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POLYMORFIZMUS A1166C V GENE PRE RECEPTOR TYPU 1 PRE ANGIOTENZIN Il (AT1R) JE PRI
CHRONICKYCH NEFROPATIACH LEPSI PREDIKTOR PRE NEPRIAZNIVU PROGNOZU AKO I/D
POLYMORFIZMUS V GENE ACE

,udmila, PODRACKA, 2Jan SALAGOVIE, 'Tatiana BALTESOVA, 2Jozef ZIDZIK

Genetic polymorhisms of AT1R gene are more predictive for progression of chronic nephropathies than
ACE I/D polymorphism

(2 1. kliniky deti a dorastu Lekarskej fakulty UniverzitZ,P. J. Safarika a Detskej fakultnej nemocnice v Kosiciach,
prednosta prof. MUDr. Yaudmila Podracka, CSc., a z “Ustavu lekarskej biologie Lekarskej fakulty Univerzity P. J.
Saféarika v KoSiciach, prednosta prof. RNDr. Ivan Kalina, DrSc.)

SUHRN

Vychodisko: Genetické polymorfizmy zloZiek systému renin-angiotenzin-aldosteron mézu podmieriovat priebeh
a prognézu réznych obli¢kovych choréb.

Subor a metdédy: V skupine 73 deti (priemerny vek 12,36 + 7,0 roka) s chronickymi nefropatiami sme prislusnou
modifikaciou PCR-metody stanovili I/D polymorfizmus génu pre enzym konvertujuci angiotenzin (ACE) a ALIC
polymorfizmus génu AT1R pre AT1 receptor angiotenzinu Il. Skumali sme ich vztah k progresii nefropatie, k
proteinurii a vyskytu artériovej hypertenzie.

Vysledky: Signifikantné rozdiely v zastupeni jednotlivych genotypov génu ACE sme medzi skupinou s
progresiou a bez progresie nefropatie nezistili. Vyskyt CC- a CA-genotypu bol signifikantne Castejsi u deti s
poklesom hodnét oblickovych funkcii (54,05 vz. 27,77 %, p < 0,02). Tieto genotypy predstavuju signifikantne
vy8Sie riziko pre progresiu nefropatie (OR = 3,05, Cl 1,04 — 9,15), ako aj pre rozvoj proteinurie (OR = 4,61, Cl
1,63 - 14,2).

Zaver: V naSej skupine pacientov mal polymorfizmus génu pre AT1R vySSiu prediktivhu hodnotu pre postdenie
klinického priebehu nefropatie ako gén ACE.

Kracové slova: genetické polymorfizmy — systém renin-angiotenzin-aldosterén — gén pre AT1 receptor
angiotenzinu Il — deti — chronické nefropatie.

SUMMARY

Background: Genetic polymorphisms of the renin-angiotensin-aldosterone system may determine clinical course
and prognosis of kidney diseases.

Patients and methods: In a group of 73 children (mean age 12,36 + 7,0 years) I/D polymorphism of angiotensin
converting enzyme gene and ALIC polymorphism of AT1R gene were examined by PCR method. We studied
their relationship to renal disease progression, proteinuria and development of hypertension.

Results: No significant differences in distribution of ACE genotypes were found between the subgroups of
children with progressive and non-progressive nephropathies. The presence of CC and CA genotypes of AT1R
gene was significantly increased in children with decreased renal function (54,05 vs. 27,77 %, p < 0,02). Those
genotypes represent significantly higher risk for renal disease progression (OR = 3,05, Cl 1,04-9,15) and
development of proteinuria (OR = 4,61, Cl 1,53-14,2).

Conclusion: Genetic polymorphism of AT1R gene are more predictive for progression of chronic nephropathies
than ACE I/D polymorphism.

Key words: genetic polymorphism — renin-angiotensin-aldosterone system — AT1 receptor angiotensin Il gen —
children — chronic nephropathies.



DIABETICKE KOMPLIKACIE, POLYMORFIZMUS GENU PRE ANGIOTENZIN KONVERTUJUCI ENZYM A
MORTALITA

"lvana VALOCIKOVA, %Laszl6 KOVACS, ?Adriana SUFLIARSKA

Diabetic complications, polymorphism of ACE gene (angiotensin converting enzyme) and mortality

(Z 1. internej kliniky Fakultnej nemocnice a Lekarskej fakulty Univerzity P. J. Safarika v Kosiciach, prednosta
prof. MUDr. lvica Lazurova, CSc., az 2. detskej kliniky Detskej fakultnej nemocnice v Bratislave a Lekarskej
fakulty Univerzity Komenského v Bratislave, prednosta prof. MUDr. Laszl6é Kovacs, DrSc.)

