HanmeHoBaHue HelipoceHcopHas HecMHApPOManbHasa TYroyXxocTb. AHanM3 YacTbiX MyTauuii B reHe GJB2

yenyru

Kop ycnyrm A 27.05.033

KpaTKas Cpeam reHeTMYeCcKMX MNPUYUH  HapyweHus cayxa Hambosee 4acTto BCTpedaetca

nHbopmauua o HeCMHAPOMANbHAA TYroyxocTb. Hacneayetca 3aboneBaHne No ayTOCOMHO-A0OMUHAHTHOMY

3aboneBaHumn WA NO ayTOCOMHO-peueccuBsHoOMy Tuny. [MpuunHOn 3aboneBaHus, B OO/bLIMHCTBE
C/ly4aeB, CAyXKaT MmyTaumun reHa GJB2, nokannsoBaHHOro B oKyce 13g22.11.

OMIM 220290, 601544 / 121011

MNepeyeHb O6bem MoNIeKYNAPHO-FeHeTUYECKoro 06cneaoBaHMA, BbINOJIHAEMOrO B HacToALLee BpemS

nccnenyemblx reHos,
MyTaLmi

B MeguKo-reHeTuYeckom LeHTpe (FeHeTudeckon KnnHuke) HUM meguumMHCKOM reHeTuKHy,
BK/IIOYAET WecTb YacTbiX (410 Poccuickoit ®egepaumm) mytaymii (naToreHHbIX BapUaHTOB)
reHa GJB2: IVS1+1G>A, M34T, c.35delG, c.167delT, c.235delC, c.313del14.

O603HayeHMe TeCcTUpyeMbIX MyTaumin no HGVS:

1) IVS1+1G>A: NM_004004.5(GJB2):c.-23+1G>A;

2) M34T: NM_004004.5(GJB2):c.101T>C (p.Met34Thr);

3) c.35delG: NM_004004.5(GJB2):c.35delG (p.Gly12Valfs);

4) c.167delT: NM_004004.5(GJB2):c.167delT (p.Leu56Argfs);

5) c.235delC: NM_004004.5(GJB2):c.235delC(p.Leu79Cysfs);

6) c.313del14: NM_004004.5(GJB2):c.313_326delAAGTTCATCAAGGG (p.Lys105Glyfs).

UHpopmauyma o
MeToze.
TpeboBaHue K
MaTepuany

NccnepoBaHue BbinoaHAeTca metogamu MNUP 1 pecTpUKLUMOHHOIO aHanusa ¢ AeTeKkumen B
NosIMakpUIaMUIHOM rese.

[NnAa BbINONHEHUA aHanM3a MOXeT 6biTb WMCMONb30BaH caedylolWmii BUoNorMYeckni
maTepuan:

- BEHO3HasA KpoBb, B3ATaA B npobupky c¢ 3AOTA B Konmyectse 4 mn. Kposb bepetcs
HE3aBMCMMO OT NPMEMA NULLYK;

- MATHO BbICYLWEHHOM KPOBU Ha H6naHKke ¢uabTpoBanbHOM Bymarn. bnaHk nponuTbiBaeTcA
Kaniei BEHO3HOW WAM KanuANspHOW KpoBu (nMpumepHo 50 mKAa), npu atom obaacTb
HaHeceHWA A0/KHA 6biTb PAaBHOMEPHO MPONMUTaHa KPOBbID HACKBO3b (KenaTesbHO B3ATb
HEeCKO/IbKO Kamnesib). He Kacasacb 061acT HaHeCeHUs CywwuTb MATHa B TeYEHUEe Kak
MMWHMMYM 3 4aCOB NPW KOMHATHOW TemnepaType (6epeyb OT NPAMbIX COMHEUYHbIX Ny4Yeit);

- BYKKanbHbIN anuTenui;

Bo3moxHa npeHaTasibHasA AMarHOCTUKA Ha BMonormyeckom maTepuane nu3 NoAOCTU MaTKMU,
MO/IY4EHHOM C MOMOLLbIO MHBA3MBHOM NpeHaTabHOW ANArHoCTUKK (61MonTaTbl XopmoHa /
NAauEeHTbI, aMHUOLMTDI, MYNOBUHHAA KPOBb).

CpOK BbIMO/IHEHUA

21 pabouunit aeHb




