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Pe3ynbTaTtbhl MCcCcneaoBaHum

MauneHt Mon xxeHckun Bospact 32
3akas
MokasaTenb PesynbTat PedepeHcHbIN MHTepBan

MOHeKyﬂﬂpHO-FeHETVI‘-IECKMe unccnenoBaHus

[00822] NeHeTUUYeCcKasa NpeapPacnoNioXKeHHOCTb K HEMPOCEHCOPHOM TYroyxocTu: mytaumm B reHe GJB2 - kpoBb

deHoTUn HenpoceHcopHas TyroyxocTb Tuna 1A
leH GJB2 (KoHHekcuH 26)

BapwuaHT G12fs; p.Gly12fs; c.35delG; rs80338939
[eHoTun Ins/Del

Pwuck CpeaHenonynsiumoHHbIN

O6HapyxeHa natoreHHas myTtaums ¢.35delG B retepo3unrotHon opme.
YacToTa HocutenbcTBa B 300poBOI nonynsiuum konednetcs ot 6% no 2%
BakntoveHne GJB2(35DelG; Gly12ValfsTer2) B Poccun. YacTtoTa reTepo3urotHoro HocuTtensctBa B EBpone 2-4%.[ns
pacyeTa pucka pasBUTUS HECUHOPOMAIbHOW HEMPOCEHCOPHOM TYroyxocTn
peKoMeH0BaHO MOJTHOEe cekBeHMpoBaHue reHoB GJB2 n GJB6.
PesynbTaThl MCCrefoBaHUi He SBMATCA AMArHO30M U MHTEPNPETUPYIOTCS Nevalumm
BPa4OM C y4€TOM BCeX AaHHbIX O nauueHTe (nabopaTopHbIX, MUHCTPYMEHTamMbHbIX U

KMUHUYECKNX).
3anucatbest Ha Npuém K Bpady: cironline.ru
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Bpau KOJ1: Apsiea [1.A.,
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