OT3bIB
OPUITUAJIBHOI'O OIIIIOHEHTA
o pauccepranuonnoii pa6ore Bane-Xoo Mapurel CepreeBusl «M3y4ueHue
MOJIEKY/ISIDHBIX MEXAHM3MOB ¥ PACIPOCTPAHEHHOCTH HACJIEACTBEHHON ITYX0ThbI
B Pecnybiuxe TwiBa», NpeICTABIEHHOH Ha COHMCKAHMe YYEHOH CTeleHH
KAHIWAATA OMOJIOrHYecKuX Hayk mo cnenuaiabHocTh 03.02.07 — reHeTHKa

Juccepraruonnas pabora bansi-Xoo M.C mHOCBAINEHA H3YyYEHHIO BaKHOU
MeIUKO-COLIHAIBHOM MPOBIEMBI, KOTOPO# SBIsETCS HAacIeACTBEHHA IilyxoTa. bonee
10% HaceneHHS Mupa CTPANarOT OT Pa3IMYHOM CTCIECHH IOTEPHU CIyXa, KOTOpas
MOXeT OBITH 00YCIIOBJIEHA KaK CPEOBBIMH (HU3KUH BEC IPU POXKICHUM, HHPEKIHH,
TPaBMBI, OTOTOKCHYHOCTH JICKAPCTBEHHBIX MPENapaToB U T.J.), TaK U [CHETHYECCKUMU
npuuynHamu. IlepBbie TOABI JKU3HH peOEHKA BO MHOTHX acCHEKTaX sBIAIOTCA
KPUTHYECKAMH JI1 BO3HHKHOBEHHSA pEYH, IIO3HABATEJIBHBIX HABBIKOB U IICHXO-
SMOLMOHANBHOTO pa3BuThi. OTCYTCTBHE CiIyXa MPEIATCTBYET IOJHOLEHHOMY
passuTHIO  pebenka.  TouHas  MONEKYIAPHO-TEHCTHYECKas  JIHAarHOCTHKA,
HaINpaBIICHHAS Ha BBIABJICHHE THOJOTHYECKHUX TeHETHIECKHX (paKTOPOB HapYIICHUs
clryxa, TIO3BOJISIET CBOEBPEMEHHO IpeIPUHAT COOTBETCTBYIOIIHE
peabMIHTAIIMOHHEIE MEPH  (CIyXOHPOTE3UPOBAHHE, KOPPEKIMOHHOE OOyICHHE),
OIICHUTH FE€HETHYECKHI PUCK M IPOBECTH MEIUKO-TEHETHIECKOE KOHCYIBTHPOBAHHE
ceMeli, OTATONMIEHHBIX IaToIOTHel. B perronansHoM MacmTabe, BaKHBIMU 3a1a9aMy
ABIIIOTCA  IIONy4EHHE OIEHKHM TEHETWYECKOM KOMIIOHCHTBI B OTHOJIOTUH
TYTOYXOCTH/TIyXOTHI y HAaCEJICHUs u BEISIBIICHHE 0COOCHHOCTEN
PACIPOCTPAHEHHOCTH PA3IMUHBIX (HOPM «TE€HETHIECKOM TITyXOThD».

Hacnemyemple  (OpMBI  TIOTEPH  CIyXa  XapaKTEPH3YIOTCS  BBICOKOH
KJIMHAYECKON M T€HETHYECKOW TeTepOreHHOCThI0. B HacTosIee BpeMs U3BECTHO HE
menee 300-400 cuHAPOMOB, OJHUM U3 KIMHUYECKUX IPHU3HAKOB KOTOPBIX ABJIACTCH
CHIDKEHHE/TIOTeps  CIyXa, HO mpeBamupyiomei ¢opmoit (~ 70%) sBisercs
HECHH/POMAaNbHAs (M30JIMPOBaHHAs) HEMPOCEHCOPHAs TYTOYXOCTh/TIyXoTa, 75-80%

KOTOPOI MMEET ayTOCOMHO-PEIIECCHBHBIN TUII HacexoBanus, 15-20% - ayrocoMHO-



JOMHHAHTHBIN, 3-5% - creruieHa ¢ X-XpoMocoMoil Jubo 00yCIIOBICH MYTAIUAME
mr/IHK. K HacTosImeMy BpeMEHH B aCCOLMAIMY ¢ HECHHAPOMAIbHOM IIOTEPEH Ciryxa
M3BECTHO OKONO 140 TeHETHYECKUX JIOKYCOB M HIACHTU(QHUIMPOBAHO HECKOIBEKO
JICCSITKOB T€HOB.

