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JlanHas Meronuyeckas peKOMeHJalMs paszpaboTaHa Uisl CHENMAIMCTOB B 00JacTu
MEJUIMHBl M HalpaBjieHAa Ha YJIyYllIeHWE JAMArHOCTUKH, JICUEHUS M peaduuTaluu JAeTed ¢
HECHUHJIPOMAJIBHBIMU T'€HETHUYECKUMHU HapylIeHUsMH ciyxa. B paboTe mnpeacraBieHsl
COBPEMEHHBIE QJITOPUTMBI  BBIABJICHMS IATOJOTHM CIIyXOBOIO aHAJIM3aTOpa, BKIKOYAs
HCIIOJIb30BaHUE MOJIEKYJISIPHO-TEHETUYECKUX U ayJUOJIOTMYECKUX METOOB.

B 1OKyMeHTe W3JI0KEH MOpPANOK NPUMEHEHUS KIMHHYECKHUX, HHCTPYMEHTAJIBHBIX H
MOJIEKyJIsIpHO-TeHeTHnYecKuX MeTofoB (IILIP-nmuarnoctukn) A OLEHKH (YHKLIUHU CIIyXOBOTO
aHanmu3aTopa. AJroput™ 3((EeKTHBHO MOMOraer B JMarHOCTUKE BPOXKIEHHBIX U PaHO
NpUOOPETEHHBIX HAPYIIEHUH CiIyXa, OCOOCHHO HEHPOCEHCOPHOM TYroyXxOCTH, CBS3aHHOH C
MyTanusimMu rena GJB2.

B pexkomennanusax npejacraBiieHa MMOCIEI0BaTEIbHOCTD POBEICHUS 00CIeI0BaHUI CiryXa
y JleTel npu Hanuuuu (PAKTOpPOB pHUCKA, a TaKKe METOAMKA IPOBEAECHUS TI'€HETHYECKOro
CKpuHHHra ¢ ucnoas3oanvem [IIP. Ha npuMepax KIMHUYECKUX CIIy4acB JaHbl IIPAKTUYECKUE
PEKOMEHAINHU TI0 UHTEPIIPETALUHU PE3yJIbTaTOB U ONPENIEIICHUIO0 MEp PaHHEH peaduInuTaluy.

Meroauueckue peKOMEHIALMU IIPEAHA3HAYEHBI Ul NI€IUaTPOB, OTOPUHOJIAPUHIOJIOIOB,
HEOHATOJIOrOB, CYpJ0JIOrOB U Bpadel o0Iel MPaKTHKH.
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BBEJEHUE

Hapymienue ciyxa y geteil octaeTcsi oJHOM HM3 Haubosee akTyalbHBIX
npoOJjieM COBPEMEHHOW meauaTpur U OTOopuHOJapuHroyioruu. Ilo gaHHBIM
Bcemuphoii opranuzanuu 3apaBooxpanenust (BO3, 2023), okono 34 MHIUIMOHOB
JeTell B MUpe CTPaJaloT pPa3IuyHbIMU (hopMaMu TYroyxoctu. PaHHee BhISIBJICHUE
HapylIeHUH CciayXa HMMEeT pellaollee 3HAUYCHHE [IJIi CBOEBPEMEHHOI'O Hauasa
KOPPEKIIMOHHBIX ~ MEPONPUSTUH, MNPEIOTBPALICHUS 33[E€PKKH PEUYEBOIO0 U
KOTHUTUBHOTO Pa3BUTHUS U UHTETPALIUU JIETEH B 00OILIECTBO.

OTHOJIOTUYECKUN CIIEKTP BPOXKACHHOM M paHHEH JETCKOW TYroyXOCTH
KkpaitHe mupok. Cpeau HamboJiee 3HAUUMBIX (DaKTOPOB BBIJEISAIOT MEHETUUYECKUE
MyTaIli¥, TMEPUHATAIBLHBIE OCIOKHCHHS, BHYTPUYTPOOHBIC MH(DEKIINU, a TaKKe
BO3JICIICTBUE OTOTOKCHUYECKHUX MPENaparoB. [ eHETUYECKHE MPUUUHBI COCTABIIAIOT
10 50% Bcex ciyuaeB BpOXKACHHOM HelipoceHcopHO# Tyroyxoctu (Smith R.J.H.,
2021; Shearer A.E., 2019). 13 aux okoio 80% sSBISIOTCS HECHHAPOMAJIbLHBIMHU, B TO
BpeMsi Kak ocTaBimecs 20% cCBsi3aHbl C CUHAPOMAJIBHBIMU (OpMaMU MaTOJIOTUU
(Yan D., Liu X.Z., 2022).

Oco0Oyr0  akTyaJIbHOCTh  MPUOOpETaeT  MPUMEHEHHE  COBPEMEHHBIX
MOJICKYJISIPHO-TEHETUYECKUX METOJOB JuarHocTuku. IlommMmepasHas 1emnHas
peakuus (ITLP) u II[P B peampHom Bpemenu (real-time PCR) mosBossior ¢
BBICOKOW TOYHOCTBIO BBISIBJSITH MYyTallMM B TE€HAX, acCOLMUPOBAHHBIX C
HapyLIEHUsIMU CllyXa, B 4acTHOCTH MyTanuu B reHax GJB2 (koHHekcuH 26),
SLC26A4 u MT-RNRI. Pannee OIpEICIIEHUE T€HETUYECKUX
peApaCcOIOKEHHOCTEH J1TaeT BO3MOXKHOCTh MPOTHO3UPOBATh TSHXKECTh TEUCHUS
3aboneBanus, pa3padbaThiBaTh HHANBUAYATM3UPOBAHHBIE TIPOTPAMMBI HAOIIOICHUS
U BMEIIATEJIhCTBA.

B mnocnegHue TrOabl MHOTOYMCIICHHBIE MCCIEAOBAHUS MOAYEPKUBAIOT
s¢dextuBHOCT, BKItOueHUs [I[[P-guarHocTk B alropuTMbl CKpPUHHMHTA
CIIYXOBBIX HapylieHui y HoBopoxaeHHbix (Chung W-H., 2020; Wu C-C., 2021). B
gactHocTH, padboTel Cohn E.S. m xomrer (2020) mpoaeMOHCTpHpPOBAIN, YTO
WHTETpalys TeHETUYECKOTO TECTUPOBAHUS C KIIACCUYECKUM ayJIHuOJOTHYECKUM
CKPUHUHTOM TO3BOJISIET BBISBUTH CKPBITHIE CIIy4au TYrOyXOCTH, KOTOPbhIE MOTYT
OBITh TMPOMYIIEHbI MPHU CTAHIAPTHOM oToakycTtudyeckodl smuccuu (OAD) wm
ayAMOMETPUH.

B psne crpan yxe peanu3oBaHbl HAIIMOHAIbHBIE MPOrPAMMBI 110 PaHHEMY
BBISIBJICHUIO TE€HETUYECKH OOYCIIOBICHHBIX HApYIIEHUH ciayXa y JAeTeil, uTo
MO3BOJIMJIO 3HAYUTEIBHO YJIYUIIUTh NPOrHO3 A Takux namueHtoB (Wang Q.J.,
2019; Sloan-Heggen C.M., 2016).

HecMoTpst Ha JOCTUTHYTBIE YCIIEXH, B KIIMHUYECKOM MTPaKTUKE Y30eKucTaHa
ucnoiib3oBanue [ 1I[P-quarHocTrky B paHHEM BBISBIEHUHU TYTOYXOCTH y JETEU BCE
elle HeAOCTaTO4YHO pacnpocTpaHeHo. CyllecTByeT HEOOXOAUMOCTh B pa3padoTKe
CTaHJIapTU3UPOBAHHOTO AJITOPUTMA, KOTOPBIA COUYETAET ayANOJIOrMYECKUE METO/IbI
C MOJICKYJISIPHO-TEHETUUECKUM CKPUHUHIOM, 00ecTieunBasi KOMILIEKCHBIN MOIX0T K
paHHEN NTMarHOCTHKE.
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Hacrosimme meroguyeckue peKOMEHAALMHM CTaBAT mepen coOOll Lenp —
pa3palboTaTh U BHEIPUTH aJITOPUTM PAHHETO BBISBICHUS HapYyILIEHUH ciyxa y JeTeil
¢ ucnonb3oBanueM [II[P-guarHOCTMKHA, OCHOBAHHBIM HA aHAJIU3E COBPEMEHHBIX
MEXIYHAapOJHbIX JAHHBIX M aJalNTUPOBAHHBIA K YCIOBUSAM OTE€YECTBEHHOU
MEIUIUHBI.

AKTyaJbHOCTH Npo0JsieMbl. PaHHee BbIBICHUE HAPYUIEHUN CllyXa y JeTel
UMEEeT  pellarllee 3HaueHue JUIsi UX  IOJHOLIEHHOTO  (hU3MYEecKoro,
IICUX03MOLMOHAIBHOIO M peueBOro pa3BuTus. CorinacHo JaHHbIM MexayHapo HON
accommanuu mo ciayxy u kommyHwmkanuu (International Federation of ORL
Societies, 2023), 3aaepKka B JUArHOCTUKE HAPYILIEHUN Cilyxa Jaxe Ha 6 MecsleB
MOKET NPHUBECTH K CYIIECTBEHHBIM TPYJHOCTSIM B (OPMUPOBAHUU pEYH,
KOIHUTUBHBIX HaBBIKOB M COLMAJIbLHOTO B3aUMOJCHCTBHS.

