3AKJIIOUEHNE ﬂl/lCCEP’I*Alll/[OHHOFO COBETA J1003.011.01

O TOCYJIAPCTBEHHOI'O BIOJDKETHOL'O

HAYUYHOI' O YUPEXJIEHWS «DEJIEPAJIbHBIN UCCJIEJIOBATEJIBCKUY
[EHTP UHCTUTYT LIUTOJIOT N 1 FEHETUKM CUBUPCKOI'O
OTJIEJIEHWSI POCCUNCKON AKAJIEMUN HAYKY

[10 JIMCCEPTAIIMN HA COUCKAHUE YUEHOU CTEIEHHA
KAHJIMJIATA BUOJIONMUECKHX HAVYK

HA BA3E OEJIEPAJIBHO

ArrecTalluOHHOE J1EJ10 No

JlaTa 3ammrbl 20 anpeJist 2016r. nporokos Ne 9

O NpPUCYK/ICHUH Babi-Xo0o Mapurte CepreeBHE

yueHo# cTerneHn Kati/u/1ara OMOJIOTMUYECKHUX HAYK,

reHeTUKa IpuHsTa K 3all1TC 19.02.2016 1, nporoko. Ne 4, nuccepTallMoOHHBIM COBETOM

PAILHOIO rOCY1apCTBEHHOTO OOJKETHOIO HAy4HOT'O

J1 003.011.01 na Oaze dejie
eHtp MHCTUTYT UHTOJIONHHA K

yupex/etus «deaepalibH il MCCIIC/10BaTCIbCKUH
(630090,

cepetrk  CuOMpCKOro  OTICJICHWA PocCUMCKOM  aKaJeMUK  HaAYK»,

HosocuOupek, iip.ak. JlaBpeHTLEBA, 10). JlucceprallMOHHbIM COBCT J1 003.011.01

reepiaen BAK 15.01 2010 npukaz BAK Ne 1-7 1 nepeyTBepKaeH MUHUCTEPCTBOM

b

oOpa3zoBaHus ¥ HAyKH PP 11.04.2012 roja, npukas Ne 10S5/HK.

Couckareb: baabi-Xo00 MapuTta CepreesHa, 1975 roaa poKACHHA, B 1998 roay

oxonuusia UpKyTCKHAU rOCY/1apCTBEHHBIH YHUBCPCHTCT, 1 MpKyTCK.

C 22.09.2008 1. 10 71.09.2012 1. baawi-Xoo M.C.. oOyuajiacb B 3a04YHOV

ACIIUPAHTYPE l/lleF CO PAH, 1. HoBocuOMUPCK, B HACTOALLCC BpEMsl paboTaeT B

HOJKHOCTH  Bpada  J1adopaHTa
0 GIOJUKETHOrO YupexkIaeHHs 31paBOOXPAHCHH PecriyOsuK

'CHCTHUKA MemMKO-IreHeTH4CC KOU KOHCYIJI bTalluk

["ocyiapCcTBEHHOT n IbiBa

«TleprHaTajJbHbIA LEHTP PecniyOnuku | biBay
1



Jluccepraiis BbINOJIHEHA B J1a0OPATOPHH MOJIEKYJISPHOW T'€HETHKH 4eJIOBEKa
MdejiepalibHOI'O FOCY/JIapPCTBEHHOIO  OIOJUKETHOI'O HAYYHOI'O  YYPEKIACHHUS
«DejiepaibHbIi  MCCIe0BaTEIbCKHH  LUEHTP  MIHCTUTYT LUTOJIOTMA W TCHETHRH

Cubupckoro orjiejieHus POCCHHCKON aKaleMUU HAyK».

