OT3BIB Ha aBTOpedepar AuccepTaluu
Pomanosa I'eoprus [IpokonbseBruya Ha Temy «MoaeiHpoBaHHe IHHAMHKH
pacnpocTpaHEeHHsI AyTOCOMHO-pPelecCHBHOM I1yxoTbl 1A THna B
H30/IHPOBAHHOH MONYJISIHH Ye/JI0BEKa, B 3aBHCHMOCTH OT JaBJICHHs 0TO0pay,

[IpeCTaBIIEHHON HAa COMCKaHME YYEHOM CTENEHU KaHAuaaTa OHOJIOTHYECKUX HayK
o crenuajbHOCTIM: 1.5.7 — reHetrka v 1.5.8 — MatemaTuyeckas OMOJIOIUs,
OMOMH(MOpPMaATHKA

Jluccepranmonnas  pabora PomanoBa I'eoprus llpoxonneBnua
[IOCBSIIEHAa KOMIIBIOTEPHOMY MOJETUPOBAHUIO PACIPOCTPAHEHHUS OJIHOM U3
HauboJiee YacTBIX (GOpM IMOTepU CIIyxa, HAcleAyeMOH ayTOCOMHO-PelleCCHUBHO.
AyTOCOMHO-PELIECCUBHBIM THUIT HAcllelOBaHUs [JaHHOM (POPMBI TMOTEPH CiyXa
I0JITO€ BpeMsl He I03BOJIST BBIIETUTh €€ CPeld MHOXECTBA CXOXKHMX (DEHOTHIIOB.
MosieKyJIApHO-T€HETHYECKUE METO/IbI UCCJIEIOBAHUS [TO3BOJIUJIU
uaeHTHGuUHpoBate red GJB2, KoOUpPYIOLMH TpaHCMEMOpaHHBIM — OEJIOK
KOHHEKCHUH 26, MyTallMOHHBIE MMOBPEKACHUS B KOTOPOM, KaK 0Ka3ajocCh, SABIAIOTCA
OCHOBHOM NPHUYMHON HACIEJACTBEHHOW BPOXKICHHOHW TYTOYXOCTH M TIyXOThI B
mupe. B nocnenyromeM gaHHas ¢opma 3aboneBaHusl Obula KiIacCH(HUIMPOBAHA

KaK ayTOCOMHO-pelieccuBHas riyxota 1 A tuna (APL 1A).

3BeCTHO, YTO BKJal MATOMEHHBIX BapHaHTOB reHa GJBZ coCTaBisAeT B
cpenHeM okoio 17,3%, u BapeupyeT oT 4% 10 50-60% y npeacTaBuTeen pasHbIX
MOMyJSLMIA M ITHOCOB. B Hacrosiiee BpeMsi OJHOH M3 Haubojiee aKTyalbHbIX
3a/1a4 SBJISETCS OLIEHKA JUHAMHMKH PacnpOCTpaHEHHUs NaTOJOTMYECKUX BapHaHTOB

rena GJB2, o6OycnasnuBaromux APIT 1A tuna. OJOHako MOCTPOCHHUE

PEATUCTUYHBIX [IPOrHO30B 3aTPYAHEHO BBICOKOH reTePOreHHOCTBIO

HACJIEJICTBEHHBIX (DOpPM IIOTEPHA CJyXa BO MHOI'UX IIOIYJIALHUAX, ITOCKOJIbKY

HEOOXOQHMMO YYHTBIBATh OOJBILNOE KOJMYECTBO BCTPEUAIOLIUXCH IEHETHUYCCKHX
TOKYycOB. B CBSI3M € OTHM, HeJbI0 MCCIEJOBaHUS JUCCEPTALUOHHOM padOThI
[eoprus IIpoxombeBrnda PomaHoBa  ObLIO  MOACIMPOBAHMC  TMHAMMKH
pacripoctpanenuss API' 1A Tuna, B 3aBUCUMOCTH OT MHTEHCHMBHOCTH JICUCTBUA
orGopa B M30JMPOBAHHOM IOMYJIALMH YeloBeKa, B KOTOpOW NpeodanaeT OiHa

¢bopMa naHHOTO 3a00JIeBaHHS.




