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JlanHast MeToaudeckas peKOMEHAalus pa3padoTaHa s CIEUUATNCTOB B 00IAcTH
MCIWIHMHBI W HAIIpaBJICHA Ha YJIYUYHICHUC AUATHOCTUKH, JICUCHUA U pea6I/IJ'II/ITaIII/II/I Z[eTefI C
HECHHJPOMANIbHBIMM TE€HETUYECKUMHU HapyIIeHUsIMU ciayxa. B paboTe mpencTaBieHb
COBpPCMCHHBIC AJITOPUTMBI  BBISABJICHUA AaTOJIOTHI CJIIYXOBOI'O aHaJiM3aTopa, BKJIFO4Yasda
MCIIOJIb30BaHUE MOJIEKYJIAPHO-TEHETUUECKUX U ayIUOJIOTMYECKUX METO/IOB.

Ocoboe BHUMAaHHE YCJICHO pAaHHEH JMarHOCTHKE, KOTOpas SBISETCA KIIFOYEBBIM
(GakTOpoM YCIEIIHOTO BOCCTAHOBJIECHHUS CIYXOBOW (YHKIIMM M PEUEBOTO  Pa3BUTHSL.
MCTOZ[I/I‘IGCKI/IG IoAXO0Jbl OXBAaThIBAKOT DJTallbl JHUArHOCTHUKH, BBI60p TaKTUKH JICUCHMUA,
MPUMEHEHHUE COBPEMEHHBIX TEXHOJIOTHI CIIyXOMPOTE3UPOBAHMS U KOXJIEAPHOU UMILIAHTAIUH, a
TaKXe PEKOMEH/IAIINH 110 peabWIHTaIuK U padoTe ¢ CeMbEN TalueHTa.

MeTtoaudeckasi peKOMEHALNS COJIEPKUT HAYYHO OOOCHOBAHHBIE AITOPUTMBI ACHCTBHIA,
YUUTBHIBAIOIINE BO3PACTHBIE M MHAMBHIyallbHble OCOOCHHOCTH ManueHToB. OHa OCHOBaHa Ha
MEXIUCIUTUTMHAPHOM TOAXO0/A€, OOBEOUHSIONEM paboTy OTOJAPUHTONIOTOB, ayAHOJIOTOB,
TCHETHKOB, JIOTOIIEJIOB M TICUXOJIOTOB.



BBEJIEHUE

OmHOM U3 KIIFOYEBBIX 33/1a4 COIMAIBLHON oMuTUKHN PecryOmmku Y30ekucTan
ABIIIETCST (DOPMUPOBAHKE 3IOPOBOTO M TAPMOHWYHO PA3BUTOTO IMOKOJeHUs. B
paMKax OOIIEHAIMOHATBLHOM MpOrpaMMbl OXpaHbl 3J0POBbSI HACEJIICHUS W
BOCIUTAHUSI BCECTOPOHHE PA3BUTOTO IMOJPACTAIOLIETO MOKOJIEHUS MEPEL CTPAHOU
CTOSIT MacIITaOHBIE 3adadd 10 PehOPMHUPOBAHUIO W MOJCPHHU3AINN CHUCTEMBI
31PABOOXPAHEHUS.

Ha rnmo6anbHOM ypoBHE HapylIEHHUs CllyXa BCTPEUaloTCs B J[Ba pa3a yallle,
YeM Jpyrue HeoHaTalubHblE MaToJOruu. 110 JaHHBIM MCCIENOBAaHUNA, OKOJIO IIECTH
n3 Kaxapix 1000 MitaieH1eB poKIAIOTCA C HAPYLWIEHUEM CIIyXa WUJIU CTaJKUBAIOTCS
C IIYXOTOW B HEoHaTalnbHOM mepuope. Ilepuon mo TpEX JNET KU3HU CUUTACTCS
KPUTUYECKUM Ui (OPMHUPOBAHMSI PEYM, TOCKOJIbKY HMEHHO B JTO BpeMs
MPOUCXOUT AKTUBHOE pa3BUTHE (PUIUYECKUX M TCUXUYECKUX CIOCOOHOCTEM
peb&nka. HekoTopsie nccienoBaTesi Ha3bIBalOT BO3PACT 10 OJHOTO TOJia 3TaroM
JIOPEYEBOT0 PA3BUTHSA, KOT/1a peOEHOK OCBaMBAaEeT 0Aa30BbIC HABBIKU JJIsl OBJIaACHUS
peubto. Ocoboe 3HaueHHe B JTOT NEPHOJ HMEIT (YHKUHH CIYyXOBOIO U
peYeBUraTeIbHOIO aHAIN3aTOPOB, KOTOPhIE 00ECTIEYMBAIOT COBEPIICHCTBOBAHUE
3BYKOBOM apTUKyJsuud. [loTeps ciyxa B paHHEM BO3pacTe TECHO CBsA3aHA C
PEUYEBBIMU HAPYIICHUAMH, TAK KaK CIYXOBBIC CTUMYJIbI SBJISIOTCI OCHOBOW IS
(dhopMUpOBaHUSI SA3bIKOBBIX M PEUEBBIX HABBIKOB. DTO, B CBOIO OUYEpe/b, BIUSIET Ha
KOTHUTHUBHOE Pa3BUTHUE, CHIKAsI CIOCOOHOCTU K O0YUYEHHUIO U 00IIIeMY Pa3BUTHIO.

Jetn ¢ HapylIEeHHMEM ClyXa HCHOBITHIBAIOT 3HAYUTEIbHBIE TPYAHOCTH B
COIMAIIbHON W JWYHOW Ku3HHU. [IpoOiieMbl ¢ KOMMYHHUKAIMEHl YacTUYHO
U30JUPYIOT MX OT OKPYXKAIONIMX, YTO CO3Aa€T NPEMSITCTBUS B OOILIEHUU CO
CBEpPCTHUKAMH U B3pOCIBbIMU. HECBOEBpEMEHHOE BBISIBJICHHUE MATOJIOTUN ClyXa y
HOBOPOXJECHHBIX  MOXET IPUBECTH K TIJIYXOHEMOTE U  IOXU3HEHHOU
nHBamuMaHOCTH. [lo3TOMYy paHHSIE JOUArHOCTHMKA HAPYLICHUM CiyXa y JAeTer
CTAHOBUTCS OJTHUM U3 MIPUOPUTETHBIX HAIIPABICHUN COBPEMEHHON MEIUILINHBI.

['eneTtnyeckue (akTOpbl COCTABJISIOT 3HAYUTEIBHYIO JIOJI0 TPUYUH
HapylmeHul cinyxa y gnereid. Ilo omenkam, ogmH u3 kaxasix 300-500 reHos
OTBEUACT 3a pa3BUTHE JaHHOM mnaronorud. Ha cerogHdmHWUNA  J1€HB
uaeHTUPUIMPOBaHO OKOJO 120 TEeHOB, CBSI3aHHBIX C HApPYUIEHUEM ClIyXa, W3
KOTOPBIX OKOJI0 80 BBI3BIBAIOT CUHAPOMaJbHBIE (OopMbl, a Oonee 40 oTBeUaroOT 3a
HECUHJIPOMAJIbHbIE TATOJOTUU. DBOJBIIMHCTBO W3 3TUX TE€HOB HAXOIATCS B
ayTOCOMHBIX XpomocoMax, mpumepHo 20% — B X-xpomocome, a emé 20%
HACJIEAYIOTCS IO MAaTEPUHCKOW JINHUU Yepe3 MUTOXOHIpruaiibHyto JJTHK.

[TomymAMOHHbBIE UCCIEA0BAHUS OATBEPKIAAIOT 3TY FT€HETUUECKYIO KAPTUHY .
B 01HOM M3 KpYIHBIX UCCIAEAOBAHUN U3yHaIUCh 526 ceMell ¢ 1eTbMU, UMEIOIINMU
HapyIlIeHUs ciiyxa. AHKETHUPOBAaHWE BBISBWIO HAJIWYUE PA3HOOOpA3HBIX
reHEeTUYECKUX Je(PEeKTOB, MepeatonXcsi ayTOCOMHO-IOMUHAHTHBIM, ayTOCOMHO-
PELECCUBHBIM W CIIOPAAWYECKUM NYTEM. ['€HEeTUYeCKHEe HapyIIeHUus Cclyxa
KJIaCCUUIIMPYIOTCS Ha CHHJAPOMAJIbHbIE M HECHUHApOMalibHbIe (opmbl. OK0JIO
30% ciy4aeB SBIAIOTCA CUHAPOMAIbHBIMU, KOT/Ia IOTEPS CIIyXa COMPOBOXKAAETCS
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JPYTUMU KIMHUYECKUMH TpU3HaKamMHu. Takue MaTtojaorud MOTYT ObITh BBI3BAHbI
HEHPOCEHCOPHBIMU WM  KOHAYKTHBHBIMH  HApyUICHUSIMH, CBSI3aHHBIMH C
AHOMAJIUSIMU CITyXOBOM CHUCTEMBI.

Haubonee pacnpoctpanéHHON (QOpMONl T'E€HETHYECKON TMOTepH Ciayxa
ABJIIETCSI AyTOCOMHO-PELIECCUBHOE HECHHJIPOMAIBHOE HApyLIEHUE, KOTOPOE
cocraBisier okoio 80% Bcex ciydaeB. OHO Takxke orBewaeT 3a 40% ciydaes
rIyOokoi motepu ciyxa. MccmemoBanus moka3sIBaoT, 4To Mytanuu B rene GJB2,
komupyromem Oenok  Connexin26, SBISIOTCS OCHOBHOM MNPUYMHOW TaKUX
HapyILIEHUH B 3aMaIHBIX CTPaHAX. DTOT OENOK PETryIUpyeT ABUKECHUE HOHOB Yepe3
KJIETOYHbIE MEMOpaHbl, U €ro MyTalMi ObUIM BIEpPBbIC HUIACHTU(GUIHUPOBAHBI B
1997 rony.

['enetnueckue wHccneoBaHUS B Y30€KHCTaHE TakXKe IMOJATBEPKAAIOT
BOXHOCTh u3ydyeHuss MyTtauuun 35delG y gereil ¢ HeCHHIPOMabHBIMU
HelipoceHcopHbiMU HapymieHusmu ciayxa (HHCT). Beuio ycraHoBieHo, 4To 3Ta
MyTalus [BJsIeTCsl HauOoJiee 4acTOM MPUYMHOM MATOJIOTMH CIIyXa, BCTPEYasCh B
31,6% cayuaes. [Ipu 5TOM rOMO3UTOTHBIE HOCUTENIN JAHHOM MYTAllMHA COCTABIISIOT
17,1%. Yactora mytanuu 35delG B ycinoBusix uHOpuaunra pocrurana 51,6%, 4ro
3HAUUTENBHO TMpeBbimaeT €€ yactory (15%) B momynsiuusix C OTCYTCTBHEM
TEHETUYECKON M30JUMU. DTO YKa3bIBaeT HA BIUSHUE MHOPUAMHIA KaK Ba’KHOTO
(dakTopa B HOMYJISUUAX C OFPAHUYEHHBIM T'€HETUYECKUM Pa3HOOOpa3ueM.

