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OT3bIB BEAYIIEN OPTAHU3ALIAU
0 HAyYHO-IPAKTHYECKOW IEHHOCTH IUCCEPTAllMOHHONW paboThl AJieKCeeBOH
Haranmenm HuxonaeBHbl Ha TeMmy: «KIIMHHKO-ayIHOJIOTHYECKHE OCOOEHHOCTH
BPOXKIEHHONW  HACIENCTBEHHOM CEHCOHEBPAllbHOH TYrOyXOCTH JIETKOM U
YMEPEHHOM! CTEIeHn», PEACTAaBICHHON K 3allATe Ha COUCKaHKUEe yICHOH CTEeNeHH

KaHIUAATa MEIULUHCKHMX HAYK 0 crenuanbHoCcTh: 3.1.3. OTOpHHOIapUHTOJIOTHS.
AKTYyaJIbHOCTDb TeMbl BbINOJHEHHOH paboThI

Juccepranmonnas pabora H.H. AnekceeBoii IIOCBsleHa BaXKHOM Npodiieme
COBPEMEHHON OTOPHHOJAPUHTOJIOTUHA — IOBBIIIEHHIO 3(PEKTHBHOCTH MOMOLIH
HalpdeHTaM C BpPOXKAEHHOM HAacCIeICTBEHHOH CEHCOHEBPAIbHOW TYroyXOCTBIO
JIETKOM ¥ YMEPEHHOM CTereHu. AKTYaJIbHOCTb BEIOPaHHOM IUCCEPTAHTOM TEMBI He
BBI3BIBAET COMHEHMS. BpOXIeHHOe CHU)KEHHE ClIyXa y peOeHKa NpPUBOIWT K
HapyIIEHHIO IIPOLECCOB (JOPMUPOBAHMS CIYXOBBIX M PEYEBBIX LEHTPOB Mosra. B

pe3yibTaTe BHEAPCHUSA YHUBEPCAIIBHOI'O ayauoJIOri4€CKoro CKpHHHUHIa



HOBODOJICHHBIX B POGCHE ¢TI0 BOSMOXKHBIM paHHEe BBISIBIICHUE JETEH C

BPOXIEHHOM TYrOyXOCTBIO JIETKOH U yMEpPEHHO! CTENeHH, 3HAYUTENbHO
YBENMYUIIOCH KOJMYECTBO TAKUX MAlAEHTOB, HTO TpeOyeT COBEPLICHCTBOBAHMUS
aJITOPUTMOB 3TUOJIOTUYECKOTO U 2y JUOJIOTHYECKOTO obclienoBaHus.

HacnencTBeHHas ~ CEHCOHEBpallbHas  TYyrOyXOCTb XapaKTepU3yeTCs
3HAYMTENBHOM KIMHAIECKOM U TeHETHUECKOM reTeporeHHOCThIO. Jloka3aHo, 4To B
dopMupoBanre U GyHKIMOHMPOBAHUE CIIyXOBOTO aHANM3aTOPa BOBJICYCHDI Gonee
150 renos. Xopomo M3y4eH creKTp MyTanuidl B rene GJBZ2 cpeinu MalUeHTOB C
TYTOYXOCTBIO TSDKENOR CTENEeHH M TIIyXOTOH. UTo e KacaeTCs MUPOBBIX JaHHbIX
10 HACJIEJCTBEHHOW ATHOJOTHM BPOXIEHHOU TYTOYXOCTH JIETKOH H yMEpEHHOM
CTeNeHM, TO OHH IpPEICTaBjieHbl B SIMHWYHBIX MyONMKalMAX, a B POCCHUCKOM
MOMYJISAIMA TaKUX paboT J0 HACTOSIIEro BPEMEHW HE IIPOBOAMIIOCE. Brenpenue
HOBBIX TEXHOJIOTHH MOJIEKYISpHO-TEHETHYECKOro 00C/IeN0BaHUsl MO3BOJIAET
HCcCIen0BaTh 3TOT BOMPOC HAa COBPEMEHHOM YPOBHE.