Hayunbiii  pykosojresib:  IMocyx  Ouabra  Jleonnaosha - KaHAWAAT

OMOIOrMUECKMX HayK, CTAapIIMi Hay4yHbIH COTPYJAHHK J1aDOpaTOPUH MOJIEKYJISIPHOM
reHeTHKM uestoBeka DejiepaibHOr0  rocy/1apcTBEHHOIO  OIOJUKETHOrO  Hay4HOIO
yupesxienust «DejiepalibHbIH  UCCIIe/IOBATE/ILCKHH  TICHTP MHCTUTYT UMTOJIOTHH W

reteTukd CuOUpekoro otaeseHus POCCMUCKON akaleMHUK HAY IO, T HoBocuOupck.

OduLMaibHbIe ONITOHCHTHI:

1) Makceumosa FOums BaaaumupoBHa - JIOKTOP MC/IMIAHCKHAX HAYK, [pogeccop,
3ape/ytoutas Kageapo MeJMIIMHCKON I'CHCTHKH H ouoJioruu I'ocynapcTBEeHHOIO
OIO/UKETHOrO  00pa3oBaTEIbLHOIO  YUYPCK/ICHHSA BbICHICTO NnpodeCCUoHAILHOTO
oOpaszoBanus HoBocnOMpCKUH rocy/1apCTBEHHbIH MEJIMIIMHCKHHA YHUBEPCHUTET, T.
HoBocuOupcek.

2) Lllepoakos Amurpuii FOpbeBHY - JOKTOp OHOJIOTMYCCKUX HAYK, 3aBE/YIOUIMH
naboparopuei reHocucreMaruku MejiepalibHOro rocy1apcTBeHHOTO OHOJIPKETHOTI'O
yuypesxieHuss Haykh JIMMHOJIOTMYECKHH  MHCTHUTYT CHUOUPCKOro OTJ/ICJICHHUS
PoccuiickOi akajgeMuu HayK, I. IpKyTCK.

OnIoOHEHTHI JIAJIU TTOJIOKUTEJIbHBIC OT3bIBbI HA JIMCCCPTALIMIO.

Beaymasi opranusaumsi: dejiepajibHOE rocy1apCTBEHHOC OIOJIKETHOE YUPEIKIACHUE

HayKH «Hay4Ho-ucciienoBaTe/IbCKHU HHCTUTYT MEIMITMHCKOW reHeTuKu», r. Tomck. B

NONTOKUTEIBHOM 3aKJIFOUEHUH, [10UIIMCAHHOM, JA.M.H., C.H.C. JI.A. MunaiiueBou, H

yTBEPK/JEHHOM ~ BpPUO  JIHPEKTOPA HayuHO-HCCi1e10BaTe/IbCKOro  MHCTUTYTA

MEMIIMHCKON reHeTHku J1.0.H., npodeccopom B.A. (CrenaHoBbiM YyKa3zaHO, HTO

«ucceprauurontas padora M.C. banbi-Xoo «M3yuenue MOJICKYJISAPHBIX MEXAHH3IMOB

M paclpoOCTPAaHEHHOCTH  HAC/ICJICTBEHHOW  IJIYXOTbl B PecriyOonuke  IbiBay,



[MpeICTABJICHHAs K 3alllUTe HAa COUCKAHHUE VUCHOH CTEICHU KaH 1M/1aTa OMOJIOrHYECKUX
Hayk 1o creuraibHoctu 03.02.07 — reseruka, siBJISIeTCsl LEJIOCTHOM, 3aKOHYEHHOM
CaMOCTOSITC/IbHO-BBINIOJIHEHHOW HAayUYHO-KBAJIU(PUKALLMOHHON PAOOTOM W COACPIKHUT
HOBbIC HAYYHO-TIPAKTHYCCKHE pe3yJibTarbl B 00JIaCTH MOJIEKYJISIPHOM T'€HETHKH
HACJICICTBEHHbBIX 3a00JIeBaHUH, CBA3aHHbLIX C HaApyLICHUEM CllyXa y 4YeJioBeKa, a
[MIOJIYYCHHbIE pe3yJibTaTbl MMEIT BaXHO€ (QyHJIaMEHTAJIbHOE U [PaKTHUYECKOE
3HAYEHHEe (B TOM YMCJIE U [PU PEUICHUH aKTyaJlbHBIX COIHAJIbHO-IKOHOMHYECKUX
3ajav). Jluccepraumonnas padora MOJHOCTBIO COOTBETCTBYET KpUTEpUsM (11.9)
«llojloKeHHsT O MPUCYKIACHUM YUYEHBbIX cTerneHel» (nocranosnenue llpaBurenncTsa
Poccunckon dejtepannu ot 24.09.2013 r. No 842), nipe/ibsBIIsIEMbIM K KaH/IHaTCKUM
quccepTalmsmM, a ee aBrop Mapura CepreesHa bajibl-X00 3ac/1yKMBAeT NPUCYIKACHUS
YYCHOHU CTENECHMU Kaujauaara OMOJIOrHUYCCKUX Hayk 1o cneruanbHoctd 03.02.07 —
FEHETUKAY.