HecMoTpst Ha CylIECTBYIOIIME METOIAbl JMATHOCTUKH, JICYEHUS U
peadbunuTalMi HECUHIPOMAJIbHBIX T€HETUUECKUX HapyLIEeHUN cllyXa y JieTell, OHU
HO-TIPEKHEMY OCTAIOTCSI HEJOCTaTOUHO 3(()EKTUBHBIMU JJISl TIOJTHOM KOPPEKIUU
WIM YCTpaHEHUs MpoOsieMbl. DTO MOAYEPKUBAET HEOOXOAMMOCTH Pa3pabOTKH
HOBBIX IIOJXOJOB, KOTOpble OyAyT OoJiee pe3yJbTaTUBHBIMU, JOCTYIHBIMU U
alalITUPOBAHHBIMU K UHJIMBUYaJIbHBIM OCOOEHHOCTSIM KaXKIOTr0 MalueHTa.

Takum 00pa3oM, CHUCTEMATHYECKOE HW3YUYEHUE TEeHETHYECKHX (DAKTOpOB,
BIIUSIIOIINX HA HAPYILIEHUS CIyXa, U BHEIPEHUE MEPEIOBBIX METOJIOB JUATHOCTUKH
SBJIIIOTCS. HEOTHEMJIEMBIMU COCTABJISIIOIIMMH B PEIIEHUU MPOOJIEMbl PAHHETO
BBISIBJICHUS U JICUCHUS HAPYIICHHUM ClTyXa y JIeTeu.

OCHOBHOE COAEPXAHUE PABOTHBI

B pamkax wucciegoBanHus ObLIO TMpOBEAEHO oOcienoBaHue 235 geredl B
Bo3pacte oT 12 wmecsueB g0 17 mer. Cpenu Hux 125 pereit oOyvanuch B
CHEIUATN3UPOBAHHON TOCY/IApPCTBEHHOMN IIKOJIe-UHTEPHATE IS CJIa0O0CIIbIIIAIINX
nereit Ne 32 ropona Yprenua, a 110 gereit maxomwnuch Ha jedeHur B JIOP-
ornenennu TMA B mepuon c¢ 2019 mo 2024 romel. Kpome Toro, Omiio
OpPraHU30BaHO  AHKECTHUPOBAaHHWE  POJMTENEM  JE€TeM C  yCTAaHOBJIEHHOU
HECHUHJIpOMaJIbHOM HelipoceHcopHoil Tyroyxocteio (HHCT).

AHaJIN3 CTENEHU TSKECTU HEUPOCEHCOPHOM TYTOyXOCTH Y AETEN BBIBUII, UTO
OoJiblllasi 4acTh CIy4aeB OTHOCUTCA K Tsokénou (27.7%) u rimybokoin (25.0%)
CTENEHSIM HapyIUEHUs CiIyXa, a Takxke K NojHoil riayxote (9.0%). Otu kaTeropuu
TpeOytoT Oojiee NEeTaTbHOrO0 M3YYEHMsS] T€HETUYECKUX MPUYMH, TaK KaK UMEHHO
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OHM 3a4acTylO CBSI3aHbl C HACJIEJICTBEHHBIMU MyTauusaMu. YMmepeHHas (23.4%) u
n€rkas (14.9%) crenenu BCTpeqarOTCs pexke, HO TAKKE MOTYT ObITH 00YCIOBIEHBI
TeHeTUYECKUMU (haKTOpaMH, BIHSIONIMMH Ha Pa3BUTHE CIYXOBOTO arapara.

Fnyxora Nérkasn (I cteneHb);

Fny6okas (IV

cTeneHb); 25%
YmepeHHas (Il

cTeneHb); 23%

Taxénas (1l
cTeneHb); 28%

M /1érkasn (I cteneHb) H YmepeHHas (Il cteneHb) B Taxénasn (Il cteneHb)

H [nybokas (IV cteneHb) M MnyxoTa

Puc.1. Pacnpenenenue oOcien0BaHHBIX JIETEH B 3aBUCUMOCTH OT CTEIICHH
TSYKECTH HEMPOCEHCOPHOW TYTOYXOCTH

JlaHHBIE O pacIpefeleHUr CTEMEeHEeW TSHXKECTH TYTOYXOCTH MOJATBEPKIAIOT
HEOOXOJMMOCTh  YTIIyOJIEHHOTO  MCCJIEAOBaHUS  T'€HETUYECKUX  ACIEKTOB
3a00J€BaHusA. JTO MOMOKET HE TOJIBKO MOHATh MEXaHU3MbI PA3BUTHS MATOJIOTHUH,
HO U co31aTh HS(PGEKTUBHBIE WHCTPYMEHTHI JMJIS paHHEH JUarHOCTHKU H
MEPCOHATIU3UPOBAHHOTO JICUCHUSI.

Pacnipenenenue nereit mo BO3pacTHBIM TPYIIAM BBISBIISIET, YTO HAWOOJIbIIIAS
JIOJIsI IPUXOJUTCS HA BO3PACTHYIO KaTEropuro 5—7 JET, T/€ AEBOUYKUA COCTABIISIIOT
20,8%, a Mmanpuuku — 22,5%. DTO yKa3bpIBa€T Ha MO3JHEE BBISBIICHUE HAPYUICHUN
ClIyxa B JIaHHOM BO3pacTe, YTO MOXKET OBITh CBSI3aHO C TPYAHOCTSMHU TUArHOCTHKHU
Ha 0oJiee paHHUX dTarmax.

B muagmmx Bo3pactHeix rpynnax (1-3 roma m 3-5 ner) nHaOmromaercs
HEKOTOPOE YBEIWYEHUE MOJM JETeil: NEBOYKM cocTaBisitor 8,5% u 17,9%, a
Manbuuku — 9,3% u 18,6% cOOTBETCTBEHHO. JTO TOBOPUT O MPOrPECCE B paHHEN
JIMarHOCTUKE HAPYILICHHUM CIIyXa, 4TO SBJISIETCS MOJOKUTEIBHON TEHACHIMEH.

[Io wmepe B3pocieHUS KOJMYECTBO JI€TeM B BBIOOPKE TMOCTEIEHHO
YMEHBIIIAETCS, U B BO3PACTHOM KaTteropuu 16—18 sieT 1015 JeBOYEK U MAIbUMKOB
cocrasisier 10,4% u 12,4% coorBeTcTBeHHO. CHU)KEHUE YMCIEHHOCTH B CTAPIIIHNX
BO3PACTHBIX TPyMNIax MOXKET OBITh CBSI3aHO C 3aBEpIIECHUEM PEAOUITUTAIMOHHBIX
MEPOTIPUATUIN JTHOO ¢ YMEHBIIICHHEM MOTPEOHOCTH B MEIUIIMHCKOM HaOIIOJICHUH.
(tabm. 1).

PaccunTanHble NOpOLIEHTHBIE JaHHbIE MOATBEPAWIM, YTO B MIIAJIIAX
BO3PACTHBIX  Ipynmax JoJjis JeTed  IOCTENEHHO  yBEJIWYMBACTCS, 4YTO
CBUJICTEJILCTBYET O TOJIOKUTEIIBHBIX U3MEHECHUSX B chepe paHHEU NUarHOCTHKHU.
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Hampumep, B rpynne 3—5 neT aetu cocTapisitoT okojio 18% ot obiiero uucia, 4to
3HAYUTETHLHO OoJbIlle TIO cpaBHEeHMIO ¢ rpymmod 0—1 rop, rae momst cocraBiseT
menee 1%.

Ot JTAHHbBIE MO TYEPKUBAIOT HEO0OXOAMMOCTh JAIIbHEUIIIETO
COBEPIIICHCTBOBAHMSI METOJOB PAaHHEW MUArHOCTUKH HAPYIICHUH CIyXa, YTOOBI
CBOCBPEMEHHO BBISABIATH MATOJIOTMM W HAYMHATH KOPPEKIMOHHYIO paboTy Ha
CaMbIX PaHHHUX dTarax >KU3HU peOEHKa.

Taomura 1.
Pacnpenenenne o0cne0BaHHBIX JAETEH 1O BO3PACTY U TOJTY
Bo3pacTHas | leBouku | Majabyuku Oouree Ao Ao
JAeBOYEK | MAJIbLYUKOB
rpynna (m) (M) KOJIHYECTBO (%) (%)
0-1 rox 0 1 1 0.0 0.8
1-3 rona 9 12 21 8,5 9,3
3-5 ner 19 24 43 17,9 18,6
5-7 ner 22 29 51 20,8 22,5
7-10 net 18 23 41 17.0 17,8
11-13 net 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
HToro 106 129 235 100.0 100.0
AJITOPUTM JUATHOCTUKH
Bcem ydacTHukam  ucciaenoBaHHMs  OBIJIO  TPOBEACHO  BCECTOPOHHEE

KJIMHUYECKOoe 00cieI0BaHIE, KOTOPOE BKIHOYAJIO:

1) aHanu3 ano0, IPeACTaBICHHBIX POJIUTEIISIMHU;

2) cOop aHaMHe3a ¢ Y4ETOM CeMEHHON HCTOpHH;

3) o001t METUITMHCKHIA OCMOTD;

4) obcnenosanue JIOP-opraHos;

5) KOHCYJIBTAIMH CIICIUATUCTOB, BKIIFOUAsi HEBPOIATOJIOTA U TIEIATPA;

6) ayauoNIormYecKoe UCCIeI0BaHKE

7) MeIUKO-T€HECTHYECKOE MCCIIEOBAHUE

CemelHBI aHaMHE3 SIBJSIETCS BaXHBIM MHCTPYMEHTOM JUISL OINpPEICTIECHUS

TF€HETUYECKOW TNPUPOABl HAPYIIEHUM CIyXa M OLEHKM PHUCKOB Uil ceMbU. Ero
UCTIONIb30BaHUE B COUYCTAHMHM C TEHETHYECKUM TECTUPOBAHUEM TIO3BOJISIET HE
TOJILKO BBISIBUTH TMPHYMHY TATOJOTHH, HO M TIPOTHO3UPOBATH BEPOSITHOCTH €&
OpOSIBIICHUS] y OyIyUIMX MOKOJEHWH, YTO OCOOEHHO Ba)KHO ISl TJIAHUPOBAHMS
ceMbU U pa3paboTku 3(HPEKTUBHBIX MPOTPAMM CKPUHHUHTA.



