OT3bIB
o(ULMATBHOTO ONIOHEHTA, JOKTOPa MEJAMIMHCKHX HayK
MMawkosa Ayekcanapa Bragumuposruya Ha JUCCEPTALIMOHHYIO paboty AnekceeBoi
Hatansu Hukonaesub! Ha TeMy: «KIIMHUKO-ayIMOJIOTUYECKHE 0COOEHHOCTH
BPOXKAECHHOH HacJieICTBEHHOM CEHCOHEBPAJIbHON TYTOYXOCTH JIErKOM U YMEPEHHOU
CTereHn», MpeJICTaBIEHHON Ha COUCKaHHUE
yU€HOH CTeMeH! KaH1uaaTa MeJMLMHCKUX HayK

no cnernanpHoctu 3.1.3. OTOPUHOIAPUHIOJIOT U
AKTYaJ/IbHOCTb Te€MbI

JluccepTalMoHHas paboTa AJieKCeeBoi Haranbu HwuxkosiaeBHBI MOCBSIIEHA
aKTyalbHOH MEIMKO-COLUaTbHOM npobiemMe — MOBBILEHUIO S(PPEKTHBHOCTH
CYpHOJIOTHYECKOH — MOMOUM  MalMeHTaMm ¢ BPOXKAEHHOI  HacleICTBEHHOH

CeHCOHEBPANIbHOM TyrOYXOCTBIO JIETKOH M yMEPEHHOH CTETEHH.

C BBejleHHEM MpPOrpaMMbl YHMBEPCAILHOTO ayJIMOJIOrMYECKOro CKpUHHMHIA
HOBOPOX/IEHHBIX CTaJ0 BO3MOXHBIM PaHHEE BBISBICHUE BPOXKICHHBIX HapyLIEeHUH
clyxa, B TOM YHCJE JIETKOH U YMEpEHHOH cTerneHu. 3Ha4YUTEIbHO YBEIMYUIIOCH
ypciio gereil ¢ naHHOM (opmoil 3aboseBaHMs, BBIABIAEMbIX B MEPBbIC MECALDI

KU3HHU, YTO Tpe6yeT COBCPIICHCTBOBAHHAA MIPOTOKOJIOB BEICHHUA.

C [osiBUJIEHUEM HOBBIX METOZOB MOJIEKYJIIPHO-TE€HETUYECKON [IMarHOCTHKH,
CTa0 BO3MOKHBIM IIOATBEPIKACHUE HACIENCTBEHHOM 3THOJIOIHMH BPOXKIEHHOM
CEHCOHEBPATBbHON TYroyXxoCTH, KOTOpas 3HAa4YUTEJIbHO npeodsanaer B CTPYKType
BPOXIEHHBIX HapyIIEHWH cCilyXa. YCTaHOBIEHHE HAC/NEeACTBEHHON [PUYMHBI
BPOXKJ/IEHHOM TYroyxoCTH IO3BOJIAET ClelralIncTam n30exxaTb HEO0OOCHOBAaHHBIX
JAMArHOCTHYECKUX M JledeOHbIX MEpONpUATHH M objerdaeT MpPUHATHE JUarHo3a
poagurensimu.  C  yderom 3HAYUTENIbHOW  KIMHUYECKOW W IeHETHYECKOM
reTeporeHHOCTH  HAcJeACTBEHHOHM  TYrOyXoCTH, H3Y4eHHE  ayAMOJIOrM4eCKuX
0COGEHHOCTEH MpHU pa3UYHbIX TEHOTHUIIAX T03BOJIAET MPOrHO3MPOBATH TEYCHHME

3a0oJieBaHUs U HepCOHI/I(pl/ILlI/IpOBaTb BE€JECHUEC TaKUX MallUCHTOB.

B c¢BI3M ¢ DOTUM aKTyaJlbHOCTb HUCCJIE€NOBaHHUA AnekceeBoii Haranbu

HukonaeBHBI HE BbI3BIBAET COMHEHMUH.