Jluccepranimonnass  padora  oOcCysk/leHa Ha  3ace/laHud  J1abopaTOpPHH
HACJICJICTBEHHOHW  matosjoruk  dejiepalibHOr0  rocya1apCTBEHHOIo  OHJIKETHOTIO
YUPEKICHUS HAYKH «HayqHO-HCCJIEHO'BE;T[’CJ'IbCI{Hﬁ MHCTUTYT MEJIIULIMHCKOW I'€HETUKH
(mpoTokoJ Ne 2 ot 17 mapra 2016 ). l

OT3bIBa O0OCYKJ/IEH U YTBEPXKJICH HA 3ace/laHuu YueHoro coera dejepajibHOToO
FOCYJIaPCTBEHHOIO OHOJUKETHOIO YUpexkKIeHUsl Hayku «HayuHo-ucclieoBare/ibCKum
HHCTUTYT MEAUUMHCKON IMreHETUKU» (11porokost Ne 3 ot 29 mapra 2016 r).

Couckaresnb umeer 18 onyOJIMKOBAHHBIX padOT 110 TE€ME JIMCCepTalMd O0IIHUM
00beMOM 65 cTpaHuIl, B TOM u4uciae 4 crarbd, OINYOJMKOBAHHBIE B HayYHbIX
PELUCH3UPYEMbIX M3JIaHUsIX, 3 CTATbH B TEMATHYECKUX COOpHUKaAxX U |1 Te3ucoB B

MarepualiaXx OTe4e€CTBEHHbBIX U MEXK/IYHAPOAHbIX KOH(DEPEHLIUH.
HauOosiee 3HaUMTEIbHbIE CTATHH 110 TEME JIMCCEPTALIMU:

. banbi-Xoo0 M.C., [locyx O.J1., 3opkosibuesa M.B., Ckupanosa O.B., bapaiikos
H.A., Omsap O.C., Mourywr P.III1., bamba O.M., Tykap B.M., 3siiapr M.B.,



Muxanbckas B.1O. M3yuenuwe HaclieJICTBEHHBIX (OPM  TyroyXoCTH/TJIyXOThbl B
PecniyOuinke ToiBa. CooOuienue 1. DuiaemMuonorust HapyeHuit ciyxa B PecriyOsuke

TeiBa / Menuuuuckas redetuka. - 2014, - T.13. - Nel. - C.17-26.

2. banpi-Xoo M.C., bouaaps A.A., Moposos WU.B., 3einapr M.B., Muxajibckasi
B.1O., Ckujanosa O.B., bapamkos H.A., Mouryu P.111., Om3ap O.C., Tykap B.M.,
[Tocyx O.JI. MU3yuenue HacaeACTBEHHBIX (hOPM TYroyXocTu / riayxoTel B PecnyOiuke
TwoiBa. Coobuienue 1. Ouenka criekrpa mytaumi resa GJB2 (Cx26) u ux BKJaja B

YTUOJIOTUIO TTOTepH ciyxa / Meuuunckas reveruka. - 2014. - T.13. - Nel 1. - C.30-40.