Metoasbl cOopa JaHHBIX

1) AHketupoBanue. Vcronb3oBaHue CTPYKTYPUPOBAHHBIX OIPOCHUKOB,
KOTOpPbIE BKJIOYAIOT BONPOCHI O CIydasX HApyLIEHWH cllyxa B CEMbE
(ITpunoxenue 1).

2) I'eneasornueckuii ananu3. CocTaBlIeHHE I'€HEAJOTHYECKOTO JpeBa
JI0 TPETHETO MOKOJIEHUS C YKa3aHUEM BCEX POJACTBEHHUKOB C HAPYIICHHUSIMU CIyXa
(ITpunoxxenue 2).

3) COop MeIMUMHCKOT0 aHAMHEe3a — 3TO BAXKHBIA ATaIl JUArHOCTHUKU,
KOTOPBIM IOMOTaeT OMNPENEIUTh BO3MOXXHBIE IPUYMHBI HapyLICHHWH clyXxa Yy
pebénka. [l 3Toro HEoOXOAUMO co3AaTh KOMMOPTHBIE YCIOBHUS, YCTAHOBHUTH
JIOBEPUTEIIbHBIN KOHTAKT C POAUTENSIMU U CIIEIOBATh CTPYKTYPUPOBAHHOMY ILIaHY
(ITpunoxenue 3).

AyauoJsioruyeckoe 00cjie10BaHue.

Ayaunosoruyeckoe 0O0CIeIOBaHHE AETel MPOBOJIMUIIOCH C HCIOJIb30BAHUEM
OOBEKTUBHBIX U CYyOBEKTHBHBIX METOJIOB, KOTOpPBIE aJanTHUPOBAIUCH K BO3PACTY
peObEHka U ero cnocoOHOCTH COTpyaHUYaTb. OCHOBHOM I1EIbI0O 0O0CIEIOBaHUS
OBLJIO ONpe/ieNIEHUE CTENEHH, TUIIA U XapaKTepa MOTepH ciiyXa.

1. Poab TecTupoBanus oroakyctudeckoit smuccuu (OAE) B ckpuHuHre

CJIYXa HOBOPOXKAEHHBIX.
JlJis CKpUHUHTa cllyXa HCIOJIb30Bajlachk OToakycTuueckas smuccus (OAD),

KOTOpas MmoKa3aja BbICOKYIO 3((EeKTUBHOCTh B PAHHEM BBISIBIICHUU HapyIIEHUU. Y
95% neteit ¢ marosorueit ciayxa 3TOT METOJ MO3BOJMII OOHAPYKUTh HAPYIICHUS
Ha paHHEW cTaJuu.

TectupoBanue otoakyctuueckoi smuccu (OAE) urpaer kitoueByro posib B
PaHHEM BBIABICHUM HAPYLWIEHWHA CIIyXa Y HOBOPOXAEHHBIX. OTOT METOJ
CKPUHHUHIA MO3BOJSET OBICTPO M A(PPEKTUBHO OLEHUTH (PYHKIMIO BHYTPEHHETO
yXa, 0COOEHHO pabOTy HapyKHBIX BOJOCKOBBIX KJIETOK YJIUTKH, YTO JEJAET €ro
HE3aMEHHMBIM UHCTPYMEHTOM B ITPOTPaMMax CKPUHUHTA CITyXa.

OcHoBHble npeumymiectBa OAE B CKpHMHHHIE Cciiyxa HOBOPOXIAEHHBIX:
Bricokass yyBcTBUTENBHOCTh M crneuuduuHocts. OAE oOecrieunBaeT TOYHBIE
pe3yJbTaThl, I03BOJIAS BBIABIATH KaK HOPMAJIBHBIA CIIyX, TaK U BO3MOKHBIC
HapyuieHus. TecT sBisieTcsl MOJHOCThIO OE€30MACHBIM ISl HOBOPOKIEHHBIX U HE
BbI3bIBaeT auckoMmdopTta. Ilponeaypa 3aHMMaeT BCEro HECKOJBKO MHHYT, YTO
yI0OHO i1 NPUMEHEHHS B YCIOBUSAX POAUIBHBIX JOMOB M TEpPUHATAIBHBIX
LEHTPOB. BrIsiBIeHNe HapyIIeHU cilyXa Ha paHHEM JTare (B NepBbIE THU KU3HN)
MO3BOJIIET HAayaTh CBOEBPEMEHHOE JIEYEHHME M BMEIIATENBCTBO, MPEIOTBpaLIast
3aJIep>KKU B PEYEBOM M KOTHUTUBHOM Pa3BUTHH pPEOEHKA.

B pamkax CkpuHHMHTa cilyxa HOBOPOXIEHHBIX TecTtupoBanue OAE
UCIIOJIb3YETCs IS KJlacCU(PUKauy pe3yibTaToB:

» Pass (HopManbHBIH CllyX);



« Refer (Bo3moxxHOe HapymieHne ciyxa, TpeOyeTcs JOMOJHUTEIBHOE

oOclieToBaHMmeE);,

« No Seal (ommbka Tecra, BO3MOXHO, H3-3a TEXHUYECKHX (PAKTOPOB,

HarpuMep, HEMIPABIIILHOTO Pa3MEIICHUS JaTYHKA).

JlaHHbIE WCChenoBaHUS TOATBepkKIal0T, 4ro OAE sBisieTcs BaKHBIM
WHCTPYMEHTOM JUIS BBISIBIICHHUSI CCHCOHEBPAILHOW TYTOYXOCTH Yy HOBOPOXKIEHHBIX
U MOXET ObITh 3()(PEKTHBHO HHTErPUPOBAH B HAIMOHAIBHBIC IPOTPAMMBbI
ayIMOJIOTHYECKOTO CKPUHUHTA.

2. Posb BbI3BAHHBIX NMOTEeHIHMANI0B cTBOJa Mo3ra (ABR) B ckpuHmuHre
CJIyXa HOBOPOKIAEHHBIX.

Taxke NpPUMEHSUIUCHh BbI3BaHHBbIE MOTEHIMANBI cTBOia Mosra (ABR) s
OOBEKTUBHOM OIEHKH MPOBOJIMMOCTH 3BYKa IO CIIyXOBOMYy HepBy. MccienoBanue
CJIIyXOBOT'O BBI3BAHHOTO OTBETa CcTBOJIa Mo3ra (ABR) siBisieTcst BaXXHBIM METOJI0M
OOBEKTUBHOM JUArHOCTUKH CIyXa, UCIOJB3YEMbIM ISl BBISIBJICHUS HapYyIICHUI
CIIyXOBOW (YHKUMH Yy JIIOJIEd BCEX BO3PACTOB, BKJIOUas HOBOPOXKAEHHBIX U
MJIQJIEHLEB. DTOT METOJ OLIEHUBAET PEAKLIHIO CIIyXOBOI'O HEPBA M CTBOJIA MO3Ta Ha
3BYKOBBbIE CTUMYJIbl. ABR M03BOJISIET KOJIMUECTBEHHO ONPEAEIUTH TOPOTH CIIyXa U
CTENEHb TMOTEpPH Ciayxa (HOPMAJIbHBIA CIyX, YMEpeHHas WId TiyOokas
TYTOyXOCTb).

HccnenoBanue BBISBISIET MECTO MOBPEXKACHUS, Oyab TO TmepudeprudecKuit
CIIyXOBOM ammapar (yJuTKa U CIyXOBOM HEPB) WU ILEHTPAIbHBIC MPOBOISIINE
nyTd B cTBoje Mo3ra. ABR wucnonb3yercss aiii IMarHOCTUKU HEBPOJIOTMYECKUX
3a00JIeBaHUM, TAKMX KaK aKyCTHYecKass HEBPUHOMA, MOPa)KEHUE CIIyXOBOIO HEpBa
U PAacCTPOWCTBA, CBA3AHHBIE C IIEHTPAIbHON HEpBHOU cucteMoil. ABR sBnsieTcs
30JI0TBIM CTaHAAPTOM ISl TIOATBEPKACHUS HAPYUIEHUN CITyXa, BBISBICHHBIX C
MOMOIIIBI0 JPYTUX METOJIOB, TakuxXx Kak oToakyctudyeckas smuccus (OAE),
OCOOEHHO Yy JeTel, KOTOpble HE MPOLUIA MEPBUYHBIA CKPUHUHI. DTOT METO[
UCIIOJIb3YETCs JIJIsl HAOJMIOJEHUS 3a CIIyXOM Yy MAalMEHTOB C MPOTrPECCUPYIOIIUMHU
HapyILIEHUSIMH CITyXa WIX MOCJE JICUCHUS], TAKOTO KaK KOXJIeapHas MMIUIAHTALM.
ABR He TpeOyeT akKTMBHOTO y4acTHs MallMeHTa, YTO JEJAeT €ro UAeaabHbIM JJIs
oOcnea0BaHMs MJIAJICHIIEB, AETEW M JIOAEH C OrpaHUYEHHBIMH BO3MOKHOCTAMH
oO1IeHus1. ITOT METOJ TOMOT OINPEJEIUTh CTENEHb TYroyXxoctu y 90% MiaaeHies.

OO6cnenoBanue aereir oT 2 mo 5 ner. Y merel ATOM BO3PACTHOM TPYIIIIBI
MPUMEHSIIACh UTPOBas ayJIMOMETPHsI, KOTOpasi MPOBOAWIACh B (hOpME UTPHI. ITO
MO3BOJIMJIO TIPUBIIEYh BHUMaHHE PEOEHKA M OMpENEeIuTh MOporu ciyxa y 85%
oOcnenoBaHHbIX. JlJIi OLIGHKM COCTOSIHUSL CpPEJHEr0 yXa HCIOJIb30Bajach
TUMIAHOMETPUS, KOTOpask BbISIBUJIA KOHJYKTUBHBIE HApYIICHUSI CIyXa, TAKUE Kak
AKCCYJIaTUBHBIN OTUT, Yy 20% neTei.

OOGcnenoBanue AeTeil crapiiero Bo3pacta (0T 5 jeT). Y cTapuiux JeTeu
OCHOBHBIM METOJIOM CTaJIa TOHAJIbHAS IOPOTOBAs ayAUOMETPUS, KOTOpas OMOrja
TOYHO OIPEJEIUTh MOPOTH CIIyXa IO 3ByKaM Pa3HOW YacTOThl U MHTEHCHUBHOCTH.
DTOT MeTOoJ 00eCIeYrsl TOUHOE OIPEEIICHUE CTENEHN U THUIA HapyIICHUs CIyXa,
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BKJIrO49as HCﬁpOCGHCOpHBIG N KOHAYKTHBHBIC ITaTOJIOIHH.