HauGonsiiee 3Ha4eHre B 3THOJOTHU HACIEAYEMOM IIIYXOTHl HMEIOT MYyTalluu
B rene GJB2, KOTOpHI KOJUPYET TpaHCMeMOpaHHbIi Oenok koHHekcHH 26 (Cx26). B
CBA3M C 95THM, BO MHOTHX CTpaHax pa3paboTaHa MOJEKYIIpHO-TCHETHIECKast
IUATHOCTHKA CIydYaeB TYTOYXOCTH/TIIyXOTHI, OCHOBaHHAs Ha BEIABICHHH y OONBHBIX
MyTaIuil 5Toro resa. M3BecTHO, 4TO B eBpONEHCKUX momynsanuax no 50% Takux
ClIyd4aeB IIOTEPH Ccllyxa o0OycioBIeHO MyTamusMud rena GJB2, B a3smaTcKux
HOIYIAIKAX ITOT IIOKA3aTeNIb HECKOJIBKO MEHBIIE. HacTOTa BCTPCYACMOCTH U CIICKTP
MyTanuii TeHa GJB2 pa3luyaroTcs B IOMYIANMAX PasHOTO  ITHUYECKOIrO
IPOMCXOXKIEHAS M B Pa3HBIX perMoHax Mupa. HIeHTHOHIUPOBAHO HECKOIBKO
«TTABHBIX», Ma)XOPHBIX, MyTaIliii 3TOr0 reHa, MpeoONajalomuX B TOH WM MHOM
nonyisun, apyrue GJB2-MmyTaiuu 00Hapy:KUBAKOTCA TOJIBKO y OTAEIBHBIX IIyXHX
HDAIUEHTOB. B CBA3M C O3THM, aKTyaJIbHBI HCCJIEIOBaHUSA B OTOM HANpAaBICHUUA B
pa3IMYHBIX PETMOHAX MUPA.

Ilensto mucceprammonHoit pabotel bampi-Xoo M.C. sBisgercs u3ydeHHUE
MOJEKYISPHEIX MEXaHHW3MOB M PACIPOCTPAHEHHOCTHM HACIEINCTBCHHOW TIYXOTH B
Pecnyomuke Teisa. Takue wmccnenoanus B PecmyOmuke TriBa panee He
HPOBOMIIKCH K BCE HOIyUCHHBIE COMCKATENEM PE3YIbTATHI SIBJTFOTCS HOBBIMH.

Juccepramuonnas pabora bamp-Xoo M.C. HammcaHa 1O TpagUIMOHHOMY
miany: «Beemenme», «O0630p nuTepaTyph», «MaTepuaabl M METOABI,
«Pe3ympratey, «O0Cy)IeHneY, «3aKiodeHney, «BpBoab, «CIHCOK IUTEPATyphD»
(151 ucrounuk). Pa6ora m3noxena Ha 141 crpanmiie, B pabote umeercs 11 tabmu,
11 pHCYHKOB, a TaKkXke 3 TPWIOXKEHHS C POJOCIOBHBIMM BCEX OOCIEIOBAHHBIX
OOJILHBIX.

OG30p nuTEpaTyphl JaeT LEJIOCTHOE MPEACTABICHHE MO0 TEME HCCIEAO0BAHUS.

ABTOpOM O0OCYXXHAIOTCS OSTHOJOTMYECKUE (HAKTOPHI, IPUBOIANIME K Pa3BHTHIO

.