JIns pelleHUs IOCTaBIEHHOW wLemu B pedepeHCHOH nomyJsiundd Oblia

chopMUpoOBaHa BbIOOpKa 00IIed YUCICHHOCTBIO 438 4enoBeK (167 MHAMBHUADI C
HapyleHueM ciayxa u 271 — cuOcbl, 6e3 NpU3HaKoB HapylleHus ciyxa). Ha ocHose
IOJIy4EHHBIX (AKTHYCCKUX JaHHBIX O OpayHOH CTpPyKType, HNapaMeTpax
PENPONYKIIMH, [0J€ KOMIUIEMEHTapHbIX OpakoB M 4acToTe MyTauui reHa GJBZ
cpeay TIyXUX JIIOJeH, NUCCepTaHTOM pa3padoTaHa areHTHO-OpHUEeHTHPOBaHHAs
koMIbroTepHass nporpaMma. (OCHOBHbBIE QITOPUTMBI  JaHHOM MPOTPaMMBbl
MO3BOJIAIOT CHUMYJIMpOBAaTh JHHAMUKY pacrpoctpaHenus APIT 1A Ttunma wu
ClIOCOOHBI  YYUTBHIBATh  JBOJIIOLMOHHBIE  CLICHApWH, pasjM4yaromuecs 1o
MHTEHCUBHOCTHU JIEHCTBUS €CTeCTBEHHOro ordopa (oTdop, ocnabieHHbIH 0TOOp U
IpM YCJIOBHM OTCYTCTBHSI OTOOpa). B pesynbpTaTe, AUCCEPTAHTOM BIICPBBIC
MOJy4eHbl HOBBbIE CBEIEHHUs O XapakTepe pacrnpocrtpaHéHHocTH APIT 1A Tuna B
pedepeHCHOM  IOmyJSiMU, KOoTopas  OOyCIIOBJIeHa  BBICOKMM  BKJIaJOM
ouasieNbHbIX MyTalii reHa GJB2 (Oonee 40%), u B HAcCTOALIEE BpPEMA
MOJIEPKUBAETCS KaK TeHEeTHUYECKUM Ipy30M MOMYJIALHWH, TaK H CJIOXKUBILIEHCS
OpauHOM CTPYKTYpOM TJIyXOro HaceleHHs C BBICOKOW J0JIeM acCOPTaTHBHBIX
opakoB (0onee 77%). CoryiacHO HaHHBIM MAaTeMAaTUYECKOro MOJETMPOBAHNA
nuHamuka pacnpoctpaHenus APl 1A Tuma B H30JMPOBAHHOW MOMYJIALMH
yeoBeKa, MOYET 3aBHCeTh OT MHTEHCHBHOCTHU JIaBJIEHHUSI OTOOpa IO TIIIYXOTE,
KOTOpOEe B MOJEIH ONpejelsieTcsi coueTaHueM [1apaMeTpOB areHTOB (THII Opaka,
beHoTMN, A3bIKOBas T[OMOTaMUsl M POXIaeMOCTh).  /lOCTOBEPHOCTH U
000CHOBAHHOCTh BBIBOJOB W OCHOBHBIX ITOJIOKEHUH BBIHOCHMBIX HA 3allUTY, HE
BBI3LIBAIOT COMHEHHM, IIOCKOJIBKY OCHOBHBIE TIIapaMeTpbl MOJECJIH ObLIIH
BepU(PUIUPOBAaHbl M BaJlWJMPOBaHbl peaJbHBIMU NaHHBIMH, I[IOJIYHEHHLIMU B
pedepeHCHON MOMYISALHH.

Hay4yHnas ¥ TeopeTHyecKas 3Ha4MMOCTb paOOThI 3aK/IIOYAeTCs B TOM, 4TO
KOMIIBIOTEPHAs CHMYJISILMS IIpOBEJAEHAa Ha MOJCIH IOIyJIsSUUH B BoctouyHon
Cubupu, I KOTOPOH TIOKazaH MHPOBOM MAaKCHMyM HaKOIJICHUA OJTHOM
autenbHoM GopMbl APIT 1A Tuma, oOyci0BI€HHOW TOMO3UTOTHBIM BapUAHTOM,

3aTparvBalOLIMM JOHOPHBIH caiT crakicunra reHa GJB52. [Tocne u3ydeHus TaKUX




OTHOCHUTEJILHO HEOOJBIINX COOOIIECTB, I KOTOPBIX MOXHO MOJYYHTb YCTKOC
[pe/ICTABJIEHHE O XapaKTepe B3auMOJIEMCTBUI BHYTPH IPYIII, CTAHET BO3SMOKHbLIM
n3ydeHue Ooyiee KPYMHBIX COOOLIECTB — HANPUMeEp, TAKUX KaK MEraroJMCel, 4To
[peACTaB/IseT 3HAYNTEIbHBIH HAay4YHBIH M MMPAKTHYECKUH MHTEPEeC IJIS IeHeTHKO-
SMIUAEMHOJIOTUYECKUX, reHEeTUKO-JIeMOrpauyeCKuXx 5| MOJIEKYJIAPHO-
reHeTHUeCKUX WCCIeNOBAHMI HACJIeICTBEHHBIX MOHOTeHHBIX 3a00JIEBaHUH. C
MPaKTHYECKOM TOUKH 3pEeHMS pe3ynbTaThl pabOThl MOTYT ObITh PEKOMCHIOBAHBI
s pa3pabOTKH JIEKUMOHHBIX M TMPAKTHYECKHUX KYypCOB IO MeJMIMHCKOU
reHETHUKE.