3. I'eneTH4yeckoe uccjieJ0BaHue.

['eHeTHYECKOE TECTUPOBAHUE SBISIETCA KIKOYEBBIM ITAlOM JUATHOCTUKH
HECUHJIPOMAJIbHBIX ~ T€HETMYECKMX HapymieHud ciayxa. OHO  MO3BOJSET
UJCHTU(DUIIIPOBATh MYTAllUH, BBI3BIBAIOIINAE TATOJIOTHIO, W ONPEACIUTH THII
HACJICIOBAHMSI.

ITanbl NMPOBEACHUSA TCHETUYICCKOIO TECTUPOBAHUA

1. COop anamMHe3a M MOATOTOBKA:
o COop ceMeitHOro aHaMHEe3a, BBISIBJIEHUE CITy4aeB HApYILIEHUH CIyXa y
ONMMKAMIIUX POJICTBEHHUKOB.
o OueHka HaMuus (PaKTOPOB PUCKA, TAKUX KaK pOACTBEHHBIE Opaku
(MHOPUIMHT) WM TO3/IHEE HaYasIo MOTepU CIyXa.
2. 3a60p 0HO0JIOTMYECKOT0 MaTepuaJia:
o Jlyisi aHanM3a UCTOIh30BaNIaCh BEHO3HASI KPOBb MIIM OYKKaJIbHBIN
MUTENUH (COCKOO U3 BHYTPEHHEN CTOPOHBI ILEKH).
o Ilpouenypa Oe3omacHa, 6€300Jie3HEHHA U TIOJIXOIUT JJIs IeTeH
J11000T0 BO3pacTa.
3. MoJiekyJISIpHO-TeHeTHYeCKOe TeCTHPOBaHHeE:
o IlpoBoaumcs ananu3 HauboJee pacIpOCTPAaHEHHBIX MyTaIllil B TeHaX,
CBSI3aHHBIX C HECHHAPOMAIBHOU MOTEPEN CiIyXa:
« GJB2 (Connexin 26): OcHOBHO¥ reH, MyTalliyd KOTOPOTO
cocTaBIAIOT 10 50% ciydaeB HECHHIPOMAIbHON TYTOYXOCTH.
B nepByto ouepenp TectupoBanack myrtarus 35delG.
= GJB6: HUcciaenoBanuch AelIEUU B 9TOM I'€HE,
acCOLMMPOBAHHBIE C IOTEPE cyxa.
« SLC26A4, MT-RNR1: [Ins uckimtoueHus Ipyrux NpUIuH.
o Hcnonp30BaMCh METOIBL:
» [Ilomumepasnas uenHas peakuus (I1L[P) nis BeisiBIeHUA
TOYEYHBIX MyTallUH.

AHaJu3 pe3yJIbTaTOB:

® VYCTaHOBJIEHHE MYTAallUM U UX MATON€HHOCTH.
= OrneHKa THMa HaclaeA0BaHUS (ayTOCOMHO-IOMHUHAHTHOE,
ayTOCOMHO-PEIECCUBHOE I MUTOXOHIPHUATIBLHOE).



PE3YJIbTATHI HCCJIEJOBAHUN

OHeHKa (l)aKTOIJOB PUCKa CeHCOHeBpaJ'leOﬁ TYIroOyxXoCTH Ha OCHOBE€
AHAMHECCTHYICCKHUX JaHHDbIX.

WccnenoBaTtenbckue TPYIIBI  BKIIOYAIA B O0mIeH cioxHOCTH 235
MAIMEHTOB C CEHCOHEBPAJIbHOM TYroyXocTbl0o B Bo3pacte or 0 go 18 rer.
Pacnpenenenne no mony Bkitouano 106 nesouek (45,1%) u 129 manbuukos
(54,8%). Cpenu yuacTHMKOB 3Toi rpymmbl 68 npereét (28,9%) pommnuch y
nepBopoaanux matepeit, 104 (44,2%) — y maTepeii co BTopoii OepeMeHHOCThI0, 49
(20,8%) — ¢ tpetheii u 24 (10,2%) — ¢ yeTBepTOM OEPEMEHHOCTHIO.

Jliist BBIsSIBIIEHMST ()aKTOPOB PUCKA HAPYIICHUS CIyXa B aHAMHE3€ MaI[MEHTHI
MPOIIUIM aHKETUPOBAHUE, B X0JI€ KOTOPOTO BBICHSIIOCH Halu4Ke (GaKTOPOB pPUCKA.
Menumuackass kapta peOEHKa cojaepkaiga BOMPOCHI O Tped-, HHTpA- U
MOCTHATATBHBIX (paKTOPaxX PUCKa, KOTOPHIE MOTJIH MOBJIUATHh HA HAPYIIICHUE CTyXa.
Ha Bompockl oTBeuYanu poauTeNny Win 3aKOHHbIE IpeAcTaBuTenu aeten. [Iposenen
CTaTUCTUYECKUN aHanmm3 AaHHBIX. Cpeaw BCEX BBISBICHHBIX (DAKTOPOB pHCKA
CTATUCTUYECKU 3HAYMMBIMU OKA3aJUCh CICAYIOIIHNE: TPOIOLKUTENbHas (Oojee 6
4acoB) HHU3Kasg aMHHoTHueckas xuakocth (P<0,05), achuxcus (P< 0,05),
npexeBpeMennbie pojibl (P<0,05), nuromeranosupyc (P< 0,05), ucnonb3oBanue
OTOTOKCUYHBIX aHTHOMOTHKOB (P<0,05), runepounupyounnemus (P<0,05).

Pe3yabTaThl ayAN0JI0THY€CKOT0 NCCIeJ0BAHUS.

[TaniueHTh, y KOTOpPHIX OblIa JUArHOCTUPOBaHAa CEHCOHEBpaJbHAsS
TYTOyXOCTh C TIOMOIIBIO ayJUOJIOTHYECKOro CcKkpuHHHTa (n = 235), Obumn
oroOpanbl B mepuon ¢ 2019 mo 2024 rompl B pe3yibTaTe TECTUPOBAHUS
OTOAaKyCTHUYECKOM SMHUCCUU Y 235 HOBOPOXKIEHHBIX U3 TIEPUHATATBHBIX IIEHTPOB.

PesynbTarel TecTrpoBaHus 235 HOBOPOKAEHHBIX OBUTH Ki1acCU(DUIIMPOBAHBI
CJIEAYIOIIMM 00pa3oMm:

« JIByctoponnuii pesyiabtaT PASS (06a yxa);

« JIBycTtoponHuii pe3yabsrat Refer (00a yxa);

« OpaHoctopoHHUM pe3ynbTat Pass (mpaBoe yxo);

»  OpuocTtopoHHH pe3yibTaT Pass (1eBoe yxo);

=  OpHoctropoHHUM pesyabsTar Refer (mpaBoe yxo);

» OpuoctoponHmit pe3ynbTaT Refer (1eBoe yxo);

« Pesynbrar No Seal (1BycTopoHHMIA);

« Pesynbrar No Seal (ogHOCTOpOHHMI, TPaBOE yXO0);
= Pesynbrar No Seal (ogqHOCTOpOHHMIA, IEBOE YXO).

TectupoBanne otoakyctuueckot »smuccuun (OAE) mokazano, d9To y
OOJBITMHCTBA HOBOPOXKIEHHBIX, BKIIFOUEHHBIX B MCCIIEIOBaHNE (M3 OOIIETo Yucia
235), Obu1 3adukcupoBan pesyabtar Pass—231 (94,3%) - Pucynok 2.
OnHOCTOpOHHME WM JBYCTOpPOHHHME pe3ynbTaThl Refer Obliu BbIsiBJIEeHBI B 12
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ciyyasix (5,2%), Torma kak pesyabTatbl No Seal (0IHOCTOpOHHHE WM
JIBYCTOPOHHHE) ObLITN 00HapyKeHbl y 2 nereit (0,5%).

Peructpanus OAD
245 (100%0)
Tun PASS Tun REFER Tun NO SEAL
231 (94,3%) 12 (5,2%) 2 (0.5%)

Puc. 2. Pesynbratsl ckpuauara OAD

3amuch CIIyXOBBIX BBI3BAHHBIX IMOTCHIHMAIOB cTBOola Mo3ra (KCBII)
MO3BOJIMJIA BBIABUTh WX HAJIMYUE WM OTCYTCTBHE, a TaKXE OMNPEACIUTh
MHTEHCUBHOCTD BOJIHBI V B Jienu0enax.
Tabmuma 2.

CpaBHuTenbHas xapakTepuctuka pesynsraroB peructpanuu KCBII y
HOBOPOXEHHBIX 10 MOy

IToka3aTenn N M CranpaptHoe | N X CranpaprtHoe P
OTKJIOHEHHE OTKJIOHEHHE

Bonna | 34 1,61 0,34 38 1,54 0,23 0,7696
Bosna 111 34 | 4,05 0,30 38 3,98 0,29 0,2904
Bomna V 34 | 6,27 0,42 38 6,14 0,42 0,1817
MeXIUKOBBIN 34 8,29 0,24 38 8,17 0,35 0,0888
unTepnai |-1l1

MeXMKOBBIN 34 2,2 0,42 38 2,16 0,28 0,1496
unTepnai I11-V 2

MeXIUKOBBIN 34 4,65 0,42 38 4.6 0,40 0,6652
uHTepBain [-V

* - 3HauMMoe paznuuue 1o kpurepuro CteroeHTa Ha ypoBHE p < 0,05 1Mo OTHOIIEHHUIO K
KOHTPOJIbHOM TpyMIe

Pe3yabTaThl MOJIEKYJISIPHO-TEHETHYECKOT0 TECTUPOBAHHUA.

MonekynapHO-TeHETUYECKOe  TECTUPOBaHWE OBUIO  MPOBEACHO  JIs
ONpEICNICHUs] T€HETUYECKUX MYTallhi, aCCOIMMPOBAHHBIX C HECHUHIPOMAIbHOM
HEHPOCEHCOPHOU TYyroyxocthto. OCHOBHOE BHHMAaHHUE YIETSIOCh Haubolee

pacnpocTpaHEHHBIM T€HAM, CBSI3aHHBIM C TOTepen ciyxa, Bkitodas GIB2, GJB6,
SLC26A4 u MT-RNRL1.
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MonekyasspHO-TEHETUYECKOE TECTUPOBAHUE MOATBEPAWIIO 3HAYUTEIBHYIO
pOJIb TEHETUYECKHX (PAaKTOPOB B PA3BUTUM HECHUHAPOMATHHOW HEHPOCEHCOPHOU
TyroyxocTu. BeisiBiieHne myrtanuii, ocooeHHo B reHax GJB2 u GJB6, no3Bosser
MPOTHO3UPOBATh TeUYeHUE 3a00J€BaHMs, YTOYHUThL THUI HACJIEAOBaHUA U
pa3paboTarh cTpaTeruy NPOPHIAKTUKA W peadWiIuTaruu. OTH PE3yIbTaThl
MOAYEPKUBAIOT BAXKHOCTh BKJIIOYEHUSI T€HETUYECKOTO TECTUPOBAHUS B aJITOPUTM
JIMarHOCTUKHU HapYILICHUM CllyXa y JIETeH.