TYTOYXOCTH M TIyXOTHI, JAa€TCA Kiaccu(ukaims CTEMEeHEH W THIIOB HapYIIECHHUIl
CIIyXOBOM (DYHKIIMH, OMHCHIBAETCS CJIOKHBIA I'€HETUYECKHM KOHTPOJb IaTOJIOTHU
ciryxa. M3noxeHsl UMeromuecs CBEEHUs O CTpykType reHa GJB2, ocoOEHHOCTIX
pacIpoCTPaHEHHOCTH pPa3IMYHBIX MyTanmuil 3Toro reHa. B o003ope mnpuBomasTcs
pE3YNbTaThl JMUIACMHOJIOTHYECKUX M MOJCKYISPHO-TEHETHUYECKAX HCCIEAOBAHHUN
HaclielyeMbIX ()opM TYyroyxOCTH, IIPOBEJICHHBIX Ha Tepputopuu Poccun. BrizpiBaer
uHTepec paznen «ColManbHBIE aCHEKTHl HM3YHYEHUS HAcleQyeMBIX (OpM IOTEpH
ciyxa». ba3zupysce Ha runotese (Nance et al., 2000; Nance, 2003; Nance, Kearsey,
2004) o BO3MOXHOW POJM COIMANBHBIX (AKTOPOB B PACIPOCTPAHEHHOCTH TIIYXOTHI,
oOycioBineHHOM MyranusMu reHa GJB2, aBTop auccepTalliOHHOW paboOTHl B 3TOM
paszene NPUBOIUT PE3YJIbTATHl OTHOCHUTENHFHO HEMHOTOYHMCICHHBIX HCCIEIOBaHUN
COLMAIBHOTO YCTPOMCTBA COOOIMIECTB TIIYXHMX JIIOACH, MX OpayHOil CTPYKTYpHl U
penpoaykuuu. 3aBepmiaeT 0030p JUTEpaTypel pasfen 00 HCTOPUYECKHX,
3THOTpaUIECKUX, TOMYIANUOHHO-TEHETHIECKNX, TeHETHKO-3IUIEMHUOTIOTHYECKUX
U MEJIUKO-TEHETUIECKUX HCCIIEI0BAHUSIX, POBEACHHBIX paHee B PecriyOmmke TriBa.
B paznene «Matepuaisl 4 METOABI» TIOAPOOHO 0XapaKTEPU30BaHbI H3Y4aeMBbIE
BBIOOpKU. BrpiOopka  manmueHTOB,  CTpaTHQHUIUpPOBaHHAs IO  3THUYECKOH
IIPUHAUIEKHOCTH, cocTaBuina 201 genoBek c moTeped cCilyXa TSKEIOM CTEINEHH,
IPEUMYIIECTBEHHO HEHPOCEHCOPHOTO THMNA, M PEIPE3CHTATUBHA JUIA M3Y4YECHHUSA
pemKuX TeHeTWuyecKmx 3a0oneBanuit. KonTpompHass BeiOOopka (121  gem.)
IPEJICTaB/IeHa HECBA3aHHBIMH OJHM3KUM pOJCTBOM TyBHHIAMH. MoOneKynsapHO-
TEHETHUYECKUE UCCJIEJOBAHUS IPOBOJUIIUCH nocie IUCHMEHHOTO
“HGOPMHUPOBAHHOTO corjiacus Ha obciemoBaHue (y AETEd - IOCIE IMCHBMEHHOIO
UH()OPMUPOBAHHOI'O COIIACHS POIUTENCH WK omeKyHOB). ViccinenoBanue 0100peHO
MuHucTepcTBOM 31paBooxpaHenus PecryOmuku ThiBa M KOMHCCHEH 1O OHMOITHKE
Wucturyra nuronoruu u reHetukd CO PAH (r. HoBocubupck). Xopomo onucaHsl
TNOAXONBI, TPUMEHIEMBIE JUIS  ONHUJIEMHOJIOTHYECKOrO  aHalu3a, METOMBI
CETPEralliOHHOTO aHajlu3a ¥ IOAPOOHO U3J0XKEHBI MOJEKYJAPHO-TEHETHYECKHUE

MCTOJbI UCCIICAOBAHMA.



B pasgene «Pe3ynbTaThD» BCE NOITYYEHHBIE aBTOPOM PE3yIbTaThl OTBCYAIOT
IOCTAaBJACHHEIM B pa0oTe 3ajayaM M IIPEJICTAaBICHBI B TPEX OCHOBHBIX OJIOKaXx,
JIOTHYHO OOBEAMHAIONUX COOTBETCTBYIOIIME JaHHbe. B KOHIE KaxJoro Onoxa
UCCIIENO0BAHMS IIPUBOIUTCS KpaTKoe 0000Iaroliee 3aKIIOUYEHHE, YTO CYICCTBCHHO
o0Jierdaer BOCIIpUSATHE MaTepHaa.

