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AKTYyaJIbHOCTh

Hapymenue cnyxa y nerei siBJsieTCsl OJJHUM M3 HanbOoJjiee pacrpoCTpaHEHHBIX
CEHCOPHBIX PACCTPOWCTB, OKAa3bIBAIOIIUX CYLIECTBEHHOE BIIMSIHUE Ha pPEUYEBOE,
KOTHUTHUBHOE, TICUXO3MOIIMOHAIBFHOE M COIlMaibHOE pa3Buthe pedéHka. Ilo
JAHHBIM COBPEMEHHBIX HccieaoBaHuid, 6osiee 50—60% cirydaeB BpOXIAEHHON U
paHHEW HEHPOCEHCOPHOM TYTrOyXOCTH 00YCIIOBIEHBI TEHETUYECKUMU (DaKTOpamH,
MPU ATOM KJIMHUKO-(PEHOTUITMYECKUE TMPOSBICHUS 3a00JEBaHUS OTIMYAIOTCS
3HAYUTEILHON BapualeIbHOCThIO. B CBSI3M C 3TUM CBOEBPEMEHHOE BBISIBIICHUE
KIMHUYECKUX OCOOCHHOCTEH, omnpeaeneHue (PEeHOTUMUYECKUX TMPU3HAKOB H
MOJICKYJISPHO-TEHETUYECKUX TPUYUH HAPYIICHUS CllyXa MPHOOpETaroT 0coboe
3HAUYCHHWE [IJI1 paHHEH JMarHOCTUKH, BBIOOpA ONTHUMAILHON JieueOHO-
peabWINTAallMOHHONM  TAaKTUKM W TPOBEACHHUS  MEIUKO-TEHETHYECKOTO
KOHCYJIbTUpOBaHUs. KoMmruiekcHass oOIleHKa KIMHUKO-(PEHOTHUIMUYECKUX U
MOJIEKYJIIPHO-TEHETUYECKUX OCOOCHHOCTEM TIO3BOJIIET TOBBICUTh TOYHOCTH
JTMAarHOCTUKH, OTIPEICIIUTh MTPOTHO3 3a00JIeBaHUS U YIIYUIITUTh Kau€CTBO OKa3aHUs
CIIeHMATU3UPOBAHHON MEIUIIMHCKOW ITOMOIIH JCTSAM C HapyIICHUEM CTyXa.
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KiiroueBble cjioBa: HapylleHUE cCiyXa, JE€TH, KIWHUKO-(DEHOTUIIUYECKHE
OCOOEHHOCTH, MOJIEKYJISIpHAs T€HETHKa, HeHpoceHCOopHas Tyroyxocts, GJB2,
GJB6, SLC26A4, OTOF, ABR, ASSR, panHsis nuarHocTuka, reHETHYECKas

AWAarHoCTuKa, HaCJICACTBCHHAA TYI'OYXOCThb.

Heab. OueHUTh IUATHOCTHUYECKYIO 3HAUYMMOCTb KIMHUKO-(DEHOTHIHYECKUX U
MOJIEKYJISIPHO-TEHETHUECKUX OCOOCHHOCTEM y JeTed C HapyleHHEeM clyXa, a
TaKXe ONpeleuTh HUX POJb B paHHEW Bepudukauuym 3a00JIeBaHUS U
IIPOTHO3UPOBAHUHU €TO TEUECHUS.

Martepuaabsl u MeToabl. B wucciemoBanne ObUM BKIIIOYEHBI JIETH C
MOATBEPAKAEHHBIM HApYIICHUEM ClIyXa pa3JIM4YHOM CTENeHW TshKecTu. Bceem
MalyeHTaM MPOBOAMIIOCH KOMITJIEKCHOE KIIMHUYECKOe 00CIIeIOBaHNE C aHATM30M
aHaMHe3a, OIICHKOW (U3MYECKOr0 W  HEPBHO-TICUXUYECKOTO  Pa3BUTHI,
OTOPUHOJAPUHTOJIOTMYECKUM M HEBPOJIOTHYECKUM OCMOTPOM. AyJIHOJIOTUYECKas
IUArHOCTMKAa BKIIOYAJla PETUCTPALMI0 OToaKkycThdyeckol smuccuun (OAD),
TOHAJILHYIO ayJUOMETPHUIO, PETUCTPALIMIO CIYXOBBIX BBI3BAHHBIX IMOTEHIIMATIOB
ctBona wmo3ra (ABR/BERA), ASSR wu Tumnanomerputo. MoiekyssipHo-
T€HETUYECKOE HCCIIEIOBAHUE TMPOBOJUIIOCH C HCMOJb30BAHUEM COBPEMEHHBIX
Metoq0B JIHK-IMarHoCTUKM 1711 BBISIBIICHHS] MAaTOTEHHBIX BapUaHTOB B T€HaX
GJB2, GJB6, SLC26A4, OTOF, TMC1 u npyrux reHax, acCCOLMUPOBAHHBIX C
HacJeJICTBEHHbBIMU  dopMaMu  TyroyxocTu.  lloydeHHble  pe3ysbTaThl
COTIOCTABJISIIUCH C KJIMHUKO-()EHOTUITHYECKUMHU OCOOCHHOCTSIMU 3a00JIeBaHUS U
JAHHBIMU ayIUOJIOTUYECKUX UCCIICIOBAHUIA.
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Pe3yabTarbl. KoMIuileKCHOE KIMHMYECKOE W ayIHOJOTHYECKOE OOCIEIOBAHME
MO3BOJIMJIO OOBEKTUBHO OINPENEIUTh CTENEHb U XapakTep HapylIeHHs CyXa, a
TaK)K€ YCTAaHOBUTh B3aHMOCBSI3b MEXKIY BBIPAKEHHOCTBIO KIMHUYECKUX
MPOSIBJICHUN M pPe3ysbTaTaMM WHCTPYMEHTAJbHBIX HcciieqoBaHui. HaumOoiee
MH()OPMATUBHBIMU METOJaMHU paHHEW auarHocTuku okazaimuch ABR u ASSR,
MO3BOJIAIOIINE OOBEKTUBHO OLEHUTHh (YHKIHMOHAIBHOE COCTOSIHHE CIyXOBOTO
aHaJIM3aTopa JaXke y AETeW paHHEro BO3pacra.