Myranus ¢313 326del14 3anuMaet BTopoe MECTO I10 YaCTOTE BCTPEIAEMOCTH
u Oblna BeIsIBICHa Yy 17% pnereld ¢ KOXJIEApHOM HMMIUIAHTALIMEN U TITyOOKOM
HECHUHJIPOMHOM  CEHCOHEBPAJIBHOW  Tyroyxocteto. Mytanun c419T>G wn
ivs1nt+1G>A cocraBisaror 1o 8% OT 00IIero 4mcia HalueHToOB, BKIIOUYEHHBIX B
MOJIEKYJISIPHO-TEHETUYECKOE UCCIIEIOBAHHUE.

Yo KacaeTcs CEHCOHEBPAJIBHOU TYTOYXOCTH TE€HETUYECKOTO
MPOUCXOXKJEHUSI, ObUIM OOHapy»XEHbl BCE€ THIMBI HacienoBaHusi. Hanbonee
pacIpOCTPAaHEHHBIM  OKa3aJiCsi ayTOCOMHO-PEIECCUBHBIA THII, XOTS TaK»Ke
BCTPEUAJIUCh CIyYal ayTOCOMHO-JIOMHUHAHTHOTO HACIEIOBAHUS; CIICTUICHHOE ¢ X-
XpOMOCOMOM HACJIEAOBAaHHUE M Tepeniada yepe3 MutoxoHapuanbayto JJHK kpaline
PEIKHU.

Tem ne menee, mytauus 35delG Obina BoisBieHa y 67% u3 50 manueHTOB C
KOXJICAPHON MMIUIAaHTAalMel W riIyOOKOM HECHHAPOMHON CEHCOHEBPAIbHOMN
Tyroyxocteto. Y 17% gereil ¢ KoxJieapHOM MMIUIAHTallMeH W TIIyOOKOU
HECHUHJPOMHON CEHCOHEBPAJIbLHOM TYroyxXxocThl0 Oblla OOHapy>KeHa MyTallus
c313 326dell4, y 8% yuactHukoB BbigBieHa MyTanusi c419T>G u emé y 8% -
myTtanusg  ivsInt+1G>A w3 oOmero 4YWcia MalueHTOB, BKIOYEHHBIX B
MOJIEKYJISIPHO-TEHETUYECKOE UCCIIEIOBAHHUE.

Tabmua 3.

Pacnpenenenue pe3yabTaToB MOJEKYISIPHO-TEHETUYECKOTO TECTUPOBAHUS Y
JIETeN C HECUHAPOMAIbHOW HEMPOCEHCOPHOU TYTOYXOCThIO

Yacrora
I'en BbISIBJICHUSA KomMmenTapun
(%)
GJB2(Connexin Haubonee yacras myramus 35delG,
48
26) cocranisieT 50% Bcex ciaydaes.
GJB6 10 Ponb B HapylIeHUSX cllyXa MOATBEPKIACHA.
SLC26A4 5 AccoruupoBana ¢ cuaapomoM Ilenapena.
MT-RNR1 3 CBsi3aHa ¢ 4YyBCTBUTEIBHOCTHIO K
OTOTOKCHUYHBIM IIpenapaTam.
Penkue myranuun 7 TpeOyroT nanpHEHIIETo HCcCae10BaHMs.

brmaromapss CKpMHHMHTY ClyXa HOBOPOXAEHHBIX C HCIIOJIb30BAaHHEM
TecTUpoBaHusl oToakycTtuueckor smuccuu (OAE) y neret u3 wucciemyeMon
IPYIIBI, KOTOPBIE TPOINUIM CKPUHUHT, CPEIHUN BO3pacT IMOCTAHOBKHM JIMAarHo3a

12



CEHCOHEBPAJIbHOMN TYroyXOoCTH cocTaBmiI 4,33 Mecsia (CTaHAapTHOE OTKJIOHEHUE =
1,810). DT0 cylIecCTBEHHO MEHbIIIE MO CPABHEHUIO CO CPEAHUM Bo3pacToM 45,68
MecsieB (cranagaptHoe otkiaoHeHue = 10,074) y npereit w3 rpynmbl, Tae
WCITOJIB30BATMCH TPATUITMOHHBIC METOIBI JUATHOCTUKH.

Pe3ynbrathl nccnenoBaHus BRISBIIIM CTATUCTUYECKU 3HAYMMYIO pasHuiy (P
<0,001) mexay neTbMH C paHHUM JAHArHO30M M MTPOTE3UPOBAHUEM, TTPOIIEAIITIMHE
pehIEKTOPHYIO ayJIHOMETPHI0O B CBOOOJHOM 3BYKOBOM TIOJie, W JETbMH, Y
KOTOPBIX UArHO3 ObLT TOITBEPKIEH TOPaA3I0 MO3KE.

[Ipy OTCYTCTBHMM paHHUX, PETYISIPHBIX W KAYeCTBEHHBIX 3BYKOBBIX
CTHMYJIOB KOPKOBBIE CITYXOBBIE 30HBI MOTYT OBITh 3aHATHl HEHPOHAMH H3 JPYTHUX
MPOBOSIIIUX MyTeH. DTO CTPYKTYpHOE M3MEHEHHE MOXKET CTaTh HEOOpATHMBIM,
€CIIM HE MPUHSATH PEBEHTHUBHBIC MEPBI HA paHHEM JTarle.

BbIBO/1bI

1. Haubonee pacnpocTpaHEHHONW MyTalMeil cpeau AETe ¢ HECUHIPOMAIbHON
HEUpPOCEHCOPHOU TyroyxocThio siBisieTcst 35delG, BcTpeyaromascs B IByX ajuielsax
y 18% mnauuentoB m B ogHoMm amiene y 14%. Jlpyrue myrtanuu, Takue Kak
c313 326dell4 (17%), ivsint+t1G>A (8%) u c419T>G (8%), Takke HMEIOT
3HAYUTEIBbHOE 3HAUEHHUE, HO BCTPEUAIOTCS PEKE.

2. 'eHeTn4ecKkuil CKpUHUHT 1MO3BOJsIeT BBIIBUTH NpuuuHbl HCT U yTOUYHUTH
IEHETUYECKYI0 IMPEAPACIIONOKEHHOCTb, YTO BaXXHO JUII PaHHEW JMATHOCTUKU U
KOHCYJIbTUPOBAHHUS CEMEW C PUCKOM ITOBTOPHBIX MyTallUH.

3. AHaM3 aHAMHECTUYECKUX JIaHHBIX, (PAKTOPOB pUCKA MU T'E€HETHUECKUX
0COOEHHOCTEH BBISIBUI OCHOBHBIE (PAKTOPBI, CBA3AHHBIE C MOBBIIIEHHON YacTOTOM
HapyILIEHUW cllyXa y JAeTei: JUIMTeNbHbIN Oe3BOJHBIN mepuon Oosnee 6 Yacos
(P<0,05), acdukcus  (P<0,05), mnpexneBpemennbie  ponael  (P<0,05),
nutomeranoBupyc (P<0,05). Kpome Toro, wucnoiab30BaHHE€ OTOTOKCUYHBIX
antubuotukoB (P<0,05) u unrokcukamuu (P< 0,05) Takke CylecTBEHHO BIUSIOT
Ha PUCK MOTEPH CiyXa. DTH JaHHBIE MOTYT UCIOJIB30BATHCA IJIs1 MPOPUIAKTUKHI U
pPaHHEro BBISIBJICHUS HAPYILIEHUH CIyXa y JeTei.

4. Peructpanusi oroakyctudeckux smuccuii (OAD) sBisieTcsi 0ObEKTUBHBIM,
HEMHBA3UBHBIM  METOJOM, IPOCTBIM B  BBHIIIOJHEHHH, C  BBICOKOH
YYBCTBUTEIBHOCTHIO M CHEHU(UYHOCTHIO, KOTOPBI MOYKET HCIOJIb30BaThCS B
KAaueCTBE YHUBEPCAIBHOIO CKPUHHUHIA CIyXa y HOBOPOXKIAEHHBIX. CpaBHUTEIBHOE
UCCJIEIOBAHME I[I0KA3aJ0, YTO CPEIHUK BO3pacT IOCTAaHOBKM JIMAarHo3a
CEHCOHEBPAJIbHOW TYTOyXOCTH cocTaBisii 4,33 Mecsna (CTaHIapTHOE OTKJIOHCHHE
= 1,810) mo cpaBHenuio ¢ 45,68 mecsana (ctangaptHoe otkioHeHue = 10,074) y
JI€TEN, KOTOPBIE HE MPOILLJIN CKPUHUHT CITyXa HOBOPOXKJICHHBIX.

5. OKOHYaTEIBHBIN IUAarHO3 TIIyXOThl Y MIIAJCHIEB U MAaJEHbBKUX JETEH MOXKET
OBITh YCTAHOBJIEH TOJBKO MOCJI€ KOMIUJIEKCHOM OLIEHKH CIIyXa, KOTOpas BKIKOYAeT
UCIOJIb30BaHUE OOBEKTUBHBIX 3IEKTPOPU3NONOrHYecKuXx MeTojoB: OAD (x* =
0.337; gl = 1; P = 0.562), KCBII (x* = 27.306; gl = 7; P<0.001), a Taxxe JaHHbIC
WTPOBOM U MOBEICHYECKOU Ay JTUOMETPHUH.
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6. PanHee ciayxonpoTe3upoBaHUE JEMOHCTPUPYET MOJOKUTEIBHYIO TUHAMUKY
B Pa3BUTUU CIYXOBOM (YHKUMH y JE€TE€ld C YMEPEHHOW U yMEpPEHHO-TSDKENON
cTeneHpto Hapyuenus ciayxa (P <0.001).

7. Pa3paboTaHHbIlii Ha OCHOBE HACTOSIIIETO HCCIEAOBAHUSl  AJITOPUTM,
TPeOYIOMMUA KOMIUIEKCHOM MEIUIIMHCKOW TOMOIIH, TIO3BOJIIET YCTAaHOBUTH
PaHHHM M TOYHBIA IWMArHO3 HAPYLIEHHUs CllyXa y JETEH, a TaKKe OIPEICIUTh
WHIWBUAYAJIBHBIA MOJAXOJA I MOCJIEAYIOIIETO MPOTE3UPOBAHUSA U IICUXOJIOTO-
NEeAarorn4eckoi peaduanTaluy.