SUHRN

Vychodisko. V minulych desatroCiach zacali pribudat’ dbkazy o moznej predvidatelnosti rozvoja diabetickych
komplikacii. Do popredia sa zaclali dostavat’ tzv. kandidatske gény reninovo-angiotenzinového systému, najmé
gény pre enzym konvertujuci angiotenzin (ACE) a angiotenzinogén. Cielom velkého podtu Studii prebiehajucich v
minulych rokoch bolo potvrdit vztah medzi polymorfizmami tzv. kandidatskych génov a komplikaciami diabetes
mellitus (DM). V naSej praci sme chceli u jedincov s oboma typmi diabetes mellitus zistit eventualny vztah
polymorfizmu génu ACE k neskorym diabetickym komplikaciam. Po 5 rokoch sme sa snaZili zistit stvislost medzi
mortalitou a jednotlivymi genotypmi génu ACE.

Suabor a metody. VySetrili sme 101 pacientov s DM typ 2 a 59 chorych s DM typ 1. V oboch skupinach sme
zistovali pritomnost’ ischemickej choroby srdca (ICHS), artériovej hypertenzie (AH), diabetickej retinopatie (DR) a
diabetickej nefropatie (DN). U kazdého pacienta sme vySetrili koncentraciu sérového Kreatininu, cholesterolu a
HbA,C.

Polymorfizmus génu ACE sme vySetrili metédou polymerazovej retazovej reakcie (PCR) v Laboratériu
molekulérnej diagnostiky DFNsP Bratislava. U kaZzdého pacienta sa uskutoCnila amplifikacia pomocou PCR-
segmentu intronu 16. génu ACE. Na vzajomné porovnavanie kvantitativnych tdajov sme pouZili dvojvyberovy
t-test a pri porovnavani kvalitativnych udajov D°-test. Na uréenie vztahu medzi genotypom ACE a
kvantitativnymi, resp. kvalitativnymi parametrami sme pouZili mnohonasobnt linearnu regresnu analyzu.
Statisticka vyznamnost' sa hodnotila pri p < 0,05. Na hodnotenie etiologického vztahu genotypu ACE k ostatnym
sledovanym parametrom sme navySe pouZili aj metodu logistickej regresnej analyzy s uréenim miery rizika (Odds
Ratio = OR) a 95 % intervalu spolahlivosti (Cl = Confidence Interval). Pri sledovani mortality sme pouZili pri
hodnoteni kvalitativnych udajov neparametricky Mannov-Whitneyho test, pri hodnoteni kvantitativnych udajov
neparovy t-test. Vztah medzi mortalitou a sledovanymi parametrami sa hodnotil mnohonasobnou regresnou
analyzou.

Vysledky. Pri porovnéavani kvantitativnych Gdajov medzi variantmi genotypov ACE sme u diabetikov 2. typu na$li
vyznamne vyS$Sie koncentracie cholesterolu v sére v skupine s genotypom DD (p = 0,03). Pri zistovani vztahu
Jednotlivych neskorych komplikéacii diabetu k polymorfizmu génu ACE sme vyznamny vztah na$li iba v pripade
diabetickej retinopatie u chorych s oboma typmi DM a genotypom ID (p = 0,008, OR = 2,18 pri DM type 2, resp. p =
0,04 pri type DM 1). Pri analyze mortality chorych sme takisto nena$li vyznamny vztah niektorého z variantov genotypu
ACE k mikroangiopatickym, resp. makroangiopatickym komplikaciam DM typ 2.

Zaver: V naSej praci sme nenasli vztah polymorfizmu génu ACE k DN, a to nielen pri DM 1. ale ani 2. typu. Iba v
pripade DR u pacientov s diabetom 2. typu sme na$li vyznamne vySsSie riziko vyskytu u jedincov s genotypom ID,
¢o méze svedCit pre patogeneticky vyznam D-alely v pripade tejto diabetickej mikroangiopatickej komplikacie.
Dalej sme zistili asociaciu koncentréacie cholesterolu v sére s genotypom DD u chorych s diabetes mellitus typ 2
a s vyznamnou proteinuariou. Pri hodnoteni vztahu mortality k polymorfizmu génu ACE sme takisto nedokazali
vyznamny vztah genotypu DD k niektorej z mikroangiopatickych, resp. makroangiopatickych komplikacii.
Krucové slova: oba typy diabetes mellitus — neskoré diabetické komplikacie — polymorfizmus génu ACE —
mortalita a polymorfizmus génu ACE.

SUMMARY

Background: New evidences on possible predictability of the development of diabetic complications have
accumulated over the past decades. The priority was given to the so called candidate genes of renin-aldosterone
system, mainly genes for ACE and angiotensinogen. A great number of studies conducted in the past years
aimed to confirm the relationship between the polymorphisms of the so called candidate genes and the
complications of diabetes mellitus. In our paper we intended to find a possible relation of polymorphism of ACE
gene to late diabetic complications in subjects with both types of diabetes mellitus. We attempted to find an
association between mortality and single genotypes of ACE gene after the lapse of 5 years.

Patients and methods: 101 patients with diabetes mellitus (DM) type 2 and 59 patients with DM type 1 were
examined. In both groups we tried to detect the presence of ischemic heart disease, arterial hypertension,
diabetic retinopathy and diabetic nephropathy (DN). In each patient the examination of serum creatinine
concentration, cholesterol and HBA1C was made.



