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«M3y4denne MOJIEKYISIPHBIX MEXaHM3MOB H PacCIPOCTPAHEHHOCTH
HacJIeACTBeHHOi riyxotsl B PecnyOnke TohiBay,
IpEJICTABICHHON Ha COUCKAHUE YIEHON CTeTICHU

KaHIUIaTa OMOJOTHYECKHX HAYK IO CIEHaTbHOCTH
03.02.07 - regeTHKA

IucceprammonHast padbora bansr-Xoo M.C. mnocBsieHa PENICHUIO BaXHOM
HAy4JHOH IpOOJIeMbl — BBISBICHHUIO TEHETHYECKHX (AKTOpPOB, JIEXKAIUX B OCHOBE
STHOJIOTHH HApYIIEHHUS CllyXa Cper KOPEHHOr0 HaceIeHUs Pecmy6nuxu TriBa.

AKTyaJbHOCTh JAHHOW PabOThl HECOMHEHHA, ITOCKOJIBKY TOYHAs MOJIEKYJIAPHO-
reHeTHYeCKash JUATHOCTHKA [O3BOJIAT BOBPEMs MPEIIPUHITE HEoO0XOMUMBbIE
peadMIINTAIMOHHBIE MEPBL:  CIYXOIPOTE3UPOBaHUE, KOPPEKIMOHHOE oOydeHue, a
TaK)Ke OLEHUTHL TIEeHeTHYeCKWd PUCK MW  IPOBECTH  MEIUKO-T€HETUYECKOE
KOHCYJIBTHPOBAHHE CeMEH, OTATOIIEHHBIX JaHHOW IIaTOJOIHEN.

ABTOpOM OBLLIM KCIIONB30BAaHBI BEChbMa Pa3HOOOpa3HbIe METOJbI HUCCICIOBAHNA,
TaKue, KaK: SIUIEMHAOIOTHUECKHUH aHaAIH3 PACIPOCTPAHEHHOCTH OONIE3HEH, CBSI3aHHBIX
c TmoTepeii ciyxa 1o Bceil Tepputopun PecryOnukm ThiBa; cerperanioHHBIA aHATM3
ANEpPHBIX ceMell ¢ HeWpOCEHCOPHOU TYTOyXOCTBIO/TIIyXOTOM, y KOTOPBIX OBLIN
WCKJTIOUEHBI 3THOJIOTMYECKHE CpefoBble (haKTOPBI, COBPEMEHHBIC MOJEKYJIIPHO-
reHeTHUYeCKHe MeTOJbl JJI BBIABIEHHsS MyTaruil reHa GJB2, a Takke CTaHIapTHBIC
CTAaTUCTHYECKHE METOLBL.

BrieuaTiiser 3HAYUTENBHBIM OO0BEM BHIOOPOK OOCIENOBAaHHBIX JIAI[ — 1407
GONBHEIX C MOTepeil cilyxa pasiuyHol stHosoruy, u3 HuX 201 GbuM OTOOpaHBI I
IPOBEACHUS  MOJIEKYJIAPHO-T€HETHYECKOrO  aHaJIM3A. CownckareneM  JIMYHO
copMupoBaHEl HcclelyeMble BBIOOPKM B I. KBI3bUI ¥ BO BCEX aJIMHMHMCTPATHBHBIX
paiionax Pecrny6nuku ThiBa, POBEIEHO aHKETHPOBAaHUE, COOPAHBI o0pasipl KpOBH.
ABTOp IpHHMMA] HENOCPEACTBEHHOE YYacTHE B  BBIIONHEHAM TPYAOEMKHX

MOJIEKYJISIPHO-TCHETUYECKUX MCETOAUK, BBIIIOJTHHII CTaTUCTHUYCCKYIO o6pa60TKy

JaHHBbIX, HpOBéH AHAJIN3 MaTCPHUAJIOB.



BaXHBIM pe3yJIbTaToM BBINOIHEHHOH paboTHl SBISIETCS CO3JaHHE B Pecmy6mke
ToiBa equHOM 6a3bl HAaHHBIX O OombHEIX (1407 dYen.) ¢ pasnmuYHBIME (HOpMaMH
TyrOyXOCTH/TIyXOTbl, a TaKkKe HpOBEJeHHe JIHIEMHOJIOIHYECKOro — aHaln3a
HapylLleHni ciyxa. [Ipu 5TOM BBIIBIEHO, 9TO M04TH 70 % GONBHBIX MMEIOT TSDKENbIE
COLMANBHO-3HauNMble (OPMBI TIOTEPH CIyXa, TpeOyrollue OKa3aHUs MEJMKO-
COIMANBHBIX PeaOUINTAIIOHHBIX Mep. PacipoCTpaHeHHOCTh TYTOYXOCTH/TIIYXOTEL
pasnmgHO# sTHONOrHK B PeciyOnuke TrBa coctaBuna B cpexeM 1 : 220 gen

CTOUT OTMETUTH TAaKOM acCIeKT BHIOJIHEHHON paboTHI, KaK IOJIy4YeHHe COLUO-
HemMorpadIUecKix ¥ MCHXOCOUMAIBHBIX XapaKTePHCTHK COOOINECTBa IIYXUX JIFO/eH,
YTO TTO3BOJIWIO BBIICHATH OCOOEHHOCTH MX OpauHOM CTPYKTYpHI, OLEHUTh YPOBEHb UX
GHONOTHIECKOH  NPHCIIOCOONEHHOCTH (TapaMeTpbl PENpOdyKLIUH) U  CTEleHb
aJanTalyy K COIUyMy.

