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Barakatov syndrém, tiez zndmy aj ako HDR syndrém, je klinicky heterogénne, extrémne zriedkavé, autozémovo dominantne
dedi¢né ochorenie, ktorého frekvencia vyskytu nie je znama. Primarne je spésobeny deléciou chromozomu 10p14 alebo
mutdciou GATA3 génu, ktory je umiestneny na 10. chromozéme. Hoci fenotypovo je definovany triddou

HDR: hypoparatyredza (H), hluchota (deafness; D), postihnutie obli¢iek (renal involvement; R), v dostupnej literature boli
identifikované aj pripady pozostavajuce z jeho jednotlivych komponentov HD, DR, HR (1). Syndrém bol prvykrat opisany
Amin J. Barakatom v r. 1977 u surodencov s hypokalciémiou a proteinuriou (2). Podla dostupnych udajov bolo doposial
v medicinskej literature publikovanych okolo 180 pripadov tohto ochorenia celosvetovo (3). V tomto ¢lanku prezentuje-
me vlastnu kazuistiku pacienta s Barakatovym syndrémom s hypoparatyredzou, unilateralnou hluchotou a obli¢kovym
postihnutim.
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obli¢kova choroba.

Barakat syndrome

Barakat syndrome, also known as HDR syndrome, is a clinically heterogenous, autosomal dominant rare genetic disease,
which frequency is unknown. It is primarily caused by deletion of chromosome 10p14 or mutation of GATA3 gene, located
on chromosome 10. Although this syndrome is phenotypically defined by its triad of HDR: hypoparathyroidism (H), deafness
(D), renal disease (R), the literature identifies cases with different components, consisting of HD, DR, HR (1). The syndrome was
first described by Amin J. Barakat et al. in 1977 in siblings with hypocalcemia and proteinuria (2). So far, about 180 cases have
been reported in the worldwide medical literature (3). In this report we present our own case report of patient with Barakat
syndrome with hypoparathyrodism, unilateral deafness and renal impairment.
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Uvod

-panvickového systému, vezikoureteralny reflux), chronickd oblickovu

Barakatov syndrém je zndmy aj ako HDR syndrém — hypoparatyredza,
hluchota, postihnutie obliciek (4). Jednotlivé priznaky sa mézu manifesto-
vat v akomkolvek veku a nemusia sa objavit sticasne. Hypoparatyredza sa
opisuje az u 93 % pacientov, hluchota, zvéacsa bilaterdlna, rézneho rozsahu
od miernej az po UpInud u 96%, postinnutie obliciek u 72 % a zahfia kon-
genitalne anomadlie obliCiek a uropoetického traktu (polycystické oblicky,
dysplézie, oblickova aplédzia, hypoplastické oblicky, deformity kalicho-

chorobu, nefroticky syndrom, hematuriu, proteindriu a iné. Barakatov
syndrém sa spdja aj s postihnutim inych orgénov, z ktorych naj¢astejsimi
su vrodené vyvojové srdcové chyby, tvarové a ocné abnormality, ¢asté su
kalcifikdty bazalnych ganglif, psoridza, poruchy rastu, postinnutie kognitiv-
nych funkcii, boli publikované ojedinelé pripady pacientov s Barakatovym
syndromom s pylorostendzou, polycystickymi ovariami, rekurentnymi
cievnymi mozgovymi prihodami (5).
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