3. Tlocyx O.JI., baasi-Xoo M.C., 3biiaps M.B., Muxajibckasl B.1O., Jlammun C.A.,
bapamkos IH.A., Pomanos [.Il. Posb conmanbHoO-1eMOrpa@UuecKor CTPYKTYpb
COOOLIECTB MIYXHUX JIHOJIeH B paclpoCTPAHEHHOCTH HACIE/yeMbIX (DOPM MOTEPH CllyXa

/ BaBUJIOBCKUH )KypHaJl FEHETUKH U cesieKinu. - 2016. - T.19. - Ne2. — C.74-82.

Ha nuccepraumio u aBropedepar noctynuo 10 oT3bIBOB, BCE MOJTOKATEIIBHBIC.

OT13bIBbI IIPUCTIAJIHN:

. Tomckuit M.M. - a.M.H., aupekrop, DeiepalibHOrO OrOJUKETHOI'O YUPEK/ICHUS
HayKH «SIKYTCKHI Hay4HbIH IICHTP KOMIUIEKCHBIX MEIMLMHCKHUX Mpodsiem» (T.

AKYTCK).

2. JlaBbineuko O.I. — 1.0.n., wien-kopp. HAH benapycu, npodeccop, 3aB.
J1adOpaTopue HEXPOMOCOMHOM HAC/E/ICTBEHHOCTH KIHCTUTYTa TEHETHUKHU H

nurosorud HAH benapycu (r. MUHCK).

3. Xycaunosa P.I". — 1.0.1., ctapuinii HayuHbli cOTPYAHHK MHCTHTYTA OMOXHMUH

W retetukn Ydumckoro Hayutnoro uenrpa PAH (r. Ya).

4. CnuubiH B.A. — 1.0.H., npodeccop, pyKOBOIMTE/b J1adOpAaTOPHH IKOJIOTHYECKOH
reneTukn  DegepaibHOrO  OIO/DKETHOIO — yupexkaeHus Hayku — «Meauko-

FeHETUYCCKUN HayuHbIM LieHTp» (r. MockBa).



5. Kypoaroa O.JI. — J1.0.H., 1J1aBHbIH Hay4yHbIK COTPYJHUK DeiepasibHOTO
OOJUKETHOIO yupexaeHuss Hayku «Mucruryr oOwer reHetukd um. H.H.
Basuiioa» PAH (r. Mocksa). «M3 tekcra aBropedepara HENOHATHO, KAKOBa POJib
«IMOJIMMOP(HBIX BapuaHTOB» reHa GJBZ2 — O4YeBU/IHO, OHA HMEETCS U
00CYXK/1aeTCs B TEKCTE JIUCCEPTAIIMM, pa3 BbISIBJICHHUE YTUX BAPUAHTOB BKJIIOUYEHO
B 3a/1a4M UCCJIe10BaHUs». «/Jlosist OpakoB MEXKLY IT1YXUMHM, BbIsSIBJIEHHAs B JJaHHOM
nuccieoBaHuu (64,5%), cama 1o cede HEe MOXKET CJIYKUTh MEPOU TMOJIOKUTETIbLHOU
OpayHOM acCOPTAaTMBHOCTH — €€ HEOOXOAMMO CpPaBHHUTL C J0JIEH OpaKos,
0KMJACMOH B YCJIOBHUSX MMAHMUKCUU, KOTOPYIO JIETKO pacCyuTaTh, 3Has 4acTOTY

BCTPCHACMOCTH ﬂe(bema B ITOITYJIALIMKW .

