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% Opuzunanvuvie cmamou

YIK: 616. 28—-008. 14:615. 216. 85

CIYXOCOXPAHAIOHIAA TEPAIIUA ITPU MYTAIIUU 350G TEHA
KOHHEKCHHA 26 (GJB2): BOSMOJKHbBIE HAITPABJIEHUSA IIONCKA
C. I. /RypaBckmnii

Tocydapcmeennviii meduyuncrkuil ynusepcumem um. axao. M. I1. Ilasnosa,
2. Canxm-Ilemepbype

(Pexmop — npogp. M. /1. [udyp)

MoJiekyisipHbl€e, U B YACTHOCTU MOJIEKYJISIPHO-TeHETUYEeCKUE, YCIOBUS MATOJIOTUYECKUX MTPOIIeC-
COB CETOIHST SBJISIOTCST HE TOJBKO OOBEKTOM BBISIBICHUS 9THOJIOTUY, U3yUYEHHsI TATOTeHe3a, HO ¥ CTa-
HOBSITCSI OCHOBOII /1151 pa3pabOTKU Mep TEePBUYHON MPOMUIAKTHKY, JICYEHUS 1 CBOEBPEMEHHOI pea-
ounuraiun. B JIOP matosorun B mepByIO Ouepe/lb 3TO OTHOCHTCS K HACJIEACTBEHHON I0PeYeBOi
pereccuBHOI ceHcoHeBpaabHOI Tyroyxoctu (CHT) mpu myTaiiustx rena Gesika IeieBbiX KOHTaKTOB
koHHekcuHa 26 (GJB2), B wactHocTH 35del G.

Myraius 35delG sBisieTcst Mas)kKOPHOI 71 €BPOIENCKOTro HaceseHus, mpeactasisas 50—70%
cJIlydaeB BCeX M3BECTHBIX MyTaiuii rena GJB2 [8]. B ¢Bs3u ¢ atum Bo Bcem Mupe myraimio 35delG
CUMTAOT [IEPBOCTEIIEHHBIM OOBEKTOM JIJISI UCCIEIOBAHUS MTPU MTOI03PEHIH HA TEHETHUYECKYIO TPUPO-
ny mopedeBoit CHT y 6esoro HacesreHus, 4To TakKe MPaBOMEPHO U st Tepputopuii Poccun, ucro-
pUYECKHU HaceJisieMbIX HapoJlaMu eBPOIIeOnIHOM packl [3; 4; 5; 6; 7].

YauThiBast U3BECTHBIE TIPEICTABIEHUST O MOJIEKYISIpHOM Tatorenese mytaiuu 35del G, ects oc-
HOBAHMS CYUTATD, YTO JETU-HOCUTENU POKIAAIOTCS C COXPAHHBIM CJYXOM. DTO MOATBEPKIAOT KAK
KJIMHUYECKHEe JIAHHbIE OTCYTCTBUS IJIYXOThI TIPU POKIEHUH, TIOCKOJIBKY B TOM CJIydae ayJroTecT
U UCCJIeZIOBAHUE OTOAKYCTUUECKOI 9MUCCUU He BBISBJISAIOT TPU3HAKOB CIYXOBOU AUCHYHKITUH, TAK
U KCIIEPUMEHTAIbHbBIE CCIE0BAaHUsI. Y HOBOPOKAEHHBIX MyTAHTHBIX MBIIIIEN ¢ HOKAyTHBIM T€HOM
Cx26 npu MmopdosornueckoM aHan3e BHYTPEHHETO yXa BBISABISIOT HOPMATHHO PA3BUTHIN CITUPATTh-
HbIi opraH. [Ipu3Haky KJI€TOUHOW CMEPTH BOJIOCKOBOIO HEHPO3IUTENNSI B 9TOM CJIydyae HAauuHAIOT
oT™MevaTbest ¢ 14 HST MOCTHATAILHOTO Pa3BUTHsI — C MOMEHTa Havasia ciblianus [15].

[Tpu KOHHEKCHHOBBIX MYTalUsAX OBICTPO MPOrPECCUPYIOIIee YTHETEHHE CIyXa KINHIYECKHU YKe
MOJKeT OBITh 3aMeTHBIM K 6—8 Mecsity — 1 roxy. OgHaKo Mo03peHNs Ha HapyIleHne CIyXa BOSHUKA-
0T, KaK MPAaBUJIO, 3HAUUTEIBHO TO3Ke 110 MPUUNHE HEBHUMATEIbHOCTH MEUIUMHCKOTO TIePCOHAIA,
OCYIIECTBJISIONIETO MATPOHAK ¥ POAUTENEH. DT (HEHOTUITIUECKHE OCOOEHHOCTH CTAaIl OCHOBAHM-
eM JIJisl BHEJIPeHUsI B CTPAHAX, T/le UMEETCs] 3HAYUTENbHOE PACIIPOCTPAHEHNE TETEPO3UTOTHBIX HOCH-
teneit 35delG, nanpumep B I'perun, JJHK-ckpuHnHra BceX HOBOPOKICHHBIX C IIEJIbI0 PAaHHETO
(a ¥IMEHHO, ellle Ha JOKJIMHUYECKOM dTalle) BbisiBJeHus: HocurenberBa 35delG, co Bpemenem o6im-
raTHO ITPUBO/IAIIEr0O K Pa3BUTHIO TIyOOKOI yTparsl cayxa [13].

ITaroM, cJIelyIOIIM 32 BbISIBJIEHUEM JIOPEYeBOI TYTOYXOCTH, CTAHOBUTCS TIOCJIEI0BATEIBHOCTD
peabuINTAIMOHHBIX MEPOIPUATHIN, HAIIPABJIEHHBIX Ha IIPEeJOTBPAILEHIe, B IEPUOJ OTCYTCTBHS M-
MyJIBCAIIUHU OT CJIYXOBOTO PEIENTOPA, HEBOCIIOJHIMOTO B MOCIEAYIONNX MEPUOaxX KU3HU pebeHKa
U B3POCJIOTO, HEJIOPA3BUTHUSI IEHTPATHHOTO 3BEHA CIyXOBOTO aHATIM3ATOPA, PEUe/IBUTATETHHON KOPBI
[2]. Crparerns peabuimraliuu MareHTOB ¢ TIyOOKUMU HaPYIIEHUSIMH CIyXa KOHHEKCHHOBOI ITPH-
POJIBI CETOIHST CIMTAETCST Pa3paboOTaHHON (JBYXCTOPOHHEE CIIyXOMPOTE3MPOBAHUE, KOXI€APHAST UM-
[UTAHTAIVs, PaHHKE Cypaoleaarornyeckue sausatus ). IIpobiaeMa octaeTcst TOJBKO B paHHEH AHarHo-
CTUKE, YTO MO3BOJISET ONEePATUBHO MOJYUYUTh CJAYXOBbIE allliapaThl, CBOEBPEMEHHO OTIPENENUTD
MOKA3aHUs JIJIs ONEPAIUN KOXJIEAPHOW UMILTAHTAI[UY, BBITIOJTHUTD €€ ¥ HayaTh MPOoheccHoHaTbHbIE
cypnorenarornyeckue 3ausatust. Cerons, Korjla BHe[peHre TOCYIaPCTBEHHON TTPOTPAMMBbI ayIn0-
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