M3ydeHne ayauMOIOTHYECKHX OCOOEHHOCTEH MalMeHTOB C BpPOXIEHHON
HACJIEICTBEHHON TYrOYXOCTBIO JIETKOM M YMEPEHHOW CTEeNEeHH IPU PasTMIHBIX
FeHOTHIIaX MO3BOJIUT NMPOTHO3MPOBaTh TeueHHEe 3ab0NeBaHus, aKTyalM3UpPOBATH
NPOTOKOJIBI  AMHAMUYECKOTO HAOIIOfCHUS 1 nepcOHU(UIUPOBATh OKa3aHue
CYpIO0JIOTHYECKOM TOMOIIIH.

C yd4eToM BaXHOCTH H3Yy4eHHs STHOJOTHH BPOXICHHOH HacJIeICTBEHHOM
CEeHCOHEBPANbHOM TYyrOyXOCTH JIETKOH M YMEPEHHOW CTENEeHM IS MTOJTHOLIEHHOM
peabuIuTaliy U ONTUMAIBHOTO CIIyXOPE4eBOT0 Pa3sBUTHS pebeHKa, UCClIeIoBaHue
H.H. AnekceeBoil sBIIETCA BBICOKO aKTyaJlbHBIM, HMEIOIIUM HE TOJBKO

MEIUIIMHCKOE, HO U COLlMAJIbHOEC 3HAUCHUC.

HoBu3Ha Hccaea0BaHudA, MOJYYE€HHBIX pe3y/ibTaTOB, BbIBOJA0OB H

pexoMeHanuii, cpopMyIHPOBAHHBIX B AHCCEPTALHH

Brepsele B OTEYECTBEHHONW OTOPHUHOJAPUHIOJIOTHM YCTaHOBJIEHA 4acTOTa
HacJIe/ICTBEHHOMN THOJIOTUY BPOXKIEHHON CEHCOHEBPAIBHOM TyrOyXOCTH JIETKOH 1

YMepeHHOﬁ CTEIIeHW, 4YTO pacCIIupuiio CyLIECTBYIOIIUEC IIpeacTaBJICHUS 00



STHONIOTHYECKOM CTpyKType [HaHHOro 3abonmepanus. JlokasaHO, HYTO METOZ
MACCOBOrO  IIapaieNbHOTO  CEKBEHHPOBaHHMS ~ TO3BONSET  C  BBICOKOM
5 )EeKTUBHOCTHIO TOATBEPAUTh TE€HETUYECKYIO NPUYHHY Y MAlUCHTOB C GJB2-
OTpPHIIATENEHON TYrOyXOCThIO JIETKOH U yMEPEHHOH CTENCHH.

YcTaHOBIEHBI ayIHOJIOTUYECKUE 0COOEHHOCTH BPOXKIECHHON
HaCJIe/ICTBEHHON CEeHCOHEBPANbHOM TyrOYXOCTU JIETKOH W yMEpEHHOM CTEleHH,
XapaKTepu3yIOlIKecs: CAMMETPHYHBIM HapyLIeHHeM CilyXa ¢ FOpPH30HTAIBHBIM H
[TOJIOrOHUCXONAIMM IPOGUIEM ayIMOrpaMMbl, YTO SBJIAETCS OJaronpHATHBIM
POrHOCTHYECKMM MPHU3HAKOM IIPH CITyXOpedYeBOi peabMIuTalliy NMalMEeHTOB C
nanHOM (OpMOM HapyluleHHs ClyXa. BbisSBIeHBl KIMHHUKO-ayIHOJIOTHICCKUE
0COGEHHOCTH, XapaKTepHble Ul pasHBIX THIOB MyTallMd, YTO MO3BOJIICT
OTPaHHYUTh  MOJIEKYJSIPHO-TEHETUYECKYI0O ~ [UAarHOCTUKy  HCCIICAOBaHUEM
OTJENBbHBIX TE€HOB.