Ha ceroansimnuii JeHb B OOJIBLIMHCTBE CTPaH MHUpPA BHEIPEHBI MPOrpPaMMBbl
YHUBEPCAIBHOTO HEOHATaJIbHOIO CKPUHHMHIA CIIyXa, OCHOBHBIM HHCTPYMEHTOM
KOTOPBIX SIBIISIETCA ~ pErucTpauusi oroakycTuueckod smuccuu (OAD) wu
aBTOMAaTUYeCKas CIIyXOBas 3BOKLUMpOBaHHas peakuus mos3ra (aABP). Opnako
KJIACCUYECKHE METOAbl MMEIT OTrPaHUYECHMS: B YAaCTHOCTH, OHU HE BBISBIIIOT
«OTJIO)KEHHBIE» WM MPOrpeccUpyromue (QopMbl TYrOyXOCTH, BBbI3BaHHBIE
FeHETUYECKUMU  MyTalMsIMHM,  HMHQEKUUSIMH  WIM  MHUTOXOHJPUAIbHBIMU
HapywenusimMu (Shearer A.E., 2019; Smith R.J.H., 2021).

['enetnueckue (akToppl B CTPYKTYpE BpOXKICHHOW W paHHEH JETCKOM
TYTOyXOCTH 3aHMMAIOT KitodeBoe Mecto. bonee 50% cirydaeB HEHPOCEHCOPHOU
TYTOYXOCTH UMEIOT HACIEACTBEHHYIO Ipuponay. Cpeau HuX myTtanuu B reHax GJB2,
SLC26A4, MT-RNRI1 u apyrux sBISIOTCS HaubOojee pacnpoCTpaHEHHBIMHU H
OTBETCTBEHHBIMU 32 PA3BUTHE KAK BPOXKICHHOMU, TaK U MO3AHO MaHU(DecTUpyromiei
tyroyxoctu (Chung W-H., 2020; Yan D., Liu X.Z., 2022).

Oco0eHHO aKTyaJlbHbIM CTAHOBHUTCS HCIOJib30BaHue MetogoB [II[P-
JUArHOCTUKHU Il WACHTU(PUKALUUA JeTel, HaXOASIIMXCS B TPYyMIE pHUCKa IO
Pa3BUTHIO HapylIeHNnH ciayxa. COBpEMEHHBIE MOJIEKYJIIPHO-TEHETUYECKUE METObI
MO3BOJISIIOT BBISIBIIATD:

BPO’KJICHHbBIE MYTAllMH, TPUBOAAIINE K HEMEAJIEHHON TYTOYXOCTH,

TeHETUYECKUE aHOMAJIMU, aCCOLIMMPOBAHHBIE C OTCPOYEHHBIM HAYAJIOM HIIU
IIPOTrPECCUPYIOLIEN MOTEpEN cityXa,

qyBCTBUTEIBHOCTh K OTOTOKCHYECKUM IpenaparaM (Hanpumep, mytauus MT-
RNRI, cBs3aHHast ¢ OTOTOKCUYHOCTHIO AMUHOIJIMKO3HIOB).

Nurerpanus [IL{P-ckprHuHra B allrOpuT™MBI PaHHEW THArHOCTUKHU MTO3BOJISIET
3HAYUTENIBHO TIOBBICUTh A(PQPEKTUBHOCTh BBISBICHUSA HAapyLIEHU cllyXxa Ha
JOKIMHUYECKON CTaauu, OOeCleyuTh IUHAMUYECKOE HAOII0JEeHUE 3a JEThbMHU
IPYIIIBI pUCKa W IPUHATH CBOEBPEMEHHBIE MEpBI ISl COXPAHEHUS CIIyXOBOW
¢ynkuuu (Wu C.C., 2021; Cohn E.S., 2020).

Jnst menuuMHCKUX yupexnaeHuid PecnyOnukum VY30ekucrtaH pa3paboTka u
BHEJPEHUE YHU(DUUHUPOBAHHOIO aJIrOPUTMA, BKIIIOYAIOUIETO MOJIEKYJISIPHO-
F€HETUYECKUE  METOJABbI,  SIBJSETCS  BAXKHBIM  IIarOM B HalpaBJI€HUU
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COBEPLIEHCTBOBAHUS CUCTEMBI PAHHEH JUAarHOCTUKH, COKPAILICHNS] MHBAJIUAN3aUN
BCJICACTBUE HApyUICHUH cllyxa M VYIYYIICHHS KayecTBa >KM3HU OYIyIIUX
IIOKOJICHUH.

Takum oOpa3om, co3laHue METOAMYECKUX PEKOMEHAAMUNA IO alIrOpuTMy
PAaHHETO BBISABICHUS HApyUIEHUM ciyXa y JeTer ¢ ucnoib3oBanuem [IIIP-
JVMArHOCTUKHU SIBIISIETCS. HAyYHO OOOCHOBAaHHBIM, COLIMAJIBHO 3HAYMMBIM U
MEIUIMHCKH HE0OXOIMMBIM MEPOTIPUSATHEM.

Heab. OCHOBHOM LENBIO HACTOSALIUX METOAUYECKUX PEKOMEHIALNM SABIISETCS
pa3paboTKa U BHEJIPEHUE AITOPUTMA PAHHErO BBISBIICHUS HAPYILIEHUW CilyXa Y
JIeTe C UCOJIB30BAHUEM METOJIOB MoJiMMepa3Hoi nenHoi peakuuu (ITL[P).

3agaum. /{19 1QOCTHIXKEHHS NOCTABICHHOW II€JIM B paMKax HAaCTOSIIHUX
METOIMYECKUX PEKOMEHIAIUN PEIIAOTCs CIACAYIOIIME 3a0aUu:

1. AHanu3 COBPEMEHHOTO COCTOSIHUSI TIpOOJeMbl paHHEW JIUArHOCTHUKHU
HapyIlICHUH cllyXa y JIeTei, C aKIIEHTOM Ha pOJib T€HETUYECKUX (PaKTOpOB B
STHOJIOTHH 3a00JICBaHUSI.

2. Omnpexaenenue nokazanui ais npuMmeHeHus [1I{P-quarHocTuku B BhISIBJICHUU
JETEH C PUCKOM PA3BUTHS BPOKICHHOU U POrPECCUPYIOLIEN TYTOYXOCTH.

3. PazpaboTka anropuTMa paHHETO BBHISBICHHS  HapYIICHWH  clyXa,
MHTETPUPYIOLIETO ayJUOJIOTHYECKUE METOJbl CKPUHUHTA U MOJEKYJISIPHO-
FeHETUYCCKHUE UCCIICIOBaHUS.

4. ®opMmynupoBaHHE KPUTEPHUEB JJI OTOOpa JIETeW Ha ATanax MepBUYHOTO U
YTOYHSIOLIETO CKPUHUHTA, B TOM YUCJIE C YYETOM aHAMHE3a, KITMHUYECKUX U
I€HETUYECKUX JaHHBIX.

5. OneHka MPOTHOCTUYECKOM 3HAYMMOCTH BBISIBICHHBIX MYyTallud s
OTIPE/ICIICHUSI TAKTUKH JUHAMHUUYECKOTO HAOJIOJCHHS W KOPPEKIIMOHHBIX
MEPOIPUITHUH.

OCHOBHOE COIEPXAHUE PABOTbI

[Ipumenenue mnomumepaznor uenHord peakuun (IILIP) B nuarnocruxe
HapylIEHUH CyXa MO3BOJISET BBISBISATh MyTallUM Ha MOJIEKYJIIPHOM YPOBHE, YTO
3HAYUTEIBHO PACIIMPSIET BO3MOKHOCTH paHHeW nuarHocTuku. IIL[P-rectupoBanue
o0JnagaeT BHICOKOW YyBCTBUTEIBHOCTHIO U CHEIU(UYHOCTHIO, TTO3BOJISIET OBICTPO U
TOYHO ONPEJEIUTh HAIWYME NATOT€HHBIX W3MEHEHUH B I€HOME M TEM CaMbIM
IPOTHO3UPOBATh PUCK PAa3BUTUS WIH MPOrPECCUPOBAHUS TYTOYXOCTH.

B pamkax mpoBeleHHOro uccieAoBaHus ObUI0 oOcienoBaHo 235 nereil B
Bo3pacTte oT 12 mecsaueB ao 17 ner. Cpemum Hux 125 npereir oOydanuch B
CHEIUaTN3UPOBAHHON TOCYIapCTBEHHON IIKOJIE-UHTEPHATE ISl CIa0OCHbIIIAIINX
nereit Ne 32 ropopna VYprenua; 110 nmereit Haxomunuch Ha JiedeHuu B JIOP-
oTAeaeHuM TalKeHTCKOM MeIUIIMHCKOM akaaemuu B riepuoji ¢ 2019 o 2024 rojebl.

Kputepun BKIIOYEHHUS B UCCIEN0BAaHUE BKIIIOYAIA HAIMYHUE YCTAaHOBJIECHHOMN
TYTOyXOCTH pa3JIMYHOM CTENEHU TSHKECTH, OTCYTCTBUE CUHAPOMAIBHBIX (OpM
3a00/ieBaHUs MW  COIVIacM€ pOJAWUTENe Ha yyacTM€ B  HUCCIIEJOBAHMU.
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B pononHeHwe K KIMHUYECKOMY OOCIEAOBaHUIO OBUIO  OPraHHW30BaHO
AHKETHUPOBAaHWE pOAMUTENIEH JIeTed C  YCTaHOBIEHHOM  HECHHIPOMAaIbHOM
HelipoceHcopHoil Tyroyxocteto (HHCT), 4To mo3Bosiniio nojiyduTh UH(OpMaIuio
0 ceMeilHOM aHamHe3e, (aKkTopax pHcKa, aKylUIepCKOM aHAMHE3€ U OCOOEHHOCTSIX
CIIyXOPEUEBOTO Pa3BUTHSIL.

