OT3bIB
Ha aBTOpeepaT NMCCEPTALMOHHOM paGOThl HA COMCKAHHME YYEHOH CTEIeHH KaHIHaaTa
buonormyeckux Hayk MAPHUTBI CEPI'EEBHBI BAJIBI-XOO «M3YUEHMUE
MOJIEKYJISIPHBIX MEXAHU3MOB " PACITPOCTPAHEHHOCTH
HACJIEACTBEHHOH T'JIVXOTBI B PECIIYBJUKE TBIBA» 1o cremuanbHOCTH
03.02.07 — reneruka.

Ioteps ciyxa 3arparusaer Gonee yem 10% HaceNeHHs MHpa, YTO SBJISAETCS BAKHOM
MEIUKO-CONHANBbHOI npo0ieMOol. [IpHYMHEI HapyIIeHHs! CIlyXa MOTYT OBITh KaK CpPeOBHIC,
TaKk W ICHETHYeCKHe. B HacTosmee Bpems HacleACTBEHHbIE (OPMBI IOTEPH CIyXa He
IIOJIIAFOTCS  JIEYCHHUIO, IIO3TOMY aKTyalbHOM 3amaueil sBIseTcss paspaboTka Hambolee
9(Q}EKTHBHBIX Mep COLMAIBHOH peabHWIMTAlMH JIOAeH C moTepeif ciyxa. Tounas
MOJICKYJIIPHO-TCHETHYECKasl AHArHOCTUKA IeHETHYECKHX (DaKTOpOB, JIEKAIIUX B OCHOBE
OTHOJIOTHH HApYIICHHs CIyXa, II03BOJMT CBOEBPEMEHHO MpPEANpPUHATE HEOOXOAUMbIE
peabUIMTallMOHHbEIE MEPEI (CITYyXONPOTE3UPOBAHUE, KOPPEKIIHOHHOE 00yuYeHHEe), OLEHUTH
TCHETHYCCKHH DPHCK M TIPOBECTH MENHKO-TCHETHYECKOE KOHCYIHTHPOBAHHE CeMeil,
OTArOWIEHHBIX maroynoruel. Takke He MeHee BaXKHBIM SBISETCS SITHACMHOJOTHYECKHUIL
aHaM3 HAPYIICHHH CIyXa y HACENEHHs M aHaIH3 COLHO-IeMOrpahuuecKiX XapakTepHCTHK
W CTENEHM COIMAJIBHOW alanTalMu JIoJed ¢ mortepeit ciyxa. Mcxomsd M3 3TOro0 MOXKHO
CHIeaTh BBIBOJ O BaXKHOCTH U aKTyallbHOCTH BBIOPAaHHOM aBTOPOM TEMBI AUCCEPTALHOHHOTO
UCCIIEIOBAHUS.

ONHIEMHUONIOTHYECKHE, MOJIEKYIIPHO-TeHETHYECKHE M COLMO-AeMorpaduyeckue
HCCICIOBAHUS TIPOBEACHEI B OTHENBHO B3ATOM perroHe Poccuiickoit @enepamum —
Pecny6muxe TriBa.

B xone paGotsr aBTOopom cobpana mH(popmanus o 1407 GONBHBIX ¢ HApYLIEHHEM
ciyxa B Pecrybiike TriBa. M3ydens! pofociioBHble psina cemelf ¢ HApyIIEHHSMH CIyXa |
BBIABHHYTO MPEIONOKEHHE O HaTH4YUH OOJIce YeM OJHOTO I'eHa, KOHTPOJIUPYIOLIETO 3Ty
naronoruto B PecryOnuke TreBa. OueHéH maToreHeTHYECKHil BKJIAA OJHOTO M3 OCHOBHBIX
reHoB (GJB2), MyTaluu B KOTOPOM HPHBOJAT K Pa3BHTHIO K IOTEPE ciyxa. [lokazano, 4to
NPUCYTCTBHE OMAIUICIBHBIX PELECCHBHBIX MyTAlWif 3TOrO reHa y TYBHHIEB C NOTEpeH
ciyxa cocrapuier 18.8%. A penmeccuBras mytamms p.W172C (¢.516G>C) rena GJB2
SABJISIETCS. MXKOPHOH y TYBHHCKHX GOJBHBIX. Takike aBTOPOM MpOAEMOHCTPHPOBAHO, YTO
IOMYJIAMOHHAS  BBIOODKA TYBHHIIEB XapaKTePU3yeTCs BBICOKOM wactoTolt (11.57%)
ICTEPO3UTOTHOIO  HOCHUTENIBCTBA  pEIECCHUBHBIX  MyTtamuii renma GJB2.  Comwmo-
JieMOrpapuyecKne MCCIeIOBAHUS IOKA3ald OTHOCHTEIHHO BEICOKYIO acCOPTATHBHOCT