Crenenb 060CHOBAHHOCTH HAYYHBIX MOJIOKEHUH, BLIBOAOE U peKoMeH/ auHm,

copmy THPOBAHHBIX B JHCCEPTALUU

[pencTaBNEeHHbIN aHAIW3 KITMHAYECKUX HAOMOeHUH, METOIbI HCCIICI0BAHNA,
WCTIONIB30BAHHbIE JJISl  pellleHHs LeMd M [OCTaBJIeHHBIX 3ajad, [MO3BOJAIOT
3aKJIKO4YUTh, YTO lIYI3aI>iH UucciiegoBaHus COCTaBJICH KOPPEKTHO, Ha Oase COBPEMEHHBIX
Haqube METOAOJIOTHYCCKHX nprueMoOB. PaGora BbIIOJHEHA Ha JOCTAaTOYHOM
KIMHAYECKOM MaTepuaie, B ucciefoBaHue BKmodeH 251 nauneHt. Beem naunentam
6bLI0 MPOBEJEHO KOMIUICKCHOE O0Ce0BaHHe C MPUMEHEHHEM COBPEMEHHBIX

ayAuo0JIOrM4CCKUX 51 MOHGK}/HﬂpHO-FeHeTI/IquKI/IX MeToJax B COOTBETCTBUU C

npea10KEHHbIM aBTOPOM aJITOPUTMOM.

O6pa60T1<a IMOJIYYEHHbBIX pe3yibTaTOB BBIIIOJIHEHA C HUCIIOJIb3OBAHUCM
CTATUCTUYECKOr0  I1aKeTa R. I/ICHOJIEByeMI)Ie METOAbI MaremMaTH4eckom U
CTAaTUCTHUYECKOU O6pa6OTKI/I COBpPEMEHHBI, KOPPEKTHbI B OTHOIIEHHWHW [JaHHOI'O

ncciieJOBaHWs, 4YTO ITO3BOJIACT YTBEPAUTH BBICOKYIO JOCTOBEPHOCTE TIOJIY4YCHHBIX

pe3yJIbTaToB.

Takum o6pa30M, NpeACTaBJI€HHbIC B JIACCEPTALMOHHOM  UCCJICNOBAHHH

MOJIOKEHUSI, BLIBOJAbI U PEKOMEHAALINNU SIBJISFOTCSI 00OCHOBAHHBIMU U JOCTOBEPHLIMHU.

JIoCTOBEPHOCTL M HAYYHAsi HOBH3HA HAay4HbBIX MOJIOKEHHUI,

BbBIBOJAOB U pekomeﬂnauuﬁ

HosusHa paboThl HecoOMHeHHa. Bnepsble Obula yYCTaHOBIEHAa 4acTOTa
BLISBJIEHHs maTojorudeckoro reHoruna B reHax GJB2, STRC u USH2A vy
MMAlMEHTOB C BPOJXKICHHON CEHCOHEBPAIbHOM TYroyXOCThIO JIETKOH W YMEpPEHHOM
crenenn. OmpeneneHa  JMAarHoCTUYecKkas  LEHHOCTL  METO/a ~ MaccoBOIo
napajieJbHOro CEKBEHHUPOBAaHHMA B IIOATBEPKICHHUH HACJIE/ICTBEHHON J3THOJIOTHH

BPOXICHHON CEHCOHEBPaIbHOM TYrOyXOCTH JIErKOH U yMEPEHHOM CTENEHH.

BblIM BbISBJIEHbl KIMHUKO-ayJHOJIOTMYECKHE OCOOEHHOCTH Y MALMEHTOB C
BPOX/IEHHOM HACJIe[CTBEHHON CEHCOHEBPAIbHOM TYyrOyX0CThIO JIErKOH U YMEepEeHHOM
CTerneHW, a MMEHHO CHUMMETPUYHOE HapylIeHHWe Ccllyxa C TOpHU30HTalbHBIM H
NOJOTOHUCXOAALMM TpoduieM ayauorpaMmbl, 4TO I[O3BONAET ONTUMHU3UPOBATH

MCHHKO-FGHQTHHCCKI/Iﬁ MOUCK U BHEIPHUTH I[aHHbIﬁ BHJl HMCCJIeAOBaHMs B HIHPOKYIO

MPaKTUKY.



