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a NPOTAKEHNN MHOTVIX BEKOB YE0BEYECTBO MblTaeT-
€A 3aMMAHYTb 33 MPaHMLbl BUAMMOIO M MOCTUYb TalHbl
3BOMOLUMMN. [ToUeMy MPOUCXOAAT U3IMEHEH WA B XKMBbIX
OPraHm13Max, KaKoB MexaHW3M HacneqoBaHMS MPU3HaKOB CTPoe-
HUA 1 GU3NONOTNYECKIMX CBOMCTB, KaK 3TU M3MEHEHWS OTPa3ATCA
Ha YKM3HU U 300POBbe MOTOMKOB? [MbITANBBIN YM YUeHbIX NocTe-
MEHHO Hallen OTBETbI Ha 3TW U MHOTVe Apyr1e BoNpochl. B HaLlm
[OHW reHeTVIKa yCrnellHO Pa3BMBaETCa KaK CaMOCTOoATeNbHaA Ha-
YKa, paclmpan BO3MOXHOCTM MEAUUMHbBI M OTKPbIBas HOBble

Cnocobbl MOMOLLM NIOAAM C HAaCeACTBEHHbIMM 3a60N1eBaHNAMM.

YHWKaNbHOCTb 3TOM CMEeLManbHOCTV U OFPOMHBbIV MOTEHLMan
019 Pa3BUTUA Cpa3y >Ke NoHaNa 1 lNepcoHa HOBOro HoMepa
»kypHana Surdolnfo TaTbaHa MapkoBa. B Poccum oHa Gbina ogHoM
M3 TeX, KTO CTOAN Y MCTOKOB M3Y4eHWA HAaCNEACTBEHHbIX MPUYUH
HapyLleHWn cnyxa y Aeten. MIHTepBbto ¢ TaTbaHom [eHHaobeBHOM
MOMYHMNIOCH MHTEPECHBIM, XXMBbIM U aKTyafbHbIM.

TeM He MeHee reHeTUKa No-npexHeMy TanT B cebe MHOro
HeusBegaHHoro. MHorve noam He Noao3pPeBatoT, YTO ABNAIOTCA
HOCUTENAMK U3MEHEHHbIX FEHOB, KOTOPbIE, OAHaXKAbl BO3HMK-
HYB, MepedatoTca MO HAaCNEACTBY 13 MOKOEHWA B MOKONEHMeE.
MOVICK 1 M3yYeHue «Iyxmx» MyTalnii cpeam 300p0oBoro Hace-
NIEHNI — 3aHATUE HEBEPOATHO CIOXHOE, OHO MO CUMY TOSIbKO
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YUYeHbIM-3HTy3nacTaMm. Cepren XypaBcKnii ogmH 13 Hux. O6
YHVKanbHbIX NCCNeoBaHUAX PaCMPOCTPAHEHHOCTV MyTalLLMI
B reHax, 9BAaioLLMXCa NPUYMHAMK BPOXKAEHHOWM TyroyxXOCTH
W FAYXOTbl Y )XmTenem Poccum, YMTamTe Ha CTPaHMLAX KypHana.

Ho Hayka 6e3 NpaKTUKK MepTBa. HoBble 3HaHWS, Pa3pPaboTKK,
TEXHOMOMMM AOMKHbI MPUHOCUTb MPAKTUYECKYIO MONb3Y. M TyT Ba-
HO B3aMMOOENCTBME Ha Pa3HbIX YPOBHAX, B TOM UKce 1 C BU3HecC-
COOBLLECTBOM, MpeanpUHMMaTENaMK, MPOU3BOACTBEHHbIMU
KOMMaHUAMMK. TOYOHOCTW M MepCcrneKTVBbl OTPaC/IM aCCUCTUBHbBIX
TexHoONorMM B Poccrm o6Cyamnm BMecTe C aKCrnepTaMm 1 ydacT-
HMKaMu dopyMa «fopop 6e3rpaHNYHbIX BO3MOXHOCTEM», KOTOPbI
npoLuen B MOCKBE B KOHLIE aBrycTa.

A HanocnenoK NpefiaraeM 3armaHyTb B COCeHo Pecnyonim-
Ky Ka3axcTaH 1 MOCMOTPETb, KaK TaM pa3BMBaeTca Cypaonorma
1 cnyxonpoTe3unpoBaHue. Camble akTyalbHble AaHHble OTPacm
3apybexHbIX CTpaH B HOBOM MpoekTe Surdolnfo.

[yCTb HaCTynMMBLUAaA OCEHb CTaHET /19 BaC BpeEMeHeM Mpo-
CbeCCI/]OHaJ'I bHOIO POCTa M MOMOXXET BOMJIOTNTb B XXN3Hb CaMble

cMerble noen!

Baw Surdolnfo

[aTa Bbixofa neyaTHon Bepcumn — 08.09.2023

PerncrpalMoHHbIV HOMep 1 AaTa NPUHATUSA peLleHns
o peruvctpaumm: cepus MK N2 OC77-85202 ot 25 anpe- Muxann Uropesumy
na 2023 1. BbiNWCKa U3 peecTpa 3aperncTprpoBaHHbIX
CPeAcTB MaccoBOW MHPOPMaLIMK BbidaHa Dedepanb-
HoW cry»60M Mo Haasopy B cdhepe CBA3N, MHPOoPMa- CepreesHa
LIMOHHbBIX TEXHOMOTMIA U MacCOBbIX KOMMYHMKaLMA press@surdoinforu

(PockomHaazop).

Led-pepakTop: Onbra pbi3nosa.

PeknamHoe CMW. CneumanmsmpoBaHHoe nevyatHoe

HayuHbln pegakTop: Gobolko Mapua OpbesHa,

M3daHuWe, npegHasHadeHHoe ang MedMUMNHCKNX

leHepanbHbIN AnpekTop OO0 «Aypuka» —

BepcTka: AHHa bpecnasckas.

Myp3urHoB Makcum BadecnaBosud, CUMUHOBCKMM

MepeBop cTaTel: EneHa Monn, EneHa CkBopLoBa,

BuTtanum OKOpOKOB.

MaBHbIN pepakTop — KaHulleBa EkaTtepuHa

WNcnonb3oBaHue MaTepMranoB BO3MOXXHO TOTbKO

C MMCbMEHHOIo cornacuga nsgatend.

Ansa nuuy ctapuie 16 net.

LieHa cBo6oaHas.

3aBnabopatopuen cyxa 1 pedn, LOKTop

1 bapMaLeBTUYECcKMX PaboTHUKOB.

MeOULIMHCKMX HayK, Mpodeccop, Bpay Cypaonor-

Tupak Homepa — 700 3K3,; B T.4.

- oTreYvaTaHHbIN TMpax — 700 3K3.

- UMDPOBON THPaXK (NEKTPOHHbBIE BEPCUM XyPHana,
CKaulBaeMble B Te4eHWe Nosyroda ¢ AaThl BbIXo4a) —

6onee 100 aKs.

YupeamnTtens u nsgatens: OO0 «Aypukar ayAvionoros ISA.

Appec yupeguTens, nspatens, pegakunm: 301138,
Tynbckaga 0671, r.o. ropofd Tyna, N. MHWWHCKMIA, Tep.
TexHonapk NHWMHCKMI, A.1.

surdoinfo.ru

OTOPWHOMNAPWHIONOT BbICLLIEHN KBanUdUKaLMOHHOM
KaTeropuu, UneH MexayHapoaHom AkageMmm
OTOPUHONAPWUHIONOM MU — XMPYPIrv ronosbl

1 Wew, BULe-npesnaeHT Poccuimckoro obuuectsa

ayAMOIOoroB, YieH MexayHapoaHoro obLlecTsa

ABTOP peAaKLUMOHHbIX cTaTen: Onbra pbi3nosa.

ApT-pepakTop: EBreHmna MakelumHa.

OtneyaTtaHo B OO0 «Bopyc-MpuHT», 115201,
r. MockBa, BH. Tep. . MyHULMNaNbHbIN OKPYT
MockBopeube-CabypoBo, nep. 1-11 Kotnakosckmi, 4.3,

3T. 1, nomelw, /kom. 1/12

Mbl OTKPbBITEI ANA NH06bLIX NPELNOKEH NI

B OTHOLLEHWM MHTEPECHbBIX TeM A/1A cTaTel

1 MHPOPMALIMOHHbBIX MaTePUasnos, KOTopble Bbl
xoTenu 6bl BUAETh Ha CTPaHULax Halero xypHana.

Bce cBom noxkenaHmsa 1 BOMpPOoChl HanpasBnanTe

PepanT 1 koppekTopckme npaBku: Onbra Makeesa.

B peldakLMio XKypHasa Ha 3NeKTPOHHYIO MouTy

press@surdoinfo.ru.
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Mapwusa IOpbeBHa
BOBOLWKO

3aBnabopaTtopuen

cryxa v peydn, o.M.H.,
npodeccop, Bpay cypaonor-
OTOPUHONapUHronor
BbiCLUEN KBaNTMbUKaLMOHHOM
KaTeropuu, YneH
MexkayHaponHom AkageMmnm
OTOPUHOMNaPUHronorm —
Xnpypruu ronosbl 1 Lwewn,
BMLe-Npe3naeHT Poccuickoro
obLecTBa ayAMoNoros, YneH
MeXxayHapoaHoro obLiecTsa
ayawnonoros ISA.

HAYUHO20
pedaxkmopa

O HacregCTBeHHOCTU B TOM U1 MHOM Burae

C/TbILLIQT, MOXKQATY M, KAXKAbIN. ECcriv 6paTh

MeanLIMHCKNKM QCreKT, TO cyLjlecTByeTt

MHOXXecTBO 3a60/1eBAHUN, KOTOPbIe CBA3AHDbI

C pAa3/iIn4HbIMU ,ﬂe(PeKTGMI/I n HapyLueHdamMun

B HaAcrsiegCcrBeHHOM aririaparte K/1eToK.

B nx ocHoBe nexxat MyTaLnun: XPOMOCOMHbIE,

reHHble 1 MUTOXOHAOPUASIbHbIE.

AKOHOMEPHOCTU U OCHOBbI M3MeH-

YMBOCTW OPraHM3MOB W3Yy4aeT re-

HeTMKa. B HacToaulee BpemMsa 3Ta
oTpacib 3HaHWM MPeacTaBnaeT OrpPOMHbIN
MHTEepec ona MeauLMHbl B LLleIOM U Cypaono-
MK B YacTHOCTW. Bedb ogHon 13 Hanbonee
YacTbiX POPM BPOXKAEHHOW [yXOTbl ABAAETCS
HacnencTBeHHasa GopmMa, CBA3aHHaa MyTaLu-
aMu B reHe GJB2. MNpK 3TOM ceMbst MOXET U
He 3HaTb O Cry4Yadax TyroyxoCcTu B Apyrux no-
KONEeHUsX, Toraa NosBIeHUe Ha CBET MyXoro
pebeHKa CTaHOBUTCA MOTPACEHMEM KaK Ang
cAblWaWmMx poauTenew, Tak v Ona Apyrmx

POOCTBEHHUMKOB.

VlccnegoBaHMa NMokasanu, YTo BO MHO-
X CYMPY>XeCKMx napax, rae oba cyrnpyra
CTpafatoT HapyLeHneM cryxa, poxaaloTca
HOPMasbHO Crblllallve oeTh. TO CBA3aHO

CO 3Ha4UKMTENMbHbIM pa3Hoo6|oa3|/|eM MPN4YnNH
BpO)KJ:I,eHHO\;I TYFOYyXOCTW, B TOM YKncne 1 re-
HEeETNYeCKNX.

B coBpeMeHHbIX yCNnoBMAX BCE BONbLUYIO
aKTyanbHOCTb MPNOBPETAET reHeTnUecKni
aHanm3. OH MOXeT 0OBACHUTb MPUYMHbBI Ha-
pyLIeHUd criyxa M AaTb MpaBUbHbIM NPO-
rHO3, MO3BONAET Y3HATb PUCKM MOBTOPEHMUSA
3aboneBaHMA B ceMbe. BaxxHO nonynapmsm-
pPOBaTb BO3MOXXHOCTW reHEeTMKM, PacCKasbl-
BaTb O MPaKTUYECKOM Mofb3e 3TOMN HayKW,
13y4aTb HOBbIE MHCTPYMEHTbI M BHEAPATH UX
B pa3fuMyHble OTpacnu MeAunLUMHbI. YBEpPeHa,
NoArOTOBMNEHHbIE pefaKkumen MaTepmansl
MO3BOMAT BpayaM Cypaoaoram U Apyrmm
cneumanuctam, paboTatolLmMM C NaLneHTaMm,
MMERLLMMK HapyLeHMd Cryxa, MOMONHUTb
cBou NpodeccuoHanbHble 3HaHMUA.
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ODPOPMUTE NOAINMNCKY
HA NMEYATHYIO BEPCUIO XXYPHAIJIA

PoccnncKkmnm HayudHO-MOMYNAPHbIM XKypHan 019 Bpaden
CYypPLOMNOroB, OTOPUHOMAPUHIONOMOB W APYrKx creuna-
NuCToB B obnacTtu cnyxa. lNpodeccroHanbHas nioLlanaka
nna obMeHa omnbiToM B 06M1acTU CryxomnpoTe3npoBaHmMa

1 CyxopedeBoi peabunmtaumm.

Ha cTpaHuuax MsgaHua, a Takke Ha UHTepHeT-nopTane
surdoinfo.ru ny6nukyetca MHbOPMaLMSA O HOBbIX Me-
Todax OMarHOCTUKM Ciyxa W peabunuraumm naumeHTos,
COBPEMEHHbIX TEXHOMOMMAX, MCCNedoBaHnax W paspa-
6oTKax, O MPaKTUYECKOM MpUMeEHeHU HoBelLwero o6o-
pyOoBaHWA. ABTOPbl MaTepuanoB AendaTca C YMTaTenamm
pe3ynsTaTaMn CBOUX UCCeQoBaHUM, HaydHbIX KCnepm-
MEHTOB, MHDGOPMMPYIOT O NyTAX U cnocobax co3aaHua 0o-
CTynHOM cpefbl ANa Nofaen ¢ orpaHnYeHHbIMM BO3MOXK-
HOCTAMM Clyxa, O peanm3oBaHHbIX Ou3Hec-cTpaTermax

M MAPKETUHIOBbIX MPaKTUKaX.

Cpenmn NOCTOSHHbIX 3KCMEPTOB M CMUKEPOB M3JaHUa —
BefdylLUMe POCCUMCKME cneumanmcTel B o6nacTy cypao-
NIOTUK, CNYXOMPOTE3NPOBAHUS, ClyXOpedYeBon peabunm-

Taumu.

1. leorpaduma pacnpocTpaHeHus:

Poccuga (B LieHTpanbHoM, CeBepo-3anagHoM, MpuBoxK-
cKOM, YpanbckoMm, CrbumpckoMm, [JanbHEeBOCTOUHOM, KO-
HOM dedepanbHbiX OKpyrax), a Takke B cTpaHbl CHI (Ka-
3axcTaH, ApMeHuda).

2. MegUUMHCKKME yupexkaeHusa:

rocyapcTBeHHble MegMUMHCKME YHUBEPCUTETDI;
> Befyllve Hay4yHO-MCcnenoBaTenbCkme nedebHble
yupekaeHusa, MHCTUTYTbI yXa, ropa, Hoca U pedmn
Poccuu;
- HauWOoHaNbHbIM MEAMUMHCKMIA MCCNea0oBaTENbCKMM
LLleHTp oTopmHonapuHronorimn GegepanbHoro
MeOunKo-6MOoNorM4ecKoro areHTCTea;

\Z

KNMVMHNKO-OAMArHoCTN4eCKne LeHTpPbl Cypaoormm
M CNyxonpoTe3npoBaHNg,

ropoackme cypaosiormyeckme LeHTpbl;

OeTCKMe UeHTPbI pea6Mﬂl/lTaLLl/ll/l;

accoumauma ayamonoros 1 cypaonoros Poccuu;

NN

accounaumng Bpaqem OTOPMHOMNAPNHIONMOros.

3. MIHOOPMaALMOHHbBIN NapTHepP:
Ha OTpacneBbIX BbICTaBKax, KOHPEPEeHUMAX, AENOBbIX Me-
pPONPUATUAX.
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Paccka3blBAS O JOCTMXKEHUAX
CYypPAOIOrN U C/YXOMPOTE3LUPOBAHNS
B Poccuu, TOAHCMPYS OMbIT BEAYLLMX
crneunanmncToB, Nonynapm3npys
HAYYHbIE OTKPbITUS 1 HOBEMNLLNE
TexHosiorum B otpacau, Surdolnfo
Hen3MeHHO CTABUT CBOEN LiE/TbIO
HOOHEeCTH 4O NMpogeCccHoHA/IbHOIro
CO06LLECTBA AKTYA/IbHY O
MHPopmMaLumio, KoTopas byaer
CrMoco6CTBOBAThL MOBLILLIEHMIO
KQuecTBA OKA3bIBAEMOU MOMOLLMN
MAUMEHTAM C HAPYLLUEHUIMM C/TyXA.
MbI paabl, YTO XKYPHA MNO1b3yeTcs
MonynSapPHOCTbIO, €0 YATAIOT M XKAYT
BbIXOAA HOBbIX BbIMyCKOB. 3HAYMUT,
HaLwa paboTa He HAMPACHA.
GnarogapuM 3a nomMoLLb BCEX TEX,

KTO MPWHS y4aCcTMe B MoaroToBKe
3TOro HomMepa. BaammMHas nogaep»xKa,
COTPYAHNYECTBO M 0bbegMHeHNe
CrneunanmncToB CerogHs BaXkHbl KK
HuUKorAa.
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Mapuss BOBOLLUKO
HayuHbl pepakTop

3aBnabopaTtopuei cryxa 1 peyn, OKTOP MeAULMHCKNX
HayK, Npodeccop, Bpay CypAONOr-0TOPUHONaPWHIONor
BbICLLIEM KBaNMPUKALMOHHOM KaTeropum, uneH MexayHa-
popfHoM AkageMmnyt OTOPUHONAPUHIONOrUN — XUpPYPRIrnmn
ronoBbl U LWeK, BrLe-npe3naeHT Poccuitckoro obLuectsa
aY[AMOSOroB, YeH MeXay-Hapo4HOro ObLLECTBa ayamo-
noros ISA.

ExaTtepunHa KAHULLEBA
BbinycKatowmim pegaktop

OpraHmnayeT paboTy BCex COTPYAHUKOB pefakLumm 1 reHe-
PUPYET MAeU ANG NONYNapPn3aLIMM 3HaHMIM O 300POBbE

1 3awwmTe cnyxa. C ee Nerkom pyku 6uim 3anyLeHbl
OCHOBHbIE PYBPUKIM XypHana, NpurnalleHbl K COTRYAHN-
UecTBY SKCMEePTbI-CYPAONOMM 1 OTOPUHONAPUHIONOMM,
BEAeTCA HenpepbiBHas paboTa Mo coBePLIEHCTBOBA-
HWIO U34aHWA. KypupyeT 61aroTBopmUTenbHble NPOoeKTb
KOMMaHWW, 3aHNMMaeTCs NOArOTOBKOM U MNpoBeAeHNEM
MeponpUATUM ANNA POCCUIMCKIMX Npov3BoamnTenen peabu-
UTALMOHHOM TEXHMKI AN cNabocnblLLaLLmMX.

Onbra NPbI3JTOBA
LWed-penaktop

MuweT, dopMynunpyeT, peaakTnpyeT, KOpPeKTUpyeT,
NPOBEPSET, COMMacoBbLIBAET BCE, YTO Bbl YMTaETe Ha CTPaHMLax
Surdolnfo. HW1 oAWH TeKCT 13gaHua He NPOXOAUT MUMO ee
30pKOro B3MmMsaia. Knaccuyeckoe o6pasoBaHuis punonora
MO3BOSSET EMKO, MUHTEPECHO U MPaMOTHO pPaccKa3sbiBaTb
npakTnyecky o Nobblx TeMax, NpeacTaBAaioLLNX
VMHTepec Ans YmTaTenem, a MHOroNeTHMI onbIT paboTbl
B CMV — npuaymMbiBaTb OpPUIrMHaibHble BONPOCHI A9
VIHTEPBbLIO U MOMyYaTb Ha HUX MPaBAMBbLIE 1 OTKDOBEHHbIe
OTBETHI.

AHHa BPECJ1ABCKAA
OunsanH n BepcTka

OT ee NpodeccroHanama 3aBncKT NepBoe BredatieHuve,
KOTOpOEe YnTaTe/lb MCMbITaeT, B39B B PYKM CBEeXUW HOMep
»KypHana. TekcT, $oTo, U306parkeHUs, MakeTbl — BCE 3TU
2M1eMeHTbl M3 OTOEeMbHOro npeBpallatoTcyd B Lenoe. Takxe
Gnaropaps patoTe Au3aiHepa Bce caMble 3HauYMMble
M NHTepeCHble U,M('bpb\, d)aKTb\ 1 cBeeHMA BbICTpanBaroTCA
B NaKOHWYHbIE W HarNa4Hble Tabnnubl, CXeMbl, FpaduKm,
rnomorarluie Bm3yanbHO 6b\CTpee YCBOUTb 1 3aMOMHUNTb
HY>KHYIO MHbOPMaLMIO.

EBreHna MAKELLUHA
ApT-penakTop

KpacoTta — Bo Bcém! N Surdolnfo He ncknoueHre. Mbl
XOTUM, UTOObI Bbl MOyHanivt He TONTbKO MHPOPMaLMIO, HO
1 3CTETUYECKOE YA0BObCTBME, YMTas CTaTbM 1 Apyrme
MaTepuansl )KypHana. ApT-pefakTop oTBeYaeT 3a CTUIb,
LIBET, FAaPMOHMIO,— TO, YTO OT/IMYAET MO-HACTOALLEeMY
Ka4yeCcTBEHHbIM M MPoAyMaHHbIM NpoayKT. EM npucyLle
TOHKOE YyBCTBO CTUAS, MHTEPEC K HOBEMLINM TeHAEHUNSAM
B chepe am3anHa u opopMNeHnda nevaTHbIX U3aaHuM,
a TakXKe ToYHOe MOoHWMaHWe 3a4ady, KoTopble CTaBAT
Konneru.
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MAPTHEPCKAS MPOrPAMMA )) AURICA

0N CypAOoSIOroB U OTOPUHOTAPUHIONIOroB Pewwenuns ans cnyxa

MOBbLILWAWTE KBAJTMOUKALLMIO
B OBJIACTU CNMYXONPOTE3NPOBAHWUA

3anonHuTe 3aaBKy Ha carTe no QR-Kody U nonyyunTe 6ecrnnaTHbIN JOCTYMN K 06yyatoLeMy Kypcy
«MPAKTUYECKUE BOIMPOCbI CJTYXOMNMPOTE3NPOBAHUA»
Ha rnopTasne HenpepbIBHOrO MeAULMHCKOMO U dapMalieBTUYeckoro obpasosaHng MuHsapasa Poccum.

MpoxoxaeHue Kypca BO3MOYKHO Ha obpasoBaTefibHoM nnatdopme edu.rosminzdrav.ru B IMYHOM KabuHeTe.

MpucoeanHanTeCh K crneuuanmcTam rno scen Poccurt www.aurica.ru/doctor-partner/ 8 800 500 93 94
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TaTbsgHa MapkoBa:

I'enemukxa

OBPEYEHA HA BY/|[YIIIEE

OTKyaa 6epyTcs 60/1e3HU, B YEM MPUYMHA PA3NIUYHbBIX MATONOMMIN, MOXHO SN
He NeYunTb, @ NPeAoTBPaTUTL? OTBETHI HA 3TW BOMPOCHI XOTENOoCh 6bl HANTU
MHOTIMM, HO N1LLIb HEMHOIMM AaHO MPUOTKPbIBaTb 3aBecCy TalHbl U BbIIBASATb
TO, UTO MpPUpPOJa NocTapanach TWAaTeNbHO CKPbITb OT YeNNOBEYECKOro rnasa.
3Tn nioan — reHeTUKn. Cpasy NOHAB, YTO 3Ta CNeLnanbHOCTb BO MHOIOM
YHUKanbHas, BbliNMyCcKHMLUa opAnHaTypbl TaTbsiHa MapkoBa B fanekom 1993-

M rogy, He pasayMbiBasi, Morpysmnnach B Hee ¢ rofoBomn. 30 neT HayYHbIX
nccrnenoBaHUM, MPaKTUYECKoM paboTbl, MOUCKOB, aHaNM3a, OTKPbITUN
CNOXXHO YTOXXUTb B OAHO MHTEPBbIO, HO Mbl MOCTapaniMCb CNPOCUTb TaTbAHY

[eHHagbeBHY O CaMOM Ba)XHOM, MUHTEPECHOM U BOJTHYOLLEM.

)

AssistiveTech: 6e3rpaHuyYHble
BO3MOXXHOCTU U MOLIJ,HbIﬁ
noTeHuUuman

MWPOBOM PbIHOK aCCUCTUBHbIX TEXHOMO-
rUA MeANIEHHO, HO CTabunbHO pacTeT. Oa-
Hako B Poccum noTeHuManbHble Mofb30o-
BaTeNu He cneLaT MeHATb TPAAULIMOHHbIE
CpencTsa TeXHUYECKOW peabunmntaumm Ha
coBpeMeHHbIe 1 TexHoNornmyHble. O ba-
pbepax Ha MyTy Pa3BUTKA OTPAC/TU acCu-
CTUBHbIX TEXHONOMUIA 1 MepcrneKT1Bax Ans
Ou3Heca 1 Nonb3oBaTenen roBopuIn Ha
MOCKOBCKOM dopyme «fopoa 6e3rpaHmd-
HbIX BO3MOYXXHOCTEW». [1oceTuB Meponpu-
aTtue, Surdolnfo nennTca ¢ yuTatenamu

MHTEPECHBbIMI daKTaMm U MPOorHo3amu.



Meauko-reHeTuU4yecKas
cnyx6a Poccum: Kno4veBble
¢daKTbl U3 NepBbIX YCT

B cnenytolleM rony MeamKo-reHeTuye-
ckaga cny>kba Poccmmn oTMeTuT 55-netue.
Bce aTu roabl 3a0adven cneumanimcTonB
6bINO N3yYeHMe BOMpPOCOB, CBA3aHHbIX
C HacneacTBeHHbIMK 3aboneBaHNAMMY,
OUAarHOCTMKa reHEeTUYECKMX HapyLLIEH WA
11 KOHCYNBTWPOBaHME MaLMEHTOB MO BCen
CTpaHe. YTo ceroaHa 13 cebs npeacrasns-
eT MeMKo-reHeTYeckasn cnyxba Poccuu,
Kakue 3a[a4um pellaeT, U UTo »KOET ee B
OynyuiemM? Ha Bonpockl oTBeYaeT rnas-
Hbl Bpad OIBHY «MeanKko-reHeTn4eckmnin
Hay4YHbIV LEHTP MMeHM akaaeMuka H. M.

Boukoa» Ceprent BOpOHMH.

4

B nounckax reHa rnyxoTbl

Ceprem XXypaBCKMM — BeOy LMW HaYyYHbIN
COTPYAHWK JTabopaTopuu cnyxa U peymn
HWLL MCM6rMy mnm. akaa. M. 1. MNaenosa,
[OKTOP MEAULIMHCKMX HayK, aBTOP Hay4HbIX
PabOoT MO KNMHUYECKOM MreHETUKE yXOTbl.
Mbl noroBopunu ¢ Cepreem Mpuropbesm-
HeM O TeX YHUKaNbHbIX MCCneoBaHUaX,
KOTOpPble MPOBOAWM OH W ero Konneru 8
pervoHax Poccuu, a Takke y3Hanu pesynb-
TaTbl U3YYEHMA PACTPOCTPAHEHHOCTU My-
TauUKM B reHax, aBASIOLLMXCS NPUYMHaAMM

BPOXOEHHOM TYrOYXOCTU W TyXOTbl.