Polymorphism of ACE gene was examined by the method of polymerase chain reaction (PCR) in the
Laboratory of Molecular Diagnostics of Children’s University Hospital, Bratislava. In each patient amplification
by means of PCR of 16. infron segment of ACE was conducted. Two-tail t-test was used for mutual
comparison of quantitative data and chi-square test for comparison of qualitative data. Multiple linear
regression analysis was used to determine the relation between ACE genotype and quantitative or qualitative
parameters. Statistical significance was evaluated at p < 0.05. The method of logistic regression analysis with
Odds Ratio (OR) and 95 % Confidence Interval (Cl) was used to evaluate etiologic relation of ACE genotype to
other parameters followed up. In the follow up of mortality, nonparametric Mann-Whitney test and in the
evaluation of quantitative data, unpaired t-test was used. The relation between the mortality and the
parameters followed up was evaluated by multiple regression analysis.

Results: In comparing quantitative data among ACE genotype variants significantly higher cholesterol values
were found in diabetics 2 type in a group with DD genotype (p = 0,03). In searching for the relation of single late
diabetes complications to polymorphism of ACE gene, a significant relation was found only in the case of
diabetic retinopathy in patients with both types of DM and ID genotype (p = 0.008, OR = 2.18 in DM2 or p = 0.04
at DM1). In the analysis of mortality of patients no significant relation of any ACE genotype variants to
microangiopathic or macroangiopathgic complication of DM2 was found.

Conclusion: In our paper no relation of polymorphism of ACE gene to DN was found either in DM1 or DM2. Only
in case of diabetic retinopathy in patients with DM2, we observed a significantly higher risk of incidence in
subjects with ID genotype which suggests of pathogenetic significance of D-allele in case of this diabetic
microangiopathic complication. We also observed genotype DD associated cholesterol in patients with DM2 and
significant proteinuria. In evaluating the relation of mortality to polymorphism of ACE gene we demonstrated no
significant relation of DD genotype to some microangiopathic or macroangiopathic complications.

Key words: both types of diabetes mellitus — late diabetic complications — polymorphism of ACE gene — mortality
and polymorphism of ACE gene.

JUVENILNA LOKALIZOVANA SKLERODERMIA — JE NAOZAJ LOKALIZOVANA?

"Weronika VARGOVA, *Klara MARTINASKOVA, 'Richard VESELY

Juvenile localized scleroderma - is it really localized ?

(Z'I. kliniky deti a dorastu Detskej fakultnej nemocnice v Kosiciach a Lekarskej fakulty Univerzity P. J. Safarika v
Kosiciach, prednosta prof. MUDr. Ludmila Podracka, CSc. a z Dermatovenerologickej ambulancie Detske;j
fakultnej nemocnice v Kosiciach)

SUHRN

Vychodisko: V poslednom obdobi sa v literatare zjavili spravy, Ze juvenilna lokalizovana sklerodermia (JLS) u
deti nie je choroba ohrani¢ena len na koZu ¢i podkoZné tkanivo.

Suabor a metoédy: V retrospektivnej Studii analyzuji autori subor 52 pacientov s juvenilnou lokalizovanou
Sklerodermiou.

Ciel’ studie: Vyhodnotit niektoré demografické, klinické a laboratérne ukazovatele so zretelom na pritomnost
extrakutannych komplikécii.

Vysledky: Subor tvori 38 dievéat a 14 chlapcov s priemernym vekom 11, 6 roka. Linearnu formu malo 31
pacientov, loZiskovu formu (morfea) 19 a hlboku 2 pacienti. V priebehu sledovania sme zistili pritomnost
extrakutannych priznakov, ktoré priamo nesuviseli s koZznym nalezom u 11 pacientov z celkového podétu 52
chorych, ¢o je takmer Stvrtina suboru. U 4 pacientov sme pri uvodnom vySetreni diagnostikovali asociovant
autoimunitnt chorobu. Nepotvrdili sme signifikantny rozdiel v pozitivite antinuklearnych protilatok medzi skupinou
S a bez extrakutannych prejavov.

Zaver: Pritomnost extrakutannych prejavov nesuvisiacich s koZznym nalezom sme potvrdili takmer u Stvrtiny z
celkového poctu
52 pacientov s juvenilnou lokalizovanou sklerodermiou. Prechod do systémovej formy choroby sme v priebehu
sledovania nezaznamenali ani u 1 pacienta.

Kracove slova: juvenilna lokalizovana sklerodermia — extrakutanne prejavy.

SUMMARY

Background: In the past years the literature sources reported that juvenile localized scleroderma (JLS) in
children did not affect only the skin or subcutaneous tissue.

Patients and methods: In a restrospective study the authors analyze a group of 52 patients with juvenile
localized scleroderma.



Purpose of the study: To evaluate some demographic, clinical and laboratory indicators with respect to the
presence of extracutaneous complications.

Results: The group consists of 38 girls and 14 boys with mean age of 11.6 years. Linear form appeared in 31
patients, focal form (morphea) in 19 and deep in 2 patients. During the follow-up the observed extracutaneous
symptoms had no direct association with the skin finding in 11 of the total number of 52 patients, i.e. almost ¥ of
the group. In the entry examination in 4 patients concurrent autoimmune disease was diagnosed. No significant
difference in positive antinuclear antibodies between the group with and without extracutaneous manifestations,
was observed.

