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Prvé pripady geneticky potvrdenej kongenitdinej hnacky so stratou chloridov na Slovensku
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Chloridové idny sa podielaju na reguldcii objemu buniek, sekrécii telesnych tekutin a udrzani acidobazickej rovnovahy.
Hypo/hyperchlorémia u novorodencov a dojciat je emergentna situacia vyzadujuca dékladnu diferencidlnu diagnostiku na
zistenie kauzalnej priciny stavu. K vzadcnym pricinam poruchy vylucovania chloridovych idnov patri kongenitalna chloridorea
(CLD), ktora je charakterizovana torpidnymi objemnymi hnackami, vysokou koncentraciou chloridov v stolici a metabolic-
kou alkalézou. CLD je zriedkavé autozémovo-recesivne ochorenie zapri¢inené mutaciou SLC26A3 génu lokalizovaného na
chromoézome 7q31, ktory kdduje transmembranovy protein v intestindlnych bunkach. Geneticky defekt sposobuje poruchu
¢revnej absorpcie chloridov a sekrécie bikarbonatov. Profuzne hnac¢ky zapri¢inuju vyznamné straty vody a elektrolytov,
¢o vedie k volumovej deplécii, hyperreninémii, hyperaldosteronizmu, rendlnym stratdm kalia a u niektorych aj k rozvoju
chronickej nefropatie. Autori prezentuju vzacne kazuistiky 2 bratov s geneticky potvrdenou CLD. Obidve deti sa narodili
s nizSou porodnou hmotnostou a kratko po narodeni vyzadovali hospitalizaciu pre distendované brusko a hnacky so za-
vaznou dehydratéciou a elektrolytovou dysbalanciou. V laboratérnom obraze dominovala signifikantnd hypochlorémia
(76 mmol/I resp. 78 mmol/l) a extrémna metabolicka alkaléza (pH 7,63; HCO, 46 mmol/l resp. pH 7,73; HCO, 40 mmol/Il).
Vylucili sme rendlne straty chloridov a cysticku fibrézu; vysetrenie koncentrécie chloridov v stolici na nasom pracovisku
nebolo dostupné. Po substitu¢nej liecbe sa biochemické abnormality ¢iastocne upravili, vodnaté stolice pretrvavaju
dalej. V dalSom vyvoji pacienti slabsie prospievali a pre epizédy dehydratécie boli opakovane hospitalizovani na poda-
nie parenteralnej liecby. Renalne funkcie su vo veku 6 resp. 2 roky primerané, ale starsi chlapec ma znamky pocinajucej
nefrokalcinézy. Priamym sekvenovanim kédujucej oblasti génu SLC26A3 sa u obidvoch surodencov detegoval rovnaky
genotyp - doteraz neopisany variant ¢.629_63lldel (p. [le210del) a patogénny variant v géne SLC26A3 v heterozygétnom
stave. Pri perzistujucich vodnatych hnackach, hypochlorémii, hypokaliémii a metabolickej alkaldze treba mysliet na konge-
nitadlnu chloridorheu. Diagnéza sa opiera o charakteristicky klinicky obraz vodnatych hnaciek od novorodeneckého veku,
dokaz vysokej koncentracie chloridov v stolici > 90 mmol/l a molekulovo-genetické vy3etrenie. Pacienti s CLD vyzaduju
pravidelné nefrologické sledovanie pre riziko rozvoja chronickej nefropatie a funk¢né poskodenie tubulov.
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The first cases of genetically confirmed congenital diarrhea with chloride loss in Slovakia

Chloride ions are involved in regulating cell volume, secreting body fluids and maintaining acid-base balance. Hypo/hy-
perchloraemia in neonates and infants is an emergent situation requiring careful differential diagnosis to detect a cause of
the condition. The rare causes of severe hypochloremia include congenital chloridorhea (CLD), characterized by profound
bulky diarrhea, high chloride concentration in stool, and severe metabolic alkalosis. CLD is a rare autosomal recessive disease
caused by the mutation of the SLC26A3 gene located on chromosome 7g31, which encodes the transmembrane protein in
intestinal cells. Genetic defect causes a disorder of intestinal chloride absorption and bicarbonate secretion. Profound diar-
rhea induces significant losses of water and electrolytes, leading to volume depletion, hyperreninemia, hyperaldosteronism,
renal loss of potassium and occasionally to the development of chronic nephropathy. The authors present rare cases of two
brothers with genetically confirmed CLD. Both children were born with lower birth weight and shortly after birth required
administration to ICU because of notable distended abdomen and diarrhea with severe dehydration and electrolyte imbal-
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