého po vylicen{ ostatnych pricin ki¢ov
(vyvojové anomdlie mozgu, cerebrovaskuldrne choroby, trauma, infek¢éné a me-
tabolické pri¢iny - hypoglykémia, iénova nerovnovaha a i.) a pri ich pretrvavani
napriek $tandardnej protikicovej lie¢be (barbiturity, benzodiazepiny), diagnos-
tikovali epilepsiu reagujicu na liecbu vitaminmi. V sicasnosti pozndme tri na
vitamin reagujtice kice novorodencov: pyridoxin dependentné kice, pyridoxalfosfat
dependentné kfce a kite reagujiice na podanie kyseliny folinickej. Autori uvddza-
ju diferencidlne diagnosticky postup a taktiku liecby pri kf¢och reagujicich na
podanie vitaminov.

Zaver: Kice potencidlne poskodzuji mozog s moznymi trvalymi nasledka-
mi, vratane mozného fatdlneho priebehu. VyZaduji preto okamzitd liecbu
avCasné urcenie etioldgie. Pri pretrvavani kicov napriek Standardnej protikicovej liecbe
pri diferencialnej diagnostike musime vylicit aj epilepsiu reagujticu na vitaminy.



Neonatal vitamin - responsive epilepsy

Hajster Vozarova Z.!, Kolnikova M., Podhorski A.!, Vyskocova Z.!
IChildren’s Clinic of Anaesthesiology and Intensive Care, Medical Faculty of Slovak
University of Health and Children’s University Hospital Bratislava, Slovak Republic
“Clinic of Pediatric Neurology, Medical Faculty of Comenius University and
Children‘s University Hospital Bratislava, Slovak Republic

In the etiology of seizures in children, especially newborns and infants, me-
tabolic causes play an important role besides other causes, such as CNS diseases.
Their identification and early treatment are extremely important in order to
prevent brain damage with persisting effects of different grade and extent, with
potentially fatal course.

The authors have described a 2-month old child with seizures resisting standard
antiepileptic therapy (barbiturates, benzodiazepines), in whom common causes
(developmental brain anomaly, cerebrovascular disease, trauma, infection and me-
tabolic causes such as hypoglycaemia or electrolyte disbalance) had been excluded,
and who had been diagnosed a vitamin - responding epilepsy. At present there are
three types of vitamin - dependent seizures in newborns: pyridoxine - dependent,
pyridoxine phosphate dependent and seizures responding to the administration
of folinic acid. The authors have presented the differential diagnostic process and
the treatment policy in vitamin - dependent seizures.

Summary: Seizures potentially damage the brain with eventual persisting
effects, including a fatal end. Therefore they require early identification of etio-
logy and immediate treatment. When there are intractable seizures, resistant
to conventional anticonvulsive therapy, vitamin - responsive epilepsy must be
excluded in the diagnostic process.

Uskalia diagnostiky a lie¢by gastroezofageilneho refluxu
u deti s chronickou respiracnou symptomatolégiou
Havli¢ekova Z., Szépeova R., Mikler J., Binov¢in P,

Klinika deti a dorastu, Jesseniova lekdrska fakulta UK a Univerzitnd

nemocnica Martin, Slovenskd republika

Uvod: Lietba blokitormi proténovej pumpy je zikladom manaZmentu u pa-
cientov s refluxnou chorobou ezofigu (Castroesophageal reflux disease, GERD).
Efektivita antisekrecnej lie¢by u extraezofagealnych priznakov GERD je vSak stale
diskutabilnd.

Cielom §tiidie bolo vyhodnotenie ti¢innosti lieby blokatormi proténovej pumpy
v manazmente pediatrickych pacientov s respira¢nymi prejavmi asociovanymi
s GERD.

Metodika: Z 250 deti, ktoré podsttipili na KDaD UNM a JLF UK 24-hodinovi
ezofagealnu pH-metriu bolo do §tidie zaradenych 57 deti (31 chlapcov, 26 dievcat,
priemerny vek 7,69 + 3,2 roka), ktori absolvovali opakované vySetrenie (pred liecbou
a po 3-6-mesacnej liecbe blokatormi proténovej pumpy) pre respira¢né symptémy
asociované s GERD (perzistujiici kasel, rekurentné zapalové ochorenia dychacich
ciest, nedostatotne kontrolovana brochidlna astma). Na posudenie zavaznosti
refluxnych epizéd bolo pouzité DeMeester skére.

Vysledky: Zistili sme signifikantné subjektivne zlep$enie po lie¢be blokdtormi
proténovej pumpy (p <0,001). Zaznamenali sme pokles DeMeesterovho skore, ktory
v§ak nebol signifikantny (p = 0,058).

Zaver: Nase vysledky potvrdili predpoklad, Ze liecba respira¢nych prejavov GERD
blokatormi proténovej pumpy nie je jednoznacne G¢inna. Na postidenie efektivity
u pediatrickych pacientov bude nutné zrealizovat dalSie vicsie Stadie.

Dobudovania Centra experimentdlnej a Klinickej respirolégie (CEKR I) -, Projekt je spolufinan-
covany zo zdrojov ES“ - ERDF - Eurdpskeho fondu regiondlneho rozvoja.

Difficulties of diagnosis and treatment in children
with chronic respiratory symptomatology

of gastroesophageal reflux disease

Havli¢ekova Z., Szépeova R., Mikler J., Binov¢in P,

Department of Paediatrics, Comenius University in Bratislava, Jessenius Faculty

of Medicine and University Hospital, Martin, Slovak Republic

Background: The control of oesophageal acid exposure through gastric acid
inhibition using proton-pump inhibitors (PPI) is the base of gastro-oesophageal

reflux disease (GERD) treatment. The efficacy of antisecretory treatment on ex-
traesophageal symptoms is still questionable.

Objective; The aim of the study was to determine effect of PPI in treatment of
respiratory symptoms associated with GERD.

Methods: From 250 children, who underwent 24-hour pH-metry fifty-seven
children (31 boys, 26 girls, mean age 7.69+3.20 year) were enrolled in the study.
They underwent 24-hour pH-metry for persistent respiratory symptoms (chronic
cough, recurrent respiratory tract infections, and uncontrolled bronchial asthma)
and control evaluation after 3 to 6 months treatment with PPI. DeMeester score
was used to distinguish patients with physiological reflux from patients with
pathological reflux.

Results: We observed significant subjective improvement after PPI treatment
(p<0.001). Nonsignificant decrease of DeMeester score (p=0.058) was noticed.

Conclusions: PPI is not clearly efficacious for respiratory symptoms associated
with GERD in children. Future paediatric studies should be realised.

Thiswork was supported by project “Centre of Experimental and Clinical Respirology I1” co-financed
from EU sources and European Regional Development Fund.

Skiisenosti s lieCbou pacientov s mozgovym deficitom folatu
Hlavati A, Honzik T.2, Humpolcova Z.}, Vargova K.!

12. detskd Klinika LF UK a DENSP, Centrum dedicnych metabolickych

portich, Bratislava, Slovenskd republika

Klinika détského a dorostového 1ékafstvi 1. LF UK a VEN, Ustav dédicnych

metabolickych poruch 1. LE UK a VEN, Praha, Ceskd republika

*Klinika detskej neuroldgie LF UK a DENSP, Bratislava, Slovenskd republika

Uvod: Mozgovy deficit folatu je dedifné metabolické ochorenie spojené
s nizkou hladinou 5-methyltetrahydrofolatu (5-MTHE) v likvore pri normalnej
hladine folatu v krvi v dsledku poruchy transportu folatu cez hematoencefalicka
bariéru. Pri¢inou méZe byt porucha funkcie foldtového receptora (FOLR1, FOLR2,
SLC19A1, DHFR) alebo pritomnost protildtky proti receptorom.

Kazuistika: Autori opisuju pripad 3,5-roného chlapca s neprospievanim, one-
skorenym psychomotorickym vyvojom, centrdlnym hypotonickym syndrémom
a pervazivnou vyvojovou poruchou, ktory mal indikované metabolické vySetrenie pre
atypicky autizmus. Metabolickym vySetrenim likvoru na zahrani¢nom pracovisku
bola zistena patologicky nizka hladina 5-methyltetrahydrofolatu. Pacientovi bola
nasadena terapia kalciumfolindtom. Davka 0,5-3 mg/kg/del bola upravovana podla
klinického nalezu a hladiny 5-MTHF v likvore. V§voj pacienta sa na liecbe zlepSuje.
Nizka hladina 5-MTHF v likvore bola zistend aj u mladSieho sirodenca, ktory sa naro-
dil v ¢ase diagnostiky brata. Aj on je na liecbe suplementiciou kalciumfolinatu.

Zaver: VySetrovanie hladiny 5-metyltetrahydrofolatu v likvore u pacientov
s neurologickym deficitom a ¢rtami atypického autizmu moze prispiet k rychlejsej
diagnostike a liecbe pacientov.

Therapeutical experiences in patients

with cerebral folate deficiency

Hlavati A, Honzik T.2, Humpolcova Z.?, Vargova K.!

127 Department of Pediatrics, Comenius University Medical School and Children’s University Hospital,
Bratislava, Slovak Republic, Center for inborn errors of metabolism Bratislava, Slovak Republic
“Department of Pediatrics, Institute of Inherited Metabolic Disorders, First Faculty of Medicine,
Charles University in Prague and General University Hospital in Prague, Czech Republic

*Department of Paediatric Neurology, Comenius University Medical School

and Children’s University Hospital, Bratislava, Slovak Republic

Introduction: Cerebral folate deficiency is an inherited metabolic disorder
associated with low levels of 5-methyltetrahydrofolate (5-MTHF) in cerebrospinal
fluid with normal folate levels in blood due to failure of folate transport across the
blood-brain barrier. This may be caused by impaired function of folate receptors
(FOLRI1, FOLR2, SLC19A1, DHFR) or antibodies against the receptors.

Case report: The authors describe case of a 3.5-year-old boy with failure to thri-
ve, delayed psychomotor development, central hypotonic syndrome and pervasive
developmental disorder-susp. child autism. In metabolic test of cerebrospinal fluid
in a foreign workplace was found pathologically low level of 5-methyltetrahydrofo-
late. The patient was given calcium folinate therapy. Dose of 0.5-3 mg/kg/day was
adjusted based on clinical findings and levels of 5-MTHF in CSF. Development of
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the patient on treatment improves. Low levels of 5-MTHF in CSF was also found in
his younger sibling, who was born at the time of setting his brother’s diagnosis.
He is on treatment with supplemental calcium folinate as well.

Conclusion: Determination of levels of 5-MTHF in CSF among patients with
neurological deficits and atypical autism traits can contribute to faster diagnosis
and treatment of patients.

Skrining Pompeho choroby na Slovensku

Hlavata K.!, Spalek P.?, MattoSova S.3, Hlavata A.!

12. detskd Klinika LF UK a DENSP, Centrum dedicnych metabolickych

portich Bratislava, Slovenskd republika

“Neurologickd Klinika SZU a UNB, Centrum pre neuromuskuldrne

ochorenia Bratislava, Slovenskd republika

Ustav lekdrskej bioldgie, genetiky a Klinickej genetiky LF UK a UN Bratislava, Slovenskd republika

Uvod: Pompeho choroba je autozémovo recesivne, dedi¢né metabolické ochorenie
na urovni lyzozémov. Deficit 4-glukozidazy (kyslej maltazy, GAA) vedie k akumu-
lacii glykogénu v lyzozémoch vSetkych tkaniv, ale najma v priecne pruhovanom
svalstve a v myokarde. Klinickd manifestacia je variabilna. Od najtazsieho a rychlo
progredujuceho postihnutia novorodencov a dojciat az po manifestaciu v dospelosti
s postupnou progresiou priznakov. Podla veku pri vzniku, zdvaznosti postihnutia
arychlosti progresie sa rozlisuju tri formy Pompeho choroby - infantilnd, juvenilnd
a adultna forma. V dojcenskom veku je spojend s vyraznou svalovou slabostou,
kardiomyopatiou a respiraénym zlyhdvanim. Vznik v detstve a v dospelosti je
spojeny so slabostou proximalneho koncatinového svalstva, zdtaZovym dyspnoe
arespiratnou nedostato¢nostou.

Material a metodika: Od janudra 2009 zacal na Slovensku projekt aktivneho
vyhladavania pacientov s Pompeho chorobou. Umoziiuje ho nova metodika, ktora
Dbola vyvinutd v roku 2001 a meria aktivitu a-glukozidazy v suchej kvapke krvi. Ak sa
vsuchej kvapke krvi zisti zniZend aktivita CAA, nalez je overeny vysetrenim aktivity
GAAvlymfocytoch a doplneny molekularno-genetickou analyzou na identifikaciu
mutdcii v géne pre kysli GAA na chromozéme 17q25.3.

Vysledky: Do projektu sa do konca roka 2012 zapojilo 115 pracovisk a bolo otes-
tovanych 840 slovenskych pacientov. Najcastejsie boli zaslané vzorky od pacientov
nad 18 rokov neuroldégmi. Doteraz bolo diagnostikovanych 7 slovenskych pacien-
tov s Pompeho chorobou. Dvaja pacienti s infantilnou formou a pit s adultnou
formou.

Zaver: V¢asna diagnostika a liecba Pompeho choroby méze pri infantilnej forme
Dbezprostredne zachranit Zivot dietata a pri juvenilnej a adultnej forme umoziuje
pacientom prezit plnohodnotny Zivot. VySetrenie aktivity enzymu v suchej kvapke
krvibolo do janudra 2013 realizované na zahrani¢nom pracovisku, teraz s uz vsetky
vySetrenia realizované na Slovensku.

Screening for Pompe disease in Slovakia

Hlavata K !, Spalek P.?, MattoSova S.3, Hlavata A.!

12 Department of Paediatrics, Faculty of Medicine CU and Children s University
Hospital, Center for inherited metabolic disorders, Bratislava, Slovak Republic
“Department of Neurology, SMU, University Hospital Bratislava, Center

for Neuromuscular Diseases, Bratislava, Slovak Republic

*Institute of Medical Biology, Genetics and Clinical Cenetics, Faculty of
Medicine CU and University Hospital Bratislava, Slovak Republic

Introduction: Pompe disease is an autosomal recessive, hereditary, metabolic
lysosomal storage disorder, that is caused by deficient acid alpha-glucosidase (acid
maltase, GAA) activity and results in accumulation of glycogen in lysosomes of all
kind of tissues, but predominantly in skeletal and cardiac muscles. Clinical mani-
festation is variable, from most severe, rapidly progressive new-born and infant
form, to late manifestation in adulthood with slower progression of symptoms.
Regarding the age, in which the first signs of disease are present, severity of
these signs and progression rate there are three different types of Pompe disease:
infantile, juvenile and adult form. Infantile form is connected with pronounced
hypotonia, severe cardiomegaly and respiratory failure. Onset of disease in child-
hood and in adulthood is connected with progressive proximal muscle weakness,
dyspnoea and respiratory insufficiency.
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Methods: In Slovakia there has been a project of active screening for patients
with Pompe disease since January 2009. It is possible because of new diagnostic
method invented in 2001, which is based on measuring of alpha-glucosidase activity
in dry blood spot. If the level of GAA activity is decreased, this finding is confirmed
by measuring the activity of CAA in lymphocytes and eventually molecular- genetic
analyse of mutations in gene for acid CAA in chromosome 17¢25.3.

Results: Until the end of year 2012, 115 centres have joined the project,
840 Slovak patients have been tested. Most commonly the samples were sent
by neurologists from patients more than 18 years old. Until now 7 patients from
Slovakia have been diagnosed with Pompe disease, two of which have infantile
form, and five have adult form.

Conclusions: Early diagnosis and treatment of Pompe disease could be lifesav-
ing in infantile form and as for juvenile and adult form it can help the patients to
achieve a good quality of life. Until the January of 2013 measurement of enzymatic
activity in dry blood spot was performed abroad, right now we are able to perform
all required measurements in Slovakia.

Uéinnost $pecifickej alergénovej
imunoterapie u deti a mladistvych

Janota S., Haid J.

Univerzitnd nemocnica Bratislava, SZU Bratislava, Slovenskd republika

Uvod: Specifickd alergénovd imunoterapia je jedina kauzilna lie¢ba alergii,
predovsetkym alergickej nadchy.

Ciel prace: Cielom je vyhodnotit tidaje VSeobecnej zdravotnej poistovne takym
sposobom, aby sa prejavil prinos liecby pre kvalitu Zivota chorého, i pre efektivitu
vynaloZenych prostriedkov.

Material a metédy: Vyhodnotili sme tidaje VSeobecnej zdravotnej poistovne o de-
toch a mladistvych vo veku 5-20 rokov, u ktorych bola po prvy krit zacata $pecificka
alergénovd imunoterapia v roku 2007. Probandov s inymi vdznymi chorobami sme
nehodnotili. V stibore 14 943 dlhodobo liecenych sme hodnotili spotrebu celkovych
antihistaminik a zvla§t lokalnych antialergik 12 mesiacov pred za¢iatkom a v §tvrtom
roku po zacati alergénovej imunoterapie vyjadrend vo finanénych nakladoch, aby
sa zohladnili zmeny v pouzivanych liekoch, ich cene, doplatkoch, sezéne a vekové
zmeny, uvadzame i vysledky poistencov vekovo zhodnych, ktori nikdy neboli lieCeni
alergénovou imunoterapiou. Udaje sme analyzovali pre kazdy preparat alergénovej
imunoterapie zvlast v 5-ronych vekovych skupindch, zvlast pre kazdé pohlavie.

Vysledky: Stvrty rok od zadiatku $pecifickej alergénovej imunoterapie doslo
k vyznamnému poklesu nakladov na celkovu i lokdlnu liecbu anitialergikami
v porovnani s dvandstimi mesiacmi pred zaciatkom tejto liecby. Nepreukdzali sme
vyznamné rozdiely efektu medzi jednotlivymi pouzivanymi prepardtmi. Efekt je
zavisly od veku. Vo vekovej skupine 5-10 rokov je najvyraznejsi. Naklady na celkové
antihistaminika klesli o 80-97 %, a na lokalnu liecbu 0 94-97 %. Vekom zaciatku
alergénovej imunoterapie sa i¢inok znizuje. Nad 15 rokov naklady na celkové
antihistaminika klesli 0 25-60 % a lokalnu liecbu 0 35-75 %.

Zavery: Dokazali sme redlnu ucinnost alergénovej imunoterapie v praxi na
Slovensku. Idedlny Gcinok liecby je u deti vo veku 5-10 rokov. NiZsia Gcinnost vo
veku nad 10 rokov moZe byt spdsobend niz$ou Gcinnostou v tomto veku, alebo,
pravdepodobnejsie, neskorym nasadenim lie¢by. Stidia podporuje potrebu zria-
denia nezavislej agentiry Health Techonology Assessment.

Starostlivost o primirne imunodeficiencie

v detskom veku na Slovensku

Jesefidk M.}, Banov¢in P.!, Strakova J.2

Klinika deti a dorastu JLF UK a UNM, Centrum pre diagnostiku a liecbu
primdrnych imunodeficientnych stavov, Martin, Slovenskd republika

20ddelenie klinickej imunoldgie a alergioldgie UNM, Martin, Slovenskd republika

Primarne imunodeficiencie (PID) tvoria heterogénnu skupinu vrodenych ochore-
ni, ktoré sa v populdcii vyskytuja s réznou prevalenciou. Vzdsade plati, Ze ¢im je da-
nd imunodeficiencia ¢astejsia, tym je vacSinou klinicky miernej$ia. Najzdvaznejsie
formy PID st vi&inou raritné a radime ich medzi tzv. orphan ochorenia. Cim skor je
dana choroba odhalena a spravne diagnostikovana, tym skor moze byt adekvatne
lie¢end. Skord lie¢ba vyznamne zlepSuje progndzu pacientov s PID. Pri humordlnych
poruchéch aplikujeme imunoglobuliny, pri taz§ich a kombinovanych imunodefi-



cienciach je liekom volby transplantacia kmemovych buniek, najlepsie este pred
vznikom infekénych komplikdcii.

Cielom prispevku bude poskytnutie prehladu aktualnej situdcie v starostlivosti
o primarne imunodeficiencie v detskom veku na Slovensku. Formou kratkych ka-
zuistik budd odprezentované najcastejsie vyznamné imunodeficiencie.

Management of primary immunodeficiencies
in childhood in Slovakia

Jesefidk M.}, Banov¢in P.!, Strakova J.2

'Department of Paediatrics JEM CU and UHM, Centre for Diagnosis and
Treatment of Primary Immunodeficiencies, Martin, Slovak Republic
Department of Clinical Inmunology and Allergy UNM, Martin, Slovak Republic

Primary immunodeficiencies (PID) represent a heterogeneous group of inherited
disorders with variable frequency in the population. In general, the most frequent
immunodeficiency is, the better prognosis it possesses. The most serious form of
primary immunodeficiencies are usually rare and they belong to the group of so-
called orphan diseases. The sooner is particular disease revealed, the sooner it can be
adequately treated. The soon diagnosis improves significantly the prognosis of the
patients with PID. In humoral defects, we apply the immunoglobulins regularly. In
the serious and combined diseases the treatment of choice is the transplantation of
hemopoietic stem cells, if possible, before the onset of infectious complications.

The aim of this presentation is to show the overview of actual situation in the
management of primary immunodeficiencies in Slovakia. Through the case re-
ports, the most important types of PID will be presented focused on the practical
clinical aspects.

Potravinova alergia - myty, fakty, realita

Jesendk M.}, Havlicekova Z.!, Szépeovi R.!, Rennerova Z.2, Binov¢in P!
Klinika deti a dorastu JLF UK a UNM, Martin, Slovenskd republika

*Pneumo-Alergo Centrum, Bratislava, Slovenskd republika

Potravinova alergia je najcastejSou formou alergického ochorenia v prvych
mesiacoch a rokoch Zivota. Hoci ide o €asté ochorenie, jej diagnostika je stéle pro-
blematickd. Dnes mame v klinickej praxi viaceré diagnostické metédy, ktoré nam
mozu pomdct odhalit pri¢innud potravinu. Aj napriek tomu vsak zlatym Standardom
vdiagnostike potravinovej alergie ostava dvojito-zaslepeny, placebom-kontrolovany
oralny zatazovy test. NajucinnejSou liecbou je elimina¢na diéta. Farmakoterapia
ma len doplnkovy vyznam. Budicnostou liecby potravinovej alergie je Specificka
alergénovd imunoterapia.

Aj napriek tomu, ze ide o casto diskutovanu a notoricky znamu problematiku,
v manazmente deti s potravinovou alergiou sa stdle vyskytuju chyby a omyly.

