Ot3b18 MapkoBoit Tatbsis! [eHHAIBEBHEL
Ha aBTOpe(eparT AHCCEpPTAIME HA COMCKANME YUCHOM CTEIIeHN KaH/(11aTa GHOIOTHYecKIX
Hayk banpr-Xoo Mapurer Cepreesnst na TeMy « U3YUEHWE MOJIEK VJISIPHBIX
MEXAHW3MOB U PACIIPOCTPAHEHHOCTHU HACJIEJICTBEHHOM I'/TYXOTHI B
PECITIYBJIUKE TBHIBA»

o crienuanpHOCTH: 03.02.07 — reneruxa

AKTyaIbHOCTh OIHMIEMHOTIOTHYECKOTO AHANH3A HApyOIeHHWH clyXa W OIleHKa BKJaja
TCHCTHYECKHX NETEPMUHAHT B ITHONOTHIO TYrOYXOCTH y Hacenenus Pecry6mukm TroiBa mHe
BBI3BIBACT COMHEHHS. BONBINMHCTBO HaciencTBEHHEIX GopM mMeroT BpOXKIEHHBIIT xapaxrep,
TDKEIIOC  Te€YeHHe, TpeOYIT pPaHHEro BBLISBICHHS W PaHHEro BMemaTenbcTBa. J[aHHBIE O
PACpOCTPaHCHHOCTH HACNEACTBEHHON TYTOYXOCTH HMEIOT OrPOMHOE 3HAYEHHE Ul Bpadeif
OTOPHHOJIAPUHTOJIOTOB, CYPJIONOTOB, JUISl MEIMKO-TeHETHIECKOro KOHCYIBTUPOBAHUS CEMEH ¢
BLICOKHM DHCKOM IIOBTOPEHHMS 3a00JIeBaHusL. YUMTEIBAs, YTO HACIENCTBEHHBIM IPUYUHAM
TYTOYXOCTH/TJIYXOTEl paHee He IIPHIaBANIA  TOJKHOTO BHHMAHHS, TO SHHASMHOIOIHYECKHE
HCCIICNOBAHAS TAKOrO POJIA B PErHOHAX HPH3BAHEI H3MEHHTH HAIII IPEJCTABICHUS O PealIbHOMH
PACIPOCTPaHEHHOCTH HACIIE/ICTBEHHOM TYroyX0oCTH Ha TeppuTopuu Poccuiickoit ®eneparym.

Pa6ota eimonnena ma BBICOKOM YPOBHE. 3a/iauu COOTBETCTBYIOT IIOCTABICHHOH eI
Tmarensupnit agamms IIOIYYCHHBIX B XOJI€ UCCNEIOBAHUS TAHHBIX MO3BOJIHIIN bagn-Xoo M. C.
IOIyYHTE PAN 3HAYMMBIX PE3YIBTATOB, HMEIOIIHX Hay4HyIO HOBH3HY M O0JIAZ@IOMMX BayKHBIM
TNPAaKTHYECKHM 3HaueHHeM. IIpoBeneH cerperauuHmbii anams TYTOYXOCTH Ha TEPPUTOPUU
PecnyOmuku  Trisa, MOJICKYIIAPHO-TCHETHYECKHi aHanus reHa GJB2, 00ycCIIaBIHBAKOIEro
BPOJ/ICHHOE JIByCTOPOHHEE HAPYIUEHHE CIyXa 110 CCHCOHEBPAJILHOMY THITY Pa3IMYHOH CTEIIeHH
TAKECTH, cpei GONBHBIX € BPOXKIEHHOMH Tyroyxocteio. MccnemoBanue mposeneno cpenu
TYBHHIICB, OINCaH CTIEKTP MyTaIHOHHEIX TIOBPEXICHHUI TeHa GJB2, BBIABIICHBI 9acThle MyTAIlUH
B onysanuu Pecry6muku Trisa (80% TYBHHIIEB).

