OT3bIB na aBTOopedepart
AuccepTaHOHHOM pa6oThl 3pinaps, Mapunbl BsaueciaBoBHBI «AllTeIbHOE pa3HOOOpa3He reHa
GJB2 y nacejienus psifa perioHoB CuOHpmn», NpeACTABJCHHOI HA COMCKAHHE YIYEHOH CTENeHH
KaHIUAATa OMOJOTHYecKHX HAYK 1o crenuaJbHocTH 03.02.07 — reneTnka

H3BecTHO, 4TO pelieccMBHbIe MyTauud B reHe GJB2 (13qll-ql2), xonupyromem
TpaHcMeMOpaHHBINA 6eslok KoHHEKCUH 26 (Cx26), sBAAIOTCS OCHOBHOM I'€HETUYECKON MPUYMHOMN MOTEpHU
ciyxa B OOJIBIIMHCTBE perdoHoB Mupa. B rene GJB2 onmcaHo okoino 400 Myranuii, BCTpeuaeMoCThb
KOTOPBIX BapbHPYeT B TOM MJIM MHOM pETHOHE, a HEKOTOpHIE SBISIOTCS BHICOKOCHELM(PUUHBIMHU IS
OTpeIeICHHBIX MOMYJISALUHI.

B pab6ore M.B. 3plapp usyyarorcs akTophl, NpuBeAIIMEe K BBICOKOH yacToTe GJB2-MyTauuii
c.516G>C, c.-23+1G>A, ¢.235delC y xopeHHoro Hacenenus TyBbl 1 AnTas, a Taroke Mytauuu c.35delG y
PYCCKHX, MpoXkuBaromux B CHOUpU. ABTOp, HA OCHOBE M€HOTHITUPOBAHUS MOJIUMOPPHBIX T€HETUYECKUX
MapKepoB, BHYTPUTE€HHBIX U (praHkupyomux red GJB2, uzyunna raruioTMIIBl yyacTKa XpOMOCOMBI 13,
BKJIFOYAIOLHE KaXKIYI0 M3 HCCIeAyeMBIX MyTanuid. JIis Kaxaod MyTauuu OBLIM BBISBIEHB! 0OLIHMe
rarIOTHIIBI, YTO CBUIETENBCTBYIOT O MPOUCXOXKICHUH U3yYaeMBbIX MyTallMi OT CIeLM(UYHBIX MTPEIKOBBIX
OCHOBATeJIel M UX HAKOIUIEHUH B U3yYaeMBIX perHoHax B pesynbraTe 3ddexra ocHoBartens. Kpome Toro,
B paboTe OBUI OIIGHEH OPUEHTHPOBOYHBIM «BO3pacT» Mmytaimii ¢.516G>C, c.-23+1G>A, c¢.35delG u
BBICKA3aHO MPEIOJI0XKEHHUE O PerHOHaX UX BO3HUKHOBEHHSI.

AHanu3z mnocnenoBaTeNbHOCTH TeHa GJB2 MeTogoM CEeKBEHMpPOBaHHUSl IO3BOJIMJ  BBISIBUTH
aJuIeJIbHOE pa3HOOOpa3ue STOro reHa y TYBHHIIEB W aJITAallieB U Ha OCHOBaHMU 4acToT 69 SNPs Brepsrie
COIMOCTABUTE OTH MOMYJISALMUA KOPEHHBIX HapogoB CHOMpH ¢ MOMYNALMSAMHU W3 MHUPOBBIX M€HOMHBIX 0a3
JNaHHBIX. JleTalpHBIA aHaNM3 MociaeNoBaTeNbHOCTH reHa GJB2, BKIOuYash HEKOAMpYyIolue o0JacTH, y
MALMEHTOB C MOTEepEH CiyXa, UMEIOLUX TOJBKO OJHY PELECCHBHYIO MYTALIMIO 3TOrO IeHa, IoKa3al, YTo
TaKM€ NALMEHTHl SBISAIOTCS JIMIIb CIy4allHBIMM HOCHUTEISIMU TaKUX MYTallMid, a MOTepsl ciyXa y HHUX
obycioBiieHa IpyruMu mpuyvHaMM. [loka3zaHO Taioke OTCYTCTBHE accouuaunud aByX G.JB2-BapuaHTOB
¢.79G>A u c.341 A>G, HaXOAIMXCS B Cis-TIOJIOKEHUH, C IOTEpel ciyxa y mauueHToB U3 TyBBl U AnTas.