6. Mapkosa |.1. — J.M.H., pYKOBOJUTEIIL OT/I€JIa IMUIAEMHUOJIOTMH U I'€HETUKH
HapyumieHu  ciayxa  DejepasibHOIrO  OKJUKETHOIO  YUPEX/IEHUs  HayKu
«Poccunckum Hay4YHO-TIPAKTUYCCKUH LICHTP ayJIM0JIOTUH 5
cJIyXoIrpore3upoBanus MenepalibHOIO MEJIMKO-OHOJIOIHYECKOro areHTCTBa» (I.
MockBa). «HeT ocCHOBaHUM JU1sl COKpALLIEHUs CJIOB TYIOYXOCTh U IJ1yXoTa» «Kak
OOBSICHUTL  BBICOKYIO 4YacCTOTY HOCHTCIbLCTBA, MouYTH 9%  peLeCCUBHBIX
[1aTOJIOrMYECKUX MyTalui resa GJbB2 B 3JI0pOBOU MONYJISALIAX U [IPH ITOM TOJILKO
[8,8% 1roMO3UIror U KOMIIAYHJIHBIX [E€TEPO3UIrOT [10 ITUM MYyTalUsIM Cpeau
nanuMeHToB?»  «Kakoe  3HaueHHMe  Bbl  [pH/laeTe  U3YUYEHHUIO  COLMO-
neMorpauuecKkux M ICUXOCOLMAIbHBIX XAPaKTEPUCTUK COOOIIECTBA TITyXHX

mojier? He apisiercest Jik 9ToT pasjaelt U30bITOUYHBIM Y »

7. Knumos E.A. — J.0.H., BeIYUIMH Hay4YHbIK COTPYIAHMUK Kadeapbl I'€HETHKH
ouosiornyeckoro ¢gakysiprera MOCKOBCKOIO rocy/lapcTBEHHOI0 YHHUBEPCUTETA
uMm. M.B. Jlomonocosa (r. Mockpa). «B Ha3zBaHUKU paOOThl 3BYUYHUT «HU3YUEHHUE
MOJICKYJISIDHBIX MEXAHU3MOB», O/IHAKO aBTOPOM OITMCBLIBAIOTCS B OCHOBHOM
MOJIEKYJIAPHO-IEHETHUYECKME MeXaHW3Mbl IaroreHe3a. B asropedepare He

oOCy kK 1aeTcsl KaKk Ta WM MHas M3 OOHApYKEHHBIX 3aMeH BJIMAET Ha (DYHKLHH



Oesika GJB2. T1oCKOIbKY JlaHHBIA O€JIOK B3aMMOJIEUCTBYET C JIECATKOM JIPYTHX
O€JIKOB, MHTEPECHO ObLIO MPOCJICJAUTL HAPYILIEHUE JJaHHBIX B3aUMOJIEUCTBUH MPH

HAJIMUUK [TOJIUMMOP(MHBIX BAPUAHTOB. DTO, BO3MOKHO, IMPUBOJUT K HAPYLIEHHUIO

HOPMaJIbHbIX CHUI'HAJIbHBIX MYTEH, BE/IYIIEMY K ITIYXOTE U B ciIydyasiXx 4aCTHYHOI'O

U TTOJIHOT'O OTCYTCTBHH T1ATOJIOTHHCCKHUX M}/'I‘alll/iljl)).

8. Ocunopa JLLII. — k.0.H. 3aB. nadoparopue MNONyJSAIMOHHONW ITHOICHETHKH
DenepajibHOIO  roCcyaapCTBEHHOIO  ONOJUKETHOIO  HAYy4YHOI'O  YUpeK/ICHHUs
«Dej1epalibHbIA MCCIIE/I0BATEIILCKHM IEHTP MHCTUTYT HUTOJOTUH U I'€HETHKH

Cudupckoro orjenerust Poccuiickoi akajemuu Hayk» (r. HoBocuOupcek).

9. Onpap C.O. — 1.0.H., npodeccop DenepalibHOrO rocyIapcTBEHHOIO
OIO/DKETHOr0 00pa30BaTe/IbLHOIO YUYPCKJACHUS BbICHIETO MPOPECCHOHAIIBHOIO

oOpazoBaHmst « [YBUHCKMNA roCy1apCTBEHHBIN YHUBEPCUTET» (T'. KbI3bLT).