[Tony¥cHHbIC JAHHDIC Q §Ta0MIBHOCTH TOPOTOB  CHBIIMMOCTH  MpH
BPOYKJICHHOW HACJIEJICTBEHHON CeHCOHEBPA/IbHOIM TYrOyXOCTH JIETKOH U yMEpPEHHOM
CTEreHH UMEIOT 0COOYIO MPAKTHUECKYH0 3HAYUMOCTh MMEIOT, MOCKOIBKY MO3BOJIIOT
POrHO3UPOBAaTh  TEYCHHUE 3aboieBaHds M ONTUMU3HMPOBaThb  MPOTOKOJ
JAMHAMUUYECKOro HaOJroneHus [@HHBIX MalWeHTOB. [Ipeno>KeHHbIH aJIrOPUTM
3THOJIOrMUECKOr0 MOUCKA U ONpe/ie/ieHNs] TAKTUKHY BeCHUS MAlUeHTOB NPH PaHHEM
BBISIBJICHAM BPOXJIEHHOW CEHCOHEBPATbHON TYroyXOCTH JIErKof U yMepeHHOH
CcTeHeHM TMO3BOJMT MOBbICHTh S((EKTUBHOCTh  CYpPJOJOTHYECKOH  TOMOLIM.
Pe3ynbTarhl AUCCEPTALMOHHON paboTel AniexceeBoit Haranbu HukosaeBHbl yCreIHO
BHeJApEHbl B  IMPaKTHYECKYIO pa6oTy  KOHCYJbTaTHBHO-JMarHOCTH4eCKOH
nomukmuauky ®ICBY PHKIL A u C ®MBA Poccuny, ["opoackoro JeTcKoro
KOHCYJIbTATUBHO-AMArHOCTHYECKOro Cypa0JIOrHiecKoro HeHTpa I'6Y3 «<HUKHNO um.
JLU. Caepxesckoro» JI3M, CII6 I'KY3 «JleTcknil ropoJcKOil Cyp/oJlOrM4eCcKUi

LEHTP».

PesynbTarhl MCClIENOBaHHS BKJIOYECHBI B ydebHOe mnocobue «/lnarnoctruka
HacJleICTBEHHBIX HApyIleHuii ciyxa B cypaonoruu. HecunapomasbHas Tyroyxocrb,
yTBEPKIEHHOE Y4eOHO-METOANYECKUM  COBETOM ®I'bOY A0 PMAHIIO
Mumnsapasa Poccun B 2018 romy, B COOTBETCTBYIOLINE pa3/ICIibl npodeccuoHaNIbHOM
06pa3oBaTeIbHON MPOrPaMMbl  OPAMHATYPBI 10  CHEHHATLHOCTH «Cypnonorus-
OTOPMHOJIADUHTOJIOTUs», B y4eOHbIC MIaHbl LHUKIIOB MOBBILICHHS KBaIM(PUKALUU
Bpaueil CypJl0J0roB - OTOPUHOJIAPMHIOJIOTOB kadenpsl cypaoiorun @IbOY IO
PMAHITIO MunsapaBa Poccun. PesynbraTsl HMCCI€I0OBaHMS  BKIIOYCHBL B
knuHuMueckre  pexomengauumu  «CeHcoHeBpalbHas — Tyroyxoctb Yy nerem»,
yTBEpK/IeHHble ~ MHUHHUCTEPCTBOM  3[PaBOOXpaHEHMs B B 200] @ WOy,
Jlucceprauuontast padorta AjnexceeBoit Haranbu HukonaeBHbl uMeeT OONBLIOE

NpaKTUYECKOC 3HAYCHHUEC I Bpaqef/'l OTOPHUHOJIApUT'0JIOT OB, CypAaoJioroB, reHETHKOB.

Jluccepraupst  «KiMHMKO-ayAHONOTHYECKME  OCOOSHHOCTH BPO’KJIEHHOM
HACJIEICTBEHHON CEHCOHEBPANbHON TYrOyXOCTH JIETKOW M yMEPEHHOW CTElNeHu»
COOTBETCTBYET TAacMopTy creuanbHocTy 3.1.3. OTOPHMHONAPUHIOIOrHs 1 obJlactTsm
uccnenoBanus: M.l «MccineqoBaHus MO M3YYEHHMIO OTHOJIOTMM, IaToOreHesa U
pacnpoCTpaHEHHOCTH JIOP-3a60JieBaHu» 7 .2 «Pazpabotka "

yCOBEPILIEHCTBOBAHNUE METO0B JANArHOCTUKU U npodunakruku JIOP-3a0oneBanuin.