Hannele, nmonydyenHsle B pabote 3sinaps M.B., MOryT HailTu cBoe MpUMEHEHHE NPHU pPELICHUH
BOIIPOCOB, CBSI3aHHBIX C U3YYEHUEM 3BOJIFOLIMOHHO-UCTOPUYECKUX OCOOEHHOCTEH reHOPOHAOB Pa3IMYHBIX
NOMyJSALMA ¥ HMMEIOT HECOMHEHHYIO LEHHOCTh JJIi MOJIEKYJISPHO-T€HETUYECKOH THUAarHOCTUKU
HACJIeICTBEHHOM TIyXoThl. Meroaudyecku pabOoTa BBIOJIHEHA Ha BBHICOKOM COBPEMEHHOM YpPOBHE
(cexkBEeHMpPOBaHUE, MOJIEKYJISPHOE KJIOHMPOBAaHHE, MOMYISLMOHHO-TEHETUYECKHE M aHaTUTHYECKHe
METOABI), aBTOopedepaT CTPYKTYPUpPOBaH, pe3yJbTaThl XOpOLIO  WJUIFOCTPUPOBAHBI,  BBIBOJBI
COOTBETCTBYIOT IIOCTaBJICHHBIM 3ajadaM. Pe3ynbpTraTel paboThl OBIIM IIMPOKO MPEACTAaBICHB Ha
POCCHUHCKMX H MEXIYHApPOAHBIX HAYYHBIX KOH(pEpeHUUsX U OmyOJUKOBaHBI B 6 CTaTesiX B
PELIEH3UPYEMBIX POCCUHCKHUX U 3apyOEKHBIX XXypHalaX.

TaxuM 06pa3zoMm, mociie 03HAKOMJICHHUS! C aBTOpedepaToM AUCCEPTALUH, MOXKHO 3aKIIOYUTh, UYTO
JnuccepTaloHHas paborta 3pljaps M.B. sBisieTcsl 3aKOHUEHHBIM, aKTYyaJbHBIM U MPAKTHYECKHA 3HAYUMbIM
UCCIIeIOBAaHUEM, BBIIOJIHEHHOM Ha BBICOKOM METOAMYECKOM YpPOBHE, MU IOJHOCTBIO COOTBETCTBYET
TpeboBaHusM BAK, npeapsBiaseMsIM K AUCCEpPTALMSIM Ha COMCKaHHE CTENeHH KaHAKWAATa OUOJIOTHYECKUX
HayK, a ee aBTop, 3bluapb MapunHa BsuecnaBoBHa, 3aciayXMBaeT MNPUCYXKACHUS HCKOMOM CTENEHU
KaHAuJaTa OMOJIOTHYECKHUX HayK 1o creiuansHOCTH 03.02.07 — reHeTHKa.

XupusitoBa Upuna MuxainosHa
JOKTOp GMOJIOTHUECKUX HayK, Ipodeccop

3aBelyoLast 1abopaTopHelt MOJIEKYISIPHOI FEHETUKHU YeIOBEKa
WNHcTtuTyTa OMOXMMHUHU M FTEHETUKU — 000COOJIEHHOTO CTPYKTYPHOTO
[Tonpaznenenus @enepanbHOro rocyIapCTBEHHOTO OIOKETHOTO
HAyYyHOTO y4pexaeHus Y puMcKoro ¢enepaibHOro
UcCIIeJ0BATENIbCKOro HeHTpa Poccuiickoi akageMuu HaykK
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