Conclusion: The presence of extracutaneous manifestations unrelated with the skin finding was confirmed in
almost 1/4 of the total number of 52 patients with juvenile localized scleroderma. The progression to systemic
form of the disease was recorded in none of the patients during the follow-up.

Key words: juvenile localized scleroderma — extracutaneous manifestations

OBJEKTIVNI STANOVENI METABOLICKE SITUACE U KRITICKY NEMOCNYCH DETI POMOCI NEPRIME
KALORIMETRIE

Ivan NOVAK, Vitizslav DEDEK, Martin FAJT, Markéta ANDRESOVA

Objective assessment of metabolic situation in critically ill children by means of indirect calorimetry

(Z Pediatrické kliniky 1. Lékagské fakulty University Karlovy a IPVZ, Fakultni Thomayerove nemocnice s
poliklinikou v Praze, pfednosta doc. MUDr. Hana Houstkova, CSc.)

SOUHRN

Vychodiska: Autori uzZili nepfimou kalorimetrii u déti Ié¢enych na JIP ke stanoveni jejich metabolické situace s
cilem odhalit katabolismus a zvolit optimalni zplsob zajisténi energie pro nemocné v kritickém stavu.

Soubor: U 304 déti Ié¢enych na JIP bylo provedeno béhem lécby 818 vySetreni nepfimou kalorimetrii.Vékové
rozmezi vysetfovanych bylo 2 dny az 18 let, primérny vék byl 7 let, chlapct bylo 59 %.Umélou plicni ventilaci bylo
pfi vysetreni lé¢eno 46 déti, z toho 13 mélo komplexni resuscitacni péci (invazivni sledovani krevnich tlaku,
podpora obéhu katecholaminy).

Metody: K vysetfeni nepfimou kalorimetrii byl uZit pfistroj Deltatrac Il, firmy Datex-Engstrém, Finsko-Svédsko,
ktery umoZriuje stanovit REE a jeji snizeni proti fysiologickym hodnotam danym vékem, pohlavim a télesnymi
parametry a pomoci stanoveni RQ urcit pomér metabolizovanych Zivin jak u déti spontanné dychajicich, tak u
déti béhem umélé plicni ventilace.

Vysledky:Pro katabolismus svéd¢i snizeni REE proti fysiologické normé > 25 % a podil utilizace bilkovin na
celkové energetické bilanci > 20 %.0Osud nemocnych, kde se nedari katabolismus zvrétit specialni
parenteralni vyzivou je infaustni.Neprima kalorimetrie umozriuje zjistit pomoci stanoveni RQ aktualni potfebu
metabolizovanych Zivin a tim privadét nejen patficné mnoZzstvi energie (ochrana pfed podvyZivou, ale i
prekrmovanim — overfeeding), ale i substraty, které nemocny dokaze aktualné vyuzit.

Zavér:Nepfima kalorimetrie je neivazivni, objektivni metoda, ktera dokaze pfesné stanovit aktualni
metabolickou situaci kriticky nemocnych déti a je nejlepSim vychodiskem pro privod vyuzitelné energie, coz
ma pro osud Kriticky nemocnych kli¢ovy vyznam.

Klicova slova: katabolismus — nepfima kalorimetrie — déti — resuscitacni péce.

SUMMARY

Background: The authors used indirect calorimetry in children treated at Intensive Care Unit (ICU) to assess
their metabolic situation,detect catabolism and choose an optimal way of adequate energy supply for critically ill
patients.

Patients: In 304 children hospitalized at ICU, 818 examinations by indirect calorimetry were conducted during
the treatment. The age of the examined patients ranged from 2 days to 18 years, mean age was 7 years, boys
represented 59 %. During the examination 46 children were treated by mechanical ventilation, of them 13
underwent complete resuscitation care (invasive blood pressure monitoring, support of circulation by
catecholamines).

Methods: The examination by indirect calorimetry was performed by the apparatus Deltatrac I, of the firm Datex-
Engstrom, Finland — Sweden that allows to assess Resting Energy Expenditure (REE) and its reduction as opposed to



physiological values determined by age, gender and physical parameters and by means of RQ (respiratory quotient) to
determine the relation of metabolized nutrients both in spontaneously breathing children and in children with meachanical
ventilation.

Results: The reduction of REE as against physiological norm > 25 % and the share of protein utilization in total
energy balance > 20 % is suggestive of catabolism. The state of patients, in whom catabolism cannot be reversed by
special parenteral nutrition, is unfavourable. By means of RQ assessment, indirect calorimetry enables to find the
actual need of metabolized nutrients and adequate supply of energy (protection against undenourishment or
overfeeding) as well as substrates that can be utilized by the patient.

Conclusion: Indirect calorimetry is noninvasive, objective method to monitor an immediate metabolic situation in
critically ill children and it is a basis for utilizable energy supply, which is of crucial importance for critically ill
children.

Key words: catabolism — indirect calorimetry — children — resuscitation care.