PaGora Bajne-Xoo Maputst CepreeBHEI COEPKUT HOBEIE MaHHBIE O pacupocTpaHeHHOCTH
HACICCTBEHHBIX (POPM TYrOYXOCTH, [IATONOIHYECKUX I HenaTtonoruyeckux G.JB2-reHoTHax Ha
TeppuTopuy Pecny6nuku Teisa. PesymsraTsr PaGoTE! TOKA3BIBAIOT, YTO HEOOGXOIHMO obparrars
BHUMaHHC HE TOJBKO HA CEMbH, OTSrOMICHHBIE 110 TYTOYXOCTH, HO M Ha CEMEBH, B KOTOPBIX
HTAIACHTA HET POJICTBEHHUKOB C HAPYLIEHHEM CIIyXa, HET IIPU3HAKOB CHHJIPOMAJIBHEIX (hOpM, UTO
Tpebyer HasHaveHus aHamm3a rema GJB2. Ilpu 3TOM remerTHueckwmit CKPUHMHI Cpelu IeTel c
ABYCTOPOHHHUM HapyIICHUEM CIIyXa JOJIKEH YUHTHIBATH STHHIECKOE IIPOUCXOKICHUE TTALHEHTOR

H 9aCTBIC MYTanHuH XapaKTCpHBIE IS JAHHOTO PEeruoHa.



Hanbneiimue ucenenopanus u BHEIPECHNE Pe3yJIbTaToOB JaHHOH paGoThl B IPAKTHKY Bpayeit
TCHCTHKOB, Bpaveil  cypmomoros, OTOPHHOJIAPUHIONIOTOB  IIO3BOJIMT IIOBBICHTH KAYECTBO
AUAarHOCTHKH  HACJIECTBEHHBIX HApYIICHUH  Cllyxa, KayecTBO  MCIHKO-TeHETHYECKOro
KOHCYJIbTHPOBAHHSL CeMel IIpH HapyILeHusX cnyxa, Oyner croco6eTBOBaTh PaHHEMY BBISBJIEHHIO
BPOXACHHOH TYroyXocTu cpenu A€Ted, He mnpomeqmux YHHUBEPCAIBHBIN AyIHOIIOTHYECKHIL
CKPHHHHT, X paHHEH peaGUIIHTaIiY TakuX neTei.

B coBpemennsix ycmopmsx, KOTZla MHOTHE MEMLMHCKHE IIPOGIEMBI PEIIAIOTCS Ha CTHIKE
HECKONIBKUX CHEIMAIBHOCTEH, OYEHb BasKHO TIOAYEPKYTh PONIb COTPYAHMYECTBA GHOIIOIOB,
Bpadel OHOXMUMHKOB, GHO(H3NKOB ¢ BpadaMH  CypHoJIOramMH, OTOPHHONAPHHIONOTAMH K
TCHETHKaMU B pa3paboTKe HOBBIX METO0B MHATHOCTHKE HACIIC/ICTBEHHBIX HAPYIIEHHUH ClTyXa,

3ameyanus;

1) B aBropedepare ne OTPaXXCHO COCTOSHUE MOJNOOHBIX HCCIIETOBAHM B JIPYTHX perHoHax
Poccutickoii ®enepampn, nx HEMHOT'0, HO OHH €CTb. ITO Gbl IOYEPKHYII0 3HAUMMOCTE
IIPOBEICHHOTO HcclenoBanus. Tak, B jaHHOM UCCJIENOBAHUM CPEIM TYBUHIEE He
BBIIBJICHA PENECCHBHAS MyTauus 35delG, KOTOpast HMEET BBICOKYIO YacTOTY CPeJIH JIHI]
¢ HapymenueM ciayxa B Cepepo-3amammom, Ientpansom u IOxHOM peruonax
Poccuiickoit ®eneparun,

2) Pesymbrarel  paGoTEl  uMeror TIPAMOE  OTHOLICHME K BpadaM Cypjoioram,
OTOPHHOJIAPHHIOJIOTAM, HO COIJIACHO aBTOpe(epaTy BBICTYILICHUI Ha KOH(epeHIusIx
Bpaveil Cyprooros, OTOPHHOIIAPHHTOJIONOB ¥ aBTOPA He BBLIO.