Ocobyro IIPaKTAYECKyI0 3HAYMMOCTh HMEIOT IIONyYECHHBIE MaHHbIE O
CTAGHUILHOCTH IIOPOTOB  CJBIIIAMOCTA IPA BPOXACHHOHW HACIEACTBEHHOM
CEHCOHEBPAILHON TYroyXOCTH JIETKOM M YMEDEHHOW CTeNeHM, YTO IO3BOJISET
NPOTHO3UPOBATh  TedeHHe 3aboneBaHWs ¥ ONTHMHM3UPOBATE  INPOTOKON
JMHAMHYECKOr0 HaOIOqeHNs] JaHHbIX Hal[HEHTOB.

IIpensioXKeHHBI alrOpUTM STHUONIOTMYECKOTO TMOWCKA U  ONpPEAENCHUS
TAaKTAKM BeOEeHWs [AalMeHTOB [pH paHHEM BLISBIEHUHM  BPOXIEHHOU
CEHCOHEBPAILHON TYrOYXOCTH JIETKOM M YMEPEHHOM CTEMEHH IO3BOJIUT NOBBICUTh
3(p(HEeKTHBHOCTH CypIOJOTUYECKOH MOMOIIIH.

PaGora 6asupyeTcsi Ha JOCTATOYHO OONBLIOM KIMHHYECKOM MaTepHale —
251 manUeHT NpeMMYINECTBEHHO IeTCKOro Bo3pacTta. B xone wuccienoBaHUs
NIPUMEHSIACh COBPEMEHHBIE ayJMOJIOTHYECKHE H MOJCKYISPHO-TEHETUIECKUE
METOIBI, COOMIOANICh BCE HEOOXOOUMBIE 3THYECKHE HOPMbI OMOMETMIMHCKUX
WccienoBaHnii. IIpeACcTaBlIeHHBI B JUCCEpTalMd (aKTHYECKMH MaTepHai Io
GoNbIIeil YacTH SBIIETCS HOBBIM M He BBI3BIBACT COMHEHHMH B CBOEH
JIOCTOBEpPHOCTH. BBIBOIBI M MPaKTHYECKHe PEKOMEHAANMH CGHOPMYIHPOBAHEI
YeTKO ¥ BBITEKAOT M3 cojepxkanus paborsl. CraTucThdeckas o0paboTKa
pe3yIbTaTOB HCCIEHOBAHUS MPOBOAMJIACH COIJIACHO TPUHATBIM B MEIUIUHE

CTaHmapTaM U KpUTCPUIM. Bce MepEeYrCIICHHOE ITO3BOJISIET CUUTATD, YTO HAYYHBIC
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MOJIOXKEHUS, BBIBOALI M PEKOMEHJAINU, C(I)OpM}’JIHpOBaHHBIC B JOHCCEpTaluy,
OOCTOBEPHBEI H obocHoBadbl. llomoxenus u pe3yibTaThl MPOBEICHHBIX

I’ICCJ'IGI[OBaHI/Iﬁ HM3JI0OKEHBI B JUCCEepTallu B IOJTHOM o0BeMe.

3HAYMMOCTD MOJIYYeHHBIX Pe3yJIbTAaTOB /Il PA3BUTHH COOTBETCTBYIOMIEH

OTpac/ji HAYKH

PesyneTathl HacTosmield pabOThl MMO3BOJIHMIM ONPEAETUTH KIMHHUKO-
ayIMOJIOTHIECKHE OCOOEHHOCTH BPOXKICHHON HacJIeICTBEHHON CEeHCOHEBPAJIbHOM
TYTOYXOCTH JIETKOH M yMEPEHHOW CTENEeHH H IPEJIOKHTH KOMIUIEKC MEp TI0
MTOBBIIIECHUIO 3G(PEKTUBHOCTH CYpAOJIOTHYECKON ITOMOLIM IAalUeHTaM C JaHHOU
MaTOJOTHUEMN.