OpaKoB MeXTy ITyXHMH JII0A6MHU B Pecry6muke ThiBa.
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Pesynerater mccnemosanmit  Bams-Xoo M.C. paclIUpsAIOT IPEACTaBICHHUS O
PacnpoCTpaHEHHOCTH HACIIEACTBEHHOU IITyXoThl B Pecy6muke ToiBa, BKiane resa GJB2 u
OTHCTbHO B3fTBIX MyTalMd B HEM B mnatoredes 3abosieBanms. B menmom paGota
XapaKTECPHU3yETCs MUPOKUM CIIEKTPOM METOIOB HCCIIEIOBAHK.

BriBozib! u 3axmmodeHne, chopMyTHPOBAHHBIE B JAHHOI paboTe, JIOTHYHO OTPaXKarOT
peaM3anuio IMOCTABJICHHBIX 3a1ady, SBISIIOTCS B3BELIEHHBIMH H OOOCHOBAHHBIMH H
CBHJIETENILCTBYIOT O HAYYHOM 3PENIOCTH AHUCCEPTAHTA.

3amevanuii K comepxaHuio paboThl HeT. OIHAKO €CTh KOMMEHTapHH: B Ha3BaHUHU
PabOTHI 3BYUHT «H3yUCHHE MONCKYIAPHbIX MEXaHA3MOBY, OJHAKO ABTOPOM OIIMCHIBAIOTCS B
OCHOBHOM = MOJICKY/ISIDHO-TEHETHYECKHEe MEXaHH3MBI IIaTOreHesa. B aBTopedepare He
o0CyxkIaeTcs Kak Ta WM HHAs M3 OOHAPYKEHHBIX aBTOPOM 3aM€H BIHUSET Ha (DYyHKLIUH
Genka GJB2. IToCKONBKY maHHBIH 6Gelok B3aHMOJICHCTBYET C HECSITKOM APYIHX OENKOB,
MHTEPECHO OBUIO MPOCIEAUTh HAPYNIEHHEe [aHHBIX B3aUMOIEHCTBHIL IpU HATAIUH
NOTMMOPGHEIX BapHaHTOB. JTO, BO3MOXKHO, HPHBOIHT K HapyIIEHUIO HOPMAaIbHBIX
CHTHAIbHBIX IIyTeH, BeAylleMy K IJIyXOT€ M B CIydYasxX YaCTHYHOrO HIH IOJIHOTO
OTCYTCTBHH ITaTOJOIMYECKUX MyTaLHil.

PesynpTaTel paGoThl mpejcTaBieHbl B 18 MeUaTHBIX paboTax, B TOM uymcie B 4
CTaThsX B XKypHaiax crnucka BAK P®.

Ha ocHoBanuu aBTOpedepara MOXKHO c/eaTh BBIBOJ, 4TO JTUCCepTalMOHHas paboTa
Maputer Cepreesust Bans-Xoo siBisercs 3aKOHYCHHBIM, aKTyaJbHbIM M IIPAKTHYECKU
SHAYUMBIM HCCIICIOBAHUEM H TIOJTHOCTBIO COOTBETCTBYET BeeM TpeGosanmsm BAK Poccun,
IpCIBABIACMBIM K IHCCEPTALMSIM  HA COMCKAHHE yYeHOM CTCHeHH KaHIujara
Onomornyeckux Hayk, a ee aBTOp, Mapura CepreeBna banbi-Xoo, 3acmyxuBaer
TPHCYKACHUS  CTCNCHM ~ y4eHOH CTCNeHH KaHIWJaTa OHONOTHYECKHX HAyK [0

cnenransrocTr 03.02.07 - reneruka (6uonornyeckue HayKH).
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