INPAKTUYECKUE PEKOMEHJAILIUN
HNcxonss w3 BBINIENEPEUYHCICHHBIX PE3YyJIbTATOB  HCCIEIOBAHUS, MBI
MpeIaraéM NpOBECTU JAHHBINA AUArHOCTUYECKUN AJITOPUTM JJIA IETEN C paHHUM
HAYyaJoM HapyIICHUH clyXa C 1EeIbl0 TOYHOTO OMpeIeNIeHUsl ATUOJIOTUU U BhIOOpa
ONTUMAJILHOW CTpATEeTHH JieueHUs U peadmmuTanuu (Tadimna 4.).
PexomeHnaanus 1o NpPOBEACHUIO JTMATHOCTHYECKOI0 AJITOPUTMA VIS AeTel ¢
PAHHMM HApPYLIECHUEM CJIyXa:

1. HavanbHbI{ KIMHUYECKUA OCMOTP:

o [lpoBeauTe TAaTEIHLHOE KIMHUYECKOE 00CIeI0OBaHUE peOCHKa,
oOpariiasi BHUMaHWEe Ha IPU3HAKH 33JCP>KKHU Pa3BUTHUSA, JUCMOPPHIO
WJIU TIOJI03PEHUE HA XPOMOCOMHBIE aHOMAJIUU.

o Ecnu Takue npu3Haky MPUCYTCTBYIOT, TPOJIOIKUTE C TECHETUYECKUM
aHaJIM30M KapHOTHUIIA C UCTIOJIb30BaHUEM MeTo1a G-OeHuHTa.

2. I'eneTndeckoe ucciieI0BaHNE KApUOTHUIIA!

o Ecnu kapruoTun nokaspiBa€T aHOMaJIMU, BHIMIOJHUTE aHAJIU3 YHUCIIa
KOIHM TeHOB ¢ ucnoyib3oBanreM Meroga CMA (Comparative
Genomic Hybridization).

o Ilpu HOpMaJLHOM PE3yJIbTATE MPOBEAUTE JIOMOTHUTEIHLHOE
KIIMHUYECKOEe 00CJIeIOBAaHUE 1JISI OLICHKU JUCMOPHUUECKUX
MPU3HAKOB U 3aJEP>KEK POCTa.

3. Monexynsipubiit anamu3 (APEX):

o IIpoBenute ananus renoB GJB2, GIB6, GJB3, SLC26A4, SLC26AS5,
a Taxke MuToXoHapHaNbHBIX reHoB 12S pPHK u TPHK Cep (UCN).

o B 3aBUCHMOCTH OT Pe3yJbTaTOB AHAIN3A!

« Ecnm oGHapyxeHbl 1Be MyTaluu (ayTOCOMHBIC WU
MUTOXOHAPHUAIIbHBIE): IPOBEIUTE CEKBEHUpOBaHuEe reHoB GJB2
nnu SLC26A4 1 noATBEPKIACHUS BTOPOM MYTAallUU.

« Ecnu o6Hapy’keHa o/lHa MyTallMs: BBITIOJTHUTE aHATIU3 Ha
nuroMeranoBupycHyro (CMV) undexnuro.

= Ecau pe3ysbraT HOpMaJbHbIN: IPOAOJDKANTE KIMHUYECKOE
0o0cJIeI0BaHUE.

4. Cexsenupoanue renoB GJB2 wnu SLC26A4:
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o Ecnu BeisiBIeHa BTOpas MyTalus, KjaccupuuupyiTe HapylieHue
ClyXa KaK TeHeTUYECKU 00YCTIOBICHHOE U YTOUYHUTE KIMHUIECKYTO
KapTHUHY.

o Ecnu BTOpas myTtaius He BbISBJICHA, IPOBEAUTE OTIOTHUTEILHBIC
KIIMHUYECKUE UCCIICIOBAHUS JUIsl BBISIBIICHUS APYTUX BO3ZMOMKHBIX
MIPUYHH.

5. Anamus Ha CMV unbexmio:

o [lpu MOMOXKUTEILHOM PE3yJIbTATE CBSHKUTE HAPYIICHHUE CITyXa C
BO3JIEHCTBUEM IIMTOMETAJIOBUPYCHOM MH(EKIIUU.

o Ilpu oTpunatenbHOM pe3yiabTaTe NPOAOJIKUTE 00CIeI0BaHUE Ha
IpeaAMET IpYTuX PaKkTopoB.

6. 3akiroueHue Mpu HEM3BECTHOM ITHOJIOTHUH:

o Ecnm Ha Bcex aTanax npuyrMHa HapyUIECHUs CIyXa HE BBISIBJICHA,
KJIacCUULIMPYUTE CIydall KaKk UMEIOIINI HEU3BECTHYIO 3THOJIOTHIO.
PexoMeHTyeTcsl IepruouYeCcKuil IEPecMOTp IMarHo3a U MpUMEHEHUE
HOBBIX IMAarHOCTUYECKUX MOJXOJ0B M0 MEPE UX PA3BUTHUSI.

DTOT aJrOPUTM HamNpaBjeH Ha oOecreueHne MHIUBHIYAJIbHOTO MOAX0Ja K
KOKJIOMYy peOCHKY, MaKCHUMaJIbHOE HCIOJIb30BaHHE JOCTYIHBIX METOJ0B
JIUArHOCTUKH Y MOBBIIIIEHUE Ka4eCTBA KU3HU JCTEN C paHHUM HApPYIICHUEM CIIyXa
U UX CEMEH.

15



Tabmnuua 4.

JIMarHoCTUYECKUI AITOPUTM I IETEN C PAHHUM HAPYILICHUEM CITyXa.

ITAIl AMAT'HOCTHUKH

JNEACTBUS

PE3YJIBTAT

Kaunnunueckoe odciieqoBanue

TmarenbHOE KIMHHYSCKOE O6CJI€I[OB3.HI/I€

Ecnu ecTh 3aaepkka pa3BUTHS WU TIOJJO3PECHUE HA
XPOMOCOMHYIO aHOMAIIUIO —> TIEPEXOIUM K
CJICAYIOUIEMY dTaITy

Ananu3 xpomocom (G-0eHauHr)

[IpoBoauTcs y nereit ¢ 3aA€pKKOM pa3BUTHS WIH
MO/I03PEHHEM Ha XPOMOCOMHYIO aHOMAJIUIO

AHOMaJIbHBIN KApUOTHUIT — aHAJIN3 HA aHOMAJIMU YHCIIa
konuit (CMA)

HopmanbHblii KapuoTui — KIMHUYECKOE 00CiIeJOBaHUE
(mucmopdust, 3a7epKKa pa3BUTHS U/WIH POCTA)

Mouiekyasipubiii anaan3 (APEX)

Amnamus renos (GJB2, GIB6, GJB3, SLC26A4,
SLC26AS, muroxonapuansnbie 12S pPHK u TPHK
Cep (UCN))

OO6Hapy>xeHbl 2 MyTaluu (ayTOCOMHbBIE WIIN

MUTOXOH/JIpHaJIbHbIe) — ceKkBeHnpoBanue GIB2 nnu
SLC26A4

OOHapy>xeHa 1 myTtanust — ananu3 Ha CMV undexumio

Hopmainbnslii pe3ynbTaT — JalbHENIIEe KINHAYECKOE
o0ciiefioBaHue

CexBenupoBanue GJB2 uiu
SLC26A4

[IpoBoauTcst npu oOHapy>XeHNUU 2 MyTaluii

Bropas myTanus HaliieHa — YTOYHSETCS KIIMHAYECKAst
KapTHHA

BTOpaﬂ MyTalus HE HaliieHa — JIONOJIHHUTEIbHOE
KIMHHUYCCKOC 06CJ'IC,Z[OB3HI/IC

Anamn3 Ha CMV uH}pexuuio

[IpoBoauTCS MpH BBISIBIICHUU | MyTaruu

[TonoXuTenbHBIN PE3yabTaT — MOATBEPKIACHUE CBSI3H C

CMV

OTpunaTenbHbIi pe3yabTaT — JIOMOJTHUTEIbHbBIC
KJIMHUYECKUE UCCIIEIOBAHUS

Heussecrnas npuunna HL

Ecnu Bce MpEAbIAYIINC aHATTU3bI Hfg[aJII/I PE3YyJIbTATOB

Otnonorusd HL ocraercs HenzBecTHOU




MEJUIHAHCKAS DQOPOEKTUBHOCTD

OneHka MeIUIMHCKOW 3(PGEKTUBHOCTH MEPOIPHUITHI BKIIOYAST aHaJIW3
pe3yJIbTaTOB JHATHOCTHKH, peadWIuTallud ©W OPOPHIAKTHKA Y JeTeld ¢
HECUHJIPOMAJIbHBIMU TEeHETHYECKUMHM HapyIIeHUsIMH ciiyxa. OCHOBHOM I1IEJIbIO
SBIIICTCS YJYYIICHUE KadecTBa >KW3HHU JETEH 3a CYET PAHHErO BBISBICHUS
ITaTOJIOTHHU U CBOCBPEMEHHON MEIUIIMHCKON MMTOMOIIIH.

PanHee BbIsiBJIeHMe: BHenpeHNnEe COBPEMEHHBIX METOJIOB ayAUOJIOTHYECKON
JIUArHOCTUKU Y T€HETUYECKOTO TECTUPOBAHMS IMO3BOJIMIIO 3HAYUTEIBHO CHU3UTH
BO3PAcCT BBISBIICHUS HAPYILICHUH CITyXa.

dppexTuBHas peaduauTanus: CiyxonpoTe3UpOBAaHUE U  KOXJEapHas
UMIUTAHTAIUSl B COYETAHMH C JIOTONEIUYECKOM paboTOM TIOKa3aldu BBICOKYIO
() PEKTUBHOCTH B BOCCTAHOBJICHUU PEUYCBBIX HABBIKOB.

IMpodunakruka HACJIEACTBEHHbIX dopm: ['eneTnueckoe
KOHCYJIbTUPOBAHUE CTAJI0 BAXKHBIM MHCTPYMEHTOM B IPEAOTBPAILICHUN POKIACHHS
JIETEN C TSHKENBIMU HAPYIICHUSMU CITyXa.

ConuanbHas agantanusi: KoMIiekcHbIN MOAX01 00€CIIeUnT 3HAUUTEIIbHOE
YIYy4IICHUE Ka4eCTBA KU3HM JETEH U UX CEMEH.