Metoasl 00cne0BaHUs BKIFOYAIIN:

. MepBUYHBIN ayauonornyeckuii ckpuaur (OAD, aABP),
. PaCIIMPEHHYIO ayIMOMETPHIO,
. MOJIEKYJISIPHO-TEHETUUECKOE TecTupoBanne meronoMm I[P Ha

HauOosee yacTeie myTaruu B reHax GJB2, SLC26A4, MT-RNRI.

AHanmu3 pacnpesiesieHusl CTENEHH TSKECTH HEUPOCEHCOPHOM TYrOoyXOCTH Y
o0cne0BaHHBIX JIeTEH MOKa3al, 4YTo HauOOoJIbIast 101 MAMEHTOB UMENa TSHKETYI0
CTeNeHb HapymieHus cinyxa (27,7%), rinybokyrwo ctenenb (25,0%) u monaHyio
riryxoty (9,0%). Ykazanasie GOpMbI TYTOYXOCTH XapaKTEPU3YIOTCS BEIPAKEHHBIM
CHUKEHUEM CIIyXOBOM (PYHKIMU M, KaK MPaBUIIO, ACCOUMUPOBAHBI C HATMYUEM
TeHETUYECKUX MYyTAallHii, YTO 00yCcIaBIMBaeT HEOOXOUMOCTh OoJiee yIriayO0IeHHOTO
MOJIEKYJISIPHO-T€HETUYECKOT0 UCCIIEIOBAHMS IAHHOMN TPYTIIIHL

YMepeHHas CTeleHb TYroyxocTy Obuia BeisiBlieHa y 23,4% neteit, nérkas — y
14,9%. HecMOTpst Ha MEHBIIIYIO PACPOCTPAaHEHHOCTb, CITy4au JIETKOW U yMEPEHHON
TYTOyXOCTH TaK)K€ MOTYT UMETh HACJIEICTBEHHYIO TPUPOY, OCOOEHHO B KOHTEKCTE
MyTaluil, BIUAKOIMIMX HAa CTPYKTYpy U  (YHKIMOHUPOBAHUE CIyXOBOI'O
aHanu3aropa. JT0 MOTYEPKUBAET HEOOXOJUMOCTh BKIIIOUEHHS JIeTeH C JF0OBIM
YPOBHEM CHHMIKEHHUS CITyXa B MPOTPaMMbl FT€HETUYECKOT'O CKPUHHHTA.

30,00% S 27,70% 25,00%
(]
25,00% L
20,00%
15,00%
10,00% 2l

5,00% .
0,00%

Jlérkasn (I cteneHsb) YmepeHHas (Il Taxkénasn (I rny6okas (IV rnyxota
CTeneHb) CTeneHb) CTeneHb)

14,90%

Puc.l. CtpykTypa HEHUPOCEHCOPHOM TYroyXOCTHM Yy JETel MO CTEeNeHU
TSKECTH

IlonydeHHble JaHHBIE O PACIIPENEIICHUH CTEIICHEN TSKECTH HEMPOCEHCOPHOU
TYrOyXOCTH y JeTel NOMYEPKMBAIOT BaXKHOCTh YTIYyOJEHHOIO H3y4YEHHUS
T€HETUYECKUX MEXAHU3MOB, JIEKAIIMX B OCHOBE JAHHOIO COCTOSHMA. Bpicokas
J07s TSKENBIX M TIyOOKHMX (OpM TYroyxXxocTH, KaK IpPaBHIIO, KOPPEIUPYET ¢
HaJIM4YMEM MYTAllMd B KIIOYEBBIX TI'€HaX, OTBETCTBEHHBIX 3a (POpPMUpOBAHUE U
(YHKIIMOHUPOBAHUE CIYXOBOro aHanusaropa. lMccienoBaHue MOJNEKYJISIPHO-
TEHETUYECKUX OCHOB IIaTOJIOTUHM HE TOJBKO CIOCOOCTBYeT 0ojee MOJIHOMY
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MOHUMAHUIO TaToreHe3a 3a0o0JieBaHUsl, HO W OTKPBIBAECT TMEPCIEKTUBBI TS
pa3paboTku >(PGEKTUBHBIX METOJIOB pPAaHHEW TUArHOCTUKH, MPOTHO3UPOBAHUS
TeueHus: OOJE3HHM W HHAUBUIYAIM3UPOBAHHOTO TOAXOJa K Tepanuu U
peadbIUTaINY TTAIIUEHTOB.

CornacHo pe3yibTaTaM BO3PacTHOM cTpaTuUKaIUUA 00CIETOBaHHBIX JIETEH C
HEHPOCEHCOPHOM TYrOyXOCThIO, HAMOOJbINAs JOJI TAIlMEHTOB MPHUXOJMWTCS Ha
BO3PACTHYIO KaTEropuio 5—7 JeT, riie ObUIO 3aperucTpupoBaHo 22 neBoYkd U 29
MaJIbYUKOB, uTO cocTaBisteT 20,8% u 22,5% coorBercTBeHHO. OO1Ias YUCIICHHOCTD
JeTed B JaHHOM rpynme jgocturia 51 deloBeKa, 4YTO YKa3blBaeT Ha MHK
BBISIBJISIEMOCTH HapyIICHUN ClIyXa UIMEHHO B 3TOM BO3pacTe.

B rpynmne 3-5 nmer nabmroganocek 43 pebenka (19 meBouek m 24 mManpuuka),
noJ1st KoTopbix coctaBuiia 17,9% u 18,6% coorBercrBeHHO. Bo3pacTHble rpynnbl 1—
3 roma u 0-1 roxg xapakTepU30BAIMCh 3HAYUTEIBHO MEHBIIUM KOJUYECTBOM
obcnenoBaHHbIX: 21 1 1 peOEHOK COOTBETCTBEHHO (TaduI. 1).

Tabmura 1.
Pacnipenenenne o6cne10BaHHBIX JE€TEH IO BO3PACTY U TOTY
Bo3pactnas | JleBouxku | Majgbuuku Oo6mee Ao Ao
J€BOYEK | MAJTbYHKOB
rpymnma (m) (M) KOJIM4€eCTBO (%) (%)
0-1 rox 0 1 1 0.0 0.8
1-3 roma 9 12 21 8,5 9,3
3-5 mer 19 24 43 17,9 18,6
5-7 nmer 22 29 51 20,8 22,5
7-10 net 18 23 41 17.0 17,8
11-13 ner 14 18 32 13,2 14.0
14-16 ner 13 16 29 12,3 12,4
16-18 mer 11 16 27 10,4 12,4
Hroro 106 129 235 100.0 100.0
Tabnuya  Odemoncmpupyem  npeobradanue  Ciyyaed  HeupoCeHCOPHOU

my20yxocmu 8 803pacmuou epynne 5—7 nem cpeou kak oegouex (20,8%), mak u
manvyuxos (22,5%), umo ompadxcaem meHOEHYU0 K MNO30HEeM) BblAGIeHUIO
namonoeuu ciyxa. B eospacmuvix epynnax oo 3 nem ouacnocmupyemocms
3HAUUMENLHO HUMCe, YMO NOOYEpKUBaem HeoOX00UMOCMb GHEOpPEeHUs DPAHHEe20
CKPUHUH2A C NPUMEHeHUeM KAk ayOuoi0cUYecKux, maxk U MOJNeKYIAPHO-
2eHemuUYecKux Memooos.

AJIropuT™M 00CJI€I0BAHUSA JIeTel C HAPYIIEHUSIMH CJIyXa ¢ UCIO0JIb30BAHUEM
I P-anarHocTUKH
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PanHss auarHocTrka HapylICHUHN CiayXa y JE€TeH UrpaeT KIKYEBYIO POJIb B
NPEAYNPEKICHUN 3aJE€PKKH PEUYEBOr0 M TCUXO3MOLMOHAIBHOTO PAa3BUTHSL.
TpaauuHuOHHBIE ayTUOJIOTHYECKUE METOAbI (OTOAKYCTHUECKAs! SMUCCHUS, CITyXOBbIE
BbI3BaHHbIE IMOTEHIIMAJbI) O0JIaJal0T BBICOKOM UYyBCTBUTENIBHOCTHIO, OJHAKO HE
BCErJa IMO3BOJISIIOT  BBISAIBUTH CKPBIThIE WM  Iporpeccupyromue  (Hopmbl
HEUPOCEHCOPHOM TYroyxocTH. B 3TOM CBSI3M HHTErpanus MOJEKYJISPHO-
IF€HETUYECKUX METOAOB JWArHOCTHKH, B YAaCTHOCTH IIOJHMMEPA3HOM LEIHOU
peakuuun (IIL[P), B CKpUHMHIOBblE M JMAarHOCTHYECKHE MPOTPAMMBbI SIBISETCA
BAXKHEUIIINM 3JIEMEHTOM COBPEMEHHOU MPAKTUKH.

5.2. IlocseqoBaTe/IbHOCTDH 3TANOB 00C/IeJ0BAHUS
Jrtan 1. [lepBuYHBIi ayAH0I0rHYeCKHII CKPUHUHT
Ha nmanHoM orame mnpoBoauTcs o00si3aTenbHOEe  00OCHeAoBaHHE BCEX
HOBOPOKJIEHHBIX C UCIIOIb30BAHUEM METOJOB:
« OToakyctrueckout amuccuu (OAD);
+ ABTOMaTHYECKUX CIIYXOBBIX BBI3BAHHBIX MOTEHIIMANIOB Mo3ra (aABP).
[{enpro CKpUHHUHIA SIBJISIETCS PAHHEE BBIABICHUE JIETEW C IMOAO3PEHUEM Ha
HapyllIeHUuEe cllyXa WId C HEeMH()OPMATHUBHBIMHU pe3yibTaTaMu 0O0CIeOBaHUS,
TpeOYIOIKUMH JaTbHEHIIEr0 YriIyOIEHHOTO U3yYEHHUS.
Jtan 2. Ouenka GpakToOpoB pUCKa Pa3BUTHS HAPYIIEHHUI CJIyXa
Bcem [nersm, He3aBUCMMO OT PE3yJbTaTOB NEPBUYHOTO CKPUHUHIA,
IPOBOJUTCS THIATENIbHAS OLEHKA HaTM4Ks (PaKTOPOB pUCKA, BKIIOYAS:
¢ OTATOIEHHBIN CEMENHBIN aHAMHE3 M0 HEMPOCEHCOPHOM TYTOYXOCTH.
e BHyTpuyTpoOHBIE HMHpEKIHH (LUUTOMETAIOBUPYC, TOKCOIUIa3MO3,

KpacHyxa u ap.).

o [lepunatanbHble OCIOXHEHUS (achukcus, TUNEPOUTUPYOMHEMUS,

HEJIOHOIIIEHHOCTD ).

o [Ipumenenue OTOTOKCHUYHBIX npenaparos, 0COOEHHO
aMHHOTJIMKO3HUI0B.