10.lopxky U.M. — K.0.H., 3aMECTHUTEJIb JAUPEKTOPA 110 HAYYHO-UCCIIEA0BATEIILCKOM
padore [ ocyiapCTBEHHOTO OOJIKETHOTO NPOPEeCCUOHAIBHOTO

oOpasoBaresbHoro  yupexjacnuss Pecnyonuku  TeiBa «PecnyOinkaHCKuH

MEIMIIMHCKUN KoJu1e K». (1. Kbi3bL).

Ha Bce 3ameuanus bajbi-Xo00 M.C. OblIM 1aHbl YOCIUTEIIbHBIC OTBETHI.

BoiGop ohuuMaibHbIX OIMIOHEHTOB M BEAYLICH OpraHu3aludu 0OOCHOBBLIBACTCS
TeM, 4YTO O(MUUMATILHBIC OMNMOHEHTHI ABJIAIOTCH KOMIICTCHTHBIMHM CIICHHATIUCTAMHU B
00J1aCTH M'EHETUKH, UMEIOT IYOJIMKALIMK B BELYLLIMX OMOJIOIMYECKHUX KypHaAlax U daJiu
CBOE IMUCbMEHHOE corjlacue ObIThb OnnoHeHtamu. Bejyllas opraHusaunus siBJISICTCs
OJIHUM M3 BEJIYIIMX MEJMKO-I€HECTUUYECKUX YUpexK/IeHUH Poccuu Mo H3y4YeHHIO

FEHETUUCCKOI0 pa3zHoOOpa3us MomyJisiiui 4eJioBeKa.

JlnccepralilMOHHBIA  COBET OTMeYaer, 4YT0 Ha OCHOBAHWM BBINOJHEHHbIX

COMCKATEJIEM HMCClIe/loBaHul  OokazaHo y4dactue reHa GJBZ, KOAUPYHOLIEIO



rpaHcMeMOpaHHbIM O€JI0K KOHHCKCHH 26 (Cx26), B STHOJIOIHH HacJIeICTBEHHOH
L1yXoThl Y HacesieHus PecriyOinku 1 bisa.

Teoperuueckasi 3HAYMMOCTb HCC/I€/10BAHHS 000CHOBAHA TeM, 4YTO BIICPBbIC
M3yyeHa pacrpoCTPaHEHHOCTh HAC/IC/ICTBEHHBIX GopM TYroyxocTu B MOMYJISALHANA
kopenHoro HacejeHus TyBbl. [lokazano, 410 y TYBHHICE BRI/ MmyTauui resa GJBZ
B pa3BUTHE HAPYLICHHUH CllyXa COCTABIACT | 8.8%.

BriepBble u3yueHo ajlleibHOe pa3HooOpasue reHa (GGJB2 v onpejiesieHbl 4aCcTOThI
BCTPEUAEMOCTH MYyTallMi HTOro reHa B MOMyJIALMH  TyBHHLCE. Jlokazano, 4TO
MYTAllMOHHBIA CIIEKTP reHa GJB2 y TYBUHIIEB C IOTECPEH CllyXa XapaKTCpH3yCTCs
[IPUCYTCTBUEM IISITH PEIIECCHBHBIX MYTallMi, CPeid KOTOPBIX MaKOPHBIMH ABJIAOTCA
JIBe MyTallid — HECMHOHMMHYHAs 3aMcHa KOJIUPYIOIIIEH  [10CJ1e/10BaTe/IbHOCTH
¢.516G>C wu myraums cairta CIJlanCUHIra [VS1+1G>A rena GJB2. CymmapHas
qacToTa I'eTepO3UroTHOrO0 HOCUTEILCTBA PCUECCHBHBIX mytauui reda GJBZ B
[MOMYJISITMOHHON BbIOOPKE TYBHHIICB COCTABHIIA | 1.6%.

BriepBble u3y4eHa COLMO-AeMOrpapuiecKas CTpyKTypa cooolecrsa yxXuX
moneit B PecniyOsnke TeiBa. dokazano, 4o OpauHasl CTPYKTypa 3TOro coolLIecTna
XapaKTepu3yercst OTHOCUTEJILHO BLICOKOIA ACCOPTATUBHOCTHIO U J10JIsi OpakoB MEHKILY
HOJIBMHM C NIATOJIOTHEH cilyXa B FOPO/ICKOM HAceJIeHHH CTaTHCTHIECKH SHATUMO BBILLIE
[10 CPABHEHUIO C CEJILCKUM.