COLUAJIBHASA DOPEKTUBHOCTD

OneHka comuaabHON >(P(GEKTUBHOCTH HAMpaBjieHa HAa aHaW3 BIMSHUA
QIrOpUTMa JUATHOCTUKK M peadWiIUTallMk Ha KadyeCTBO KU3HM JEeTeH C
HapyILIEHUSIMU CIyXa M HUX CEMEH, a TakkKe Ha MX aJanTaluio B OOIIECTBE.
[Iporpamma pokazana CBOIO 3HAUYMMOCTh B HECKOJBKHMX acliektax. /9% pgereit ¢
BOCCTAHOBJICHHOM CIIYXOBOW (DYHKIIMEH CMOTJIHM YCICIIHO WHTETPUPOBATHCS B
MaccoBble 00Opa3oBaTeNbHbIE YUPEXKICHHs, UYTO OOECNeYusIo JIOCTYNm K
MOJIHOIIEHHOMY 00ydeHuto. [IpuMeHeHne cOBpeMEHHBIX TEXHOJOTUN (Hampumep,
CJIyXOBBIX aIllapaToB U KOXJICAPHBIX UMIUIAHTOB) CHU3WIIO Oapbephbl B 00yUYEHUU U
OOI11IeHHH.

brnarogapsi peaOUIMTAlIMOHHBIM MEPOIPUATHUAM, BKJIIOYAsH JOTONEIUYECKYIO
noaaepxkky, 90% nereil Hayaiu aKTUBHO MCIOJIB30BaTh Pedb ISl OOIIEHUS, YTO
CHU3WIO YpoBeHb m3ossnuu. [locne peabunuranuu 85% neteil 1eMOHCTpUpOBAU
YIIY4IICHHE PEYEBBIX © KOMMYHHUKATUBHBIX HaBBIKOB.

Kpome Toro, y aetelt nmosiBuiach BO3MOKHOCTh CAMOCTOSTENILHO Y4aCTBOBATh
B COIMAIBLHOM M 00pa30BaTEIbHOMN KU3HHU, YTO CIOCOOCTBOBANIO (HOPMHUPOBAHHIO
YBEpEHHOCTH B ce0e. YcmemHas peaOunuTanus AeTed CrocoOCTBOBajga HX
BKJIFOYCHHIO B OOIIIECTBEHHBIC MPOIIECCHI, YTO U3MEHWIIO OTHOIICHHE OOIIEeCTBa K
JIIOJISIM C HApYIIIEHUSIMHU CITyXa.

IKOHOMUNYECKASA DOPEKTUBHOCTbD

OneHka 3KOHOMHYECKOW 3(P(EKTUBHOCTH HalpaBjieHa Ha aHajiu3 3aTpaTr u
pEe3yJbTAaTOB peaiu3aluy ajJropuTMa JUArHOCTUKU U peadMIIMTAllMM, a TaKXKe Ha
CpPaBHEHUE BJIOKEHUU C JIOCTUTHYTHIMH MEAUIMHCKUMH, COLHUAIBHBIMU H
HKOHOMUYECKUMHU 3P PeKTaMu.
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OxoHoMuueckass 3((PEKTUBHOCTh ANTOPUTMA PACCUUTHIBAETCS HAa OCHOBE
CpaBHEHUS TOJIYYCHHBIX BBHITOJ] (CHIDKCHHE 3aTpaT Ha JICUCHHE, PEaOIMTAIINIO,
COI[MAJILHYIO TOMOIIb U TOBBIINICHHE NPOJYKTUBHOCTU J€Tel) W 3arpaT Ha
peann3aluio TMarHoOCTUKU U peaduuTauu.

O6mas popmymna:

L. Bnps\'uc ¥ Bm-..'a:-mmz-

\J Y
C_H"IIHDCTIZI\‘- T Cpc.nﬁnn'x.uum

I'ne:

E — sxoHommueckas 3pGheKTUBHOCTD.

Bupsmme — TPSMBbIE  BBITOJBI  (CHUXKEHHE 3aTpaT Ha HHBAJIUIHOCTD,
CHelUAIM3UPOBAHHOE 00YUEHHE, MEIUITUHCKOE OOCTY)KMBAHHUE).
Brocsenmme — KOCBEHHBIE BBITOJIBI (yBEIWYEHHUE MPOAYKTUBHOCTH JCTEH,

CHIDKCHHE COLIMAIBHOM HArpy3KH).

Cmarnoctnka — 3aTPAThl HA JUATHOCTHKY (2yJAHOJOTHYECKOE M TEHETUYECKOE
TECTUPOBAHUE).

Cpeabumrams — 3aTPAThl HA peaOUIIUTALIMIO (CITYXOMPOTE3UPOBAHKE, KOXJIeapHast
UMILUIAHTAI}S, JTOTONeUYECKas TTOMOIIIb).

Pacmnpennas dhopmyna:

F (B:KHBRIHLZH“\'}}- T BIK'.)PJ'JI')B-JIHH( ) T ( Bllpﬂ.‘l\'NlllFH\‘iIh 1} X B‘-‘UIUZJ'IL}{-!R NOLICPARD }

C + C, C C
CRPITHITHT IEHETIMECROC TeCTHPOBAKHE CIOYXOBHC ANIAPaTE PEAOIINTAIIOHHRIS YCIVIH

I'ne:

B ysamunnocrs — YKOHOMHUS 34 CUET CHUXKEHUS MHBAIUMIHOCTH.
B o6pasosarme — COKPAIIIEHUE 3aTPaAT Ha CHECIUATU3UPOBAHHOE O0yUCHHUE.
nponyktirocts — YBEITUUEHNE SKOHOMHYECKON aKTUBHOCTH JieTel B OyyIieMm.
commanbias nogepxka — CHYDKEHHE 3aTPAT HA MMOCOOUS U MOJIEPKKY CEMBH.
cxpmmar — PACXOJIBI HA MPOTrPaMMbl HEOHATAIBHOTO CKPUHUHTA.
renetnueckoe Tectuposarme — 3ATPATHI HA AHAJIU3bI TEHETUYECKUX MYTallAM.
cryxossie ammapats  — CTOMMOCTB ~ CIIYXOBBIX — aIlllapaTOB MJIM  KOXJICAPHBIX
WMILJIAHTOB.

Cpeasummammonnsie yenyru — PACXOJIbI HA JIOTONEN0B, IICUXOJIOTOB U IPYTUE YCIYTH.

a0 W

DxoHOMHYECKas 3P(HEKTUBHOCTH TOJITBEPKAACT, UTO AIITOPUTM JTUATHOCTHKH
U peaOdWIHTAIMK ACTeH ¢ HECHHIPOMAIBHONW TYTOYXOCTBIO HE TOJBKO YJIydIIacT
KaueCTBO JKWU3HM IIAIIMCHTOB, HO W CHIXaeT (MHAHCOBYIO Harpy3Ky Ha
rOCYJapCTBCHHYIO CHCTEMY 3IPaBOOXPAHCHHS, Jejas TMpOrpaMMy JKH3HEHHO
Ba)KHOM J1s1 OOIIIECTBA.
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3AK/IIOYEHHUE

AJNTOPUTM JUArHOCTUKHU U PeabWINTAIlMd HECHHIIPOMAIBHBIX TE€HETHUYECKUX
HapylICHUH clyXa y JeTed JoKa3al CBOI 3HAYUMOCTh KakK 3()QeKTHUBHBIN
WHCTPYMEHT IJIi PAHHETO BBISABICHUS, JICYCHHUS W MPOPUIAKTAKH HaPYIICHUN
ciyxa. Peammzamust  anroputmMa  0a3upyeTrcsi Ha  COBPEMEHHBIX  METOJax
JTUArHOCTUKH, KOMIUIEKCHOM TIOAXOAE€ K peadWImTaiud W WHTErpaluu
MEXKIUCIUIUIMHAPHON KOMAaHJIbl CHEUUAIMCTOB, YTO TIO3BOJISET JIOCTUTraTh
BBICOKMX MEIHUIIMHCKUX, COUUABHBIX U SKOHOMHUYECKUX PE3YJIbTATOB.

1. [Ipumenenue COBPEMEHHBIX METOJ0B ayIMOJIOTUYECKOTO
oocnenoBanus (OAD, ABR) u reHernueckoro TECTUPOBAHUS MO3BOJIMIIO
JIMarHOCTUPOBATh HapylieHus ciyxa y 72% pnereil B Bo3pacte A0 3 JET, 4TO
CIIOCOOCTBYET CBOEBPEMEHHOMY Hayally JICUCHUS U peabuIIMTallUU.

2. ['eHeTMyeCcKHE  UCCIENOBAaHUS  MOATBEPAWIM  HACIEIACTBEHHYIO
npupony naronoruu y 48% perer, mpuu€M OCHOBHAs 4acCTh CIIy4acB CBS3aHa C
myTanusiMma B TreHe GJB2. OT1o mogu€pkuBaeT HEOOXOAMMOCTh BKIIHOUEHUS
MOJIEKYJISIPHO-TEHETUYECKOT0 aHAJIN3a B aJITOPUTM JTUATHOCTHUKHU.

3. Bueapenue aJAropuT™Ma JIMarHOCTUKH u peadbuMTanuu
HECUHIPOMAJIIbHBIX T€HETHUYECKMX HAPYILICHUN CiIyXa y JIE€TeH J0Ka3ajao CBOIO
3HAYMMOCTh KaK B TIOBBIIICHHM KayecTBa JKU3HU JI€T€H, TaK U B CHIDKCHUU
COI[MATILHON U PKOHOMUYECKOUN Harpy3KHu.

MNPAKTUYECKUE PEKOMEHJIALIUN

AJTOpUTM JUArHOCTHKU U PeaOMIMTALUMU HECUHAPOMAJIbHBIX T€HETUYECKUX
HapylLIeHUH ciyXa y JeTed He TOJIbKO YJIyYIIaeT MEAMIMHCKHE M COLUAJIbHbIC
noKa3aTend, HO M JaéT BO3MOXKHOCTb JIE€TSAM C IOTEpPEe ciyXa MOJHOLIEHHO
pa3BUBATHCA, YUUTHCS U B OyaylieM ObITh aKTUBHBIMHM y4aCTHUKaMU OOIIECTBA.
OTOT KOMIUIEKCHBI TIOJIXOJ OTKPHIBA€T HOBBIE TMEPCIEKTHUBHI B PEIICHUU
po0JIeMbl HAPYIICHUI CITyXa M CHUKCHHH €€ HETaTMBHOTO BIMSIHHS HA KaueCTBO
JKU3HHU JIETEU U UX CEMEH.

