YTBEPXAIO:

Hupexrop PenepanbHOro
rOCYIapCTBEHHOIO OIOIKETHOTO
yUpeXKICHUS HAYKH

WEYEMOJICKYIIAPHOU 1 KIIETOYHOM

0 A3 0

" 20 mas 2020 .

OT3bIB
BeyIlleW OpraHu3aluy Ha J:[ﬁccepTaumo 3nimapb Mapunbl Bsyec/iaBoBHbI
«AJIJTEJIbHOE PASHOOBPASHUE I'EHA GJB2 Y HACEJIEHWA PAJTA
PEI'TMOHOB CUBHMPW» mpeAcTaBIeHHON K 3alIMTE HA COUCKAaHNUE CTEIICHU

KaHIUIaTa OMOJOTHYECKUX HAYK I10 CICHIHATBbHOCTH 03.02.07. — reHeTHKA.

OcHOBHBIE Hay4Hble pe3yJbTaTbl H HX aKTyaJbHOCTh [Jsi HayKd H
NpaKTHKH

WccnemoBanusl — HACIEACTBEHHBIX — (OPM  DIYyXOTBl  NPEICTaBIISIIOT
OTPOMHEI HMHTepec [UIi [OHMMAHWS OTHOIOTMH JTOr0 IeTepOreHHOro
3a60JIeBaHNs, 4 N3ydeHre [eHeTHIeCKUX 0COOEHHOCTEH Pa3IMIHBIX STHUIECKHIX
[PYII I03BONSET PEKOHCTPYHPOBATh COOBITHS IOMYIAIMOHHON HCTOPUM
yejtoBeka. Pabora MapuHbl BsdeciaBoBHBEI IMOCBSIICHA HCCICIOBAHUIO IeHA
GJB2, MyTalyd KOTODOTO CBf3aHBI ¢ IOTEpeH ciyXa. OcoOeHHBINA aKIEHT
NlefaeTcs HA U3ydeHWHM Pa3sHOOOPa3sHBIX BAPMAHTOB 3TOTO I'€HA, HEPABHOMEPHO
MpeACTABNEHHBIX B YeJOBEYECKMX  MONYIAMAX M OTPaXKAIOUIMX
neMorpaduUIecKyio HCTOPHIO pervoHoB. TakuM obpasoM, paboTa MMeEeT Kak

(I)YHI[EIMCHTS.JIBHOC 3HAQYCHHE, TaK U HpHKJ’I&I{HOﬁ XapakTep.



ABTOp HccienoBal awieIbHoe pasHooOpasue rena GJB2 Ha yHUKAIIbHbIE
BBIOOpKAX, COOPaHHBIX B HECKOJIBKHX MOmynsiusax Cuoupu. MeTosibl BKIFOYaIn
raIIOTUIIMPOBAHHE W3BECTHBIX BAPUAHTOB JIaHHOIO I'eHa, CEKBEHHPOBaHHE U
IIOMCK HOBBIX MyTalui, (a3supoBaHWE ITUX MyTallMi, OILEHKY BpEMEHH
IPOUCXOXKIEHHsT W CpaBHEHHWE IIONy4YEeHHBIX JAHHBIX C COOpaHHBIMH H
OITyOJIMKOBaHHBIMH PaHEe.

Hayunasi HoBH3Ha paboThl. B 1anHOl paboTe BIIEPBBIE IMOTYYECHBI
OLIEHKH CIEKTpa W YacTOTHl Pa3HOOOpasHbIX amnened GJB2 y TyBHHIIEB,
anTaiilieB M PYCCKMX, TpOXWBaOmux Ha  Teppuropun  Cubupw.
PeKoHCTpYMpPOBaHbI TIPEAKOBBIE TAIIOTUIIBL IPOTSUKEHHBIX paioHOB rena GJB2
y TYBHHIIEB U ajTaiilieB, IIOATBEPXKIeHA TUIIOTE3a O POIH dPdeKTa OCHOBATES
B PacIIPOCTPaHEHHOCTH STUX MyTanuii Ha Teppuropun FOxuok Cubupu.

ABTOp OLEHWJ BCTpe4aeMOCTh pereccuBHOM MyTammu c.35delG B
Cubupy ¥ TIPENNONIOKMI OOIIHOCTh IPOUCXOXKICHMS OTOM MyTalldd B
reorpaduUeCcKy yIaJeHHbIX IPYT OT Apyra peruoHax Espasuu: Cubups, Bonro-
Vpansckuii perron (Poccust) u Pecnybnuka benapycs. ABrop mpoBes BIiepBbie
OLIEHKH Bo3pacTa MyTaiwii rena GJB2 B momynsanusax TyBer u Antas.