Food allergy - myths, facts, reality

Jesendk M.}, Havli¢ekova Z.!, Szépeovi R.!, Rennerova Z.2, Binov¢in P!
'Department of Pediatrics, Jessenius Faculty of Medicine in Martin, Comenius

University, University Hospital Martin, Slovak Republic

Pneumo-Alergo Centrum, Bratislava, Slovak Republic

Food allergy is the most frequent form of the allergic diseases in the first months
and years of life. Although it is the frequent disease, its diagnosis is still proble-
matic. Today we have several diagnostic methods and tests in the clinical praxis,
which could help in the detection of the causal food or allergen. Despite these
tests, the gold standard in the diagnosis of food allergy remains the double-blind,
placebo-controlled oral food challenge. The most effective treatment of food allergy
is the elimination diet. Pharmacotherapy has only the complementary meaning.
The future of the treatment of food allergy is specific allergen therapy.

Despite the fact, that food allergy is frequently discussed and chronically fa-
mous topic; there are still many errors and mistakes in the management of this
disease.

Novorodenecky skrining na Slovensku v roku 2013
Knapkova M., Dluholucky S., Zdhorcova M,

Detskd fakultnd nemocnica s poliklinikou, Skriningové centrum

novorodencov SR, Banskd Bystrica, Slovenskd republika

Uvod a ciel prace: Novorodenecky skrining na Slovensku je tspe$ny plosny
preventivny program, ktory od roku 1985 zachytil 480 novorodencov s diagnézami
kongenitdlna hypotyredza, fenylketonuria, kongenitdlna adrenalna hyperplazia
a cystickd fibréza. V roku 2012 prebehla v Skriningovom centre novorodencov SR
(SCN SR) pilotna $tidia rozsireného skriningu dedi¢nych metabolickych portich
metddou tandemovej hmotnostnej spektrometrie.

Materiil a metodika: Od 15. 6. 2012 sme v SCN SR vySetrovali suché krvné
vzorky 4-diiovych novorodencov metédou tandemovej hmotnostnej spektrometrie.
Tandemova hmotnostnd spektrometria v spojeni s kvapalinovou chromatografiou
umoziiuje rozéirit spektrum skriningom zachytavanych portich meranim profilu
aminokyselin a acylkarnitinov. Na meranie analytov bola pouZitd metdda derivati-
zovaného kitu Chromsystems, ktord umozni kvantifikovat 73 aminokyselin a acyl-
karnitinov. Vzorky sme merali na pristroji Agilent 6420 Triple Quad LC/MS - MS.

Vysledky: 0d 15. 6. 2012do15. 12. 2012 sme v SCN SR vysetrili 28 tisic suchych krvnych
vzoriek. Vzorky sme vyhodnocovali pomocou softvare firmy Agilent kvantifikiciou primar-
nych markerov aj ich pomerov pre nasledovné ochorenia - fenylketontriu, leucinézu, glu-
tarovi acidariuI. , izovalerovii acidtriu a pre poruchy oxidacie mastnych kyselin - MCAD,
LCHAD, VLCAD, CPTI., CPTII. a CACT. Okrem tychto ochoreni sme sa zamerali aj na SCAD
aorganické aciddrie - metylmalonovi a propionovi aciddriu. Zachytili sme 12 ochoreni -
8FKU, 1leucinézu a 3 MCAD, prevalencia 1 : 2083, priemerny defi nahldsenia diagnézy
bol 9,5 dria zivota.

Zaver: Od 1. 1. 2013 je v platnosti Odborné usmernenie ¢islo 49988-2012-0ZS
o celoplo$nom skriningu KH, CAH, CF a vybranych DMP u novorodencov a zdravotnej
starostlivosti o zachytené pripady. Slovenska republika sa zaradi medzi 9 krajin
Eurdpskej tnie v pocte zachytavanych ochoreni a splni jeden z bodov Statneho
programu o zriedkavych ochoreniach.

Newborn screening in Slovak Republic in 2013
Knapkova M., Dluholucky S., Zdhorcova M,
Children Faculty Hospital, Newborn Screening Centre SR, Banskd Bystrica, Slovak Republic

Introduction: Newborn screening in Slovak Republic is successful preventive
program, to these days confirmed 480 diagnosis for CH, FKU, CAH and CF. In 2012
was pilot study for rare metabolic disorders with tandem mass spectrometry in
this center.

Methods: Since 15.6.2012 was analysed dry blood spot from 4 days old newborns
with LC/MS - MS. This methods is useful for analysis aminoacids and acylcarnitines
and newborn screening rare metabolic disorders. Derivatisations kit Chromsystems
has internal standard for 73 aminoacids and aclcarnitines, all dry bllood spot were
measure on Agilent 6420 Triple Quad LC/MS-MS.

Results: 28 000 dry blood spot was analysed in time 15.6.2012 - 15.12.2012 with
softvare Agilent for next diagnosis: FKU, MSUD, GA1., IVA, MCAD, LCHAD, VLCAD,
CPT I, CPT II. and CACT, SCAD and PA and MMA. 12 diagnosis was confiremd -
8 FKU, 3 MCAd and 1 MSUD, incidence 1:2083.

Conclusion: Since 1.1.2013 is valid new Document number 49988-2012-OZS about
Newborn screening for CH, CAH, CF and some rare metabolic disorders signature
by Ministry of Health Slovak Republic. Slovak Republic is one from 9 member of
EU with 13 screened diagnosis and this step is importatnt for state rare disorders
program too.

Imunita deti so zameranim na respira¢né virusové infekcie
KorytirovaJ,

Ambulancia Klinickej imunoldgie a alergioldgie, Nemocnica A. Wintera, n. o.,

Piestany, Slovenskd republika

Ochorenia dychacich ciest st najcastej$imi ochoreniami u deti aj u dospelych.
Pravdepodobnost infekcie je urcena dvoma najddleZzitej$imi faktormi: vekom a expo-
ziciou k infekcii. Ak sa infekcia uz raz vyskytne, pricina jej zavaznosti je komplexna
ajeurfena aj genetickymi aj enviromentalnymi faktormi. Prevazna Cast ochoreni
dychacich ciest je vyvoland virusovou infekciou. U deti st oproti dospelym zdsadné
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rozdiely vimunologickej odpovedi na infekciu. Detsky imunitny systém je celkovo
naivny a chybanie predchadzajtcej expozicie k patogénom spdsobuje chybanie
imunologickej pamadte. U deti je tendencia k zniZenym imunitnym odpovediam,
predovsetkym vrodenej ale aj ziskanej imunitnej odpovede, ¢o ma rozhodujtci vplyv
na nachylnost k respira¢nym virusovym infekcidm. Na vyslednom poskodeni sa
zucastiiuje aj virus aj obrannd reakcia hostitela, ktora méze byt ovplyvnena nezre-
lostou, genetickou predispoziciou (vratane atopie) a enviromentalnymi faktormi.
Dojcenie hlavne v prvych mesiacoch sa vjznamne podiela na ochrane dietata pred
infekciou a dozrievani imunitného systému. Velmi déleZitd ilohu zohrava , timing
infekcii“ a ,,infekény pochod“. Najcastej$imi etiologickymi agens si RSV a hRV.
Z nich najmd hRV-C sa dava do pri¢innej stvislosti vzniku a exacerbdcie astmy.
Poznanie imunity u deti, dosahu virusovych infekcii na akitne a chronické respi-
racné choroby ndm pomoéze efektivne riesit tieto ochorenia.

Immunity in children with a focus

on respiratory virus infections

Korytarova J.

Outpatient s Clinical Immunology and Allergy, Hospital of Alexander Winter, Piestany, Slovak Republic

Respiratory diseases are the most common diseases in children and adults.
Probability of infection is determined by two main factors: age and exposure to infec-
tion. If the infection occurs once, cause its severity is complex and is determined by
the genetic and environmental factors. The majority of respiratory disease is caused
by a viral infection. In children compared to adults are substantial differences in
the immune response to infection. Children’s immune systems are naive and
total lack of prior exposure to pathogens causing lack of immunological memory.
For children there is a tendency to reduce immune response, particularly innate
but acquired immune response, which has a decisive influence on susceptibility
to respiratory viral infections. The resulting damage is also involved in virus and
host defense response, which may be affected by immaturity, genetic predisposi-
tion (including atopy) and environmental factors. Breastfeeding especially in the
first few months it significantly contributes to the protection of the child from
infection and maturation of the immune system. An important role is played by
“timing infection” and “infectious march.” The most common etiological agent
of the RSV and HRV. Of these, HRV-C is given in the causation and exacerbation
of asthma. Knowing immunity in children, viral infections impact on acute and
chronic respiratory diseases will help us to tackle these diseases.

Obezita a astma
Korytarova J.
Ambulancia Klinickej imunoldgie a alergiologie, NAW, 0., PieStany, Slovak Republic

Stibezné zvysenie astmy aj obezity spolu s rasticimi idajmi o moznom prekryti
patognomickych mechanizmov, podnietili hladat vztah medzi nimi. Hoci skuto¢ny
povod tohto spojenia zostdva nejasny, pocetné Stadie potvrdili, Ze mat nadvihu
a obezitu: je rizikom mat astmu, zhorSuje odpoved na lieky kontrolujice astmu, je
spojené s nizSou kvalitou Zivota astmatikov. PretoZe astma aj obezita majt zaiatok
v detstve, spolo¢né faktory, ktoré predisponuji Iudi k obom tymto chorobdm, mézu
vysvetlit vzijomné interakcie. Obezita je stavom chronického systémového zapalu
nizkeho stupnia so zvySenou hladinou proinflamacného leptinu a zniZzenou hladinou
protizapalového adiponektinu. Komorbidity obezity, také ako dyslipidémia, GER,
spankové apnoe, diabetes 2. typu alebo hypertenzia mézu zhorSovat astmu. Obezita
ma priamy mechanicky efekt na svaly dychacich ciest, ktoré zvysuji bronchidlnu
hyperreaktivitu. Obézni ludia maji redukovani funkéni rezidualnu kapacitu
plic (functional residual capacity, FRC), dychaji s mensimi dychovymi objemami
ako ludia s primeranou hmotnostou. Dychanie nizkych dychovych objemov vedie
k zvy$eniu odpovede dychacich ciest (bronchokonstrikcii). ZniZenie hmotnosti
vedie k zniZeniu systémového zapalu a redukcii cirkulujticej hladiny adipokini-
nov, k zlepSeniu funkénych parametrov plic, symptémov astmy, spotreby liekov
a poctu exacerbacii.
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Obesity and asthma
KorytarovaJ.
Outpatient s Clinical Imunology and Allergy, Hospital of Alexander Winter, Piestany, Slovak Republic

Concomitant asthma and obesity increase with increasing data on the possible
overlap pathognomic mechanisms triggered seek the relationship between them.
Although the true origin of this association remains unclear, numerous studies have
shown that overweight and obesity have: a risk to have asthma worsens in response
to controlling asthma medication, is associated with lower quality of life with
asthma. Because asthma and obesity should begin in childhood, common factors
that predispose people to both these diseases may explain the interaction. Obesity is
a state of chronic low-grade systemic inflammation with increased levels of
proinflammatory leptin and decreased levels of anti-inflammatory adiponectin.
Comorbidities of obesity, such as dyslipidemia, CGER, sleep apnea, type 2 diabetes
or hypertension can worsen asthma. Obesity has a direct mechanical effect on the
respiratory muscles, which increase bronchial hyperreactivity. Obese people have a
reduced functional residual capacity of the lung (functional residual capacity, FRC),
breathe with smaller tidal volumes than those with a reasonable weight. Breathing
low tidal volumes leads to increased response of the airways (bronchoconstriction).
Weight reduction leads to a reduction in systemic inflammation and reduced cir-
culating levels adipokines, improve lung function tests, asthma symptoms, drug
consumption and the number of exacerbations.

D vitamin dependentna rachitida - deficit
lo-hydroxylazy - kazuistika

Kostalova L.!, BalaZiova B.!, Vrbovi S.2, Jakubickovi D.?
12. detskd klinika LF UK a DENSP, Bratislava, Slovenskd republika

2Ustav lekdrskej bioldgie, genetiky a Klinickej genetiky LF UK a UNB, Odd.
molekulovej a biochemickej genetiky, Bratislava, Slovenskd republika
*Detskd nefrologickd ambulancia pri N Nitra, Slovenskd republika

Uvod: Vitamin D-dependentné rachitida typ I (VDDR-I), tieZ znidma ako pseudo-
vitamin-D-deficientna rachitida je ndsledkom nedostatku hydroxylacie D vitaminu
v oblickdch pri deficite enzymu 1 o hydroxylazy. Vysledkom je zniZend produkcia
1,25-dihydroxy vitaminu D s tazkymi prejavimi rachitidy na celom skelete, nepros-
pievanim, hypokalciémiou a sekundarnym hyperparatyreoidizmom.

Ciel': Na kazuistike pacientky sledovanej v endokrinologickej ambulancii pouka-
zat na klinické prejavy rachitidy, délezitost spravnej lieCby a moznosti genetickej
diagnostiky ochorenia.

Material: Pacientka vo veku 21 mesiacov bola odoslana na Kliniku za tce-
lom potvrdenia diagnézy VDDR-1, ktora jej bola stanovena vo veku 18 mesiacov
na Detskom odd. FN v Nitre. Pacientka bola nizkeho vzrastu, neprospievala,
mala varézne dolné koncatiny, zhrubnuté distdlne konce predlaktia aj pred-
kolenia, kacaciu chédzu. Na hrudniku bol hmatny rachiticky ruZenec a lebka
bola kvadratického typu s otvorenou velkou fontanelou. Pacientka bola lie¢ena
4 kapsulami 0,25 pg Rocaltrolu, Ca-gluconikom, fosfatovym roztokom a bikarbonat-
mi.V biochemickych parametroch mala vysoki ALP (11 pkat/l) s normalnymi hladi-
nami Ca, P ako aj ich normalnou sekréciou mocom. Hladina 25-hydroxy vitaminu D
bola pod lie¢bou v norme (37 ng/ml) ako aj 1,25-dihydroxy vitamin D (29,8 pg/ml). Na
USG obliciek boli zndmky pocinajticej nefrokalcindzy, o nas viedlo k prehodnoteniu
podavania bikarbonatov a fosfatového roztoku a pacientku sme ponechali na liecbe
4 kapsulami Rocaltrolu 4 125 mg Ca. Na tejto liebe doslo k postupnému zlepSeniu
Kklinického stavu pacientky a normalizicii laboratérnych parametrov. Na zaklade
genetického vySetrenia sa potvrdila missense mutacia c.1166G>A (p.Arg389His) na
lokuse 12g13.1-g13.3, v géne CYP27B1, ktord ma za nasledok deficit la-hydroxylazy,
¢im dochadza k poruche tvorby 1,25-dihydroxy vitaminu D.

Zaver: Genetické vySetrenie potvrdilo diagnézu, ktora bola suponovana na
zdklade klinického priebehu a laboratérnych nalezov.



D vitamin-dependent rickets - deficiency of
lo-hydroxylase activity - case report

Kostalova L.}, BalaZiova B.!, Vrbovi S.2, Jakubickovi D.?

12 Department of Paediatrics, Comenius University Medical School,

University Children’s Hospital, Bratislava, Slovak Republic

nstitute of Medical Biology, Genetics and Clinical Genetics, Comenius University
Medical School, University Hospital Bratislava, Slovak Republic

*Nefrological Outpatient "s Department, Faculty Hospital, Nitra, Slovak Republic

Introduction: D vitamin-dependent rickets type I (VDDR-I), known also under
the name as pseudo-vitamin-D-deficient rickets is a result of deficit of D vitamin
hydroxylation in the kidneys from deficiency of la hydroxylase activity. It results
in lower production of 1.25-dihydroxy-vitamin D with severe manifestations of
rickets in the whole bone system, failure to thrive, hypocalcemia and secondary
hyperparathyreoidism.

Aim: Based on the case report with a patient investigated and treated in outdoor
endocrinological department to show clinical manifestations of rickets, importance
of its correct treatment and possibilities of genetic diagnostics of the disease.

Material: 21-month old female patient was admitted at hospital to confirm the
VDDR-Idiagnosis. Her disease was diagnosed at the age of 18 months at the Pediatric
Department of University Hospital in Nitra. The patient was of low growth, failure
to thrive, with varosity of lower extremities, thickened distal endings of forearm
and fore knee, and duck gait, as well. On the chest she had palpable rachitic beads
and the skull of quadratic shape with a big open fontanel. The patient was treated
3 months with 4 capsules of 0.25 ug Rocaltrole, Ca-gluconate, phosphate solution
and bicarbonates. In biochemical parameters she had a high ALP value (11 pkat/1)
with standard levels of Ca, P together with normal secretion of them to urine. The
level of 25-hydroxyl-vitamin D was normal (37 ng/ml) and 1.25 dihydroxy-vitamin
D (29.8 pg/ml), as well. Ultrasonography of kidneys showed symptoms of start-
ing nephrocalcinosis what led us to re-evaluation of bicarbonates and phosphate
solution and the patient was left with the treatment of 4 capsules of Rocaltrole
and 125 mg of Ca. Gradual improvement of the clinical state and normal labora-
tory parameters have been recorded. Genetic examination confirmed missense
mutation c.1166C>A (p.Arg389His) on the locus 12q13.1-q13.3, in the gene CYP27B1,
which resulted in deficiency of la-hydroxylase activity what is leading to clinical
manifectation of rickets.

Conclusion: Genetic examination confirmed a diagnosis that was detected
owing to clinical process and laboratory findings.

Prvé skiisenosti s molekulovo-genetickou diagnostikou
autozémovo dominantnej polycystickej choroby
obliciek (ADPKD) u slovenskych pacientov

Krajciova A.!, Nagyova G., Boday A.2, Ilencikova D.!, Kovics L.!
'Laboratérium klinickej a molekulovej genetiky 2. detskej Kliniky

LF UK a DENGSP, Bratislava, Slovenskd republika

“Cendiagnostica Bratislava, s. . ., Bratislava, Slovenskd republika

Uvod: Autozémovo dominantna polycysticka choroba obli¢iek (ADPKD) je
najcastejsie sa vyskytujtce dedicné ochorenie obliciek s incidenciou 1 : 500 az
1: 1000 zivo narodenych deti. Prejavuje sa tvorbou redlnych cyst a ich masivny
rast postupne znemoziuje funkciu obli¢iek. Casté si infekcie molovych ciest,
hypertenzia a proteindria. ADPKD je jednou z najbeznejsich pri¢in termindlnej
rendlnej insuficiencie (ESRD). Za ADPKD st zodpovedné mutacie v génoch PKDI
a PKD2. Mutdcie v géne PKDI (85 % pripadov) sa vyznacuju skor§im nastupom
priznakov a vaznej$im klinickym priebehom. Mutacie v géne PKD2 (15 % pripadov)
vykazuji miernejsiu formu prejavov.

Ciel prace:; Nasim cielom je zaviest molekulovo-geneticki diagnostiku ADPKD
na Slovensku, metédami vizbovej analyzy a priamym sekvenovanim.

Materiil a metédy: Zdkladnym genetickym vySetrenim je vizbova analyza,
ktord bola zavedend na nasom pracovisku ako jedinom na Slovensku. Diagnostiku
pldnujeme rozsirit o priame sekvenovanie génov PKD1 a PKD2.

Vysledky: Doteraz bolo vdzbovou analyzou vySetrenych 16 rodin. Gén
vyvolavajuci ochorenie sme jednoznacne diagnostikovali v 7 rodindch (PKDI -
6 rodin a PKD2 - 1 rodina). Vysetrenie 6 rodin neprinieslo jednoznacny vysledok.
Pripisujeme to nizkemu poctu vzoriek DNA od postihnutych a zdravych ¢lenov ro-

diny, o je zakladnym predpokladom ako aj limitdciou realizicie vdzbovej analyzy.
V troch pripadoch zas i$lo o mutaciu de novo u probanda a vizbovou analyzou sa
nam nepodarilo preukdzat, ktory zo zodpovednych génov je mutovany.

Zaver: Molekulovo-genetické vySetrenie napomdha véasnej diagnostike
u nesymptomatickych pacientov s ADPKD a prispieva tym k ich skorej terapii
a oddialeniu symptémov sprevadzajticich ochorenie. Vdzbovd analyza je vhodnou
metddou diagnostiky ADPKD v pripade dostatocného poctu vzoriek DNA, idedlne
aspori od 6 jednotlivcov z 3 generdcif postihnutej rodiny.

Prdca bola podporend grantom VEGA 1/0955/10.

The first experiences with molecular-genetic
diagnostics of autosomal dominant polycystic

kidney diseases (ADPKD) in Slovak patients

Krajciova A.!, Nagyova G.!, Béday A.?, Ilen¢ikova D.}, Kovacs L.!
'Laboratory of Clinical and Molecular Genetics, 2nd Department of Pediatric, Comenius
University Medical School, University Children’s Hospital, Bratislava, Slovak Republic
“Gendiagnostica Bratislava, Ltd., Bratislava, Slovak Republic

Introduction: Autosomal dominant polycystic kidney disease is the most often
occuring inherited disease of kidney with incidence from 1 : 500 to 1 : 1000. It”s
characterised by formation of renal cysts which massive growth gradually prevents
from renal function. There are frequent urinary tract infections, hypertension and
proteinuria. ADPKD is one of the most common causes of end-stage renal disease.
PKD1 and PKD2 genes are responsible for ADPKD. Mutations in PKDI (85 % cases)
are characterized by an earlier onset of symptoms and more severe clinical course.
Mutations in PKD2 gene (15 % cases) exhibit a milder form of manifestations.

Aims: Our aim is to establish a molecular-genetic diagnostics of ADPKD in Slovak
Republic with methods of linkage analysis and direct sequencing.

Material and methods: The basic genetic method was linkage analysis, which
was introduced in our department as a single in Slovak Republic. We plan to enlarge
the molecular diagnostics by direct sequencing of genes PKD1 and PKD2.

Results: Until now, 16 families were examined by linkage analysis. The causal
gene was clearly diagnosed in 7 families (PKD1-6 families and PKD2-1 family). The
examination of 6 families didn "t discover a clear result. The reason of this situation
was a low number of DNA samples from affected and healthy family members. In
three cases, we couldn "t find out gene responsible for disease by linkage analysis
because there was find denovo mutation in proband.

Conclusion: The molecular diagnostics supports the early diagnostics of asymp-
tomatic patients with ADPKD and contributes to their early treatment and delays the
accompanying symptoms of disease. The linkage analysis is an appropriate method
for diagnostics of ADPKD in case of adequate number of DNA samples, ideally from
six individuals from three generations of affected families.

Supported by grant VEGA 1/0955/10.

Intraoseilny pristup - rovnocenna alternativa aplikicie liekov
a roztokov v Zivot ohrozujiicej situicii. 90-roéné skiisenosti
Kralinsky K.

11 detskd Klinika SZU a DENSP, Banskd Bystrica, Slovenskd republika

11 KPAIM SZU a DENSP, Banskd Bystrica, Slovenskd republika

Fakulta zdravotnictva SZU, Banskd Bystrica, Slovenskd republika

UOvod: Aplikicia roztokov a liekov do intraosedlneho priestoru je véeobecne ak-
ceptovanym postupom v inicidlnej fize resusciticie, pokial nemoéZeme dostatocne
rychlo zabezpecit intravendzny vstup. Tato prezenticia prehladne opisuje metédy,
postupy a jednotlivé intraosedlne (I0) systémy.