1. AITropuT™M IMAarHOCTUKU U peaOUIIUTAlUU JIOJDKEH CTaTh OCHOBOM JUIs
CKPUHHHTOBBIX TPOrpaMM U CTaHAApTOB MEAMIIMHCKOW momou B cdepe
OTOPUHOJIAPUHT OJIOTUU U T€HETUKH.

2. ObecrieunTh PaBHBIN TOCTYI K AHATHOCTUYECKUM M PEaOMIUTAIIIOHHBIM
MEPONPUITHIM JJIi BCEX JeTeil, He3aBUCUMO OT MECTa MPOKUBAHUS M YPOBHS
JI0XO0/a CEMbH.

3. PazpabotaTth mporpammbl 10 MPEIOTBPAIICHUIO HACIEACTBEHHBIX (Popm
HapyLICHUH cilyXa, BKJItoYas ”HPOPMUPOBAHUE CEMEI C BBICOKUM PUCKOM.

4. BBecTu cuCT€Mbl KOHTPOJIA M OLEHKH 3P(PEKTUBHOCTH JAUATHOCTUKU U
peaOunuTaluy 1)1 MOCTOSIHHOTO YIy4IlIEHHUsI KaYeCTBa OKa3bIBA€MOM TTOMOIIIH.
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[Tpunoxenue 1
AHKeTa 1J151 cO0pa ceMeifHOr0 aHAMHe3a HApYLIeHWi cIyxa

I. O0mas uapopmaumst
1. ®HUO pedénka:
2. JlaTta poKIeHusi:
3. IMoa:
4. KoHTaKTHbIE JaHHbIE poauTeei (Tejedon, email):

1. Cemeiinblii anamMHe3
1. EcTb 1M ciiyyau HApylLIeHUs CJIyXa B ceMbe?
o Ja/Hert (ecnu na, ykazaTh CTeeHb pOACTBA M BO3pACT Hayaja
MOTEPH CITyXa)
2. KakoB xapakrep moTepu cJjyxa y poJCTBEHHUKOB?
o Bpoxnennas / [Ipuobperénnas / HenzpectHo
3. Tum HapylIeHHusl ¢JIyXa Yy pOJACTBEHHUKOB (€CJId U3BECTHO):
o JI€rkaga
o YMepeHHas
o Tsaxénas
o I'myGokas
o llonnas rimyxora
4. BbLIH JIU CJIy4YaH IIyXOHEMOThI B ceMbe?
o Jla/Hert (ecnu na, yka3aTh CTEIEHb POJICTBA)
5. U3BecTHO JIN YTO-JIM00 O THIIE HACIeI0BAHUSA?
o AYTOCOMHO-JOMHUHAHTHOE
o AyTOCOMHO-PELIECCUBHOE
o MMUTOXOHIpPUAIBHOE
o HeunsBectHo

II1. MeauuuHCcKas uCTOpus pedéHKa
1. Bbln Jau y pedénka nHpeKIHMOHHbIE 3200/1eBAHUSA B HEOHATAJIBLHOM
nepuoae?
o Kpacnyxa
o LluTomMeranoBupyc
o Tokcomrmazmo3
o Jpyrue:
2. Ucnoab3oBajinch JIM OTOTOKCHYHBbIE MPenapaTbl?
o /Ja (yka3aTh Ha3BaHUE penapara)
o Her
3. BbLIM JIM cjIyYyau TPABM roJIOBbI WIHN YIIHOH o0JacTu?
o Jla / Het
4. Habuawoaaauch Jiu npo0JieMbl ¢ peublo y pedénka?
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o 3aJep)KKa peueBOro pa3BUTHUS
o Hapymenne 3ByKONpoOn3HOLIEHNS
o [IlomHoe oTcyTCTBHE pEUn

IV. PoacrBenHbie Opaku
1. EcTb 14 B ceMbe POACTBEHHbIE OpaKku (MHOPUAUHT)?
o Jla/Hert (ecmu na, yka3aTh CTETICHb POJICTBA)

V. T'eHeTn4eckoe TeCTUPOBaAHHE
1. IIpoBoauIOCH JIM FreHETHYECKOE TECTHPOBAHUE Y peOéHKA?
o Ja/Her (ecnu na, ykazaTh BBISBICHHBIC MYTAaIlHH)
2. Tpoxoauiu Jiu pOACTBEHHUKH FeHeTHYeCKOe TeCcTHpoBaHue?
o Ja/Her (ecnu na, ykazaTh BBISBJICHHBIC MYTAaIlHH)

VI. llpumevanus
1. JlononHuTenbHass HHPOpMaLKs, KOTOPast MOKET ObITh BayKHA IS
JMAarHOCTUKHU:

2. Iloamuck poauTens/oneKyHa:

[Tpunoxenue 2
JTanbl NPOBeJAeHUS reHeaJOrH4eCKOro aHaJInu3a

1. Coop naHHbIX:

o  ®HO Bcex 4IEHOB CEMBHU JI0 TPETHETO IMMOKOJICHHUS.

o JlaThl pOKJIEHHS U CMEPTHU POJICTBEHHUKOB.

o Hanmuune 3a00neBanMii clTyXa WM APYTUX HACIIEICTBEHHBIX
MaTOJIOTUH.

o Bo3pact Hauana noTepu ciyxa.

o OOCTOATENBCTBA, CBI3AHHBIC C TTOTEpPEH CiTyxa (TpaBMbl, HHMEKIINH,
pUEM OTOTOKCUYHBIX TIPETIapaToB).

2. Tun HacaenoBanusi: OnpeenieHre BEpOSTHOTO THIIA HACIEOBAHUS Ha
OCHOBAaHHWH CEMENHOIO aHAMHE3A:

o AyTrocomMHO-IOMUHaHTHOe: [[aTomorus nepenaércs B Kaxaom
MOKOJICHHH, BEPOSITHOCTh MEPEJadyH OT OOJIBHOTO POAUTEIS
coctasisieT 50%.

o AyTOCOMHO-peneccuBHoOe: [laTonorus nposBISIETCSA TONBKO ITPU
HaJIMYUU MyTallul y 000UX POJUTEIICH, Yalle BCTpeuaeTcs mpu
WHOPUJIUHTE.

o MMuToXoHApHAIBbHOE: IEPENAETCS TOJBKO 10 MATEPUHCKOU JINHUU.

o CuemnjieHHoe ¢ X-XpOMOCOMOIi: Yallle 3aTparuBaeT MaJIbUUKOB,
MaTepu ABJISIIOTCS HOCUTESIMU.
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3. CocTaBJieHHe POAOCIOBHOI:
o MHcnonbs3oBaHne CTaHAAPTHBIX CHMBOJIOB:
«  Kpyru 1is )KeHIInH, KBaApaThl 11 MYy>KYKH.
» 3akpalleHHbIe CUMBOJIBI JUIS JIFOJIEW C MTOATBEPKAEHHOM
IIaTOJIOTUEH.
» [lomy3akpalieHHbIE CUMBOJIBI JUIsI HOCUTENEH MyTalllH.
o JIMHUYM COEMHAIOT CYNIPYTrOB, TOPU30HTAIbHBIE TUHUU — ITOTOMKOB.
4. Anaau3 pe3yJibTaTOB:
o Ornpezenenne 4acTOoThl 3200JIEBaHUI B CEMbE.
o BblgBieHue ciydyaeB MUHOPUAMHTA.
o IlocTpoeHune runoTessl 0 BEPOSTHBIX MYTAIUX.

[Ipunoxenue 3
BonpocHuk ajs1 coopa MeIMIIUHCKOT0 aHAMHE3a
I. O0mas nupopmanus o pedénke
1. ®UO pebGEnka:
2. JlaTta poxaeHus:
3. Tlom: o Manpuuk O JleBouka
4. KoHTaKTHBIEC IaHHBIE POJUTENICH/OMEKYHOB:

I1. OcnoxHeHNs PH POKIACHUH
1. bbun 1 oclioKHEHUS B IeproJi bepeMenHocTy win poaos? O Jla o Her
Ecnu na, ykaxure:
o Acdukcus: 0 [la o Her
o IlpexneBpemennsie poabl: O Jla 0 Het (Cpok recranuu:
HEJICIIb)
o HeonaranbHas xentyxa: 0 [JJa o Her

o Jpyrue (yka3ath):

II1. UudexuuoHnblie 3200/1eBAHUA
1. bbum mu y Matepu nH(MEKITMOHHBIC 3a00JI€BaHUsI BO BpeMsi OEpeMEHHOCTH ?
0 Jla o Het
Ecmu na, ykaxure:
o Kpacnyxa: o Jla o Her
o Huromeranosupyc (LIMBN): o Jla o Het
o Tokcomma3zmo3s: O Jla o Hert

o Jpyrue (yka3arth):

2. Ilepenocun nu pe6EHok nHpekuu, Baustomue Ha ciayx? 0 Jla o Her
Ecmu na, ykaxure:
o Menunrut: 0O /la 0 Het
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o Jpyrue (yka3arth):

IV. JlekapcTBeHHbIE IpenapaTbl
1. Ilpunuman su peOEHOK OTOTOKCHYHBIE penapathl? O [la o Her
Ecnu na, ykaxwure:
o AMHMHOIIIMKO3UbI (Hanmpumep, reaTamMmuiuH): O Jla o Het

o Jpyrue (yka3arp):

V. TpaBmbl 4 aKyCTHYECKHE BO3ACHCTBHS
1. bwutu nu TpaBMBI Tos1oBH Wi yxa? 0 [la o Her
Ecnu na, ykaxuTte o0CTOSTENbCTBA!
2. Tloneepracs mu peOEHOK CHIIBHBIM aKyCTUYECKUM BO3ACUCTBUAM (IIIyM,
B3pbIB)? O Jla 0 Het

VI. PazBuTne peuu
1. Hayan nu pe6énok roBoputh B cpok? 0O [la o Her
o llepBbie cnoBa mocne 18 mecsnes: 0 Jla o Her
o 3aMedalliCh JIM TPYAHOCTH C MPOU3HOIIEHUEM 3ByKoB? O [la 0 Her
2. bpum nmm noronenuueckue koncyapranuu? 0 Jla o Her

VII. Ipyrue MeIuuHCKUE MPOOIeMbl
1. Ectb nu y peG&nka npyrue 3adoneBanus win Hapymenus? 0 [la o Her
Ecnu na, ykaxure:

2. bwumu nu cydau xupyprudeckoro smeriatenscrsa? 0 Jla o Her
Ecnu na, ykaxure:

VIII. IIpumeyanust
JlononHuTenbHas HHGOpMALHS, KOTOPYIO Bbl CUATAETE BayKHOI:

[Toanuck poauTens/oneKyHa:
Jara:
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