FeHeTnYeCKNM CKPUHUHI
HOBOPOXXAEHHbIX:

BbIFOAHO OANA YeNoBeKa,
obLecTBa, SKOHOMUKMU
O6ocHOBaHMe 3Toro MeToda OMNArHOCTUKUM
npencraBuin ydyeHbole !‘IpOd)l/lﬂ bHbIX MO-
CKOBCKUMX MeOUNLMHCKWNX yqpemueHmM. A
TakXKe HalrmMaaHo nokasasin, CKOJTbKO geHer
rOCYAapPCTBO CMOYKET COKOHOMUTL B Byay-
LLIeM, eCrnii OETAM C reHeTuYyeckom TYroyxo-

CTbtO BOBpeM4d 6yﬂ.eT MocCTaBneH OmMarHos.
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4

9KO: adpPeKTUBHbIN
MeTop, npeaynpexaeHusa
BPOXXAEHHOM TYroyxocTu

HeyamBuTenbHO, 4TO CEMbU, B KOTOPbIX
y)Ke eCTb pebeHOK C TYroyxOCTbIo MU
FNyXOTOW, onacatoTca PoXAeHUA BTOPO-
ro C Takow »e matonormven. B kavecTtse
onNTMManNbHOro MeTofa NpenynpexaeHus
BPOXAEHHOM TYrOyXOCTW CreLmanmcTbl
npennaratoT 3KCTpaKopnopanbHoe onso-

noteopeHume (IKO).

Cynb6oHOCHada reHeTuKa anga pebeHKa, cEMbU U poaHU

MoasneHue B cembe peberka ¢ Ntoboi 60M1e3HbIO Bbi3biBAET ABa BOMNPOCa Yy POAUTENEN:

33 YTO MHEe 3TO, M YTO C 3TUM AenaTb. [eHeTu4YecKre NCcnegoBaHMsa MO3BONSAIOT !_IODOI;\

OTBETUTb Ha 06a 3Tn BOMpocCa.
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leHeTUYecKMe acneKTbl LLar 3a warom.

HecuHpapoMalbHbIX MNMpeoponesaqa np06neMb| AETCKOro ciyxonpore3anpoBaHuUda

¢OpM ceHconeBpaanoﬁ MyTb K XOpoLLeMy Cnyxy ¥ NMoHOLEHHOMY pedyeBOoMY OOLLEeHWMIO cnabocnbllallmMx AeTein He-
TYroyxoctum rnpocT. O60 BCEX €0 CTIOKHOCTAX He MOHACbILIKE 3HAOT MIOAM, KOTOPble BMecTe C MajeHbKMM
B vccnenoBaHKsaxX reHoMa Yenoseka 1 Xpo- NMaLMEeHTOM 1 ero ceMbeit Lar 3a Larom ABWKYTCa K Lien. Bce OHKM B Havane uoHa cobpanmcb
MOCOMHbIX ab6epaLIMI MOCNENHWX NET MPO- BMecTe Ha [1epBblit 06pa3oBaTeNbHbIM KypPC MO NegmnaTpUYeckoMy CyxonpoTe3npoBaHmio B
CNEXMBAETCH MHTEPEC K HECWMHAPOMANbHBIM CaHkT-lMeTepbypre «becenbl 0 cnyxe B 6enble HOYM».

dopmam CHT. MoapobHee 06 1x 0cobeHHO-
CTAX — B MaTepuane JOKTOpa MEAULIMHCKMX

Hayk, Mpodeccopa kadenpbl JTOP-6onesHein 8

Ky6aHCKOro rocyapCTBeHHOro MedmLmMH-

CKOro yHUBepcuTeTa Jlaprcel JlasapeBont.
3HaTb CBOEro K/ineHTa B aunugo

B MexayHapoaHOM CETU LEHTPOB OMHAYPanbHOro ClyxonpoTe3anpoBaHUa «AKaAeMUsa Crnyxa»

noceTnTenn LLeHTpPOB CnyxXa, M B 3aBNCMMOCTKM OT 2TOMO rpaMoTHO BbICTPONTb pa60'ry C HUMK.

E ; 1 CO6paJ'Il/I AaHHble, KOTOPble MO3BONMAIOT NMOHATb, KaKyto ayaAMTOPUIO MpencTtaB/idaoT cobon

HenpodpubpomaTos 2-ro Tuna:
pPeaKui n KoBapHbI

O6 ocobeHHOCTAx 3aboneBaHusa, Bapu- .
Ncnonb3oBanu nun cnlyxoBoun

aHTax nedyeHNa 1 noaagep ke nauneHToB
annapaT paHee

pacckasbiBaeT Mapna BopoHLIOBa, COTPYA-

HUK MexpermoHanbHom obLeCcTBeHHOM ® Oa-272%
OopraHu3aLLMy MOMOLLM NaLMEHTaM C HeM- ® Her—728%
podubpomMaTozomM «22/17», KoopamnHaTop
MauUmeHToB C HeMpPodBPOMaTO30M 2-ro

TWNa no Bcen Poccum.

YXXuU3Hb Apyrmx: BCé o cn

B aToM HoOMepe Surdolnfo oTKp
noa HasBaHMeM «KU3Hb APYrkX
Mbl 6yaeM 3HaKOMUTb YUTaTene
pPa3BUTUSA CYPAONOrUU, CYXOmn P
noMoLum cnabocsbillialiim naly
cTpaHax. U nepBov B HOBOM MC
Pecny6nuka KasaxcTaH.
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OPIrAHU3ATOPDI
MEPONPUATUSA:

obLecTBeHHoe o6beguHeHWe

«KasaxcTaHcKoe obLiecTBo
ayAMONoroB» COBMECTHO
C KYPCOM OTOPUHONAPUHIONorum
KPMY 1 ToBapuLliecTBoM
C OrpaHUYEeHHON OTBETCTBEHHOCTbIO

LLEJIEBASA
AyautToprusd

BPayu Mo cneumanbHOCTAM
OTOPWHONAPUHIONOIUS, CyPAONOrna
(ayavonorusa), HeBponorus, Bpaym
obLen npakTuku (BOM),
peabunuTonoru, reHeTuKK,
PEHTreHoNorn, KOPPEKLMUOHHbIE

LLEJ1b
KOHIPECCA:

nonyyeHue nHpopmMaumm
1 06MeH OMbITOM B COOTBETCTBUM
C cOBpeMeHHbIMU noaxogamu
LUarHOCTUKM, NeveHns
1 NeparorMyeckom Koppekuum
MnaTosiorMi criyxa, C akLLeHTOM
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Bbapabannas nepenonka

Ha SD-NMPUHTEPE

YyeHble [1epBOro MOCKOBCKOIMO rocyaapcTBeHHO-
ro MeAMUMHCKOTO yHMBepcuTeTa M. M. M. Ceve-
HOBa pa3pabaTbiBaloT YHUKANbHYIO KNETOYHYIO
TEXHONOMMIO BO3BPALLEHMS Cyxa C MOMOLLbIO TKaHeMHKe-
HepHOW pereHepaunun. B ee ocHoBe — BOCCTaHOBMEHWE
NPWPOOHOW, eCTECTBEHHOMW TKaHW 6apabaHHOM NepernoHKM.

[JOBOMbHO YacTo MOCNeACTBMEM MepeHeCeHHbIX OTUTOB
CTaHOBUTCA CTOMKada NepdopaLna B repMeTrnyHon Memobpa-
He, KOTOoPaa OTAENAEeT yXO OT BHellHel cpeabl. B uTore Hapy-
waeTca BMbpaLma 1 MCKaykaeTca rnepepada 3ByKa, Yenosek
HauMHaEeT xy»e CnbllaTb. B HacTodllee BpeMsa oTa npobne-
Ma pellaeTca XMPYpPruyecknmM nytemM. BoimonHaeTca TMMna-
HOMMACTUKA, LIebio KOTOPOW ABNAETCA BOCCTaHOBNEHME Lie-
NOCTHOCTU BapabaHHOW NMepPenoHKU.

«[1719 BOCCTQHOBrIEHMSA nepgopaumm 6apabaHHOU ne-
PErnNoOHKW Mbl PeLUnIn Co3AATb HOoBble A7 HAC u 6oree

C/TOXKHbIE TKAHEUH)XXEeHEPHbIe KOHCTPYKUMU. 30 OCHOBY
B35/ paHee pa3paboTaHHbIe bMoYepHUIA, coaepXXaLyme
61OCOBMECTUMBIV THAPOre/lb M KAETOYHble chepounbl.
3atem ¢ nomoLbio 3D-6uonpuHTEPa Ha 6uobymare, B Ka-
yecTBe KOTOPOWM BbICTY AW KOIAreHoBble MATPULibl, Ha-
neyaTasin KOHCTPYKTbI», — pacckasana MAagaWmin HayyYHbI
COTPYLHUK VIHCTUTYTa pereHepaTMBHOW MeamumHbl MonuHa
BukMynmHa.

OnbIT NPOBOAMNCA Ha LUMHLLMIMIAX, MOCKOMbKY MX nepe-
MOHKa OYEeHb MOXOXKa Ha YeoBeYeCcKyto Mo CBOEM CTRYKType
1 NOo pasMepam.

Onepauma no HOBOM TEXHOMOMMU yYeHbix Ce4eHOBCKOro
YHUBEpCUTETa MOET B pa3bl ObicTpee obblYHOM — B npeae-
nax 40 MUHYT. OHa MOXKET CTaTb NPODUMAKTUKOW OCTOXKHE-
HUI XPOHNYECKNX THOWHbBIX OTUTOB, UTO MPUHeCeT pan npe-
VMIMYLLECTB U MNaumeHTaM, M CUcTeMe 340aBOOXPaHEHNA.

McTounmk: https://cleverrussia.ru/uchenye-sechenovskogo-universiteta-napechatali-na-3d-printere- analog-barabannoj-pereponki/
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KOMMAHUA «<AYPUKA»
N Kb «NMPUBOUN»

npunsaau ywacmue e ®opyme
ACCUCMUBHBbIX MmexHo.102ult 6 Mockeae

24 no 27 aBrycta B MockBe B LIeHTpe acCUCTUBHbIX

TexHoNornim «MeHMKC», PACMONOYKEHHOM B MaBw-

nooHe N2 37 Ha Tepputopun BOHX, B paMKkax Mo-
CKOBCKOro ypbaHMUCTMYecKoro Gopyma MpOXOaMT YeTblpex-
OHeBHbIN decTmBanb «fopod 6e3rpaHnUYHbIX BO3MOYKHOCTEM.
B KauecTBe 3KCMOHEHTa BbICTaBKU HOBEMLLUUX TEXHUYECKMX
CPeacTB peabunuraumuv ang nogen ¢ orpaHUYeHHbIM BO3-
MOXHOCTAMM 300POBbA MPWHAMNS yHacTMe KOMMaHUA «Ay-
pVKa», KOTopaa MpeacTaBuia NMMHENKM CyxOBbIX anmnapaToB
Atom, Like n Doremi 1 akceccyapbl K HUM, a Takxe apyrve
MPOLYKTbI, MOMOratoLLmMe MOAAM C HaPYLUEHUAMK Cyxa Mo-
BbICWTb KA4YeCTBO M 6&30MacHOCTb XU3HW. Cpean HUX — CBETO-

doTo: MakcuMm Monos., NBY «AreHTCTBO MHHOBALWM MOCKBbI»

BMOpaLMoHHaga crcteMa «BrnbpaToH», NpedHa3HadeHHada ansa
CBOEBPEMEHHOro onoBeLleHna cnabocnbillallyx noaen oo
M3MEHEeHWAX OoMallHel OBCTaHOBKU: OBUMMKEHME, CBET, ObiM,
Tenno, BoAa, 3ByK.

CBOW Pa3paboTKM ANa 3alLUMTbI Cyxa NPe3eHTOBaNno 1 KoH-
CTpyKTOpCKOoe 6topo «[Mprbomy». TexHudeckme 1 GyHKLKO-
HaNbHbIE XapPaKTEPUCTUKK FapPHUTYP CBA3U, HaYLLHWKOB C aK-
TVBHbBIM LLYMOTOAAB/IEHMEM YXKe yCrenn OUeHWTb BOEHHble
¥ npeacTtaBuTenn cneucnyo6. Msnenua Kb «Mpunbo» BHeCeHb!
B PeecTp mpoMbllLneHHOM MPOAYKLUMIK, MPOM3BEAEHHOM Ha
Tepputopumn Poccumcrkom Gegepaunm.
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AHTOH MAYAJIOB,

[OKTOP MeOMLIMHCKUX HayK, OLEHT, pyKoBogUTE b
Hay4YHO-K/TMHUYECKOro oTaena ayauonorm, CryxornpoTesnpoBaHmns
1 cnyxopedeBol peabunutaumm Orey HMULO OMBA Poccun.

eHcopHasa crucTemMa — 4YacTb HEPBHOW CUCTEMBbI, OTBeYatollas 3a BOC-

npuatue. MpK 3TOM BaXKHEMWUMKM ONA coumanmMsaumm 4denoseka

BMOAMM YYBCTBUTENbHOCTU ABNAIOTCA CyXOBaa W 3puTenbHas. Ha-
pylleHMe crnyxa y OeTel, B OTNr4YMe OT B3POC/blX, BEAET K 3a[epyKKe pedyeBoro
M NCUXOUHTENNEeKTyanbHoro passutmna. Cpean nuu B Bo3pacTe cTaplle 45 ner,
Mo pPa3HbIM OUEHKaM M KMCCnegoBaHMAM, PAacnpPOCTPaHEHHOCTb BblpaXeHHblX
HapyLIEeHWIN 3peHMa COCTaBNaeT 4,8%, HapyLLeHUI Ccnyxa, 3aTpyaHAoLWMX 06-
ueHwve,— 7,6%, a codeTaHHYy MaToNorMio Cyxa 1 3peHus, KoTopasa orpaHmnym-
BaeT KOMMYHMUKaLUIO Yenoseka, nMeeT 19% HaceneHud. Cnenyet OTMETUTD, YTO
PacnpPOCTPaHEHHOCTb KaXKA0ro CEHCOPHOIO HapyLLUEeHMA C BO3PacTOM YenoBeka

yBenm4mBaeTCcH.

PykoBoguTtenem kadeppbl ctaHeT AHTOH Ma4anoB, JOKTOP MeaMLUMHCKUX
HayK, OOLEHT, Ha4albHUK HAy4YHO-KITMHMYECKOIro oTae1a ayamoormm, Cyxonpo-
Te3UpPOoBaHUA N criyxopedeBon peabunutaumum Orey HMULO OMBA Poccuu.
OCHOBHbIMU HanMpaBNeHMaMK MpodeccroHanbHOM AeaTeNlbHOCTM AHTOHa Mava-

10Ba BCerga 6bINN acneKThbl pea6|/|n|/|Ta|_|,|/|v1 Ly, C CeEHCOPHbIMM HapyLlleHUAMN.

Ternepb e COBCTBEHHbIE 3HAHMA U HAaKOMMEHHbI OMbIT KOMNIEKTUBA HAay4YHO-
KNMHWUYECKOro oTaena ayauonoruu, CrnyxonpoTe3npoBaHna U CriyxopedeBoi
peabunuTaumu LLeHTpa NpeacTonT TUPaXKMpPoBaTb U peann3oBaTth B NpaKTuye-
cKkol paborTe.

Ba)XHbIM acrneKkToM pa6oTbl Kadeapbl CTaHET U MOArOTOBKa HOBOW KaTe-
ropum crneumanmncToB ANs oTe4YeCTBEHHOMN CYypAONOrMU — CypaoaKyCTUKOB
(cneunanucT B 0ob6nacTM CNyxompoTe3npoBaHUsa). HamoOMHUM, 4YTO C CeHTa-
6ps 2023

cneunanbHOCTb BBOANTCH B HOBYHO HOMEHK/AaTypy MeONUNHCKNX OOMKHOCTEN.

ropa lNpukazom MuH3gpasa Poccunm ot 02.05.2023 N205H gaHHasa

B nepBylo ovepenb, 3T0 06YCOBNEHO HEOBXOOAMMOCTbIO CHU3UTb KafapoBblIi
0ednUnT No NPOodUMI «CypPOONTOrMA-OTOPUHONAPMHIONOrUA», COXPaHUTb 1 NO-
BbICUTb KauyecTBO CleLnanm3npoBaHHON MeANUMHCKOM MOMOLWM NTNLAM C Ha-
pyLUIEHUEMM Cnyxa.

— MoTpe6HoCTb B cO3AAHUN OTAE/IbHOMN Kageapbl Ha3pesa AABHO, — CYu-
TaeT AHTOH MauyanoB. — Mbl MOHMMAEM, YTO HAPYLUEHUE C/IYXOBOIro BOCMPUS-
TN — npo6sieMa, ¢ KOTopPo¥ JOBOJIbHO C/I0OXKHO BECTHU HOPMA/1bHbINA, AKTUBHbIN
06pa3 U3HN. A KaAPOBbIY AedULNT B Cypaos1orum, oco6eHHO B permoHax, co-
XPAHSAETCSA U HEe MO3BOJISIET B MO/IHOM MepPe OKA3bIBATb HEO6XOAUMYIO MOMOLLb
naymeHTam. Kageapa TexHosornii peabunintaumm CeHCOPHbIX HAPYLUEeHUHA
6yaeT 3aHUMATbCS MPOPECCUOHANIbHOKN MepPenoaroToBKOM U MOBbILLUEeHNEM
KBANGUKALMM CNeLnaancToB B 06/1aCTU C/TyXOrNpoTe3NUPOBAHMS, B TOM YMUC/1e
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Tex, KTO NMpoBOAUT AYAMNO/IOMMYECKNIA
CKPUHUHI HOBOPOXAEHHbIX U AeTei
nepBoro rogd »w3Hu. Kpome ToOro,
6yner oOpraHM3oBAHA MOA4roTOBKA
cpefHero v BbiCLUEro MeauLUMHCKOro
nepcoHasnia Ana CcypAosIOrn4eckKmx
Ka6MHEeTOB M LEeHTPOB HALUEeh CTpa-
Hbl, roBbllUeHWe KBanuduxkaymm
crneuunanncTos, paboTarLmx B o6/1a-
CTU AUArHOCTUKN W peabuantTaumm
JINL, C CEHCOPHbIMUN HAPYLUEHUAMMN, —
noacHWN Maydanos.

Cnywartenamum Kadenpbl MOMyT CTaTb
BpauyM Cypaoniorn, OTOPUHOMAPWHIO-
N0TW, CypPOoaKyCTUKK, peabunmTtonory,
odTanbMonory, Bpadn GyHKUMOHaNb-
HOWM AMarHOCTUKKM, HEBPOMOrM, Heo-
HaTonoru, Bpadn obuien BpadyebHoM
NpPaKTUKK (cemMenHaa MeguumHa), no-
ronefbl, AedekTonory, cypooneaaroru,
onurodpeHonenaroru, HeMpPoONCcUxono-
v, MeQULMHCKUE (KMUHWYECKME) ncu-
XONOoru, a Takke cpefHUn MeguunH-

CKWM NepcoHan.

Onga paclwmpeHus HaydyHou neq-
TeNbHOCTM Kadedpa naHMPYyeT co-
TPYAHMYECTBO CO cheunanmncTamu
OPYTUX MeAMUMHCKUX YUpeXkOoeHWn,
OpPAMHATYP.
BaXHbIM 3neMeHTOM paboThbl

CTyOeHTaMu BY30B MU
cTa-
HeT U B3auMMoOOeMNCcTBMEe C opraHamu
nMpakTU4YecKoro  34paBooxpaHeHud,
B TOM 4yuMCre MexaUCLUUMIMHapHoe
COTPYAHWNYECTBO (MUHKCTEPCTBO
npocselleHns, MUHUCTEPCTBO HayKu
M Bbicllero obpasoBaHWga, Poccui-
ckad akagemmsa obpasoBaHMdg, MUHK-
CTEPCTBO MPOMbILLMEHHOCTU U TOP-

roBNv v op.). o)
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AssistiveTech:

6e3rpaHUYHbIC BO3MOXXHOCTM
M MOLWHbIX NOTEeHUManN



MI/I,OOBOI;I PbIHOK ACCUCTUBHbIX TEXHO/IOMrNK Mef-

J1IEHHO, HO CTA6U/IbHO PAcCTeT. O)xkugaercs, 4To C

2022 roga ero o6bem 6yaeTt yBeam4mBATHCS HA 6,6%

exxerogHo u coctaBut $43,5 mapa K 2028 rogy. On-

HQKO M13-3Q HM3KOWM M/1ATEXXECTOCOBHOCTM 60/IbLLUEN

yacTuy LeseBou ayanTopunm 314 OTPAC/Ib OCTAETCH

KOMMep4YeCKn Heﬂ,OMB/'IeKOTeﬂbHOIZ. B Poccuu ke

1 BOBCe rnoreHuunasibHble rosib3oBAartesin He 0CO3-

HArT HOT,Oe6HOCTb B QCCUCTUBHbIX MNPOoAYyKTAX U1

Bbl6M,OOfOT rMpocCTble TPAANLNOHHbIE pelleHVH.

30‘-/0(:73/}0 J1I04u rNpoOCTO He 3HAKT O CyLLeCcTBOBA-

HUN TEXHOJ/TOM MU, KOTOpble MOTITin 6bl coenaTb Mx

YKU3Hb 6onee ynobHou 1 6e3zornacHom. Ytobbl pas-

BeH4YATb MI/I(bbl n n,oeay6e)+<aeHM57, CBA3dHHbIE

C PbIHKOM QCCUCTUBHbIX TexHos1orum B Poccuu,

aQ TaKXKe 06beauMHMTb HQ OAHOWM M/10LLQAKE BCEX TEX,

OT KOI'o B KOHe4YHOM c4yeTe 3aBUNCUT yCriex 1 pAa3BU-

TUe oTPAc/IM, B MockBe rnpoLles popyM ACCUCTUB-

HbIX TEXHOIOrMK «fopoa 6€3rpAHMYHbBIX BO3MOXKHO-

creunr. [NoceTmB mepornpusatme, Surdolnfo genntcsa

MHTEepPEeCHbIMM GAKTAMM 06 OCOBEHHOCTAX PbIHKQ,

rMnepcrieKTnBAxX POCTA, BO3SMOXXHOCTHEX O/14 6usHeca

u 1roden, Ybko XXU3Hb MOryT NSMEeHUTb K JiydLLUeMYy

CoBpeMeHHbIe TEXHO/TIOMMH.

acTo, MAga Ha togen C Tak
Ha3blBaeMbIMK  «OrpPaHU-

UEHHbIMUN BO3MOXHOCTAMM
300POBBA», YAMBAACLLILCA UX YKN3HESIO-
6uto, Bose, CTpeMneHuo MobbiM Cro-
coboM MpeodoneTb 3T caMble orpaHu-
deHua. My MHOTUX 3TO AeMCTBUTENbHO
nony4aeTcd, B TOM 4ducre bnarogaps co-
BPEeMEeHHbIM TEXHWYECKMM CcpeacTBam
peabunutaumn. Jlerkme MaHeBpeHHble
MHBaNWOHble KOMACKW, aKTWBHbIE MpPO-
Te3bl KOHEYHOCTEM, SK30CKENETbl, HENPO-
MIMMAaHTbl A4/19 BOCCTaHOBIEHWS 3peHmnd,

LUMdpOoBbIe CNyxOBble annapaThbl, — 3TV U
Apyrme NpoayKTbl 1 YCyry, MoBblato-
LME KaYeCTBO XKU3HU ntogen ¢ OB3, Bxo-
OAT B OTPAC/b aCCUCTUBHbBIX TEXHOMOMMN.
Ha cerogHaLHMIA OeHb OOCTYMHbIN 06b-
eM pblHKa AssistiveTech B Poccum oueHm-
BaeTca B 1937 Mnpa pybnem, 4to cocTas-
ngeT YyTb 6onee 20% noTeHLUManbHOro
ob6bema. Takme daHHble MpPYBOOAT 3KC-
nepTbl «AreHTCTBa MHHOBaL MM MOCKBbI».
B 2023 rogy oHW nposenu mMacwTtabHoe
1ccnenoBaHne, B KOTOPOM 0603HauYMAN
OCOBEHHOCTU U MepcrneKkTUBHble Ha-
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AssistiveTech
(accucTmBHbIE TeXHONOrMM) —
TexXHonorn4yeckue NpoayKrbl
M cepBUCHI AN UCNpaBfieHnsa
$YHKUMOHAaNbHbIX HAapPYLUEHUMN,
a TaKKe Ang agantaumu

n popMupoBaHusa
ABTOHOMHOCTMU nioaen

C OorpaHUYeHHbIMU
BO3MOYXHOCTAAMW 30,0pPOBbA
(OB3).

npaBneHnd ona pasBUTUA OTPac/ I aCC-
CTUBHbIX TEXHOMOMMI.

K cnoBy, MockBy cerogHa Ha3blBa-
0T Hambonee pPa3BUTOM TeppUTOPUEN
HalleW CTpaHbl C TOYKU 3pPeHUa [o-
CTYMHOCTV TOPOOCKOW UHDPaCTPyKTy-
pbl. HecnyyamHo, UMeHHO B CToNuLE B
KOHLLe aBrycrta B paMkax MOCKOBCKOIo
yp6aHuncTuYeckoro popymMa cocTossice
UeTblpexgHeBHbIM  decTnBanb «lfopon
6e3rpaHNYHbIX BO3MOXHOCTEM». Me-
ponpuatue npowno B LleHTpe accu-
CTUBHbIX TexHomormm «MeHUKC», pac-
MONOYXeHHOM B MnaBwWiboHe N2 37 Ha
Tepputopum BOAHX.

dopyM cobpan Ha ooHOW MNnoLlaake
BeOyLLUMX U HaYMHaKLWMX MPOU3BOAM-
Tenen B cdepe acCUCTUBHbBIX TEXHOMO-
M, npencraButenen  depepanbHbIX
N ropoAcKkmx opraHoB Bnactu, HKO, a
TaKXKe HeMoCpenCcTBEHHbIX Mosb3oBaTe-
nen 1N KMbaTneToB-crnopTCMeHoB. Bbino
npencraeneHo 6Gonee 50 HoBenwux
POCCUNCKMX pa3paboToK Ana nogen ¢
OrpaHUYEHHbBIMU BO3MOXHOCTAMU 300-
pPOBbSl, B TOM YMClie HEMPOUMIMIAHT Anga
BOCCTAHOB/IEHUA 3peHuda, TrMapaBu-
YECKUM KOMEHHbIN MOAy b, 9K30CKeneT
ona  peabunutaumun, UHTEepaKTVBHada
naHenb ONa WMHKMIO3UBHOMO 0bpa3oBa-
HUS, YHUKanbHaa 6GeroBasi AOPOXKKA C
CUHXPOHM3auMen 6eroBoro MnosotTHa ¢
Larom nauueHTa m TexHonormemn 6uo-
noruyeckom obpaTHoWM cCBA3U. B Kade-

CTB€ 3KCINOHEHTOB B BbICTaBKe MPUHANN
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yyacTre 1 POCCUINCKME MPOU3BOAUTENM
CNyXOBbIX arnapaToB W APYryX NPOoayK-
TOB, MOMOrALLMX NOAAM C HapyLUEeHU-
AMW Cnyxa MOBbICUTb KayecTBO U 6e30-
MACHOCTb YXU3HM.

Yno6Ho anga Bcex
[enoBaa nporpamMma MeponpuaTua
CTapToBalla C OTKpPbIBaloLWEeN ceccum
C y4yacTMeM npaBuUTenbCcTBa MOCKBbI
«fopon 6e3 orpaHudyeHum». [LocTyn-
Hag ropofAckasa cpefa crana opHoM
M3 rMaBHbIX TeM Bcero ¢opyma. O Hem
roBOPUMM N KakK O HeobxooMMOM yc-
NOBUU OBYCTPOMCTBA ropoaoB, U Kak
O Ba)XHOW cocTaBndwolen KoMpopT-
HOM K1 6Ge30MacHOM XM3HW TopOoXKaH
noboro Bo3spacTa. «[JoCTaTouyHO B3ATb
caMokKaT M mpoexaTb Mo ynmuaMm, 4to-
6bl MOHATL, KaKMe MecTa OOCTYMHbl A4
nogen ¢ OB3, a KakMe HeT», — OenunT-
ca HabnogeHneM Mnba MoOpKOBCKUM,
nMnNoT-ucnbiTatens W Gnorep. Mpu
STOM OH [enaeT BaXHOoe 3aMedaHue:
[OCTyNMHaa cpefa Hy)XHa He TOMbKO
TeM, KTO UMEET Te UMM MHble OrpaHuye-
HWA MO 340POBbLIO, HO M BCEM MOASAM,
ocobeHHO B onpeneneHHble nepuoabl

18

YKU3HU. «[eBYLIKM He obpallatoT BHU-
MaHua Ha 6opalpbl U CTyneHbKK A0
Tex Mop, Noka He CTaHOBATCA MaMaMu
M He BbIXOAAT Ha YyNULbl C KOMACKaMK,
OKa3blBaACb B OQHOM paAdy C MasioMo-
6UNbHBIMU rpaXkaaHamMu. Ja v Bce Mbl
PaHO UM NO34HO MOCTapeeM, — KOH-
cTaTMpyeT MOPKOBCKMM, — HO OT 3TO-
ro Mbl He MepecTaHeM Mofb30BaTbCH
ycnyramm, Bpsg, M KTO-TO Tak MpoCTo
3ax04eT OTKa3aTbCA OT MPMUBbLIYHbIX Be-
Ler: noxoda B TOProBbln LEeHTP, rnoce-
LEeHNA KMHO M TeaTpoB, MPOrynokK u1 3a-
HATUIM criopToM». [O3TOMY yrKe cendac,

yBepeH MOPKOBCKMM, Heob6xoamMo
3a4yMaTbCa Hah TeM, B KakUX ropopax
BYyAEM XKUTb Mbl U criefdytoLine noxkone-

HN4, Bedb y,D,O6HO OOSHKHO ObITb BCEM.