«3aJICP)KKy PpEUEBOTO PA3BUTHUSA 110 CPABHEHHUIO C BO3PACTHBIMHU
HOpMaMH.

[Ipu Hammuuu oxHOro wiu OoJiee (HaKTOPOB pUCKA MOKA3aHO MPOBEIACHUE
MOJIEKYJISIPHO-T€HETUYECKOT'0 TECTUPOBAHMUS.
Jran 3. Haznayenue u nposeaenue IIIP-nuarnocruxkn
[TI[P-gquarHocTrKa NPOBOJAUTCA Y JICTEH:
C BBISIBJIEHHBIM CHIDKEHHEM CIIyXa;
C BBICOKUM PHCKOM I10 aHAMHE3Y;
IIPU HESICHOM 3THUOJIOTMH HapyIICHUH ciryXa.
O0s13aTeNbHBIE TEHETHYECKHE MAaPKEPHI ISl TECTUPOBAHHUS:
o GJB2 (Connexin 26) — wnaubojee yacTas NPUYMHA HECHHIPOMAIILHOM
HEUPOCEHCOPHOM TYIOYXOCTH;
o SLC26A4 — accoumnnpoBan ¢ cunapomoM [lenpena u EVA;
« MT-RNR1 — wMuroxoHApualibHasi MyTalldsl, AacCOILMUPOBAHHAs C
MOBBINICHHON YYBCTBUTEIIBHOCTHIO K OTOTOKCUYHBIM IIperiapaTam.
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B cinydae HE0oOXOOMMOCTHM MNPOBOJUTCS PACIIUPEHHOE TECTUPOBAHUE C
UCIIOJIb30BAaHUEM MHOIOLIETIEBBIX MaHeeH Al AETEKIUU IPYTUX MyTalui.

Jrtan 4. UnTepnperanus pe3yibTaTOB MOJEKYJISPHOT0 TECTUPOBAHUS
PesynbraTel [11[P-nquarnocTuku Kiaaccu@uIupyroTes ClIeIyOmUM 00pa3oM:

« BolsiBIeHHE MaTOreHHOW MyTalldd: TUarHO3 HACIEACTBEHHOU (OPMBI
TYTOyXOCTH TOATBEpPXKAAeTCs; pa3pabarbiBaeTcsl MEepCOHATM3UPOBAHHAS
CTpaTerus Je4eHUs U peaduIuTaIUu.

« OGHapy>keHre BapuaHTa HEONpeIeIEHHONW KIMHUYECKOW 3HAYUMOCTH:
NalUeHT CTaBUTCS Ha JUHAMHYECKOE HAOJIOJICHHE C TOBTOPHBIM
o0clieIoBaHUEM Yepe3 ONpeAeiEHHbIE HHTEPBAIbl BPEMEHHU.

o OTpuLaTenbHbli  pe3ysbTaT: B CilIydae OTCYTCTBHS MyTaluid
IPOJIOJKAETCS CTaHJAPTHOE ayIMOJIOrHYecKoe HaOII0IeHUE.

JTan 5. /lanbHelilee BegeHHe NalUEeHTA
Ha ocHOBaHMM ITOJy4YEHHBIX JAHHBIX:

o /leTn HanpaBJISIIOTCS HA KOHCYJIBTALMIO K BPauy-TEHETUKY U JETCKOMY
OTOPUHOJIAPUHTOJIOTY.

« PazpabaTpiBaeTcsl MHAUBUAYAJIbHBIN IUIaH peaOUIMTALINM, BKJIHOYAs
CIyXONPOTE3UPOBAHME WJIM MOATOTOBKY K KOXJIEApPHOM HMMIUIAHTALUU IIPH
HEOOXOIUMOCTH.

« O0ecnieunBaeTCA PEryJISIPHbIA MOHUTOPUHT CIYyXOBOM (DYHKIMU st
BBISIBJICHUS IIPU3HAKOB IPOTrPECCUPOBAHUS TYTOYXOCTH.

o[IpoBOIMTCA  KOHCYJIBTUPOBAHUE  POJUTENEH O  XapakTepe
3a007€BaHus, MPOTHO3€ U BO3MOXKHBIX CTPATETUSX KOPPEKIUHU CITYXOBBIX
HapyLICHU.

Pucynok 1. CBogHas cxema ajiropurma oOcCiieIoBaHUS

\ Jrtan 06cje10BaHus Meponpusitus \ IIpumeyanus \
1. lepBuyHbIi OAD w/wmm aABP y Bcex o 3 mecs1eB KU3HA
CKPHHHMHT HOBOPOXAEHHBIX
2. Ouenka ¢gakToposB AHanu3 aHaMHe3a, KIIMHUKA VY Bcex aeren
pucKa

3. IIIIP-anarnocTuka GJB2, SLC26A4, MT-RNR1 | ITpu nogo3penun Ha HHCT nnun
HAJIMYUU PUCKA

4. UnTepnperanus Omnpenenenne Tuna mytauuii | [lepconanuzanus HaOMIOACHUS U

pe3yJbTaToB JIe4YeHus

5. Peabuimranus [InanupoBanue ciyxopeueBol | Bkiatouenue poaurenei B
KOpPPEKLHH polLecc

INPUMEHEHHUE NIP-JUATHOCTHUKHU B OBCJIEJOBAHUH
AETEU C HAPYHIEHUSAMMU CITYXA.
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MonexkynasipHO-TeHETHYeCKOoe  OOCIeJOBaHHE METOJIOM  IOJIMMEPa3HOU
nernnor peakmuu (I1L[P) Op1mo mpoBeneno y 132 nereld ¢ mOATBEPKAEHHOW WITH
IPEANONAraéMO HEUPOCEHCOPHOM TYrOyXOCTbIO, B TOM 4YHCIE Yy JeTed C
MOJOXXUTEJIbHBIM ~ CEMEMHBIM  aHaMHE30M,  KJIMHUYECKUMH  IpU3HAKaAMU
MPOTPECCUPYIONIETO CHIDKCHHS ClyXa W/WIM OTATOIEHHBIMU TMEpPUHATATBHBIMU
dakTopamu.

I'eH-MuIIeHL Tun myranuu KoanuecTBO Jloasi ot
aeren o0csieoBaHHbIX (%)

GJB2 c.35delG, c.167delT u op. | 39 29,5%
SLC26A4 p.H723R, IVS7-2A>G u 17 12,9%
Ap.
MT-RNR1 A1555G 6 4,5%
VUS* BapuanTsl 17 12,9%
HEOIIPEIEIEHHOT O
3HAYCHHMSI
be3 BhIIBJIEHHBIX — 53 40,2%
MYTaUUii

Pucynox 2. PacnipeneneHue BbISIBICHHBIX MYy TaIlHi.

*VUS — variants of uncertain significance (sapuanmor neonpedenénmnoii knunuueckol snauumocmu)

B Tabnuue nmnpencraBieHbl  pe3ysbTaThl  MOJICKYISPHO-TE€HETHYECKOTO
oOcnenoBanust 132 pgereil ¢ MoOJO3peHUEM HAa HEHPOCEHCOPHYIO TYTrOyXOCTb,
MPOBEJEHHOIO C UCIOJIB30BaHUEM METO/Ia ToJinMepa3zHou 1enHon peakuuu (I1L[P).
[IpencraBieHHbIe JaHHBIE OTPAXaKOT YaCTOTY BBISIBIICHHS MATOTEHHBIX MyTallUid B
Tp€X HambOoJiee KIMHUYECKH 3HauuMbiXx reHax — GJB2, SLC26A4 u MT-RNR1,
ACCOIMUPOBAHHBIX C BPOXKIEHHBIMU W  TIporpeccupyromumu  dhopmamMu
HEWPOCEHCOPHOM TYyroyxocTH y nereil. Kpome Toro, B Tabiauiie oTpakeHbl ClIydau
BBISIBJICHUSI TEHETUUECKUX BAPUAHTOB HEONPEAeIEHHON KIMHUYECKONH 3HAYMMOCTH
(VUS), a taxxke 1018 NAaUUEHTOB, Y KOTOPBIX MYTallUd B YKa3aHHBIX JIOKycax He
ObLTH OOHAPYKCHBI.

Takoe pacopenelieHHe  TO3BOJSIET HE  TOJIBKO  OXapaKTEpPU30BaTh
TEHETHYECKYIO0 CTPYKTYPY TYTOYXOCTH B HCCJIENyeMOl BBIOOPKE, HO U CIYXKUT
OCHOBOM i1 OIEHKH 3(PGEKTUBHOCTH TMPEI0KEHHOTO aJIrOpUTMa PAHHETO
BBIABIICHUS ¢ npuMeHeHweM I[II[P-mmarHocTmky, a Takke IIeIeCOOO0pa3HOCTH
paCHIMPEHUs] IMarHOCTUYECKOW MaHeIu B KIMHUYECKON ITPaKTHKE.