ITepBBlii OOOK TIOCBSIIEH pPE3YyNbTaTaM JIMIEMHOJIOTHICCKOTO aHAIM3a
HapylleHuid ciyxa y HaceneHus Pecnybmuku Teisa. CremyeT HOM4EpKHYTB, 9TO
OYCHb BAKHBIM HAy4YHO-TIPAKTHMYIECKHM pe3ynsratoM paborel bamer-Xoo M.C.
SBJIIETCS CO3/IaHue eIMHOM 0a3bl JaHHBIX, BKIIouaronieil ceeaeHus o 1407 O0IbHBIX
c pasnMuHBIMM (OPMaMH TYroyXoCcTH/TIyxoTel B PecmyOmuke TeiBa. ABTOp
NPUBOAWT J€TalbHBIE JAHHBIE O PAaCIPOCTPAHCHHOCTH TYTOYXOCTH/TIIYXOTHI
pasmmuHOi >THONorMM B Pecmy6Gmuke ToiBa, B TOM 4HCJIE H HEHPOCEHCOPHOM
Tyroyxoctu III-IV cTeneHu/TayXx0Tsl BEPOSTHON IeHETHYECKOH STHONOruK. CpetHss
PacIIpOCTPaHEHHOCTh TYTOYXOCTH/TIIYXOTHl Pa3iUIHOM 3THONOrMU mo PecmyGiuke
TeiBa coctaBnsgeT 1 : 220 den., a TSOHKEIOH IMOTEPH CIIyXa BEPOSTHOH IEHETHYECKOU
sytrosorud - 1 : 573 gen. OTMEUarOTCs CYIIECTBEHHBIE TEPPUTOPHAIILHBIC BapHalluy
9THX MOKa3aTeliel. DIUAEMHOIOTHYCCKUA aHaIi3 OONBHBIX C Pa3IMYHBIMU THIIAMU
IOTepH CIyXa TO3BOJWI BBIIEHUTH TCPYNIy OONBHBIX C HEHPOCEHCOPHOMH
TYTOYXOCTBIO TSDKENOM CremeHu/TiIyxoroit — 540 wenm. (38.4%), moTeps ciyxa
KOTOPHIX, BEPOATHO, OOYCIOBICHA TEHETHYSCKUMH (akropamu. Pe3ynbraTsl
IPOBEJCHHOTO CErPeralliOHHOTO AHAIN3a M JETAIbHOE H3YYCHUE DPOJOCIOBHBIX
ceMeil ¢ TIyXuMH OOJBHBIMH IIO3BOJIMIM aBTOPY BBIABHHYTH IPEAIIOTIOXKEHUE O
HAIMYHK GoJiee YeM OHOTO TeHa, KOHTPOJIMPYIOIIEro MOTepIo cIyXa, B Pecmybnuke
TriBa.

Bo BTOpOM O0JI0KE NPUBOIATCA PE3yIbTATHl MOJIEKYIIPHO-TCHETHYCCKUX
ucciaenoBannii. ClieyeT OTMETUTH, YTO JUTs HMOWCKAa MyTanui B rene GJB2 (kax B
BEIOOpKE OOJNBHBIX, TAK U B KOHTPOIBHON BHIOOPKE) aBTOPOM KCIIOJIB30BANICI METOJ
CeKBEHUpOBaHMsA 10 COHrepy, YTO IO3BOIMIO BBIIBUTH IOJHBIM CIIEKTP MyTallHH