Kak ToOKasaqd pe3ylbTarTsl TIeHeTHYeCKoro OOCIeoBaHUs, YacToTa
BBISBIEHHS MATOJOTMYECKOTO TEHOTHMIIAa Yy MAalUeHTOB C  BPOXIECHHOU
CEHCOHEBPAILHON TYroyXOCTBIO JIETKOM M YMEPEHHO! CTETNEHH COCTaBJISET 81%.

VCTaHOBIEHO, 4YTO JHArHOCTHYecKas IEHHOCTh METOJa MacCoBOro
HapajuieIbHOTO CEKBEHUPOBAHHUS TPU MMOATBEPKACHUU HACJIeICTBEHHON IIPHUPOJIBI
BPOXKJICHHOM CEHCOHEBPAJIBLHON TYrOyXOCTH JIETKOW M YMEPEHHOH CTENEHH
cocrasisieT 44%; 3To sABIAETCA 0OOCHOBaHUEM LIE€JIECOO0OPa3HOCTH KOMIIIIEKCHOTO
MOJIEKYJIIPHO-TEHETUYECKOT0 00CIeN0BaHNs TaHHOW KaTeropud NalMeHTOB I
ompezesieHHs IPOTHO3a K ONTUMAJIbHOW TaKTUKU BEIEHHS.

Jloka3aHO, 4YTO KJIMHHUKO-ayJUOJOTUYEeCKHEe OCOOEHHOCTH HanboJee
pacIpoCTpaHEHHBIX BapuaHTOB reHotumoB renos GJB2, STRC, USH24,
SIBIISTFOILIMXCSI OCHOBHOM IMPUYMHOW BPOXACHHOW CEHCOHEBPAILHOM TYrOyXOCTH
JNerKkol M yMEpPEeHHON CTeNeHH, XapaKTepU3yITCSd CHMMETPUYHOCTBIO H
CTaOMJIBHOCTELIO TIOPOTOB CIBIIIIMMOCTH, YTO IO3BOJISET MPOTHO3UPOBATE TEUYECHUE

3a60JIeBaHUS 1 TTepCOHU(HIMPOBATH MPOTOKOJ JUHAMUYECKOTO HaOIOIEHHUSL.

PexoMeHnganyu mo MCMoJib30BaHHIO Pe3y/IbTATOB U BLIBOJAOB

AHCCEPTANHOHHOMH padoThI

Pesynerarel, moiydeHHele B uccienosanunu H.H. AjexceeBodl, mmeror
Ba)KHOE IIPAaKTHYECKoe M HayuHoe 3HaueHHe. IIpoBeieHHOE HM3Y4YECHHE CHEKTpa

MyTalui, NpeoblajaiomyMx y MalMEeHTOB C BPOXIEHHONW HACIIeJICTBEHHOH



CEHCOHEBPAIIBHON TYyrOyXOCTEIO, U KITMHUKO-ayJUOJOTA4ECKUX 0c0oOeHHOCTEH NpH
pa3sNMYHBIX TEHOTUNAX CBHETENBCTBYET O BO3MOXHOCTAX TaTbHENIIETO
YCOBEPIIEHCTBOBAHUS CyPAOJOTHYECKON IOMOLIU NETSM C JAHHOM TAaToJIOrUel
IS oOecredeH s UX IOJTHOLEHHOIO CIIyX0pe4eBOro pasBUTHS.

Pe3ynpTaThl TPOBEIEHHOrO HCCIIENOBAaHUs BHEAPEHBI W HCIOJbB3YIOTCS B
npakTHYeckoil pabore KOHCYJIbTaTHBHO-JUarHOCTUYECKON MOTHKIMHAKH OI'bY
PHKI]T AuC ®MBA Poccum; I'opoickoro J€TCKOro KOHCYJIbTaTHBHO-
MarHOCTHYECKOTo  cypmonormdeckoro uentpa IBY3 «HUKHO  mm.
JL.U. Caepxesckoro» JI3M; CII6 TKVY3 «/leTckuii TropoicKkou CYPIOJIOTHYECKHM
IEHTPY.

