OT3bIB
Ha aBTOpedepar aAnccepranuu JaHHIbYEHKO Banepuu KOpbeBHBI
«AHAJIN3 reHEeTHYECKOro0 KOHTPOJISi HAC/IeCTBeHHO MOTEPH CJIyXa B MONMYJISIUAX PsiIa
pernoHoB Cubupu», npeacrasiennoii B AHccepTauHOHHDIIN coBeT 24.1.239.01

(1 003.011.01) na 6a3ze ®I'BHY «®eaepaibHblii HCCIe10BATEILCKH]i neHTp UHeTHTYT
IHUTOJIOTHHU U reHeTHKH Cubupckoro oraesienus Poceniickoii aKaJeMHH HAYK»,

Ha COMCKAHHE YYEHOH CTeNeHH KaHAHAaTa GHOIOTHYeCKHX HAYK
no cneuHaabHocTH 1.5.7 — reneruka

JIncceprauronnas pa6ora JlaHUIbYEHKO Banepuu lOpbesHbl nocesiena MoseKy isipHo-
{ CHETHYECKOMY  M3YHYEHMIO 3THOJIOTMH HACJIENCTBEHHBIX (OPM MOTepH ciayxa B HEKOTOPBIX
peruoHax [OxHoi CuOupH. AKTyanbHOCTH pabOTHI 3aKIHOYAETCS B TOM, YTO BPOXKIAECHHAas
[JIyXOTa ABJACTCS ONHMM M3 HauOOJiee YaCThIX HACIEACTBEHHO-00YCIOBIECHHBIX 3a00/eBaHMUil
(Bctpeuaercs 1 Ha 1000 HOBOPOIKAEHHBIX). [lockonbky BpokaeHHAs WM BO3HHUKILAS B PAHHEM
ACTCKOM  BO3paCTE rIiyXOTa HE HMEET STUOTPOIHOIO JIEUEHMS, TO 3HAHHE MOJIEKYJISPHO-
FEHETHYECKOH TMPHPOAbI NoAoOHBIX 3a00JieBaHMiI HEOOXOAWMO HE TOJbKO JUIS JIHK-
AMATHOCTHKA W M@/IMKO-T€HETHYECKOr0  KOHCYNbTHPOBAHMS, HO W  NPeJCTABJSET
(byHAAMEHTAIbHYIO OCHOBY /ISl CO3aHHMs METO/OB JICYCHUS B Oyaywem. B Hactosiee Bpems
M3BECTHO O LIMPOKOM pa3sHOOOPAa3HH reHeTHYECKUX MPUYHUH HACAEAyeMBIX (hOpM MoTepH ciyxa,
OOYCJIOBJIEHHBIX CJIOKHOCTBIO (hU3MONOTHUECKUX [MPOLECCOB 3BYKOBoOcmnpusiTus. bonee Toro,
BIJIAL TCX HJHM HHBIX ICHOB B pPa3sBUTHEC BPOXICHHBIX HApYUIEHUH CllyXa CYLLECTBEHHO
BADLUPYET B 3aBUCHMOCTH OT reorpaMu W momyasiiMOHHOM CTPYKTYphl perdoHa. B cBsizu ¢
9TUM, LCNIbIO uccaenoBanus lanunbueHko B.FO. Gb110 BbIsSBIEHHE MOJIEKYISPHO-TEHETHUYECKHX
NPUYMH HACJACACTBCHHBIX (POPM MOTEPH CllyXa M aHalM3 UX PAaClpOCTPAHEHHOCTH B paHee He
MU3YyYCHHBIX PErHOHAX - CpeIM KOpeHHOTro HacesneHust PecnyOnuku TwiBa U AnTaii.

