OT3bIB

Ha aBropedepar muccepranuu JlamumabdeHko Banepunm IOpbeBHBI «AHauu3
FeHeTHYECKOr0 KOHTPOJISI HAC/JeJICTBEHHOH MOTEpH cJIyXa B NONYyJAUUAX PpsAaa
pernonos CuOupm» IpEICTaBICHHOM Ha COMCKAHHE YUYEHOW CTENEeHH KaHIuaaTa
OMOIOrMYECKUX HayK IO crenuanbHocTH 1.5.7 — ['eHeTHKa

IToreps cityxa siBIsieTcs paclpOCTpaHEHHBIM MOHOTEHHEIM 3a00JIeBaHHEM, IS
KOTOPOI0 XapaKTepHa BBICOKAs IEHETUYECKas IeTepOreHHOCTh. YacToTa MaTOreHHBIX
aJuleNiell  OCTaeTCss HEM3Y4YEHHOM BO MHOTMX IMONMyJALMAX deloBeKka. M3yueHnwue
pa3HooOpasus TIEHOB, ACCOIMHPOBAaHHBIX C IVIyXOTOM, NPENCTaBIAET HHTEPEC I
ITIOHUMAaHUsI MOJIEKYJIIPHBIX MEXaHU3MOB JTHOJIOTMH HaHHOro 3aboneBanus. Pabora
Banepun IOppeBHBI JIaHMIBYEHKO IOCBSIEHA MCCIEHOBAHUIO psga reHoB (SLC26A44,
RAIl, OTOF), accouMMpoBaHHBIX ¢ TOTeped CIyXa, Ha YHHUKAJIbHOW BBIGOPKE,
BKIIIOUaromie oxkurened Antas u TeiBel. FccienoBaHuHe BBIOJTHEHO Ha BBEICOKOM
METOUYECKOM YPOBHE C MCIIOJB30BAHHEM COBPEMEHHBIX MOJIEKYJISAPHO-TeHETHUECKHX
METOJOB, C NPHMEHEHHWEM KOPPEKTHBIX CTATUCTHYECKUX MeETOHOB. JlOCTOBEPHOCTH
pe3yNbTaTOB HE BHI3BIBAET COMHEHHUs, TaK KaK OHM IMOJIy4eHBI Ha OOnbIIOM o6BEME
HCCIIEIOBaHHBIX BEIOOPOK.

Bonpnmm npenMyImecTBOM AaHHOM paGOoTHI ABIAETCS CEKBEHUPOBAHUE U aHAIIH3
BCel koaupyromei obinactu reHa SLC2644 y nmanueHTOB ¢ moTepeit ciyxa. Biaromaps
XopoleMy pasMmepy BEIOOPKM Kak HOcHTeNel 3a00neBaHus, Tak ¥ KOHTPOJIBHOM TpyIIIEI
aBTOpPY YIAlOCh OLEHHMTh YacTOTYy TIE€TEPO3UIOTHOrO HOCHUTENBCTBA OOGHAPYKEHHBIX
PELIECCUBHBIX MyTallui maHHoro resa. Kpome rtoro, aBrop pacumpun paGoTy myTem
PEKOHCTPYKUMH MPEAKOBBIX TalJIOTUIIOB INPOTSKEHHBIX PaiOHOB, (IAaHKUPYIOUIMX T'eH
SLC26A44, na ocHoBe reHorunupoBanuss STR- u SNP-mapkepos. J[ns momcka
TEHETUYECKUX MPUYMH IIOTEPH Cllyxa B TPEX alTaliCKUX CEeMbSIX IPOBEAEHO
JONOIHUTENBHOE CEKBEHUPOBAHUE IIONHBIX 9K30MOB, B PE3yJbTaTe KOTOPOIO YAaloCh
BEIIBUTh JIBa HOBBIX HEOIMCAaHHBIX paHee BapuaHTa B reHaX OTOF u RAII. Ten RAII
KOIMpYeT TPaHCKPHMIIIMOHHBIM (akTop M B JaHHOW paboTe accolMalys €ero ¢
HECHHIPOMAJIbHON MOTEPEH Cllyxa II0Ka3aHa BIIEpBEC. B pesyibrare MnpoienaHHOM
paboTeI yCTaHOBIIEHA N0 FTEHETHYECKHX (JOPM MOTEPH CIyXa B BEIGOPKAX HCCIIELYEMBIX
nauueHToB: 28,2% — y TyBuHIEB (reH SLC26A44) u 19,4% — y anraiiues (reas SLC26A44,
RAIl, OTOF). CyMmapHO, C YY€TOM IIOJy4YEHHBIX paHee HaHHBIX M0 reny GJB2,
MOJIEKYJIAPHO-T€HETUYECKHM TMarHO3 MOXKET ObITh YCTAHOBJIEH /IS CYINECTBEHHOM NOIH
06CIIeIyeMBIX ALHEHTOB C riayxoroii (50,5% — mns tyBuHneB u 34,5% — [ anTaiies).

