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BBeaenune. Msmenenus B mociegopareabHoCTH reda GJB2 9T0 camasi pacupocTpaHeHHAast
NPUYMHA HACJEJICTBEHHON IVIyXOThl. [€Tepo3uroThl Mo HOKAyTHBIM AJIeIsaM O0JIa al0T Hapo-
JOKCAJILHOI 4YBCTBUTEIHHOCTBIO U YA3BUMOCTBIO CJIyXa [N2], TOUHBIA MEXAHU3M 9TOrO sIBJIEHUST
He n3BecTeH. Panee B Haleil jtaboparopun ObLia MOJIydeHa JUHUsT MBIIIeil HeCyIuX BapuaHT
GJB2 co cusurom pamku cunthiBarus (p.Asnl70LeufsX135), noxoxkuii Ha cyiecrByrome B
1eJI0BevecKoll momyianun. B imreparype onmcaHo, 9To y Mbiieil HokayTel o Gjb2 morubaror
Ha crajguu E10,5 13-3a HapyIIeHns TpaHCIopTa TIIOKO3b! B wiarenTe [nl|. Ileas nareit paboTsr
oXapaKTepu30BaTh (PYHKIIMOHAJIBHOCTH OeJika, KogupyeMmoro BapuanTom p.Asnl70LeufsX135 u
HCCJIEIOBATD MPUINHY THOE/ TOMO3UTOTHBIX SMOPUOHOB.

OcHoBHasti YacTbh. MbI OlEHIIN CIOCOOHOCTH mccieayemMoro Bapuanta (Gjb2 dopmMmupo-
BaTh (PYHKIIMOHAJLHBIE TPaHCMeMOpaHHble KaHaJbl. I 9TOro OBEpPIKCIPECCHPOBAJIM Bapu-
aHT B KJIETKAaX YeJIOBEKA C IOMOIIBIO ILJIA3MUJTHOTIO BEKTOPA U OIEHUBAJIN CIIOCOOHOCTH KaHaJ Ia
MPOIyCKaTh (hJIYOPECIIEHTHBIN KpacuTesib B KJjeTkKu. [lo mpeaBapuTebHBIM JTaHHBIM BapuaHT
JioMaeT (PYHKIUIO OeJIKa.

AHa/n3 OTOMCTBA OT CKPENUBAHUS ETEPO3UrOT MOKA3a/, YTO BAPUAHT SABJIAETCS PEIEC-
cuBHOI JieTabi0. Ha BeiOopKe n3 20 POKIEHHBIX Y)KUBOTHBIX TOMO3HUT'OTHI He ObLIN OOHADY 2KEHBDI,
[O-BUJIUMOMY OHU TTorubaior panbiie. Ta ke cuTyanus B ciaydae SMOpuoHoB Ha 11,5 jieHb - B
rpymime u3 10 ocobeit He OBLIO HAlIEHO HU OJIHON TOMO3UTOTHI M3 OXKujlaeMbIx 2 - 3. V3mepe-
HUE pa3MepoB dMOPUOHOB MbI ITpoBoAMIN Ha 10,5 JIeHb J10 pe30pOIi TrOMO3UTOT ¥ CPABHUBAJIN
BHYTPU U MEXKJy T'€HOTHUIIAMU, 10 IIPeIBaAPUTEIbHBIM JAHHBIM B IPYIIIEe U3 7 SMOPUOHOB HET
KapJIMHAJIBHBIX PA3JIMYIdil B pa3sMepax rOMO3UIOT U OCTATBHBIX KJIACCOB (T€TEpO3UroT U JTUKOTO
THUIIA).

BeiBoapl. Onenka ¢genoruna Bapuanra GJB 2 MO3BOIUT CO3JATh MOJEIb JJIs UCCIEI0BA~
HUsI MEXaQHU3MOB CJIYXOBOW UyBCTBUTE/IHLHOCTU T'€TEPO3UTOT 110 HOKAYTHBIM BapUAHTAM.
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