Materidl a metodika: PouZitie tohto spésobu aplikicie liekov a roztokov je
akceptované najmai ostatnych 15 rokov, napriek tomu, Ze je zndme uz od dvad-
siatych rokov minulého storo¢ia (Drinker 1922). Autor vykonal metaanalyzu
z dostupnych zdrojov doteraz publikovanych prac s touto problematikou - obdobie
90 rokov (1922-2011).

Vysledky: Celkovo je analyzovanych 765 prac, najviac v oblasti pediatrie
aneonatoldgie (176), nasleduju farmakokinetika a farmakodynamika podavanych
liekov (91) a prehladové ¢lanky (73). 700 publikacii (91,5 %) je z ostatnych 30 rokov,
10 pristup je akceptovany v 18 oficidlnych odporti¢aniach.
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Zaver: Intraosedlna infuzia je jednoducha metdda s nizkym vyskytom kompli-
Kkacii - vyskyt pod 1 % inzercii. Historicky bola tato technika odporicand u deti do
6 rokov veku. Stcasné odporicania pre kardiopulmondlnu resusciticiu akceptuji
10 pristup pre vSetky vekové skupiny pacientov.

Intraosseous vascular access - a good alternative
for administration of medications and fluids during
life-threatening situation, 90 years experience
Kralinsky K.

11 Department of Pediarics, Slovak Medical University, Children s

Faculty Hospital, Banskd Bystrica, Slovak Republic

11. Department of Pediatric Anesthesiology and Intensive Care Medicine, Slovak Medical
University, Children "s Faculty Hospital, Banskd Bystrica, Slovak Republic

Faculty of Health, Slovak Medical University, Banskd Bystrica, Slovak Republic

Introduction: Intraosseous (I0) infusion is considered for the administration
of medications and fluids when vascular access cannot be achieved rapidly in the
initial phases of resuscitation. This review describe the methods and devices for
placing intraosseous needles.

Material and methods: The use of IO access has gained acceptance over the
past 15 years, but the technique has been used since the 1920s (Drinker 1922). The
metaanalysis of presented articles/publications in the period od 90 years were
provided (1922-2011).

Resuslts: 765 publications were analysed, the most of them from the field of
paediatrics/neonatology (176), follow pharmacokinetics/dynamics (91) and overview
articles (73). 700 articles (91.5%) were presented at the period of the last 30 years, 10
infusion is recomended in 18 guidelines worldwide.

Conclusion: This technique is relatively simple with low incidence of complica-
tions (<1%). Historically, IO use was recommended only in children younger than
6 years. Current guidelines for cardiopulmonary resuscitation support the use of
10 techniques in patients of all ages, in this time.

Vyznam HLA v diagnostike celiakie

Kubina M.}, Cierna 1.}, Székyova D.!, Kuba D.?

12. detskd klinika LF UK a DENSP, Bratislava, Slovenskd republika

“Slovenské centrum orgdnovych transplantdcif, Laboratérium DNA, Bratislava, Slovenskd republika

Uvod: Celiakia je imunitne sprostredkovana enteropatia vyvoland poZivanim
lepku s celozivotne perzistujucou senzitivitou vznikajicou u geneticky predispo-
novanych jedincov. Nosi¢stvo alel HLA DQ 2 resp. HLA DQ 8 haplotypu predstavuje
az 35 % genetickej zataZe pre rozvoj celiakie a podla stiCasnych poznatkov sa celiakia
nerozvija u HLA DQ 2 resp. DQ 8 negativnych jedincov.

Metédy: Za ucelom stanovenia vyskytu HLA DQ 2 a 8 subtypov v populd-
cii celiatikov a upresnenia diagnézy pri nejednoznacnych sérologickych
ako aj histologickych nélezoch, boli u 306 pacientov sledovanych pre celiakiu
v Gastroentrologickej ambulancii II. DK LF UK a DENsP v Bratislave stanovené HLA
DQ haplotypy DNA sekvendciou.

Vysledky: Zistili sme, Ze rozloZenie vyskytu alel HLA DQ 2 a 8 je v stlade
s publikovanymi datami z eurépskej populdcie. Takmer 1/6 pacientov sledovanych
pre diagnozu celiakia nebola nosi¢om patognomickych alel, preto bola u tychto
pacientov indikovana po dohode s rodi¢mi zataz lepkom, bez rozvoja sérologickej,
&i klinickej odpovede. Dalej bolo vySetrenych 169 deti - pribuznych pacientov
s celiakiou resp. s celiakiou-asociovanym ochorenim (diabetes mellitus, Turnerov
syndrém atd.).

Zaver: HLA DQ typizdcia ma takmer 100 % negativnu prediktivnu hodnotu.
VySetrenie je obzvla$t vyhodné pri selekcii rodinnych prislu§nikov pacientov
s celiakiou vyZadujucich dalsie sledovanie. TaktieZ nemozno opomentt prinos
pri nejednoznacnej diagnostike (prekryvajice sa ochorenia, absencia priznakov,
absencia protildtkovej odpovede pri IgA deficite). V neposlednom rade, stanovenie
HLA DQ haplotypu je jednou z podmienok pre diagnostiku celiakie bez bioptického
vySetrenia.

Prdca bola podporend grantom VEGA 1/0955/10.
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Importance of HLA in diagnostics of coeliac disease
Kubina M.}, Cierna 1.}, Székyova D.!, Kuba D

12 Department of Pediatrics, Comenius University Medical School and

Children’s University Hospital, Bratislava, Slovak Republic

“Slovak Center for Organ Transplants, DNA laboratory, Bratislava, Slovak Republic

Introduction: Coeliac disease is a immune-mediated disorder precipitated by
exposure to dietary gluten in genetically predisposed people with life-long persis-
tence. HLA DQ 2 and DQ 8 alleles contribute to genetic susceptibility by 35%, and
virtually all patients with coeliac disease carry these genes.

Methods: In order to determine the distribution of HLA DQ 2 and 8 alleles in
coeliac patients and to clarify the diagnosis in patients with borderline histologic
and serologic findings, we examined haplotypes of 306 patients being followed-up
at our Gastroenterology unit by DNA sequenation method.

Results; The distribution of HLA DQ 2 and DQ8 alleles was in accordance with
the published european based data. However, as much as one sixth of patients did
not carry the patognomic alleles, therefore, after a discussion with the parents,
gluten challenge was initiated. No clinical nor serological response was recorded.
Furthermore, the HLA DQ 2 and 8 haplotypes were examined in 169 children - re-
latives of patients with coeliac disease or with coeliac-disease-associated disorder
in orded to determine the risk of developing coeliac disease and the need for the
follow-up.

Conclusion: Determining the HLA DQ haplotype has a negative predictive value
of almost 100%. It is especially helpful in determining the risk for relatives of pa-
tients with coeliac disease. Also, we need to stress the benefit when the diagnosis
is ambiguous (overlapping diseases, absence of clinical signs, absence of serologic
marKkers - IgA deficit). Establishing the HLA DQ haplotype is one of the conditions
in diagnosing coeliac disease without enterobiopsy.

Supported by grant VEGA 1/0955/10.

Prevalencia a rizikové faktory nadhmotnosti
a obezity u deti predskolského veku

Lobotkova D, Stanikova D., Stanik J., Tichd L., Cervefiova O,
(a skupina v§eobecnych lekirov pre deti

a dorast v Bratislave a v KoSiciach)

1. detskd Klinika LF UK a DFNsP Bratislava, Slovenskd republika

Uvod: Obezita vzniknutd po 6. roku Zivota ma tendenciu pretrvvat do dospelosti,
¢o neplati o obezite vzniknutej do 3. roku Zivota. Preto prave obdobie medzi 3. a 6.
rokom Zivota sa javi byt kritické z hladiska obezitogénnych rizikovych faktorov.

Ciele: 1. Zmapovat prevalenciu nadhmotnosti a obezity (N/O) u deti predskol-
ského veku v Bratislave a v KoSiciach. 2. Odhalit trendy vyvoja BMI v obdobi medzi
3.-6. rokom Zivota. 3. Posudit vplyv vybranych rizikovych faktorov na rozvoj N/O
v detstve.

Metédy: 1. V skupine 1300 deti narodenych v rokoch 2004-2007, dispenzarizova-
nych u 11 VLDD v Bratislave a v KoSiciach, sme hodnotili hmotnost a vy$ku, ktoré
boli namerané pri preventivnych prehliadkach detiv3. a 6. roku Zivota. 2. V skupine
420 deti z 12 materskych $kol (MS) okrem merania hmotnosti a vy3ky rodi¢ia vyplnili
dotaznik zamerany na vybrané rizikové faktory.

Vysledky: Prevalencia nadhmotnosti a obezity bola 4,8 % a 0,5 % (MS)
a6,1%al%(VLDD). U 67 % deti s N/O vo veku 3 rokov sa BMI do 6. roku Zivota
upravil. Naopak, az u 83 % deti s N/O vo veku 6 rokov vznikla tdto odchylka az po
3. roku Zivota. Okrem vysSieho vyskytu alergii sme nezistili vjznamné rozdiely vo
vybranych rizikovych faktoroch (BMI rodicov, dlzka spanku, sledovanie televizie,
vyskyt respira¢nych infekcii) u deti s N/O v porovnani s detmi s fyziologickou
hmotnostou.

Zaver: Prevalencia N/O v sledovanej vekovej skupine deti je porovnatelna s ce-
losvetovymi odhadmi -7 % (Wang 2012). Nase vysledky poukazuji na reverzibilitu
BMImedzi3. a6. rokom zivota a v pripade zistenia tendencie k N/O po 3. roku Zivota
vCas apelovat na preventivne opatrenia.



Prevalence and risk factors of overweight

and obesity in preschool children

Lobotkova D, Stanikova D., Stanik J., Tichd L., Cervefiova O,

(and a group of primary care paediatricians in Bratislava and Kosice)
1 Paediatric Clinic, Comenius University Medical School and Children s

University Hospital in Bratislava, Slovak Republic

Introduction: Obese 6 years old children tend to be obese adults. This ef-
fect is not such significant at the age of 3 years. Therefore, the period between
3 and 6 years of age seems to be critical for development of obesity that persists
to adulthood.

Objectives: 1. To estimate the prevalence of overweight and obesity (Ow/Ob) in
preschool children in Bratislava and KoSice. 2. To investigate the BMI development
from 3 to 6 years of age. 3. To determine the role of selected obesity risk factors in
childhood.

Methods: Data about weight and height of 1300 children born in years 2004-2007
were collected from medical records of 11 primary care paediatricians in Bratislava
and Kosice. Parents of 420 children from 12 kindergartens filled in the question-
naire about selected risk factors; subsequently weight and height of children were
measured.

Results: The prevalence of overweight and obesity was 4.8% and 0.5% (kinder-
gartens) and 6.1% and 1% (paediatricians) respectively. 67% of children with Ow/Ob
at the age of 3 years improved their BMI by the age of 6 years. On the contrary, up
to 83% of Ow/ODb children at the age of 6 years became Ow/OD after 3 years of age.
Except for higher allergy prevalence in Ow/Ob children we did not find any signifi-
cant differences in selected risk factors (parental BMI, sleep duration, watching
TV, respiratory infections) compared to normal weight controls.

Conclusions: The prevalence of Ow/Ob in the studied group of children is com-
parable to world estimates - 7% (Wang, 2012). Our results have shown that Ow/Ob
atthe age of 3 years is reversible in most of the children. In the primary care setting
itisimportant to focus on the children older than 3 years with a tendency forward
to higher BMI in order to set preventive action.

Nosohltanové nosicstvo u deti do 5 rokov a jeho
vplyv na etioldgiu otitid u slovenskych deti
Macaj M.}, Piackova V.?

"Detskd ORL Klinika, DFNsP v Bratislave, Slovenskd republika

*Mikrobiologicky istav LF UK v Bratislave, Slovenskd republika

Uvod: Bakteridlne spektrum hornych dychacich ciest u deti sa najvyraznejsie
odraza na kolonizicii nosohltana. S. pneumoniae kolonizuje asymptomaticky nosohl-
tan takmer v 50 %. Pri otitis media acuta sa infekcia §iri z nosohltana cez sluchovi
trubicu do stredousia a bakteridlna kolonizacia nosohltana hra vyznamnd dlohu
v etioldgii otitid. Vplyvom pneumokokovej vakcindcie sa popisuje redukcia noso-
hltanového nosic¢stva S. pneumoniae.

Materidl a metdédy: Cez Grant UK v spoluprici Detskej ORL kliniky
s Mikrobiologickym dstavom LF UK sme stanovili bakteridlne nosohltanové nosic-
stvo u deti do 5 rokov tak z vyteru nosohltana, ako aj z odobraného tkaniva adenoid-
nych vegetdcii pri adenotémii. Material bol spracovany na kultiviciu a antibioticka
citlivost. Pri naleze S. pneumoniae sa robila sérotypizicia Quellungovou metddou.
Vysledky sa porovnali s bakteridlnym spektrom otitid na Detskej ORL klinike, kde
prebiehaji dlhodobé sledovania bakteridlnych otitid.

Vysledky: Kolonizicia nosohltana sa potvrdila takmer v 95 % s vy$§im za-
chytom z adenoidného tkaniva oproti tampénu nosohltana. Najcastejsim pa-
togénom bol S. pneumoniae, H. influenzae, S. aureus, a M. catarrhalis v uvedenom
poradi. Pneumokokova sérotypizacia potvrdila dominanciu sérotypu 19A
a fenomén replacementu nevakcinaénych sérotypov, ked 30 % kmetiov bolo mimo
vakcinacného spektra komercne dostupnych vakcin. Raritnym bol nélez S. pneumoniae
s rozdielnym sérotypom v adenoidnom tkanive a vo vytere z nosohltana.

Zaver: Cielom prace je sledovat vplyv pneumokokovej vakcindcie na survillence
jednotlivych sérotypov. Porovnanim vysledkov nosohltanového nosicstva s bak-
teridlnym spektrom pri otitidach sa ukazuje vyrazna suvislost medzi dynamikou
pneumokokového nosi¢stva a pneumokokovymi otitidami, survillence jednotlivych
sérotypov a ich vztah k plosnému ockovaniu.

Nasopharyngeal carriage in children up to 5 years of age
and influence on otitis media upon slovak children

Macaj M.}, Piackova V.2

"Pediatric ORL Department of Children s University Hospital in Bratislava, Slovak Republic
“Department of Microbiology, Comenius University, Faculty of Medicine, Bratislava, Slovak Republic

Introduction: Bacterial spectrum of upper respiratory tract in children is mostly
reflecting on nasopharyngeal carriage. Nasopharyngeal colonization of S. pneumoniae
is in 50% asymptomatic. In case of otitis media infection is spreading through
Eustachian tube from nasopharynx and bacterial nasopharyngeal carriage has
significant role in etiology of otitis media. Influence of pneumococcal vaccination
reduced nasopharyngeal carriage of S.pneumoniae.

Material and methods: In cooperation between pediatric ORL and Department
of Microbiology the nasopharyngeal carriage was identified. Also antibiotic resistan-
ce was provided. For examination nasopharyngeal swabs and adenoid tissue were
used from probands. In case of S.pneumoniae serotypization was performed. Results
were compared with bacterial otitis media agens in Pediatric ORL department in
past years.

Results: Nasopharyngeal carriage has been proofed in 95 % with higher deter-
mination in adenoid tissue. S. pneumoniae, H. influenzae, S. aureus and M. catarrhalis were
identified respectively. Serotypization manifested dominant role of serotype 19A
although replacement phenomenon of non vaccine serotypes increased dramatical-
ly. Curious outcome was found in few cases when different serotypes of S. pneumoniae
were observed in adenoid tissue and nasopharyngeal swab.

Conclusion: Relation between nasopharyngeal carriage and bacterial otitis
media is obvious although relation between nasopharyngeal carriage of S. pneumoniae
and other pathogens influenced by vaccination and pneumococcal replacement
phenomenon and increasing H. influenzae is significant with association to otitis
media.

Skrining psychomotorického vyvinu S-PMV

- metdoda pre pediatricka prax

Matuskova 0.', Varyova B.?

. detskd klinika a Lekdrska fakulta UK, DENsP Bratislava, Slovenskd republika
Katedra psycholdgie, Filozofickd fakulta UK v Bratislave, Slovenskd republika

Uvod: Predstavujeme pripravovani pdvodnd slovenski metodu véasnej identi-
fikacie vyvinového zaostdvania a vyvinovych porach, ktora sa vytvara ako skrinin-
govy ndstroj pre pediatrov na ticely vySetreni psychomotorického vyvinu pri 2. - 11.
preventivnej prehliadke.

Metodika: Skrining S-PMV je zamerany na vyhladavanie odchylok psychomoto-
rického vyvinu v ranom veku, ktoré maju niekolko spolo¢nych znakov:

» zafinaju sa prejavovat ako nespecifické oneskorené dosahovanie typickych

vyvinovych medznikov - prevalencia je 5-10 % v populdcii deti od 0 do 3 rokov

« zvySeny pocet komorbidnych ochoreni

« negativny vplyv na celkovii funké¢nost spravania dietata i na bezny Zivot

rodiny

« zvySena potreba zdravotnej starostlivosti a lieCebno-preventivnych inter-

vencii.

Skriningovy ndstroj pozostava z dotaznikov pre jednotlivé preventiv-
ne prehliadky, ktoré vyplfiajii rodi¢ia. Spdsob, akym st prezentované vysled-
Ky, umoziiuje rychle, prehladné a diferencované posidenie vyvinu lekarom
v piatich zakladnych doménach, v troch pasmach (riziko - pod 10. percentil, pod-
priemer - 11.-24. percentil, pAsmo normy - nad 25. percentil).

Vysledky: Vyhodami pouzivania skriningu je jednoduchd administracia bez
pouzitia testového materidlu, pricom lekar ziska vSetky dolezité idaje k vySetreniu
psychomotorickych funkcif dietata. Metodika predstavuje jednotny, Standardizova-
ny postup s dokumentdaciou, €o je pozadované legislativou pri vykazovani vySetrenia
psychomotorického vyvinu. V sti€asnosti je k dispozicii papierova a elektronicka
forma skriningu S-PMV pre 11. preventivnu prehliadku i s kriteridlnymi normami
vyhodnocovania. Priprava skriningu pre 2.-10. preventivnu prehliadku je v tadiu
validizacie a Standardizicie, s predpokladanym ukoncenim v novembri 2013.

Zaver: Na zaklade nasich skisenosti je mozné konstatovat, Ze skrining S-PMV
poskytuje na malom priestore dostatok informadcii k postideniu funkéného vyvi-
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nového stavu dietata a je cennym prispevkom do oblasti preventivnej zdravotnej
starostlivosti.

Metdda vznikd s podporou Ministerstva zdravotnictva Slovenskej republiky v rdmci projektov
2007/24-DENSPBA-03 a 566/2012.

Developmental screening S-PMV -

method for pediatric practice

Matuskova 0.', Varyova B.?

"I Department of Pediatrics, Comenius University Medical School,

Children‘s University Hospital, Bratislava, Slovak Republic

“Department of Psychology, Faculty of Philosophy Comenius University, Bratislava, Slovak Republic

Background: We are introducing the new original Slovak method of the early
identification of children at risk for developmental delay and disorders, designed
as a screening tool for pediatricians providing primary health care.

Results: Developmental Screening S-PMV is prepared as the standardized
developmental screening tool for early detection at-risk children up to 3 years age
at the well-child preventive care visits. Children at risk for developmental delay
and disorders exhibit:

« developmental delay in the acquisition of milestones or skills - estimated

prevalence about 5-10 % of children under 3 years

« high risk of comorbid disorders with negative impact on functioning of children

and on daily living of their whole family

« special health care needs - children requires health and related services of a

type or amount beyond that required by children generally.

Developmental screening S-PMV is in a form of a questionnaire completed by
parents, scored and evaluated by pediatrician. The way in which the results are
presented, allows quick, clear and differentiated assessment of the child in five
basic domains. This standardized method is an cost- and time-effective screening
tool of periodic assessing children for developmental problems with documentation
required by legislation, providing an opportunity to express parent’s concerns.
The screening S-PMV designed for the 11th well-child preventive care visit is
available now in a paper and also in an electronic form with criterial evaluation.
Creation of the screening S-PMV designed for the 2nd to 10th well-child preventive
care visits is under validation and standardization, with expected completion in
November 2013.

Conclusions: Based on our experiences, we can say that screening S-PMV pro-
vides wide range of valuable information for developmental screening at the well-
child preventive care visits and supports the efficiency of health care of children
with developmental disorders

The Creation of Developmental Screening S-PMV is supported by the Ministry of Health of the
Slovak Republic (the projects 2007/24-DENSPBA-03 and 566/2012).

Renilne funkcie a morfologické zmeny obli¢iek

u pacientov s obstrukénou uropatiou 16 rokov po operacii
Miklovi¢ova D.!, Cervefiova 0., Vasilenkovi A.?, Dedik L.}

. detskd klinika LF UK a DENSP, Bratislava, Slovenskd republika

?Oddelenie laboratdrnej mediciny DENSP, Bratislava, Slovenskd republika

3Strojnicka fakulta STU, Bratislava, Slovenskd republika

Uvod: V rokoch 2000-2004 skiimal nas pracovny kolektiv vztah rendlnych fun-
kcii a morfologickych zmien obli¢iek u 62 pacientov s obStrukénymi uropatiami
Sest rokov po operdcii. Priemerny vek v ase vySetrenia bol 7,2 + 2,9 roka. Zistili
sme, Ze vhodny vek na uskutocnenie operacie obstrukénej uropatie je po troch
mesiacoch. Dokazali sme zmeny v morfolégii aj funkcii. RieSenie minulého pro-
jektu prinieslo vela otazok. Zistilo sa, Ze niektori pacienti maji mierny vzostup
cystatinu C (parameter glomerulovej filtracie), miernu poruchu tubuldrnych
funkcii, aminoacidiriu a rezidudlnu dilaticiu dutého systému.

Ciel: Cielom prospektivnej Stidie je zistit, ako sa vyvijaji rendlne funkcie vo
vztahu k morfologickym zmenam Sestndst rokov po operacii.

Materidl a metodika; Pozvali sme vSetkych 62 pacientov po operacii obstrukcnej
uropatie v prvom roku zivota z predchadzajicej Stidie. Ambulantne sme vySetrili
39 pacientov vo veku 13-19 rokov, 16,8 + 1,3 roka po operdcii. Zistovali sme ultra-
zvukovy ndlez, vyskyt infekcii mocovych ciest, tlak krvi, funkcie obliciek pomocou
stanovenia glomerulovej filtracie, cystatinu C, tubuldrnej resorpcie, koncentracnej
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schopnosti a NAG/kreatininu. Sledované parametre porovname s vysledkami tychto
pacientov spred 10 rokov.