ABTOD BBISBUJI, YTO PUYUHEI IIOTEPH CIIyXa y OONBHBIX, FETEPO3UTOTHBIX

110 penieccuBHOM MyTauu GJB2, CKOpel BCEro He CBs3aHa C 3TUM I'CHOM.

O61mas oneHka padoThI

Jluccepraiys HalMCaHa XOPOIIMM SI3BIKOM IO CTaHIApTHOM CXeMe,
pabota mpejcTaBieHa Ha 93 cTpaHMIIaX MamKHONUCHOro TekeTa (110 crpanuis
npuiokeHusiMu). HazpaHue paOOThI IONHOCTEHIO OTpai{aeT ee CoIeprKaHue.
Cnucox auTepaTyphl COCTOMT M3 121 cchUIKM. BONBIIMHCTBO HUTHPOBAHHBIX
MaTepPUANIOB OMTyOJIMKOBAHbI B IIOCIEAHME IOl B BEAYIIUX HAyUHBIX XKypHaJax
110 TaHHOU TeMaTHKe.

B mepBoii, BBOIHOI IVIaBe, U3JI0)KEHHOM Ha 8 CTAaHUIIAX, aBTOP OMUCHIBAET
aKTyaJbHOCTH, HOBU3HY, LIEJIM M 33J]a4 CBOErO HMCCIIEAOBAHUS, TEOPETUIECKYIO

U NPAKTHYECKYIO 3HaYAMOCTh PabOThI, (GOPMYIUPYET OCHOBHBIC IMOJOXKCHN,
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BBIHOCHMBIE Ha 3alllUTy, NPUBOAUT ampoOalyio pe3yiabraToB M CIHCOK
myOnUKaIui o TeMe JUCCEePTallUu.

Bo Bropoi#i mraBe Ha 10 cTpaHumax NOpuBefeH 0030p JHTEPaTyphl,
IIOCBAIIEHHBIN onucanuto TeHa GJB2, ero aienbHOMY pa3HOOOpasuio,
MYTallMOHHOMY CITeKTPYy U BKJIaJy B 3THOJOTUIO IIOTEPU CllyXa y pasHBIX
HapomoB Cubmpu. [71aBa comepXUT TpH pHUCYHKa, HalKMCaHa IIOHATHO U
HHTEPECHO. JlaHHyIO IaBy OBl yKpacuio HeOONbIIOE 3aKIIOYeHHe, U3 KOTOPOro
OBI BBITEKANIa aKTYaJIbHOCTh JaHHOU padOTHI.

TpeThsi TaBa OMUCBHIBAET MaTepHallbl U METOABI, HMCIOIL30BaHHBIE B
pabore. MeToapl aJeKBaTHBI IIOCTABIEHHBIM 3a/adaM, pPa3sHOOOpa3HEl H
BKJIFOYAIOT KaK MOJIEKYJISPHO-TEHETUYSCKHEe IMOAXOMABbI, TaK U CTATUCTUYECKYIO
00paboTKy. MeTobl U3JI0KE€HB B HEOOXOANMOM U JOCTaTOYHOM 0OBEME.

YeTBepTast 11aBa ONUCHIBACT PE3yIbTAThl PA0OTHI U UX O0CYKIEHUE. DTO
camas KpyIlHas IaBa, H3JIoKeHHas Ha 31 cTpaHulle, OHa CONEepKUT 19 prucyHkoB
U 13 Tabmun. B rmaBe moapoOHO € XOPOLIMM HILIIOCTPATUBHBIM MaTepHUaoM
M37I0)KEHBI OCHOBHBIE Pe3yJIbTaThl MPOBEIEHHOMN paOOTHI.

BbIBoabI pabOTH XOPOIIO cHOPMYITUPOBAHbI ¥ IIOATBEPKACHBI aI€KBATHO
WITFOCTPUPOBAaHHBIM 3KCIIEPUMEHTAIBHBIM MAaTEPUATIOM.

ABTopedepaT CONEPKUT BCE OCHOBHBIE DE3YNbTaTbl ¥ BBIBOJBI

IHACCEPTALMOHHON pabOTEL.

OO6mue 3amMedanns

Pruc. 2 COmepXWUT HE TONBKO MyTaUWu TeHa, HO W aMHUHOKHCIIOTHBIC
3ameHsl Oenka Cx26. |

Crp. 17 «B STR-mapképax ¢ 3 u Oonee IOBTOpaMH TEMIIBI
BO3HUKHOBEHHUS MyTalldid HIDKE» CKOpee BCero, pedb HAeT O [JIHHE
MTOBTOPEHHOM €UHULIE, @ HE YHCIIE IIOBTOPOB.

