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Ha apTopedepar AUCCEPTALMOHHOM padoThl 3binapb, Mapunbl Bsayec1aBoBHbBI
«AJ1eJIbHOE pa3HooOpa3ue rena GJB2 y HacesieHus psijia peruoHoB Cuoupm»,
peacTaBJICHHOH HA COUCKAHHE YY€HOH CTEeNeHH KAHAUIATa OHO0JIOTHYeCKHX HAYK
no cneuuaabHocTH 03.02.07 — reseruka

PenteccuBnbie mytanuu B reie GJBZ (gap junction protein, beta 2, 13qll-ql2) sBisirorcs
OCHOBHOM I'€HETHYECKOM INPUYUHOM MOTEPHU cilyxa B OOJBIIMHCTBE PErMOHOB MHUpa. B Hacrtosiiee
BpeMs B rere (/B2 onucano okos0 400 MyTaliuii ¥ HEKOTOPBIE U3 HUX MOT'YT IPEBAJIMPOBATH B TOM
WIA UHOM peruoHe. M3ydeHue oCOOEHHOCTEM MYTAMOHHOTO criekTpa reHa GJBZ2 B pa3jMyHBIX
MOTYJISAIMUAX aAKTYaJlbHO JUIA YCTAQHOBJIEHUS MOJIEKYJISIPHO-TEHETUYECKOTO JHarHo3a OOJIbHBIM C
noreper ciayxa. He MeHee BaXHBIM SABJISETCA BbISICHEHHE (DAKTOPOB, BIMUSAKOIIMX Ha
pPacpoOCTPAHEHHOCTh OCHOBHBIX, MAXKOPHBIX, MyTallMi reHa GJB2 B pa3/IMyHbIX PErHOHax MUpa.

B pabore 3biiaps M.B. BBISICHAIOTCS M€XaHU3MbI pacpoOCTpaHEHHOCTH MyTauuu ¢.516G>C,
c.-23+1G>A, ¢.235delC »sToro rena, Ma)xOpHbIX y TYBHUHIIEB U aJTaMli€B, KOPEHHOI'O0 HACEJICHUS
PecriyOnuk TeiBa u Antai (FOxnas Cubups), a Takke myranuu c.35delG, yacTto onpenenseMon y
pycCKMX, mnpoxuBawumx B Cubupu. Couckarenb MNpoaHAIU3UpPOBAJIa BHYTPUTEHHBIE W
(yraHKupyromue red GJBZ reHEeTUYECKHE MapKephbl V I'OMO3UIOTHBIX HOCHUTEJIEM ITHX MYyTallUd U

BbISIBUJIA OOIME JJIsi TOM WJIM MHOW MYTallMM TalljIOTHUIIBI y4acTKa XpOMOCOMBI 13. DTU pe3yiabTaThl
CBHJIETEJIBCTBYIOT O IMPOMCXOXKIEHUH KaXIOM MaXXOpPHOM MyTallud OT OOIIEro mnpeaka U Hux
OCJIEAVIOIIEr0 HaKOIJICHUS B U3YYEHHBIX IOMYJISLMIX B pe3yJibrare 3@ pexra ocHoBares. s tpex
myTauu ¢.516G>C, c¢.-23+1G>A u c¢.35delG Obu1o omnpencsieHo OpPHUEHTUPOBOYHOE BPEMS HX
BO3HUKHOBEeHHMsS Ha Tepputopuud Cubupu. Kpome TOro, mojiyueHnl Ba)KHbIE I MOJIEKYJISAPHOU
JMAarHOCTUKHM JlaHHbIC: TMPHMYMHA MOTEPH CJiyXa Yy TIJyXuX OOJIbHBIX € MOHOALIE/IbHBIMH
perieccuBHbIMU GJB2-myTtamusimu u3 Pecnyonuku TeiBa He cBsizaHa ¢ reHom (JBZ; nBa BapuaHTta
nmocienoBarenpHocTH reHa GJB2 (¢.79G>A wu ¢.341A>(G), Haxomschr B CIiS-TIOJIOKECHUU, HE
aCCOIIMMPOBAHBI C TIOTEPEH ciiyXa y 00cien0oBaHHbIX BbIOOpKax Oo0JbHBIX. |lpoBeneH neraabHbIM
aHajIMu3 ajljIeIbHOro paszHooOpas3usi reHa GJB2 B 3THUYECKH CTPATU(PUIIMPOBAHHBIX (TYBHHIBI U
ajiTalllbl) BRIOOPKAX TJIYXHX IAIIMEHTOB M KOHTPOJIBHBIX BBIOOPKAX, 4YTO ITO3BOJIMJIO CPABHUTH JTH
BEIOOPKH C MOMYJISIIAOHHBIMU JaHHBIMH U3 npoekTa “1000 Genomes™ Ha OCHOBe 69 BHYTPHUIE€HHbIX
SNPs u nmokaszaThb, 4TO TYBHHIIBI U QJITAHIbl OTHOCITCS K BOCTOYHO-a3UaTCKOMY KJIACTEPY MOITYJISIIUH.

Pabora 3pimmaps M.B. BbIIIOJIHEHA Ha BBICOKOM METOAUYECKOM YpPOBHE, KakK B
3KCIIEPUMEHTAJIbHON, TaK U AHAJIMTHUYECKOM YacTU HMCCJICIOBAaHHUSA, MHOIWE PE3YJIbTaTbhl IMOJY4YCHDI
BIIEPBBIE, BBIBOJBI, CJEJaHHBbIE B paldoTe, XOpOIIO apryMeHTHpoBaHbl. Pe3yiabrarsl paOOTHI
onyOnMKOBaHbl B 6 crarbsix u3 crnucka BAK u ObuiM mpencrtaBiieHbl Ha MEXIAYHApOIHBIX H
BCEPOCCHHCKUX HAYYHBIX CUMITIO3MYMax U KOH(EPESHIIUSIX.

Takum 00pa3zoM, Ha OCHOBAHHWHU aBTOpe(dEepaTa MOXKHO CI€IaTh BBIBOJ, YTO JAHUCCEPTALlMOHHAS
padora 3biiapb MapuHbl BsuyecnaBoBHbI SBJSETCS 3aKOHYEHHBIM, aKTyaJbHbIM H IIPAKTHYECKH
JHAYUMBIM ~ MCCJIEJIOBAHHEM W IIOJHOCTBIO  COOTBEeTCTBYeT TpeboBanusiMm BAK  Poccuw,
pPEeAbIABISEMbIM K JUCCEpTALMsIM Ha COMCKAHME CTENEHU KaHjujara OMOJOrHYEeCKHX HaykK, a €e
aBTOp, Mapuna BsuecimaBoBHa 3bllapb, 3acC/IyKUBAET IIPUCYXKIAECHHsS Y4YECHOHM CTCICHHM KaHIMJaTa
Ouosiornyeckux Hayk no cnenpanbHocT 03.02.07 — reHeTuka.
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