I'en GJB2, xomupyromuii 6enok Connexin 26, okazancs HamboJjiee 4acTo
NOPaKEHHBIM Ccpeir 00CIeAOBAHHBIX MAIMEHTOB: Y 29,5% nereil ObLIN BBISBICHBI
NaTOreHHbIE MyTallluK, BKJIFOYasi TAKUE pacpOCTpaHEHHbBIC BApUAHTHI, Kak ¢.35delG
u c.167delT. Dt mMyTtanuu HapymawT CTPYKTYpY M (DYHKIIMIO MEKKIETOYHBIX
HIEeJIEBBIX COEAMHEHHMM (gap-junctions) BO BHYTPEHHEM yXe€, Hapyllas HOHHBIN
rOMEOCTa3 3HA0IUM(BI, YTO B CBOIO OUY€pE/b MPUBOJIUT K HAPYIICHUIO Mepeadn
3BYKOBBIX CUTHAJIOB.

11



Pesynbratel moaTBepkAaloT AoMuHUpYtomee 3Hadenne GJB2 B pazBuTum
HECUHPOMAJIbHON BPOXKJIEHHON HEUPOCEHCOPHOM TYroyxocTu. Y OOJBIIMHCTBA
JIEeTe € JaHHOM MyTalMed IUarHOCTUPOBAHbI JBYCTOPOHHUE CHUMMETPUYHBIC
dopwmer III u IV crenenu, BeIsIBICHHBIE B BO3pacTe 10 3 JIET, YTO MOAYEPKUBACT
TSOKENOE TEYeHHe W paHHIoOK MaHudectanuio 3abojeBaHus. OTU JaHHbBIE
000CHOBBIBAIOT HEOOXOIMMOCTh TpuOpUTH3anu TectupoBanuss GJB2 mnpu
NEPBUYHOM I'€HETUYECKOM CKPUHUHIE JIETEN C MOAO3PEHUEM Ha HACIEACTBEHHYIO
TYTOyXOCTb.

Mytammuun B rene SLC26A4, xoaupyromeM O€NIOK-MEPEeHOCYNK aHHMOHOB
(pendrin), Obun BbIsSIBIEHBI y 12,9% nereil, 4yTo MOATBEpKIAaeT €ro poJib B
naToreHe3e Kak CHHIPOMAaJIbHOU, TaK U HECUHAPOMAIIbHOMN Tyroyxoctu. Hanbonee
pacnpocTpaHEHHBIMU  BapuaHTamMu  okazaimch IVS7-2A>G  u  p.H723R,
acCOIMUPOBAHHBIE C pa3BUTHEM cuHApoMa [leHpena u CTpyKTYpHBIMU aHOMAIUSIMU
BHYTPEHHETO yXa, BKJIOouYasl pacmupeHue BogonpoBoja npeaasepus (EVA). V 5
nereir ¢ mytanusmu SLC26A4 mo pesynbpratam Heipousyanuzaruu (MPT/KT)
ObLIO MOATBEPKIeHO HAIMuue EVA, a B KITMHUYECKON KapTUHE PErUCTPUPOBATUCH
HECTAaOWJIbHBIN CIYXOBOM MOPOT U BECTUOYIIAPHBIE HAPYIICHHUS.

OTu f[aHHbIE MOTYEPKUBAIOT HEOOXOIMMOCTh BKIIFOUEHHS MOJIEKYJISIPHOTO
anamm3za SLC26A4 y gereit ¢ mporpeccupytomieii  (GopmMoil  TyroyxocTH,
GIIOKTYUPYIONIUM TE€YEHUEM W KIMHUYECKUMM TpPU3HAKAMU BECTUOYIISPHOM
TUCPYHKIIUN.

Mytanusa A1555G B mutroxonapuanibHom rene MT-RNR1, kogupyromem 12S
pPHK, 6bina BoisiBiieHa y 6 netet (4,5%). OTa myTanus NpUBOAUT K MOBBIIIEHHON
YYBCTBUTEIBHOCTH K  aMUHOTJIMKO3UAHBIM  AHTUOMOTHKAM H  CIIOCOOHA
UHIYLIMPOBaTh OBICTpOE W HEOOpaTUMOE CHUXEHUE CiyXa Jaxe Mocie
OJTHOKPATHOTO BBEJCHUS OTOTOKCHYHOTO MpernapaTra. Y BceX 00CIEeIOBAaHHBIX C
JAHHOM MyTalell B aHaMHe3e 3a(UKCHPOBAHO MPUMEHEHHE aMUHOTIIMKO3M]IOB
(reHTaMULIMHA, aMUKAIIMHA), TI0CJIE YEro pa3BUBAIaCh ABYCTOPOHHsS rimyxorta [-l|
CTEIEHH TSHKECTU B TEUEHUE MEPBBIX MECSIIEB KU3HU.

BresiBnenne MT-RNR1 1o Ha3HaueHHST OTOTOKCHUYHBIX aAHTHOMOTHKOB
MO3BOJISIET MPEAOTBPATUTH MEIUKAMEHTO3HO MHAYLHUPOBAHHYIO TYTOYXOCTb, YTO
MOMUEPKUBACT TNPAMYI KIMHAYECKYHO 3HAauuMocTh [II[P-muarHoctuku B
HEOHATOJIOTUH, IEANATPUN U OTOPUHOJIAPUHT OJIOTUH.

BapuanTel HeonpenenéHHoN KIMHNYecKor 3HaunMocTu (VUS)

Y 17 pereit (12,9%) ObuM BBISBICHBI BapHaHTBhl HEONPEAEIEHHON
kiuHnyeckor 3HaunMoctH (VUS), mpeumymectBeHHo B TeHax GJB2 u SLC26A4.
OTH BapuaHThl HE UMEIOT OJHO3HAYHOW HHTepnperanuu no kpurepusim ACMG
(American College of Medical Genetics and Genomics), 0JlHaKO MOTYT 00J1aaTh
MOTEHIIMAIBHON MATOTE€HHOCTHIO B 3aBUCUMOCTH OT MOAU(UIIUPYIONINX (PAKTOPOB.

ITammentel ¢ VUS Haxomarcd 1oa JIWHAMHYSCKAM HAOIOJACHHEM, C
pPEeryJISIpHBIM ~ ayJAMOJIOTMYECKUM  MOHUTOpPUHIOM. B ciaydae wu3MeHeHUs
KJIIMHUYECKOTO0  cTaTyca WJIM  HAaKOIUIEHWS  JaHHBIX O  IATOrE€HHOCTH
COOTBETCTBYIOIIMX MYTallMil BO3MOXKEH NEpPecMOTp JuarHo3a. Pe3ynbrarhl
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NOMYEPKUBAIOT  BAXKHOCTH  (POPMUPOBAHUS  HALMOHAJIBHBIX 0a3  JaHHBIX
TeHETUYECKUX BAPUAHTOB, OCOOEHHO B PETMOHAX C ATHUYECKOM Crieln(UKOM.

YV 53 nereit (40,2%) IILIP-ananu3 He BBISBUJ MyTalUMd B HCCIEAYEMBIX
JIOKyCaxX. YUUThIBasg TSAXKECTh KIMHUYECKOW KAPTHUHBI Y YACTU 3TUX MAI[UEHTOB,
npejnoiaraeTcsl ydyactue Jpyrux, He oxBadeHHbIX [II[P-manenpio reHom, nambo
HaJIMYUEe HETeHEeTHYeCKUX (PaKTOpoB (MepuHATAbHAS THUIOKCHUSA, HWH(EKIINH,
TpaBMbl). [[71s1 TaKMX NAIMEHTOB 1€I1€CO00Pa3HBIM CIIEAYIOUINM 3TaloOM SIBJISETCS
IPOBEICHUE PACIIMPEHHOIO TIE€HETUYECKOro TeCcTUpoBaHMs, BkIroyas NGS
(cexkBeHMpOBaHKHE HOBOTO NoKoieHus1) U MLPA-ananus.

o~ PacnpepeneHune BoIfBNEeHHbBIX MyTaLWW Y AETEW C HENPOCEHCOPHOW TYTrOyX0CTbi
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GjB2 SLC26A4 MT-RNR1 vus be3 myTauni

FeHeTnYeCKue Kateropmm

Pucynok 3. Pacnipenenenue BoIABIEHHBIX MyTalluil y 00CI€10BaHHBIX JIETEH.

Takum o00pa3oMm, MNPOBEACHHBIA MOJIEKYJIAPHO-TEHETUUECKUN aHalu3 ¢
ucnoisib3oBanuem [I1[P-rexHonornii moaTBEpANII BBICOKYIO PACIPOCTPAHEHHOCTD
HACJEICTBEHHBIX (HOPM HEHUPOCEHCOPHOM Tyroyxoctu y jaered. HaumbOomburyro
JUAarHOCTUYECKYIO0 3HAYUMOCTh MTPOJIEMOHCTpUPOBaN aHanu3 rena GJB2, myrauun
B KOTOPOM SIBIISIFOTCS BEAYLIEH TPUYUHOW HECUHAPOMAJIBHOM BPOXKIEHHOU
Tyroyxoctu. BeraBnenue nsmenennii B renax SLC26A4 u MT-RNRI1 no3Bonuio
YCTaHOBUTh IPOTpecCUpYIOlllee TeueHue 3a0o0yieBaHHMA M IMPEeIOTBPATUTH
OTOTOKCHUYECKOE MOPAKEHNE CITyXa COOTBETCTBEHHO.