OlleHKa coaepKaHUs AUccepTaluu, €€ 3aBePLICHHOCTH B LE/IOM,

3aMedaHHs 1o 0popM/IeHHIO JHCCEPTALHH

Junccepranust AnekceeBoii Hataneu HukonaeBHbI ITOCTpOSHA MO CTAHAAPTHBIM
MPUHLMIAM H3JI0KEHHs. Marepuana Hay4HOro MCClejoBaHusl, COOTBETCTBYIOLIUM
tpe6oBanmsim BAK. PaboTa n3noxeHa Ha 127 crpaHuliaX MallWHOMUCHOIO TEKCTa,
COCTOMT W3 BBeleHHs, 0030pa JUTEPaTypbl, 3 IJaB COOCTBEHHbIX McclieJ0BaHuH,
3aKJFOUEHHs, BHIBOJOB, NPAaKTHYECKMX DPEKOMEH[AALMH, CIUCKa KCIOJIb30BAHHOM
nurteparypbl. PaGota conepxut 18 TabML ¥ NPOMJUTIOCTPUPOBaHa 26 pUCYHKaMH.

CHHCOK  MCIIONB30BAHHOW  JMTEpaTypbl — BKModaeT 217  MCTOYHHKOB (36

oTedecTBEHHbIX U 181 3apyOeKHbIX).

BBeaeHue oTpaxaeT BCE HeO6XOI[I/IMI>le CBEIEHUs, YETKO C(bOpMy.HI/IpOBaHbI

LeJii ¥ 3aJa4u MpoBOAUMOTIO UcciieJOBaHMs, MOJIOKEHHA, BBIHOCUMbIC Ha 3alluTy.

O630p JUTEPaTYpbl HAMKMCAH JIMTEPATYyPHBIM SA3BIKOM, BKIIOYACT HCTOYHMKH
Moc/eqHUX JIeT, MaTephan H3/I0KEeH MOCIe0BaTeIbHO U JIOTMHYHO. TinarenbHbIN
AHATKM3 MCTOYHUKOB TI03BOJMJI JHCCEPTAHTY O00OCHOBATH aAKTyalbHOCTH TEMBbI
MpOBOAMMOro ~ HcciefoBanus. B o03ope M3MOXEHbI OCHOBHbIC  T10JIOKEHHS
SMHAEMHOJIOTMH ¥ TFEHETMKH HapyIeHHWH CilyXa, M3y4eH MekIyHAapOJHbIA OIBIT
AHATOrMUHBIX  McclaeqoBaHuil. IlogpoOHO  wW3OXeHa JoKasaTeinbHas  0Oasa
HeraTUBHOTO BJIMSHUS BPOXIEHHBIX HApyILIEHWH ClyXa Ha CIyXOpeueBOC pa3sBUTHEC
neTeil U MX MCUXO-COLMATIbHOE Oaarononyyue, NpeicTaBaeHbl MOAXOIbl K paHHEMY
BBLISIBJIEHHIO BPOXKJIEHON TYTOYXOCTH JIETKOH M YMEPEHHOH CTENEHHU 1 peabunuranuu

MannueHToB C IIaHHOP'I [aTOJIOTUEN.

Bo BTOpoii rJaBe MOAPOOHO ONKMCaHa XapaKTEPUCTHUKA HWCCICA0BaHHBIX
GOJNILHBIX W MCIIOJNIb30BAHHBIE METOJbl JMArHOCTHKH. Jlu3ailH uccie0BaHus
[103BOJIMII TIONYYUTh KJIMHUKO-ay IMOJIOTHYECKHUE U TEHETUYECKHE TAHHbIE TALMEHTOB
C BPOXIEHHOW CEHCOHEBPANbHOH TYrOYXOCTBIO JIETKOH M yMEpEeHHOW CTEeNeHH s

MocJieAYyHOLICro aHajanu3a.