Jlns peLueHust nocTaBIeHHOMN Lieu JUCCePTAaHTOM Obiia chOPMUPOBAHA BEIGOPKA 0BIIEi]
9MCICHHOCTBIO D48 4enoBeK (250 MHAMBHAOB C HapyLIEHHWEM CiayXa M 298 — KOHTPOJbHas
rpynna, 6e3 npu3HakoB HapylieHHs ciyxa). BeIGOpKH MalMeHTOB MCCIeq0BaHbl ¢ MOMOLLBIO
KIIMHUYECKUX, (DYHKUMOHAJIBHBIX W MHCTPYMEHTAJbHBIX METOJOB HCCIIEOBAHMS, BKJIHOUYAs
KOMITBIOTEPHYIO TOMOIpaui0 BHCOYHBIX KOCTeH. [lOMCK 3THONOrMuYecKMX NpPUYMH MOTEPH
CllyXa BBIMOJHEH C TMOMOILBIO COBPEMEHHbIX OMOWHGOPMALMOHHBIX M  MOJEKYJSPHO-
PCHETHYCCKHUX METOAOB HccaenoBaHus. [lockonbKy s OOJBIIMHCTBA HACJIEACTBEHHBIX
3a00/1€BaHUMM, CBA3AHHBIX C OpraHamH cjyxa, XapakTepHa oOLias nmpobjieMa «MHOrO Ie€HOB -
OAMH (PEeHOTHI» (F€HETHYECKAs FETEPOreHHOCTD), IMCCEPTAHTOM ObUIM peasiu30BaHbl HECKOJIBKO
CTPaTEruH MOJICKYJISPHO-Fr€HETUYECKOro noucka. Ilepsasi ctpaTeruss OCHOBaHa Ha CeIeKTHBHOM
[10JTHOSK30MHOM CeKBeHUpoBaHWH (WES ananus), Bropas - Ha aHaju3e MOJHOM HYKJIEOTHIHOM
[OCJIEI0BATENILHOCTH (MpsiMOe cekBeHUpoBaHUe o CsHrepy) Haubojiee BEpPOATHBIX TIEHOB-
KaHAMAATOB. lak, oOpaiiaeT Ha ceOs BHMMaHUe MyTallMOHHBIN aHanu3 reHa SLC26A44, koTopblii
C OJHOH CTOPOHBI SBJIAETCS MaclWTaOHBIM - MOCKOJIBKY OBl MpOBEAEH Ha OOJBLIOH MO
4HUCJICHHOCTH KOTrOpTE MaLMEHTOB, @ C IPYrOM CTOPOHBI - J€Ta/IbHbIM, T.K. OCHOBAH Ha MpPsIMOM
CCKBCHMPOBAHUHU KOAUPYHOLIETro paioHa 3Toro reHa (21 sk3oH). HecMoTps Ha TO, 4TO AaHHas
CTpaTrerus IMOMCKa M0 OTHOLIEHHUKD K MOJA0OHBIM «KPYMHBIM» TI'€HaM SBJISIETCS BeChbMa
TPYAOEMKOH M MaJIONPUMEHUMOMN (M3BECTHO OYE€Hb Majo MoJ0OHBIX paboT), OHA MO3BOJIMJA
MOJIyYUTh HWCYEPNbIBAIOLIME JaHHbIE O CHEKTpE M 4YacTtoTe BapuaHTOB reHa SLC26A4 B
nonynsinusax HOxxuot CuOMpM M BBISIBUTH HE 3aperHCTPUPOBAHHBIA paHee HUIZIE B MHPE
YHUKaIbHbIH SLC26A4-Bapuant — ¢.1545T>G p.(Phe515Leu), pacnpoctpaHeHue KOTOPOro

OorpaHu4eHo teppuropuent Pecnyonuku TriBa.
Teopernueckas HoBU3Ha aucceprauMoHHOM padoTel JlaHuapyeHko B.HO. 3akirodaeTcs B

TOM, YTO C MPUMEHEHHUEM COBPEMEHHBIX METOAOB MCCJIEIOBAHUS MOJY4YEHbl HOBBIE CBEAEHUS O
crieuMUKe pacrpoCTPaHEHHOCTH MaTOreHETHYECKUX BapuaHTOB reHoB G.JB2, SLC26A44, OTOF,
RAIl B monynsauMsaX KOpeHHOro HaceneHusi TyBbl W AnTas. BniepBbie ¢ MPUMEHEHHEM METO/OB
MaclUITaOHOIO napajuleJibHOro CeKBeHUMpoBaHus 3k30ma (WES) BbIsSBIEHBI paHee He M3BECTHBIE




Bapuantbl C.1111G>C p.(Gly371Arg) u ¢.5254G>A p.(Glyl1752Arg) B renax OTOF u RAIl
BHOCALINE CYLICCTBCHHBIM BKJA/ B 3THOJIOTHIO MOTEPU cilyXxa y HaceneHus Pecnybnuku Anraii.

C NpakTHYECKOH TOYKH 3pEHMS MOJyYEHHBIE PE3YJIBTAThl O BKJAAE HACIEACTBEHHBIX [MPUYKUH B
obuieit cTpykType notepu ciayxa (50.5% — ans TyBuHueB U 34.5% — s aJITalulleB) MOTYT OBITh

[OJIC3HbI U151 Pa3pabOTKH PErHOHAIbHO-a1aNTUPOBAHHBIX METOIOB MOJIEKY ISIPHO-Te HETHYECKO
AMArHOCTHKH ~ HACJICACTBCHHBIX HapylleHWH crnyxa. Kpome Toro, pesysnerarel paGoThl
NPEACTABISAIOT Hay4YHbIH W MPAKTHYECKMH HHTEPEC IS MOJIEKYJIAPHO-TeHETHYECKHUX
MCCNICIOBAHUH HAC/IC/ICTBEHHBIX 3a00neBaHUi W MOryT GBITH WMCMOIB30BaHBI ISl pa3paboTKH
JICKIHMOHHBIX U MPAKTHYECKUX KYPCOB M0 F€HETHKE YeOBeKa, MPU MOArOTOBKE KaJpOB BbICLIEH
aTTeCTAllHOHHOW KaTeropuH.