OBEZITOVA NEFROPATIA

Katarina FURKOVA

Obese nephropathy

(Z Kliniky pre deti a dorast A. Getlika, Fakultnej nemocnice s poliklinikou v Bratislave, pracovisko Petrzalka a
Slovenskej zdravotnickej univerzity v Bratislave, prednosta doc. MUDr. Katarina Furkova, CSc.)

SUHRN

Obezita je v ostatnych rokoch velkym problémom i u deti a adolescentov a spbsobuje mnoZstvo organovych
komplikacii. Tukové tkanivo (adipocyty) produkuje cely rad biologickych substancii s lokalnym alebo systémovym
ucinkom. NajdbleZitejSie z nich su: leptin, adiponektin, rezistin, TNF-a, PAI-I a angiotenzin Il. Ich vplyvom sa
aktivuje imunitny proces v endoteli ciev, urychluje vznik aterosklerézy a artériovej hypertenzie. P6sobenim na
metabolizmus sa vyvija inzulinova rezistencia, diabetes mellitus typ 2, stupa koncentracia cholesterolu v sére a
meni sa jeho zloZenie. Vznika hyperkoagulaény stav. Vyznamné je ich p6sobenie na oblicky s naslednym
vznikom obezitovej nefropatie.

V lie€be je najoptimalnejSia redukcia hmotnosti, ktora vyznamne znizuje vyskyt uvedenych komplikacii. Pokial sa
to nepodari, vyuzivaju sa ACE — inhibitory, antidiabetika, statiny, antikoagulan-cia, vhodné st w-3-polynenasytené
mastné kyseliny a antioxidanty.

Kracové slova: obezita — biologické substancie z adipocytov — aterosklerbza — artériova hypertenzia —
inzulinova rezistencia — obezitova nefropatia.

SUMMARY

Over the past years obesity became a great problem in children and adolescents causing numerous organ
complications. Lipid tissue (adipocytes) produces a variety of biologic substances with local or systemic effect. Leptin,
adiponectin, resistin, TNF-L, PAI-1 and angiotensin Il. are the most important of them.Their effect activates the
immune process in the endothelium of vessels, accelerates atherosclerosis and contributes to the onset of arterial
hypertension. Their effect on metabolism results in the development of insulin resistance, diabetes mellitus type 2,
increased cholesterol with changed composition. Hypercoagulation status develops. They can also have a significant
action on the kidney with subsequent obese nephropathy.

Weight reduction is the optimum treatment that significantly reduces the incidence of the above complications. In
case of failure, ACE-in-hibitors, antidiabetics, statins, anticoagulants are used, [1-3-poly-unsaturated fatty acids
and antioxidants are also suitable.

Key words: obesity — biologic substances from adipocytes — atherosclerosis — arterial hypertension — insulin
resistance — obese nephropathy.

VYZNAM BUNECNE IMUNITY PRI EXTRAINTESTINALNIi SALMONELOVE INFEKCI DETI



Vladimir MIHAL

The significance of cellular immunity in extraintestinal Salmonella infection in children

(Z Ditskeé kliniky Lékarské fakulty Univerzity Palackého a Fakultni nemocnice v Olomouci, pfednosta prof. MUDr.
Vladimir Mihal, CSc.)

SOUHRN

Mimostrevni loziskova infekce neni Casta, ale klinicky velmi vyznamna manifestace salmonelové gastroenteritidy.
Invazivni salmonelovou infekci jsou ohroZeni zejména kojenci a pacienti s porusenou imunitou. Autor v souvislosti s
vétsi vnimavosti k mimostfevnim invazivnim formam u pacient( s defektem imunity upozorriuje na novy syndrom
~Mendelovska nachylnost k mykobakterialni infekci” (MIM syndrom), ktery se u pacientu projevuje zvySenou
vnimavosti k infekcim, které jsou zapri¢inény Mycobacterium tuberculosis, netuberkul6znimi mykobakteriami anebo
kmeny Salmonella spp.

Klicova slova: extraintestinalni salmonelova infekce — salmonelova encefalopatie — salmonelova artritida — MIM
syndrom — receptor pro interleukin-12 (IL-12R).

SUMMARY

Extraintestinal focal infection is uncommon but clinically very significant manifestation of Salmonella
gastroenteritis. Invasive salmonella infection affects mainly infants and immunocompromised patients. In
association with the increased sensitivity to extraintestinal forms in immunocompromised patients, the author
points at a new syndrome ,Mendel susceptibility to mycobacterial infection” (MIM syndrome) that is manifested in
patients with increased susceptibility to infections caused by Mycobacterium tuberculosis, non-tuberculous
mycobacteria or Salmonella spp. strains.

Key words: extraintestinal Salmonella infection — Salmonella encephalopathy — Salmonella arthritis — MIM
syndrome — receptor for interleukin-12 (IL-12R).