H3yuenbr napaMeTpbl perpolyKinH MoJieil ¢ HapyLIEHUSIMU CilyXa U 0OKA3aHo,
4TO PA3/IMUMsl B CPE/IHEM YHCIIE JICTEH Y IIIYXHX WH/IMBUJLYYMOB U B KOHTPOJIBHOH
BLIOOPKE HE SIBJISIFOTCS CTATUCTHHECKH 3HAYHMBIMH.

- 3navenune MOJYHEHHDIX coMckKare/ieM pe3y/bTaToB HCC/IC10BAHUS 1151
NPAKTUKHN TOJATBEPK/IACTC TEM, 1TO cozoana e/iMHasi 0a3za JIaHHbIX O JIHOJIAX C
pa3IMUHBIMM  (opMaMu  noTepu - CIyXa, aKTyallpHas Ul YUPEKIACHUH
3PABOOXPAHCHUSI U COLIMAIBHON chepbl.

Pe3yiibTaThl  MOJIEKYJISIPHO-IEHETHUCCKHX Mecsle/I0OBaHUi  Haclle/ICTBEHHON

[J1yXOThl, OOYCJIOBJICHHOW MYTAlMAMK T'CHA, KOJIUpYIOIero 0ejloKk KOHHEKCUH 206,
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MOTYT ObITh UCHO/Ib306AHbI TIPH ME/IHKO-TCHETHHCCROM KOHCYJIbTHPOBAHMH CEMEH,

OTSIFOLLIEHHBIX [1aTOJIOTMEN CilyXa, a TakkKe JUIA paspaoomsu HauooJiee ajeKBaTHbIX

METO/IOB MOJIEKYJISIPHOM JIMarHOCTUKK HAC/ICACTBCHHDBIR bopm norepu ciyxa B

Pecniyonuke | biBa.
Couno-aeMorpadguyeckue XapaKTepUCTHKH coo0lIecTBa JIIOJIEH ¢ MOoTepen

cllyXa, B COBOKYIHOCTH € pe3ylibTatdMu MOJIEKYJISIDHO-T€HETHYECKUX U

[OMYJISILIMOHHBIX  HCCJIE/IOBAHUH,  MOcym Oblmb  UCROJIb306aHbI  JUIsL  TTPOTHO34

pacrpoCcTPaHCHHOCTH HaCJIC/ICTBCHHOM MaToJIOruK cjiyxa y HacCjCHHs PecnyOuKky

[lojiyyeHHBIE B XO/I€ UCCepTallMOHHON  PadOThl Pe3yJIbTATHI yrJyOJIsiioT M

PACHIMPAIOT TPEACTABICHUA O crielGUUHOCTH CHEKTpa U pacipoCTpaHCHHOCTH

mytauuii resa GJBZ2 B pasHbIX PCruoHax MUpa W TPEACTaBIISIOT HHTEpPEC UL

LIKUPOKOIO Kpyra pcelenopartesieil, padoraiolMx B 00J1acTH MEIUIIMHCKON M

[IOYJISIIMOHHON I'E€HETHKH.

OLeHKA J10CTOBEPHOCTH Pe3Y/1bTaTOB HCC/IE10BAHNS BLISIBUIA, 4TO METO/bI,

ACOJIb30BaHHbIE B padoTe, aleKBaTHbI 1OCTABICHHBIM - 3a1dddM, pe3yJibTaThl

BKCHepMMeHTaﬂbeIX DTAIlOB pa6OTbl [10JIYUCHDbBI C UCITOJIL3OBAHHUECM COBpeMeHHOFO

cepTHOUIIMPOBAHHOIO  000PY/I0BAHNA, BOCIIPOM3BOJMMbBI M MOLYT OBIThH

UCI1OJIB30BaAHbI APYI'MMH UCCJ1e10BaTCIIAMMN.

