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MokasaTenb PesynkraT PedhepeHCHbIV nHTepBan

MOHEKynFlpHO-FeHETVI‘-IECKVIe unccrnegoBaHusa

[01161] CKpMHUHI Ha HacneAcTBeHHbIe 3a6oneBaHUs NPY NIaHUPOBaHUKN GepeMeHHOCTU (4 MyTauumu, MyKOBUCLIMAO03,
CMA, HelipoceHCcopHasi TyroyxocTb 1 A Tuna) - KpoBb
MeTogom pparmMeHTHOro aHannsa NpoBeAeHo UccneoBaHne NaToreHHbIX
BapuaHToB p.Phe508del (rs113993960) n dele2,3 (del21kb) B rene CFTR
n c.35delG (rs80338939) B reHe GJB2.
MaToreHHble BapuaHThl B reHe CFTR: p.Phe508del (rs11399396) u
3aknodeHne dele2,3 He BbIsiIBNEHbI.
MaToreHHbI BapuaHT B reHe GJB2 ¢.35delG He BbisiBMneH.
MpoBeneHo nccneaoBaHme KONMMYecTBa KOMMin 9k30HOB 7-8 reHoB SMN1 u
SMN2 metogom MLPA. B pesynbrate 3apernctpupoBaHo 3 konmm
3k30HOB 7-8 reHa SMN1 1 0 konuin 3k30HOB 7-8 reHa SMN2.
[nsa koppekTHon nHTepnpeTaunmn aHanuaa reHoB SMN1 n SMN2, a Takke oLeHKN PUCKOB HEOOXOAMMA KOHCYbTaLMs Bpaya-reHeTuka.

Bpau KOJ: Apsiesa [.A.,
Meyépuna E.1O.
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