Vysledky: Zistili sme, Ze 29 (67 %) pacientov bolo sledovanych v nefrologic-
kej a 4 (10 %) v urologickej ambulancii. Z predbeznych vysledkov vyplyva, zZe
jeden pacient je v 1. $tadiu chronickej oblickovej choroby, 14 (36 %) pacientov
ma prehypertenziu a 7 (18 %) hypertenziu 1. a 2. stupnia. Infekcie dolnych alebo
hornych mocovych ciest za poslednych 10 rokov prekonalo 5 (13 %) pacientov,
2 z nich opakovane. Rezidudlna dilatacia dutého systému bola pritomnd pri
29 (67 %) pacientoch. Definitivne vysledky budeme prezentovat v ¢ase konania
kongresu.

Zaver: Realizacnym vystupom prace by mali byt odporicania na potrebu dlho-
dobého sledovania pacientov.

Kidney function and morphology changes in patients

16 years after surgery for obstructive uropathy

Miklovicova D.!, Cervefiova 0.}, Vasilenkova A.2, Dedik L.}

' Department of Pediatrics, Comenius University Medical School,

University Children’s Hospital, Bratislava, Slovak Republic

“Department od Laboratory Medicine, University Children s Hospital, Bratislava, Slovak Republic
*Faculty of Mechanical Engineering, Slovak University of Technology, Bratislava, Slovak Republic

Introduction: In our previous study renal function and structural changes in
kidney morphology in 62 patients with obstructive uropathy six years after surgery
were studied. Mean age of the patients was 7.2+2.9 years. Results of the study
confirmed that the age around three months is the most suitable for surgery for
obstructive uropathy. We have demonstrated the changes in renal morphology
and function. A mild increase in cystatin C (a marker of glomerular filtration rate),
moderate tubular dysfunction and aminoaciduria even in patients with normal
GFR were found. In two thirds of the patients residual structural changes were
detected by ultrasound.

Goals: The primary outcome of the prospective study is to investigate the co-
relation between renal function and residual structural changes 16 years after
the surgery.

Material and methods: Renal function and morphology was examined in 39
out of 62 patients from our previous study on an out-patient basis. Mean time
span from surgery was 16.8+1.3 years (age 12.7-19 years). Structural changes were
assessed by ultrasound. Frequency of urinary tract infections, blood pressure,
height and weight were recorded. Renal glomerular function was examined
by measuring standard markers of GFR as well as cystatin C. Reanal tubular
function was assessed using a marker of tubular damage - urinary N-acetyl-
beta-D-glukozamidase (NAG) activity, tubular water reabsorption and a test for
concentration ability. Renal function of the patients from previous study and in
adolescence will be compared.

Results: During the past 10 years twenty nine (67%) patients were followed up
by a pediatric nephrologist and 4 (10%) by pediatric urologist. Preliminary results
revealed one patient in the Ist stage of chronic kidney disease. Fourteen (36%) and
7 (18%) patients had prehypertension and hypertension, respectively. During the
last 10 years urinary tract infection was present in 5 (13%) patients, in 2 of them
recurrent. Residual kidney pelvis dilatation was present in 29 (67%) patients. Final
findings will be presented at the congress.

Conclusions: The main product of the study is to develop a recommendation on
the need of patients’ long-term follow up.

Intra-artikulirne kortikoidy v pediatrickej
reumatologickej praxi

Mrézik P, Vargova V.,

1. Klinika et a dorastu LF UPJS a DEN, KoSice, Slovenskd republika

Ciel prace: Cielom nasej prace je vyhodnotit i¢innost a bezpecnost IAC u paci-
entov s juvenilnou idiopatickou artritidou (JIA) dispenzarizovanych v pediatrickej
reumatologickej ambulancii I. KDD LF UPJ$ a DEN v Kosiciach.

Material a metodika: Po ziskani informovaného siihlasu sme retrospektivne
analyzovali zdravotné zaznamy 70 pacientov s JIA vySetrenych v reumatologickej
ambulancii v obdobi od februdra do augusta 2012. IAC, ako sucast liecebného
postupu, boli aplikované celkom u 26 chorych (14 dievcat, 12 chlapcov). V sibo-



re prevladali pacienti s oligoartikuldrnou formou JIA (n = 20), 6 pacientov ma-
lo polyartikuldrne postihnutie. Priemerny vek pacientov pri prvej aplikacii bol
9 rokov, v rozmedzi od 1,7 roka do 15,8 rokov. Hodnotili sme jednak ti¢innost (doba
trvania navodenej remisie) a sticasne bezpe¢nost (neziaduce reakcie) podania.
Minimalna doba sledovania po aplikdcii kortikoidov bola 5 mesiacov.

Vysledky: V sledovanom stbore 26 pacientov boli IAC aplikované celkom
103-krat, do 46 jednotlivych kibov. Najcastej$im miestom podania bol kolen-
ny kib (80 aplikicii do 32 jednotlivych kibov). Pri hodnoteni ispesnosti lie¢-
by na zdklade doby trvania navodenej remisie sme konstatovali: intra-artiku-
larna aplikicia bola primarne neddinna (< 1 tyzden) v 4 pripadoch, neudinna
(2-12 tyzdnov) v 47 pripadoch, Gcinna (> 13 tyzdriov) v 27 pripadoch a dlhodobo tcin-
na (> 27 tyzdniov) v 27 pripadoch. Lie¢bu sme teda ako dostato¢ne u¢innd (remisia
v trvani minimalne 3 mesiace) hodnotili v 52,4 % z celkového poctu 103 podani.
Komplikacie, dvakrat zdokumentovany post-injekény flare, sme zaznamenali len
ujedného pacienta.

Zaver: V zhode s publikovanymi pracami konstatujeme, Ze podanie IAC je v in-
dikovanych pripadoch G¢innym a bezpe¢nym terapeutickym postupom u detskych
pacientov s JIA,a to predovSetkym v skupine s oligoartikuldrnym postihnutim.

Intra-articular corticosteroids in

paediatric rheumatology practice

Mrazik P,, Vargova V.

1 Department of Paediatrics and Adolescent Medicine, Faculty of Medicine Pavol Jozef
Safdrik University and Children‘s Faculty Hospital in KoSice, Slovak Republic

Aim: Aim of the study was to assess effectiveness and safety of IAC use in rheu-
matology outpatient clinic of Children‘s Faculty Hospital in KoSice.

Materials and methods:; Informed consent was obtained from 70 patients, and/
or their legal representatives, examined during the period from February to August
2012 with a diagnosis juvenile idiopathic arthritis (JIA). IAC, as the therapeutic
procedure, were applied to a total of 26 patients (14 girls, 12 boys). The most patients
(n=20) were classified as oligoarticular form, others had polyarticular course of JIA.
The mean age of patients in time of first application was 9 years (1.7-15.8 years). We
evaluated the effectiveness (duration of remission) and safety (adverse reactions)
of administration. Minimal follow-up period was 5 months.

Results: In the study group IAC were administered 103 times, into
46 individual joints. The most frequent joint was knee (80 IAC injections into
32individual joints). Efficacy based on duration of induced remission was assessed
as: 4 cases - primarily ineffective (< 1 week), 47 cases - ineffective (2-1 2 weeks),
27 cases - effective (> 13 weeks), 27 cases - long-term effective (> 27 weeks). As the
adequate response (remission for at least 3 months) was evaluated 52.4 % of IAC
administrations. Post-injection flare was documented twice in one patient. Others
adverse effects were not observed.

Conclusions: In line with published reports we consider administration of IAC
in indicated cases as effective and safe therapeutic approach in children with JIA,
especially in the oligoarticular form.

Vyskyt neaterogénnej hyperbetalipoproteinémie

a aterogénna normolipémia u os6b s dyslipoproteinémiou
Oravec 8.}, Bulas J.2, Dukit A.}, Gaspar L.}, Vacula I.!

UL internd klinika LF UK a UN Bratislava, Slovak Republic

%], internd Klinika LF UK a UN Bratislava, Slovak Republic

Uvod: Je zauZivanou Klinickou skisenostou, Ze hypercholesterolémia, resp.
hyper-betalipoproteinémia je rizikovym faktorom podporujicim pred¢asny vznik
aterosklerotického poSkodenia arteridlnej steny, a naopak, Ze normolipémia ma
zabezpeCit ochranu cievy pred pred¢asnym vznikom a rozvojom aterosklerézy.
Vysledky predloZenej $tidie dopliiuji nasu doterajsiu Klinickd skisenost o novy
pohlad na lipoproteiny plazmy, ich subpopuldcie, ako aj na aterogenézu v stene
ciev 0sdb s hypercholesterolémiou, ale aj normolipémiou.

Metody: Novozavedena elektroforetickd metdda na identifikaciu lipoprotei-
novych tried a ich subpopulcii na polyakrylamidovom géle (PAG) - Lipoprint LDL
Systém. Je to metdda, ktora kvantifikuje neaterogénne a aterogénne lipoproteiny
plazmy, v¢itane malych denznych LDL, silne aterogénnej subpopuldcie LDL. Systém
Lipoprint LDL identifikuje neaterogénny lipoproteinovy profil fenotyp A a aterogén-

ny lipoproteinovy profil fenotyp B. Koncentracia cholesterolu a triacylglycerolov
v plazme sa stanovila enzymatickou metédou firmy Roche SRN.

Vysledky: Analyzou normolipemickej populdcie (n = 165) zdravych probandov
bez klinicky manifestnych znamok ochorenia kardiovaskuldrneho systému sa
u 6 % vySetrenych zistil aterogénny lipoproteinovy profil. Tieto osoby predstavuji
rizikovl populdciu. Moznosti k identifikacii tychto normolipemickych oséb st
v sti¢asnosti eSte stale obmedzené.

Systém Lipoprint LDL tiez identifikuje neaterogénnu hyper-betalipoproteiné-
miu, ktord sa vyskytuje priblizne u 20 % 0s6b s hypercholesterolémiou a podla
predbeznych analyz nie je spojena s predcasnym vyvojom aterosklerotickych zmien
v stene a. carotis.

Zaver: V §tudii sa potvrdilo jestvovanie neaterogénneho typu hyper-betalipopro-
teinémie, ale aj existencia normolipémie s aterogénnym profilom, popri existencii
Castej a vSeobecne znamej aterogénnej hyper-betalipoproteinémii a neaterogénne;j
normolipémii.

Tdto vyskumnd prdca bola podporend prostriedkami z Grantu MS SR VEGA 1/1151/11.

Existence of a non-atherogenic hyperbetalipoproteinemia
and an atherogenic normolipidemia in examined
individuals with dyslipoproteinemia

Oravec S.}, Bulas J.2, Dukit A.}, Gaspar L.', Vacula I.!

127 Department of Internal Medicine, Faculty of Medicine,

Comenius University, Bratislava, Slovak Republic

21t Department of Internal Medicine, Faculty of Medicine,

Comenius University, Bratislava, Slovak Republic

Introduction: There is a generally accepted clinical experience, that hyper-
cholesterolemia, or hyper-betalipoproteinemia is a risk factor, which accelerates
atherosclerotic impairment of arterial wall. On the other hand the normolipemia
could represent a protective lipoprotein constellation againts the premature
atherosclerosis development. The results of our study update our present clinical
knowledges about plasma lipoprotein families, lipoprotein subpopulations and
their role in the atherogenesis in the vessel wall of the individuals with hypercho-
lesterolemia and normolipidemia as well.

Method: Newly introduced electrophoretic method for the identification of
lipoprotein families and their subfractions on the polyacrylamide gel (PAG) -
Lipoprint LDL System. This method quantifies non-atherogenic and atherogenic
plasma lipoproteins including small dense LDL - strong atherogenic LDL subpo-
pulations. System Lipoprint LDL identifies a non-atherogenic lipoprotein profile
phenotype A and an atherogenic lipoprotein profile phenotype B. The cholesterol
and triacylglycerols concentrations in plasma were analysed by enzymatic methods
of firm Roche CFR.

Results: The analysis of a normolipemic population consisted of 165 healthy
volunteers without clinically manifested signs of cardiovascular system impairment
discovered in 6% of examined individuals an atherogenic lipoprotein profile. This
individuals represent a risk population. The facilities for identifying these nor-
molipidemic individuals are limited for the time being. On the other hand a non-
atherogenic hyperbetalipoproteinemia can be identified, which represents approx.
20% of examined individuals with hypercholesterolemia and is not combined with
a premature development of atherosclerotic impairment of a. carotis.

Conclusions: We confirmed the existence of a non-atherogenic hyper-betali-
poproteinemia and the existence of normolipidemia with atherogenic lipoprotein
profile, along with the common and well known atherogenic hyperlipoproteinemia
and a non-atherogenic normolipidemia.

This research work was supported by a Grant of Ministry of Education, Slovak Republic

VEGA, Nr.1/1I51/11.
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Nasledné (follow-up) vysSetrenia dedicnych metabolickych
poriich identifikovanych tandemovou hmotnostnou
spektrometriou v suchej kvapke krvi u novorodencov
Ostrozlikova M.}, Behiilova D.!, Holesova D.!, Pereckova J.!, Salingova A.!,
Skodova J., Ostrovsky 1.2, Gorova R.?, Knapkova M.}

'Centrum dedicnych metabolickych poriich, Detskd fakultnd nemocnica

s poliklinikou Bratislava, Slovenskd republika

“Experimentdlnelaboratérium pre metabolomické analyzy, Prirodovedeckd

fakulta Univerzity Komenského Bratislava, Slovenskd republika

3Skriningové centrum novorodencov Banskd Bystrica, Slovenskd republika

Uvod a ciel price: Tandemova hmotnostnd spektrometria (tandem MS) sa vyu-
Ziva v novorodeneckom skriningu dedi¢nych metabolickych poriich (DMP) mnohych
krajin. Pozitivne identifikované pripady st vySetrené naslednymi testami, ktoré
potvrdia alebo vylicia chorobu. Cielom je nasadit Specificku liecbu pred rozvinutim
Klinickych priznakov. V roku 2012 dve laboratéria na Slovensku vySetrovali touto
technoldgiou aminokyseliny a acylkarnitiny v suchej kvapke krvi (SKK) u vybranych
novorodencov. Centrum DMP v Bratislave md 20-ro¢né skusenosti s biochemicko-
genetickou diagnostikou a monitorovanim pacientov (s vinimkou fenylketondrie)
a realizovalo nasledné testy u asti pozitivnych pripadov. V praci uvddzame prvé
vysledky ndsledného testovania pozitivnych deti s podozrenim na DMP.

Pacienti a metddy: Vysetrili sme vzorky (plazma, sérum, mo¢, SKK) 15 deti (9 die-
vata 6 chlapcov, vo veku7 dni az 4 mesiace), identifikovanych v novorodeneckom
veku analyzou tandem MS s podozrenim na DMP. Pouzili sme narocné vysetrovacie
metbdy: plynovd chromatografia/hmotnostna spektrometria, iénovomenicova
chromatografia a tiez dalSie $pecifické testy. Nasledné analyzy tandem MS profilu
aminokyselin a acylkarnitinov v SKK poskytlo Experimentdlne laboratérium pre
metabolomické analyzy Univerzity Komenského.

VysledKky: Nase nasledné vySetrenia z 15 analyzou tandem MS pozitivne identifi-
kovanych deti pre DMP potvrdili rdzne ochorenia v 9 pripadoch (60 %): 1/4 v skupine
portch aminokyselin (leucinéza), 7/7 v skupine mitochondriovych portch oxidacie
mastnych kyselin (4 pripady deficitu acyl-CoA dehydrogenazy mastnych kyselin
s kratkym retazcom, 2 pripady deficitu acyl-CoA dehydrogenazy mastnych kyselin
so strednym retazcom, 1 pripad primarneho deficitu karnitinu), 1/3 v skupine orga-
nickych acidurii (metylmalonova aciddria) a 0/1 v poruchach cyklu urey.

Zaver: DMP sme potvrdili vo viac nez polovici pripadov pozitivne identifikova-
nych analyzou tandem MS. Optimalne a efektivne ndsledné vySetrenia vyzaduja
Specificky diagnosticky postup podla suponovanej poruchy, ndro¢né pristrojové
vybavenie a skiisenych laboratérnych pracovnikov.

Follow-up testing for inherited metabolic diseases identified
by tandem mass spectrometry in newborn dried blood spot
Ostrozlikova M.}, Behiilova D.!, Holesova D.!, Pereckova J.!, Salingova A.!,
Skodova J.1, Ostrovsky 1.2, Gorova R.2, Knapkovi M.}

ICentre of Inherited Metabolic Diseases, University Children “s Hospital Bratislava, Slovak Republic
“Experimental Laboratory for Metabolomic Analyses, Comenius University Bratislava, Slovak Republic
Newborn Screening Centre, Banskd Bystrica, Slovak Republic

Introduction and aim of study: Tandem mass spectrometry (tandem MS)
is now routinely used in neonatal screening for inherited metabolic diseases
(IMD) in many countries. Positively detected cases need additional testing
to confirm or to rule out disease. The goal is to start early specific treatment
before clinical symptoms develop. In 2012, two laboratories in Slovak Republic
provided tandem MS analyses of amino acids and acylcarnitines in dried blo-
od spot (DBS) in selected group of newborns. Centre of IMD in Bratislava has
20 years of experience with biochemical genetic diagnostics and monitoring of
patients (except of phenylketonuria) and performed follow-up testing in positive
newborns. Here we present the first results from follow-up testing for IMD.

Patients and methods: We investigated samples (plasma, serum, urine, DBS)
from 15 children (9 girls and 6 boys, age 7 days - 4 months) positively identified for
IMD by tandem MS. We used sofisticated laboratory methods: gas chromatography/
mass spectrometry, ion exchange chromatography and other highly specific tests.
Follow-up tandem MS amino acid and acylcarnitine profiles were performed in
Experimental Laboratory for Metabolomic Analyses of Comenius University.
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Results: Our investigations in 15 children positively identified by tandem MS
proved various diseases in 9 cases (60%): 1/4 in amino acid disorders (leucinosis),
7/7 in mitochondrial fatty acid oxidation disorders (4 cases of short-chain acyl-CoA
dehydrogenase deficiency, 2 cases of medium-chain acyl-CoA dehydrogenase defi-
ciency,1 case of carnitine uptake defect), 1/3 in organic acidurias (methylmalonic
aciduria) and 0/1 in urea cycle disorders.

Conclusion: Diseases in more than one half of children positively identified by
tandem MS analyses for IMD were confirmed by our follow-up testing. Optimal
and effective follow-up investigations require disorder specific diagnostic strategy,
advanced laboratory equipment and experienced staff.

Point-of-Care Testing and newborns

Poldkova L., Behiilova D.}, Vasilenkova A.!, Syrova D.!, Dolnikové D.?
'Department of Laboratory Medicine, University Children’s Hospital, Bratislava, Slovak Republic
Department of Pathologic Neonatology of Ist Clinic of Pediatrics,

University Children’s Hospital, Bratislava, Slovak Republic

Introduction: Point-of-Care Testing (POCT) is implemented with intention to
speed up and optimize diagnostic process in the departments of pathologic neona-
tology. Newborns with their specific features (metabolic instability, immaturity
of immune system, higher acuity of diseases) require special approach to ensure
immediate availability of concentration of electrolytes and blood gases by using
minimal sample volume. The main advantages of POCT are short turnaround time
and reduction of errors associated with specimen handling and transport. The
aim of the study was to evaluate contribution of POCT in newborns in University
Children’s Hospital Bratislava.

Methods: Over the period from January 2009 to December 2012, patients of
Department of Pathologic Neonatology were investigated by the analyzer Stat
Profile Critical Xpress (Nova Biomedical, USA) for analyses of pH, blood gases, CO-
oximetry, sodium, potassium, chloride, ionized calcium, glucose, hemoglobin
and its derivatives in 100 pl of blood. Analyzer was under supervision of qualified
staff of central biochemical laboratory of the Department of Laboratory Medicine.
Quality and reliability of results was ensured by internal quality control and ex-
ternal quality assessment.

Results: Over the period from January 2009 to December 2012, POCT was used
in 24 319 investigations, representing 22.2% of all analyses of blood gases and elect-
rolytes in University Children’s Hospital.

Discussion and conclusion: POCT provides significant benefits in managing
critically ill newborns. It guarantees the immediate availability of results. POCT
diagnostics has been increasing in University Children’s Hospital Bratislava. POCT
contributed to better care for newborns hospitalized in the Institute of Pediatric
Anesthesia and Intensive Care Medicine, as the same tests were analyzed there.
Capillary blood CRP was also examined with POCT analyzer in newborns investigated
at the Department of Emergency Medicine.

Skiisenosti jedného centra so sledovanim chimérizmu po
alogénnej transplanticii krvotvornych buniek u deti
Pozgayova S.!, Sufliarska S 2, Ficek A3, Kovics L.}, Ilenéikova D!
"Laboratdrium Klinickej a molekulovej genetiky, 2. detskd Klinika

LF UK a DENGSP, Bratislava, Slovenskd republika

TJKD KDHaO, DENSP, Bratislava, Slovenskd republika

3Katedra molekuldrnej bioldgie, PriF UK, Bratislava, Slovenskd republika

Uvod: V siéasnosti je alogénna transplanticia krvotvornych buniek metédou
lie¢by viacerych malignych i nemalignych ochoreni. Cielom transplanticie kr-
votvornych buniek je obnova normalnej krvotvorby. Po zavedeni transplanticie
krvotvornych buniek sa pre dalSie lieCebné postupy po transplanticii ukazalo vhodné
sledovanie zmeny krvotvorby prijemcu voci darcovi, ¢iZe sledovanie chimérizmu.
Mimoriadne efektivnou sa stala metéda stanovenia chimérizmu vyuzivajica mo-
lekuldrnu genetiku. V organizme pacienta po transplantacii krvotvornych buniek
sa nachdadzaji cudzie darcovské bunky, ktoré nesi odlisnt genetickd informdciu.
Jeho pravidelna detekcia je ddlezita hlavne preto, lebo poskytuje informéciu
o ispe$nom nahradeni krvotvorby, napoméaha predist relapsu zikladného ochore-
nia a chorobe Stepu voci hostitelovi. Rovnako je d6leZitym vySetrenim pri hladani



optimélneho liecebného postupu, ako je Gprava imunosupresie alebo inftzia
darcovskych lymfocytov.

Materiil a metddy: Na naom pracovisku bola na stanovenie chimérizmu za-
vedend metdda PCR reakcie STR polymorfnych sekov s fluorescencne znacenymi
primermi s naslednou fragmenta¢nou analyzou na genetickom analyzitore.

Vysledky: Chimérizmus sme vySetrili u 102 detskych pacientov z Transplantacnej
jednotky kostnej drene DENsP a 102 darcov (49 pribuzenskych a 53 nepribuzenskych
darcov z narodného aj svetového registra darcov kostnej drene) vo vzorkach peri-
férnej krvi pacientov pred transplantaciou, darcov, a pacientov po transplantacii
umalignych ochoreni tyZdenne do dria +200 a dalej mesa¢ne do 2 rokov po TKB. Une-
malignych ochoreni v tyZzdennych intervaloch do dria +100 a dalej po 2 mesiacoch
do 2Tokov po TKB. Celkovo sme na naSom pracovisku vykonali viac ako 3700 analyz,
u ktorych sme vyhodnocovali nastup remisie/relapsu v zdvislosti od diagnézy.