MILNIKY V LIECBE FENYLKETONURIE

Jaroslava STRNOVA, Oto URGE

Milestones in the treatment of phenylketonuria

(Z Kliniky pre deti a dorast A. Getlika, Fakultnej nemocnice s poliklinikou v Bratislave, pracovisko Petrzalka a
Slovenskej zdravotnickej univerzity v Bratislave, prednosta doc. MUDr. Katarina Furkova, CSc., a z Kliniky
laboratérnej mediciny Fakultnej nemocnice s poliklinikou v Bratislave, pracovisko Kramare, prednosta prof.
MUDr. RNDr. Gustav Kovag, CSc., MBA.)

SUHRN

Autori uvadzaju prehlad o vyvoji liecby dediénej meta-bolickej poruchy fenylketonurie od jej zaciatku az po
su--

éasnost. Uspe$na liecba fenylketonurie sa datuje od r. 1953, ked’ nemecky detsky lekér prof. Horst Bickel
zaviedol pre fenylketonurikov Zivot zachrariujucu diétu so znizenym obsa--hom fenylalaninu. Aj ked’ lie¢ba
tejto choroby preSla mnohymi vylepSeniami, od doby Horsta Bickela sa doteraz nenaSiel
iny spésob liecby.

Véasné zacatie optimalnej terapie je limitujucim faktorom pre spravny somaticky a psychicky vyvin deti s
poruchami metabolizmu fenylalaninu.

Kracoveé slova: hyperfenylalaninémia — fenylketonuria — eliminacna diéta — fenylalanin.

SUMMARY

The authors review the development of treatment of hereditary metabolic disorder of phenylketonuria since its
beginning up to the present. Successful treatment of phenylketonuria dates back to the year 1953, when German
pediatrician professor Horst Bickel introduced life saving diet with decreased phenylalanine content for
phenylketonuric patients. Although, the treatment of this disease has underwent many improvements, no other
mode of treatment has been found since Horst Bickel’s life saving diet.

Early initiation of optimal therapy is a limiting factor for adequate somatic and psychic development of children
with phenylalanine metabolic disorder.



Key words: hyperphenylalaninemia — phenylketonuria — elimination diet — phenylalanine.

POUZITIE AKTIVNEHO UHLIA A VYPLACHU ZALUDKA PRI DEKONTAMINACII
GASTROINTESTINALNEHO TRAKTU U DETI

Tibor SAGAT, Rudolf RIEDEL, Peter GASPAREC, Jozef TUHARSKY

Use of activated charcoal and stomach lavage in decontamination of gastroinstestinal tract in children

(Z Detskej kliniky anestézioldgie a intenzivnej mediciny Detskej fakultnej nemocnice s poliklinikou v Bratislave,
prednosta prof. MUDr. T. Sagat, CSc.)

SUHRN

Nahodné pozitie toxickych latok detmi (Casté predovsetkym vo vekovej skupine do 5 rokov) vyZaduje rychlu a
odbornt zdravotnu starostlivost, pri ktorej ma nezastupitelné miesto dekontaminacia gastrointestinalneho
traktu. Klu¢ovym opatrenim je podanie aktivneho uhlia, ktorého podanie je najucinnejSie v prvej hodine po
poZziti. Aktivne uhlie adsorbuje vacsinu liekov a chemikalii, pri spravnhom podani zriedkavo vyvolava neZiaduce
ucinky (aspiracia, obstipacia a i.). Ustupilo sa od mechanického aj farmakologického vyvolavania vracania,
spresnili sa indikacie vyplachu Zaludka, ktoré sa vztahuju na Zivot ohrozujuce otravy do 1 hodiny po poZiti
Jedu.

Kracoveé slova: dekontaminacia gastrointestinalneho traktu u deti — aktivne uhlie — vyplach Zaludka.

SUMMARY

Accidental use of toxic substances in children (predominant in the age group up to 5 years) requires a prompt
and specialized medical care in which decontamination of gastrointestinal tract plays an irreplaceable role. The
crucial measures involve application of activated charcoal which is most effective within the first hour after
ingestion. Activated charcoal adsorbs the majority of drugs and chemicals and rarely causes undesirable effects
(aspiration, obstipation, etc.) if appropriately applied. Mechanically and pharmacologically caused vomitus is not
applied any more, the stomach lavage indications related to life threatening intoxications within 1 hour since drug
ingestion, have been made more precise.

Key words: decontamination of digestive tract in children — activated charcoal — stomach lavage.

ADRENOLEUKODYSTROFIA VIAZANA NA CHROMOZOM X

Julia HRACHOVA, Jaroslava STRNOVA

X-chromosome linked adrenoleucodystrophy

(Z Kliniky pre deti a dorast A. Getlika, Fakultnej nemocnice s poliklinikou v Bratislave, pracovisko PetrZzalka a
Slovenskej zdravotnickej univerzity v Bratislave, prednosta doc. MUDr. Katarina Furkova, CSc.)

SUHRN

Najcastejsou pri¢inou hypofunkcie kéry nadobli¢iek je autoimunitna adrenalitida. U chlapcov a adolescentov
muzského pohlavia s neurologickou symptomatolégiou musime v ramci diferencialnej diagnostiky vylucit
adrenoleukodystrofiu — peroxizémovu dedicnd metabolicki poruchu viazani na X-chromozom. V désledku



poruchy betaoxidacie mastnych kyselin dochadza k hromadeniu mastnych kyselin s vefmi dlhym retazcom —
VLCFA v nervovom systéme, nadoblickach a v gonadach, z ¢oho rezultuju neurologické a endokrinné poruchy
spojené so zniZzenim funkcie nadobliciek.