Nlony6oi1 okeaH
BO3MOYXHOCTEM

Hapagy c obcy)kgeHneM KoMPopTHOM
ropoackoM cpefbl 6o0nblloe BHUMa-
HWe 3KCMepTbl U y4acTHUKU dopyMa
YOENUNU aHanm3y PblHKa acCUCTUB-
HblX TexHomormm B Poccum: o6o3Ha-

YN TOYKKM POCTa KN MNepcCrnekKTUBbl,
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Mo paHHbIM 2021 roga, pbIHOK aCCUCTUBHbIX TEXHONIOMUM B Poccumn ocBoeH Ha 20%, MeHblLe BCEero B CerMeHTe
crlyxa U KOFTHUTUBHbIX HapyLleHW. [lona uMnopTa B AOCTYNHOM o6beMe pbiHKa COCTaBMAET TPU YEeTBEPTHU.

TepMUHbI
un onpepenexHua*

O6wunn o6bLemM
pbiHKa (TAM)

O6beM PO3HUYHbIX MPOoAax
aCCUCTUBHbIX TEXHONOMMA
BCEM MNOTEHLMaNbHbIM

nonb3oBaTeNnam.

JocTynHbIN 06beM

O6beM pbiHKa
AssistiveTech
B Poccumn

837,1
Mnpa py6.
O6Lwmnii 06bEM pbiHKa

(TAM)

193,7

392,89

O6beM U OCBOEHHOCTb PbIHKa
rno cerMeHTam 2021, mnpa py6. n %
B COOTBETCTBYIOLLEM cerMeHTe

227,96
163,63

52,63
50,9% 6,9% 8,1%

Mo6unbHocTb

KorHutmsHble
HapyLeHus

3peHue Cnyx

pbiHKa (SAM) Mnpa pye6.
O6bEM PO3HUYHbIX MPOAAX JocTynHbIM Jona nMnopTa B AOCTYNHOM o6beMe pbiHKa
B 2021 ro
ACCUCTUBHbIX TEXHONOTUA 06'beM prHKa ny
(SAM) 3
B8 2021 roay :
Tewyuian e
OCBOEHHOCTb pblHKa
OTHoWweHne o6bema 23’1% 70% Mo6unbHocTs
[OCTYNHOMO PhiHKa Tekyulan [ona nMmnopTa
OCBOEHHOCTb B OOCTYNMHOM obbeme H
KorHutueHble HapyweHua | H.AO.
K obLLemy. pPblHKa pPblHKa :

paccMoTpenn BO3IMOXHbIE Mepbl Mof-
OEPXKKN.

Tak, B HacTosilLlee BpeMs OKOMo
TpeTn HaceneHusa Poccuun aBnakoTca
noTeHuManbHbIMm nonb3oBaTenaMm
ACCUCTUBHbIX MPOAYKTOB. DKCMepThl OLle-
HWMW LieneByto ayomToputo AssistiveTech
B Poccuun B 49,3 MNH yenosek, U3 HUX
34% NpuxoauTCa Ha Noaen ¢ HapyLleHu-
amMu 3peHnd, 26% — MobunbHoOCTH, 22%
— cnyxa v 17% — KOrHUTUBHbLIMU Hapy-
LIEHUAMWN.

Mpn 3TOM OCBOEHa TOMbKO MATas
4aCTb POCCUIMCKOIO pbliHKa AssistiveTech.
VIMMOPTHblE TOBapbl 3aHUMAIOT B HEM
MoYTWN TPU YeTBepTN obbeMa. O4YeBUOHO,
4YTO MOTeHUMan ANng UMnopro3amelle-
HWA U Pa3BUTUSA POCCUIMCKIMX MPOAYKTOB
ceMyac BennK Kak H1Korga.

TaTbsiHa JTapmoHoOBa, pyKoBOAUTENb
LleHTpa accncTmBHbIX TexHonormm «Pe-
HUKC», yBEPEHa, 4To y oTpaciu 6onbluoe
Oynyllee, NpaBaa, Noka ee pas3BuUTUeE
TOPMO3UT pan dakTopoB. K ToMy ke
NO-MPeXHeMy BOKPYI UHBaNMOHOCTU,
oTaenbHbIX  GYHKUMOHAaNbHbIX  Hapy-
weHunm 1 gaxe TCP cyllecTtByeT obLle-
CTBEHHaa cTturMa. Jlrogum oTTarveBatoT
noaTBepPXaeHMe UHBaNMOHOCTU U
nokynky TCP, Tak kak 6oaTtca ocy»ae-
HUS, HEe XOTAT MpuHagnexxaTb K 3Tom
coumanbHom rpynne. Bpauun »e, B CBOO
oyepenb, HepeOKo OTTArMBaloT Ha3Ha-
YeHMEe aCCUCTUBHbIX MPOOYKTOB, CUMUTas,
YTO UX paHHEe MCMNOMb30BaHME YCUMU-
BaeT GyHKLUMOHANbHOE HapyLIeHMe.

Meykay TeM NnoTpebuTenn accucTmBa-
HbIX TEXHOMOMMM — 3TO HEe TOJNIbKO Te,

Y KOro eCtb «p0O30Bad CrpaBKa», NMNodcC-

HaeT JTapmroHoBa. «<Ha camMoM fene, 370
BCe tOAW, KOTopble Mornu 6bl mony-
YMTb HOBOE KauyecCTBO YXM3HW, UCMOMb-
3ya Ty WAWM UHYR TexHonoruio: 6ydb
TO MPOTE3, OPTE3, OUYKMU WU CIYXOBOMN
annapaT. M 4ng HUX Hy)XHO co34aThb ycC-
NOBUS, MPU KOTOPbIX OHW MO Gbl Bbl-
OMpaTb NPOAYKTbI, MOBbILIATb Ka4ecTBO
CBOEW YXN3HWU», — cYMTaeT TaTbaHa J1a-
pUoHOBa.

Muccua BO3rnaBngaeMoro eto LeHTpa
«DeHUKe» B POpMUPOBaHUM CcoobLLe-
CcTBa pa3paboTyMKOB M MpousBoauUTe-
Nel aCCUCTMBHbIX TEXHOMOrmni, 3Ha-
KOMCTBO FOpOXaH C OOCTUMXEHUAMKN W
HOBbIMW pa3paboTkamMu B 3ToN cohepe.
[nqa a1oro HeobxodnMa cuHeprmus 6ms-
Heca, Nonb3oBaTenen, NPodUIbHbLIX roc-
CTPYKTYP, COLMAnbHbIX N MeAMUMHCKUX
YUPEXKOEHUN.
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KYNbTYPY NOTPEBJIEHUA
ACCUCTUBHDLIX NPOAYKTOB
Hado co3dasamb

¥ TatbaHa JIAPUOHOBA,
U,eHTp ACCUCTUBHDBIX TEXHONOTNIN «DEeHNKT»

Ha Haw B3rngg, cyllectByeT He-
CKOMbKO 6apbepoB, KOTOPble TOPMO3AT
pa3BUTME PbIHKa aCCUCTUBHbIX TEXHO-
norum B Poccnn. OgnH U3 HUX — Hedo-
CTaTo4YHasa Pa3BUTOCTb KOMMeEpPYECKUX
KaHanoB peanm3aunm BblICOKOTEXHO-

20

NOMUYHbBIX ACCUCTUBHbBIX MPOAYKTOB.
B 3Ton oTpacnu odeHb 4acTo npea-
NPUHUMaTENUN — 3TO «MeAULMHCKME»
1 HebusHecosble nogn. OHU NPOCTO
nenatoT cBoé peno. HeT gpanBepoB
Pa3BUTUA: IIOLAWN YaCTO He CcTaBaT cebe
dWHaHCOBbIE Lenun. A xo4eTcs, 4ToObl
nosiBMAacb UMeHHO aMBULINA OCBOUTD
PbIHOK.

BTopoe orpaHuyeHme, Kak MHe Ka-
yKeTcs, — 2TO rocsakas. Kak cei4ac
UacTo MPOUCXOAUT: €CTb NpeanpPuH-
MaTenb, OH MPUXOOMUT U NPOCUT AeHer
Ha cTapT; NoToM — Ha o6opynoBaHue,
uTOobBbl HayaTb CepUnHOe MPOoM3BOa-
CTBO; MOTOM TMPOCUT roC3akas Ha Ty

LUTYKY, KOTOPYtO OH Npounssesn. Bonpoc:
a KOMY OHa BoobLe 6bifia Hy)KHa? KTo
MpoBepUST ee >XMU3HecnocobHOCTL?
A oymMato, cMcteMa rocsakasa orpaHu-
UMBaAET CO3aHMNe KOHKYPEHTHbIX Mpo-
OYKTOB.

B HOpManbHOWM 3KOHOMMYECKOMN
TEOPUMN eCTb PbIHOYHbIA MEexXaHU3M:
Cnpoc, NpeanoXeHue, KOHKypeHLuus,
LleHa, LeHHOCTb. Korga Mbl rOBOPUM
O roc3akyrnke TexXHUYeCKUX cpencTs
peabunutaumm, 3TOT MEexXaHU3M Mpo-
CTO He paboTaeT. Tbl MO)ellb Mpo-
M3BECTU BCE YTO YrogHo, U, eciv OHOo
BXOAUT B PocpeecTp, ero 3abepyT 3a
OEeHbrM, Hafo TOMbKO 3HaTb, Kak Tyada



rnonacTb. 9TO He CMocobCTBYET co3aa-
HWIO KMaCCHbIX ragyeToB. A ecnu Tbl
XOouellb CBOM MPpOoAyKT mponaTb, YTo-
Obl YenoBeK MpULLEen W Ha Bcel non-
Ke npennoxeHMn Bblbpan WMMEHHO
TBOE&, 3annaTu 3a 3TO AeHbIM, TO Hago
cOenaTtb KAACCHbIM MPOOYKT C TOYUKM
3peHus dyHKLMOHana. Yenoseky OH
[OMKeH TMOHPaBUTbCH, OH  [OOSXKEH
MPWHOCUTb MOMb3y, 3a HEro OOSMKHbI
OblTb FrOTOBbI 3aMNNaTUTb AEHbIU. A ce-
rOAHA 3a4acTylo MPOU3BOOAUTENU He
CTpeMaTca mpopaTb CBOW MPOAYKTHI,
OHU CTPEMATCA UX BblaaTb, TO €CTb MO-
MacTb B rOC3aKyrKM.

A He roBopto O TOM, YTO roc3akasa
He OO/MKHO BbiTb coBceM. OH OOMKeH
OoCTaTbCs, KaK U KOMMeHcauun, cep-
TUdUKaTbl, ecnu oHu BynyT paboTaTb
TakK, Kak Obly 3adyMaHbl, HO TOT >ke
caMblil MPOOYKT OOMKEH HaxoOuTbca
1 B KOMMEPUYECKOM PbIHKE, YTOObI €ro
BbIGMpPanu, 4Tobbl OH KOHKYpPWpPOBarn
C ApYrMMKM npousBoauTeNndaMU. Tor-
[a KauyecTBO NpoayKTa bynoeT pacTu, a
LleHa nagaTb. MNMonb3oBaTenb NONyYUT
MPUPOCT KauyecTBa U3AENNUA N CHUMXKe-
HWe LLeHbl 33 CYET KOHKYPEHLMK, NPo-
naBel, — pacwupeHue cbbiTa.

He Hy»KHO 604Tbcq, YTO Monb3oBaTe-
e He XBaTUT Ha BCcex. Ha caMoM ferne,
ACCUCTUBHbBIE TEXHOMOTMU HYXKHbI Ka-
YKAOMY U3 Hac. BO3MOXHO, 3TO MOKaxKeT-
CA HEABHbIM, HO B ornpeaeneHHOM BO3-
pacTe Kaykabl U3 Hac ByaeT BbiHy)>KAeH
MOMb30BaTbCA YEM-TO M3 3TOM chepbl.

A cumTato, UTO celyac Ha pPbiHKe
B CEMMEHTe Cryxa BCe LOCTAaTOYHO XO-
pOLLO, MOTOMY YTO €CTb PO3HUYHbIE
LLeHTPbI, KOTOPble MPEeKPacHO pPa3Bu-
Tbl. VI Mbl BUOUM 06BbEM NMPOAaX, KOTO-
PbIl COOTBETCTBYET PbIHKY.

Tak >e HeobxooMMO pa3BMBaTb
N PO3HMYHbIE TOUKM MPOAAXK acCCU-
CTUBHbIX TEXHOMOTUM: MarasuH onTu-
KW, PAOOM MarasmH cryxa, KOMACOK,
SK30CKeneToB W Tak pnanee. YTobbl
JIIOAM 3HaANM, YTO TaKMe NPOOYKTbl Cy-
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LecTBytoT, 60aTbCca He Hado. KynbTypy
notpebreHnsa acCUCTUBHBIX MPOOYK-
TOB Hafo co3faBaTb. HWKTO, Kpome
Hac, 3Toro He cenaer.

Ecnu roBopuTb 0 Mepax Mofadep-
KW, TO OOAHUM U3 OENCTBEHHbIX peLle-

HWUI, Ha Mol B3rnad, 6610 Obl yNpPo-
LeHne npouenypbl BbIXoda Ha PbIHOK
HOBbIX MPOAOYKTOB. B HacTodllee Bpe-
Ma ecTb 6onblumMe npobrnemMbl ¢ Mpo-
LLeCCOM perucTpaumm MeamLnHCKUX
M3Oenun, ¢ MnonyyeHnem JnLEeH3NU
Ha PO3HMYHbIE LLeHTPbl MpoTe3npoBa-

HUA. Hy>KHO cosfaBaTb B ropofax ao-
CTyMHble LeHTPbl cepTUdUKaumm. 3To
MOMOXET Mnoaaep)KaTb NponsBoauTe-
N4, OH He ByneT 604TbCA BbiMycKaTb
HOBble MpoayKTbl. [pW 3TOM cucTe-
Ma KOHTPONA KayecTBa A0/HKHa 6biTb
npocTas U NOHATHaaA BCEM. o)

B cerMmeHTe «Cnyx» 6onblle BCero Npo3BoauTesie CypaoTeXHUKU, CIIyXOBbIX arnnapaToB U CUCTEM
HaBUraumm n MHGopMUpoBaHUA. BbipyUyka NpousBoauUTenein HoOBEMLLUX TEXHONTOMUIN eXXeroqHO COKpalUanach,
B OT/IUYME OT NPOU3BOAUTENEN TPAAULIMOHHbIX. B 06L1ei CTPYKType BbipyYKU Ha HOBeMLLINE TEXHOMOrnm

npuxoanTcd NpuMepHO TpeTb.

20 13,3...

MpousBoauTteneu CpeaHumn

B Poccun Bo3pacT
30 3,6
KoMnaHui MnpA py6.
paspabaTbiBaloT O6beM BbIPYUKH
MpoAyKTbl Ha OcCHOBe B 2021 rogy

HOBEWMLUMX TeXHONOrnmn

COBOKYMHbIV CpeAHerogoBon Temn
pocTa Bbipy4ku B 2017-2021 rogax

-45. +5.

Pa3spaboTumkn Pa3paboTumku
HOBeMLWMnX TPaAULIMOHHDbIX
TexHonrnm TexHonrmm

CTpyKTypa cerMeHTa no Tunam npoaykKToB, %

He paBHO 100%, T.K. KOMMaHWK MOTYT pa3pabaTbliBaTb HECKOMNbKO PasHbIX TMMOB MPOAYKTOB

KonuyectBo KOMNaHuUn

CyppooTexHuka 40%

CnyxoBble annapaTbl 35%

CucTeMbl HaBuraunm

0,
M MHGOPMUPOBaHMA 25%

WHkNo3vBHaa cpeda ansa obyyeHus 20%

CucTeMbl NepeBoAa KeCTOBOro A3blka 15%

AccuUcTUBHbIe cpeacTBa o
ANS 3aHUATMA CNOPTOM W gocyra 10%

MHKMI031BHan cpeaa Ans paboTe

MMnnaHTbl

doTo: MakcuMm Monos., N'BY «AreHTCTBO MHHOBALWM MOCKBbI»
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Bbipy4ka 2021

| 0,1%
| 0,5%
I 1%

H. O.
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CJTYXOBDIE AINMAPATDI
C BECINPOBOOHDbIM
YNPABJIEHUEM

BecnpoBogHoe ynpaBneHue
onsa yctpomcte Android un IOS.

@ BuHaypanbHass CUHXpPOHU3auus
OCHOBHbIX GYHKLMWM annaparTa.

MNepenava NOTOKOBOro ayaumo.

X info@aurica.ru Q 47 (4872) 73-08-08 aurica.ru



SURDOINFO | TexHonoruum

24



Ne2(19) | 2023

25



MEOAUKO-TEHETUYECKAH4
CNY)XBA POCCUM:

K./1104eable haKmbl u3 nepebix ycm




Ceprevi BopoHUH.

— C 4yero HaA4asiocb CTAHOBJ/E-
HUe MegMUKO-reHeTU4eCKOM CITYX6bI
B HALIeHr cTpaHe?

— McTopuyeckunm ona opraHmsaumm
MeOWKO-reHETUYECKMX KOHCYNbTaumm
B Poccuum ctan npukas M3 CCCP ot
30 mapTa 1967 roga N2 261 «O6 obpa3zo-
BaHMM OMbITHbIX MEAMKO-TEHETNYECKMX
oTAeneHunn B ropogax Mockse U J1eHUH-
rpage». CneaytoLlen BaXKHeMLLEW BEXOM
CTaHOBNEHMSA CNYy>KObl MOYKHO Ha3BaTb
6 HOA6PA 1969 roga, Koraa Bbilen MNpu-
Ka3 MUHUCTPa 30paBooxpaHeHng CCCP
B.B. MNeTposckoro «O6 opraHmMsaumm
KOHCYNbTaTUBHbIX KabMHETOB Mo Me-
OVNUMHCKOW reHeTrke B pecnybnmkax,
KpaeBblx, 06nacTHbIX 6onbHMUax». OH
npenycMmaTpusan cosgaHue 20 KOHCY b-
TaTVBHbIX KABMHETOB, KOTOPbIE U CTanm
OCHOBOW ON19 MeOWKO-FreHETNYECKOM
cny>kBbl CTpaHbl. TakM 06pasom, Me-
OVKO-reHeTn4eckow cny>kbe Poccum
B cnefytoulemM roay ncrnonHaerca 55 ner,
M B ee CO3aHUM 1 COBEPLLEHCTBOBaHMM
aKTUBHOE y4YacTMe NMpUHMManu cneyma-

B creyrollem rony MenqmKo-reHeTn4eCcKkas
cry»kb6a Poccui otmeTuT 55-netme. Bece atu
rogbl 304a4er crneymaancToB 6bi/10 U3y4Ye-
HuWe BOrNpOCOB, CBA3AHHbIX C HOC/1ECTBEH-
HbIM 3060/1€BAHUAMU, ANATHOCTMKA reHe-
TUYECKNX HAPYLLIEHWI 11 KOHCY/IbTUPOBAHME
MALMeHTORB MO BCeW CTpaHe. YTo cerogHs
n3 cebs npencrtaBisgeT MeguKo-reHeTm4ye-
CcKas cny»xkba Poccuim, Kakne 34041 peLua-
eT, 1 4TO XKAeT ee B byayuiem? Ha BOrpochl
Surdolnfo otBeyaeT rmnaBHbIv Bpad OIBEHY
«MenunKo-reHeTMYeCcKMm HayYHbl LIeHTP
nMeHu akagemMuka H. ['l. boYykoBa»

ANCTbl IHCTUTYTa MeaMLMHCKON reHeTu-
KW, KOTOPbIV cenyac HasbiBaeTcsts OIEHY
«MeMKO-reHeTUYECKMIN HayUHbIV LLeHTP
MMeHW akageMmka H.T1. boukoBa».

— KakoBa B HacrTosiujee BpeMs

CTPYKTYpd
C/IY)X6bl, KAKWe crneynasancTbl B Hee

MeAMNKO-reHeTu4YeCcKom

BxoasaT?

— B Hawu AHM chopMmnpoBaHa
TpexypoBHeBaa cMcTeMa okasaHug
MEeLMKO-TeHETUYECKOW MoMoLLK. Mep-
Bbll YPOBEHb — 3TO peruoHasnbHbie
MeOUMKO-reHeTMYeCKMe KOHCYbTaLmm,
KOTOpble MPeacTaBnAT co6oM NMpuem
Bpada-reHeTmKa U LMToreHeTuyeckme
1ccnenoBaHmsa. BTopon ypoBeHb — KOH-
CyNibTaumm, B KOTOPbIE BK/TIOUYEH eLle
M HeoHaTanbHbIM CKOUHWHT Ha NATb
HacneacTBeHHbIX 3a6oneBaHni, npe-
HaTanbHbIM CKPUHWUHT BPOXOEHHOM
1 HacneacTBeHHoM naTonoruun, nabo-
paTopHad OMarHOCTVKa HEKOTOPbIX Ya-
CTbiX OpdaHHbIX 3aboneBaHnit. TpeTnin
YPOBEHb — MeXpermoHasnbHble LeH-
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Ceprevi BOPOHUH, N
rnaBHbIV Bpay OIBEHY «Meguko-
reHeTUYeCKUM HayYHbIN LeHTP
MMeHU akageMunka H.T. Boykosa»

TPbl, BbINOMHAWME AOMNONHUTENBHO
obcnenoBaHre HOBOPOXKOEHHbIX Ha 31
HacneacTBeHHOE U (MK BPOXAEHHOE)
3a6oneBaHue UM HO30MOrMYECKYIO

rpynny.

Takne LeHTpbl co3haHbl B MockBe,
KpacHogapckoM Kpae, Pecnybnuke
BawkopTocTaH, CaHkT-MNeTepbypre,
CBepponoBckow, MpKyTckon, PocTtoB-
CcKOW 06nacTax, TakxKe K TpeTbemMy YpoB-
HIO OTHOCATCA pedepeHCHble LLEeHTPb,
OOHUM M3 KOTOPbIX aBngaetca OIrbHY
«MeOounKo-reHeTU4YeCKMM HayYHbIN
LeHTp MMeHW akagemmka H. 1. bou-
KOBa». B HMX KOHCYNBTUPRYIOTCA CaMble

CerogHs nogpasgesieHUs
MeaOunKO-reHeTUYeCKoOM
cny»k6b1 Poccuvickor dege-
pauunm co3gaHbl M OKA3bI-
BQIOT MEAMLMHCKYHO I0-
MoLb noytu B 80 cyb6beKTax
Poccumn.

27



SURDOINFO | TeHeTuka

CMOXHble MauMeHTbl M MPOBOAUTCA
WMNPOKUWM CMEeKTP BblICOKOTEXHOMO-
TMYHbIX MONEKYNAPHO-TeHeTUYeCKUX,
MONeKyNsapPHO-UMTOreHeTUYEeCKNX U B1o-
XUMUNHYECKMX OMarHOCTUHYECKMX MCCNeno-
BaHuM. CeroaHsa nofpasneneHusa megm-
KO-reHeTn4eckom cny»bbl Poccuinckom
depepalln co3naHbl U OKa3blBaloT Me-
OMUMHCKYIO MOMOLLb MoYyTh B 80 cyOb-
eKTax Poccun.

— Kakune 3apgayn npusBaHa pe-
WwaTh MeAUKO-reHeTUYeCcKdsl CIIy)K-
6a? Hackonbko 3¢PeKTUBHO, HaA
BALW B3rns4, OoHA @QYHKUUOHUPYET

cerogHsa?

— OCHOBHaga Lenb nogpasneneHmim
MeOWNKO-reHeTUYeCKOoM Cny»Kbbl — 3TO
OMArHOCTVIKa U MPOGUNaKTUKa BPOXKOEH-
HOM M HacnNencTBEHHOM MaTONOrMK.
K OCHOBHbIM 3aJa4aM MOXHO OTHeCTU
MeOUKO-reHeTMYeCcKoe KOHCYNbTUPO-
BaHMe ceMel 1 BoNbHbIX C Hacnen-
CTBEHHOW U BPOXAEHHOW maTtonormen,
KNMHUYeCcKyto 1 nabopaTopHyto Ana-
FHOCTUKY HacneacTBeHHbIX 6bonesHen
C MCMOMb30BaHMEM LINMTOreHETUYECKMX,
MONEeKYNAPHO-reHETUYECKNX U BUOXM-
MUYECKMX MeTodoB obcnenoBaHma.
CneumnanmcTbl CNy»bObl PasHbIX YPOBHEWM
MPOBOAAT MAaCCOBbIM U CENEKTUBHbIN,
TO €CTb BbIGOPOYHbIN CKOUHUHT Ha Ha-
cnenctBeHHble bonesHun. Kpome Toro,
OHW BbIMOMHAIOT MpeHaTanbHbIA CKPW-

TPEXYPOBHEBAYA
CNCTEMA OKA3AHUA
MEOMKO-TEHETUYECKOW
rnomMouin
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E>xerogHo B Poccurickou
degepaunim npoBoamnTCS
60os1ee 420 000 meagunko-
reHeTU4eCKMX KOHCY/1b-
TATUBHbIX MPUEMOB Ma-
LIMEeHTOB 1 ceMel, 4To
MO3BOJIIET YCTAHOBUTH
ANArHo3 HacieaCcTBeHHOro
3a6051eBaHMS, 3¢PPEKTUBHO
npoBoOAUTL /ieHeHne, ad TaK-
JKe MN/IaHMPoBATbL 6epe-
MEHHOCTb C yHETOM PUCKA
MOBTOPHOIO POXKAEHUS

60/1bHOro pebeHKa B ceMbe.

HWHI Ha pacrnpoCTpaHeHHble XPOMOCOM-
Hble CUHOPOMbI M BPOXAEHHbIE MOPOKM
pPa3BUTUA 1 BeOyT TeppUTOpUanbHble
perncTpbl cemein 1 60MbHbIX C Hacnen-
CTBEHHOW W BPOXXOEHHOW NnaTonormemn
M UX aMcnaHcepHoe HabnogeHue.

BO MHOrMx pervioHanbHbIX KOHCY/1bTa-
Lumax Takke nposoamtca Y3V nnoga ona
BbIIB1EHWA OTKNOHEH WA Pa3BUTUA U UH-
Ba3MBHbIE MAHMMNYNAUMM ONA MOYyHEHUA
MNao4HOro Matepmana Cc nocnenytouem
reHeTUYeCKoM AMarHOCTUKOM. B KOHCyb-
TauMax paboTatoT He TONMbKO FeHEeTMKM,
€CTb TaKXXe Bpadh HEBPOIOMM, SHOOKPW-
HOMOTU, CreuManmncTbl OUETONOMN.

MEPBbIA YPOBEHb

CKne nccnegoBaHug..

BxxerogHo B Poccumckon denepaumm
nposoaunTca 6onee 420 000 MeguKo-
reHeTUYEeCKMX KOHCYNbTaTUBHbIX Npue-
MOB MaLUMEeHTOB M ceMel, YTo Mo3BoNAeT
YCTaHOBWTb AMArHO3 Hac1eACTBEHHOTO
3aboneBaHmd, 3bPeKTUBHO NPOBOANTL
nedyeHue, a TakxKe NnaHrpoBaTb bepe-
MEHHOCTb C YYETOM pUrCKa MOBTOPHOIO
poxaeHMa 6onbHOro pebeHka B ceMbe.