B aBropedepare aucceprauuu PomanoBa I.1l. packpeiTa akTyalbHOCTb
TeMbl, cOPMYIMPOBAHBI L€k U 331aui paboThl, 000CHOBAHbI Hay4HAas HOBM3HA U
[IpaKTHYecKas 3Ha4MMOCTb, IIPE/ICTABJICHbI OCHOBHBIE TMOJIOKEHHUS, BHIHOCHMBIC Ha
3alUTy. BBIBOABI aJE€KBaTHbl pe3yJbTaTaM M COOTBETCTBYIOT ITOCTABICHHBIM
3amayaM. J[OCTOBEPHOCTh M OOOCHOBAHHOCTH IOJNYYEHHBIX pe3yJIbTATOB, HE
BbI3BIBACT COMHEHHH. Pe3yapraTbl HCC/I€AOBaHHA  HEOJHOKPATHO ObLIH
[peCTaBIEHBl ¥ 00CYXK/ICHBI Ha MEKIYHAPOJHBIX H POCCHHUCKHUX KOH(DEepeHLIUIX.
OCHOBHbIE DE3YJIbTaThl OMyOJIMKOBaHbI B aBTOPHUTETHBIX HAy4HBIX JKypHAJIAX,
pexkomenoBanHbIX BAK («I'enetuka» U «MeInIMHCKas r€eHETHKa»), a TaKXKe B
xyprainax uaaekcupyeMmsix WoS u SCOPUS («Plos One» u «Biology-Basel»).

Cymrato, 4TO  JMcceprauuonHas  pabora  PomanoBa  leoprus
[IpokonbeBHYa, COOTBETCTBYET TPEOOBAaHHAM II. 0-11, 13-14 «llomoxenus o
IPUCYXKIEHUM Y4YeHbIX crerneHei» (lloCcTaHOBICHUE [IpaButenbcTBa Poccurckon

Qemepauu  oT 24 centsiOps 2013 roma Nesd4Z2, B pen. [TocTaHOBJICHUH
[TpaBurensctBa P® ot 30.07.2014 Ne723, ot 21.04.2016 Ne335, ot 02.08.2016
Ne748, ot 29.05.2017 Ne650, ot 28.08.2017 Nel024, o1 01.10.2018 Nel1168, ¢ u3m.

pHeceHHsIMU Pemennem BepxosHoro cyaa P® ot 21.04.2014 NeAKITM14-115,

[MocranoBnenueM IlIpaBurensctBa P® ot 26.05.2020 No751), a ee aBTOp

3acTy’)KABAeT MPHUCYKIEHUS YYEHOU CTENEHN KaHAW/1aTa OMOJIOTMYECKHUX HayK I10

crienuanabHoCcTIM: 1.5.7 — TeHEeTHKa U 158 — mareMaTh4deckas Owuosorus,

OuoMH(pOpPMATHUKA.




CortacHa Ha cOop, 00pabOTKy, XpaHEeHHE U Nepeavyy MOUX I€PCOHAIbHBIX
NaHHBIX B paboTte auccepraimoHHoro coseta 24.1.239.01 (/] 003.011.01) nHa Gaze
OI'BHY «®enepanbHplii HMcCIeq0BAaTeIbCKUM LEHTP MHCTUTYT IUTONIOTHM H

reHeTUKu CuOupcKkoro otaeieHuss POCCUUCKON akaeMUH HayK».

3amMecTuTellb ~ OUpEKTopa IO  HaydyHo  pabore  denmepalibHOIO
FOCYJIapCTBEHHOIO OOJIKETHOIO HAYYHOTO yupexaeHus «MeauKo-reHeTUH4ecKun
Hay4HBIM LIeHTp uMeHHM akagemuka H.I1. boukopa», MOKTOp MEOUIIMHCKHX HayK

(cnenuansHOCTh 03.00.15 «reHeTuka) }
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CBe/ieHHs O COCTABHTEJIE OT3EI

Mxesckas Bepa JleonngoBHa
Anpec mecta pabotsl: 115522, r. Mocksa, yi. MockBopeube, 1. |

deepanibHOE TOCYIAapPCTBEHHOE OOPKETHOE HAy4YHOE YUPEXKIACHHE «Meauko-
reHeTUYECKUM Hay4HbIi LeHTp uMeHu akaaemuka H.11. boukoBay

JIOJIKHOCTD: 3aMECTHUTENb JUPEKTOpa 110 HAy4HOH padoTe
E-mail coctaBuTens otr3eiBa: izhevskaya@med-gen.ru

Ten.: +7 (499) 324-12-39
CaiiT opranu3zanus: https://med-gen.ru, e-mail: mgnc@med-gen.ru.