JIydie cTaHgapTH30BaTh HAMKCAHWE NECSATUYHBIX Apobel — B pabote

HWHOI1a MCTIOJIB3YeTCAd 3alisTasl, 4 HHOIla - TO4YKa4, KaK B AQHIJIMKCKOM.



JIydimme  WCMONB30BaTh —EIMHOOOpasHbIE  COKpalleHus, B pabore
BCTPEYAIOTCS Kak Ha PYCCKOM, TaK M Ha AaHIJIMHACKOM SI3BIKE OJMHAKOBBIE
a606peBuaTyphl - «TIE» (cTp. 37), «kb» (cTp. 59).

Tabn 2. MoxHO 051710 ObI yOparh cTONOEI ¢ KOHLIEHTpallMen IIIULepHHA,
TaK KaK OHa IIOCTOSIHHA.

Puc. 6 m 7 — nydmnie ObUIO OB IOSCHHUTH, KaK HMHTEPIPETUPOBAIMCH
31eKTpodOperpaMMbl TP aHAIN3e MUKPOCATEIUIMTOB, KaKue NMUKH CIUTAIUCh
apTe(aKTHBIMH.

Ccputku ¢ 40 mo 45 B CIMCKe ITUTEpaTyphl HAYMHAIOTCSA C IPOIMUCHOU
OYKBBI.

[MpunokeHde 5 — MOXKHO OBUIO OB YHANUTh CTOJNOENl 4 W BBIHECTH
Ha3BaHHE I'eHa B 3aT0I0BOK TaOIALbL.

Brickazagaple 3aMeUaHUsI HCKIOUYUTEIBHO CTHIIMCTUYCCKHE W HE

YMAJISIOT HAYYHBIX TOCTOMHCTB PabOTHI.

3akiaoueHue

[Ipencrasnennas pabora 3pimaps Mapuusl BsuecnaBOBHBI oOagaet
HAydHOH HOBM3HOM ¥ TroToBa K 3ammre. Tema paboThL 0e3yCIIOBHO,
COOTBETCTByeT HaydHoil crenmanpHoctd - 03.02.07 — renetwka. BbIBOZBI
060CHOBaHBI TTONYYeHHBIME JAaHHBIMU. Pe3ynsraTel quccepTaliOHHOM paboThl,
BBIHOCHMbIE Ha 3allUTYy, IPOIUTH ampodalyl0 Ha  MEKIYHAapOOHBIX H
OTeYeCTBEHHBIX KOH(EPEHIUsSX W OIyOJIMKOBaHbl B BHJE IIECTH CTared B
KypHanax, pekomennosaHHelx BAK. IlpencrasneHHas pabora mo cmoeit
AKTyalbHOCTH, HayYHOW HOBHU3HE, TEOPETHYECKOW 3HAYMMOCTH PE3YyJIbTaToB
MIOJTHOCTBIO OTBe4aeT TpeOoBaHUAM «llojoXKeHHsS O MPUCYXICHUHM HAyIHBIX
cTemeHell», YTBEPXKIEHHOTO IIOCTaHOBIeHMeM IIpaBuUTeNbCTBA Poccuiickoit
Depepanuu Ne 842 ot 24 ceutssOpst 2013 r., mpenbaBIIeMbIM K KaHIUAATCKUM

JuccepTalysaM, a ee asrop, 3bllapb Mapuna BsueciaBoBHA, 3aCITyKHBAacT



IPUCY)KJCHHs YHEHOl CISNess KaHgHIaTta OWOJOTMYECKHX HAyK IIO

cnenmanrHocTH 030207, - rememnxa.

OT35iB Ha AHCCEPTANNEED B asTopedepar oOCyxneH Ha cemMuHape Otherna
pa3sHOoOoOpasHs H SBONEOINE FeEoMOB ot 5 Mas 2020 ., npoToxon Ne 82.

3aBenyronii OTIENOM PE3H000pasis W SBOIIOLMA FEHOMOB

DeepanbHOND NS IAPCTBEHHOND OXIKETHOTO YUPEKICHHUS HAYKH

HucraryT MonexymspsEoil B knetounok ouonorud CO PAH,

- M
A.C. I'padonarckumit

Jasemyronmiii naboparoprcii CpaBHHTETFHON N'eHOMUKH
DeRcpaisHon NCYIAPCTBEHHOTO 0I0/DKETHOTO YIPEXKIeHI HayKy
HuctaTyT MOREKyNSpHO# H KeTogHo# 6nonoruu CO PAH,

n.0.m.

20 mag 2020 -
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