[Tomy4yeHnHbie naHHBIE OOOCHOBBIBAIOT HEOOXOMUMOCTH BKIrodeHuUst [1I[P-
JUAarHOCTUKU B CTPYKTYpy @JIrOpUTMa PAHHErO BBISBICHUS HAPYLIEHUW CIyXa,
0COOEHHO B rpynnax pucka U Npy HATUYUK KIMHUYECKUX MTPU3HAKOB TSHKETON WIn
Mporpeccupyromiei (hOpPMBL. I[Tomumo WHIUBU Ty aJIU3allN Jae4eOHo-
peadMIMTALIMOHHBIX ~ MEpPONPUSTUM,  JaHHas  cTparerus  00ecreyuBaeT
OpO(HIAKTUKY OCJIOXHEHUH, ONTHUMH3UPYET MApPUIPYTU3ALMIO NalUEHTa |
NoBbIMAET 3QPEKTUBHOCTH METUITMHCKON MTOMOIIIH.
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BbIBO/IbI

1. PanHsis AuarHocTMKa HEWPOCEHCOPHOM TYrOyXOCTH Yy JeTed uMeeT
pelaroliee 3Ha4YeHUE 1711 CBOEBPEMEHHOT O Ha4aJla KOPPEKLIMOHHBIX MEPOIIPUSTHH,
dbopMUPOBaHUS PEUU U COLMATIM3AIIUN PEOEHKA.

2. Meron mnonumepazHoit nenHoit peakuuu (IIL[P) mnpomemoHcTpHupoBa
BBICOKYIO 3()(EKTUBHOCTh B BBISIBICHUU HACJIEICTBEHHBIX ()OPM TYrOyXOCTH,
0COOEHHO B CiIy4asiX, aCCOIIMMPOBAaHHBIX ¢ MyTarusiMu B reHax GJB2, SLC26A4 u
MT-RNRL1.

3. Ha ocHoBanuu pesynsratoB III[P-uccnenoBanvs ObIJIO YyCTaHOBJIEHO, UYTO
47,7% nerelt ¢ HapyILLIEHUEM CITyXa UMEIOT TeHETUYECKH MOATBEPKAEHHYIO GOopMy
3a0oyeBaHusA, 4YTO OOOCHOBBIBaeT ILejecooOpazHocts BHeapenus [ILP-
JMArHOCTUKH Ha paHHEM dTarne o0cie0BaHusl.

4. BoisiBnenne mytaiu A1555G B rene MT-RNR1 no3Bo110 CBOEBpEMEHHO
OTMEHUTHh OTOTOKCHYECKYIO TEpAIMI0, YTO NPEAOTBPATUIO PAa3BUTHE BTOPUYHOMU
[JIyXOTHI Y psiia NAUEHTOB.

5.V nmnammeHTOoB 0€3 BBISBIEHHBIX MYTAllM W MOpPU  COXPaHSIOLIEMCS
KJIMHAYECKOM TOJO3PEHUH Ha HACJEICTBEHHYIO MaTOJOTHUIO IIeeco00pa3Ho
MCIIOJIB30BaTh PACIIUPEHHBIE METOIbI MOJICKYJIsIpHOUM AuarHoctuku (NGS-manenu,
MLPA), a Takxe npooiKaTh HaOJI0ICHHE.

6. Pa3paGoTannblii ¥ anpoOMPOBAHHBIA JUATHOCTUYECKHN alroOput™M ¢
uHTerpauuen TP MoxxeT ObITh pEeKOMEHI0BaH /Ji1 BHEAPEHHS B MPAKTHUYECKOE
3IpaBOOXPAaHEHHWE KaK YacTh pPETUOHAIBHBIX M HAIMOHAIBHBIX MpOrpaMm
CKPUHUHIA BPOXKAEHHOU TYTOYXOCTH.

7. KOMIUIEKCHBIM ~ MEXKIUCIUIUIMHAPHBIA  Toaxona, Biirovaromui — [TL[P-
JMArHOCTUKY, ayJAMOMETPHUIO, KIMHUYECKOe O0OClieJoBAaHUE M TE€HETHYECKOoe
KOHCYJbTUPOBAaHUE, OOECIeUnBAaeT MaKCHMaJIbHYI0 TOYHOCTh JAWAarHOCTUKA U
WHIMBUAYAJIA3ALUIO TEPAITHUH.

MNPAKTUYECKHUE PEKOMEHJIALINA
Ha ocHoBaHuM aHanmu3a KIMHUYECKUX M MOJEKYISIPHO-TEHETHYECKUX
JAHHBIX, a TaKX€ BHEAPEHHS pa3pabOTaHHOIO AJIrOPUTMA PAHHETO BBISBICHUS
HapylleHud ciayxa ¢ ucnoib3zoBanuem IILIP, cdopmynupoBanbl craegyromme
IPaKTUYECKUE PEKOMEHIAUU:
Jna epauei-omopunonapunzonioz06 u neouampos:

1. OOs3aTenbHO HANpaBIATh BCEX HOBOPOXKIAEHHBIX Ha ayAMOJIOIMYECKHUN
ckpunuHr (OAD wiu aABP) B mepBbie 3 Mecsia XM3HH, HE3aBUCUMO OT
HAJIW4MsI KIIMHUYECKUX ITPU3HAKOB.

2. Ilpu namuumm (HakTOpoB pucCKa (OTATOMIEHHBI CEeMEHHBIA aHaMHE3,
NEpUHATAIBHBIE OCJIOKHEHUS, NPUMEHEHUE aMUHOIJIMKO3MJIOB, MPU3HAKU
pedyeBol  3aJEepKKH)  PEKOMEHJOBaTh  MOJIEKYJISIPHO-T€HETHYECKOE
oOcnenoBanne meroaom II[P kak gomonHeHuWe K ayAuOJIOTHYECKOMY
CKPUHUHTY.
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3. B cnyuae BoisiBnenust myranuii B renax GJB2, SLC26A4 wmu MT-RNR1 —
HAIpaBJIATh MalMeHTa K Bpauyy-TeHETUKY ISl MHTEPIPETANU PE3YIbTaTOB U
COCTABJICHUS] UHAUBUAYAJLHOTO IIJIaHA BEACHMUS.

4. Tlpu monoxutenbHOM pe3yibrare Ha MyTaruio MT-RNR1 neoOxomumo
OTMEHUTh WJIM M30eraTh MPUMEHEHUS aMUHOTJIMKO3UIHBIX aHTHUOWOTHKOB,
YTOOBI IPEJOTBPATUTH OTOTOKCUYECKOE MMOPAKEHHUE CITyXa.

/na cenemukoe:

5. Ucnonw3zoBate III[P-guarHocTHKy Kak TMEpBBIA H3Tall  MOJICKYJISPHOIO
o0cJie1oBaHus TIPU MOA03PEHUHN Ha HACIECTBEHHBIE ()OPMBI TYTOYXOCTH.

6. IIpu otpunarensbHbix pesynpraTax I[I[[P y mnammeHTOB ¢ BBIpaXEHHOM
KJINHUYECKOM CUMIITOMATUKONW PEKOMEHYETCSl MPOBEJICHUE PACIIUPEHHOTO
cekBeHupoBanusi (NGS, MLPA).

/. B cnaydae BbIBICHUS BapUAHTOB HEOMNPEAEIEHHOW  KIMHUYECKOU
3HauuMocTu (VUS) — obecneunTs JIUTENbHOE HAOIIOEHNE ¢ TOBTOPHOM
MHTEpIIpeTalel Npy HAKOIIJIEHUH HOBBIX JaHHBIX.

Jna meduyunckux yupescoenuii:

8. Bueapsrs [T1IP-auarHocTiKy B IPOTOKOJIBI PAHHETO CKPUHUHTA HAPYIIIEHUN
clayxa, OCOOEHHO B mMepuHaTaldbHbIX IeHTpax, JIOP-oTneneHusx,
YUPEKACHUAX IS CIIA00CTBIIIAIIMNX AETEH.

9. ®opmupoBaTh MeXAUCHUIUIMHAPHBIE KoMaHabl (JIOP-Bpau, mnenuatp,
CypZIOJIOT, TEHETHK, TCHUXOJOT) MJisi BEACHUS ACTed C MOITBEPKIEHHOU
TYTOYXOCTBIO.

10.IlpoBoauTh  OOyueHHE  MEIUIIMHCKOTO  IIepcoHaja IO  BOIpocam
WHTEpIIPETAllUl T€HETUYECKUX TECTOB, PUCKOB HACJIENOBAHUS W TaKTUKH
BEJICHUS NTAllUEHTOB.

/na pooumeneii:

11.MudopmupoBaTh poaureneii 0 3HAYMMOCTH F€HETHYECKOTO TECTUPOBAHUS,
ero pojii B MPOTHO3MPOBAHUHU CIYXOBOW (GYHKIMH W MPEJOTBPAIICHUU
OTOTOKCUYECKHUX OCITIOKHEHHI.

12.1lpu BBISIBICHUH TEHETHYECKOH (OPMBI TYroyXOoCTH pPEKOMEHI0BATh
oOcienoBaHUE JPYruX JE€Ted B CeMbE, OCOOCHHO B Cilydae IJIaHMPOBAHUS
CJIEYIOIINX OEpEMEHHOCTEN.
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Tao0muna 5.