Zaver: NaSe doterajsie vysledky ukazuju, Ze zavedena metéda analyzy
chimérizmu je efektivna sicast monitorovania pacientov po transplantacii
kostnej drene s malignymi a nemalignymi ochoreniami.

Experience of a single center with

monitoring chimerism after allogeneic

stem cell transplantation in children

PoZgayova S.!, Sufliarska S 2, Ficek A3, Kovécs L.}, Ilenéikova D!

"Laboratory of Clinical and Molecular Genetics, 2 Department of Paediatrics, Comenius
University Medical School and Children’s University Hospital in Bratislava, Slovak Republic

“Bone Marrow Transplantation Unit Department of Paediatrics Haematology and Oncology, Comenius
University Medical School and Children’s University Hospital in Bratislava, Slovak Republic
*Department of Molecular Biology, Faculty of Natural Sciences,

Comenius University, Bratislava, Slovak Republic

Introduction: Today allogeneic stem cell transplantation is a method of treat-
ment of several malignant and non-malignant diseases. The aim of the stem cell
transplantation is to restore normal haematopoiesis. After the introduction of stem
cell transplantation it is important to monitor changes in haematopoiesis of the
recipient in comparison to donor sample. Very effective method for examination
of chimerism is method that uses a molecular genetics. In patient organism after
transplantation of stem cells are foreign donor cells, having a different genetic in-
formation. The routine detection of chimerism is very important because it provides
information about successful replacement of haematopoiesis. It also helps prevent
the recurrence of the basic disease and graft versus host disease. Itis an important
examination to find the optimal medical procedure as a immunosuppression or
donor lymphocyte infusion.

Material and methods: The method of PCR reaction of STR polymorphic seg-
ments with fluorescently marked primers with subsequent fragment analysis on
genetic analyzer was established on our department to determinate the chimer-
ism.

Results: The chimerism was examined in 102 children’s patients of Bone Marrow
Transplantation Unit Children’s University Hospital and 102 donors (49 related
and 53 unrelated donors of national and word register of bone marrow donors), in
samples of peripheral blood in patients before transplantation, donors, and patients
after transplantation with malignant diseases every week from transplantation to
200%™ day after transplantation and then every month to 2" year after transplanta-
tion. Patients with non-malignant diseases were examined every week from trans-
plantation to 100%™ day and then every second month to 2° year after transplanta-
tion. Summary, we performed on our department more than 3700 analyzes and we
evaluated the molecular onset of remission/relapse depending on diagnosis.

Conclusion: Our results show that the astablised method of chimerism analysis
is an effective and most powerful method in monitoring patients after bone marrow
transplantation with malignant and non-malignant diseases.

Komplexna Kkiipelna lie¢ba pacientov s DMO
Recabarrenovi K.
Marina SLU, Kovdcovd Kiipele, Slovenskd republika

Autorka poukazuje na to, ze komplexna kipelna liecba je d6lezitym ¢lankom
starostlivosti o pacientov s DMO. Predstavuje komplex lie¢ebnych metéd: z balneo-
terapie, z fyzikalnych lieCebnych metdd, zaroveri poskytuje moznost rezimovej

lie¢by, dennej oSetrovatelskej starostlivosti, dietoterapie, umoznuje tcast na
spolo¢ensko-kultirnych podujatiach, poskytuje moznost §kolskej dochadzky
a poskytuje iné pomocné terapie ako je napriklad hipoterapia, kanisterapia,
Snoezelen. Autorka poukazuje na to, Ze kiipele Marina Kovacova, maji 36-rocné
skiisenosti v liecbe detskych pacientov s DMO. Tieto skusenosti preukazuji, Ze
tento komplexny pristup je osvedceny, kipelny lie¢ebny program je vzdy voleny
individudlne, v kiipeloch st vyuZzivané met6dy overené rokmi, ale neustale pri-
bidajui aj nové liecebné postupy.

Complex spa treatment of patients with cerebral palsy
Recabarrenova K.
Marina, Specialized Sanatorium, SPA Kovdcovd, Slovak Republic

The author emphasises the fact that comprehensive spa treatment is important
part of care for childrens suffering from cerebral palsy. She introduces the complex
of therapeutical methods including balneotherapy, physiotherapy, hydrokine-
siotherapy as well as other possibilities of regular daily programm, nurse care,
dietotherapy, participating in social and cultural activities, school attendance and
many different helpful procedures e.g. hippotherapy, canistherapy, snoezellen
etc. The author reffers also to 36 years experiences in treatment of children with
cerebral palsy in Sanatorium Marina, Kovacova, supporting the significance of
complex approach; spa therapeutical programm is always based on individual
principles, the methods verified by years are used but new ones are incorporated
permanently.

Uskalia diferenciilnej diagnostiky distenzie

brucha v novorodeneckom veku (kazuistika)

Skokiiova M.}, Strakova G., Krbata J.2, Polik V.3, Babala J.*, Dolnikova D.!
'Oddelenie patologickych novorodencov, 1. detskd klinika LF

UK a DENSP, Bratislava, Slovenskd republika

“Rddiologické oddelenie, DFNSP, Bratislava, Slovenskd republika

*Klinika pediatrickej uroldgie, DENSP, Bratislava, Slovenskd republika

*Klinika detskej chirurgie, DENSP, Bratislava, Slovenskd republika

Uvod: Priciny distenzie brucha maji v novorodeneckom veku svoje pecifikd, ako
st nésledky pérodného traumatizmu a vrodené vyvojové chyby. Nalez tumoréznej
masy v bru$nej dutine nie je v tomto obdobi zriedkavy, vyskytuje sa asi u 1/1000
zivonarodenych deti.

Kazuistika: Prezentujeme donoseného novorodenca, prenatélne sledovaného pre
dilatdciu pravej oblickovej panvicky a ureteru. Postnatdlne v objektivnom néleze do-
minovala vyrazna distenzia bruska, kompromitujiica dieta respira¢ne. Sonografické
vySetrenie zobrazilo bilateralnu hydronefrézu s megauretermi priemeru takmer
3cm. Druhy deni Zivota sa priebeh komplikoval subiledznym stavom, irigografické
vySetrenie suponovalo megacolon congenitum. Vzhladom na obojstranné postih-
nutie obliciek bola prednostne naplanovana pravostranna punkéna nefrostémia,
ktord sa nerealizovala pre extrémnu dilaticiu reva v oblasti hepatdlnej flextry.
Peroperacne sa ale Ziaden patologicky ndlez na creve nepotvrdil. Identifikovala sa
zdvojend oblicka vpravo s torkvovanymi a vyrazne dilatovany uretermi. Miernejsi
nélez bol pritomny na lavostrannom mocovode.

Zaver: Viac ako 50 % abdomindlnych tumordznych mas ma v novorodeneckom
veku pdvod v uropoetickom trakte. Anomdlie gastrointestindlneho traktu ako
dévod distenzie brucha sa vyskytuji menej casto. U nasej pacientky vznikla ¢revna
obstrukcia sekundarne a zhorSovala nielen klinicky priebeh ochorenia, ale kom-
plikovala aj diagnostiku a postup chirurgického rieSenia.
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Diagnostic challenge of abdominal distension

in the neonatal period (case report)

Skokiiovd M.}, Strakova G.!, Krbata J.2, Poldk V.2, Babala J.¢, Dolnikova D.!
"Department of Neonatology, 1# Department of Pediatrics, Comenius University

Medical School, Children’s University Hospital, Bratislava, Slovak Republic

“Department of Radiology, Children s University Hospital, Bratislava, Slovak Republic
“Department of Pediatric Urology, Children s University Hospital, Bratislava, Slovak Republic
*Department of Pediatric Surgery, Children s University Hospital, Bratislava, Slovak Republic

Background: The etiology of abdominal distension in the neonatal period is
distinct in specifics such as delivery trauma and congenital anomalies. In this
period of life also the presence of an tumorous abdominal mass is not rare with an
incidence of approximately 1in 1000 live births.

Case report: In our report, we focus on a term newborn observed antenatally
because of a dilatation in right renal pelvis and urether. Postnatally a huge abdomi-
nal distension dominated in the physical finding, which compromised the child s
respiration. The ultrasound showed bilateral hydronephrosis with megaurethers
with of almost 3 cm diameters. On the second day of life the state was complicated
Dby subileus. Based on irigography a congenital megacolon was assumed. Because
of anomalies of both kidneys, a right percutaneous nephrostomy was planned. It
was however not performed, with the reason of an extreme bowel dilatation in
the area of hepatic flexure. Nevertheless, no bowel pathology was found by the
operation. A duplex right kidney with tortuous and extremely dilatated urethers
were identified. A softer finding at the right urether was present.

Conclusion: More than 50% of tumorous abdominal masses in the neonatal
period have the origin in the urinary tract. Gastrointestinal anomalies as a cause
for abdominal distension occur less frequently. In our patients case the bowel ob-
struction developed secondarily and aggravated not just the clinical state, butalso
complicated the diagnostics and the process of the surgical treatment.

P6vod komorbidit u pacientov s Morbus Hirschsprung
Slavikova T., Varga 1., Zabojnikové L., Cingel V., Fufiikova M., Polik §.
Ustav histoldgie a embryoldgie LF UK, Bratislava, Slovenskd republika

Uvod: Morbus Hirschprung je vrodena porucha motility ¢reva, jej podkladom
je nepritomnost gangliovych buniek v stene Creva, ktoré je spastické. Zasahuje
najdistalnejsiu cast kolon a proximalne variabilne dlhy Usek. Prejavuje sa zvycajne
krétko po narodeni a vo vicsine pripadov vyzaduje chirurgické rieSenie. Enterdlny
nervovy systém pochadza z prechodnej embryonalnej Struktdry - neuralnej listy.
Tato dava vznik mnohym organom a organovym su¢astiam vdaka velkému migrac-
nému a transformacnému potencialu, svoju pluripotenciu si jej bunky zachovavaja
aj v cielovom organe. Ochorenia organov pochadzajicich z neurdlnej listy patria
medzi neurokristopatie.

Pri poruchach migrécie, premeny a prezivania tychto buniek pocas embryoge-
nézy vznikajl rozne poskodenia organov, z ktorych najcastejsie sa vyskytujice je
Morbus Hirschsprung. Ochorenie inych organovych ststav pri tomto ochoreni je
pomerne Casté a mechanizmus tychto komorbidit je zatial len ¢iasto¢ne vysvetlitelny
geneticky a embryologicky.

Do nasej Stadie sme zahrnuli deti, ktoré boli za 10 rokov hospitalizované na
KDCH v DENSP Bratislava. Boli to deti prevazne donosené, s normalnou pérodnou
hmotnostou, narodené matkdm priemerne vo veku 29 rokov. Pozitivna rodinna
anamnéza v zmysle Morbus Hirschsprung bola u 5 deti, zaznamenali sme takisto
predominanciu muzského pohlavia. U vd¢§iny deti sa zistili diagnézy postihujice
rozne organy a organové siistavy. NajcastejSie sa u deti vyskytovali poruchy imuni-
ty, najmad celularnej, ktoré mozu savisiet s porusenou funkciou tymusu, poruchy
urogenitilneho traktu (méZe ist o poruchu RET génu), porucha na urovni §titnej
7lazy, PMR a anomalie CNS, anomalie traviaceho traktu, kostry svalov a konéatin
a anomadlie srdca, kraniofacidlne anomadlie, o¢i a poskodenie sluchu.
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The origin of comorbidities in patients

with Morbus Hirschsprung

Slavikova T., Varga 1., Zabojnikova L., Cingel V., Fufidkova M., Polak S,
Institute of Histology and Embryology, Faculty of Medicine,

Comenius University, Bratislava, Slovak Republic

Introduction: Morbus Hirschprung is an inherited disorder of colon motility,
due to absence of ganglionic cells in the wall of the colon, which is spastic. The
disorder is localised in the mostdistal part of colon and affects proximaly variable
long part of the colon. It presents usually shortly after birth and requires surgical
management. Enteral nervous system is derived from a transient embryonic
structure- neural crest. This gives rise to many organs and organ parts thanks to
its migratory and transformatory potential, it remain pluripotent even in the final
organ destination.

Disorders of organs originated in neural crest belong to neurocristopathies.
Failures of migration, transformation and survival of these cells during the em-
bryogenesis give rise to disorders of organs, from which most common is Morbus
Hirschsprung. Comorbidities along with Morbus Hirschsprung are not rare and
mechanism of their origin is currently only partialy explainable in the genetic or
embryologic view.

We overviewed patients that were hospitalised at Pediatric Surgery department
in ten years. They were mostly born on term, with normal birth weight, born
to mothers aged 29 by average. Positive family history in the means of Morbus
Hirschsprung was observed in 5 cases. The male patient predominance was confir-
med as well. Majority of patients had multiple dianosis in several organ systems.
The most common comorbidity involved immune system, especially its cellular part,
which may be due to thymus insuficience, disorders of urogenital tract (suspected
RET gene mutation), disorder in thyroid gland, psychomotoric retardation and CNS
anomalies, anomaies of gastrointestinal tract, skeletal, muscular and limb anoma-
lies, heart anomalies, craniofacial and eyes dysmorfies, hear impairment.

Moznosti liecby dysmenorey u adolescentiek

Sysak R.!, Cvejkusova M.?

L. gynekologicko-pdrodnicka Klinika LF UK a UN Bratislava-Petrzalka, Slovenskd republika
“Pediatrickd ambulancia, Zvolen, Slovenskd republika

Ciel’: Poruchy menstruacného cyklu a hlavne dysmenorea s jednou z oblasti,
kde je déleZita spolupraca pediatra a pediatrického gynekoldga. Cielom prace je
pribliZit pediatrom aktudlne trendy v liecbe dysmenorey z pohladu pediatrického
gynekoldga.

Uvod: Dysmenorea je frekventované, bolestivé a pravidelné menstruacné krva-
canie, ktorého incidencia u adolescentiek sa pohybuje v rozpiti 67-78 %. Za rizikové
faktory sa u adolescentiek povazuje skory nastup menarche, pozitivna rodinna
anamnéza, fajcenie, obezita alebo hypermenorea.

Prakticka &ast: Dysmenorea sa rozdeluje na primarnu, ktora je bez asociacie
s makroskopickou panvovou patolégiou a sekundarnu, pri ktorej je pritomna ana-
tomickd alebo makroskopicka patolégia. V patofyzioldgii sa uvaZuje o abnormalnej
tvorbe endometridlneho prostaglandinu, leukotriénov, vazopresinu, o pritomnosti
patologického procesu v malej panve alebo o psychologickom faktore. Pre symptoma-
tolégiu dysmenorey je charakteristicka bolest za¢inajtica rok po menarche, objavuje
sa kratko pred zaciatkom krvacania a perzistuje prvé dni. Pri sekundarnej dysme-
noree sa bolest stupriuje kazdym cyklom. Tato bolest spdsobuje asi 14% absenciu
v $kolskej dochadzke. Prvym lieCebnym krokom pri dysmenoree by mala byt éiprava
Zivotospravy, hlavne nizkotukova diéta a dodrziavat pohybovy rezim. K tejto liecbe
sa moze pridat vitaminoterapia, hlavne vitamin E 100 mg 1x 1 tbl, Zinok 30 mg tbl
1-3x denne, vitamin B1 100 mg tbl 1x 1 a Magnézium. Pri pretrvavani tazkosti st
prvou liniou lie¢by nesteroidové antiflogistika (ibuprofenum), ktoré maju asi 80%
uspesnost, Zaciatok uzivania je vhodny asi 2 dni pred o¢akdvanou menstrudciou
v periodickom kratkodobom uzivani. Maximalna dennd davka je pri ibuprofenum
3,2 g na den, pri nimesulid 200 mg na deri. Druhou liniou lie¢by je hormondlna
antikoncepcia, ktord ma asi 90% tspesnost. Pouzivaju sa kombinované pripravky
a pri uzivani sa preferuju dlhé cykly. Z nefarmakologickych moznosti liecby je
mozné pouzit TENS (transkutanna elektricka nervova stimuldcia), akupunktiru,
akuprestru, pripadne fyzioterapiu - masaze podla Ludmily MojZziSovej. Chirurgicka
liecba sa vo vekovej skupine adolescentiek pouziva minimalne.



Zaver: V sucasnosti mame k dispozicii $irokd $kilu farmakologickych aj ne-
farmakologickych prostriedkov na liecbu dysmenorey, ktoré vytvaraji moznosti
nastavit lie¢bu podla individudlnych potrieb pacientky.

A new opportunities in dysmenorrhoea

treatment of adolescent girls

Sysak R.', Cvejkusovi M.

"I Department of Gynaecology and obstetrics Faculty of Medicine CU in Bratislava, Slovak Republic
*Paediatric Ambulance, Zvolen, Slovak Republic

Aim of article: Disorders of menstrual cycle, specially dysmenorrhoea, are one of
the theme where co-operation pediatrist and pediatric gynaecologist is important.
The aim of this article is to advance new opportunities for pediatrists in treatment
of dysmenorrhoea of adolescents girls.

Introduction: Dysmenorhoea is frequent, painful and regullar menstrual
bleeding, which incidence is between 67-78% in adolescent age. The risk factors in
adolecent age include early menarche, positive family history, smoking, obesity
and hypermenorrhoea.

Practic part: Dysmenorrhoea may be primary, which has no association with
macroscopics pelvic pathology, and secondary, which is associated with anatomic
or macroscopic pelvic pathology. For symptomathology of dysmenorrhoea the pain
beginning one year after menarche is typical and persists first days. In secondary
dysmenorrhoea, pain graduates in each cycle. This pain causes approximately 14% of
school absences. First step in treatment of dysmenorrhoea should be modification of
way of living, primarily low - fat diet, and adequate physically activity. Also vitamin
therapy, especially Vitamin E 100 mg per day, Vitamin B1100 mg per day, Zinc and
Magnesium can be usefull. First step in treatment of persistant problems should
be using of nonsteroidal antiinflammatory drugs, with effectivity in about 80%.
Using of them is usefull 2 days before menstrual bleeding. Maximal dose per day is
3.2 g for ibuprofenum and 200mg for nimesulid. The second step of treatement
of dysmenorrhoea is using of hormonal contraceptions with effectivity in about
90%. We prefer combined preparations in long cycles. We can also use some non-
pharmacological methods, such as: TENS, acupuncture, acupresure or physio-
therapy - L. MojZiSova’s massage. Chirurgical treatment is using in adolescent
girls minimally.

Conclusion: On the present we have many kinds of pharmacological and non-
pharmacological methods for treatment of dysmenorrhoea whitch can be individual
for every patients.

Monitorovanie krvného tlaku u pacientov

s novozistenou prehypertenziou a hypertenziou
v pediatrickych kardiologickych ambulanciich
Simurka P.!, Regecova V.2, Barikova A}, Masura J.*

"Pediatrickd Klinika, Fakultnd nemocnica Trencin, Slovenskd republika

Ustav normdlnej a patologickej fyzioldgie SAV, Bratislava, Slovenskd republika
3Ndrodné centrum zdravotnickych informdcif, Bratislava, Slovenskd republika
*Klinika detskej kardiolgie LF UK a DENSP, Bratislava, Slovenskd republika

Uvod a ciel: Nevyhnutnou podmienkou diagnostiky a lie¢by hypertenzie (HT) je
vySetrenie 24-hodinového ambulantného merania krvného tlaku (ABPM). Cielom
préce bolo vyhodnotit Gidaje zo ziznamov ABPM vo vztahu k hodnotdm TK zistenych
vambulancidch v kategériach prehypertenzie (PHT) a HT.

Stibor a metodika: Zaznamy 298 deti vo veku 1-17,9 rokov (223 chlapcov
a 75 dievcat) s podozrenim na hypertenziu od 40 pediatrickych kardioldgov.
U 18 pacientov (6 %) sa potvrdila sekundarna hypertenzia, nezahrnuli sme ich do
tejto analyzy. Ostatnym pacientom (280) bola stanovena diagnéza primarna HT
(51,1%) alebo PHT (48,9 %). Podiel diev¢at s PHT resp. HT bol len 23,9 %, zatial ¢o pri
sekundarnej HT bolo ich zastipenie takmer rovnaké ako u chlapcov. ABPM absol-
vovalo 218 (77,9 %) deti, u 62 deti toto vySetrenie zatial nebolo indikované, pricom
123 (37,1 %) uz bola zaCata farmakoterapia. Sledovali sme rozdiely v hodnotich TK
medzi lieCenymi a nelie¢enymi detmi, vjskyt hypertenzie bieleho plasta a diurnalny
rytmus TK vo vztahu k veku a k nadmernej hmotnosti definovanej podla Vignerova
a spol. (2006). Pri hodnoteni ABPM sme pouzivali Klasifikdciu ESH (2009).

Vysledky: Normalnu hmotnost malo len 56,2 % deti s PHT a 32,2 % HT, po-
diel nadmernej hmotnosti bol v oboch podskupinach takmer rovnaky (23,3 %

vs. 24,4 %), ale obezita sa Castejie vyskytovala u HT (43,4 % vs. 20,4 % PHT).
Podla kritérii ESH malo 52,7 % denné a 60,6 % no¢né hodnoty ABPM v ramci
normy, pricom 25 % tychto pacientov bolo aj napriek tomu lie¢enych. Priemerné
hodnoty kauzdlneho TK boli vyznamne vysSie ako denné hodnoty ABPM
(p <0,01). Bez ohladu na lie¢bu tento rozdiel dosiahol >10 mm Hg u 53 % deti.
Podiel deti s naruSenym diurnalnym rytmom TK sa pohyboval v rozpdti 33-37 %,
bez vyznamnych rozdielov medzi PHT a HT, resp. medzi lieCenymi a nelieCenymi
pacientmi.

Zavery: Vacsina deti s novozistenou hypertenziou mala nadmernd hmotnost
alebo obezitu. Rozsireny vyskyt hypertenzie bieleho plasta, ale aj jedincov s naru-
Senym diurndlnym rytmom zddraziiuje nevyhnutnost vy$etrenia ABPM, ktoré ma
predchddzat kazdému zacatiu farmakoterapie hypertenzie v detskom veku.

S podporou grantov Ministerstva zdravotnictva SR a APVV-0523-10.

Blood pressure monitoring in patients
with newly diagnosed prehypertension and
hypertension in pediatric cardiology offices
Simurka P.!, Regecova V.2, Barakovi A}, Magura J.*
"Faculty of Healthcare, University of Trencin, Slovak Republic

nstitute of Normal and Pathological Physiology, Slovak

Academy of Sciences, Bratislava, Slovak Republic

*National Health Information Center Bratislava, Slovak Republic
*Faculty of Medicine, Comenius University in Bratislava, Slovak Republic

Introduction: A necessary condition for correct diagnosis and treatment of
hypertension (HT) is a 24-hour ambulatory blood pressure measurement (ABPM).
The aim of this work was to evaluate the results of ABPM data in relation to casual
BP values observed with respect to prehypertension (PHT) and HT.