Klucové slova: adrenoleukodystrofia viazana na chromozém X — Allgrovov syndrom — kongenitalna hypoplazia
nadobliciek — gén ABCD1 — gén DAX1 — mastné kyseliny s velmi dlhym retazcom VLCFA.

SUMMARY
Autoimmune adrenalitis is the most frequent cause of hypofunction of adrenal cortex. Within differential
diagnostics in boys and male adolescents, adrenoleucodystrophy —

X chromosome linked peroxisome hereditary metabolic disease — has to be excluded. Due to beta-oxidation
of fatty acids, the accumulation of very long chain fatty acids — VLCFA occurs in the nervous system, in
adrenals and gonads resulting in neurologic and endocrine disorders associated with the decreased adrenal
function.

Key words: X-chromosome linked adrenoleucodystrophy — Allgrove syndrome — congenital adrenal hypoplasia —
gen ABCD1 — gen DAX1 — very long chain fatty acids VLCFA.

HUMANNY REKOMBINANTNY ERYTROPOETIN V LIECBE IDIOPATICKEJ PLUCNEJ HEMOSIDEROZY

Svetozar DLUHOLUCKY, Juraj JAKUBICKA, Karol KRALINSKY

Human recombinant erythropoetin in the treatment of idiopathic pulmonary hemosiderosis

(Z Kliniky deti a dorastu Detskej fakultnej nemocnice s poliklinikou v Banskej Bystrici, prednosta prof. MUDr.
Svetozar Dluholucky, CSc.)

SUHRN

Autori prezentuju kazuistiku dievCata s idiopatickou plicnou hemosiderézou (IPH), u ktorého sa v liecbe
refraktérnej anémie pouzil humanny rekombinantny erytropoetin (rHuEpo). Pri jeho pouZiti doSlo k rychlej uprave
anémie so subeZznym poklesom nadmernych zasob ektopického Zeleza, ktoré signalizovala vysoka koncentracia
plazmatického feritinu. Okrem dpravy anémie doslo k dlhodobej kompletnej klinickej a i laboratérnej remisii
zakladnej choroby vratane rtg. nalezu na plucach, hoci dieta uZivalo len minimalne davky prednizénu. Na
zaklade uvedeného priebehu choroby, zmien laboratornych parametrov mozno predpokladat, Ze lie¢ba rHuEpo
pri IPH mobilizuje Zelezo pre jeho reutilizaciu do efektivnej hemopoézy. NavySe znizenie excesivnych zasob
ektopického zZeleza znizuje jeho dostupnost pre tvorbu kyslikovych radikalov, ktoré zohravaju vyznamnu tlohu v
patogenéze IPH, ako aj inych zapalovych a autoimunitnych choréb.

Kracove slova: idiopaticka plicna hemosideréza — rekombinantny humanny erytropoetin — kyslikové radikaly.

SUMMARY

The authors present a case report of a girl with idiopathic pulmonary hemosiderosis (IPH) in whom human
recombinant erythropoietin (rHuEpo) was used to treat refractory anemia. After rHuUEpo treatment a rapid
improvement of anemia with concomitant decrease of body iron overload, expressed as a high serum ferritin
concentration, was observed. Besides, improved anemia, longterm complete clinical and laboratory remission of
the underlying disease including X-ray were seen, even though a patient was given only minimal doses of
prednisone. Based on the above course of the disease, and a change in laboratory parameters it can be stated
that rHuEpo treatment in IPH enhances the ectopic iron for re-utilization in effective hemopoiesis. Moreover,
diminishing of excessive ectopic iron reduces its availability for the hydroxyl radical production that plays a
significant role in the IPH pathogenesis as well as in other inflammatory and autoimmune diseases.

Key words: idiopathic pulmonary hemosiderosis — recombinant human erythropoetin — oxygen radicals.



METABOLICKE PORUCHY A UROLITIAZA U DETI

Margaréta GECIKOVA, Anna HLAVATA, Laszl6 KOVACS

Metabolic disorders and urolithiasis in children

(Z Il. detskej kliniky Detskej fakultnej nemocnice s poliklinikou v Bratislave a Lekarskej fakulty Univerzity
Komenského v Bratislave, prednosta prof. MUDr. Laszlé Kovacs, DrSc., MPH)

SUHRN

Autori referuju o svojich skusenostiach s diagnostikou urolitiazy vo véasnom detskom veku. U dvoch pacientov sa
vo veku 17 mesiacov zistila urolitidaza a nefrokalcinéza. Ako pri¢ina sa diagnostikovala dedi¢na metabolicka
porucha (DMP), v prvom pripade porucha na urovni peroxizdmov — primarna hyperoxaldria typ I, v druhom
pripade porucha metabolizmu aminokyselin — cystindria.