ANTOpUTM MOJIEKYJIIPHO-TEHETUYECKOM JMArHOCTUKY HAapYIIEHUH ciayXa ¢ ucnoiibzopanuem I[P

ITAIl IMATHOCTHUKHA

Kinan4deckoe 00cjie10Banue

IlepBuYHbBIi ay1MOJIO0THYECKH I
ckpunuHr (OAJ/ABP)
M P-nuarnocTuka (GJB2,
SLC26A4, MT-RNR1)

HNuTepnperanus pe3yjibTaToB

Ananu3 Ha CMV-undexnuio

NGS-naness / pacuiupenHoe
CeKBEeHHPOBaHHUe

JEUCTBUSA
OrneHka CUMIOTOMOB TYTOYXOCTH, 33/IEPKKH PEYEBOTO Pa3BUTHUSA,
cOop aHaMHe3a

IIpoBoauTcs BceM HOBOPOXKAEHHBIM U IETSAM C PEYEBBIMU
3aJIepKKaAMU
Hccnenosanue mytanuii meroioM I[P (ocHOBHBIE MapKepbl
HecunapomanbHoit HCT)
Knaccudukanuus myraumii: narorennsie / VUS / otpuniatenbHble

HpOBOI[I/ITCSI IIpU HAJTNIHUU 1 MyTallur WA KIIMHUYCCKOTO
MMOAO3pCHUA

IIpoBoautcs npu oTpULATENbHBIX pe3yasTaTax [ILIP,
COXPAHSIOIIEMCS KIIMHUYECKOM MTOI03PEHUH
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PE3VYJIBTAT
BrisiBneHbI MpU3HAKU TYTOYXOCTH WU
OTATOIIEHHBIA aHAMHE3 — NEPBUYHBIN
ayAMOCKPUHHUHT
[Togo3peHune Ha CHIDKEHHE ClTyXa — OILEHKA
(dhaxkTOopoB prcka u HanpasieHue Ha [1L[P
OOHapy>XeHbI MyTallll — ONpEeIeICHHE
TreHETHYECKON (hOPMBI, KOHCYJIbTAIUS TCHETUKA
2 MyTaluyd — JIMarHo3 NOATBEPKAEH; |
myTtanus — aHanu3 Ha CMV; Het mytanuii —
HaOmonenue wim NGS
[TonoxuTenbHBIN pe3yabTaT — BUpPyCHAas
MIPUYMHA; OTPUIATENBHBIA — MPOAOHKEHUE
o0cie1oBaHusI
WNnentudukarus peakux MyTalui Win
CHHIPOMAJIBHBIX (hopM



MEJUIUHCKASA DOPEKTUBHOCTbD

[IpumeneHue pa3pabOTaHHOrO ajIrOPUTMa PAHHETO BBISIBJICHUS HapYIICHUI
ciayxa ¢ wucnoJibzoBanueM III[P-guarHoCTHKHA MPOJIEMOHCTPUPOBAIO BBICOKYIHO
MEIMIIMHCKYIO PE3yJbTaTUBHOCTb. Y CTAHOBJICHUE T€HETUYECKOW MPUPOIBI
TYTOyXOCTH Y 3HAYUTENBHONW Jonu oOcienoBaHHbIX (47,7%) obecreunso
CBOEBPEMEHHYIO STHOJIOTHYECKYIO BEpU(DUKAIMIO TUATHO3a U MHAUBU Y AJTU3AIHIO
Je4eOHO-peadUIMTallMOHHBIX MEPOTIPUSTU.

[II[P-mnarHocTiKa  MO3BOJMJIA  CKOPPEKTHUPOBAaTH  TAKTUKY  BEICHUS
MAlMEHTOB, BKJIIOYAsg PAaHHEE CIyXONPOTE3WPOBAHUE, OTKA3 OT OTOTOKCHUYHBIX
IIPENapaToB M TEHETHYECKOE KOHCYJIbTHPOBAHUE CeMEW. BpIABIeHHME MyTanun
CIIOCOOCTBOBAJIO CHUKEHUIO YacTOThl JUATHOCTUYECKUX OLIMOOK, YCKOPEHUIO
Hayaja KOPPEKLIHH ClIyXa U YJIyUIIEHUIO CIIyXOpE€UEBOro NpOrHo3a y AeTei.

Taxkum oOpazom, unterpamus [P B nuarnHoctudeckuii mpoiiecc MOBBIIIAET
3¢ (PEeKTUBHOCTh MEAMIIMHCKON MMOMOIIM, CHI)KAET PHUCK HHBAIMIU3AIUU U
yJIy4IIIaeT KaueCTBO KU3HU MAIMEHTOB C HACIEACTBEHHBIMU (POPMaMU TYTOYXOCTH.

COHOHUAJIBHASA DOOPEKTUBHOCTD

BHenpenne anropurma paHHEroO BBISBICHUSI HAPYLIEHUW CllyXa y JIETEN C
ucnons3oBanueMm III[P-auarHoctuku  o0JajaeT  BBIPAKEHHOM  COIMANIbHOM
3 PeKTUBHOCTHIO, OOECreYnBasi CYIIECTBEHHOE YIY4IIICHHE KadyecTBa >KU3HU
NAalUEHTOB U UX ceMel. PaHHSs QUarHoCTMKa MO3BOJSIET CBOEBPEMEHHO HayaTh
CIIyXOPEYEBYI0 peaOUIIUTAILINIO, YTO CIIOCOOCTBYET HOPMAIHbHOMY KOTHUTHBHOMY,
OMOIIMOHAILBHOMY Y  COLIMAIbHOMY DPa3BUTHIO peOEHKA, MPeaoTBpaIaeT
BO3HUKHOBEHNE BTOPUYHBIX TICUXOAMOLIMOHAIBHBIX HAPYIIEHU 1 MUHUMU3UPYET
PHUCK COLMATILHOUN U30JISIIHHU.

[Ipumenenue III[P-meTomoB  oOecreunBaeT pPaHHIOW  BepUDUKAIIUIO
ATHOJIOTHH TYTOYXOCTH, YTO CHOCOOCTBYeT (POpPMHPOBAHHIO y POAUTEIICH
aJICKBAaTHOTO TOHUMAHUS TPUYMH 3a00JEBaHUs, YKPEIUIIET MX MOTHBAIUIO K
AKTUBHOMY YYacTHIO B IIPoOIleCCe peaOUSIUTAIIMKU U TOBBIIIAET YPOBEHB JOBEPUS K
CHCTEME 3PAaBOOXPAHCHMUS.

biiarogapsi TOYHOI ¥ CBOEBPEMEHHOM TMAarHOCTUKE JIETU C HAPYIIEHUEM CIIyXa
UMEIOT BO3MOXXHOCTh 00ydaTbcs B 0O0IIE00pa30BaTENbHBIX  YUPEKICHUSAX,
y4acTBOBAaTh B COILMAJBHBIX, KYJIbTYPHBIX M MPO(ECCHOHATBHBIX MPOrpaMMax
HapaBHE CO CBEPCTHUKAMM, 4YTO CIIOCOOCTBYET CHUMKEHHUIO COLIMAJIbHOMN
CTUTMaTU3allH U PACIIMPSAET UX HHTETPALMOHHBIE BO3MOXKHOCTH.

Takum oOpazom, peasinzaius anroputMa ¢ BiatodeHueM [IP-auarnoctuku e
TOJBKO TOBBIIIAET HWHAWBUAYAIbHBIE IIAHCHI HA YCHEIIHYK COLUUAIA3ALMIO
MAIMEHTOB, HO W CIOCOOCTBYET YKPEIUICHHWIO COLUAIBbHON CTaOMIBHOCTH U
CHUKEHUIO 00111ero OpeMeHn MHBAIUAN3aLMU B 00I1IECTBE.

IKOHOMMNYECKASA DOPEKTUBHOCTD
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JroHomuyeckass 3ddexkruBHocts I[IIP-mMeTrona mo cpaBHeHHIO C
CeKBEHMPOBAHUEM

DKOHOMHUYECKAsi OIlEHKa METOJIOB MOJIEKYJISIPHON JUArHOCTUKU HApYIICHUN
ClyXa y JeTell MOKa3bIBA€T 3HAUMTENIBHOE pa3JIuMe B CTOMMOCTH, CKOPOCTHU
MOJIy4YeHUS] Pe3yJbTaTOB W OO0OBEME JUArHOCTUYECKOW HWH(OpManuu Mpu
npuMeHeHuu noaumMepasHoit nennor peakuuu (I1LP) u cexBeHMpoBaHUS HOBOTO
nokoJsieHus: (NGS).

[TI[P-guarHocTKa HampaBJIEHA HA BBISBIECHUE 3apaHEE M3BECTHBIX YACTBHIX
MyTaIlui B OrPaHUYCHHOM YHCIIC IICJIEBBIX TeHOB, TakuX kKak GJB2, SLC26A4 u MT-
RNR1, koTopele SBISIIOTCS OCHOBHBIMH B CTPYKType HaCIEACTBEHHOU
HeHpoCceHCOpHOU TyroyxocTt. Cpemusis ctomMmocth 6a3zoBoro [11P-o6cnenoBanus
OJIHOTO TManueHta B ycioBusx PecrnyOmmku Y30ekucrtan coctamisier okojio 700
000-1 500 000 cymoB, Ipu CpOKax BBITIOJHEHUS aHanu3a 1—3 pabouux THS.

B To e Bpems mpoBeleHHUE CEKBEHHMpOBaHUs HOBoro mnokosneHus (NGS)
3HAYUTEIBHO PACIIUPSET CHEKTP HCCIECAYEMBIX T'€HOB, MO3BOJSAS OJHOBPEMEHHO
aHaJIM3UPOBATh HECKOJBKO JECATKOB WJIM COTEH '€HOB, BKJIIOUYAsl PEAKUE U PAHEE HE
onucaHHble MyTanuu. OJIHAKO CTOMMOCTH MOJIHOTO T€HOMHOTO WJIA TapreTHOIO
NGS-ananmm3a Ha Tyroyxocth cocTtaBisieT B cpexaem 6 000 000 — 15 000 000 cymos,
a CpOKHM TOJIyYEHHUs PE3YyJbTaTOB JOCTUTaloT 2—4 HeIelb Uu3-3a CIIOXKHOCTHU
ououHdopMaTuueckoit 00pabOTKU JJAHHBIX.