— Kakune c/1oXKHocTH, rnpo6semMbl
MO)XXHO OTMEeTUTb B pabéoTe Meau-
KO-reHeTU4YeCKOMU C/y)K6bi?

— [MaBHaa CNOXHOCTb A1 MHOTMUX
pPermoHoB — 3TO KaapoBas obecrneyeH-
HOCTb. K npurMepy, No-npexxHeMy HeT
Bpada-reHeTka B EBpenckom aBTOHOM-
HoM o6nacTu, B YyKOTCKOM ABTOHOMHOM
oKpyre. VIHCTUTYT BbICLLEro 1 AOMOSTHU-
TeNbHOro NPodeCcCcMoHanbLHOro 0bpaso-
BaHWa Ha 6a3e OIBHY «MIMHL» roToBUT
KaOpbl, B TOM YMCe Mo LieneBoMy Habopy.
Hampumep, B 3TOM rofy cneLmanmcTbl
OTNPaBUNMCE paboTaTb B TaTapCTaH 1 GKy-
Trto. O4HAKO B CBA3M C paclUMPEHMEM
NpPOorpaMMbl HEOHATa/IbHOTO CKPUHUHIA
NoTPeOHOCTL B COTPYAHMKAX Cy>Obl pac-
TeT. Be3yCNOBHO, €CTb PEMVIOHbI, B KOTOPbIX
TpebyeTca NepeocHallleHKe, MpuobpeTe-
HUWe 6onee COBpPEeMEHHbIX AMarHoOCTUYe-
CKMX MPMBOPOB. 3TO MO3BOMUT MPOBO-
OUTb AMarHoCTUYecKme nccnegoBaHma
Ha MecTax, MaureHTaM He NoTpebyeTcs
Bble3)KaTb B LLleHTpaslbHble KITUHUKN.

310 pernoHasnbHble MeMKO-FreHeTNYeCKMe KOHCYNbTaunm,
roe BedeTcd npueM Bpaya-reHeTnka 1 LmMtToreHeTmnye-

BTOPOW YPOBEHb

KOHCy sTaLmm, B KOTopble BKIKOYEH ellie U HeoHaTal b-
HbIVI CKPUHWIHI Ha NATb HacNeACTBEHHbIX 3a6oneBaHi,
npeHaTanbHbI CKOWMHWUHI BROXASHHOM 1 Hacnen-
CTBEHHOWM NaTofIormm, NabopaTtopHasa AMarHoCTUKa
HEKOTOPbIX YaCTbIx OpdaHHbIX 3a60neBaH .

TPETUW YPOBEHb

MeKpermoHanbHble LIEHTPbI, BbIMOMHSAOLLIME 10-
NOMHUTENBHO 0OCNEea0BaHME HOBOPOXKAEHHbBIX
Ha 31 HacneacTBeHHOe M (M BPOXAEHHOE)
3a60oneBaHue WMnm HO30MOMMUYeCKyto rpymny.



— KakoBa cTaTucTukd 3d rlo-
cnegHue rogbl BbiSIB/IEHUSI reHeTU-
yeckux 3a6os1eBaAHU, B TOM 4ucre
peakux, B Poccuu n B Mupe?

— [o cTatncTmke, 5% HOBOPOXKAEH-
HbIX MMeloT HaCNeACTBEeHHbIE UMK
BPOXOEHHble 3a601eBaHmd, 13 KOTOPbIX
0,5% OTHOCATCA K XPOMOCOMHDbIM, 1% —
opdaHHble HacneaCcTBEHHbIe OOMe3Hu,
3,5% — BpOXOEeHHbIE MOPOKU PA3BUTKS.
VIMeeTca TeHAeHUMA K yBENUHYEeHUIO Y-
Na 3TWX NATONOrMewN, YTO, CKOpee BCEro,
CBA3aHO C MOBbILLUEHMEM BO3MOXKHOCTEMN
OUArHOCTUKM 1 Boflee KayeCTBEHHbIM
nx yqetoM. Okono 40% paHHen 4eTcKom
CMEPTHOCTW 0OYCNOBAEHO HacNeaCTBEH-
HbIMW 3260M1EBaHNAMU 1 BPOXKAEHHBIMM

MOPOKaMK Pas3BUNTNA.

C1anBapa 2023 MaccoBbl HEOHa-
TanbHbIN CKPUHWHI MPOBOAUTCA Ha 36
HacneacTBeHHbIX 3abonesaHnit U rpymnn
HacneacTBeHHbIX 3aboneBaHnii. Mas-
Has ero 3agada — BblABUTL 6ONe3Hb Ha
nocrMnTOMaTUYeCcKoW CTagmm, Korga
neyeHvie byneT Hambonee adpdeKTUB-
HbIM. Ha cerogHAWHWMN OeHb B Xoae
MaCCOBOIr0O CKPUHWHIA BbIABNEHO bonee
300 geTten ¢ maTonormen, M3 KoTopbix
C HacNeacTBeHHbIMK 6one3HaAMM 06-
MeHa — 146 yenoBek, CMMHaNbHOM Mbl-
wedyHow aTpodren — 65, NepPBUYHBIMM
MMMyHogedmumTamm —98.

Hawubonee nepcrneKTUBHbI-
MU HAMPABAEHUSIMUN PA3BU-
TUS MEAUNKO-reHEeTUYECKOM
cny»xk6bl Poccuun cerogHs
CUUTAETCS y4acTme B CO3-
AQHUM LLeHTPOB OpPPAHHbIX
3a601eBaHU Ha 6a3e MHO-
rornpogu/ibHbIX ieHeb6HbIX
YUpexXaeHu B permoHax

M pacLUnpeHmne nepeyHs
HacrieacTBeHHbIX 3a60/1e-
BAHMUN, HQ KOTOPbIE MPOBO-

AATCH CKPUHUWHIN.

N22(19) | 2023

5% HOBOPOXAEHHbIX UMetoT
HacnencTtBeHHble NN BPOXXAOEHHble
3aboneBaHuna

. 3,5% — BpOXXAEHHble MOPOKN Pa3BUTUS

MaccoBbIV HeOHaTaNbHbIM CKPUHWHT
TaKXKe No3BONAET NONYYNTb 4OCTOBEP-
Hble OaHHble O YacToTe BCTPEeYaeMOCTH
3TuX 3a6oneBaHui. Kpome Toro, coBep-
LEHCTBYOTCA MeToAbl OMAarHOCTUKMN
OPYrX HacneACTBEHHbIX 3abonesaHmi,
He BXOOALWMX B CKPUHWHT. Bnarogaps
3TOMY BbIABISEMOCTb «PedKMX» NaLm-
E€HTOB PACTET, @ 3TO 3HAYMT, MOBbILLAETCH
Ka4yeCTBO OKa3aHWa MM MeOWLMHCKON
MOMOLULM M MEAMKO-TEHETNHECKOIO KOH-
CYNBTUPOBaHUA CeEMEN.

— Y10 MOXKHO CKa3dTb O nep-

crieKTnBax passuTus reHeTuku
u nomMoLuun nauneHTaMm c Haclsieg-

CTBEeHHbIMU 3a60/1€BAHUSMU?

— Hawnbonee nepcneKTUBHbLbIMMK
HampaBNeHUAMK PasBUTUA MeANKO-
reHeTndeckom cnyxk6bl Poccun cerogHs
CUMTaETCH yYacTve B CO30aHnM LEHTPOB
opdaHHbIX 3a60neBaHnin Ha 6a3e MHO-
ronpodUIbHbBIX TedYeBHbIX YUpeXKaeH
B pervoHax 1 paclimpeHme nepeydHs

' 1% — opdaHHble HacneacTBeHHble 60Me3HU

. 0,5% OTHOCATCA K XPOMOCOMHbIM

HacNeOcTBEeHHbIX 3a601eBaHiA, Ha KO-

TOpble MNPOBOOATCA CKPUHNHTA.

Ho pelleHMe HalWx 3a0ad GyoeT
HEBO3MOXHO 6e3 yBenmyeHns Ymc-
a Bpaden reHeTnKoB 1 nabopaTop-
HbIX TEHETMKOB, KOTOPbIe GOPMUMPYIOT
B pervoHax rpymnnbl pucka naumMeHToB
C Moao3peHMneM Ha HaceaCTBEHHYIO
naToNOrMio UK CaMm yCTaHaBNMBaOT
OMarHos naumeHTy ¢ opdaHHOM MaTosno-
rmen. CyLLeCcTBEHHYIO PO/b B MOBbILLE-
HUU 2DOEKTUBHOCTU PabOoTbl MeMKO-
reHEeTNYECKOM Cry»Obl AOMMHO ChirpaTb
NOBbILLIEHVE OCBEAOMEHHOCTW O pef-
KX 3200/1€BaHNAX MEONLIMHCKMX Criewm-
annCcToB MEPBUYHOIO 3BEHA, LLIMPOKOEe
BHEApEeHVe COBPEMEHHbIX MPOrpamMm,
B TOM YMC/le TaK Ha3blBaeMblX CUCTEM
NOAOEPXKN BpadebHbIX pelleHni, no-
MOralLMX BpaYyaM NepBrUYHOro 38eHa
oTOMPaTb NALIMEHTOB C MOAO3PEHMEM Ha
HaCNeACTBEHHYIO MaTONOMMIO U Hanpas-
NATb UX ANS NOATBEPIKAEHMA AMarHosa
K cneumanmcTaM reHeTUKaMm. o
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TB-CTPUMEP:

He3aMeHUMbBLIL ampuoym

B UNMNDOPOBOM TMPOCTPAHCTBE OJ14 YEJIOBEKA
CO CJTYXOBbIMI ATTTTAPATAMI

¥ WBaH KOPHUEHKO,
OVPEKTOpP Mo y4ebHO-MeToanYecKom
paboTte KoMnaHUM «AypuKar»

OoBeplleHHO gpyrve BO3-
MOXHOCTW OTKPbIBaeT WUC-
nonb3oBaHme TB-cTprMepa

MPOM3BOACTBA KOMMaHUU «AyprKar.

[MpocToe B MCMOMb30BaHWKM YCTPOM-

CTBO HeE3aMeHMMO /14 Mofb3oBaTenem

CNyXOBbIX peLlleHmni «Aypuka» (puc. 1)

Bo-nepBbiX, ICMONb30BaHMe CTPU-
Mepa He TpebyeT cneumnanbHo 06opy-
0OBaHHOMo NomeLlleHsa. YCTPOMCTBO
NOAK/MtOYaeTCa Yepes ayanmoBxon mini-
jack K N06OMyY MCTOUHMKY ayAMOCUIHana,
CTaLMOHAPHOMY MU MODUBHOMY.

Bo-BTOpbIX, OQHOBPEMEHHO
K TB-cTpuMepy MOKeT BbITb MOAKIO-

30

YEeHO HEeCKOMbKO MPUEMHbIX YCTPOMCTB
6e3 NoTepu KayecTBa ayaomnocurHana.
MoaTBepXaAeHHble rPyMMbl, NCMOMb3Yy-
oue cTprmMep, coctosaT 13 10 Yyenosek.

B-TpeTbux, KOHCTPYKLNG YCTPOMCTBA
NO3BONSAET KOMOWHMPOBAHHOE ero uc-
nofib3oBaHue ¢ MMKpodoHoM. OcobeH-
HO 3TO aKTyanbHO MPK 0ByYeHUM Frpynn
neTen Cc TpeHepoM, Koraa HeobxoaMMbl
KOMMeHTapuu Negarora 6e3 npepbiBa-
HMA 3aHATUA. HaykaTre KNaBuLLK Ha Kop-
nyce cTpuMepa No3BoaeT NepeBecTu
YCTPOWCTBO B PEXUM MUKPODOHa N1bOo
0OpaTHO B PEXXMM NTMHEMNHOIO BXOAA.
VI3aMeHeHMe NoACBETKM C CUHEro Ha
OMPIO30BbIN CUTHANM3MPYET O Nepexo-
e B TOT MW NHOW PEXUM.

B nH®OopMALIMOHHOM O6LLEeCTBE peLldroLLlee 3HaYeHMe nprnobpeTaeT CriocobHOCTh
yes1oBeKa K KOMMYHMKALMK. COBPEMEHHbIe TEXHMYECKMe CPpenCcTBA Mo3B0O/ISHOT /IOAAM
C OrPAHMNYEHHbBIMIM BO3MOXXHOCTAMIM 340P0BbS] M0 C/1yXy 6bICTPO M OTHOCUTE/IbHO 6E3-
60/1e3HEHHO MHTErPUPOBATHCS B LIMPPOBOE MNPOCTPAHCTBO. Peyb MUAET, KOHEUHO XKe,

B r1epBYyto o4epeb, O COBPEMEHHbIX C/TYXOBbIX PEeLLEHMSIX, KOXTeAPHbIX 1 KOCTHbBIX MM-
MIQHTAX, CTALMOHAPHbIX FM-cucTeMax M MHAYKLUMOHHbIX cklucTeMax. OqHAKO C/1yXOBbIe
peLUeHMs 1 UMIIAHTbI B/ISKOTCS YCTPOUCTBAMM UCKTOYNTETbHO MHAMBMAYASTbHOMO
Mo/1b30BAHMS, A MPUMEHEHME CTALIMOHAPHbBIX FM- 11 MHAYKLUMOHHbIX CMCTEM TpebyeT
MPUCYTCTBUS M0/1630BATE/I B 0O0PYAOBAHHOM MM MTOMELLIEHUN.

puc.1

OT1aesibHO HY)KHO OTMEeTUTb, YTo 6ecripoBoaHou Bluetooth-
nepenaT4yMK MNoToKkoBoro ayamuo Aurica TV-Streamer
gB/IS€TCH MNPOAYKTOM OTeHeCTBEHHOIO NMPOU3BOACTBA,

4TO JAET Mo/1b30BATE/IO FAPAHTUIO €ro A/INTE/IbHOIMo

n 6ecriepeb6orHOro 06C/1Y>KUBAHMUS.

Peknama



AKTUBHbIM

CBsi3b U 3allilUTa CAYXa
OT UMNYAbCHOIO LUyMa

HaAe)XHaa duKcauus B yxe

KOMOOPT Npu AAUTEABHOM
HOLLUEHUU
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CEHETVIKA

OBbPEYEHA HA bBYLAYLIEE




OTkyna 6epyrcs 60/1e3HU, B YEM MPUYMHA
PA3/TMYHBIX MTATOTOMMI, MOXKHO J1 HE JTIEYNTH,
a npenoTBpATTE? OTBETHI HQ 3T BOMPOCH!
XOTes10Chb 6bl HAWUTI MHOMM, HO JTALLb
HEMHOIMM AAHO MPUOTKPbLIBATHL 30BECY
TAWIHbI W BbISIB/STH TO, YTO MpUpoad
MOCTAPQA/IACH TLIATE/TbHO CKPbITb

OT Ye/I0BEYECKOIrO 71434a.

STV JIK0AN — FEHETUIKM.

Cpa3y rNnoHSB, YTO 3TA CreLmnasibHOCTb

BO MHOIOM YHWKQTIbHAS, BbIMYCKHULA
opaMHATYPbI TaTkSIHA MapKoBa B AQ/IEKOM
1993-M rofy, He pa3ayMbIBAS, Morpy3mnaach
B Hee ¢ rosioBou. 30 1IET HAYYHbIX
MCCIEQOBAHMM, MPAKTMYECKOM PABOTHI,
MOMCKOB, QHA/IM3Q, OTKPbLITUN CITOXKHO
VITOXKNTb B OHO MHTEPBbLIO,

HO Mbl MOCTAPA/INCH CIPOCUTH

TaTtesHy [eHHQObEBHY O CAMOM BAXKHOM,

MHTEPEeCHOM U BOJIHYOLLIEM.

— C yero Ha4YuHaJscs BaLl nyTb B meguumHe? Korga n noyemy peLunsiv 3da-

HATbCSI U3yYEeHNeM reHeTUuKn?

— [ymMato, MOW MyTb Havanca eule B AETCTBE, C MOWX poauTenen. 4 ns cemMbm
Bpaden. MamMa TepaneBT-peBMaTONOr, Nana oTOPMHONapUWHIoor, 3aBegosan
JTOP-kadengpom B ApocnaBcKoM MegMHCTUTyTe. C geTCTBa 9 BMAeNa, KaK MHOIo
OHM paboTatoT, Kak 0BCY»KAALOT CNOXHbIE CnydYaun. Nana MHOro onepupoBan 1 Npm
3TOM Befl Lies1oe Hay4Hoe HanpaBneHve. Bca nx AeatenbHOCTb, BCA Ux paboTa Gbina
CBA3aHa C TeM, YTobbl MOMOYb CBOMM MalMeHTaMm. d 3To YyBCTBOBaa, MoHWMMana,
M, HaBepHOE, UX XenaHune NoMoraTb NoaaM nepepanoch U MHe. CBoero poaa
HacneOCTBEHHOCTb.
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TaTtbsiHa MAPKOBA,

[oKTOp MeaULIMHCKUX HayK,
npodeccop kadpenpbl Cypaonornm
60y ANno PMAHMO M3

A BOT O FeHEeTUKe, eCNn YECTHO, 9 1
He MeuTana. Ho B oaunH npeKpacHbIn
OeHb, 2TO 6bI/10 33 Mecall, 40 OKOHYa-
HWA OPAMHATYPbI, A WA MO OTAENEHMIO
remMaTtonornm NepBoro MeanuMHCKOro
NHCTUTYTa MMEHW akageMmka lMasno-
Ba B CaHkT-lNeTepbypre 1 yBuaena Ta-
6nnYKy «/labopaTopma LIUTOreHETUKM».
MomHto, noaymana Torga: «Om, 34ech A
elle He ycnena nobbiBaTb, HO BpeM4a
€CTb». DTO 6bI/1 MIOHb: COBPEMEHHbIE
BbIMYCKHUKM-OPAMHATOPbLI TOTOBATCA
K 3K3aMeHaM, NpoxoaaT akKpenomTa-
LIMIO, @ S DTOT MecaLl y4Mnach KpacuTb 1
CYMTaTb XPOMOCOMBbI. A MOTOM 4 y3Hana
O AByxHefnenbHoM uuknie no MuP-gm-
arHoctuke B NegmaTpuyeckom Meam-
UMHCKOM akagemMmm. OH mpoBoaMacs
B 1tosie 1993 rooa.

— U BOoT TaK cpasy Bnro6unnuchb
B reHeTuKy? He 6b1/10 CTPALUHO, YTO
npuaeTcss CHOBA y4YUTbCS, pA36UpATh-

CS1 B CJ/IOXXHbIX TeMax?

— [1eno B TOM, UTO MeH§a BCcerga MH-
TepecoBana npuynHa 3abonesaHnii, a
30 neT Hazag NpWYKMHa MHOrMx 3abone-
BaHMM OoCTaBanacb HEM3BECTHOM, B Kap-
OMNONOrMIM, HEBPOMOM MM, SHOOKPUHOMO-
K, OHKOMOMMU U B ApYyrx obnacrax. 3a
OBe Hedenu oo Hadyana urkna g kynuna
OBYXTOMHUK «BUoxmmms yenoseka» P.
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Mappwu 1993 1. OH TONMbKO YTO Bblen!
OcBeXxunna B MamMaTu cTpoeHmne OHK mn
y3Hana o Metofax paboTbl ¢ Hew. [Mpu-
09 Ha LUK, 9 y3Hana, 4To CyLLecTBYOT
MOHOTreHHble HacneacTBeHHble 3ab0-
neBaHus, ANA KOTOPbIX YXKe U3BECTHbI
MyTauMmn, TakMe Kak MyKOBMCLUMOO03 U
deHUNKeToHypUa. A rmaBHoe, 4To UX
MOXXHO Haxo4muTb € MoMoLbio ML P-ana-
FHOCTWKU 1 Ha 3TOM OCHOBE MPOBOAUTb
KOHCyNbTaUWy AN CEMbeW, B KOTOPbIX
ecTb 60MbHble AETU. A MOXHO MPOBO-
OWTb CKPUHUHT B 300POBOM NOMyNALMM
¥ BblABNATb HOCUTeNnen!

A 3aKkaH4YMBana ne4YebHbI hakynsLTeT,
M OTOENbHOMO Kypca reHeTUKKM y Hac
TOoraa He 6bly10. 3TOT ABYyXHeaeNbHbIN
LMK CTan onsa MeHda NpaMo-Takuy oT-
KpoBeHWeM. d MOHSIa, YTO STUM U XOUY
3aHKMMaTbCA.

— rae Ha4YuHasnaces BaLua pa60'ra

KAK crieyuaszsncTa rno reHetuke?

— H ycTpounach Hay4HbIM COTPYAHU-
KOM B NnabopaTopHbin otoen CaHkT-MNe-
Tepbyprckoro HVW yxa, ropna, Hoca
M peyn. Npo HacneaCcTBEHHYIO TYroy-
XOCTb TOTAa 3Hasiv TOTbKO MO KNUHMYe-
CKMM McCnefoBaHMaMm, 6bi10 ONMcaHo
MHOIO CMHOPOMOB. KHUIa KOHUICMapKa
v TopnvHa «feHeTnyeckme n metabonm-
Heckue HapylleHua cnyxa» 1980 r. ctana
MOEW HaCTONMbHOW KHWIOW.

[eTen c HeACHOW MPUYMHOM TYTrOyx0-
CTW/rNyxoTbl BbINO oUeHb MHoro. Toraa
paboTa Haf reHaMm TYroyxoCTM TOMbKO
HadMHanacb. B 1992 rogy 6biaM onu-
caHbl NnepBble 10 MyTaunii B reHe PAX3
npwv cuHapome BaapaeHObypra, v Kak
pa3 Mogq nepsagd paboTa 6bi1a cBa3aHa

C3TUM CMHOPOMOM.

[MepBbIN NOKYC HECUHOPOMANIbHOM
rnyxoTbl DFNBT 66151 oTKpbIT B 1994 rofy,
a o reHe GJB2, pacnonoXXeHHOM B 9TOM
NIOKyCe, y3HanM TofbKo B 1997-M. A Hauva-
na pabotaTtb B CM6 JTOP HWW 33 yeTbipe
rofa 0o 3Toro cobbITMa. Ham Heobxo-
OVMO ObINO MOHATL HacNeaCTBeHHble
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Puc. 1. PesynbtaTbl AHK-gnarHoctnkmn mytaumm 35delG npu HecnHapoManbHoOm

CeHCOHeBPanbHOM TYroyxocTu, 374 pebeHka (MccnegoBaHue 2001-2002 rr.)

NPUYMHbBI HapyLUEHUM cnyxa. JoCTynHOM NuTepaTypbl MpakTUiYeck He 6bI/10, Ha
MOUCKUN MHGOPMALKMK YXOOMMNO MHOIO BpeMeHM. Moel uenbto 6bi1 Monck aeTem
C CMHAOPOMaMK, 1 9 Hadana C aNMaOeM1oorMyeckoro aHanmsa Ha 6ase [eTckoro
ropoOACKOro cypaonornyeckoro LueHTpa CankT-Tetepbypra. B obLier CnoxHOCT
9 npoBeia CKPUHWMHI MoyTopa Thicay aeTen, 13 Hmx 700 geTten ¢ MHBaNMAOHOCTbIO,
TO €CTb C TYFOYyXOCTblO 3 1 4 cTeneHu. bbin NpoBeaeH aHanmM3 BCem MeauLIMHCKOM
OoKyMeHTaummn. MeHa nopasumn ToT ¢akT, 4To 6onee 50% Oeten Cc AMarHo3omMm,
MoCTaBneHHbIM B BO3pacTe OKOSO TPEX NeT, He MMeN HM GaKTOPOB pUCKa, HU Ka-
KNX-TO ApYyrx Npobnem co 300poBbeM, ay 80% poauTenei 6bi1 HOPpManbHbIA CryX.
HanomHto, Toraa eLé He 6bI10 YHMBEPCaribHOMo ayamoiorm4eckoro CKpUHMHIa
HOBOPOXKAEHHbIX. TONYOK B 3TOM HamnpaBneHuim 6ol coenaH nocie oOTKPbITUA reHa
HEeCUMHAPOMaNbHOW TYroyxoCTH, TOraa v pelleHo Bbino NPoOBECTU reHeTUYecKmm
CKPWHWHF B rpynmnax rmyxmux ntoaen.

B 2001-2002 1. HaMmh 6bif1 MpOoBefeH reHeTUYeCKMIA CKPUHUMHT Ha MyTal Mo
35delG B reHe GIB2 cpefun ydyallmxca crneumanm3mpoBaHHbIX LWKO U OeTCKMX
canos. MM 6binn oxBadeHbl et ot O 0o 18 net. Mbl 6panu NaTHa KPOoBW M3 Nanbla
Ha cneuuanbHbl GUABTP, YTO CyLLECTBEHHO 06nerynno paboTy. YUnTbieaa Moe
nabopaTtopHoe NpoLuioe, To BCe Aenana CBOMMU pyKamMm. 3T UCCneaoBaHme cocTo-
anock 6narogapa nabopatopun LieHTpa MonekynapHOM reHeTVKKM, BO3rnaBnsemMom
[OOKTOPOM BUMOMOrMYEeCcKMX Hayk AnekcaHapom BnagrmMmpoBmyem MNonaKoBbIM.
Mbl [oKa3zanu, 4To 53% geTel B aTMX WKONaxX MMetoT HaCNeaCcTBEHHYO 3TUONOMMIO
TYTFOYXOCTU [yXOTbl, MPU TOM, YTO UX POAUTENM ABAAIOTCS 340P0BbLIMU MO CIyXY, U
B 47% cny4aeB HeT ApYyrMX POACTBEHHUKOB C HapyLleHreM chnyxa. B atow rpynne
O6b1InK ToNbKo 20% Aeten, POAUTENM KOTOPBIX UMENW HapyLLUeHUd ciyxa. Y4mnTblBag,
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— { ycTpounsnacb HaQy4YHbIM
COTPYAHUKOM B JIA60pATOPHbIA
otaen CaHKT-MNeTep6yprckoro
HUWU yxa, ropna, Hoca v peyu.
lMpo HacnencTBeHHYIo TYroyxocTb
TOrAd 3HAJIN TOJ/IbKO IO
K/IMHUYECKUM UCC/Ie[0BAHUSIM,
6b1/10 ONMUCAHO MHOIO CUHLPOMOB.
KHura KoHnrcmapka vt ropsivHa
«[eHeTn4yeckue n metabosimyeckme
HapyLieHus criyxa» 1980 r.

CcTQ/1a MOEV HACTO/IbHOM KHUIOM.
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uTO reH GJB2 6bin oTKPbLIT B 1997 1, 1 K
1999 rony 6bina M3BECTHa ero BbicoKas
pacnpOCTPaHEeHHOCTb B CTpaHax EBpo-
nbl 1 B CLUA, MOXXHO CKa3aTb, Mbl LUK
B HOTY CO BpeMeHeM.

— O6bI4YHO K reHEeTUKAaM o6paLya-
oTCS NPY NJIAHUPOBAHNN 6epeMeH-
HOCTU, HO TOJ/IbKO /11 NPEeHATA/IbHOM
ANArHOCTUKOM 3AHUMAIOTCS creum-
a/IUCTbI-reHeTUKN?

— 3aMevatenbHbi Bonpoc! Ho 3aech
4 Bac OO/MHKHA HEMHOYKO MOMpPaBUTb,
MOCKOMbKY TOMTbKO B MOCNneaHee Bpems
npu NNaHMpoBaHMM BepeMeHHOCTMU
Hayanu obpallaTbca K reHeTuKaMm, 1, K
COYKaneHuto, NokKa eLle 3To He ABNAeTCH
HOopMOW. f MeYTato 06 STOM.

Ha cerogHALLHMM oeHb B OCHOBHOM K
reHeTUKy obpallatoTca no Gakty Hanuuma
y pebeHka HacneacTBeHHoro 3abonesa-
HUS, B CBA3M C HacTynneHvem bepemeH-
HOCTU 1 BbIACHEHMEM TOTO, €CTb STV PUCK
y 6epeMeHHOM »eHLWWHbI poyxaeHna
neter C XpOMOCOMHOW MaToormen.