Pe3ynbTaTel MPOBENSHHOTO MCCIENOBAaHUS PACIIMPAIOT W JOMOJHSIOT
CYINECTBYIOIIHE IIPEICTABIEHAsS O IUArHOCTUKE M TaKTUKE BEICHHS neTel c
BPOX/ICHHON HACNENCTBEHHON TYrOyXOCTBIO JIETKOM M yMEpPEHHOH CTENeHH, B
CBSI3M C Y€M MOIYT OBITh PEKOMEHIOBaHBI K HMCIOJb30BAaHUIO B MEIUIUHCKUX
OpTaHH3allUAX, OKAa3blBAIOIMX MEPBUYHYIO MeEIUKO-CaHHTapHYyl0 IIOMOIIb, B
CYpIONOTMYECKMX KabWHeTaX M IEHTpaX peabWUTalHH CJlyXa, MEIUKo-
reHEeTHYECKHX IEHTpax, IpPH COCTABICHUH METOAWYECKUX U KIMHUYECKHX
peKoMeHIalluil, B TeNarornyeckoM Ipolecce 0Opa30BaTelNbHBIX OpraHU3aluH
BBICILIETO ¥ JOIOJHATENLHOIO Ipo(hecCHOHANIBEHOT0 00pa30BaHHus.

AKTHBHOE BHEJPEHHE B MPaKTUYECKYIO paboty Bpayeii-
OTOPHHONAPUHTOJIONOB ¥ Cyp0JIOTOB MOMyYEeHHBIX CBEJIEHUH 110 9THOIOTHYSCKON
CTPYKTYype H®  KIMHHAKO-ay[AUONOTHYECKHM  OCOOEHHOCTSIM  BPOXIECHHON
CEHCOHEBPAIILHOM TYTOYXOCTH JIETKOH U YMEPEHHOH CTEMEHH, a TAK)Ke BKIIOYCHHE
MOJIEKYISIPHO-TEHETUYECKOTr0 00CIeI0BaHNUs B CTaHAApT OKa3aHWsl MEIULIHCKOH
IOMOLIM IIpH MJaHHOW MATOJOTMH OyXyT CIOCOOCTBOBAaTh MOATBEPKACHUIO
HAcCJEeACTBEHHOM JTHOJIOTMH 3a00JieBaHUs, 4YTO IIO3BOJHMT IIPOrHO3WPOBATH

TeyeHHe 3a00JIE€BaHMUs U MOBBICUT 3 QEKTUBHOCTh pEaOUIIMTALIUY.

3ameuaHus Kk padore

3aMeuaHuil [0 CYIIECTBY AHMCCEPTALMOHHOIO HMCCIEIOBaHHUA, & TaKXke II0
ohopmienno pabotel HeT. Jlucceprands HM3JIOXKEHa JIAKOHMYHO, XOPOLIMM

A3BIKOM, l'IOI[pO6HO HIITFIOCTPHUPOBAaHa. ABTope(pepaT MMOJIHOCTBIO OCBEIIACT
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OCHOBHOE COZep)KaHHe AMCCEpTALUU. Pe3ynbTaThl HCCIEN0BaHNs, 0000IIEHHbIE B
JHUCCEPTAIlUH, JOCTATOYHO MOJHO IIPENCTABIEHB! B NeYaT — 23 Hay4HBIX paboTsl,
U3 HUX 3 — B BeIyIIUX peleH3UpyeMbIX XypHajlaxX U3 IepedHs OTE€UECTBEHHBIX
HaydHBIX M3J@HMM, a Take 2— B 3apyOeXHBIX Hay4dHBIX JKypHaulax,

MHIEKCHPYEMBIX B MEXXTyHapoHOH Gase mannbix (CiteScore — 3).

