OT3bIB HA ABTOPE®EPAT
AuccepTaHOHHOH padoTel 3piaps Mapunsl Bauec1aBoBHBI
«AJutenbHoe pasHoobpasue rena GJB2 y nacesienus psija pernonos Cubupmn»,
NPEACTABJICHHOH HA CONCKAHME YYEHOH CTeNeHH KaHAH1aTa GHOJIOrHYEeCKHX HAYK 110
cnenuaabHocTH 03.02.07 — reneruka

Hecunnpomansnass morteps ciyxa - Haubolee YacToe MOHOIEHHOE 3aboneBaHue,
XapaKTCPHU3YIOIIEECs 3HAYUTENLHON IeTEPOreHHOCThIO, KaK JIOKYCHOM, TaK M aUIebHOM:
ompeneneHo okosno 170 sokycoB u kaprupoBaHo Gonee 100 reHOB, OTBEYarOIMX 3a
HCCHHJIpOMAlIbHBIC HapylieHue ciayxa. HaGmonaercss 3HauMTenbHas Baphalus MEXIy
NOMyJIANASIMH ¥ STHHYECKHMH IPYIIIaMH ¥ MYTalli¥d KaK B «OCHOBHBIX» JIOKYCax M reHax,
Tak H B CICKTPE M 4YaCTOTE «Ma)XOPHBIX» MYTALWH IS PErHOHa, OJHAKO JUIS MHOTHX
nonyJsuui Mupa Hanbonbiiee 3Hauenne umeet res GJB2. B mactosimee Bpems B rene GJB2
onmucano okoso 400 MyTanuii ¥ HEKOTOPBIE M3 HEX NPEBANHPYIOT B TOM HIIH HHOM peruoxe.
Usyyenne MyranmonHoro cnektpa resa GJB2 M BbISICHEHHE (akTOpOB, BIUAIOIUX HA
PaclipOCTPaHCHHOCTE M&XOPHBIX MyTauuii rena GJB2 B pa3iuusHbiX MOMyJISLHSX,
NPE/ICTaBIISIET HECOMHEHHbIN HAYYHBIH H NIPAKTHYECKUI HHTEpEC.

OCHOBHOM 1EJBIO JHCCEPTAMOHHON PabGoThI 3pmape M.B. sBusercs wusyuenue
QUIENBHOTO  pasHooOpasust rena GJB2 B nomynsuusx CuGupw. ABTOp, Ha OCHOBE
TCHOTHIIHPOBAHMS MOJMMOPQHBIX MapKEPOB, BBIBHIA OOLIME TAIUIOTHIB JUIS MyTALHM
¢.516G>C, c.-23+1G>A, c¢.235delC, M@XOPHBIX Ui TYBHHLEB W alNTalIeB, ¥ MyTalldH
¢.35delG - mns pycckux, npoxusaromux B CHGHpH, 9TO CBHJIETEJILCTBYET O MIPOUCXOIKIACHHH
KQKIOH M3 5THX MyTalUi oT o6uIero mpeaka W Kio4eBoi pormu 3ddeKTa OCHOBATENS B HX
PacrpoCTpaHEHHOCTH. ABTOPOM II0JTy4eHBI IpyObie OLEHKH «BO3pacTa» MyTammii ¢.516G>C,
¢.-23+1G>A u ¢.35delG u 06CysKaeHb NPEemONIOKUTENBHbIE PErHOHBI BOSHUKHOBEHHS 3THX
MyTalui. YriayGleHHoe HeeieloBaHie BAPUAHTOB MOJHOM MOCIEI0BATENBHOCTH rena GJB2
Y TYBUHCKHX MAIHCHTOB C HECHH/IPOMAJILHOM MOTEPEH CilyXa, HMEIOIMX O/HY PEIECCHBHYIO
GJB2-MyTanuio, ONpPENENnIo OTCYTCTBHE CBS3M TYTOYXOCTH Y 3THX MAlHEHTOB C I'E€HOM
GJB2. Onpenenensl apyrue (TeHETHYECKUMH WIIH HErCeHeTUYECKMMH) TPHYUHBL, a4 3TH
TNAIHCHTBI SABJIAIOTCS CITy4alHBIMH HOCHTEISIMH MOHOAJLIEbHOM MyTatuu rena GJB2.

B pa6ore 3pmaps M.B. Takxke nmokasano, uro HapyIIeHHE CllyXa He aCCOIMUPOBAHO C
HAIMYHEM MOHOAUIEIBLHOM peneccuBHOM GJB2-MyTaium, 110 KpaiiHeit Mepe, y MaIUeHTOB U3
aHAM3UPYEMbIX BBIOOPOK, M BBIACHEHO, 4T0 GJB2-Bapuantsl ¢.79G>A u ¢.341A>G B cis-
nonoxenuu (awiens ¢.[79G>A;341A>G]) He cBs3aHbl ¢ norepeit ciyxa. Kpome toro, Ha
OCHOBE NOJTYYEHHBIX JJAHHBIX 00 ajuiesbHOM pa3sHooOpasun rena GJB2 (69 SNPs), IIPOBEJICH

CPaBHUTEJILHbIH aHA3 H3Y4aeMBIX BHIOOPOK M IOMyJisiuii u3 mpoekta «1000 reHOMOBY.



PaGora 3bmape M.B. BbImONHEHA Ha BBICOKOM METOIHYECKOM YPOBHE, MHOTHE
PE3YJITAThI NOJTYHYEHEI BIEPBBIC, BRIBOJIBI, CC/IaHHBIE B paboTe, XOPOIIO apryMEeHTHPOBAHEL.
Pesynbrater paboTsr ony6iukoBans! B 6 crarhsx u3 cnucka BAK u 6bumm NIpe/ICTaBJICHbI Ha
MEXyHapOIHBIX U BCEPOCCHUCKUX HAYYHBIX KOH(pEPEHIUSIX.

Taxum obpasom, Ha oOcHOBaHMH aBTopedepaTa MOXHO C/IENaTh BHIBOJ, YTO
AuccepranuonHas pabora 3pmaps M.B. sBisieTcs akTyanbHBIM NIPAKTHYECKH 3HAYUMBIM
HCCIICZI0BAHHEM H MOJHOCTBIO COOTBETCTBYET TpeGoBanmsiv BAK Poccuu, npessiBiseMbim k
JHCCEPTALIMAM Ha COMCKAHHE CTENEHH KaHIuaTa GHONOTHYECKHX Hayk, a ee aBTop, Mapuna
BsigecnaBoBna 3bmaph, 3aciy)uBaeT MpHCYKICHHS HCKOMOI YYCHOH CTENEeHHM KaHIuaaTta

Guonormyeckux Hayk no cnemuansaoctr 03.02.07 — reHeTHKA.

Haio cornacue Ha cGop, o6paboTky, XpaHEHHE U Iepeaadyy MOHX IepCOHAIBHBIX
JIaHHBIX B paboTe auccepranuonnoro cosera J1 003.011.01 na 6aze ®I'BHY ««DenepanbHbIN
HCCIIC/IOBATEIbCKUA LEHTP MHCTHTYT WLMTOIOTMH W TeHETHKH Cubupckoro otaenenus

Poccuiickoit akazemuu Hayky.
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