B noeane ke, 0eNCTBUTENBHO, Mbl
MOXEM 3aHMMaTbCA MPOPUNAKTUKOMN
POXOEH WA AeTell C MOHOreHHOM MaTo-
NOTMEN, HO 3TO BO3MOXHO TOMbKO B TOM
cnydae, ecnv noau, BCTyrnatoLme B 6pak
M MNaHWpYyloLLIME POoXOEHWE OeTeN, MPo-
BepAT ceba Ha Hanuume YacTbix Hacnen-
CTBEHHbIX 3a601eBaHNIN, HOCUTENAMM
KOTOPbIX OHWM MOTMYT SBMATHCA.

— Ho, HaBepHoe, BCE npoBepUTb

BCé& paBHO HEBO3MOXKHO...

— KoHeuHo, Ho YacTble 3aboneBaHus,
KOTOPble HaKOoMeHbl B MOMynaumMm, Bbl-
ABNATb MOXKHO. TyroyxoCTb/ryxoTa OT-
HOCUTCS MMEHHO K TaKUM 3aboneBaHU-
AM, U Ha CerogHaLWHMM OeHb 300pOoBble
poauTenu Mornu 6bl 3apaHee, elle 00
POXKOEHWNA MyX0oro pebeHkKa, BbiaBNaTb
PUCK, ONMpeaenaTb, ABNFIOTCA N OHU
HocUTenamMm myTaumm B reHe GJB2. Ho
Y Hac Moka 3TO KaK-TO He MpuHATO, Aa
M 0OPOro...
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No6asnto, 4to ¢ 2023 roga NpPoBOAMTCA MUMNOTHbBIM MPOEKT CKPMHWHIa HOBO-
POXKOEHHbIX Ha 36 HacneACTBEeHHbIX 3aboneBaHM, MNP 3TOM TYTOyXOCTb B 3TOT
CMWMCOK He BKJIOYEHa: MOCUHUTaNM, YTO €e XOPOLIO BbiaBAAET ayanoN0ormyeckmm
CKPUHWHI. O4HaKO, MO HalMM OaHHbBIM, CKDUHWHE nponyckaeT 20% neten ¢
natoreHHbIM GIJB2-reHOTUMOM.

— Hacko/sibKo, rno BawnM AAHHbIM, B HOCTOSILee BpeMsI pacrpoCcTpaHeHbI

HacnegcTBeHHble GOpPMbI TYroyxoCTU cpenun AeTen?

— B Poccmm pacnpocTpaHeHHOCTb HacIeACTBEHHOM TyrOyXOCTW COCTaBnaeT 1 Ha
1000 HOBOPOXKOEHHbIX, 3TO B AiBa pa3a bosblue, 4em B Mmpe. C 2009 roga Hadanacb
Mos paboTa B LieHTpe ayanonormm 1 cnyxonpoTe3mnpoBaHma Mo PyKOBOACTBOM
npodeccopa, AOKTOpa MeaAMLIMHCKMX HayK feopruva Abenosuyda TaBapTKmiaase.
A 6eCKOHEeYHO MpU3HaTebHa 3TOMY BEMTMKOMY YYEHOMY, YeNoBeKY C 6OMbLUOWM
OyKBbl, 3@ TO, YTO Mbl BMeCTe yCMeLHO NPOoLWNM 13 NeT pa3BUTUS FEHETUHECKOrO
HanpaBneHuna B cypaonoriu. B atom rogy freoprmin AGenoBmy otMeyYaeT CBOM tobu-
e, U 9 Xody Yepes Ball XKypHan No3npaBuTb ero ¢ 3TWM COBbITHUEM W MoXKenaTb
300POBbs U AONTUX 1ET M10A0TBOPHOM paboThl. Be3 Hero Haww nccnegoBaHms
ObINn bl HEBO3MOXKHbI.

B 2010-2013 rogax HamMm 6bi10 MpoBefeHo UccnegoBaHve cpean aetewn, y
KOTOPbIX Oblla AMArHOCTUPOBaHa HECUHAPOMaNbHaA 4BYCTOPOHHAA TYrOYyXOCTb
Ha NepBOM rofy »KM3HU. BONbLWKMHCTBO AeTel OblNin BbIBEHbI MO pe3ybraTam
YHWBEPCANbHOMO ayAMONOrMYECKOro CKPUHWMHIA, AW POANTENW 3aMETUNN, YTO
pebeHOK He pearmpyeT Ha 3BYKW. Mbl MCKIIOYUAN U3 aHaNnM3npyeMon rpynneol
[eTen ¢ COMnyTCTBYIOLLEN MaToNOrMen 1 noparkeHMeM LeHTPalbHOM HEPBHOM
cncTeMbl. B ceMbax 6bi/10 MPOBEAEHO MeQUKO-TEHETUYECKOE KOHCYNBTUPOBaHMe
N peKoMeHAO0BaH NOUCK MyTauumm B reHe GIJB2. PacnpocTpaHeHHOCTb Hacnea-
CTBEHHOW GOPMbI, CBA3AaHHOM C reHOM KOHHEeKCKMHa 26, B 3TOW rpynne aetemn
nocturna 67%. Huroe B Mype K TOMy BpeMeHu He MPOoBOLAMIOCE MOO0OHOMN
paboThbl, U A O4EHb rOPXKYCh, UTO Mbl BMecTe ¢ Mapwuen PadasnoBHow JlanaaHL,
coenanwu a71o. KpomMe Toro, 6bl/10 MoKasaHo OTCYTCTBME 3HAYMMOM AMHAMUKM
MOPOroB CAbILLMMOCTM y AeTer ¢ MyTaumamm B reHe GIB2.

— Ha6nogaete v Bbl 3d rogbl pG6OTbl n3MeHeHUe KosindecTBd BbisiB/Isie-
MbIX reHeTUYeCKUNX MATO/I0M I, Bbi3bIBAIOLLUX HapyLueHus cryxa?

— 2TO KONMMMYECTBO U3MEHMUIOCH B KOpHe. bonee TOro, UaMeHUIca B3raa Ha
MPUVYMHDbI BpO>+<,D,eHHOI7I TYTOYyXOCTWM. Mbl 6onblle He rpelwnM Ha aHTl/I6I/IOTI/IKI/\,
l/IHq)eKLLl/II/I, MHEBMOHWMK, OTUTbI. B BonblUMHCTBE cny4yaeB BpO)K,EI,eHHOI?I 1 OETCKOM
OBYCTOPOH Hewn TYTOyXOCTW peudb OEeNCTBUTENbHO MAOET O reHeTMKe, C 3TUM Hafo
CMUPUTBCH N MCKaTb MYyTWN JTeHeHNd.

Oonga myTaumnii B reHe GJB2 Ha Hallen TeppuTopumn Nnoka byaeT cocTaBNATb
B cpenHeM 50%, HW 6oMblle HW MeHblUe, ecny 6paTb MaLUMEHTOB Pa3HbIX BO3-
pacToB. Ho, Ha caMoM fene, 4oNa HacNeACTBEHHOW TYroyxoCTu cpeaun aetemn, no
HalWM OaHHbIM, focTurraeT 80%. OoHaKo Ha MpaKTUKe 3TO MoKasaTb CMTOXHO,
MOCKO/IbKY MOUCK OPYIMX MEHOB — O4YeHb goporocrodaulaa ncrtopua. C 2010
roga cTanu OOCTYMHbl METOAbl CEKBEHUPOBaHUA HOBOIO MOKOMEH WS, KOTOPble
MO3BONAIOT M3y4aTb Cpa3y HECKO/IbKO MrEHOB M MOCTaBUTb MOJSTEKYAPHbIN
OVarHo3 TeM OeTaM, Y KOTOpbIX He Bbi o6Hapy)KeHbl MyTaummn B reHe GJIB2
(KOHHEeKCUH 26).



3TUONTIOTNYECKAYA CTPYKTYPA TYTOYXOCTU

no AHK-anarHocTtuku

‘ 35delG

‘ MaTonoruns 6epeMeHHOCTU U POaoB . Taxxenble MHdeKUNN . MpuymnHa He AcHa

Puc. 2. 3Tnonormnyeckasa CTpyKkTypa Tyroyxoctu go n nocne AHK-gnarHoctnkm B 213 cembax

C HEOTAroLEeHHOM POAOCNOBHON (aHaNM3 pe3ynbTaToB UccnefoBaHua 2008 r.).
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B 2015-2020 rogax HaMu COBMECTHO C
nabopaTtoprein MoneKynsapPHOM reHeTUKK
MIHLU, iMeHn akagemumka . 1. Bo4koBa
npoBeaeHbl MCCedoBaHMA MO reHamM
SLC26A4 (6enok neHapuH), STRC (6enok
cTepeoumnnuH) n USH2A (6enok awle-
PWH). Ha cerogHsa y Hac ecTb pe3ynbsraThl
MCCNeaoBaHMM 1 MO APYrUM reHam.

— Kakune tunbi Hacne,qcrseHHoif
TYroyxocTu BCTpe4ydaioTcss Hanbéosiee
yacto? C YyeM 3TO CBSI3AHO?

— Hawmbonee yacto BCTpeyatoTca
peLeccuBHble GOPMbI, M CBA3aHO 3TO
C Hakon/eHMeM naTtonornyecKoro Ba-
puvaHTa reHa cpeu HaceneHma. Kak
npaBuio, eciiv MyTauummn B reHax He
MeLllatoT XXM3HeaeaTeNbHOCTU, He Ha-
PYLUAIOT KaKyto-TO XXU3HEHHO BaXXHYtO
DYHKLUUIO, YeToBEK MOXET HOpManb-
HO YXWTb, OCTAaBNATb MOTOMCTBO, W 3TOT
MaToOreHHbI BapuaHT CoxpaHaeTca B
nonynaumMm 1 nepenaeTca NOoTOMKaM
He3aMeTHO M3 MOKOSIEHWA B MOKose-
HUWe, MoKa He BCTpeTUT cebe NogobHoro.
Ecnm MOTOMKOB MHOTO, TO MPOUCXOAUT
HakomnneHWe B Nonynaunn. B cnydae
peLecCcUBHOM MyXOTbl €CTb rMnoTesa
O TOM, YTO IMYXMX He Bpanu B apMuio,
rnyxue He y4acTBOBalM B BOEHHbIX
OeVCTBUAX, OHWM OCTaBanumCb B TbiNy,
roe Mornu BCTYMUTb B CBA3b CO Clblla-
LleW YKEeHLLUMHOM 1 OCTaBUTb 340P0OBOE
MOTOMCTBO. [TOTOMCTBO OT IMyXMX CO
cnblWallyMy 1 Aano 6oNbLIOW BbIXOL,
300POBbIX HOCUTENEeW, TO eCTb OT My~
XOro yenoBeka NoToMKy nepegaeTcsa
TONbKO OAMH reH, BTOPOM 300POBbIN
BapWaHT reHa OH NoJsTy4aeT OT 300POBO-
ro poauTena. Mbl MOHUMaeM, 4To Halla
CTpaHa npoluna B XX BeKe MpaKTU4ecKm
TPpW BOWHbI. TakM BOT 06pa3oMm, ckopee
BCEro, M yBeENMUYMBanachb monynaumsa
Noaen, MMeoLMX B CBOEM MreHoTUMne
MyTauuto. YacToTa HOCUTENbCTBa Ba-
puraHTa 35delG y Hac camagqa 6onbliada B
Mupe, a B CeBepo-3anagHoM pervoHe
CTpaHbl OHa gocTuraeT 6%.

MpaKTUYeCcKM Mbl yyke C BaMu obey-
LUK, 4To Hamboree YacTo BCTpevaeTcs
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HacnencTBeHHasa TYroyxoCTb, CBA3aH-
Haga ¢ reHoM GJB2. CaMag yacTtad MyTa-
uma — 35delG, BOT oHa 1 Hakonmnachb
B Hallen nonynaunm. YueHnole n3 Yool
oLEeHWNM BO3pacT aTon MmyTaumm B 10
TbiCcaY neT.

.— PaccKka)kute nogpo6Hee, B Ka-
KUNX C/IydasiX y CNbILLIALNX poaNTe-
/el ecTb PUCK pokaeHuUs pebeHKa
c Tyroyxoctbio? Korga Heo6xoamnma
KOHCY/bTALMNS reHeTUuKa?

— Kak pa3 B cny4yae peleccmMBHO-
ro 3abofeBaHug, B TOM Ccryyae, Korga
oba poauTena aBnNaTCa HOCUTENAMM
peLeccrMBHOM MyTal MK, BTOPOM Bapu-
aHT reHa y HUX HopMarsbHbIM, MO3TOMY
OHWM 300pOBbI (pKc. 3). B cnydae HocuK-
TenbCTBa NaTOreHHoW MyTauum y 4yeno-
BeKa eCTb PUCK poXKaeHMa pebéHka C
HapylweHneM cnyxa, ecnm B 6pake oH
BCTpeYaeT HOCUTENS MyTaLMM B 3TOM e
reHe. B 6pake OAByX MMyxux poautenemn
MOryT OblTb 340POBbIE AETU, ECM UX
reHOTUMbI UKW HacneACTBeHHble Npu-
YMHbI HEe coBManu.

Takmm obpasom, NroboMy YenoBeky
13 obLLEen NoNynauUMKM Nepen BCTynie-
HWeM B Bpak, Nepen poxxaeHnem pebeH-
Ka MoMe3Ho MPONTY KOHCYNETaLUMIO reHe-
TUKa, a TeM, Y KOO €CTb POACTBEHHWKM C
HapyLIeHWeM Cnyxa, 3Ta KOHCYbTaums
Hy>KHa obda3aTenbHo.

Ha npakTuke Bce crioxHee. Tak, BO3-
MOYXHOCTb MreHEeTUYECKOro CKPUHMHIa
nepen BCTynneHmeM B 6pak Ha YeTblpe
4YacTbIX HaceaCcTBeHHbIX 3a6oneBaHmna
cylecrtByeT B Mockee ¢ 2002 roaa, Ho
TOMBKO 3a CBOM CcYeT. [poLuno yyxe 6onee
NBafLUaTh NeT, U3SMEHWIOCh YMcno 3abo-
neBaHWM, Ha KOTOPblE MOXXHO MpPoOBe-
PUTbCH, HO TEM HE MEHEeE, 10 CKX MOop 3TO
He CcTano 0bblYHbIM Ae10M. B OCHOBHOM,
a9 OyMato, 3TO CBA3aHO C GUHaHCOBbIMY
npuYrHaMy — aHanmsbl CTOAT 4OPOrO.
PoykaeHue ke 6onbHoro pebeHka cTouT
elé nopoxke. [1lpyrom BOMpoOC, YTO 3TK
3aTpaTbl NOXKATCA Ha M1eYn rocynapcTBa,
a 3aTpaTbl Ha AMArHOCTUKY 40 POXAe-
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HMA pebeHKa Noka eLle nexkaT Ha caMmx PoaAnTeNsx, 6ONbLIMHCTBO M3 KOTOPbIX
Monoaple. Tak U Moy4aeTcs, YTO MOMOAble CEMbU YaCTO He MOryT cebe MO3BONNTb
NPOBECTV TaKyto AMArHOCTUKY.

. — U, BepossTHO, MHOIrMe [4yMaioT, YTO UX 3TO HE KOCHEeTCH.

— [a, Bbl NpaBbl. A cCMeLmanmcTbl, BMECTO TOrO, YTOObI BECTU MPOCBETUTENBCKYO
paboTy, NepeKnaabiBatoT OTBETCTBEHHOCTL 3a POXKAEHWEe BONbHOro pebeHka Ha
poaumTenen. Noka 370 MPOUCXOANT, MPaBUABHOMO NNaHUPOBaHUSA ceMbU He ByaeT,
Mbl BydeM NPOOoNKaTb POXKaTb OONbHbIX AeTeN, @ MOTOM MbITaTbCS 1EYNTL UX, UTO,
COBCTBEHHO, CeMYac U NMPOUCXOANT.

— KaKyo npaKTU4YecKyro nomMoLlb MOXXeT OKA3AdTb reHeTuka? Moiket in
OHA MOMOYb B PEAGUTNTALMMN CZIA60C/bILLALYUX MALUEHTOB?

— I‘IemeqHaq I‘IpOdDI/]J'IaKTI/IKa — 2TO MaBHad NpakThdecKad nomMolLlb, C Moewm
TOUKU 3peHUa. feHeTuKa, Kak no6om pasnen MmeanuUMHbI, BbIMOMHAST onpeneneH-
Hble 3afa4u. B nepByto ovepeb, NpakTuyeckasa NoMoLLlb reHeTUKKM 3aKktoYaeTcs
B TOM, 4UTO OHa NoMoraeT poanTeiaM y3HaTb PUCKK MOBTOPEHINA 3aboneBaHua B
ceMbe, 1 Ha CEroOHAWHUN OeHb OENCTBUTENBHO eCTb pearibHble BO3MOXXHOCTW.
Loponoeaga AnarHoCcTMKa u penpoayKTMBHbIE TEXHOMOT MM NMOMOTIratoT POOANTETAM
pPoOonTb 300POBbIX netewn.

Mpu pane HacneacTBeHHbIX 3aboneBaHmy ceroqHs NoABMIOCH NedeHre, ecTb
npenapaTbl, OTHOCALLMECH K FeHOTepanumu, KOTopbIe fliedaT CrivHabHYO MblLLIEYHYIO
atpoduio 1 paa Apyrnx 3aboneBaHuin. [1asa HapyLeHWa ciyxa reHoTepanum noka
He CyLLeCcTBYeT, HO UCCedoBaHVa BeOyTCd, W BMOSTHE BO3MOXKHO, UTO B CKOPOM
Gyayliem nedeHue 6ynet paspaboTaHo.

OTKPbIT MHCTPYMEHT pefaKTMpPOoBaHUA, KOTOPbIM MOMb3yloTca GakTepum Ana
McnpaBneHna MyTaumii, Tak HasbiBaeMble «reHeTUYeCKMe HOXKHMLbI», OTKPbITVE
yaoctoeHo Hobenesckol npemunn B 2020 I. M, KOHEYHO, 9 HadetoCh, UTO MHOrve
paboThbl B 06/1aCTV reHHOM Tepanuu 6yayT AoBedeHbl 40 KOHLUA.

YTO KacaeTca peabunuTaumm, TO FreHeTUYECKMN aHanm3 NoMoraeT CopueH-
TMPOBaTbCA B MPOrHo3e, 6yaeT v oHa 9dGEeKTUBHOM Yy AaHHOIO KOHKPETHOro
pebeHka. Mbl 3HaeM, B Kakux criydadax peabunmtaumsa C MOMOLLbIO KOXS1eapHOWM
MMANaHTauum ByaeT ycrelHa, a B Kakux HeT. [onydaeTcsa, YTo aHains reHos
MOYKET CNYXKNTb MPOTrHOCTUYECKVIM KPUTEPUMEM, @ KPOME TOrO, MO3BOMAET MOHATD,
KayecTBEHHO OHa MPOBOAMTCA MU HET.

— A 4TO KacaeTcss CUHAPOMA/IbHbIX POPM TYroyxocTv, KOK 4aCTO OHU
BcTpeyaioTcsa y ageten? [JOo/KHbI N NeAnaTpbl 3HATb MPU3HAKU 3TUX CUH-
ApomoB?

— Ha cerogHAWHWM aeHb onrcaHo 6onblle 700 cuHApOoMoB. Hamnbonee ya-
CTble — cuHOpoMbl BaapaeH6bypra | Tvna, MNenpopena, Alepa, Tpudepa KonnmHsa,
BOP-cuHOPOM — OHUK BCTpeyatoTea ¢ YactoTon 5-10 % B rpynne geTem ¢ BPOXKAEH-
HOW TYTrOyXOCTbtO.

BaykHO 3HaTb, 3a4eM HY>XHO OMAarHoCTMpPOBaTbh CMHOOOMbI. COBepLLIeHHO He 014
TOro, UTOObI MopasnTb CEMbIO HeoOblYHbIM Ha3BaHMeM. Halla ueslb —onpenennTb
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Hocutenb Hocutenb
MyTauum MyTaumm

Aa Aa

Puc 3. CxeMa nepepadu peLeccMBHOM MyTaumnmn oT poauTenen-HocuTenen.

Puck poxxaeHus pebeHKa ¢ AByMA MyTauMaMm cocTaBnaeT 25% (HapylueHue cnyxa B 75% criydaeB Taxenoe).

PNCK MOBTOPEHUA 3aboneBaHua B ceMbe. M3BecTHble CMHOPOMbI MMEtoT onpeae-
NEHHbIN TUMN HacneaoBaHWA, U MO3TOMY Mpun I'IpElBI/IJ'IbHOI;I MOCTaHOBKE OMarHo3a
Mbl MOHMMAEM PUCK N5 MOTOMCTBA. [1pKW HEKOTOPbLIX CUHOPOMaX MOXHO Y3HaTb,
HarnprMep, Korga rnpmncoeomnHAaTCd nopyrme CUMMMnToMbl, XXOaTb 1A OCMTOXXHEHUI OT
OnepaTmnBHOIo fedeHnd, U CTOUT CPpaly AeslaTb KOX1eapHYK MMMNaHTaunoo 1
He pa3nyMbiBaTb.

[eno B TOM, 4TO B CypAONOMMU KakK
pa3 aKTyasbHOM ABNAETCA PaHHAA Ou-
arHoOCTUKa HeCMHAPOMaNbHbIX GOPM.
OHW BCTPeYaloTCa B TOW pasa Yalle, Yem
CUHAPOMBI. [103TOMY AN Hac aKTyalb-
HO BC&-TakW CTaBUTb BEPHbIM AMarHo3
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MMEHHO ONd paHHero BbiaBneHmsa GopMm, Mpu KOTOPbIX TYrOyxXOCTb ABAAETCA
€0NHCTBEHHbBIM CUMNTOMOM. eaunaTpbl He 0693aHbl 3HaTb BCE HAaCNeaCTBEHHbIE
3aboneBaHUs, 3TO oUeHb 6ONbLIOW NAAacT 3HaHUM. OHU AO/KHbI 3HaTb OCHOBHbIE
NPU3HaKK, MapKepbl, CTUMMbl, MOKa3aHWA K KOHCYNbTaLUmMK Bpada-reHetmnka. Ecnm
neavaTpPbl yCnblWaT XoTs Obl Pas NeKLMIO O TakMX CUHAPOMaX, OHM B MPUWHLMMNE
OyLoyT 3HaTb, Ha YTO 06paLLaTb BHUMaHUE, 1 B KaKUX CUTYaLMAX PEKOMEHO0BATb
KOHCYbTaLUMIO reHeTUKa. XoTa 9 AyMato, 4To byayllee MeanuMHbl — KOraa B Ka-
YKOOW crelnanbHOCTM ByAeT CBOM Bpad-reHeTunk. Cemyac Takoe pasfeneHune yxe
HaYMHaETCH: HEMPOreHeTUNK, KaPANOreHETHK, OTOreHEeTUK, SHOOKPUHOMOM-FeHETUK,
OHKOreHeTUK, PEMPOAYKTONOM-reHETUK.

— Kakune cywyecTByloT peKoOMeHAAUNU AJ1s1 BpaYeun cCypaosioros rno paéo-
Te ¢ NAUMeHTAMU C BPOXXAEHHbIMU popMaMU Tyroyxoctmn? Kakme Meroabl
ANArHoCTuKmn?

— OCHOBHbBIM MOKa3aHUAM 019 HaNpaBNeHUA K Bpady reHeTUKy 1 npoBe-
LEeHWN] TeHETUYECKOro aHanm3a aBnaeTca OBYCTOPOHHASA CEHCOHeBPaibHas
TYTFOYXOCTb N0OOW CTEMEHU TAXKECTH, @ TaKXKe NOA03PeHmne Ha cCUHOPOM. Haao
OTMETUTb, YTO CYPOONOrMNM, MPOCAYLLaBLUME HALLKW NeKUMM B paMKax obydeH s
Ha Kadenpe cypnonormm Poccumckom MeanUMHCKOW akageMmm HernpepbiBHOMo
npodeccroHanbHOro o6pasoBaHKMsa, OCTAaTOUYHO XOPOLO BNagetoT MHbopMa-
uven. CerogHsa cpeaun CypAoIoroB HanpasneHne geTen ¢ HapyLleHeM cryxa
K FfeHEeTUKyY CTasio HOPMOW.

MNepBbl 3Tan AMAarHOCTUKKM — 3TO MOMCK MyTauum B reHe GJB2, nanee B 3aBU-
CUMOCTM OT pe3ynbrata. OcMOTp pebeHKa 1 ceMelHbIM aHaMHe3 TakyKe MMetoT
3HaveHue. [pu OTCYTCTBMU MyTaL MM B FeHe KOHHEKCMHA 26 Mbl MPOO0MKaeEM MOWCK.
MNMocnenHee BpemMsa NnokasaHo, YTo MNP MOAO03PEHUN Ha BPOXOEHHYIO TYroyxoCTb
YMEPEHHOW 1 Nerkom cTeneHM 4acTo BbIgBNAIOTCA MaTOreHHble BapUaHTbl FeHOB
STRC 1 USHZ2A. Tpun TYroyxoCTW TAXKENOW CTEMEHW M MyXoTe peKoMeHayeM caa-
BaTb aHA/IN3 CEKBEHMPOBAHME MOTHOIO 3k30Ma. OH «CMOTPUT» BCE BO3MOXKHbIE
M3MEHEHMA B KOOAMPYIOLLMX Yy4aCTKax BCEX reHOB Ye/loBeKa.

— Kakune npo6s1eMbl, C/IOXKHOCTHU, HA BALU B3r/sA, HAd CerogHsLWHUN
AeHb CTOAT rnepen PoCCUNCKON reHeTUuKon? Yro npeacTtouT caenartb As
nx peweHna? Kak, no-sawemy, B ngeasie 4o/HKHA pa6oTaTk 3Td cucTemda,
4yTO6bI 6bITb 3pPEKTUBHONM U MPUHOCUTD MOSIb3Yy?

— lNepen POCCUIMCKOM reHeTUKOMW, Ha MOW B3rNaad, CTOUMT eAMHCTBEHHaqA
npobnemMa — 2TO KagpoBbiM AednumnT. CeroaHa reHeTUKM cocpenoToYmnInch
Ha HeoHaTalbHOM CKPUHUHIE, HO Pa3BUTME HayKW MOET M Mo APYTrMM HanpasB-
neHnam. Bpadel reHeTUKOB celyac MNprMepPHO CTOMBbKO »e, CKOMTbKO Cypaos1o-
roB. 2bGEKTUBHOM CUCTEME HY)XKHbI Kafpbl, KOTOPble paboTatoT OTBETCTBEHHO,
C OCO3HaHMeM fena, KoTopble CTPEeMATCA NMoMoraTh 0OAM, a rMaBHOe, TOTOBbI
pa3BMBaTb CBOIO CMelmanbHOCTb. Ha MoW B3rNaa, y reHeTukn 6onblioe dyaytliee,
reHeTMKa B NpuHUMne obpedyeHa Ha 6onbluoe Gyayllee, AaXke eCnu KagpoBbIiA
nedunuUmnT CoXpaHmMTca.

— YT0 BXOAUT B KPYI BALUMX HAYY-
HbIX MHTepecoB B HACTosILee BpeMsa?
Hapg kakumMun TeMaMu n uccrenoBa-
Husmu paboraere?

— ¢ noutn 30 net npopaboTana
B HayKe. 3akpblThe LeHTpa Ayamono-
TV MPUBENO K MPaKTUYeCKM MOSTHOMY
NpeKpaLLeHWIO Halllew, M Moel B YaCTHO-
CTW, Hay4YHOW featenbHOCTW... PaboTa co-
XpaHunack B HebosblLLIOM oGbeme B pam-
Kax Kadenpsbl cypoonorim PMAHMO
(Poccuiickaa MegmMumMHcKaa akaaemMmsa
HenpepbIBHOro NpodeccoHansHoro ob-
pa3oBaHM4), Mbl CTapaeMcsa NoaaepKaTb
M NPOAOIKNTL Te MCCeaoBaHUd, KOTo-
pble GbIK HauaTbl B LLIEHTPE ayanonormm.
IX OCHOBHOWM TeMOW ABNSAETCA M3ydeHue
ayaMONOrMYecKMx xapakTepPUCTUK Mpun
onpeneneHHbIX reHoTunNax, a B vaeane
3TO, KOHEUHO K€, PacMpPOCTPaHeHHOCTb
onpeaeneHHbIX FrEeHETUYECKUX Hapy-
LUEHWW CNyXa, YyKe He KOHHeKCKMHa 26, a
Opyrmx 6onee peaKmMx HacneaCcTBeHHbIX
GopM B Hawer nonynaumm.