Patients and methods: Records of 298 children aged 1 to 17.9 years (223 boys and
75 girls) with suspected hypertension from 40 pediatric cardiologists were available.
The subgroup of 18 patients (6%) with confirmed secondary hypertension was not
included to this analysis. Other patients (280) were diagnosed as primary HT (51.1%)
or PHT (48.9%). PHT or HT prevailed in boys with 76%, but there were no gender
differences in secondary HT. ABPM underwent 218 (77.9%) children; in 62 children
this test was not yet indicated, meanwhile 23 (37.1%) used antihypertensive drugs.
We evaluated differences in BP levels between treated and untreated children, the
occurrence of white coat hypertension and the diurnal rhythm of BP in relation to
age and excessive weight according Vignerova et al (2006). ABPM was classified on
the basis of ESH recommendations (2009).

Results: Only 56.2% of children with PHT and HT 32.2% were normal weight,
the proportion of overweight in both subgroups was nearly identical (23.3% vs
24.4%), but obesity was more common in HT (43.4% vs 20.4% in PHT). According
to the ESH criteria ABPM values were within normal ranges - daytime values in
52.7% and nighttime values in 60.6% of patients. In spite of that, some of them
(25%) were treated. The average casual BP values were significantly higher than
daytime ABPM values (p<0.01). Regardless of the treatment difference reached >10
mm Hg in 53% of children. The ratio of children with disturbed diurnal rhythm
of BP ranged from 33%-37%, with no significant differences between PHT and HT
or between treated and untreated patients.

Conclusions: Most of children with new onset hypertension were overweight
or obese. Widespread occurrence of white coat hypertension, as well as individuals
with impaired diurnal rhythm emphasize the necessity of ABPM examination
before of any antihypertensive pharmacotherapy is commenced especially in
children and adolescents.

Financial support: Grants of Ministry of Health of the Slovak Republic and Slovak Research and
Development Agency APVV-0523-10.
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Organické acidiirie - zriedkavé ochorenia

Skodova J., Pereckova J.!, HoleSova D.!, Behiilova D.!, Gregova E.2, Chandoga J.*
'0ddelenie laboratdrnej mediciny, Detskd fakultnd nemocnica

s poliklinikou, Bratislava, Slovenskd republika

?Oddelenie Klinickej biochémie, Rooseveltova nemocnica, Banskd Bystrica, Slovenskd republika
3Centrum lekdrskej genetiky, Fakultnd nemocnica, Bratislava, Slovenskd republika

Uvod a ciel price: Organické acidarie (OAU) st heterogénnou skupinou de-
di¢nych metabolickych portich (DMP), pre ktoré je charakteristickd akumulacia
organickych kyselin (OA) v moci, a v mensej miere aj v inych telesnych tekutinich.
Diagnostika je zalozend na detekcii extrémneho mnozstva vylucovanych organickych
kyselin, ktoré st v moci bezne pritomné, alebo vylucovania organickych kyselin,
ktoré nie st pritomné v moci zdravych jedincov. Pacienti s tazkym novorodeneckym
nastupom ochorenia mavaji metabolickd acidézu, letargiu, zvracanie, respiraény
distres, kému sposobent toxickou encefalopatiou. Klinicky sa deti s neskor$im
nastupom ochorenia obycajne prejavuji neurologickymi symptémami a abnorma-
litami, niekedy spojenymi so zmenami srdcového a kostrového svalstva a inymi
symptémami. Cielom tejto retrospektivnej Stidie bolo zosumarizovat a zhodnotit
klinické a laboratérne nalezy pacientov s OAU detegovanych na Slovensku.

Material a metdédy: OA sme vySetrovali v rannom moci deti, u ktorych bolo
podozrenie na DMP. Mo¢ bol spracovany podla postupu na analyzu organickych
Kkyselin - oximacia, extrakcia do etylacetdtu a derivatizicia. Analyzy sme robili na
pristroji pre plynovi chromatografiu/hmotnostni spektrometriu TRACE GC 2000/
Polaris Q (ThermoFinnigan, USA).

Vysledky: Vyhodnotili sme klinické a laboratérne néalezy pacientov s OAU
detegovanych na Slovensku od roku 1993. Bolo diagnostikovanych 51 jedincov
s OAU, z toho 24 chlapcov a 27 diev¢at. Diagnostikované a prezivajice pripady
Dboli nasledovné: spolu 51/27, Canavanova choroba 12/0, methylmalénova acidtria
16/12, propiénova acidiria 7/3, mnohopocetny deficit karboxyldz 3/3, glutarova
acidaria typ12/2, mevalénova acidiria 2/0, 3-hydroxy-3-methylglutdrova aciddria
2/2, 2-oxoadipovd acidiria 2/0, pyroglutamova aciddria 2/2, leucinéza 2/2, 2-hydro-
xyglutarova acidaria 1/1.

Zaver: Predpokladdme, Ze mnohi pacienti s OAU v nadej krajine neboli dia-
gnostikovani. Novorodenecky skrining liecitelnjch OAU by mohol zvysit pocet
zachytenych deti s tymito ochoreniami.

Organic acidurias - rare diseases

Skodova J., Pereckova J.!, HoleSova D.!, Behiilova D.!, Gregova E.2, Chandoga J.}
ICentre of Inherited Metabolic Diseases, University Children’s Hospital, Bratislava, Slovak Republic
“Department of Clinical Biochemistry, Roosevelt Hospital, Banskd Bystrica, Slovak Republic

3Centre of Clinical Cenetics, University Hospital, Bratislava, Slovak Republic

Introduction and aim of study: Organic acidurias (OAU) are a heterogeneous
group of inherited metabolic diseases (IMD) which are characterized biochemically
Dby accumulation of organic acids (OA) in urine and, to a lesser extent, in other
body fluids. The diagnosis is based on the detection of usually excessive amounts of
normal urinary organic acids or the appearence of organic acids that are not present
in urine of healthy individuals. Clinically, patients with a severe neonatal-onset
type present with metabolic acidosis, lethargy, vomiting, respiratory distress,
coma due to toxic encephalopathy. Clinical manifestation in affected patients
with late-onset type include neurologic symptoms and abnormalities, sometimes
accompanied by cardiac, skeletal muscle alterations and other symptoms. The aim
of this retrospective study was to summarize and evaluate clinical and laboratory
findings in patients with OAU detected in Slovak Republic.

Materials and methods: The investigation of OA was performed in ran-
dom (morning) urine from children with clinical suspicion of IMD. The urine
was prepared by procedure to analyse organic acids - oximation, ethylacetate
extraction and trimethylsilyl derivatisation. The analyses were performed on
the gas chromatography/mass spectrometry analyser TRACE GC 2000/PolarisQ
(ThermoFinnigan, USA).

Results: Clinical and laboratory data were evaluated in Slovak patients with OAU
detected since 1993. Altogether 51 individuals with OAU were found, including 24
males and 27 females. Diagnosed and surviving cases were following: altogether
51/27, Canavan disease 12/0, methylmalonic aciduria 16/12, propionic aciduria 7/3,
multiple carboxylase deficiency 3/3, glutaric aciduria type 1 2/2, mevalonic aciduria
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2/0, 3-hydroxy-3-methylglutaric aciduria 2/2, 2-oxoadipic aciduria 2/0, pyroglutamic
aciduria 2/2, leucinosis 2/2, 2-hydroxyglutaric aciduria 1/1.

Conclusion: It is supposed that many cases of OAU in our country has been un-
diagnosed. The neonatal screening for treatable OAU could increase the detection
rate of these diseases.

Neurochirurgické riesenie zriedkavych vrodenych
chyb, lipomyelomeningokély a skafocefilie na
Neurochirurgickej klinike v Banskej Bystrici

Sulaj J., Koppal P., Okalové E., Galanda M.,

Neurochirurgickd klinika SZU FNsP FDR Banskd Bystrica, Slovenskd republika
Detskd klinika DENSP Banskd Bystrica, Slovenskd republika

Skafocefalia v ranom detskom veku je vyvojova chyba v raste lebky, ktora pred-
stavuje pre choré dieta vacSinou len kozmeticky efekt, ale tento méZe byt pomerne
vyrazny, preto skoré rieSenie ma pre dieta velky vyznam. Uvadzame dva operacné
spdsoby rieSenia skafocefdlie u 5 pacientov, ich priebeh a vysledky.

Lipomyelomeningokéla je zriedkava vyvojova chyba neurondlnej trubice, ktord sa
priraste dietata prejavy sy tiahlej miechy a pri nerie$eni vedie k tazkému trvalému
neurologickému deficitu. Aj po operacnom rieSeni sa ¢asto vyvinie znovupitanie
miechy, ktoré vyZaduje dal$iu neurochirurgicki intervenciu. Uvadzame opera¢né
rieSenie dvoch pacientov s lipomyelomeningokélou, peropera¢né monitorovanie,
pooperacni starostlivost a rieSenie komplikacii.

Neurosurgical treatment of rare neurodevelopmental
disorders, lipomyelomeningocele and scaphocephaly
at the Department of Neurosurgery at the

Faculty Hospital, Banska Bystrica

Sulaj J., Koppal P., Okilovi E., Galanda M.,

Department of Neurosurgery, Slovak Medical University, Faculty

Hospital F. D. Roosevelt, Banskd Bystrica, Slovak Republic

Department od Pediatrics, Children s Teaching Hospital, Banskd Bystrica, Slovak Republic

Scaphocephaly in early childhood is skull deformity, which represents
in generally cosmetic problem, but in case of pathologic condition the early
treatment is needed. We describe two operative options of scaphocephaly in
5 patients, course of treatment and outcome.

Lipomyelomeningocele is rare developmental disorder of neural tube, which
may lead during growth to tethered cord syndrome and may be the cause of severe
neurological deficit if not treated. Even after operation, rethetering of the cord is
often seen and requires further neurosurical operation.

Authors presenting two cases of lipomyelomeningocele with perioperative
monitoring, postoperative care and managing of postoperative complications.

Stav vyzivy vo vztahu k pliicnemu postihnutiu
u deti s cystickou fibrézou

Svekusova M., Feketeova A., Ferenczova J., Urbanova V.,

1. Klinika et a dorastu LF UPJS a DEN Koice, Slovenskd republika

Uvod: Stav vyZivy je nezévislym prognostickym faktorom morbidity a mortality
u deti s cystickou fibrdzou (CF). Cielom prace bolo zhodnotit stav vyZivy v sibore
detskych pacientov s CF pomocou auxologickych a laboratérnych parametrov vo
vztahu k zdvaznosti plicneho postihnutia.

Metodika: V prierezovej §tadii sme v stibore 46 pacientov s cystickou fibrézou
(25 chlapcov, priemerny vek 11,71 + 4,6 roka) zhodnotili stav vyZivy pomocou Z-skére
pre vy§ku, hmotnost a BMI k veku dietata podla platnych referen¢nych hodnét pre
slovenski populdciu. Z laboratérnych parametrov sme stanovili sérovi koncentraciu
albuminu, prealbuminu a kalcidiolu. Sledovali sme vztah jednotlivych parametrov
k stavu plicnych funkcii vyjadrenému ako percento nalezitych hodnét usilného
sekundového vydychu (FEV1%).

Vysledky: V porovnani s referen¢nou populdciou je stav vyzivy deti s cys-
tickou fibrézou suboptimalny (priemerné Z-skére vysky -0,51, hmotnosti
-0,72a BMI -0,52), prevalencia klinicky vjznamnej malnutricie (BMI <10. percentil)
je17 %. VSetky sledované parametre sa s vekom zhorSuju (priemerné Z-skore BMI vo
vekovej skupine 0-13 rokov: -0,37vs. -0,69 vo veku 13,1-18 rokov, p <0,05). Potvrdili



sme pozitivnu korelaciu FEV 1 % a Z-skére BMI (korela¢ny koeficient r = 0,331), FEV
1% a Z-skére hmotnosti (r = 0,258), FEV 1 % a sérovej koncentracie prealbuminu
(r=0,389)aalbuminu (r = 0,238). Sérova koncentracia albuminu bola v referenénom
rozmedzi 35-50 g/1 u vSetkych pacientov bez ohladu na stav vyZivy, sérova koncen-
tracia kalcidiolu bola niZs§ia ako minimalna cielova koncentricia 30 ng/ml u79 %
pacientov (priemernd koncentricia 26,56 + 5,27 ng/ml).

Zaver: Vysledky nasej Stidie potvrdili asociaciu medzi ukazovatelmi nutricného
stavu a zavaznostou plicneho postihnutia u deti s cystickou fibrézou. Napriek
pravidelnej peroralnej suplementacii vitaminu D je sérova koncentracia kalcidiolu
u vdcsiny pacientov suboptimalna.

Nutrition status and pulmonary function

in pediatric cystic fibrosis patients

Svekusova M., Feketeova A., Ferenczova J., Urbanova V.,

1. Department of Pediatrics and Adolescent Medicine,

Faculty of Medicine of . J. Saférik University and Children s Hospital KoSice, Slovak Republic

Objectives: Multiple studies have shown that nutrition status is a strong predic-
tor of morbidity and mortality in cystic fibrosis (CF) patients. The aim of the study
was to evaluate nutrition status in a cohort of pediatric CF patients using different
auxologic and laboratory parameters in correlation to pulmonary function.

Methods: 46 patients (25 boys, mean age 11.71+4.6 years) were enrolled in this
cross-sectional study. Z-scores for selected auxologic parameters (height-for-age,
weight-for-age and BMI) were calculated according to national reference data.
Serum concentration of albumin, prealbumin and 25-hydroxyvitamin D was mea-
sured. Pearson correlation coefficients were calculated to evaluate the correlation
between nutritional indicators and percent predicted forced expiratory volume in
one second (FEV1%).

Results: Nutrition status of pediatric CF patients was suboptimal with mean
Z-scores for height-for-age, weight-for-age and BMI being -0.51, -0.72 and -0.52,
respectively. The prevalence of nutritional failure defined as BMI percentile <10th
was 17%. Nutrition status deteriorated with age (mean BMI Z-score was -0.37in age
group 0 - 13 years vs. -0.69 in patients aged 13.1-18 years, p<0.05). We confirmed a
direct correlation of FEV1% with Z-score for BMI and weight-for-age, and with serum
concentration of prealbumin and albumin (correlation coefficients were 0.331,
0.258, 0.389 and 0.238, respectively). Serum albumin concentration was within
normal range (35-50 g/1) in all patients. Serum concentration of 25-hydroxyvitamin
D was below a recommended minimal concentration of 30 ng/ml in 79% of patients
(mean 26.56+5.27 ng/ml).

Conclusion; Our cross-sectional data confirm the close relation between FEV1%
and nutritional parameters. Despite regular supplementation, majority of CF
patients in our cohort remain chronically depleted of vitamin D.

Fascinujiici biochemicky marker -

3-metylglutakonova acidiiria

Tarnokova S.!, Behiilova D.!, Holesova D.!, Ostrozlikova M.!, Skodova J.},
Pereckova J.1, Syrova D .}, Fabriciova K.2, Dolnikova D 2, Tesafova M.}
'Centrum dedicnych metabolickych portich, Detskd fakultnd nemocnica

s poliklinikou, Bratislava, Slovenskd republika

71, detskd Klinika a Oddelenie patologickych novorodencov, Detskd

fakultnd nemocnica s poliklinikou, Bratislava, Slovenskd republika

SLaboratof pro studium mitochondridinich poruch, Klinika détského a dorostového 1ékaf'stvi, 1.
lékafskd fakulta Univerzity Karlovy a VSeobecnd fakultni nemocnice v Praze, Ceskd republika

Uvod a ciel price: Heterogénna skupina syndrémov 3-metylglutakonovej
aciddrie (3-MGA-trie) zahfTia viaceré dedicné poruchy metabolizmu. RozliSujeme
5 odlisnych typov: typ I. je dedicnou poruchou katabolizmu leucinu, dalsie Styri
typy st mitochondriové poruchy, pricom 3-MGA-uria typ IV predstavuje najviac
réznorodd skupinu. V roku 2008 sa podarilo odkryt molekuldrny podklad 3-MGA-
Urie typu IV u podskupiny pacientov prevazne rémskeho pévodu manifestujucich
sa v prvych drioch Zzivota encefalomyopatiou, hypertrofickou kardiomyopatiou,
hypoténiou, hepatomegaliou, facidlnou dysmorfiou, mikrocefaliou, laktatovou
acidézou a hyperamonémiou. Mutdcie v géne TMEM70 kédujicom mitochondriovy
protein, ktory je nevyhnutny pre biosyntézu ATP syntazy (komplexu V), spdsobuji
izolovany deficit tohto kli¢ového enzymu respira¢ného retazca. Cielom nasej prace

Dbolo poukazat na §iroké spektrum syndromov 3-MCA-trie, zdbraznit déleZitost
tohto biochemického markera a prezentovat vysledky pacientov s uz dokidzanym
alebo vysoko suspektnym deficitom TMEM70, vySetrovanych na nasom pracovisku
v obdobi poslednych 4 rokov (2009-2012).

Pacienti a metddy: U 10 pacientov (6 chlapcov a 4 dievcatd, vek 2 dni -
6 Tokov) s vysoko suspektnym deficitom TMEM70 sme analyzovali organické kyseliny
vmoci metddou plynovej chromatografie/hmotnostnej spektrometrie a stanovovali
sme laktat v plazme. Molekulovo-genetické vySetrenie bolo robené v laboratériu pre
Stidium mitochondriovych porich.

Vysledky: U vSetkych 10 pacientov sme zistili laktatovd acidézu a variabilnd
3-MGA-triu. U7 pacientov bola genetickym vySetrenim dokdzana homozygotna
prevalentnd mutdcia c.317-2A>G v géne pre TMEM?70, dalsi traja pacienti sa mani-
festovali kratko pred uzatvorenim nasej prace a genetické vySetrenie u nich nebolo
eSte ukoncené.

Zaver:; Spektrum syndrémov 3-MGA-trie je skuto¢ne fascinujtce, ide o vyznamny
biochemicky marker. KedZe exkrécia kyseliny 3-metylglutakonovej je u pacientov
fluktuujica, pri podozreni ma metabolicki poruchu treba analyzu organickych
kyselin v moci opakovat.

3-methylglutaconic aciduria - a fascinating

biochemical marker

Tarnokova S.!, Behiilova D.!, Holesova D.!, Ostrozlikova M.!, Skodova J.},
Pereckovi J.1, Syrova D.!, Fabriciova K., Dolnikova D.?, Tesafova M.}

ICentre of Inherited Metabolic Diseases, University Children s Hospital, Bratislava, Slovak Republic
“Department of Pediatrics and Patologic Neonatology, University

Children's Hospital Bratislava, Slovak Republic

3Laboratory for Study of Mitochondrial Disorders, Department of Pediatrics and Adolescent Medicine,
First Faculty of Medicine, Charles University and General University Hospital in Prague, Czech Republic

Introduction and aim of study: 3-methylglutaconic acidurias (3-MGCA) compri-
ses a heterogenous group of syndromes characterized by an increased excretion of
3-methylglutaconic acid. Five distinct types have been recognized: 3-methylglutaco-
nic aciduria type I is an inborn error of leucine catabolism, the additional four types
all affect mitochondrial function, type IV is being the most heterogenous group.
In 2008 the underlying genetic defect in a subgroup predominantly of patients of
Romany origin presenting with encephalomyopathy, hypertrophic cardiomyopha-
ty, hypotonia, hepatomegaly, facial dysmorfism, microcephaly, hyperlactacidemia,
hyperammonemia and 3-MGA-uria type IV was found. Mutations in TMEM70 gene
encoding a mitochondrial protein proposed to be an ancillary factor involved in bio-
synthesis and assembly of ATP synthase (complex V) cause an isolated deficiency of
this key enzyme of respiratory chain. Aim of the study was refer the board spectrum
of 3-MGA-uria syndromes, higlight the importance of this biochemical marker and
to present a group of patients with confirmed or suspected TMEM70 deficiency
detected in our centre over the period of the last 4 years (2009-2012).

Patients and methods: In 10 patients (6 males and 4 females, aged 2 days -
6 years) with highly suspected TMEM 70 deficiency, organic acids in urine were
investigated by gas chromatography/mass spectrometry and lactate in plasma
was monitored. Molecular genetic testing was performed in laboratory for study
of mitochondrial disorders.

Results: In all 10 patients lactic acidemia and variable excretion of 3-methylglu-
taconic acid were found. In7 patients a homozygous prevalent mutation c.317-2A>G
in the gene for TMEM70 has been confirmed so far.

Conclusion: The spectrum of 3-MGA-uria syndromes is fascinating. 3-MGA-uria is
an important biochemical marker. The excretion of 3-methylglutaconic acid in urine
is fluctuating so it is often necessary to repeat the urinary organic acid analysis.
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Identifikicia de novo komplexnej chromozémovej
prestavby zahffajiicej chromozémy 2,5,6,9 a 18

u novorodenca s abnormalnym fenotypom

Valachova A.!, Konickova L.!, Hikkelova M.?, Gen¢ik A2, Lott A.2, Cermak M.}
'OLG EN Trencin, Slovenskd republika

*MedCen, s.r.0. Bratislava, Slovenskd republika

0ddelenie genetiky NOU Bratislava, Slovenskd republika

Komplexné chromozémové prestavby (CCRs) st zriedkavé Struktiirové abnor-
mality chromozémov zapri¢inené najmenej troma zlomami s ndslednou vymenou
genetického materialu medzi dvoma alebo viacerymi chromozémami. V celkovej po-
pulacii st pozorované raritne, i ked ich frekvencia méze byt vy$$ia u balancovanych
stavov bez fenotypovych prejavov. Prezentujeme pripad novorodenca s hypotrofiou
a facidlnym dysmorfizmom, s detekovanou de novo komplexnou chromozémovou
prestavbou zahffiajicou 5 chromozémov. Standardnym cytogenetickym vySetrenim
sme zistili chromozémovu prestavbu zahfriajicu chromozémy ¢islo 2, 5, 6, 9 a 18 a bol
stanoveny konstitucny karyotyp 46,XY,t(2,5,6,9,18)(p15-16;q23-24;G22.3-23.1;q21.3-
22.1;q21-22). Metédou M-FISH boli potvrdené translokicie t(2;18), t(s;6), t(6;9).
Analyza arrayCGH odhalila intersticidlnu deléciu o velkosti 12,5 Mb na chromozéme
€. 6(g23.3;q24.3). Fenotyp nasho pacienta koreluje s fenotypom v dvoch publikova-
nych pripadoch pacientov s podobnou deléciou 6(q23.3;q24.2). Kazuistika poukazuje
na osobity prinos metédy arrayCGH v cytogenetickej diagnostike pripadov kom-
plexnych chromozémovych aberacii a zjavne balancovanych prestavb asociovanych
s abnormalnym fenotypom.