Ho Hamboniee BIEUATISIONIMM SBISETCS MOJEKYJISIPHO-TEHETHYECKUN Da3Jiel
naHHOM pab6oTel. Bamsi-Xoo M.C. oOHapyxwuna, YTO NATOreHETHICCKUN BKIAJ IeHa
GJB2 (Cx26) B 3THOIOTHIO TIOTEPH CIIyXa COCTaBIAET Y TyBHHIEB 0Kojio 20 %, U eto
ObUla BBICKa3aHa THUIIOTE3a, YTO HSTO, BEpPOSTHO, MHUHHMMAIIbHAs OIEHKa, TaK Kak
BBISIBIICHUE CEMEMHEBIX ciydaeB «Cx26-HEraTuBHOW» IIIyXOTHI MOXET yKasbplBaTbh Ha

IIPUCYTCTBUE IPYTUX, IIOKA HCYCTAaHOBJICHHBIX, I'€HOB.

ABTOpPOM BBHIABJIEHBI ¥ TyBHHCKHX OONBHBIX ISTH PEIECCUBHBIX MyTallUil TeHA
GJB2 - p.WI172C, IVS1+1G>A, ¢.235delC, p.V371 u c¢.299 300delAT, cpenu
KOTOPBIX mpeobmamaror Myramun IVSI+1G>A (38.6%) u p.WI172C (51.5%).
YuputsiBad, uro mytamus p.W172C (c.516G>C) obnapykeHa B HacTosIIee BpeMs C
BBICOKOM 9aCTOTOH TOJNBKO B IOMYJISAIUA TYBHUHIEB, bansl-Xo00 M.C. npeanosoxuia
KIIOYEBYI0 poib d(dexTa OCHOBaTedsd B €€ IIMPOKOW PpaclIpOCTPAHEHHOCTH Ha

tepputopun Pecrry6muku TeiBa.

Pe3ynsTaThl JAaHHOM pabOTHI, BBHIIOJHEHHOH aBTOPOM B TedyeHWe 6 JeT, He
BBI3BIBAIOT COMHEHHH, IMOJTy4YeHHBIE BBIBOABI COOTBETCTBYIOT 3asBICHHBIM LEIIM H
3ajjaqaM, anpobamys IpoBeleHa Ha 11 KOH(EPEHIHSIX M CHMIIO3MyMax B HaIleH

cTpane ¥ 3a pyGexom B 2011-2015 rr. ABTopedepaT Xopoumio 0QOpMIIeH, HayIHEIE



nyOJIMKAIMA 10 JAHHOH TeMaTHKe U3JI0KeHbI B 18 myOnmuKanusax, B TOM 4ucie B 6 u3
HHX, BKIIIOYEHHEIX B IIepedeHb, pekoMeHmoBaHHbX BAK Muno6prayku Poccun.
Takum o6pa3zoMm, mauccepTaunonHas pabora bagel-Xoo M.C. «Msydenwme
MOJIEKYJIIPHBIX MEXaHW3MOB W PACIPOCTPAHEHHOCTH HACIEACTBEHHOMW INyXOTHI B
PecniyOnvike ThiBay SIBJISIETCS] 3aKOHYEHHON HAyYHO-KBaNU(UKAIIMOHHOW paboToH, B
KOTOpOM pellleHa akTyaJdbHas 3aJava, MMeEIolNas CyIIEeCTBEHHOE 3HaueHHe i
[IOHMMAaHUS TE€HETHMYECKMX OCHOB BaXHOTo opdaHHOoro 3aboneBaHus —
TYTOYXOCTH/TIYXOTBI ~ Pa3IMYHOM  3THOJIOTUUM CPENM  KOPEHHOrO  HaCENECHHS
PecnyOnuku TeiBa. JluccepTanuonHas paboTa COOTBETCTBYeT TpeOoBaHMSAM II. 9
«[TonokeHuss © TMOPSAKE MPUCYXKJAEHWS YUYEHBIX CTeleHel» (IIOCTaHOBIIEHHE
IIpaButensctBa Poccmiickoii @enmepanum ot 24 centsiops 2013 1. Ne 842),
IpEIBSIBIIEMBIM K KaHAUIATCKAM AuccepTanysM, a e€ aBrop — bagsi-Xoo M.C. —
IOCTOMHA MPHUCYXACHUS YUEHOM CTermeHW KaHauAaTra OWOJIOTMYECKHX HAyK IIo

cnenuainprHocty 03.02.07 — reHeTHKa.
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