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3AKJTIOYEHHUE
no pe3yJibTaTaM MOJIEKY/IAPHO-reHeTU4YeCKOoro nccsiegoBaHmA:
MouncK YacTbix MyTaumni B reHe CLCN1
Nauuenr: fara 3abopa martepuana:
Aara poxaeHusa: Mon: J[aTa nocTtynneHua matepuana B naboparopuio:
Bupg 6uomatepuana: [aTta roToBHOCTM UCCNeAOBaHUA:
Pe3ynbratbl fJHK-aHanusa
TpaHckpunt: NM_000083.2
®.U.0. CLNC1
N
3akntouyeHue: nposegeHo uccnegosaHue JHK Ha

HaJIn4yMe WEeCTM YacTbiX NaTOreHHbIX BapuaHToB reHa CLCN1: ¢.568 569delGGinsTC
(c.568G>T+569G>C; p.Gly190Ser), c.1437 _1450del14 (p.lled79llefs*25), c.1478C>A (p.Ala493Glu),
¢.1649C>T (p.Thr550Met), c.2058C>A (p.Tyr686%*), c.2680C>T(p.Arg894%*).

YKa3aHHbIX NaTOreHHbIX BapnaHToB reHa CLCN1 He o6Hapy»xeHo. OTCcyTCcTBME MyTauuii
NONIHOCTbIO HE UCK/IOYAEeT HacneACTBEHHYIO Npupoay 3abonesaHums.

Pe3ynb'ra1' MOJIEKYNAPHO-TreHETUYECKOro aHazaimda moXKet 6bITb BEPHO UHTepnpeTnpoBaH

TO/1bKO Bpa4vyom.

Bpau-reHeTuk