Takum  obOpazom, II[IP-meton sBasieTrcs Haubojiee  SKOHOMHYECKHU
3¢ (HEKTUBHBIM MOIXOOM JUIsl IEPBUYHOTO CKPUHMHTA JIETeH C IMOJO03PEHUEM Ha
HACJIEICTBEHHYIO Tyroyxoctb. OH obOecrnieunBaeT ObICTpOE BBISIBIEHUE HamOoJee
YacThIX MYTallUd TPH 3HAYMTENILHO MEHBIIMX 3aTpaTax Ha OOCJeJIOBaHHE, YTO
0COOCHHO Ba)KHO B YCJIOBHUSIX OTPAaHUUCHHBIX PECYPCOB CUCTEMBI 3/IPABOOXPAHCHUSL.

CexBenupoBanue HoBoro nokoneHuss (NGS) cieagyer paccMarpuBaTh Kak
BTOPOM ATan TUarHOCTUKHU: OHO IEJI€CO00pa3HO y MAIlMEHTOB C OTPULIATEIbHBIMU
pesynbpTatamu II1[P-o0cnenoBanus, mpu KIMHAYECKOM IIOAO3PEHHHM Ha PEAKHE
(GbOpMBI TYTrOyXOCTH WM CHHIpOMalibHbIe cocTosiHus. Mcmonp3zoBanne NGS B
KauecTBE METOJla IMEPBUYHOTO CKPUHHMHIA B OOIIEH NOMYJAILUH HE SBISIETCS
SKOHOMMYECKU OMpPaBAAHHBIM H3-3a BBICOKOW CTOMMOCTU U MPOJOJIKUTEIIBHOCTH
aHanu3a.

Kpurepuii I P-meTon CexBeHHpOBaHHE HOBOT'O
nokoJieHusi (NGS)
CpenHsst CTOUMOCTD
pen 0,7 - 1,5 maH cym 6 — 15 miH cym
(V30ekucran)
CkopocTh pe3yJibTaTa 1-3 nus 2—4 Henenu
OxBaT MyTaluit Tonbko n3BecTHRIE H3BecTHBIE + HOBBIE
[lenecooOpa3zHOCTh . N
[lepBUUHBIN CKPUHUHT VYriy6nénnas JuarHocTuka
IPUMEHEHHSI

B COBOKYITHOCTH 3TH HOAHHBIC 00OCHOBBIBAIOT H€O6XOI[I/IMOCTI> ITO2TAITHOI'O
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JAArHOCTUYECKOTO MOAXOJIA: MEepBUYHAs JuarHoctrka ¢ npuMenenuem 1P kak
JOCTYITHOTO M OIIEPAaTUBHOTO METOJa, C IMOocJIeayroummMm IMpoBeacHueM NGS-
aHAJIN32a 10 CTPOTUM KIIMHUKO-T€HETUYECKUM MOKA3aHUSIM.

3AKJTIOYEHHUE

[TpoBenénnas paboTa MOATBEPIUIIA BHICOKYIO METUITMHCKYIO, COIIMAIBHYIO U
AKOHOMHUYECKYIO0 A(()EKTUBHOCTH BHEAPEHHS aJIrOPUTMa PAHHETrO BBISBICHUS
HapylIIeHUN cilyXa y JEeTell C MCIOJIb30BAHUEM MOJIMMEPA3HOW LEMHOW peakiuu
(TILLP).

1. Ilpumenenue MOJIEKYJISIPHO-TEHETUYECKUX METOJI0B MTO3BOJIUJIO
CYIIIECTBEHHO MMOBBICUTH BBISBIIIEMOCTh HACJIEACTBEHHBIX (HOPM HEHPOCEHCOPHOU
TYTOyXOCTH, 00€CIEeUNTh PAHHIOIO IOCTAHOBKY IMArHO3a U HA4aTh CBOEBPEMEHHYIO
peabuiuTaluil0 MalMeHTOB, YTO HampsSMYyl0 TMOBJIMSUIO Ha  YIydlIEHUE
CIIyXOPEYEeBOT0 U KOTHUTUBHOTO Pa3BUTHUS JIETEH.

2. BoisBnenue mytanuii B renax GJB2, SLC26A4 u MT-RNR1 y 3naunTtenbHoM
9acTH OOCJICIOBAHHBIX IMAIIMEHTOB OOOCHOBAIO HEOOXOAMMOCTH 005S3aTEITHLHOTO
Britouenusi [1IP-muarHocTuku B cTaHIapTHBIE MPOTOKOJIBI PAHHETO CKPUHUHTA
ciayxa. DTO TO3BOJUJIO HE TOJIBKO COKPaTUTh CPOKU MOCTAHOBKHU IMPAaBUIBLHOTO
JIMarHo3a, HO ¥ MPEJOTBPATUTH PA3BUTHE TSHKEMBIX (HOPM MHBAMIN3AIINH, a TAKKE
MUHUMU3UPOBATH MPUMEHEHUE OTOTOKCUYHBIX TTPENapaToB y MPepacioioKEeHHBIX
JETEN.

3. CHmKeHue 3arpaT Ha JIEYEHUE OCIOKHEHHBIX (POPM  TYroyXoCTH,
COKpallleHUE PACXOJI0B Ha CIEUHAIU3UPOBAHHOE OOpa3oBaHUE U MPOQPUIAKTHKA
WHBAUIU3AUA  OOECIICYMIM BBIPAKEHHYIO JIKOHOMHYECKYIO BBITOJY TMPHU
peanuzanuu aaroput™Ma. B TO ke BpeMs, MOBBIIIEHHWE KadyeCTBA KU3HHU JIETEH,
yCIEIIHAas COLMAIN3alis U UHTErpalus B 0OLIECTBO NOAUYEPKUBAIOT €r0 BHICOKYIO
COIMaIbHYI0 3P (HEKTUBHOCTD.

Takum o0Opaszom, pa3paboTaHHBIH anropuT™M ¢ uHTerpamuen IIL[P-
JIMarTHOCTUKH PEKOMEHAYETCS Uil IIMPOKOTO BHEAPEHUS B MPAKTUYECKOE
3IpaBOOXpaHEHUE B I1IEJIAX PAHHETO BBIABJICHUS HAPYUIEHUM Cilyxa y JeTeH,
ONTUMH3ANNNA  JICUeOHO-PEAOUIUTAIIMOHHBIX ~ MEPONPHSITHA W CHUIKEHUS
AKOHOMHUYECKOTO U COLIMAIBHOTO OPEMEHH Ha CUCTEMY 3/IpaBOOXPaHEHUS.

CIIMCOK UCHOJb30BAHHOM JIUTEPATYPBI

19



1. I'myxora 151 oTeps ciyxa. OcHOBHBIE (akTbI BO3.
https://www.who.int/ru/news-room/fact-sheets/detail/deaftness-and-hearing-loss

2. HyneneB B. B., Cmrocapp T. A. XapakrepucThka KOPOTKOJATEHTHBIX
CIIyXOBBIX BBI3BaHHBIX IIOTEHLMAJOB Yy JeTed ¢ LepeOpalbHbIM MNapaTuuoM
//HepBHO-MBIIIeuHbIE O0se3HU. — 2019. —T. 9. — Ne, 1.

3. TaBaprkunanze, ['A. PykoBoacTtBo mo knuHudeckou aymauoiorun / [A.
TaBaptkunanze. — M.: Menuiuna, 2013. —C.176-180.
4, Xaitmaposa  I[.C.  Paspaborka  auddepeHInanbHO-IUarHOCTUIECKUX

KPUTEPUEB U CHOCOOOB peadMIMTalUU JETe ¢ CEeHCOHEBPAJIbHOW TYTOyXOCTbHIO
ABroped. nuc...n1.M.H. Tamkenr., 2017; C. 34.

S. Birkenhdger R. et al. Non-syndromic hereditary hearing impairment
//Laryngo-rhino- Joint otologie. — 2007. — T. 86. — No. 4. — P. 299-309; quiz 310-3.
6. Li M. M. et al. Clinical evaluation and etiologic diagnosis of hearing loss: A

clinical practice resource of the American College of Medical Genetics and
Genomics (ACMGQG) //Genetics in Medicine. —2022. —T. 24. — Ne. 7. — C. 1392-1406.
7. Olusanya B. O., Somefun A. O., Swanepoel D. W. The need for
standardization of methods for worldwide infant hearing screening: a systematic
review //The Laryngoscope. —2008. — T. 118. — Ne. 10. — P. 1830-1836.

8. Parker M. J. et al. Population-Based Genetic Study of Childhood Hearing
Impairment in the Trent Region of the United Kingdom: Estudio Genetico Sobre
Sordera Infantil en una Poblacion de la Region de Trent en el Reino Unido
//Audiology. — 2000. — T. 39. — Ne. 4. — P. 226-231.

Q. Petersen M. B., Willems P. J. Non-syndromic, autosomal-recessive deafness
//Clinical genetics. — 2006. — T. 69. — Ne. 5. — P. 371-392.

10. Pourarian S, Khademi B, Pishva N, Jamali A. Prevalence of hearing loss in
newborns admitted to neonatal intensive care unit. Iran J. Otorhinolaryngol.
2012;24(68):129-34.

11. Romand R, ed. Development of Auditory and Vestibular Systems 2.
Amsterdam, New York: Elsevier; 1992

12.  Seligman K. L. et al. Genetic causes of hearing loss in a large cohort of
cochlear implant recipients //Otolaryngology—Head and Neck Surgery. — 2022. —
T. 166. — Ne. 4. — C. 734-737.

13.  Shapiro S. M., Conlee J. W. Brainstem auditory evoked potentials correlate
with morphological changes in Gunn rat pups //Hearing research. — 1991. — T. 57. —
Ne. 1. - P. 16-22.

14.  Shearer A. E. et al. Genetic hearing loss overview /GeneReviews®][Internet].
—2023.

20