OyYeHb Xxo4eTcq, YToObI CypPaoorna
pa3BMBanach, YToObl Mbl MOMTIM OKa3blBaTb
CBOEBPEMEHHYHIO MOMOLLb BCEM Hy»Kaa-
fouMcs. YTobbl pa3BrBanach reHeTuKa
B Cypaonorun, Utobol nedeHmne paspaba-
TbIBaIOCh Yy Hac B Poccym, YTOObI Mbl He
YKOAnW 3anagHblX KOJIEr, KOrda OHM 3TO
neyeHre HaM npeasoxat. YTobbl y Hac
B HaLLMX Hay4HbIX TabopaTtopuax Obina
BO3MOMHOCTb MPOBOAUTb TaKMe Uccne-
[0BaHWsa. YTobObl B HalLiew CTpaHe ropam-
JINCb He TOMbKO AETbMU, MOBEKAAKOLLMMMN
Ha ONMMMKMaOax, a KaXkabiM YUEHbBIM, U
MOMOAbIM, M COCTOABLUIMMCSH — KayKbIM.

M ewe oaHo. Paszoenatb Hay4YHOro
COTpYOHVKa M Bpada Toxe Henb3a: Aa,
3TO pa3Hble 3agady paboThbl, 4OMXKHO-
CTW, pa3Hble 0693aHHOCTK, HO 06pas3o-
BaHMe-TO OAHO M ofiHa ueNb — addek-
TUBHO MOMOTraTb HalLMM MalUMeHTaM.

XoyeTcs, UTO6bl BEPHY/TOCb OTHOLLEHME K HaOYKe KAK K Cepbe3HOMY TpyAy. Y6exkaeHa, YTO HET HAYKU 6e3 MPaKTUKM,

HO U NMPAKTUKN 6e3 HAYKW HeT. MeuyTato, 4yTo6bI Mbl HOKOHEL| nosiydnsii BO3MOXXHOCTb JledeHNs Hac/1e4CTBeHHbIX

¢>OpM He TOJ/IbKO B pAMKaXxX KOXﬂerHOI;I MM1IQHTAUNN, HO B pAMKAX reHoreparinu. ©)
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B nouckax zena zayxombwi

— MW3BecTHO, 4TO HaubosiIee u4a-
CTbIM MOJIEKY/ISIPHbIM (PAKTOPOM He-
CUHAPOMHOM TYroyXoCTU SIB/ISIIOTCS
MyTaumm reHa GIB2. Paccka)xute

O HeM noriogpo6Hee.

— [JencTBUTeNnbHO, MyTaumm reHa
GJB2 — OCHOBHble MOTEKYNAPHO-
reHeTuyecKre NPMYMHbI HacNeaCcTBeH-
HOM peLeccMBHOM 00PEYEBOM NyXo-
Tbl. KOHHEKCUH 26 — uneH 60/bLOoro
cemMemncTBa NpPoTeMHOB MeMOBpPaHHbIX
TPaHCMOPTHbBIX 6&1KOB, POPMUPYHOLLIMX
UMAMHOPUYECKME MEXKKNETOYHbIE Lie-
NeBble KOHTaKTbl. [1ocnenHme CoCToAT 13
MHOMeCTBa TpaHCMeMbpaHHbIX 0bpa3o-
BaHWM — KOHHEKCOHOB, KaXkabl 3 KOTO-
PbIX, B CBOIO o4epeb, COOPMMPOBaH Le-
CTblO MOMeKynamMm KOHHEeKCMHOB (puc. 1).
KneTka yepes KOHHEKCOHbI KOHTaKTUpyeT
C TaKMMM »Ke CTPYKTYpaMm Ha MembpaHe
OPYron KNeTKn. 3TM GopMUPYIOTCA Ka-
Hanbl AN9 maccrBHOM AMdDY3MM ManbIx
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MOSeKyN pasmMepom Ao 1-1,2 k[, BTopuy-
HbIX MECeHIKepOoB, METabONUTOB, a TaK-
Ke 2NeKTPONUTOB. Moekyna KOHHeK-
CUHa 26 KoampyeTca reHom GIB-2 (gap
junction protein B-2), KapTUpOBaHHbIM
B AJTMHHOM m1e4ye 13 XpOMOCOMbI (MOKYC
13911). B HOpManbHOM YIUTKE KOHHEK-
CWH 26 3KCNpeccmpyeTca Ha MemMbpaHax
HECEHCOPHbIX 2MUTENMANbHbBIX KITETOK,
obecneyrBas NPOLLECC PeLMPKYNALMN
K+ (pwc. 2). MonekynapHbIM natoreHes
FNYyXOTbl MPY KOHHEKCUHOBOM AMNCDYHK-
LMW onpenenaeTcs yrHeTeHneM MMeHHO
3TOro MexaHm3Ma. leHeTudecKknm nedekt
oTOro 6enKa NPYBOANUT K HeOBpPaTUMOM
[ereHepaunm BOTOCKOBOIO anuTenmg
M NporpeccMpytoLLen ytparte cryxa B Te-
UeHye NepBoro roda X13Hu pebeHka.

MPUYMHOM TyroyxoCTH, aCCOLMMPO-
BaHHOW C KOHHEKCWMHOM 26, MOTyT OblTb
pPa3nNMUHble MyTaLuK reHa aToro Genka
(Kak peLleccHBHbIE, TaK M OMKWHAHTHbIE).

Ceprev XXypaBCKu — BeAy LN HAYYHbIV
coTpyaHumK JTabopaTopui Ciyxa v peym
HUWL TICH6rMy vm. akaag. V.11, Nasriosa,
OOKTOP MeANLIMHCKINX HAYK, OBTOP HAYYHbIX
PA6OT MO KITMHNYECKOW MEHETUKE [T1yXOThI.
Hay4Hble nccrneqoBaHmg C. [ XKypaBCKOro
MoaAePXXMBAIVCb MPAHTAMM
agmuHucTpaumm r. CaHkT-lNetepbypra

m lNpesvgeHTa PO. KoHeYHO, Mbl He MOI/Iv
He roroBopuTb ¢ Cepreem [puropbeBmyem
O Tex YHUKAJIbHbIX MCCeOBAHMSAX, KOTOPbIE
MPOBOAMIT OH U1 €r0 KOJI/1er B peroHax
Poccuin, a TakKe Y3HATb pe3y/1bTATb]
N3yYeHMns PACrpPOCTPAHEHHOCTM MYy TALINN
B reHax, 9BJIFIOLUIMXCS MPUYNHAMIM
BPOXKOEHHOW TYOYXOCTU U [T1yXOThbl.

B T0 »ke BpemMa Hanbonee yactom aBnsaeTca
peleccrBHasa MyTaumsa 35delG —eanHuy-
Haa aeneumsa OgHOro K3 LECTU HyKNeoTM-
0B ryaHo3nHoB (G) Mexkay NonoykeHmem
30 1 35 BrtOUMTENBHO. [ToNaratoT, YTo Ha
ponto 35delG npuxogmntca 70% Bcex My-
Taunm GIB2 B eBPOMENCKOWM MOMyNaLMmn,

Puc. 1. CTpyKTypa LLefeBblX KOHTaKToB, dbop-
MUPYeMbIX 6enKaMm rpynnbl KOHHEKCUHOB
(White T.W. et al., 1995)



nosToMy €€ BblOeNnaoT B [PaHI TaK Ha3blBa-
EMbIX «Ma)XOPHbIX» O/14 6enoro eBpO!‘Iel;l-
CKOIo HaceneHua.

— HackorsbKo s1 3HAI0, Bbl KAK pA3
U 30HUMA/IUCb U3Yy4YEHUEeM pPdacripo-
cTpaHeHHocTu mytaumm 35delG reHa
KOHHeKcuHa 26 (GIB2) cpeau pasHbix
nonynsaunoHHbIXx rpynn. KakoBbl pe-

3YNbTATbI 3TUX UCC/IEAOBAHNA?

— 2Ty MyTaumo 0OHapy>Kunm B 1994 .
B EBpone. B Poccuin e€ BnepBsble BbisiBMUNA
npodeccop TaTbaHa leHHagbeBHa Map-
KOoBa B Haydane 2000-x rogos, Toraa oHa
6bina gokTopaHToM B CMBE JTOP HW.
B Hawemn nabopaTopuu TPaaULUMOHHO
ObINIO MHOMO MaLMEHTOB C BPOXXAEHHOM
FNYyXOTOW, W, Haras KonabopaHTOB B MO-
NeKyNAPHO-reHeTuYeckom nabopatopmu,
Mbl TOXKE MOAKMOUMINCE K TOM paboTe.
[Tony4deHHble yyke nepBble pe3ynbraThl
nopPasuIM KOMMYECTBOM HOCUTENEN ro-
MO3UIOT U reTePO3UIroT CPEAM HaLLMX Na-
LIMEHTOB. [eHeTnuecKas rmyxoTa gBIgeTcs
CaMOW YaCToM BPOXKAEHHOM reHETUYECKOM
maTonorvemn YenoBeka.

Mo3nHee MeHs 6oree cTana MHTepPeco-
BaTb PACMPOCTPAHEHHOCTb MyTaLIMM B MO-
NyNaLUMM 300POBOMO HaceneHma 1 eé npu-
UKHbI. Bbl, HaBepHOe, He 3aAyMblBasI1Ch,
HO OeTcKas JopedyeBad ryxoTa (B 6onee
CTaplLuen BO3pacTHOM rpynme — riyxo-
HeMoTa) — GeHOMEH, BCTPeuYatoLLIMINCA Ha
MPOTAXEHMIM BCEN MCTOPUM CyLLIECTBOBA-

Puc. 2. CxeMaTndeckoe nsobpaxkeHune
KNEeTOYHbIX 30H DKCMPEeCCUM reHa KOHHEKCU-
Ha-26 B TKaHW nepenoHyaTon ynutku [Camp
G.V., Smith R. http:/mwww.uia.ac.be]

B EBporie B Ha4asie XX Beka
Mo cBOAHbIM pe3y/1bTaTaM
nepernuvcen HaceseHus
y)Ke HQCYUTbIBA/IOChb OKO-
710 191 ThICSIYU FTTYXOHEMbIX
(7,77 Ha 10 000). OgHa
XKEeHLUMHQA U3 HUX MOJTy4Yiu-
710 MUPOBYIO N3BECTHOCTb
v BoLU/IA B UCTOpUIO. IMes
BPOXKOEHHYIO [71yXOTY, OHA
CTa/1Q MY30UW M MOAE/TbIO
dPAHLY3CKOro XygoXXHUKQa

AHpu Tynys-JloTpeka.

HWA YenosedecTBa. CUMTaETCq, UTO MyTa-
Lma 35delG noasmnach U nepcmcTmpyet
B reHOMe YesfloBeKa B TeyeHue nocnes-
Hx 500 nokoneHmm —okono 10 Tbicay N1eT.
YROMUHAHWA O [TyXOTE YXKe CyLLECTBYIOT
y lMnnokpata (ok. 460-377 rr. Ao H.3.). Opy-
roM MbICIMTENb OPEBHOCTV — APUCTOTENb
(IV BeK 00 H.2.), HEOAHOKPAaTHO Habnoaas
3TO ABMEHME, YYKE BblOENAN «MPUPOXKAEH-
HYIO U MPUOBPETEHHYIO» MyXOTY. CIOXETHI,
CBSAA3aHHbIE C MYXOTOW Kak GU3NYECKNM
COCTOSIHMEM, MPUCYTCTBYIOT B TEKCTax BeT-
XOoro 1 Hooro 3aBeToB. BUsaHTUMCKMM
MMnepaTop Nnepuona paHHero cpegHe-
BeKOBbst KOCTUHMAH | ymOMUMHAET O MyXmx
B cBoeM «CBofe 3aKoHOB» (526 I). B Hawlew
OTeYeCTBEHHOM UCTOPUIM BPOXKOEHHAA
rAyxoTa Kak aBleHme y KOHKPETHOMO UCTO-
pUYecKoro nu1La, No-eMaAMMOMY, Brep-
Bble YMOMWHAETCs MPU OMUCaHrK OETCTBa
ViBaHa IV (Mpo3Horo). AHapen Kyp6ckiui
paccKasbiBa o MaaweM 6paTe pyccKoro
Lapsa—Opun BacunbeBumye, KHA3e Yrnunu-
KOM, KOTOPbI «Obi1 6e3 yMa 1 6e3 namaTH
1 GeccnoBeceH».

McTopuuecknM daKToM aBndeTca
cnydaw, NpomsoLeallnm ¢ POCCUINCKOMN
nMnepaTpuLen Mapuren GenoposHoON,
cynpyrowv lNasna |, koTopasa nopg Bneyat-
NeHreM oT BNIM3KOro OBLLEHNA C TYXMM
pebeHKOM, NNEMAHHVKOM MPYABOPHOM
Oambl, noBenena B 1806 rogy yypeonTb
B [aBnoBcke — bnmkanuem npuropoae
CaHkT-lNeTepbypra— nepsoe B Poccum

N22(19) | 2023

Puc. 3. XXeHLWwWHa ¢ 30HTUKOM (Myxas BbepTa
B cagy r-Ha ®@opecrTa).
AHpu Tynys-JloTpek. ®paHLums, 1889.

OMbITHOE yUMnuLLe AN coaepXKaHuna
1 0BydeHus Takmx aeten. CoxpaHunmcb
CBeOEHMS, YTO B CEMbE 3TOrO MarnbymKa
Y 300POBbIX poauTenen 13 WecTtu aeten
elle oamH 6paT 1 ofiHa cecTpa Obinn Tak
e rmyxoHeMbiMu. 3a 100 neT cylecTBoBa-
HUWS 3TOrO YYMAKILLE €ro BOCAUTaHHKKaMM
cTanu 2205 geten 3HaTHOIo W MPOCTOro
cocnoBua Poccumckom nmnepumin. B Ee-
pone B Hadane XX BeKka Mo pe3ynsratamM
nepenucew HaceneHus y»xe HacumTbIBa-
Nocb 0KoM0 191 ThicaUM MyxoHeMbIx (7,77
Ha 10000). OgHa YKeHLLMHA U3 HKX MOSy-
YmMna MUPOBYHO M3BECTHOCTDL M BOLLMA B
VICTOPWIO. VIMes BDOXIOEHHYIO MTyXOTy, OHa
cTana My3om 1 Moaenblo GPaHLY3CKOro
XyOOXKHMKa AHpUW Tynys-S1oTpeka (pwc. 3).

TaK BOT, YyBCTBYSA CTOMb UHTPUTYIO-
YO aKTyanbHOCTb, Mbl C KOMeramMm
pewmnnm HadaTb U3yYeHUe «IyXom»
MyTaumm 35delG reHa GJIB2 cpeaw 300-
pPOBOro HaceneHma peroHa CeBepo-3a-
naga . 310 6binr 2008-2010 rogbl. Bonb-
WY MOMOLLb B MOyYeHMM 06pa3LoB
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Tabnuua 1. HocutenbcTBo MyTauum 35delG cpeau 300poOBOro HaceneHMs NonynsLMOHHbIX Py
CeBepo-3anagHoro permoHa Poccum (co6¢cTBeHHbIe AaHHbIE)

Konu4yecTBO 340pOBbIX FeTepo3uroTHoe
o6cnenoBaHHbIX HOCUTEeNbCcTBO

AOHOpPOB 35delG
r. CaHkT-MNeTepbypr 308 17 (5,5%)
NeHuHrpanckas obnactb MoAMOPOXKCKMI ParioH 218 13 (5,9%)
MBaH-ropop 120 4 (3,3%)

r. ApxaHrenbck 1 o6nacTtb 200 10 (5%)
r. MckoB 1 o6nacTb 107 5 (4,7%)
r. KanuHWHrpag n obnactb 200 15 (7,5%)
Bcero 1153 64 (5,5%)

KPOBW OKasanun obnacTHble Cypaonorm
O.B. MorHuKK (KannHuHrpan), E.B. MNop-
necHbln (ApxaHrenbck), E. B. XX6aHKo-
Ba ([MckoB). 310 OblNa MHTEPeCHana pa-
60Ta: NPUXOAMNOCH MCKATb KOHTaKTbI,
3aMHTEepPeCcOoBbIBaTb, 4OFOBapKMBaTbCS,
e30UTb B Apyrve ropona Ha ctaHuum
nepenmBaHua, a rae-To gake caMomy
6paTb B pPyKM BakyTeMHEpP M MPOBOAUTb
0ecaTkm 3ab60poB KpPoBU. Bbino cobpaHo
1153 o6pa3La KpOBM 300PO0OBbIX AOHO-
OB, MPOXKMBAIOLLMX B KPYMHbIX FOpoAax
CeBepo-3anagHoro permoHa Poccuum:
CaHkT-TeTepbypre, NckoBe, ApxaHresb-
cKe, KannHWHrpage 1 Ha Tepputopmrax
nx obnacten. Haw aHanms 6aHka JHK
B 06cnenyeMbix MONyNALUMOHHbBIX Fpyn-
nax o6Hapy»X1n cTabunbHble NoKasaTenu
PacnpoOCTPaHEHHOCTM HOCUTENDBCTBA
35delG Ha ypoBHe 5% (Tabn. 1).

Hawnbonee namMdaTHa cTana akcneam-
U B JleHWHrpaackyto obnacte. Toraa
aBTOMOOUNAA Yy MeHa He BbIfo, MHe Mpu-
LUNOCh Ha MONTOPbLI HefeNM apeHaoBaThb
MalMHY C BOAMTENEM U NPpUobpecTu
nepeHoCHbIe XONOAUABHUKK. OTNPaBu-
Ncb Mbl B INoanopoyKcKMn panoH Jle-
HWHrpaackow obnacTu. MNoyemy crona?
EcTb reHoreorpaduyeckasa cneumnbrka
[OaHHOIo permoHa: aTo eAMHCTBEHHOE
MeCTO B Hallew o6nacTu, rae CoxpaHu-
NOCb YHMKaNbHOE KOpEeHHOEe Hacee-
HW — HapPOOHOCTb Berchbl, MpeacrasmTe-
N GUHHO-YTOPCKOM MIUHIBUCTUYECKOM
rpynnbl, NTPEOKU KOTOPbIX B APEBHOCTM
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ocyLLecTBUIM Murpaumto ¢ CeBepHoOro
Ypana Ha TeppuTopumn pycckoro Cesepa
n coBpemMeHHor OUHAGHONN.

Halue nyTellecTBme Nno myxmm Mectam
MproHeKbd B Kpalto 3a6poLleHHbIX, Bbl-
MUPAIOLLNX [epeBeHb, Me 13 XuTenei
OCTaBafIMCh TOMBbKO eANHUYHbBIE CEMbU
CTapUKOB, MO3BOUIO OLEHWTD YacTOTy
BCTpeYaeMoCTV HoCUTeNem-reTepo3nrot
Y 3TOV KOPEHHOM HaPOAHOCTW JIeHVHIPaa-
ckow obnacTu (tabn. 2).

Bbl MOMHTEpPECYETECh, KaK YAanoch 370
opraHmsoBaTh? [a, nprexaTb He3HaKo-
MOMY YeroBeKY B 3a6pOLLEHHYIO OepeB-
HIO 1 MOMPOCKTb COaTb aHaM3 KpoBY,
He Hanyrag, 6610 HenpPocTo. MNPULLIOCH
ONHOBPEMEHHO YCTpanBaTb BpadebHble
IKCMPEeCC-KOHCybTaLmMm. Ha aTane noa-
rOTOBKM 3KCMeaMUym NpuLLia B rofioBy
MbIC/b B38Tb € COB0M Mpmnbop ong nime-
pPEHUA JaBAeHN U IIIOKOMETP ¢ HabopoM
MOMOCOK. 3Ta HEXUTPAA SKUMMPOBKaA Mo-
3BOMMA MHOMUM [aTb Hy>KHble PEKOMEH-

Tabnuua 2. PacnpocTpaHeHHOCTb reTepo3urotTHon ¢popmbl MyTaumm 35delG

reHa GJB2 cpeau 300pOBbIX XXuUTenen aepeBeHb MoanopoXcKoro

panoHa JleHUHrpaackon obnactm

KonuuyectBo
OepeBHMU Konuuecrso reTepo3mnroTHbIX
o6cnenoBaHHbIX HOCUTENEV %
Kyp6a 19 1
Kyspa 20 0
LoHayLmn 7 (0]
Hemxa 19 2
Hopawuru 12 (0]
Menoywn 14 1
O3zepa 27 1
Marosepo 1 0
BoHo3epo 34 (0]
Apocnasuun 24 2
JlapBa 32 4
BUHHMLLbI 9 1
Bcero 218 12 5,5




naummn. Mow Bogutens, Anexkcen Hrkonae-
BMY, POAOM U3 HIMKEropoackom AepeBH!,
MPOYYBCTBOBaBLUMCH XM3HbIO OAMHOKMX
CTapWKOB, bpanca MoKoNoTb APOBa, rae
3TO ObINTO OCOBEHHO HY>KHO.

Tak 6bIn1 cCObpaH, Kak g cumnTato, LieH-
HenLwmnn MaTepman. CerofHs CTapoXxmnnos
3TUX yrKe OaBHO HET, AETU XKXMBYT B PalioH-
HbIX LieHTpax 1 B CaHKT-TeTepbypre. Ecnun
roBOPUTL O pe3ynbraTe, To cpeam obcne-
[OBaHHbLIX 12 AepeBeHb [MoanopOXKCKOro
paloHa (obLee Ymcno obcneqoBaHHbIX —
218 yenoBek) 0CobeHHO BbIAENANNCH TP
nepeBHU: BUHHMLbI, ApocnaBuyn 1 J1agea,
rae 6bl1o 06HapyXkeHo Harbonbliee Ko-
NNYECTBO HoCUTeNemn-reteposmrot 35delG
(00 10-12% ob6cnenoBaHHOIO HaceneHna).

3T HaceneHHbIe MyHKTbl CYUTAIOTCS
MCTopuYeckin Hanbonee OpPeBHUMU 13
COXPaHMBLLMXCHA MCKOHHO BEMCCKMX Moce-
neHun. Kpome Toro, fiepesHa laaga Teppu-
TOpWanbHO Hanbonee yoaneHa oT LeHTpa
[oanopoOyKCKOro panoHa. 3aech 1 ceroa-
HA BOMbLIMHCTBO B3POC/Oro Hace1eHmsa
rOBOPUT Ha POHOM (BEMCCKOM) A3bIKE,
dOopPMUPYS B COUETAHMM C XapaKTePHbIMM
BHELHMMW YepTaMu (MOUCK B MHTepHe-
Te MOo3BO/IUT YBUOETb 3TV OCOBEHHOCTU:
HEBbICOKWIN POCT, CBET/IO-PYChble BO/IOCHI,
ronybble rnasa, okpyrnaa dopma nmua)
CBOEO6PA3HbIN STHOKY/TBTYPHbIN KONOPUT
STOM MECTHOCTMW.

[OCKONbKY BEMCCKMIM STHOC CHUTAETCA
OAHUM 3 APEBHEMLLNX HE TONbKO Ha Tep-
PUTOPUIU COBPEMEHHOW JTEHUHIPAACKOWM
obnacTu, Ho 1 Ha BceM CeBepo-3anane
Poccumn, MMEHHO OH MOYKET ABNATLCA M130-
NMPOBAHHbLIM PE3epPBYaPOM MOAAEPM KA~
HWS PeLeCcCMBHbIX MyTalLMM Ha PYCCKOM
Cesepe.

MNpenmyLlecTBeHHOe ObHapyKeHme
MyTaLMK Cpeam uTenen Hambonee apes-
HUX MOCeneHMm BencoB: y 7 13 65 xutenemn
nepeseHb J1ansa, BUHHMLUbI, ApocnaBumyn
B CpaBHeHWW C 513153 utenem apyrmx,
McTopUYecky 6onee Monoabix MoceneHmnm
(UTO MMEET CTaTUCTUYECKM 3HAYMMbIE Pa3-
nnyKg), NOATBEPXOAAET CyLLleCTBOBaHME

TaK Ha3blBaeMoro «addeKTa OCHOBaTENA»
KaK yCNnoBWA MosABIeHWA U HaKoMNeHMd
reTepo3unroT. B To e BpemMs, MOMUMO
3TOro TPaAMLLIMOHHOIO OOBbACHEHWA ANA
3HaYUTENTbHOIo pPacnpocTpaHeHnd pe-
LIECCUBHOW «yXOM» MyTaLlMK B MOMyna-
LMW 300POBOroO HaceneHus, MoryT 6biTb
1 MHble, bonee HecTaHAapPTHbIe Npeano-

NOXXEHWA.

— WHTepecHo y3HATb noapo6Hee...

— 9 NpuaepKMBaoCh rmnoTesbl, YTo
BO3HWKHOBEHWE U COXPaHeHWe B MpUpoae
PELIECCHBHbIX FETEPO3UIOT ABMAeTC pe-
3yMnbTaToM onpenené&HHon Gronormyeckom
Llenecoobpa3HOCTH, BbI3BaHHOW Hamnpas-
NIEHHBIM 3BOMOLMOHHBIM MOUCKOM. pun
3TOM «OMTHMaNbHbIN» YPOBEHbL MreTEPO3M-
FOT FeHa KOHHEKCKHa 26 B MOMyNALMaX, Kak
Mbl MOXXEM Monaratb, NOAAePXKMBaAETCA
13 BEKa B BEK ThICAYENETUAMM C LLeNbto
obecneydeHna onpenenéHHoro abdekTa

«BNONOrMYECKOM LenecoobpasHoCTy —
CeNeKTVBHbIX MPEMMYLLLECTB 4719 Momnynd-
LIMOHHOM Py bl Npu GOPC-MarsKopHbIX
0BCTOATENBCTBAX. MI3BECTHO, UTO eLlle B He-
AaBHEM MPOLLIOM 3BOMIOLMOHHbIN 0T6OP
LIen B HanpaBieHMM BbipaboTKM yCTON M-
BOCTU K 3MUAOEMMNYECKUM UHDEKLIMOHHbIM
3ab601eBaHVaM.