Kracové slova: urolitiaza — nefrokalcin6za — dedicné metabolické poruchy — primarna hyperoxaldria typ | —
cystindria.

SUMMARY

The authors report about their experiences with the diagnostics of urolithiasis in early childhood. Two patients at
the age of 17 months revealed urolithiasis and nephrocalcinosis caused by hereditary metabolic disorder. In the
first case the disorder was on the level of peroxisomes - primary hyperoxaluria type Il, in the second case
aminoacid metabolic disorder — cystinuria was diagnosed.

Key words: urolithiasis — nephrocalcinosis — hereditary metabolic disorders — primary hyperoxaluria type I. —
cystinuria.

ANGELMANOV SYNDROM - NEUROBEHAVIORALNY FENOTYP

'Darina DUROVCIKOVA, 'Edita HALASOVA, 'lveta CERNAKOVA, Elena CINCUROVA

Angelman syndrome — neurobehavioral phenotype

(Z 1Katedry lekarskej genetiky Slovenskej zdravotnickej univerzity v Bratislave, vedica MUDr. D. Durovéikova,
CSc.az 2KIiniky detskej psychiatrie, Detskej fakultnej nemocnice v Bratislave, prednosta doc. MUDr. 1.
Skodacek, CSc.)

SUHRN

Angelmanov syndréom (AS) patri k neurobehavioralnym fenotypom, charakterizovanym vyvinovym zaostavanim,
ataktickym postojom progresivnou mikrocefaliou, chybanim reci, zachvatmi a spontannymi vybuchmi smiechu.
Jeho incidencia sa pohybuje od 1 : 15 000 Zivorodenych. Autori predkladaju zakladné informacie o klinickych
priznakoch a laboratérnych diagnostickych metddach, ktoré identifikuju rozdielne typy genetického defektu.
Sucasne prezentuju 16-rocnu pacientku s vyvinovou a behavioralnou charakteristikou typickou pre AS, ktory
potvrdili nalezom chromozémovej mikrodelécie (156q11.13) metédou FISH (Fluorescence In Situ Hybridization).
Zisteny mikrodele¢ny typ AS mal pre nizke riziko rekurencie pozitivny vplyv na familiarnu genetickt prognézu.
Kracové slova: neurobehavioralny fenotyp — mikrodelécia 15q11.13 — riziko rekurencie — typ genetického
defektu — Angelmanov syndrom.

SUMMARY
Angelman syndrome (AS) is a neurobehavioral disorder characterized by developmental delay, ataxic gait,
progressive microcephaly, speech impairment, frequent seizures and inappropriate excessive laughter. It



appears in about 1 in 15 000 births. The authors present basic information on clinical symptoms and laboratory
diagnostic methods that identify different types of genetic defect. Simultaneously the authors present a case of
a 16 year old female patient with developmental and behavioral characteristics compatible with AS that is
confirmed by the finding of chromosomal microdeletiom in 15q11.13 using FISH (Fluorescence In Situ
Hybridization/. Due to low risk of recurrence the detected microdeletion AS type had a positive impact upon
familial genetic prognosis.

Key words: neurobehavioral phenotype — microdeletion 15911.13 — genetic defects — recurrence risk — Angelman
syndrome.

URAZY DETI A MLADEZE A ICH PREVENCIA

lvan ROVNY

Accidents of children and young people and their prevention
(Z Uradu verejného zdravotnictva Slovenskej republiky, riadite+ h. doc. MUDr. Ivan Rovny, PhD., MPH)

SUHRN

Autor sa v ¢lanku venuje problematike trazov deti a mladeze s dérazom na ich prevenciu. Na Slovensku
kazdorocne na nasledky urazov zomrie priemerne 120 deti, ¢o je prvé miesto spomedzi eurépskych statov.
K urazom deti a mladeze najCastejSie dochadza v domacom prostredi, na Sportoviskach, na ceste a v
Skole, resp. predskolskom zariadeni. Autor odportuca zaviest ako ucinny prostriedok Urazovej prevencie
povinnost’ pouZivat’ detské autosedacky a ochrannu prilbu pri bicyklovani u deti do 18 rokov. Prevenciu
urazov deti a mladeZe vidi v zdokonaleni a zjednoteni informacného systému detskych urazov na
Slovensku a v legislativnych upravach.

Kracoveé slova: epidemioldgia urazov — primarna prevencia — dopravné Urazy — riziko Urazu — Sportové Grazy —
zdravotnointer-venéna ¢innost.

SUMMARY

In his contribution the author dealt with the problems of accidents of children and young people focusing on their
prevention. In average 120 children die a from the consequences of accidents per year in Slovakia taking thus the
leading position among the European countries. The accidents of children and young people are most common at
home, at sports grounds, on their way to school, in school, in kindergarten or nursery. In the author’s opinion
prevention may be attained through improvement and unification of the information system of children accidents in
Slovakia, through legislation amendments, that should order to use special car seats for children and protective helmets
while/in cycling. Health education and intervention activities also belong among effective means of accident prevention.
Key words: epidemiology of accidents — primary prevention — traffic accidents — risk of accident — sports
accidents — health-intervention activity.