IIpakTiyeckas 3HAYMMOCTh PE3YNIBTATOB HCCIIENOBAHUS HE BHI3HIBAET COMHEHHUS,
TIOCKOINIBKY IIOJIy4€HHEIE JaHHbIE MOTYT OBITH MCIIONB30BAHBI IS CO3IAHMS PETHOH-
crienuuynoi JHK-1uarHocTuky noTepu ciayxa.

3ameyanuii 1o aBTopedepaTy npakTHdeckd HeT. Ha pucyHkax 2 u 4 s OB
IIOCOBETOBaNl B OyaymeM M00aBIATE U NPEACTABUTENCH KOHTPOIBHON IPYIIbI, YTOOHI
IIPOAEMOHCTPHPOBATh, YTO BCe paioHbl PecmyOmuk Austaii u ThiBa BOBJIEYEHEI B
HCCIIeIOBaHKE M HAIVIsAAHEH OBl BRIMVIAZENA YaCTOTa BCTPEYaeMOCTH MyTaHTHBIX aJlIelIeH.



ABTOpE(epaT MONHOCTBIO OTpaKaeT pe3ynbTaThl HccaenoBaHusa. I[lo Teme
AHUCCEPTALlHOHHOM paboTel omy6uukoBaHo 7 craTeif B PCLECH3UPYEMBIX HAy4HBIX
KypHaiaX, BXOASMMX B nepedeHb BAK, u omHoif riaBe B MOHOrpaduu (B Tpex
MyOIMKAlUSIX — COMCKATeNb  SIBJISETCS NEPBBIM  aBTOPOM). Marepuansl  pa6GoTel
TIPE/ICTAaBIICHEI Ha MEXTYHAPOJHBIX ¥ POCCHACKMX KOH(EPEHIIHSAX.

Hcxons u3 npezcraBieHHOro aBTopedepara, chOpMyTUPOBAHHBIM TIONOKEHUSIM,
BBIHOCHMBIM Ha 3allUTy, BBEIBOJAM U OIyOIHKOBaHHEIM paboTaM 110 Teme JUCCEPTAITHH,
CUMTalo, 4ro pabota Jlanunpuenko Banepun FOpneBrbl «AHamM3 T€HETHYECKOI0
KOHTPOJI HACNC/CTBEHHOH IIOTEPH CilyXa B INOMYJISLMAX pAJA PECHOHOB Cubupm»
orBeyaeT TpeboBaHuaM 1.9 IlonoxkeHus o NPUCY)KICHUH YYEHBIX CTENeHel,
YTBEPKACHHOIO MOCTaHOBIeHUEM [IpaBuTenscrBa Poccuiickoi Denepanuu Ne42 ot
24.09.2013r., a ee aBrop JlaHMIBYEHKO Banepus FOpbeBHa 3aciyxuBaer TIPUCY K ICHUS
VICKOMOM CTEIeHM KaHu1aTa OHOJOTHYECKIX HaYK IO CeUalbHOCTH 1.5.7 — 'eHeTHKA.

3aBenyromuii 1aGopaTopuii CpaBHUTENLHOM FeHOMUKH
OI'bYH UHcTuTyT MONEKyIIpHOM U KieTouHo# 6uooruu CO PAH,
AokTop 6uonoruyeckux Hayk (03.01.07 — OJICKYJISIpHAsi TeHETHKA)
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Iloamucs mokTOpa GHONTOrHYECKHX Hayk Tpudonopa Bnamumupa AlnexcaHIpoBHyYa
3aBepSIIO:

Yuenstii cexperaps ®I'BYH UnctutyT MOJIEKYIAPHOH U KileTo4HO# Guomorun CO PAH,
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