MonekyJIapHO-Tr€HEeTUYECKUE HCCIEI0BAaHUS TOATBEPAUIN BBICOKYIO YaCTOTY
HacJEeACTBEHHBIX (opM HapymieHusa ciyxa. Haubonee dYacTo BbIABISUIUCH
natoreHHele BapuaHtel B TeHe GJB2, accouuupoBaHHBIE C JABYCTOPOHHEH
BPOXIAEHHON HEMPOCEHCOPHOM TYTOYXOCTBIO PA3JIMYHOW CTENEHH TSKECTH.
BrisiBIeHHE T€HETUYECKMX BapUaHTOB IO3BOJIAJIO YCTAHOBUTH HTUOJIOTHIO
3a00€BaHUsl Yy TMAIMEHTOB C HEACHOW KIMHUYECKOW KapTUHOM, MpOBECTU
muddepeHnranbHy0 TMarHoOCTUKY CUHAPOMATIbHBIX U HECHHAPOMAIBHBIX (hopM,
ONpENeINTh HWHAUBUAYAIbHBI NPOTHO3 W ONTHUMHU3UPOBATh JAJIbHEUIIYIO
Je4eOHO-peaOUIUTAIUOHHY IO TAKTHKY .

AHanu3 KJIMHUKO-(EHOTUIMMYECKUX OCOOCHHOCTEH TOKa3al, YTO HaJluudue
BBIPA)KEHHOW JIBYCTOPOHHEW TYTOYXOCTH, 3aJE€PKKH PEYEBOr0 pa3BUTHS U
COIYTCTBYIOILIUX (eHOTUITYEeCKUX IIPU3HAKOB JIOCTOBEPHO yauie
aCCOLIMMPOBAJIOCh C BBISIBJICHUEM MATOINE€HHBIX TE€HETUYECKHX BapHAHTOB.
[TosryyeHHbIE JaHHBIE CBUIETENBCTBYIOT O BBICOKOM TMAarHOCTUYECKOM LIEHHOCTH
KOMILJIEKCHOTO  KJIMHUKO-(DEHOTUITUYECKOTO W  MOJIEKYJISPHO-T€HETHYECKOTO
oOcneoBaHus, MO3BOJIAIONIETO 3HAYUTENBHO MOBBICUTH 3P(HEKTUBHOCTh paHHEH
BepU(DUKaAIIMU HACIIEICTBEHHBIX HAPYIICHUH ClTyXa.
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3akiroueHue. PaHHSS AMarHOCTMKA HapyLIEHUM ciyXa y JAeTed He J0JDKHA
OTPAHUYMBATHCS  TOJBKO  KIMHUYECKOM W ayJAMOJIOTUYECKOW  OLICHKOM.
KommiekcHOe HMCMOIb30BaHHWE COBPEMEHHBIX ayJAHOJOTMYECKUX METOJ0B U
MOJIEKYJIIPHO-TEHETUYECKOIO  KCCIIEJOBAHUSI  IO3BOJIIET  CBOEBPEMEHHO
YCTAHOBUTH ATHOJIOTHIO 3a00J€BaHUs, OMPENETUTh KIMHUKO-(EHOTUITHYECKUE
O0COOEHHOCTH, OIICHUTH MPOTHO3 U BHIOpaTh Hanbosee 3P(HEKTUBHYIO CTPATETHIO
JeYeHuss U peaOuiuTanuu.  BriioyeHue — MOJEKYISIPHO-TE€HETHYECKOTO
TECTUPOBAHUSI B aJTrOpUTM OOCIEIOBaHMUS JeTed C HapyIlIeHHEeM CclyXa
CIOCOOCTBYET MOBBIIIEHUIO KAY€CTBA paHHEH TUAarHOCTUKH, COBEPIIICHCTBOBAHUIO
muddepeHnnanTbsHON TMAarHOCTUKY U PA3BUTHIO TIEPCOHATU3UPOBAHHOTO TI0IX0/1a
K BEJICHUIO TAaHHOUW KaTeropuu MalueHTOB.
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