3) Her ocxoBanwuit s COKpAIlCHHS CIIOB TYTOYXOCTh H TIIyXOTa.

Bonpocsr:

1) Kak o6®scuuTs croms BBICOKYIO 4acTOTy HOCHTENBCTBA, MOuTH 9%, PELIECCHBHEIX
HATOJIOTHYECKUX MyTanmii reHa GJB2 g 3/10POBOH MONYIAIHKE M TIPH TOM TOJBKO
18,9% romosuror u KOMIIayH/IHBIX T€TEPO3UTOT 110 3THM MyTaIHAM CPe/I MaIHeHTOBR?

2) Kakoe 3navenue B croeif paboTe BB mpumacTe H3YYCHHUIO COLHO-AeMOrpadhMuecKux u
TICHXOCOIHANBHBIX XapaKTEPHCTHK COOOIIEeCTBA LIyxux ymonei? He ssisercs nu sror
pazzien u30BITOYHEIM?

Brickasannsie sameuanus we mocsT NPHHIMITHATIBHOTO  XapaKTepa, H HE BIMIIOT Ha

BBICOKYIO OLIEHKY BBIIIOJTHEHHOM paGoTHL

Io cBoeit axTyamproCTH, Hay4YHOH HOBH3HE, OGLEMY BBLIMOTHEHHEIX HCCIIEZIOBaHHH,
TCOPCTHYCCKOH M IIPAKTHYECKOH 3HAYMMOCTH IIOy9CHHBIX pe3yneTaToB paborta Bampi-Xoo
Mapurer  Cepreesun «M3yyeHHe MONEKYIAPHEIX MEXaHH3MOB H PpaclpoCTpaHEeHHOCTH
HAaCTe/ICTBEHHOM IiiyXoTsl B PecnyGnuke Thisay BBIIIOJIHEHHAA IO/ PyKOBOJCTBOM KaHIHIaTa

Onomornyeckux Hayk Ilocyx Omnerm JleonnnoBHEI, sBIgETCS 3aKOHYCHHOH HAy4HO-
2



HCCICNOBATENECKOM — paGoTOH, — pemaromeif  BaxHble IS I€HETHKH, CYpJIOJIOTHH ¥
OTOPUHOJIAPHHIOIOTHY HAYYHO-TIPAKTHYECKHE 331a4H, TIOJHOCTHIO COOTBETCTBYET TPeOOBAHUAM
1.9 «llonoxeHus o mpuHCYNIEHHM YUCHBIX CTeNeHen», yTBepxaeHHoro IlocraHoBieHueMm
lpasutensctea PO Ne 842 or 24 ceHTsa0ps 2013 roxa, mpembsBIsSEMBIM K JHCCEepPTaIMsIM Ha
COUCKAHME YYCHOU CTENEHH KaHIUIATa OHOTOrHUCCKUX Hayk, a ee aBrop banp-Xoo Mapura
Cepreesna 3aciyxupaer NPUCYKICHUA YYCHOH CTENEHH KaHIUIaTa GHOJOMMYECKHX HayK I10

cnenuanbHoCTH 03.02.07 — reHeTHKA.

PyxoBomuTens otena suumeMHoTOrnT 1 reHeTHIH

HapyIeHui ciiyxa PenepaisHOro rocy apcTBeHHOTo

610/KETHOTO yUpexIeHus Hayku «Poccuiickumii

Hay4HO-NIPAKTUYECKHUH LIEHTP ayIHOIOTHH K

CllyxonpoTtesuposanus PenepansHoro

MEJIMKO-OHOJIOTHYECKOTO areHTCTBAY, JI.M.H. / / N T.I''Mapkosa
117513, r.Mocksa, JleaunCKii npocrexr, 123

Tel1. +74997496105

tmarkova@audiology.ru
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