CooTBeTCTBHE HAy4HO# KBaJHGHKALHA COMCKATEIS YI€HOH CTeNeHH,

Ha KOTOPYIO OH MPETEHAYET

V3ydeHne NMCCEPTALMU [O3BOJAET CHENATh BHIBOJ O BHICOKOH HaydHOH
KBaTU(QUKALMA  UCCEpTaHTa, ONpENENUBIIEr0  aKTyalbHOE  HANPaBJEHUC
JCCIeOBaHMs, TPaMOTHO C(hOpMyIHMpPOBaBLIEro Lelb M 3ala4d  paboThl,
BHIMOJIHUBLIETO [TyGOKMH aHAM3 HAy4HOM JIUTepaTyphl 10 H3y4aeMOoii pobieme,
BHIODABIIIETO aJeKBAaTHBIE MeTonbl HccuenoBanus. OIMCaHHBIE pPE3yNbTATHI
000CHOBAHHBIE BBIBOJLI M IPAKTUYECKHE PEKOMEHIALMU MMO3BOJISIOT 3aKIIOYUTH,
yro HayyHas KBamupukanus AnekceeBod Haranbn HukosaeBHBI COOTBETCTBYET

y4EHOU CTeTeHU KaHAUAaTa METUIIMHCKIX HayK.
3AK/IIOYEHHUE

Iuccepranus AnekceeBoit Hatanenm Hukonaenel Ha Temy: «KiuHEKO-
ay[AHONIOTHYECKHE 0COGEHHOCTH BPOXKIEHHON HACIENCTBEHHON CEHCOHEBPAIbHON
TYTOYXOCTH JIETKOM M YMEPEHHOW CTemeHW», MpPEICTaBJICHHAas Ha COUCKaHWE
y4eHOU CTeleHW KaHAWJaTa MEIMLMHCKUAX HayK, BBINOJHEHHas IO Hay4YHBIM
PYKOBOJCTBOM JOKTOpa MEIULUHCKHX Hayk Mapkoso# Taresusl I'eHHanbeBHEI,
SBNISETCA HAyYHO-KBATA(UKAIOHHON paboToOd, B KOTOPOH COINCPXXUTCS HOBOE
pellleHre aKTyalbHOM HaydyHOM 3aJaud, a HMEHHO NOBBINEHHUS 3()PeKTHBHOCTH
CYpHOJNOTMYECKOM IIOMOIIM I[AUUeHTaM C BPOXIEHHOW HACIEACTBEHHOH
CEHCOHEBPAIBHON TyrOyXOCThIO JIETKOM M yMEPEHHOHU CTEIICHH.

TakuM 06pa3oM, IO CBOEH aKTYyalbHOCTH, HAyYHOH HOBH3HE, NPAKTHYECKON
3HAYMMOCTH U JOCTOBEPHOCTH IIOJTyIEHHBIX Pe3yNIbTaTOB, a TAKKe 00bEeMY U YPOBHIO
NPOBEICHHOTO  UCCIEIOBaHUSA  JTUCCEpPTallUs IIOJJHOCTBIO ~ COOTBETCTBYET
Tpe6oBanusM 1. 9 «IlooxKeHusT O TIOPsAIKE MPUCYXKIEHUS YYEHBIX CTEIEHEel», OT

24.09.2013 r., Ne 842 (¢ usmenenusiMu ot 26.09.2022 r., Ne1690) yTBeprxieHHOTO



IMocranoBnenueM IlpaButensctBa Poccuiickoit ®enepanuu NpeabABIAEMBIM K
JMCCepTalisAM HA COWCKAaHWE Y9eHOH CTeleHH, a ee aBTop Alekceea HaTanmbs
HukonmaeBHa  3aClOyXMBaeT IIPUCYXKIEHUS y4YEeHOW CTENEHM  KaHauWara
MeANIUHCKAX HayK 110 crenuanbHocTh: 3.1.3. OToprHONapUHTOJIOTHS.

OT3bIB 0OCYXI€H M 0H0OpeH Ha 3aceaHHMH J1abOpaTOpHH Clyxa H peuH
Hay4YHO-HCCIIE0BATEIbCKOI0 LEHTpa ®I'BOY BO «IICIIBI'MY wuM. axkan.
W.I1. TaBnoBa» Munsapasa Poccun, npotoxon Ne 85 0T « I » aBrycra 2023

roaa.

3aBeayrolnas 1abopaTopuen ciyxa u peyn
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