B TpeTbeﬁ rjlaBe IMocjea0BaTeJIbHO H3JIOKEHbI PE3ybTaTbl UCCIICAOBAHHUA B
COOTBETCTBUU C TIOCTaBJICHHBIMHU 3aJadYaMH. HOKaEIaHO, 4YTO YYBCTBHUTCJIBHOCTD
yHI/IBepCEIJ'IbHOI‘O Ay Au0JIOrM4E€CKOTO CKpUHHMHIA HOBOPOXICHHBIX B BBISIBJICHUHU

BPOXKJIEHHOM HACJIeCTBEHHON CEHCOHEBPAIbHOHM TYroyXoCTu JIErKod ¥ yMEpEeHHOM
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CTEINIEHU COCTaBJISICT 80%, B pe3yJbTaTe yero 3HA4YUTENBbHO CHU3HUIICA BO3PACT

JMardoCTMKM  J@HHOW NaTojorMd. YCTaHOBJIEHO, HTO  [IpH BPOKJEHHOU
HacJeJCTBEHHOM CEHCOHEBPaJbHOM TYTrOyXOCTH JIETKOM M YMEpPEeHHOM CTeleHHU
Haclle/ICTBEeHHAasl STHOJIOrHs BblsiBisieTcs y 81% malneHToB, HanOoJiee 4acTo B reHax
GJB2, STRC, USH2A. U3y4eHbl KIMHHKO-ayIHOJIOTMYECKHE XAPAKTEPUCTUKH B
rpyrnax NauMeHToB ¢ MyTalMsAMU B IaHHbIX ICHaX. Jloka3aHo, 4TO NP BPOXKIEHHOM
HACJIEJICTBEHHONM CEHCOHEBPAJIbHOW TYroyXoCTh JIETKOM M YMEPEHHOW CTEeleHU
XapaKkTepHO CHMMETPUYHOE HapymlieHHe Ciyxa ¢ rOPU30HTAJIBHBIM  WJIH

[MOJIOT'OHUCXOJALIUM l'[pO(l)I/I.HCM Y cTaOMJILHBIM TEYEHUEM.

B yeTBepTOil IMaBe NpPEACTAaBIEHO 0OCYXkKAEHHE MOJYYEHHBIX pe3ylbTaToB,
POBENEHO CPaBHEHME C pe3y/bTaTaMu aHalaruyHbIX HCCIIeIOBaHUN B IpYrUX
crpanax. [IpuBefeHbI BO3MOXHbIE HANpaBIEHHUs [ MOC/IEYIOWUX  HayqHBIX
pa3paboTOK MO MCCTENOBAHHUIO PUYHMH Pa3INHBIX ay AMONOrUYECKUX NpPOSIBJIICHUN Y
MaLKEeHTOB C OJMHAKOBBIMU T€HOTUMAMH, & TAKXKe IO MOBBILICHHUIO 3¢ (HEeKTUBHOCTH
Ay AMOJIOTMYECKOr0 CKPUHMHIA HOBOPOXICHHBIX B  BBISBICHHM  BPOXK/CHHBIX
HacJIeJCTBEHHBIX HapylleHui ciyxa. Ha ocHOBaHMM MPOBENEHHOIO HMCCICA0BAHM
Obl1 pa3paboTaH M MpPeJCTaBlIeH alrOPUTM CYp/OJIOTUUECKOH TOMOLIM JIeTAM MpH

BpPOXKIEHHOM CEHCOHEBPAJIbHON TYrOyXO0CTH JIEFKOM M YMEPEHHOM CTEIEHH

B zakmroueHun ABTOPOM CUCTEMATHU3UPOBAaHBI pe3yibTaThbl BBITTIOJIHEHHOT O
Hay4HOIro HCCJIeJ0OBaHUs. BriBoabl 1 IPpaKTU4E€CKUC pEeKOMEHAallun COOTBETCTBYIOT
MOCTaBJICHHBIM LeJM UM 3aJadaM JucCepTalluOHHOIO UCclieI0BaHusA, PCUIEHUE

KOTOPBIX OTOOPaXEHO B IIPEICTABIEHHOM paboTe.