Tak BOT, eCTb A@aHHbIE NCCENOBaHUM O
TOM, UTO FOMO- W FETEPO3UTOTHbIE HOCUTE-
NN eLLe OaHOW «TTTyXOW» MaXKOPHOM MyTa-
unn GIB2—R143W, pacnpocTpaHeHHOoM
cpenmn abprKaHUEB, UMELOT KoKy ¢ bonee
LLIMPOKMM CMOEM 3MMAEPMMCA M MOBbI-
weHHyto cekpeumnio Cl- 1 Na+ B KOXKHOM
rmoTe MO CPaBHEHUIO C MX XKe POACTBEH-

Ne2(19) | 2023

HWKaMK HOCUTENAMM OMKOrO TUMa reHa.
TakKe cuMTaeTcq, UTO aCCOLMMPOBaHHbIE
C rnyxoTon MmyTaunm GIB2 dopMupytoT
YCNOBWS MOBbILIEHHOW KNETOYHOM BbXKM-
BaeMOCTU. Tak, B Ky/bType KepaT/HOLMTOB
reTepo3mnroTHOe HOCUTENBCTBO PeL|ecCUB-
HbIX «TyXMx» MyTaumii GIB2 (M34T, W44C,
R143W) MHMMBMpPYET MexaH3M OOHOMo 13
BapMaHTOB MPOorpaMMmpyemMom KneTou-
HOW rMbenmn—TepMyHanbHOM anddepeH-
LUMPOBKU. DTO MPUBOAMUT K YTONLLEHMIO
cnogd anutenua. NonaratoT, YTo B yCNOBU-
ax in vivo 3Ta 0cOB6EeHHOCTb yBEeNM4YmMBaeT
6apbepHble CBOMCTBA aNMAEPMINCA, YEM
CnocobCTByET peayLmpoBaHmio bakre-
pUanbHbIX MHBA3WIA U MHOEKLMOHHOIO
BocnaneHus. J1to6onbITHO 0b6paTHTb BHU-
MaHWe, YTo B MaToreHese 1MHea3sunm Shigella
flexneri— Bo3byauTensa GaumnnnapHom
ON3EHTEPUU — 3a0€NCTBOBAHO TaKxKe
OTKPbITME KaHana KOHHeKCKHa 26. N3-
BECTHbI B1onornyeckme NpenmyLLecTsa
reTepO3UroTHbBIX HOCUTENEW MyTau M OpY-

MpeumMyLiecTBeHHoe 06HapPYIKeHNe MyTaLnm Cpeamn
XKnTenen Hamborsiee APEeBHUX N3 COXPAHUBLLMXCH MOCe/1IeHUM
BericoB: y 7 3 65 xuteneun gepeseHs Jlaasa, BUHHULbI,
dpocnaBu4ym B CpABHEHUU C 5 13 153 kxuteneuv opyrux,
UCTOPpMYECKM 60os1ee MOJIoAbIX MOCE/IeHMNI (UTO MMeeT
CTATUCTUYECKN 3HAYUMBbIE PA3/TNYUNS), MOATBEPXKOAAET
CyLLEeCTBOBAHUE TAK HA3bIBAEMOIO «3¢PeKTa OCHOBATEIS»
KAK ¢paKTOpQA rNosiBIEHMNS M HAKOMJ/1I€HUS reTepO3mroT.

roro pacnpoCTpaHeHHOro PeLIecCBHOIO
3aboneBaHusa YenoBeyecTsa — MyKOBUC-
umao3a. Bo3byautenbs canbMoHennesa
Salmonella typhi ncnonb3ayet ana Bxona
B KETKY KMLLEYHOIO SMMTENNA aKTUBHbIN
XNopHbIM kaHan CFTR. Oka3anoch, 4To
CcaMaq pacnpocTpaHeHHas y eBponenLEeB
MyTauua reHa CFTR—delF508 — orpaHu-
UMBaET MHBa3WIo S. typhi B anuTenvanb-
Hble KNETKM KMLLIEYHMKa, UTO NposBaeTca
MeHblLIen BblparKeHHOCTbIO TUdoMaHOM
NVxopafku. MoaToMy KparHe MHTepPeCHO
BbIACHUTb, Cy4aliHO N1 ABNeH1e 3HaYn-
TeNbHOW PachpPOCTPaHEHHOCTM MyTaLM
35delG reHa GIB2, nnu »ke oHO onpene-
NAETCA KaKMM-TMB0 BUoNornMyeckmM dak-
TOPOM LIeNecoobpasHOCTH.
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— [lony4aeTtcsi, npupodd CO3HA-
Te/IbHO COXPAHSIET 3TY MYTALMIO B I10-

nynauymmn?

— Tak u ecTb. O4eBMOHO, YTO o4 NPW-
poabl, ChoOpMUPOBaBLLEN CTOMb CAIOXKHbIM
1 OatOWMM TaK MHOMO MpeunMyLLIECTB A9
BbI>XMBaHMA C/yXOBOW aHanm3aTop, HeT
2BOMIOLIMOHHOIO CMbICAa B PETPOMPaaHOM
ero yTpaTte. BUamMmo, B KIMMHMYECKM Mano-
3aMETHbIX HEKOX/IeapPHbIX MPOABAEHMAX
PEeLECCHBHbIX KOHHEKCMHOBbBIX MyTalLl
cnenyeT UCKaTb KoY K MOHMMaHWMio 61o-
NOrMYEeCKOro CMbIC/1a LUMPOKOro pachpo-
CTpaHeHus cpeay COBPEMEHHbIX MUPOBbIX
STHOCOB HOCUTENBCTBA MaXKOPHbIX «Iy-
XUx» MyTaumm GIB2, npuaatolmMx Hekme
Bronormyeckme NpermyLLecTsa CBOMM
HOCUTENAM U Yepe3 HMX COOTBETCTBYHO-
e NonynaumMoHHOWM rpynne B LIENOM.
YBEpPEH, UTO B PeL,eCcCMBHbIX MyTaLLMsaX,
noaobHbIx 35delG, reHoB, CBA3aHHbIX, CKa-
»eM, ¢ GYyHKLUVOHMPOBaHMEM 2NUTenmsa
BEPXHMX AbIXaTeNbHbIX MyTemn, cerogHs He-
3aMETHO MPOUCXOOMT CeNEeKLMA reHoOMa
yeroBeYecKom NonynaLmMy No HevyBCTBU-
TENBHOCTU K BUpYycy COVID-19.

— A KaKue npaKTu4eckKune pesysib-
TaTbl 4AET U3y4YeHne pacrpoCcTPaHeH-
HocTu MyTauui reHa GIB2?

— B cBoe BpeMmd 370 ano ocHoBaHue
nepBooYepeaHOMY CKPUHUHIY MyTa-
umm 35delG B reHe GIB2 npu Meamko-
reHeTUYEeCKOM KOHCYNLTMPOBaHMK Ae-
TeM C OETCKOM OopeYeBOM MyxoTom, Mo
KpamHen Mepe, cpeu >mnTenem scen
eBponencKom YyacTtn Poccum.

CerofHsa NoaBNAOTCa W Apyrve noKasa-
HWA 0719 FEHETUYECKOrO CKPUHKHTA. [ocTa-
HOBKa MeHeTMYeCcKoro AMarHosa y pebeHka
B CEMbSIX 300POBbIX poAMTENeN AAET LaHC
POXAEHMSA MOCEOYIOLLETO MOTOMCTBA Y)Ke
€0 100%-HbIM cryxoM. COBPEMEHHbIe BO3-
MOYXHOCTW BCMIOMOTraTeNbHbIX PeMNpPOayK-
TUBHbIX TEXHOMOM MM MO3BONAIOT Ha 3Tane
OKO nony4YnTb Myn 300P0BbIX SMOPUOHOB.
[OBTOPIOCh, UTO FEHETUYECKAdA MyXOTa S1B-
NSETCA cCaMoM pPacnpOCTpaHEHHOWM Hacnea-
CTBEHHOW BPOXKAEHHOM MaTonormen.
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— A ecTb 11 gpyrne MyTauuu re-
HOB, CIIOCO6HbIe OKA3ATb B/INSTHNE HA
CJ/1yXoBYIO PYHKLMNIO?

— KOHEUHO, M UX MHOTO. K mpumMepy,
MyTalMKM B MUTOXOHAMaNnbHoW OHK. Pag
113 HUX, OOHAPYXKEHHbIX B reHax, Koampy-
OLLIMX KOMMOHEHTbI 6&NOKCUHTE3NPYIO-
uero annaparta MuToxoHapum — pPHK
N TPHK BbI3bIBatOT HECUHAOPOMHYIO CEH-

MyTtauunsa A1555G 6bina
O6HApPY)KEeHA BO MHOIMMX
pervoHax Mmpa v ee pac-
rMpPOCTPAHEHHOCTb COCTAB-
nset 0,5-2,5% y nauneHToB
C TYrOyXOCTbIO U [T1YXOTOU
M3 eBPOrNeniCKuX CTPAH, 3a
UCKJ/TIOYEHUNEM HEOBBIYHO
BbICOKOM YACTOThI (27%),
BbIIB/IEHHOM B rpyrirne
naymeHToB 13 MicriaHuu.

B a3maTCcKMX CTPAHAX Ya-
ctota Al555G, Buammo, He-
CKOJIbKO BbllIe: B Kutae —
2,9%, B ArioHuun — 3%,
cpeauv naymneHToB C TYroy-
XOCTbIO (B TOM YucC/ie BCTpe-
yaetca y 10% naymeHToB

C KOX/1€edpPHbIMU UMM/IAHTA-

mu), B MUHOoHe3unm — 5,3%.

COHEeBpPabHYO TYroyxocTb. B mepByto
oyepenb peyb MAET O MyTaLMax B reHe
125 rRNA (A1555G, C1494T, Bapuauumm
BOMM3M HYKNEOTUOHOW Mo3numMm 961),
npwvBoOALLME K TYrOyxXOCTU Aarke nocne
OAHOKPATHOM MHBEKLUMWN aHTUONOTUKOB
M3 rpynNnbl aMUHOMMKO3MO0B. Y4acTme
STUX MyTaLMM B MOTepe Ciyxa NMoaTBepyK-
O0EHO MHOMMMU MCCnefoBaHaMM.

B cBOe BpeMa HaM yaanocb caMmm
0BHaPYXKMTb Ha Hallen rpynmne naymeH-
TOB YeTbIPEe Cry4asa MUTOXOHOPWAaNbHOM
MyTaumm Al555G. 2To 6bInM NaLMeHThb

C XPOHUYECKMM Ty6epKynesomM Nerkmx.
B a1OM paboTe MHe MHOro MOMOIIM Torda
elle CTyaeHTbl 5 kypca Hallero yHuBep-
cuteTa KO.A. JertapeBa (Mexay npoynMm,
npanpanpaBHyYKa 3HaMEHUTOrO pycC-
ckoro Bpada C.I. BoTkurHa) 1 C. TxeHew-
KyMap (cTyaeHT m3 pecn. Lpwu-laHka).
Kpome Toro, MHe yaanoch noy4acTtBo-
BaTb B MHOMOLIEHTPOBOM WMCCeaoBaHm
MUTOXOHAPWANbHbIX MyTalMI, KOTOPOE
opraH13oBana 6oMbLIOW SHTY3KACT reHe-
TVKW HapyLUeHWI criyxa 13 Ybbl LOKTOP
MeOUUMHCKUX HayK J1.Y. [hxeMuniena.
CoBMeCTHO C KofneramMmum 6bino npoee-
OEHO M3yYeHKe CreKTpa MyTaLum B re-
Hax 125 rRNA 1 tRNASer(UCN) mTOHK
Y MHAWBWAOB C HOPManbHbIM CMTyXOM
1y MaLNEHTOB C TYrOyXOCTbIO/IMTyXOTOM
M3 PasIMYHbIX STHUYECKUX FPY MM, MPo-
YKMBAOLWWIX Ha TeppUTOopmK Poccrimckom
Gepepaumm: Bonro-yYpanbckmm peru-
oH, CaHkT-INeTepbypr, Pecnybnvka Caxa
(AkyTna), Pecnybnuka AnTan.

— EcTb /11 AAHHbIE O YACTOTe 3TOM
MyTauumn B ApYyrux CTpPaHax?

— [a, pasymeeTca. AI555C 6bina 06-
Hapy»KeHa BO MHOIMX perrnoHax Mmpa
M ee pacnpoCTPaHEHHOCTb COCTaBMa-
eT 0,5-2,5% y MaumeHTOB C TYroyxOCTbio
W FYXOTOM 13 eBPOMENCKMX CTPaH, 3a
MCKtoYeHreM HeobblYHO BbICOKOM Ya-
CTOTbI (27%), BbIgBNEHHOM B rpynne na-
LMeHToB U3 MicnaHuw. B a3maTcKkux cTpa-
Hax YacTtoTa AlS555G, BUAKVMO, HECKObKO
Bbile: B Kutae —2,9%, B AnoHmm — 3%,
cpeam NaumeHToB C TYrOoyXOCTbio (B TOM
yumcne BcTpedaeTca y 10% naymeHToB
C KOXf1eapHbIMW MMMAaHTamMu), B NH-
noHesmm —53%. HapylieHue cnyxoBom
DYHKUMKM Y HOoCcUTenewm MyTtaumm A1555G
XapaKTepursyeTca pasnMyHbIM BO3PacToM
Hadana 3aboneBaHng, BapbrpytoLlencs
CTeneHblo MOoTePW CIyxa, HO MMaBHbIN ee
TpUrrep — NpoBeaeHme Tepanmm M1MHoO-
FMUKO3WAHBIMU aHTUOMOTUKAMM.

— A ecTb /1M KaKue-To peHoTUnu-
yecKmne npu3HAKu, KOTopble MOryT Bbli-
AATb Ha/InYne reHeTU4ecKou rnpuyu-
HbI BPOXXAEHHOM I71yXOTbl y peb6eHKa?
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Puc. 4. YnbTpacTpyKTypa NoBEPXHOCTX BOOCA NaLMeHTa C AopeYeBO HaceACTBEHHOM MyXOTOW (ManbymK 4-X NeT, HOCUTENb TOMO3UTOTHOWM
dopMbl MyTaumm 35delG reHa GIB2) (A) 1 3mopoBoro cybbekTa Toro e BospacTta (B). MukpodoTorpaduma, ckaHupytoLas 3M1eKTPOHHasa MUKPO-

ckonud. ¥YB. x 3300.

— DTO UHTEPECHbIN BOMPOC, U 9 Bbl-
CKa)ky He coBceM obulenpuHaToe
MHeHMue. TpaAMLMOHHO CYMTaeTCd, UTo
35delGC — 270 daKTOp HECUMOPOMHOM
TYFOYXOCTU-TyXOTbl, TO €CTb APYIUX MaTo-
NOMNYECKMX CUMMATOMOB MPW TAKOM HOCK-
TEeNbCTBE He AOMKHO ObiThb. B TO Xe Bpema
M3BECTHO, UTO LLMPOKas IKCMPECCHa KOH-
HEeKCMHOB B OpraHax 1 TKaHax, B 4acT-
HOCTUW aNUTeNManbHbIX, B Cllydae paga
OPYTUX FeHETUYECKMX MyTalMm onpe-
OenaeT pasBuUTME CUHOPOMOB C GeHoTH-
MOM COYETaHKA TYroyxOCTU U AMCNNasnm
3y00B, KUWEYHMKA, YENOCTHO-NMULEBbIX
amcMopdm3mMoB, Nneprdepudeckom
HenponaTuKn, a TakyKe MaToONOrMM KOXM
(pa3nMYHbIX BAPMAHTOB BPOXKAEHHbIX
XPOHWYECKMX MMMepKepaTo30B).

B cBoto oyepenb, Habntogas Halmx
naumeHToB, Mbl OTMETUNN XapaKTepHble
CTUIMbl BOMTOCAHOTO MOKPOBa Y HOCUTE-
new roMo3unroTHo MyTaumin 35delG reHa
KOHHEKCUKHa 26. Y netenr nepBbix MNony-
TOpa NeT »KM3HW HabnogaeTca kpavHe
CKyOHbIM BOTOCAHOM MOKPOB Ha ronose
C POCTOM TOHKUX, KOPOTKMX, TOMKMX, KaK
MpPaBuno, CBET/bIX, BOSIOC C TUMUYHbI-
MU LWMPOKMMU 3arnbiCHaMKM B TOOHO-
BMCOYHbIX M TEMEHHbIX 06nactax. Mpwu
LieneHanpaB/eHHOM onpoce poauTenen
BONbLWMHCTBa ASTEN C KOHHEKCUHOBOW
FNYyXOTOM BbINO BbIACHEHO, UTO aKTMBHaA
CMeHa BOJMI0C MpWXoaAMTCa Ha nepmoa,
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KOrfa COCTORAHME peYyeBOM 3a0ePXKM
CTAaHOBUTCSH KIMUHUYECKM ABHO 3aMeT-
HbIM, Oyoy4Yn NoBOAOM A9 obpalLleHUs
K oroneny UMM OeTCKOMY OTOPUHOMa-
puHronory. B 1o Bpems, korga Mbl Mpo-
BOOWIN 3TO UCCnedoBaHue, B Poccum
eLLle OTCYTCTBOBa/I B LUMPOKOM MPaKTMKe
POAUMBHbBIX 4OMOB ayLoMNONOrM4ecKnm
CKPUHWHT C MOMOLLbIO OTOaKyCTUYe-
cKOoM aMmccumn. OTMeUeHHbI GeHoMeH
He Obl/1 CBA3aH HW C BblPa>KEHHOCTbIO
paxuTa, HM C UCXOLHbBIM LIBETOM BOJSTOC
poauTenew, HM C XapakTepoM NuTaHms
HOBOPOXAEHHOMO (MCKYCCTBEHHOE NN
rpyaHoe). NMocKonbKy KOHHEKCKH 26, Mo-
MUMO CTRYKTYP YINTKM, SKCMpeccupyeTca
1 B KOXKE, B YaCTHOCTW, B 3MMUTENMOLMTAX
BonocaHoro bonnurkyna, HaMmm Obina Bbl-
CKasaHa rmnotesa, 4YTo naToreHes gaH-
HOro CMMMTOMa, KaK W MyxoTa, MeeT
CBSI3b C ANCPYHKLMEN KOHHEKCMHOBOIO
LLIEN1EBOIO KOHTAKTa, BbI3BaHHOM MyTaLM-
e 35delG reHa GIB2.

Mbl MPOBENN aHanM3 BOMIOC METOAOM
CKaHMpYyoLLEW 21EKTPOHHOW MUKPOCKO-
MUKW NaUMEeHTOB Pa3HbIX BO3PACTHbIX
rpynn. MNpu 2ToM 6binn 0OHapy)KeHbl
0COBEHHOCTU MOBEPXHOCTW, XapaKkTep-
Hble TONBbKO ANA MYXMX C FeHEeTNYEeCKOoM
MPUYNHOM HapyLLEeHMa Cryxa, a8 MMEeHHO:
M31OMaHHbIM, KpoLlalLMmMca TopLEeBOM
KpaW BOIOCAHOM MNACTUHKM, C LEPOX0-
BaTOCTAMM, BOABNEHMAMU U1 BblOyXaHNA-

MW Ha €& MOBepPXHOCTU (puc. 4). Paznun-
UMW B TOMLLMHE BOMIOCa MEXay rpyrnamm
IYXUX TOMO-, reTepo3unroT 35delG reHa
GJIB2 Vi KOHTPOMA Mbl He BbIgBUIIN.

MpriMeYaTenbHO, YTO, COCNaBLLMCH Ha
Hally JaHHble, Takyto ke 0COBEeHHOCTb
BOJIOC Y MaLMEHTOB C KOHHEKCMHOBOWM
HECUHAPOMHOM MyXOTOM OGHaPY»KUM
1 MOATBEPAVIUN UTANbAHLbI.

— Kak Bbl BUANTE npoao/HKeHue
U3sy4yeHns1 TeMbl FreHeTUKN B paspese
npodUNIAKTUKN U JIe4EHUS HapylLe-
Hui cnyxa? Kakue nHTepechbl U nia-
Hbl Yy BAC KAK y y4YeHOro Ha cerop-

HSILWWHWA AeHb?

— CerogHa B JlabopaTtopumn cny-
xa n pedum B CaHKT-TeTepbypre Mbl
npoOofMHKaeM KOHCYbTUPOBaThb W Ha-
6ntonaTte NAaLMEHTOB C FreHEeTUYECKOMN
LEeTCKOM MyxoToW. ECTb enaHure npo-
LOMKNTb MONEKYNIAPHO-reHeTnYecKne
MCCNefoBaHUd C HalWKMM GoraTenilnm
MaTepuanom, NosToMy Mbl byaem panbl
BCEM — W Ha4YMHaloLWMM nccregosaTe-
1AM, 1 NabopaTopPHbIM KONNEeKTMBaM
C OMbITOM, MHTEPECYIOLLIMMCS BOMPOCaMM
rEHETVKIW TYXOTbl UK CMEXHbBIMW BO-
npocamMu. BMecTe Mbl MOXXeM 3afyMaTb
1 MPOBECTU HW Ha YTO HEMOXOXKME OPU-
TVMHaNbHble nccnenoBaHWsa 1 MoONyYnTb
NHTEPECHbIe Pe3y/bTaTbl. e}
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I'enemuuecKkuit CKpuHuH?
HOBOPOIMCOCHHDBIX:

BbiroaoHO AJ14 YEJIOBEKA, OBWECTBA, 9KOHOMUKHA
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AyOnNonornyeCcKuil CKPMHMHI HOBOPOXKAOEHHbIX, BBEAEHHbIV B Poccum

B 2008 rony, 6e3yc/ioBHO, MO3BO/IM/1 CYLIECTBEHHO MOBbLICUTL KOJINYECTBO Ae-

Tel/”/,y KOTOPbIX HAPYLUEHUWA CT1yXA O6bl1 AONArHoCTnpoBAdHbI B COMOM pAHHEM

BO3pACcCTe. OOHAKO CrieUnasinCTbl He TO/TbKO B PeErMoHAX, HO V1 KPYTIHbIX cbeﬂe—

PAIbHbBIX LIEHTPAX OTMEYatoT, YTO 100%-HOoM 3pPEKTUBHOCTM OH He AAET, M HA TO

eCTb PA3Hble MNPUYHHbI. TaK KAQK >Ke MOBbICUTb rpouUeHT BbidgB/IeHWA TYTOYyXOCTH

Y HOBOPOXKAEHHbIX? OOHWUM 13 OTBETOB HQ 3TOT BOMPOC MOXKET CTATb CKPUHWHI

reHetunyecki. O60CHOBAHME 3TOro MeToAqA ANArHOCTUKM ripegcrasnsin yde-

Hble ﬂ,OO(bMﬂb/—lb/X MOCKOBCKWMX MeﬂVIuMHCKVIXyLJpe)KﬂeHMI/VI. A TaKxKke Har/fsg4Ho

rnoKa3A/1n, CKOJIbKO AeHel roCyAdapCTBO CMOXXeET COKOHOMUTL B 6yquueM, ec/in

OETAM C reHeTM4eCcKoMm TYIOYyXOCTbHO BOBPEeMH 6yﬂ€7' riocras/ieH AnArHoOs.

V' TaTbsiHa
MAPKOBA
dreoy 4no
PMAHMO M3 PO

YV Nua
TOPOMYUHA
HUKWN O, M3
MockoBckomn
obnactu

y AnekcaHpap
rnonakos
DIBHY «MIHLL
M. aKaeMuKa
H. M. Boykosa»

poxoeHHad  Mmyxota WMe-

eT TreTeporeHHylo npupoay

1 MOXET B6bITb 0bycnoBneHa
KaK FreHeTUYecKnuMu, Tak 1 npuobpe-
TEHHbIMU MpUYMHaMK. B page peru-

OHOB Poccuik  pacnpoCTpaHeHHOCTb
KNMHUYECKM BbIPaXKeHHbIX  GOpPM
BPOXOEHHOM  TYroyxoCcTW  COCTaBna-

eT NpmbnuamtenbHo 1 cnydam Ha 700
poykaeHun. [JokasaHo 4To, bonee 50%
MMELIOT reHETUYECKOE MPOUCXOXKOEHME.
K BO3pacTy 4 et pacrnpoCcTpaHEHHOCTb
TAXKENbIX GOPM BPOXKOEHHOW TYroyxo-
CTWM ONg AOBYCTOPOHHUX HapyLleHWI
cnyxa yBenuumBaeTca npubnnsnTenb-
HO A0 1 Ha 400 poXKOEHMUI, N3 KOTOPbIX
6oee MonoBKHbI TaKXKe CBA3AHO C Ha-
CNeACTBEHHbIMU MPUYMHAMM.

OpHow 13 Hanbonee YacTbix GoOpPM
BPOXOEHHOW MMyxXOTbl ABNSETCA Hacnea-
cTBeHHaa dopma, CBA3aHHaa MyTaLM-
AMU B reHe KOHHeKcKHa 26 (reH GIB2).
B Poccumn camadg yactaa MyTauma gaH-

Horo reHa— 35delG aBnaeTca NpuymHom
BPOXXOEHHOW 1 NOPEeYeBOM ABYCTOPOH-
Hew TsHKenow Tyroyxoctn B 52% cnydya-
€B U KNMHUYEeCKM NPoaBAgdeTca TOMbKO
HapyLlleHreM cnyxa. M3ydeHa yacTtoTa
OaHHOW MyTalMuy cpean ryxux nuL
B PAAE PEMMOHOB CTPaHbl. YacToTa Ho-
cuTtenen 35delG B nonyndaumm goctmraet
6% B CeBepo-3anaHOM permoHe n 4%
B LleHTpanbHOM pervoHe ctpaHbl, 3%
B PocTtoBCcKoM 061acTu 1 cpeam pyCcCKMx
Bawknpum n Yysawmnm, 2,2% B 4pyrmx
perroHax Poccum, Bkitodaa Pecnybnm-
Ky TaTapcTaH, AkyTuio, ANTanCKMM Kpaw.

BbigBneHue myTtaumim 35delG mn opy-
rMX YacTbiX MyTauum B reHe GIB2 nmeet
O0nNbLUIOE 3HaYeHVe ANA NPaKTNYECKOro
300aBOOXPaHeHNA, Tak Kak AeTV 1 HOBO-
POXOEHHbIE C MaTONOrMYECKMM reHOoTU-
NoM (OBe peLecCMBHbIe MyTauMn B reHe)
MMetoT HapyLleHue cnyxa B 100% crydaes.
MokaszaHo, 4To B 70% Cry4aeBs 3TO MyxoTa
1 IV cTeneHb Tyroyxoctu, B 20% cny4vaeB —



TYroyxoctb Il cteneHu, 1 Tonbko B 10%
CNy4aeB BO3MOXHa |l cTeneHb TyroyxocTu.
OO6Hapy)keHWe AeTen C USMEeHEHHbIM re-
HOTWMOM B MEPUOL HOBOPOXOEHHOCTU
PaBHO3HaYHO PaHHEMY BbIABNEHWIO pe-
OeHKa C TShKeNblM HapyLIeHMEeM crnyxa
0719 CBOEBPEMEHHOIO fleveHna 1 abunm-
Taumm. OQHOBPEMEHHO poauTeny aeTemn
nonyyaTt MHGOPMaLMIO O BbICOKOM reHe-
TUYECKOM PUCKe NoBTOpeHMS 3aboneBa-
HWA B CEMbE U CMOTryT CBOEBPEMEHHO
NAaHMPOBaTb MePONPUATUA MO LOPO-
[oBoM NpodurnaKT1ke HacneacTBEHHOM
HEeCKHOPOMANbHOW TYrOYXOCTU.

[eHeTYecKoe TeCTUpPOoBaHMe MyTaLMm
35delG B reHe GIB2 obnanaeT BbICOKOM
cneundUUYHOCTbIO 1 YyBCTBUTENbHOCTbIO.
MeTonunka obHapy>KeHUsa MOXET OblTb
npennoykeHa anaa CKpUHWHIa crydaes
BPOXKAEHHOW TYroyxoCTW cpean HOBOPO-
YKOEHHbIX. HOBble TEXHOMOr MK NMO3BONAIOT
NpPoOBOAUTb OAHOMOMEHTHOE 1CCneno-
BaHMe reHoTMNa boree ThicauM YenoBek

B Te4eHmne ogHOoro pa6oqero OHA.

FEHETUYECKUN CKPUHUHI
HOBOPOXAEHHbIX ONMPABOAH:

1. BbICOKOM 4YacTOTOM HOCUTENen

B 06LLEeN Nonynauny B 60nbLUMHCTBE
pernoHoB Poccuimckom depepalnm
(2-6%),

2. HaJIMMMEM Ma)XOPHOW MyTauun
35delG, koTopad BbigBngaeTca B 85%
Cny4aeB BPROXKOEHHOWM TAXKe10M
GJB2-TyroyxocTu,

3. BbICOKOM cneundpUYHOCTbIO
OHK-TecTa, OTCYTCTBMEM NTOXKHO-
OTpULATENbHbIX Pe3yNbTaToB (OTpU-
LaTeNbHbIN pe3ynsTaT CKPUHKWHIA Npu
oTpuuaTenbHOM pe3ynbrate 601e3HM);
4. HU3KOW CTOUMOCTbIO CKPVHUMHIO-

BOIo TecCTa.

HEOBXOOUMOCTb BBEOEHUSA
FTEHETUYECKOIO CKPUHUHIA

HA MYTALMIO 35DELG 'EHA GJB2
OBYC/NOBJIEHA C/IEQYIOWUMU
DOAKTOPAMM.

1. HepocTaTouHOM YyBCTBUTENIbHO-
CTbIO ayAUOJ/IONUYECKOIro CKPUHUHra
019 BbIgBNEHUA BCEX HY>KAAOLLMXCS

leHeTn4YecKu CKPUHUHI
MO3BO/ISET B KpATYAMLLIMNE
CPOKM ocC/ie POXKAEHUS
BbISIBUTb IPYMy TYroyxmx
AeTteu, KoTopbIM Heob6xoau-
MQ Kox/1iedpHAsa UMMIQHTA-
LS U1 CITyXOMpoTe3mpo-
BaAHuMe, obs1a0QeT BbICOKOM
YYBCTBUTE/TIbHOCTbIO U Crle-
LUMpUUHOCTbIO A/15 BbISIB-
s1eHnsg MageHLeB UMeHHO
aTOM rpynnbl. No3Bonser

B KpaQTyaQuiLLIMe CPOKM ro-
c/ie poXKaeHMs HarpaBuUTh
pebeHKa nog HabrogeHue
BpQua-Cypaosiora c y»xe
YCTAHOB/IEHHbIM ANArHO-
30M U BbISIBJIEHHOMW rpuyn-
How 60/1e3HU O715 PeLUeHNS
BOMpoOCAa 0 Mepax ro sede-
HUIO M Q6UINTALUN.