3TOoro reHa. ABTop paboThl mpoaHatu3upoBana GJB2-TeHOTUNEI OONBHBIX H
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YCTAaHOBHJIA, YTO MaToreHeTHdeckuil Bkinaa reHa GJB2 (Cx26), onpeneisaeMbli Kak
J0isg OONBHBIX, HMEIONUX OWaJIeNbHBIE PEIECCHBHBIE MYTAIlMM 3TOr0 TIEHA,
coctaBnser 18.8%. Takum 0O0Opa3oM, 3THM MNalMEHTaM MOXXET OBITh IOCTaBJICH
TOYHBIA MOJIEKYISIPHO-TEHETHYEeCKUH 1uarHo3. B pabore Taxke BBISBIEHO
OIIPEICNICHHOE YHCII0 OOJBHBIX, Y KOTOPBIX OblIa HailIcHa TOJIBKO OJHA PELECCHBHAS
MmyTaius B rene GJB2, u ceMeHHbIe Clly4au NoTepH ciryxa (6oee 0JHOro 60JIHOIO B
ceMbe), Tne Myrtanuu reHa GJB2 He Obuin oOHapy:keHBI. ABTOp BBIJIBUIA€T
IPEIIOIIOKCHAE 0. BO3MOXXHBIX MEXaHW3Max IIOTEpU CIIyXa y TaKUX OONBHBIX.
[TorydeHHble aBTOPOM JaHHBIC O cHeIM(HUUecKOM cliekTpe MyTaunui rena GJBZ y
TYBUHIIEB U OI[CHKA YaCTOTHI T€TEPO3UTOTHOTO HOCUTEIHCTBA PELIECCUBHBIX MyTaIlMH
reia GJB2 y kopeHHOro HaceneHus PecmyOnuku ThiBa akTyaldbHBI Ul pa3paboTKu
ONITIMATBHEIX METOJIOB MOJIEKYIIIPHOM JMarHOCTUKU HACJIEICTBEHHOM IIOTEPH CIIyXa
B 3TOM peruoHe. TImaTenpHBIM T€HETHYSCKUM aHalu3, NPOBEACHHBIM banpl-Xoo
M.C., 6asupyeTrcs Ha POJAOCIOBHBIX BCEX 00CICIOBAHHBIX OOJIBHBIX, IPUBECHHBIX B
[IpunoxxeHusx K TUCCepTaMOHHON padoTe.

B Ttpernem Onoxe «Comuo-aemMorpaduueckne mapameTpsl, Opadsslii craryc /
OpauyHas CTPYKTypa, MapaMeTpsl PEeHpOIyKIMU U CTEIEHHM COLMAILHOM ajanTalud
moned ¢ morepei cimyxa B PecnyOmuke TriBa» aBTOp NPHUBOIUT HHTEPECHBIC
pe3yNIbTaThl KOMIUICKCHOTO H3Y4YEHHUs COLMO-IeMOIPa(UYECKUX XapaKTCPHCTHK
coobiecTBa TIyxux jrojeil B Peciryonuke TeiBa. ABTOp YTOYHSET, YTO B MUPE TAKHE
HCCIICIOBAaHUS KpaiiHe HEMHOTOYNMCICHHBI M OTPAaHMYEHBI B JIMTEPATYpPE TOJBKO
paboramu 3apy0OexHsIx aBTopoB. B Poccnu moo6HbIE pabOTHI HE IPOBOAUINCE HIIH,
0 KpaiHeil Mepe, B IOCTYITHOW JUTeparype He omucaHbl. ClenyeT OTMETHUTh, YTO
IPOBEACHUE TAKHUX HCCIEAOBAHHMUA CBS3aHO CO  CJIOXHOCTBIO  IIOJIYYCHHS
UCUYEPIBIBAIOINX MMEPBUYHBIX JAHHBIX Yy TIyXUX JIOACH 0€3 IMOMOILIM CIBIIIAIIHNX
POICTBEHHUKOB WJIM CYpJONEPEBOAYMKA U HEAOCTATKOM, 4 B HEKOTOPBIX CIIyYasx, U
HOJHBEIM OTCYTCTBHEM apXUBHBIX M YYETHO-AEMOrpaU4eCKHX MaTepHaloB,
KacarolUXCs COIUAILHEIX M MaTEPUANGHBIX YCIOBHU XU3HU IIIyXUX roaei. Tem He

menee, banp-Xoo MaputeCepreeBHe yAanoch BIEPBBIE IOIYYUTh XapaKTEPUCTHKH



OpayHoOil CTPYKTYpHI, HapaMETPOB PENpPOAYKIMH IIIOJEH ¢ MOTepei ciyxa B
Pecrnybinke ThiBa U OICHUTH CTENEHb MX COLMAJILHOM aanTallid M KOHCOIHUIAUH
B o0mecTBe. OTH JaHHBIE, B COBOKYIIHOCTHM C pe3yJbTaTaMHM MOJICKYISIPHO-
reHETHYECKOTO HCCIEN0BaHMa HACIEICTBEHHOW TIIyXoThl B PecmyOmmke TroiBa,
BO3MOXKHO, B JalbHEHIIEM, MMO3BOJAT OLUEHUTH IIOTCHIMAIBHYIO POJIb COIIMAIBHO-
neMorpaduuecKux (pakTOpOB B PACHPOCTPAHEHHOCTH HACIEAYEMBIX (OPM TIIyXOTHI B
Pecnybnuke TriBa.