Pe3ynbTarsl AMCCEPTALMOHHOIO HCCICAO0BAHUS OTPAXKEHBI B 23 Hay4HbIX
paboTax, W3 HUX 3 - B JKypHajax W3 MepeyHs OTEHECTBEHHbBIX HAYy1HBIX U31aHUuM, a
Takxe 2 - B 3apyOeKHBIX Hay4HbIX XXypHasnaX, UHIEKCUPYEMbIX B MEX 1y HapOAHON
6aze nanubix (CiteScore - 3). OCHOBHbIE MOJIOXEHUS JUCCEPTALMUH [I0JI0KEHbI B BU/C

Hay4HBbIX JOKJIadO0B H OGCy)KlIeHI)I Ha HAYYHbIX KOH(i)epCHLII/IHX.

JluccepTauus SABJAETCS 3aKOHYEHHOH Hay4HO-KBaIM(UKALMOHHOM paboToil.

[IpUHLMIHATBHBIX 3aMeYaHuil K IMCCEPTallMOHHON paboTe HeT.

Asropedepar opopMiIeH B COOTBETCTBUM C OOUIEMPUATHIMU CTaHIAApTaMU U

MMOJIHOCTBIO OTPAXKAET OCHOBHBIC MOJIOXKEHUA JUCCEPTALHUU.



SakJjiloueHue

Jlucceprauust Anekceepoit Haranen HukonaeBHbI Ha TeMy «KnnHuko-
ayJMOJIOrnuecKre OCOOEHHOCTH BPOXK/IEHHON HACNeICTBEHHOM CEHCOHEeBPAJIBbHOM
TYTOYXOCTH JIETKOi M yMEPEHHOH CTeNeHn», NPelCTaBIeHHas Ha COMCKanne y4eHOH
CTereHd  KaHAMWJAaTa  MEJMIIMHCKUX  HayK 10  CHEeNMaJbHOCTH 3155,
OTOPHUHOJIAPUHTOJIOTHS,  SBJISAETCS CaMOCTOSITEILHOM ~ 3aBEpLIEHHON  Hay4HO-
KBanU(QUKALMOHHON  paboToid, cojlepKalleil pelleHHe aKTyalbHOW Hay4Ho-
MPaKTUYECKOM 3a/laud, MMEIOLIeH CYLIECTBEHHOS 3HA4YCHUE JUIA NPaKTUYECKOU
OTOPUHOJIAPUHTOJIOTMH M CypAOJOrMM  —  MOBBILCHUSA 3¢ (PeKTUBHOCTH
CYpAOJIOTMYECKOM  TMOMOILM  MalueHTam ¢ BpOXIEHHON  HacleACTBEHHON

CEHCOHEBPAILHON TYTOYXOCTBIO JIEFKOM ¥ yMEPEHHOH CTENEHH.

[To cBoeii aKkTyalbHOCTH, Hay4HOM HOBHU3HE, TEOPETUUECKON 1 NPaKTUYECKOH
3HAYMMOCTH AUCCEPTAlMOHHAs pabdoTa MOJHOCTbIO COOTBETCTBYET TpeOOBaHUAM,
MpefbsBiseMbIM K JUCCEpTallMiM Ha COUCKaHUE y4eHOW CTeNeHUu KaHaujara
MEeIUIMHCKUX HayK, corjacHo myHKTa 9 «llojoxeHHs O MOpsAKE MPUCYXKACHUA
yueHbIX cTereHeil», yTBepxaeHHoro IloctaHoBieHueM [TpaButenbctBa Poccuiickon
®enepauuu ot 24.09.2013 r. Ne842 (B pea. IlocTaHoBIEHUS [lpaButenbcrBa PO or
18.03.2023 Ne415), a ee aBrop, AnekceeBod Haranbu HukonaeBHbl, 3aciyKHUBAET
MPHUCYXKIEHUs YYCHOH CTereHH KaH[ujara MeJUUMHCKMX HayK MO CrelHualbHOCTH

3.1.3. OTOpHUHOJIAPUHTOJIOT UL

3aBeayIOILUM OTAEIOM

OTOPHUHOJIAPUHIOJIOTHH U CYyPJI0JIOTUH

HUWU nenuatpuu U oxpansl 310poBbs geTei HKLL Ne2
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