B uenom, B aBropedepare aucceprauuu JlaHUIBYEHKO Banepun KOpbeBHBI B MOJIHOM
MEpE pacKpeiTa aKTyaJlbHOCTb TEMBbI, C(HOPMYJUPOBAHBI LEIb U 3a7a4d paboTbl, 0OOCHOBAHBI
HaydHass HOBM3HAa M MPAKTHYECKass 3HAYUMOCTb, [PEJACTABJIEHBI OCHOBHBIE TMOJIOKEHMUS,
BHIHOCHMBIE Ha 3aLIMTY. BBIBO/ABI aneKBaTHBI pe3yibTaTaM W COOTBETCTBYIOT MOCTABICHHBIM
3a71a4aM. [lOCTOBEPHOCTh K 0OOCHOBAHHOCTh MOJIyYEHHBIX PE3YJILTATOB HE BHI3bIBAET COMHEHHUIA,
MOCKOJIBKY KJIFOYCBBIC pE3y/IbTaThl MCCACAOBaHUA ObliM OMyOJIMKOBaHbl B aBTOPHUTETHBIX
Hay4yHBIX >XypHanax «MeauuuHckas reHetuka», «Genesy», «Diagnostics» u «PloS One» wu
HEONHOKPAaTHO OblJIM MNpEICTaBIEHbl M OOCYXKAEHbI HAa MEXAYHAPOAHBIX M POCCHHCKHX
KOH(pEpEHLMSIX.

Cuurato, 4To AMCCEpTalMOHHAas paboTa, BBHINOJHEHHAs 0] HAYYHBIM PYKOBOACTBOM

K.0.H. Ilocyx Oabru JleoHMa0BHBI cOOTBETCTBYET TpeOoBaHusM M. 9-11, 13-14 «[To10KeHuUs O
MPUCYKACHUH yueHBIX cTeneHen» (llocranosnenne IlpaBurenscrBa Poccuiickoii @enepanuu ot

24 ceHT0ps 2013 rona Ne842, B pen. [ocranosnenuii [IpaBurensctea PO ot 30.07.2014 Ne723,

or 21.04.2016 Ne3335, ot 02.08.2016 Ne748, ot 29.05.2017 Ne650, ot 28.08.2017 Nel1024, ot

01.10.2018 Nel168, ¢ u3m. BHecenHbiMu Pemenuem BepxoBhoro cyga P® or 21.04.2014
NeAKIIN14-115, IlocranoBnenuem [lpaBurensctBa P® ot 26.05.2020 Ne751), a ee aBrop

JlanunbueHko Banepuss FOpbeBHa 3acny’KMBaeT MPUCYKIAEHUS YUYEHOW CTENEeHM KaHIMAaTa
OMOJIOrMYECKHUX HAayK Mo crneuuanbHocTy 1.5.7 - reHetuka.

CoryiacHa Ha cOop, 00paboOTKy, XpaHEeHHE M Mepeaadyy MOMX IMEPCOHAIBbHBIX AAHHBIX B
pabore nucceprauronHoro coeta 24.1.239.01 (/1 003.011.01) na 6a3e ®I'BHY «®enepanbHbiii
uccaenoBarebCku HeHTp MHctutyr wmuronorun UM reHetuku CuOuUpckoro ortaeseHus
PocCUHUCKOM akaaeMuu HayK».

3aB. Hay4YHO-UCCJIE0BATEbCKOM JabopaTopueii
MOJIEKYISIPHOM OUonorum MHCTUTYTaA €CTECTBEHHBIX HAYK,
PI'AOY BO «Cesepo-Bocrounsiii ¢penepanbubiit yausepcutet um. M.K. Ammocoa»

/n.0.H. ®enopoBa CapaaHa ApkaabeBHa/

CBeaeHus 00 aBTope 0T3bIBA:

®UO Denopora Capaana ApkaabeBHa
YueHnas creneHb: JOKTOp OMonornueckux Hayk (crnenuaibHOCTh 03.02.07 — reneTuka)

J10/I2KHOCTD: 3aB. HAYYHO-HCCIIEA0BATEIbCKOH J1adopaTopueit MOJIEKYJIAPHOH OHOJIOruu MHCTHTYTa €CTECTBEHHBIX
HayK

Mecto padorsi: PI AOY BO «CeBepo-Boctounslii peaepanbHbiii yHuBepcuTeT M. M.K. AMMocoBa»

Aapec: 677013, r. JxkyTtck, yn.KynakoBckoro, 1.46

Ten/dpaxe: 7 (4112) 32-13-14

Caiit yupexaenusi: https:// www.s-viu.ru/
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