ABTOp 00CYXIaeT Bce MOMYYCHHbBIE Pe3yNbTaThl B COOTBETCTBUM C JIOTUKOM MX
TIpeICTaBIEHAS B COOTBETCTByromEeM pasjene «OOCyxIeHue pesyibTarosy. B
JUCCEPTAIMOHHOM paboTe MPUCYTCTBYET KpaTKoe «3aKI09eHney, obobaromee Bee
IIOJydEHHBIE aBTOPOM PE3YJbTaThl. BEIBOABI XOpPOIIO 0OOCHOBAaHBI U BBITCKAIOT U3
IOCTaBIEHHEIX B pabore 3ajmad. Asropedepar COOTBETCTBYIOT OCHOBHOMY

COACPKAaHUIO NUCCEPTAINH.

Pe3ynbTaThl WCCICIOBAaHHUSA OTPAXEHbl B IMyOIUKAaHMAX B PEICH3UPYEMBIX
Kypuanax wu3 crmcka BAK (4 cTaTem) W IpEACTaBIEHbl Ha PasIMYHBIX
OTEUECTBEHHBIX M 3apy0e:KHBIX KOH(QEpeHIUAX.

[IpUHIMIHAIBHBIX 3aMEYaHUN K paboTe HET.

TakuM 06pa3oM, MOKHO 3aKIFOYUTh, YTO JUCCEpTalMOHHas pabora bans-Xoo
Mapursl CepreeBHbI «3yuenue MOJICKYJISIPHBIX MEXaHU3MOB U
PacIpPOCTPAaHEHHOCTH  HACIEACTBEHHOW TIIyxoThl B  Pecmybmuke — ThiBay,
TIpe/ICTaBIICHHAS HA COMCKAHNE YICHOH CTeNeH) KaHAUIaTa OHOIOTHIECKHX HAayK IO
cemmansHoctd  03.02.07 — reHeTHKa, SBISETCS  3aBEPHIEHHOM  HAay4YHO-
KBaNM(UKAIMOHHOM paboTOl M IO CBOEH AaKTyalbHOCTH, HAay4HOH HOBH3HE,
TEOPETUYECKONM W  TMPAaKTHYECKOHM 3HAYMMOCTH  IOJHOCTBIO  COOTBETCTBYET
TpeboBarmaM 1.9 «IlomokeHus O NPUCYXICHWM YdeHbIX crenenei» BAK
MusuctepctBa obpazoBanus u Hayku P®» (mocranosnenue IIpaBHTENbCTBA
Poccuiickoit ®eneparuu ot 24 ceHtabps 2013 1. Ne 842), mpeabABILIEMBIM K

KaHAUJATCKAM JucceprandsM, a cam astop bamel-Xoo Mapura Cepreesna



3aCIIy)KMBaeT MPHUCYKACHUS YICHOW CTEIeHU KaHAUAAaTa OMOJIOTMYECKUX HAYK IO

criermanprocTe 03.02.07. — reHeTHKA.

: / ,

OduruanbHbIN ONMIMOHEHT g ;}?}j’*ﬂf 7 MaxkcumoBa F0ausa BiagumuposHa
JIOKTOp MEIUMIMHCKHX HayK, mpodeccop, 3aBemyronias
kadepoil MeIUIMHCKOH TeHeTHKH 1 6uonorun, [EOY BIIO
«HoBocubupckuit rOCyJapCTBEHHBIN MeIUIIMHCKUHN
yauBepcute™» M3 PO,

630091, r. HoBocubupck, KpacHslii npocrekr, 52
ten.: +7 (383) 226 55 10
e-mail: 164706@mail.ru

noanucChb 3A A0
HauanbHuk OK %

A0, _dsaxst 201 6
i rBOY BrO HIMY MUHSOPABA POCCIX