Uuteprnperalus — pe3yJibTaToB SIMIEMHOJIOTMYECKOT0 M MOJICKYJIAPHO-

FeHeTHUECKOro aHa/iu3a HapylIeHHH cllyXa B PecriyOsinke ThiBa y4duThIBACT TAHHbIC,

[oJTydeHHbIe paHee JPYyTUMH UCCIC/10BaTC/IAMY [0 paccMaTpuBaeMOn TEMATUKE.

TlpyumenuTe/ibHO K npodjieMaTuKe  JIHCCEpTAlldN pe3y/ibTATUBHO

HCIOIL30BAHBI  KJIACCHUECKHE  CTAaTUCTHHYECKME  MCTO/IbI 00pabOTKH  JIaHHBIX,

coBpeMeHHble  OMOMH(YOPMAIMOHHBIC — H MOJIEKYJISIPHO-T€HETUUECKHE  MCTO/LbL,

103BOJIMBILIME BBISIBUTL POJIb MyTallMh ICHA (GJB2 B STHOJOrMM HAc/IeACTBEHHOH

[IYXOThl Y KOPEHHOIO HACC/ICHHA 1yBBbl.



NMuunblii  BKJIA1 aBTOpa 3aKjiiodaeTcs B [OJy4YeHHHM BCEX MaTcphalon
HACTOSILEI0 UCCIIeI0BAHMSI, HEITOCPE/JICTBEHHOM y4acTHHU B BbIIIOJHEHUH BCEX ITAIIOB
MOJIEKYJISIPHO-T'€HETHYECKOIo aHallu3a, B 00padoTKe U UHTEPIpETALlMKU MOJIyHCHHBIX
aHHbIX, (HOPMYJIHMPOBKE  BbIBOJIOB W MOATOTOBKC myoaMKanun 1o TeMe
nuccepTalmoHHON padOThl.

[loJlyueHHbIC COMCKATEJICM HAy4HbIC JIAHHBIC COOTBCTCTBYIOT n.17. «l enetruka
qernopeka. MemimHekas renetrka. Hacieicrentbie O0JIE3HH. [ €eHOTOKCHUKOJIOT U,
[enotepanus» W 1.14. «llonynsannonHas TCHCTHKA. [‘eHeTnyecKass CTPYKTypa
NOMyJISIIIMIA» Macnopra CreunaibHOCTH 03.02.07 — reHeTHKa.

JluccepTallMOHHBIM COBETOM CJIeJIaH BbIBOJL O TOM, HTO nucceprais bajibi-X00
M.C. npejcrapisier coOOH 3aKOHHYCHHYIO HayuHO-KBaTM(PUKALMOHHYIO  paloTy,
KOTOpasi COOTBETCTBYET KPUTEpHAM  IYHKTa 0. ab3ail 2, YCTaHOBJICHHLIM
«TToJI0KEHHEM O ITPUCYIKIEHUH YUEHbBIX CTCIIEHEH, YTBCPAKACHHBIM [TIOCTAHOBJICHHUEM
[IpaBurenncrBa Poccuiickon denepaiinn OT 24 centsiopst 2013 1. Ne 842 W NpUHsLI
pelieHue MpucyuTh bajibi-X00 Mapute CepreeBHe y4eHylo CTENCHb KaHAW/aTd
OMOJIOTMYECKUX HaYK.

[[py npoBeACHUH TAHHOI'O IOJIOCOBAHMA jMccepTallMOHHbIA COBET B KOJIMYCCTBE
24 yenoBeK, U3 HUX 8 JIOKTOPOB HAyK MO CHEHHAIBHOCTH, yHACTBYIOIIMX B 3aCe/laHuH,

13 27 yesloBEeK. BXOJSIIMX B COCTAB COBETA, 11POrojiocoBajn. 3d — 24, MpOTUB — HET,

HeJIeUCTBUTECIIbHbBIX O1OJ1JIeTEHECH HET.
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