Identification de novo of complex chromosome
rearrangements involving chromosomes 2,5,6,9 and

18 in new-born children with abnormal phenotype

Valachova A.!, Konickova L.!, Hikkelova M.?, Gen¢ik A2, Lott A.2, Cermak M.}
'Genetic Department of Faculty Hospital Trencin, Slovak Republic

*MedGen, Ltd., Bratislava, Slovak Republic

3Genetic Department, National Cancer Institute, Bratislava, Slovak Republic

Complex chromosome rearrangements are rare structural abnormalities of
chromosomes caused at least by three breakpoints with follow-up exchange
of genetic material between two or among more chromosomes. Within total
population they are observed rarely although their frequency can be higher in
balanced states without phenotype presentation. We are presenting the case of
de novo complex chromosome rearrangements involving 5 chromosomes found
in a new-born child with hypotrophy and facial dysmorfism. We have found out
by standard cytogenetic examination the chromosome rearragements involving
chromosomes number 2,5,6,9 and 18 and constitutional karyotype was assigned
46,XY,t(2,5,6,9,18)(p15-16;q23-24;q22.3-23.1;q21.3-22.1;q21-22). By M-FISH method
there have benn confirmed translocations t(2;18), t(5;6), t(6;9). ArrayCGH ana-
lysis revealed an interstitial deletion on chromosome 6(q23.3;q24.3). Phenotype
of our patient correlates with the phenotype in two published cases of patients
with similar deletion 6(q23.3;q24.2).Case report points out the individual con-
tribution of the method arrayCGH used in cytogenetic diagnosis of cases with
complex chromosomal aberrations and evidently balances rebuildings associated
with abnormal phenotype.
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Uvod: Ceneticka predispozicia ma pre vyvoj celiakie (CD) kldovi tilohu a je
zname, Ze CD je asociovana s HLA-DQ2/DQ8. Priblizne 95 % pacientov je HLA-DQ2
pozitivnych. Vyskyt tohto genotypu v kaukazoidnej populdcii je 25 %, kym predpo-
Kkladand prevalencia CD v naSej populdciije asil: 250. Preto expresia spominanych
alel je nevyhnutnd, nie v§ak dostato¢na k prepuknutiu CD.
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Ciel’: Stanovenie typizicie HLA-DQ2 a DQ8 v zloZitych pripadoch, pri ktorych
nebola jednoznacne potvrdend diagnéza CD a urcenie jej negativnej prediktivnej
hodnoty u pacientov s diferencidlnou diagnézou celiakie. Zistit koreldciu medzi
genotypizaciou HLA DQ2/DQ8 a hladinou $pecifickych CD protilatok.

Material a metodika: V §tadii boli pomocou metddy SSP-PCR genotypizované
alely HLA lokusov DRB1/DQA1/DQB1 u 19 dospelych a 58 deti.

Vysledky: V nasej tidii sme potvrdili vzijomny korelacny vztah medzi pritom-
nostou rizikovych genotypov a vyskou hladiny CD-Specifickych protilatok AtTC.
V skupine ¢. 1 s vysoko pozitivnymi AtTG, sme vo vSetkych pripadoch potvrdili
pritomnost niektorého z rizikovych haplotypov. V skupine ¢. 2 s AtTG stredne zvy-
Senymi, malo 8z 9 deti niektory z rizikovych haplotypov, u1pacienta bola deteko-
vana len 1rizikova alela DQB1*02. V skupine ¢. 3 s negativnymi AtTG sme v 35,7 %
nezistili Ziadnu z rizikovych alel.

Zaver: Cenotypizicia HLA-DQ2/DQ8 vyznamne prispieva k zloZitej diagnosti-
ke CD. Podla guidelines EPSGHAN (2012) je stiCastou diagnostickych algoritmov
ajej vyznam spociva po 1. vo vysokej negativnej prediktivnej hodnote v pripadoch
diagnostickych pochybnosti, po 2. v pripadoch s vysokou suspekciou pre CD,
s vysokymi hladinami AtTG (>10x norma) a pozitivitou HLA-DQ2/DQ8, nie je nutna
duodendlna biopsia na stanovenie diagnézy CD.

Celiac disease HLA genotyping

Vcelikova S.', Valachova A.', Konickovi L., Lalinski D.%,
Bielikova A.’, Hlista M ?, Cernok S.*

'Genetic Department of Faculty Hospital Trencin, Slovak Republic
‘Ambulance of Pediatric Gastroenterology and Gastroenterology

of Faculty Hospital Trencin, Slovak Republic

3GeoMed, Ltd., Ambulance of Castroenterology, Trencin, Slovak Republic
*Ambulance of Gastroenterology, Nové Mesto nad Vdhom, Slovak Republic

Introduction: Genetic predisposition plays the key role of celiac disease
(CD) development and it is known that CD is associated with HLA-DQ2/DGC8.
Approximately 95% of patients is HLA DQ2 positive. Incidence of this geno-
type is about 25% in Caucasian population, while assumed prevalence is about
1:250 in our population. Therefore expression of these alleles is necessary but not
sufficient for CD development.

Aim: 1. setting of HLA DQ2/DQ8 genotypes in a difficult cases, when the
clear diagnosis of CD is not confirmed. 2. determination of negative predictive
value of genotyping in patients with differential diagnostic embarrassment of CD.
3. to find out k correlation between genotyping HLA DQ2/DQ8 and specific CD
antibodies level.

Material and methods: In our study were by using SSP-PCR methods genotyped
HLA alleles of DRB1/DQA1/DQBI loci in 19 adults and 58 children.

Results: We confirmed in our study a mutual relationship between risk hap-
lotype presence and CD specific antibody level. In the group number 1 with high
CD specific antibody level we confirmed some of the risk haplotype in all cases. In
the group number 2 with medium high CD specific antibody level has got one of
the risk haplotypes 8 from 9 children and in one patient was detect only one of the
risk alleles DQB1*02. In the group number 3 with negative CD specific antibodies
there was” nt any risk allele determined in 35.7%.

Conclusion: HLA-DQ2/DQ8 genotyping significantly contributes to determine
the CD diagnosis. According to EPSGHAN (2012) guidelines, genotyping HLA DQ 2/
DQ8is a part of diagnostic algorithms and its importance is 1. in the high negative
predictive value in cases of diagnostic embarrassment. 2. in cases with a high CD
suspection - means high AtTG antibodies level and positivity of HLA-DQ2/DQ8 -isn "t
nessesery any duodenal biopsy for the CD diagnosis confirmation.
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Uvod: Hyper-IgE syndrom je komplexnd, geneticky podmienend porucha vedica
k purulentnym komplikiciam koZe a dychacich ciest, ekzematoidnej dermatitide
avysokym koncentracidm imunoglobulinu E. Naj¢astejsia forma ma autozomadlne
dominantny typ dedi¢nosti a je podmienend muticiou v géne pre transduktor sig-
nalu a aktivator transkripcie 3. Celosvetovo bolo publikovanych okolo 200 pripadov,
bez vztahu k etniku alebo pohlaviu.

Ciel: Analyzovat charakter a ¢as vzniku prvych klinickych priznakov a priznakov,
ktoré viedli k indikacii genetickej analyzy a zacatiu efektivnej dlhodobej liecby.

Material: Udaje Styroch pacientov zaradenych do databdzy primarnych imu-
nodeficiencii v SR.

Vysledky: Vek v Case diagnézy bol od 2 mesiacov do 6. rokov. Hodnoty
celkového IgE boli v ¢ase stanovenia diagnézy medzi <7 - >2000 IU/ml. U vset-
kych pacientov bola pritomnd vysoka eozinofilia. Od 1. do 3. mesiaca Zivota
sa u pacientov vyskytli mukokutdnne infekcie kmeriom Staphylococcus aureus
s pomerne $pecifickym klinickym obrazom furunkulézy a vyvojom ekzematoidnej
dermatitidy. Neinfekéné komplikicie ako hyperextenzibilita kibov, skoliéza
a poruchy denticie boli nekonstantné. Charakteristickd facidlnu dysmorfiu bolo
mozné rozpoznat az v §kolskom veku. Z dal$ich komplikacii sa vyskytli patolo-
gické fraktlry, perzistujica CMV hepatitida a lobarna pneumonia s rozpadom
plicneho tkaniva a tvorbou pneumatokele a bronchiektazii. Plicne komplikacie
boli v jednom pripade pri¢inou fatalneho respiracného zlyhania v adolescentnom
veku. Potvrdenie genetického defektu zlepsilo dodrziavanie lie¢ebného rezimu
a identifikovanie neinfekénych komplikacii.

Zaver: VCasnd antibakteridlna profylaxia a agresivna liecba infekénych kom-
plikdcii zniZuje vyvoj fatdlnych komplikacii. Perzistujice purulentné dermatézy
u dojciat st indikované na geneticki analyzu bez ohladu na hladinu IgE. V¢asna
diagnéza znizuje zavazné infekcné komplikacie a zlepSuje kvalitu Zivota postih-
nutych jedincov.
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Background: Hyper-IgE syndrome is a complex, genetic defect resulting in
purulent skin and lung complications, eczema-like dermatitis and high levels of
immunoglobulin E. The most common form is autosomal dominant and is caused
by a mutation in a signal transducer and activator of transcription 3. Worldwide
about 200 cases were published, without ethnic or gender differences.

Aim: To analyze character and time of development of first clinical symptoms
and symptoms that resulted in genetic laboratory testing and subsequently effec-
tive long-term therapy.

Materials: Data of four patients registered in primary immunodeficiency
database in SR.

Results: Age at diagnosis was from 2 months to 6 years. Levels of total IgE were
at the time of diagnosis between <7 - >2000 IU/ml. All patients had high level eo-
sinophilia. From 1% to 3 month of age all patients had mucocutaneous infections
with Staphylococcus aureus and with highly specific clinical picture of furunculosis and
eczema-like dermatitis. Non-infectious complications as joint hyperextensibility,
scoliosis and dental deformities were non-constant. Characteristic facial dysmorphy

was identified only at school age. Other described complications were pathologic
fractures, persistent CMV hepatitis and lobar pneumonia with necrosis of lung
tissue and development of pneumatocele and bronchiectasis. Lung complications
in one case resulted in fatal respiratory failure at the adolescent age. Confirmation
of the syndrome by genetic testing improved treatment compliance and improved
identification of non-infectious complications.

Conclusions: Timely antibacterial prophylaxis and aggressive anti-infectious
therapyof complications decreases development of fatal complications. Persistent
purulent dermal infections in infancy are indicated for genetic testing regardless
of the IgE levels. Timely diagnosis decrease severity of infectious complications
and improves the quality of life.
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Uvod: Gigantizmus je v detskom veku velmi zriedkavy. V obdobi neukonéené-
ho rastu sa prejavuje nadmernym rastom celého tela a typicky velkymi rukami.
Nadprodukcia rastového horménu je spdsobend najcastejsie adenémom hypo-
fyzy.

Ciel': Na priklade chlapca s gigantizmom poukazat na klinicky priebeh, labora-
térne nalezy a nutnost skorej diagnostiky adenému hypofyzy.

Kazuistika: Prezentujeme 16-ro¢ného chlapca, ktory prisiel na vySetrenie
do endokrinologickej ambulancie pre nadmerny rast, ktory zacal vo veku 10 ro-
kov. Chlapec maval bolesti hlavy a postupne okrem nadmerného rastu, jeho
vyska bola 201 cm, pridal sa rast akralnych casti koncatin a rast a zhrubnutie
nosa. Pocas 6-rocného obdobia nedoslo u chlapca k poklesu rastovej rychlosti.
Z laboratérnych néalezov mal vysokd hladinu IGF-I (1340 ng/ml) a pri oGTT ne-
doslo k poklesu hladin STH: v 0 min. 78,9 mIU/I, 30. min - 67,2 mIU/1, 60. min -
66,9 mIU/1, 120. min - 65,1 mIU/], hladiny ostatnych horménov boli v norme. Na MRI
mozgu sa v mieste hypofyzy nasiel tumordzny ttvar velkosti 12,3 x 15,1x 20,45 mm
s utlakom neurohypofyzy. Utvar bol odstranemy transsfenoidalnym pristupom na
Klinike neurochirurgie v Bratislave a histologicky sa dokazal adendm produkujici
STH. Pooperacny priebeh bol bez komplikdcii, pacient ma zachovand normalnu se-
kréciu ostatnych hypofyzarnych horménov a nevyvinul sa ani diabetes insipidus.

Zaver: Pripad pacienta s adenémom hypofyzy poukazuje na nutnost sledovania
dynamiky rastu dietata aj pocas puberty. Niekolkoro¢ny rastovy $purt poukazuje
na moznost pritomnosti adenému produkujiceho rastovy hormén.
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Introduction; Gigantism highly rare occurs in a childhood. This kind of disease
manifests by whole body s overgrowth and typically huge hands in the season
of undone growth. Surplus production of growth hormone is mostly caused by
pituitary adenoma.

Aim: We want to demonstrate a clinical picture, laboratory diagnosis and ne-
cessity of early diagnostics of pituitary adenom.

Case Report: Authors are presenting 16-year old boy, who came to the en-
docrinology outpatient department for overgrowth. The overgrowth be-
gan when he was 10 year old. The patient was having a headache and besi-
des the overgrowth (he was 201 cm high), the growth of acral limb-parts, nose
and coarsering the nose join gradually. Growth velocity was the same during
6 years. He had a huge level of IGF-I (1340 ng/ml) in laboratory tests. STH le-
vels didn "t decrease by oGTT test (0. min - 78.9 mIU/1, 30. min - 67.2 mIU/1,
60. min - 66.9 mIU/1, 120. min - 65.1 mIU/1), level of other hormones were normal.
Tumor s size was 12.3 x 15.1 x 20.45 mm on MRI, with repressed neurohypophy-
sis. This organ was excised using operation-transsphenoidal adenomectomy.
Histologically was STH producing adenom determinated. Patient s condition was
stabilised after the operation. Diabetes insipidus and deficiency of other hormones
have not begun yet.
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Conclusion: This case points on necessity of watching growth velocity during
puberty. Many years growth spurt can determinate a possibility of pituitary
adenom.
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Uvod: Muticie v géne melanokortinového receptoru 4 (MC4R) sa podielaji na
vzniku obezity s hyperfagiou a manifestaciou ochorenia v ranom detskom veku.
Ochorenie je autozémovo dominantné.

Metody: Vysetrili 92 obéznych pacientov, podmienkou zaradenia do siboru
Dbol nastup obezity pred 11 rokom Zivota a vylicenie endogénnej priciny obezity.
U pacientov sme merali hmotnost a vj$ku, stanovovali body mass index, hodnoty
glykémie a lipidov v sére. Prostrednictvom PCR sme amplifikovali kédujicu oblast
MCA4R génu a amplikény nésledne sekvenovali.

Vysledky: Identifikovali sme uZ referované polymorfizmy I251L a V103I.
Pozoruhodny je vSak ndlez nonsense mutdcie W174X, kde vznika stop kodon.
Predpokladame, Ze pri tomto variante dojde k ukonceniu tvorby MC4 receptoru
vrelativne skorej faze, je vysoko pravdepodobné, Ze protein bude nefunkény alebo
jeho funkcia bude ¢iasto¢na. Tento variant nebol zatial identifikovany v Ziadnej
populdcii. Mutdciu sme detekovali u jedného dietata (v case diagnostiky malo
4 toky), jeho matky a jej matky v heterozygotnej forme. Dieta malo body mass
index vysoko nad 97. percentilom, bolo normoglykemické, bez poruchy glukézovej
tolerancie, pri vySetreni lipidov sme zistili zvy3ené triacylglyceroly. Jeho matka
a jej matka v sGcasnosti trpia nadhmotnostou, v ich anamnéze je idaj o obezite
v detstve. Ani u jedného nosica mutdcie sme nezaznamenali hyperfagiu.

Zaver: Aj ked je obezita multifaktoridlne ochorenie, muticia MC4R je v stii¢asnos-
ti najcastejSou pric¢inou monogénovej obezity. V nasom stbore sme zistili doteraz
nepublikovand mutdciu - W174X. Experimentdlne §tidie potvrdzuji vyznam pozicie
W174 vo vztahu k rozvoju obezity. Predpokladame, Ze na fenotype $tihlych nosi¢ov
sa podiela nekompletna penetrancia génu. Klinické priznaky st nespecifické, tak
ako aj v doteraz publikovanych pracach, aj u nosi¢ov mutacii v naSom stibore nebola
pritomna hyperfagia. Diagnostikovanych nosicov je potrebné sledovat v $peciali-
zovanych ambulanciach za tcelom detekcie komplikacii obezity a vySetrenie DNA
indikovat v pripade zavaznej obezity v ranom detskom veku.

What is behind severe obesity?
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Introduction: Mutations of the melanocortin 4 receptor (MC4R) are a cause
of autosomal dominant inherited monogenic obesity with binge rating and early
onset of disease.

Methods: This study presents data from 92 obese children. Children were enrol-
led according to following criteria: a.) the onset of obesity before 11 years, b.) organic
and syndromic obesity excluded. We measured body weight height, counted BMI
and examined the blood sugar and lipids. The analysis, of DNA was done by using
PCR and direct sequencing method.

Results; While variants [251L and V1031 were previously reported polymorphisms,
mutation W174X, found in cohort, is a nonsense mutation. This mutation may
introduce a premature stop of gene translation and it is highly suspected that the
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final gene product is dysfunctional. Variant W174X was found in extremely obese
child (at the time of diagnosis 4 years old), his mother and the mother of his mo-
ther. All these subjects were heterozygots. Child suffered from severe obesity (BMI
above 97th percentile), had no hyperglycemia and impaired glucose tolerance, mild
hypertriglyceridemia was present. Surprisingly there was no obesity in his mother
and her mother in the adulthood, but they both were obese in childhood. In none
of them binge eating was proved.

Conclusion; Although obesity is a multifactorial disease, the mutations in MC4R
is currently the most common cause of monogenic obesity. We identified a novel
MC4R mutation - W174X. Although this variant was not previously reported, W174
is the residue with strong prediction in relation to obesity. The variable expression
and penetrance of gene may be the reason of related adult carriers phenotype in our
cohort. The clinical features of MC4R mutations are not specific. The binge eating is
not present in every carrier as we may confirm. Carriers of MC4R variants should be
followed up. DNA testing is indicated in case of severe obesity in early childhood.

Aplikicia tandemovej hmotnostnej spektrometrie

v roz$irenom skriningovom programe novorodencov
a jej sekundarne benefity pre pediatrov
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Uvod: 0d 15. 6. 2012 skriningové centrum novorodencov zaalo pilotnu §tidiu
so zameranim na spektrum vzacnych metabolickych ochoreni prejavujiice sa ano-
maliami v koncentracidch aminokyselin a acylkarnitinov. Komplexny skrining 12
aminokyselin a takmer 30-tky acylkarnitinov tak otvoril nové moznosti ich véasného
zachytenia. V praci sa zameriame na identifikiciu a kvantifikaciu markerov, ktoré
st pre ochorenia $pecifické . Cielom tejto prace je informovat $irokd pediatrickd
verejnost o roz§irenom novorodeneckom skriningu ako aj sekundarneho benefitu,
ktory metodika MS/MS prindsa. Samostatnd kapitola bude venovana problematike
MS/MS, spracovaniu vzorky a softvérovému vyhodnoteniu vzorky podla poZiadaviek
pediatra. PoukdZeme na vhodnost selektivneho skriningu technikou MS/MS pre
pacientov s pozitivnou klinikou.

Metodika: VySetrenie sa uskutoCniuje zo suchej kvapky krvi paty novoroden-
ca, ktora sa odoberd v ramci pravidelného novorodeneckého skriningu medzi
48-72 hodinou po narodeni. Vzorky st spracované pomocou certifikovaného kitu
firmy ChromSystem, rychla analyza pomocou LC-MS/MS 6420 TripleQuad firmy
Agilent Technologies. Z multiskriningového zdznamu novorodenca je mozné od-
sledovat hladiny jednotlivych markerov. Softvérovym spracovanim sme docielili,
Ze v ramci zdkladného novorodeneckého skriningu je mozné z odstupom casu
porovnat novorodenecky skriningovy test s aktudlnym stavom pacienta ako tzv.
selektivny skrining.

Vysledky: V obdobi od 15. 6. 2012 do 15. 12. 2012 sme v nasom skriningovom
centre zachytili 1 leucinézu, 3 poruchy deficitu Acyl-CoA dehydrogenazy stredno-
retazcovych mastnych kyselin, 7 pripadov fenylketonurie a 1 hyperfenyalaninémie,
¢o predstavuje incidenciu ochoreni1: 2 545.

Zaver: Rozsirenim spektra vySetrovanych ochoreni sa tak Slovenska republika
zaradila medzi 6 $tatov EU, ktoré skrinuju viac ako 12 ochoreni v novorodeneckom
veku. Kvalitu vysledkov MS/MS overujeme pravidelnou externou kontrolou v spolu-
praci s organizaciou Centres of Disease Control and Prevention. Zaroven v spolupraci
s RegionaldGenetics sme schopni nadalej skvalitiiovat vysledky nasho merania.

Application of tandem mass spectrometry in an

extended newborn screening programme and

its secondary benefits for paediatricians
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The Newborn Screening Centre of the Slovak Republic has started its pilot study
which is focused on rare metabolic diseases since 15 June 2012. These RMDs are mani-
fested by anomalies in concentration of aminoacids and acylcarnitines. Complex
screening of 12 aminoacids and almost 30 acylcarnitines thus brought about new
possibilities their of early detection. Our work is focused on identification and
quantification of markers which are specific for these diseases. The aim of this
paper is to inform the wide pediatric community about 10 basic RMDs which are



integrated into a routine newborn screening programme as well as the secondary
benefit of tandem mass spectrometry (MS/MS) method. One chapter of our work
concentrates on MS/MS, handling of samples and practical software evaluation of
sample according to pediatrician request. Our aim is to point out the appropriate-
ness of selected screening test of aminoacids and acylcarnitines for patients with
positive clinical picture. The examination of MS/MS is done from dry blood spot
which is taken within the routine newborn screening between 48-72 hours after
the birth. The samples are processed by a certified ChromSystems kit and the fast
analysis is done by LC-MS/MS 6420 Triple Quad Agilent Technologies. With the use
of software processing we achieved the option that within the basic newborn screen-
ing it is possible to compare the newborn screening test with the current state of
a patient as a so-called selective screening. In a period of time from 15 June 2012
to 15 December 2012 we have screened 1 case of Leucinosis, 3 cases deficiency
of medium-chain acyl-CoA dehydrogenase , 7 cases of Phenylketonuries and
1 case of Hyperfenylaninemia in our screening centre, which represents
a disease incidence 1:2545.

Conclusion; Slovak Republic belongs among 6 states of the EU that screen more
than 12 diseases in newborns. The quality of MS/MS results is regularly verified by
external control in cooperation with the Centre of Disease Control and Prevention.
We are also able to improve the results of our measurements in cooperation with
Regional4Cenetics.
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Uvod: Plicna sekvestracia je zriedkavou vrodenou vyvinovou chybou plic.
Definuje sa ako nefunk¢né plicne tkanivo, ktoré nie je zisobované vetvou plicnej
artérie, ale jednou alebo viacerymi systémovymi artériami. Venézna drendz sek-
vestra mdZe byt napojend na systémovy alebo plicny venézny navrat. Cielom prace
je prezentovat kazuistiku symptomatického novorodenca s plicnou sekvestraciou.
Praca prinasa aj prehlad aktualnych diagnostickych a terapeutickych moznosti.

Metodika a vysledky: Praca uvadza kazuistiku donoseného eutrofického novoro-
denca s opakovanym respira¢nym zlyhanim a rozvojom kardidlnej dekompenzacie
pri absencii klinicky zdvaznej vrodenej chyby srdca. Pocitacovou tomografiou
s kontrastom bol dokazany plicny sekvester. Nasledne katetrizanym vySetrenim
bol zndzornenim venoéznej drenaze do lavej predsiene vyliceny lavopravy skrat resp.
scimitar syndrém a vaskularnymi plugmi bola uzatvorend privodnd artéria sekvestra
z truncus coeliacus. Po terapeutickej intervencii doslo k uprave klinického stavu
dietata po respiracnej aj kardialnej stranke, bez potreby urgentného operaéného
odstranenia sekvestra.

Zaver; Plicna sekvestracia moZe spdsobit kardiorespira¢né symptémy vyZadujice
intenzivnu lie¢bu uz v novorodeneckom veku. Perkatetrizacna oklizia privodnej
artérie sekvestra je efektivnou a menej zatazujticou alternativou operatného
odstranenia sekvestra pre vyznamne symptomatickych pacientov, a to aj v novo-
rodeneckom veku.
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Introduction: Pulmonary sequestration is a rare congenital pulmonary anomaly.
It is characterized as a segment of nonfunctioning lung tissue that receives its
blood supply from one or multiple systemic arteries rather than a branch of the
pulmonary artery. Venous drainage is via a systemic or pulmonary vein. The goal
of this study is to present a case report of a patient with pulmonary sequestration

causing symptoms in neonatal age. Current diagnostic and treatment strategies
will be also discussed.

Methods and results: The case report describes a term newborn with recurrent
respiratory failure and development of congestive cardiac failure with absence of
congenital heart defect. Patient was diagnosed with pulmonary sequestration
based on computed tomography. Subsequent conventional angiography showed
venous drainage to the left atrium which excludes the left-to-right shunting and
diagnosis of scimitar syndrome. During the same procedure in catheterization lab,
the aberrant feeding vessel from coeliac artery was occluded by vascular plugs. The
patient s cardiorespiratory state improved after the intervention without need for
urgent surgical excision.

Conclusion: Pulmonary sequestration can cause cardiorespiratory symptoms
with need for intensive care during neonatal period. Transcatheter arterial occlu-
sion of aberrant feeding vessel helps to avoid or defer definitive surgical excision
of sequester in severely symptomatic patients including neonates.
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Uvod: Nevyhnutni siéast adekvatnej erytropoézy tvoria folaty, ktoré do
organizmu vstupuju v réznej forme. Ukazovatelom dlhodobého stavu folatov
v organizme je ich koncentricia v erytrocytoch. Je zndme, Ze koncentracia
folatov v erytrocytoch klesa po narodeni, Co v§ak prindsa urcité rizikd najma
u predcasne narodenych novorodencov.

Ciel': Autori prezentuju stibor pacientov so zameranim sa na zmeny koncentracii
folatov v erytrocytoch pri sicasnom fyziologickom poklese jednotlivych parametrov
krvného obrazu u novorodencov.

Metédy: Subor pacientov (n 10) tvorili predCasne narodeni novoroden-
ci (28.-37. gestacny tyzderi), u ktorych bola stanovena koncentracia folatov
v erytrocytoch na 1. denl Zivota a po 1. tyzdni Zivota. Koncentracia foldtov
v erytocytoch bola vykonand imunochemickou analyzou.

Vysledky: V sledovanom subore pred¢asne narodenych novorodencov
(n 10) sme potvrdili signifikantny pokles koncentracie folatov v erytrocytoch
v 1. tyzdni Zivota (p = 0,004) oproti hodnotam zistenych po narodeni (v prvych
24 hodindch Zivota dietata) s postupne Klesajucimi hodnotami parametrov krvného
obrazu (hemoglobin, hematokrit).

Zaver: Pri postupnom poklese koncentracie folatov v erytrocytoch ako aj
jednotlivych parametrov krvného obrazu sa dostava do popredia potreba sub-
stitticie kyselinou listovou u pred¢asne narodenych novorodencov. V nasom
stbore pacientov doslo v priebehu prvého tyzdna zivota k 19% poklesu koncen-
tracie foldtov v erytrocytoch. Optimdlna ddvka kyseliny listovej ostdva otdzna
z hladiska potrieb rychlo rasticeho organizmu ako aj moznych komplikacii
v prvych mesiacoch Zivota u pred¢asne narodeného novorodenca.
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Introduction: Folates are an essential part of adequate erythropoiesis, which
enter the body in various forms. The indicator of long-term folate levels in the body
is the red blood cell (RBC) folate concentration levels. It was found that RBC folate
concentration levels decrease after birth, but this poses some risks especially for
premature newborns.

Object: Authors present a group of patients with the main focus on the changes
in RBC folate concentration levels during the physiological decline of individual
blood count parameters in newborns.

Methods: The patients (n 10) were preterm newborns (28™ - 37 gestational
weeks). RBC folate concentrations were determined on the first day of life and
after the first week of life. Immunochemical analysis was performed to establish
the concentration levels.

Results: In our study group of preterm newborns (n 10) we confirmed a signifi-
cant drop in RBC folate concentration levels in the first weeks of life (p=0.004) com-
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pared to the values observed after birth (during the first 24 hours of the child’s life)
with gradually falling blood count parameter levels (hemoglobin, hematocrit).

Conclusion; The progressive decline of RBC folate concentration levels and blood
count parameters highlights the need for folic acid supplementation in premature
newborns. In our group of patients we registered a 19% decrease in RBC folate con-
centration levels during the first week of life. With regard to the need of a rapidly
growing body or in terms of possible complications during the first months of life
in premature newborns the optimal dose of folic acid remains indeterminate.

Status folatov v erytrocytoch v 1, dei

Zivota novorodenca a jeho Specifika
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Uvod: Folaty v ludskom organizme zohravajii nezastupitelnt ilohu v procesoch
krvotvorby a spravneho vyvinu centralnej nervovej siistavy. Koncentracie folatov
v erytrocytoch sa liSia v r6znom veku vzhladom na ich potreby, najmé v obdobi
delenia buniek a rychleho telesného rastu.

Ciel’: Prezentovat vplyv vybranych faktorov (pohlavie, gestacny vek, stav vyzivy)
na koncentracie folatov v erytrocytoch na 1. den Zivota u novorodenca s aplikdciou
do praxe.

Metody: Sledovany stbor tvorili donoseni (n 120) a nedonoseni (n 59) novo-
rodenci. U vSetkych novorodencov (n 179) boli stanovené koncentracie folatov
verytrocytoch nal. defi Zivota. Stanovenie foldtov sa uskutocnilo imunochemickou
metddou. Naslednd analyza vysledkov bola vykonand za pouzitia parametrickych
a neparametrickych Statistickych metéd softvérom statsdirect, verzia2.7.9.

Vysledky: Na 1. denl Zivota sme stanovili v sledovanom stibore novorodencov
(n 179) koncentracie foldtov v erytrocytoch v rozpati 717,49-1950,6 ng/ml (3.-97. per-
centil CI) s medidnom 1084,02 ng/ml. Pri porovnani koncentracii foldtov v erytrocy-
tochna 1. derl Zivota dietata vzhladom na gesta¢ny vek sa nezistili Ziadne koreldcie.
Pri porovnani pohlavia boli signifikantne vyssie koncentracie folatov v erytrocytoch
u muzského pohlavia v oboch skupinach donosenych (p = 0,015) a nedonosenych
(p = 0,032) novorodencov s pouZitim parového Studentovho t-testu. Vzhladom na
porodni hmotnost po rozdeleni do podskupin podla Kuceru, 1997; na eutrofickych,
hypotrofickych a hypertrofickych novorodencov sme zistili signifikantne nizsie
hodnoty koncentracii folatov v erytrocytoch u hypotrofickych v porovnani s hyper-
trofickymi novorodencami (p = 0,027) s pouzitim Kruskal-Wallisovho testu.

Zaver: Stanovenie koncentracie folatov v erytrocytoch sa povazuje za najpresnejsi
ukazovatel dlhodobého stavu foldtov v organizme. Odli$nosti medzi pohlaviami
v skupinach donosenych a nedonosenych novorodencov ako aj v pripade parametrov
krvného obrazu potvrdzuju aj nami stanovené hodnoty folatov v erytrocytoch na
1. den Zivota. Zistené hodnoty folatov v erytrocytoch jednoznacne potvrdili nizku
koncentraciu folatov u hypotrofickych novorodencov. Vplyv stavu vyzivy odraza
potrebu adekvatneho prisunu foldtov po narodeni v tejto rizikovej skupine paci-
entov.
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Introduction: Folates play an important role in the processes of erythropoesis
and the development of the central nervous system in human body. Red blood cell
(RBC) folate concentration levels vary in different ages according to their needs,
especially during cell division and rapid growth of organism.

Object: To present the impact of some factors (sex, gestational age, nutritional
status) on RBC folate concentration levels on the first day of life in newborns and
its application to practice.

Methods: The group consisted of full-term (n 120) and premature (n 59) new-
borns. RBC folate concentrations were determined on the first day of life in the
whole group of newborns (n 179). The RBC folate levels were determined using the
immunochemical method. A subsequent analysis of results was performed by para-
metric and nonparametric statistics using software statsdirect version 2.7.9.

Results: In our study group of newborns (n 179) the determined RBC folate
concentration levels ranged from 717.49 to 1950.6 ng/ml (3" to 97* CI percentile)
with a median of 1084.02 ng/ml on the first day of life. There was no correlation
between RBC folate concentration levels on the first day of life and gestational age.
In the comparison of sexes, the RBC folate concentration level was significantly
higher in males in both full-term (p=0.015) and preterm (p=0.032) newborns using
parametric Student’s t-test. All newborns were divided into subgroups consisting
of eutrophic, hypotrophic and hypertrophic individuals according to their birth
weight, according to Kucera, 1997. RBC folate concentration levels were signifi-
cantly lower in hypotrophic newborns (p=0.027) in comparison with hypertrophic
newborns according to the results using the Kruskal-Wallis test.

Conclusion: The determination of RBC folate concentration levels is the most
accurate indicator of long-term folate level status in the body. The differences be-
tween sexes in the groups of full-term and preterm newborns in terms of RBC folate
concentration levels on the first day of life as well as in terms of the parameters
of blood count confirmed the same changes. RBC folate concentration levels were
found to be significantly lower in hypotrophic newborns. The impact of the state
of nutrition reflects the need for an adequate folate supplementation after birth in
this high-risk group of patients.
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SKRATENA INFORMACIA O LIEKU

Synflorix injekéna suspenzia v naplnenej injekénej striekacke
Pneumokokova polysacharidova konjugovana ockovacia latka
(adsorbovand)

Dritel registraéného rozhodnutia: GlaxoSmithKline Biologicals S.A., Rue
de I'Institut 89, B-1330 Rixensart, Belgicko. Zlozenie: Lie¢ivo: 1 davka
(0,5ml) obsahuje: Pneumokokovy polysacharid sérotyp 1: 1 mcg, sérotyp
4:3 mcg, sérotyp 5: 1 mcg, sérotyp 6B: 1 mcg, sérotyp 7F: 1 mcg, sérotyp
9V: 1 meg, sérotyp 14: 1 mcg, sérotyp 18C: 3 mcg, sérotyp 19F: 3 mcg,
sérotyp 23F: 1 mcg . Pomocné latky: chlorid sodny, voda na injekciu,
adsorbent. Liekova forma: Injekéna suspenzia (injekcia). Farmakotera-
peuticka skupina: pneumokokové ockovacie latky, ATC kod: JO7ALS2.
Terapeutické indikacie: Aktivna imunizécia dojciat a deti vo veku od 6
tyzdniov do 5 rokov proti invazivnemu ochoreniu a akutnej otitis me-
dia, ktoré st vyvolané Streptococcus pneumoniae. O pouziti Synflorixu
sa ma rozhodnut na zaklade oficidlnych odporucani pri zohladneni
dopadu invazivneho ochorenia v réznych vekovych skupinach, ako aj
epidemiologickej rozmanitosti sérotypov v roznych zemepisnych oblas-
tiach. Davkovanie: Imunizaéné schémy Synflorixu sa maju zakladat na
oficialnych odpordcaniach. Dojcatd vo veku od 6 tyZdriov do 6 mesiacov:
Trojdavkové zékladné ockovanie: Odport¢and imuniza¢na schéma pozo-
stava zo $tyroch 0,5ml davok. Zakladné octkovanie dojciat pozostava z 3
davok, pricom prva davka sa zvycajne poda vo veku 2 mesiacov a medzi
podanim davok ma uplyndt miniméalne 1 mesiac. Prva davka sa méze
podat uz vo veku 6 tyzdiiov. Posiliiovaciu davku sa odporuca podat po
uplynuti miniméalne 6 mesiacov od poslednej davky zakladného ockova-
nia a najlepsie vo veku medzi 12 a 15 mesiacmi. Dvojdévkové zakladné
ockovanie: Alternativne sa moze pouzit ockovacia schéma pozostavajtca
z 3 dévok, kazda po 0,5ml, a to v pripade, Ze sa Synflorix podava ako
stcast programu rutinnej imunizacie dojciat. Prva davka sa moze podat
od veku 2 mesiacov a druha davka o 2 mesiace neskor. Posilfiovaciu dav-
ku sa odporuca podat po uplynuti minimalne 6 mesiacov od poslednej
davky zakladného ockovania. Dojcata narodené medzi 27 az 36 tyzdriom
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gravidity: Odpordcand imunizacna schéma pozostava zo 4 davok, kazda
po 0,5ml. Zékladné ockovanie dojciat pozostava z 3 davok, pricom prva
davka sa poda vo veku 2 mesiacov a medzi podanim davok ma uplynut
minimélne 1 mesiac. Posiliovaciu davku sa odportca podat po uplynuti
minimélne 6 mesiacov od poslednej davky zékladného ockovania. Pred-
tym neockované starsie dojcaté a deti: Doj¢atd vo veku 7 - 11 mesiacov:
dve 0,5ml davky, pricom medzi podanim davok ma uplynut minimalne
1 mesiac. Tretiu davku sa odporuca podat v druhom roku Zivota, pricom
medzi podanim dévok maju uplynat minimélne 2 mesiace. Deti vo veku
12 - 23 mesiacov: dve 0,5ml davky, pricom medzi podanim davok maju
uplynit minimalne 2 mesiace. Potreba podania posiliiovacej dévky sa
nestanovila. Deti vo veku 2 - 5 rokov: dve 0,5ml davky, pricom medzi
podanim dévok maju uplynit minimalne 2 mesiace. Odporuca sa, aby
jedindi, ktori dostant prvi dévku Synflorixu, dokonili celu o¢kovaciu
schému Synflorixom. Spésob podavania: intramuskularnou injekciou.
Uprednostiiovanym miestom podania je anterolateralna strana stehna
u dojciat alebo deltovy sval hornej ¢asti ramena u malych deti. Kontra-
indikacie: Precitlivenost na lie¢ivo alebo na ktortkolvek z pomocnych I&-
tok, alebo na niektory z proteinovych nosicov. Podanie Synflorixu sa ma
odlozit u jedincov trpiacich zdvaznym, akttnym horuckovym ochorenim.
Pritomnost slabej infekcie, ako je nadcha, viak nema viest k odlozeniu
ockovania. Osobité upozornenia: Pre pripad zriedkavo sa vyskytujucej
anafylaktickej reakcie musi byt vzdy okamzite k dispozicii zodpoveda-
juca liecba a lekarsky dohlad. Pri podavani velmi pred¢asne narodenym
detom (narodené do a vratane 28. tyzdia gravidity) a obzvlast detom,
ktoré maju v predchadzajuicej anamnéze nezrelost dychacej sustavy, je
potrebné brat do Uvahy potencialne riziko apnoe a potrebu monitoro-
vania dychacich funkii pocas 48-72h. Vzhladom na to, Ze prinos o¢ko-
vania je v tejto skupine deti vysoky, otkovanie sa nemé odopriet alebo
odlozit. Synflorix sa nesmie za Ziadnych okolnosti podat intravaskularne
ani intradermélne. U deti vo veku od 2 rokov sa moze vyskytnit syn-
kopa (strata vedomia) po, alebo dokonca pred akymkolvek otkovanim
ako psychogénna odpoved na vpich ihlou. Je délezité, aby sa zaviedli
postupy na predchadzanie zraneniu zo straty vedomia. Ma sa podavat
opatrne jedincom s trombocytopéniou alebo s akoukolvek poruchou

tel.: 02/48 26 |1 11, fax: 02/48 26 11 10, www.gsk.sk

Vysledky studie FinIP -

doklad ucinnosti Synflorixu

FinIP (The Finnish Invasive
Pneumococcal disease):

\\/s Po prvykrat potvrdend Geinnost
pneumokokove] konjugovanej
vakciny v schéme 2+1
v klinickom skusani

\\/s Pocet deti zaradenych
do sledovania: 47 369

93 % ucinnost vakciny
Synflorix na akékolvek invazne
pneumokokové ochorenie u deti.

koagulécie. Interakcie: Synflorix sa moze podat sibezne s inymi mono-
valentnymi alebo kombinovanmi o¢kovacimi latkami - pozri SPC. Rézne
injekéne podavané ockovacie latky sa vzdy maju podat do réznych miest
vpichu. Gravidita a laktécia: nie je uréeny na pouZitie u dospelych. Udaje
o pouziti u gravidnych alebo dojciacich Zien a reprodukéné studie na
2vieratach nie su k dispozicii. Neziaduce ucinky: Velmi casté:  nechu-
tenstvo, podrazdenost, ospalost, bolest, zatervenanie, opuch v mieste
vpichu, hortcka > 38 °C merand rektalne (vek < 2 roky); Casté: induracia
v mieste vpichu, hordcka > 39 °C merana rektélne (vek < 2 roky), horué-
ka > 38 °C merana rektélne (vek 2 az 5 rokov); Menej casté: nezvycajny
pla¢, apnoe u velmi predcasne narodenych deti (do a vratane 28. tyzdita
gravidity), hnacka, davenie, hematom, krvécanie a uzlik v mieste vpichu,
horicka > 40 °C merana rektalne (vek < 2 roky), hortcka > 39 °C (vek
2 az 5 rokov); Zriedkavé: horickové kice a kice bez hortcky, vyrézka,
urtikaria, alergické reakcie (ako su alergicka dermatitida, atopicka der-
matitida, ekzém), hypotonicko-hyporesponzivna epizéda. Uchovavanie:
v chladnicke pri teplote (2 °C - 8 °C) v pévodnom obale na ochranu pred
svetlom. Neuchovavajte v mraznicke. Balenie: 0,5ml suspenzie v naplne-
nej injekénej striekacke s uzaverom s ihlami alebo bez ihiel. Velkost ba-
lenia po 1, 10 alebo 50ks. Nie v3etky velkosti balenia musia byt uvedené
na trh. Vydaj lieku je viazany na lekérsky predpis.

Datum poslednej revizie textu: 10/2012

Pred predpisovanim sa oboznamte s tiplnou informaciou o lieku.

Podrobnejsie informacie dostupné na poziadanie: GlaxoSmithKline
Slovakia, s. . 0., Galvaniho 7/A, 821 04 Bratislava 2, tel.: 02/4826 1111,
fax: 02/4826 1110, www.gsk.sk

Kontakt pre pripad hlasenia neziaducich ucinkov:
0911 421 045, sk-safety@gsk.com
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Nutrilon HA - ochranny efekt
proti vzniku a rozvoju symptomov alergii
pretrvava az do 5 rokov

Wt 1. ‘a
Nutrilon
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Odporucte detom s rizikom rozvoja alergie vcas tu spravnu vyzivu.

Kaidé dieta ma pravo na vyzivu, ktora
podpori jeho zdravie.

Materské mlieko je idealnou vyZivou
dojciat, pretoze doda dietatu vsetko
potrebné. Pokial dojcenie nie je moing,
dojcenské mlieko Nutrilon s obsahom
zmesi  oligosacharidov scGOS/lcFOS
(9:1) poméha prirodzene podporovat
rozvoj pozitivnej crevnej mikrofléry
podla vzoru materského mlieka."

Alergie postihuju viac ako 20 % populacie.?

Deti s pozitivnou alergiologickou rodin-
nou anamnézou (PARA)  potrebuju
nie¢o navyse. Riziko, Ze u nich inak
neskodné antigény vyvolaju nespravnu,
patologickd, reakciu imunitného systé-
mu, Cize reakciu alergickd, je vysoké
(aj viac ako 70 %)>. Nedoj¢enym detom
s PARA je spravne odporicané dojcenské
mlieko s hydrolyzovanou bielkovinou, vdaka

ktorej je antigenicita tohto dojcenského
mlieka obmedzend a riziko rozvoja
potravinovych alergii je znizené.**

Nutrilon HA - dvojnasobné riesenie pre
deti ohrozené alergiami.

Nutrilon HA pomaha riesit prevenciu
alergii u deti s PARA hned' dvakrat, a to
vdaka jedine¢nej kombinacii:

* hydrolyzovanej srvatkovej bielkoviny,
vdaka ktorej je obmedzeny styk

s antigénom - bielkovinou kravského
mlieka,

unikatnej, klinicky testovanej zmesi
oligosacharidov scGOS/IcFOS (9:1),
ktora dokaze zaistit prevenciu vzniku
symptomov alergii az do 5 rokov
veku.®

Jednd sa najmd@ o prejavy atopickej
dermatitidy (0 48 %° nizdi vyskyt
v 5 rokoch veku) a alergickej nadchy
(0 84 %° niZ3i vyskyt v 5 rokoch veku).

Nutrilon tak preukazatelne ucinne chrani
proti vzniku symptémov alergii u deti
s PARA aj v 5 rokoch.®

Atopicka dermatitida v 5 rokoch

podla typu vyzivy
40
e
g 2
5 30 g
2 a
D 25 « -
> ° A
2= 20 2
2 £
E ® - Ea
2 g 2
10 s £
° A=l
5 < S
3 =22
< 3
0 =W

ZniZenie vyskytu AD vdaka zvy3enému ucinku
HA dojc¢enského mlieka so zmesou oligosacharidov
scGOS/IcFOS (9:1) v 5 rokoch veku o 48 %.
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Dojcenie je najprirodzenej3i sposob vyZivy dojciat. Dojéenska vyziva by mala byt poutita na zaklade odporacania lekara. Sposob poutitia a dal3ie informacie na obaloch a webovych strankach.

Potravina na osobitné vyzivové Gcely - dieteticka potravina na osobitné medicinske tcely.
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