B HabnogeHuy cypaonora anga petle-
HKA BOMpOCa O MpOoBeAeHUM Koxeap-
HOM MMMNaHTaumm geten. NokasaHo,
uTo 20 1 Bonee NPOLEHTOB AeTen ¢ Na-
TONOMMYECKMM FEHOTUMOM He BbIABMA-
OTCA ayAMONOrMUYECKNM CKPUHUHIOM.
2. KOPpOTKMMU CPpOKaMu Hanbonb-
wen 3¢pPeKTUBHOCTU NpoBeaeHUsa
onepauuu KoxJieapHoW UMMNNaHTa-
umm (KW), korga onTriManbHble pe3y/ib-
TaTbl AOCTUIAKOTCA MPU BbIABNEHMN
OEeTel C TAXKeNbIM HapyLlLeHMeM crnyxa
B MepPBbIN rog »XM3HKM 1 MpW NpoBeae-
H1K KW B BO3pacTe pebeHka 0o 3 ner.
[na pneten c TyroyxocTtbto Il cteneHm
TakyKe BaYKHO paHHee 1 CBoeBpeMeH-
HOe CnyxonpoTe3npoBaHMe.

TEHETMYECKMIN CKPUHUMHI MO3BONAeT
B KpaTyaMLLme CPOKM Mocae poxaeHUs
BbIABUTb rPyNmMy Tyroyxux OeTel, KOTOPbIM
HeobxooMMa KoxneapHada MMMnaaHTaums
AW CnyxonpoTe3unpoBaHue, obnagaeT
BbICOKOW YYBCTBUTENBHOCTbBIO W CreLl-
MPUYHOCTBIO 019 BbIIBNEHWS MNaaeH-

Ne2(19) | 2023

LLleB MMEHHO 3TOM rpynnbl. Nossongaer
B KpaTyamLime CPOKM Mocne poxxaeHua
HanpaBUTb pebeHka noa HabnaeHue
BpaYa-Cypaoniora C ke yCTaHOBIEeHHbIM
OMarHO30M U BbIABNEHHOW MPUYMHOM
6onesHn Anga pelleHmna Bonpoca o Me-
pax no fnedyeHuto 1 abunmutaumm. Kpo-
Me TOro, CKPUHMHI MO3BONAET CBOEB-
pPEMEHHO BbIABUTL Mapbl 4ETOPOLHOrO
BO3pacTa (poautenu neten ¢ GIB2-Ty-
FOYXOCTbIO) C BbICOKUM FreHeTUYECKNM
PVICKOM W CBOEBPEMEHHO HaMPaBUTb MX
K Bpauy-reHeTuKy Ana pa3paboTku nnaHa
00pOA0BOV MPOdUIAKTUKM MOBTOPHOIO
POXKOEHWA TYroyxoro pebeHka nnm npum-
MeHeHWa PeNPOAYKTVMBHbIX TEXHONOM MM
019 POXAeHWA 30,0P0BOro pebeHka.

CTOMMOCTb 3aTpaT Ha NpoBefeHue
HeoHaTaNbHOro CKPWHWHIA OLEeHVBa-
NV B COOTBETCTBMU C «HCTPYKLMEN MO
pacyeTy CTOMMOCTU MeOULMHCKUX YC-
nyr, ytBepykaeHHom M3 PO (1011199 r.
Ne 01-23/4-10).

PacuyeT CTOMMOCTHU pacxofoB Ha
npoBeAeHUe HEOHaTaIbHOMO CKpM-
HuHra (C) ocyuiectBnanu no ¢popmyne:

C=Cn+CK=3T+H3+M+UN+0O+TI,

raoe Cn—npsamble pacxoibl, CK— Koc-
BEHHbIE PAacxOAbl, 3T— pacxobl Ha onna-
Ty TPYAa, H3 — HauucneHua Ha onnaty
TpyAda, M — pacxofbl Ha MeAnKaMeHThI,
nepeBa304YHble cpeacTea v nNp., M —
M3HOC MATrKOro nHBeHTaps, O — M3HoC
obopynoBaHmg, lM— npoudmre pacxodb.

K npsMbIM pacxofgam Obifiv OTHECEHDI
3aTpaTbl, HeMOCPEeACTBEHHO CBA3aHHbIE
C NPOBeAEHMEM HEOHATaNbHOIO CKPU-
HUHra: onnaTa TPy4a U HaYMCNeHna Ha
onnaty Tpy4a OCHOBHOIMO MepcoHana;
MaTepuanbHble 3aTpaThl (PeakTUBHI,
OHOPa30Bble MeaMLUMHCKME NpUuHaa-
EXKHOCTU); M3HOC MATKOIO MHBEHTaPS
no NabopaTopum CKPUHWHIA; M3HOC Me-
ONLMHCKOro 1 MpoYero obopynoBaHus,
MCMOb3YEeMOro HEMOCPEACTBEHHO MPK
npoBefeHWU CKPUHMHIA; KOMMYHarbHble
ycayru. Tpuy 3TOM y4UTbIBaNoCh, YTO MPOo-
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BedeHMe aHHOIO CKPUHKMHIA He noTpe-
OyeT AOMNONHUTENbHbIX 3aTpaT Ha 3abop
BronorMyeckoro MaTepmana, Tak Kak angd
NpoBeaeHNA OMAarHOCTUKN 0OCTaTOYHO
MATEH KPOBU, OCTaBLUMXCH MOCe Mnpo-

BedeHWA HEOHATalbHOIo CKPUMHKHIA.

K KOCBEHHbIM (HenpaMbIM) pacxodam
OblNIM OTHECEHbI Te BUWAbI 3aTPaT, KOTopble
HeoOXxoaMMbl ANA AeaTenbHOCTV Nabo-
paTopuK, HO He NoTpebnaemble Hemno-
CPEACTBEHHO MPW yKa3aHHOM CKPUHUHTE:
onnaTta Tpyaa M HauyncneHua Ha onnaty
TpyOa obLeyYpeXKaeHYeCcKoro nepcoHa-
a; XO39MCTBEHHbIE 3aTPaThl (019 TEKYLLIMX
XO3AMCTBEHHbIX Lilenen, KaHLenapckme
TOBapbl, UHBEHTAPb, Ha TEKYLW M pe-
MOHT U T. f.); MIBHOC MATKOro MHBEHTapPA
BO BCMoOMOraTefibHbIX MoApa3aeneHm-
ax; amMopTM3aumsa (M3HOC) 3aaHUIM, COO-
PY>KEHUM 1 OPYrMX OCHOBHbIX GOHAO0B,
CBSI3aHHbIX C NpoBeAeHMEM CKPUHUHTA;
npoune 3aTpaThbl.

SKOHOMUYECKNI 3¢ PeKT

COXPAHEHUST TPYAOCMNOCO6-
HOCTW ogHOro pebeHKa co-
cTaBus 22 746 Tbic. py6rien.

OykmaaeMble 3aTpaTbl Ha peanusa-
LU0 CKPVHWMHIA HOBOPOXAEHHbIX Ha
HacneaCcTBEHHYIO HECUHAPOMAaNbHYO
TYroyxoCTb cocTaBnatoT 600 pybnen Ha
oaHoro pebeHka.

3KOHOMMWYECKYIO Bbiroay

HEOHATAJIbHOIO CKPUHUHTA

ONPEOENAIOT:

O CHWXeHUe Yucna UHBaNIUAoB
Hepa6ouunx rpynn;

O CHMWXeHUe 3aTpaT Ha abunura-
LU0, CBA3AHHbIX C PaHHUM ycTa-
HOBMEHMEM TOYHOMO AMarHos3a;

O CHWXeHUe Yncna UHBAIUA[oB Nno
cnyxy, CBA3aHHOEe C POCTOM reHeTu-
4EeCKOW rpaMOTHOCTU HaceneHus;

O coKpalleHue pacxonoB o6nacT-
Horo ®CC Ha cyxoBble annapaTbl
rNyxXyM 1 cnabocnblilauMM OeTAaMm;

O CHWXeHUe Yucna pasBoaoB
11, COOTBETCTBEHHO, YMCa MaTepewm-
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OOMHOYEK, BOCMUTbIBAOLWMX
pe6eHKa*MHBaJ'II/I,D,a.

OKOHOMMYECKUNmn aPpPeKT coxpa-
HeHusa Tpyaocnocob6HocTu pebeHkKa
paccumuTbiBanu no popmyne:

3=05x4/P Y (tH—tT)— D/H Y (tT + to),

roe 3 —3KOHOMUYeCKU M addeKT coxpa-
HeHMd »X13HK peberHka (pyb.), 0,5—nona
CTOUMOCTM NPMBaBOYHOro NPOAYyKTa
B HallMOHanbHOM goxoae, 4 — Hauuo-
HanbHbIM Ooxon, P —4MCNeHHOCTb pa-
6oTatollero HaceneHus (Yenosek), tH —
CcpenHuii BO3pacT BbIOLITUA 13 TPYOOBOWM
nedarenbHoCcTw (neT), tr— cpegHuim Bo3-
pacT BCTYNNeHUA B TPYAOBYO AeaTefb-
HOCTb (NeT), to — cpenHaa NPOaOKM-
TENbHOCTb »XM3HW MOC/Ie OKOHYaHMA
TPYOOBOW AeATeNbHOCTU (neT), (tH — tT)
— TpyOooBOM Mepuoa >KnU3Hu (neT), (tT +
to) — HeTpyQOoBOW Nepurod KU3Hu (NeT),
® — doHpa coumansHom chepbl, H—o06-
LLlad YMCIEHHOCTb HaceneHua (YenoBexk).

[Npu pacyeTax MCMONb30BaHbl AaHHbIE
DdenepanbHoOM cry>kbbl rocyaapCcTBEHHOM
CcTaTUCTVKKM [Poccua B umdpax. 2017: KpaT.
craT.c6./Pocctat- M., P762017-511 c].

OKOHOMMUUYecKUM 3pPeKT coxpaHe-
HUS TPYAOCNOCO6HOCTU ogHOro pe-
6eHKa cocTaBui 22746 Tbic. py6nen.

PacueTbl 5KOHOMMYECKoM 23hdeKTMB-
HOCTW MWNOTHOIO NPOEeKTa FeHETUYECKOrO
CKPWHUHIa HOBOPOXOEHHbIX Ha Hacnen-
CTBEHHYIO HECUHAPOMANbHYIO TYrOyXOCTb
B MockoBcKoW 06nacTv MpoBOAMANCH
Ha uModpy 88882 pebeHKa, poXaAeHHbIX
B MockoBckol obnacty B 2017 ropy.

lcxoas 13 4acToTbl BPOXKAEHHOM Tyro-
YXOCTW, BbISBNSEMOM K 4 rofgam B MOCKOB-
cKow 061acTV HoBOPOXAEHHbIX 2017 ropa
poxaeHua, 222 pebeHka OyayT ryxXyMu.
/13 3TUX AeTen TyroyxoCTb Yy NOABMHbI Oy-
net obycnosneHa MyTaumamMim reda GIB2,
U IMEHHO 1M ByaeT B 60MbLIMHCTBE CNy-
YaeB NnokasaHo nposeneHue KW. Mpun
3TOM NPV NPOBeLEeHWW ayANONOrMYECKO-

rO CKPUHWHIA OOMKHbI 6bITb BbIABMNEHbI
89 peTem c HapylleHueMm cnyxa, Ho 17
AeTer MoryT 6biTb MPONYLLIEHbl CKPUHMH-
roMm. B aTom rpymnne reHeTUYeCcKnim CKpm-
HWHTI BbIABUT 60 HOBOPOXOEHHbIX C ABY-
CTOPOHHEW TYroyXOCTbto, 0BYCIOBNEHHOWM
MyTaumamm reHa GJIB2, B TO BpeM4 Kak
ayaMONoOrnMyecknim CKPUHUHE BbIGBUT
TONbKO 48 AeTen, TO eCTb KaK MUHUMYM
12 HOBOPOXXAEHHbIX C HAaCNeACTBEHHOM
HecrHAapoManbHoW GIB2-TyroyxoCTbio
OyayT NpPonyuUleHbl 1, CKopee BCero,
He Mmony4daT CBOEeBPEMEHHOM MOMOLLM,
a cnegoBaTeNibHO, He ByayT 23bdeKTUBHO
peabunuUTHUpOoBaHbl. 3a MATb 1eT YKMCIO
HeCBOEBPEMEHHO PeabunmMTUPOBaHHbIX
neten pocturHeT 60 yenoBek. [eHeTuYe-
CKUM CKPUHWHI MOXET NMOMOYb MOHATH
MPUYKMHBI TOXKHO-OTPKLLATENbHbIX PE3YNb-
TaTOB MPW ayaMONOrMYECKOM CKPUHUHIE
npw GIB2-TyroyxocTu.

TakrM 06pa3oM, Ha Kaxkabl py6Ob,
BJIOXEHHbIN B peanmsaumio NporpaMmbl
reHeTNYEeCKOro HeOHaTaNIbHOrO CKPWHWH-
ra TYrOyxoCTU, oxxuhaeMasd SKOHOMUYe-
cKkasa 3pPeKTVBHOCTL OT MpefoTBpalle-
HMA NoTepb cocTaBuT 37,9 pybnen.

HecMoTps Ha To, UTo rmMyxmm aetam K
npoBoANTCA U3 CpeacTB deaepanbHOro
OtooyKeTa, a AMarHoCTVKa 1 peabunmra-
LIMSA IYXMX OCYLLIeCTBAAETCA Ha CpeacTBa
POMC, CHMXKEHME YKMCna MHBaANMOOB
C reHETUYECKOM IMyXOoToM — 3T0 oblLe-
rocydapcTBeHHasa 3a4a4a, U MUIOTHbLIN
MPOEKT Ha TeEPPUTOPUM MOCKOBCKOWM
061acT MOXKET B AanbHeNeM pacnpo-
CTPAHWTLCA Ha ApYrMe PernoHbl. o)

ABTOpbI:

TaTtbsAHa NfeHHagbeBHa MapkKoBa,
.M. H., BpQY reHeTuK, rnpogeccop Kapeaps cypro-
norvm M6OY AMNO PMAHIMO M3 PO

Jlna BnaguMmuposHa ToponyuHa,

K.M.H., BpQY cypaonor-otopuHosiapuHronor HUKU
[ M3 MockoBckovi obnactu, [BC aeTckui cypao-
s1or M3 MO, accUcTeHT Kageapb! 4ETCKOW OTOPUHO-
napwHronorum F6OY AMNO PMAHIMO M3 PO

AnekcaHap Bnagumuposud MNonskos,

A.6.H., npogeccop, 3asnabopartopuert JHK-gua-
FHOCTUKM «MeanKo-reHeTUYeCKMi HayYHbIA LeHTP
nMeHu akagemmuka H. . boykoBa», coBeETHUK DI B-
HY «MIHL|», yneH-koppecrnoHaeHT PAH.
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. 2PPexmuensviii memod
npedynpedicoeHUA
e G8POIMCOEHHOIL Myz0yxocmu

[losBreHue B ceMbe pebeHKA C TyroyXOCTbto — 3TO BCera
MICUXO/TIOrMYecKoe MoTpsaceHmre He TO/TbKO A4 poauTesieun,
HO 1 A9 6J/IN3KNX POACTBEHHMKOB. 3Q4YACTYIO ANATHO3
BbI3bIBAET LLIOK, SMOLIMOHA/IbHOE COCTOSHME B3POC/IbIX
CKQA3bIBAETCH W HA AASIbHEWLIEM PA3BUTUM W BOCTTUTAH MM
pebeHKa C HapyLUeHMAMK Cyxd. V1 XOTS9 B HAOCTOSLLEee
BpeMS KOX/1eApPHbIE UMIJIAHTbI W C/TyXOBble QrrnapaThl
MOryT obecrnedynTb BO3ZMOXXHOCTb pedeBOM KOMMYHUKA LM
U MOJTHYHO MHTErPALMIO B COLIMYM, BCE XKE CEMbU, e

eCTb pebeHOK C TYTrOYXOCTbHO U1K [/TyXOTOM, OMNACAKOTCH
POXKOEHWS BTOPOIO C TAKOU XKe MAaTO/I0rMeun.
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Y MapuHa
BA3AHOBA,
KypaTop npoekta —
Bpay CypAoNor-oTOpUHONapPUHIONor
drey HMMLUO ®MBA Poccum

KaXXObIM rogomM B MUpe OT-
Me4aeTCa HapactaHWe 4a-
CTOTbI

poxxaeHua  geTten

C  UHBaNUAM3MPYOUWUMUK  Hapylle-
HUAMKM cnyxa. OgHOWM M3 OCHOBHbIX
MPUYNH CEeHCOHEBPaNbHOM Tyroyxo-
CTW ABAAIOTCA reHeTndeckme Hapylle-
HWg, 6onblUasa YacTb KOTOPbIX CBA3aHa
C MyTaumamMm reHa GJB2. 210 cBA3aHO
C BbICOKOM pacnpoCTpaHeHHOCTbIO
3[0POBbIX HOCUTENEM MyTauumn OaH-
Horo reHa. NMNoaToMy 4alle BCero oetu
C HapylweHMaMu cnyxa poxkaatoTca
B CeMbax, rAe paHee He CTankMBaanchb

C aTOM NpobnemMon.

B kauvecTBe onNTUManbHOro Metoaa
npenynpexneHnsa BpOXXaeHHOW Ty ro-
YXOCTW MOXKET ObITb PAaCCMOTPEHO DKC-
TpakopnopanbHOe ONI040TBOPEHME
(OKO). CornacHo npukasly MuHsgpaea
Poccunm ot 31.07.2020 N803H «O nopan-
KE MCMoMb30BaHWa BCMOMOTraTeIbHbIX
penpoayKTUBHbBIX TEXHOMOTMMM, MPOTU-
BOMOKa3aHUaX M OrpaHMYeHnax K 1Ux
NPUMEHEHMIO», MoKa3aHMeM ana npo-
BeaeHMa nporpamMmbl KO 1 nepeHoca
KPWOKOHCEPBUPOBAHHbBIX 9MOPUVOHOB
ABNAOTCA HacneacTBeHHble 3abonesa-

¥ Hukonait AVNXEC

MHMumaTop npoekta —

HU4E, 4Na NpeaynpeXaeHmsa KOTopbIx
HeobxoAMMOo npenmMniaHTauroHHoe
reHeTnyeckoe TectmpoBaHue (M), He-
3aBUCUMO OT cTaTyca GepTUNbHOCTM.
MrT BoinonHaeTca ang 60nblLMHCTBA
MOHOTreHHbIX 3abonesaHni, B TOM Yymncne
019 HECMHAPOMaNbHOW CeHCoHeBparb-
HOW TYyroyxocTuh, 06yCnoBNeHHOM My-
TaumamMum reHa GIB2. MI'T-M (MI'T Ha
MOHOreHHble 3aboneBaHMaA) B paMKax
npoTokona KO nossosaeT oTobpaTb
ONa nepeHoca B MaTKy He yHacneno-
BaBLLUMe 3aboneBaHe aMOPUOHbI 1 13-
6erxkaTb abopTa, BEPOATHOCTb KOTOPOrO
B C/ly4Yae npeHaTtanbHOM OMarHOCTUKMN
comocTaBMMa C PUCKOM poXXOeHMa
60nbHOro pebeHka.

yyactume 40 cemen.

CerogHa 6narofapa nogaepyke Ha-
LMOHaIbHOro MefULMHCKOro nccne-
[LOBaTENbCKOro LEeHTPa akyLlepCcTBa,
TMHEKOMOrMM 1 MEPUHATONOMUU UM.
akageMuka B. WM. KynakoBa MuH3gpa-
Ba PO Takon MeTof cTan OOCTyneH
M HaWKWM nauneHTaM. Bcero B npo-
rpaMme NpPpUHANo ydactue 40 cemen,
34 113 KOTOPbIX OblNKM HanpaBieHbl 13
Ddrey HMULLIO ®MBA Poccuwn. Mpen-
BapWTENbHO BCE YNeHbl ceMel MpoLnmn

rNaBHbI BHELUTATHbIN CrieLmManmcT
oTopuHonapuHronor MmnHsgpasa PO n ®MBA
Poccuun, anpektop OreyY HMULLO ®MBA Poccun,
uneH-kopp. PAH, npodeccop
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KOMTMMJ/IeKCHOE ayauoiormyeckoe mc-
cnepoBaHUWe, MO pe3yfibTaTaM KoTo-
poro oguH pebeHok B ceMbe Unm oba
poauTena, NnaHupytouine pebeHka,
MMeNM CEHCOHEBPabHYH TYTOyXOCTb
Pa3NMUYHOM CTEMEHM BblPaXXeHHOCTU.
3aTeM y BCeX YeHOB CEMbU (poauTe-
nen, pebeHkKa c HapyLLUeHMeM Cryxa,
a Takxke 6paTbeB K cecTep pebeHkKa)
caoenanuv 3a6op BEHO3HOM KPOBMU.
Bnocneacrsmu nonydeHHble obpasubl
OblN HanpasneHbl B NabopaToputo
MONEeKyNapPHO-reHETUYECKMX METOA0B
HMWUATMM Ha MLP B pexxnMe pealnb-
HOro BpeMeHu. B pesynbraTe reHeTu-
YEeCKOro TeCTMpoBaHMa 13 34 ceMen
y 19 6bINM 06HapPY>KeHbl MyTalWK reHa

CerogHs 6n1arogaps nogaeprxke HaumMoHas1bHOro
MeanLMHCKOIro Nccs1eoBAaTe/IbCKOro LeHTpa
aKyLIepCcTBA, FTMHEKO/I0rnun 1 nepuHaTos10rum
uM. akagemunka B. . Kynakosa MuH3gpasa

P® Takou meton cTas1 4OCTYNEH U HALUUM
naymeHTaM. Bcero B nporpamMme rnpuHsIo

GCJB2— M BblAanu HanpaeneHve ang
BblnonHeHMa 9KO. Ha ceroaHawHMmM
AeHb 6narogapa AeNcTBMIO NpPorpam-
Mbl y>Ke LLeCTb ceMen cTanum cyacTnum-
BbIMW pOaAMNTENAMM 300POBbLIX Masbl-
wemn.

YUnTbiBaa OOCTYMNMHOCTb COOTBET-
CTBYIOLLMX NPOLEayP, MOXKHO M36exaTb
poXaeHWa peberHka C HapyLleHMeM ciy-
Xa BO MHOIMX CEMbSIX. o

Y AHTOH MAYAJIOB
PykoBogutenb npoekTa —
[OLLEHT, AOKTOP MEAMLMHCKUX HayK,
Bpay CypaoIor-oTopUHONaPUHIoNOT,
pyKoBOOUTENb HAYYHO-KITMHNYECKOro otaena
ayanonormnm, CnyxonpotesnpoBaHng
1 CnyxopeyeBom peabunuraumm
drey HMNUO ®OMBA Poccunn
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CyodvO0HOCHAOA 2eHemuKa
019 PEBEHKA, CEMbW 1 POLHV/

[losgerieHve B cemMbe
pebeHka c obou
60/1€3HbIO BbI3bIBAET
[BQA BOMpocaA y poau-
Tesien: 30 YTo MHe 370,
W 4TO C 3TWM AE/IATb.
[eHeTunyeckme mccre-
[OBAHMS MO3BOJIAHOT
MopPOV OTBETUTHL HA
06a 3TK BOrpoca.

P Mapusa TANAGHL,
CypAonor-oTopuHo-
TTAPWHIONOT, K. M. H.
OCI1 Poccuiickas
netckas KInHN-
Yeckas 6onbHULA
Praoy BO PHUMY
mM. H. W. Munporoea
MuH3gpaBa PO, ka-
depnpa cypponormm
dreocy Arno
PMAHMNO

bl He BbIGMPAEM CBOK reHETUKY,

M

UInHCTBe C/1ly4aeB He 3HaeM O ero/ee re-

a Bbl6bUpQasa naptHepa, B 60/1b-

HeTuke. [No3ToMy OTBET Ha ﬂe,OBbll;l BO-
MPOC: HWN 30 YTO — TAK C/IOXKNJINCb MeHbl.

A BOT OTBETUTb HA BTOPOL BOMPOC
MO3BO/IAIOT PE3Y/IbTAThI FeHETUHECKOIO
mccenoBaAHMS, BEAb, BbIIBUB MPUYNHY
3060/1eBAHMS, MOXKHO MPOrHO3MPOBATH
ero TeyeHue 1 BbIbMPATbH METOAb! Slede-
HUS 11 PeQOUINTALMMI, A MOPOM U MOB/IN-
ATb HQ YKU3Hb POACTBEHHUKOB.

MNoarsepskaeHMe TOMy — UCTOPMM ABYX
cemeli, B KOTOPbIX reHeTudecKoe o6c/1eno-
BAHME MALMEHTA C TYroyXOCTbIO MOB/INAIO
He TO/TbKO HO HEMO CAMOIO, HO U HA Cyab6y
ero 6/1M3KuX.
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NCTOPUA

A60yaaa u Auwa

Abaynna poanicsa AOHOWEHHbIM, 6e3 0cobeHHOCTelN B poaax, TPETbUM pebeHKoM
B ceMbe. AyaMONOrMUecKmnii CKpUHMHE npotuen. Ctapluine 6paT 1 cecTpa — Hop-
MasibHO Cbllatime. HMUTO He Npedpacnonarano K TyroyxocTh y pebeHka. OaHako
MaMma, yrke byayum 6epemMeHHon, yaHana o Halnudmmy TyroyxoCcTh y AByxXeTHeM
UETBEPOPOAHOM CeCTPbl CBOMX AeTel AMLLbl 1 MblTasnacb MOMOYb C OpraHm3aLm-
OHHbIMU BOMPOCaMuM. No3TOMYy, Koraa poamnca Abaynna, HaCTOPOXKEHHOCTb ero
MaMbl MO3BOMUIA 3aMETUTb, UTO PEBEHOK HEedOCbILLUT, 1 K 6 MecaLaM poamTeni
06paTUIMCE K Cypaoory AN NOHOMO ayanonorMyeckoro ob6creqoBaHmd, HECMOTPA
Ha NPOMAEHHbIN ayAMONOrMYECKU CKPUHMHT. AyaMnonormdeckoe obcnenoBaHme
Y Cypaonora BbiiBMNO Y pebeHKa OBYCTOPOHHIO CEHCOHEBPAabHYO TYrOyXOCTb
Mo TUNY ayAUTOPHOM HelMponaTum: oToakycTyeckada ammccmna (OAD) pernctpmpo-



Bafach, YTO OTPaXKasno COXPAHHOCTb HapPy»XHbIX BOTOCKOBbLIX K1ETOK BHYTPEHHEro
yxa, a KCBI He perncTpmrpoBanmch, YTO YKa3blBasio Ha Hanuyme naTonornm B Cny-
XOBOW CUCTEME rAe-To OT BHYTPEHHMX BOTOCKOBbLIX KNETOK [0 CTBOMa Mo3ra. PaHee
NPUYMHOM OaHHOM ayAMONOrM4YecKom KapTWHbI CYMTanach MaTtonormMga CyxoBoro
HepBa, OTCloda M Ha3BaHWe — ayaAnTopHasa (MNK cnyxoBad) HemponaTua. B cea3m
C 3TUM poaAUTENSM PacCKa3asM O COMHUTENbHbIX MePCNeKTUBaX CMyxopedeBoro
pa3BUTKA pebeHKa, PeKOMEeHAOoBaNM NoMbITKY CyXOnpoTe3npoBaHMa U He 06-
cy»Kaanu KoxneapHyto MnnaHTaumio (KW), Tak kak onga ycnewHom peabunutamm
nocne KM HeobxoOmm CoxpaHHbIN CyXOBOW HEpPB.

OfHaKo CoBpEeMeHHble FeHeTnYeCcKkMe 1 aNeKTPOPU3NoNormyeckme nccneno-
BaHMA MOKa3anu, YTo ayoMoNornyeckan KapTrHa ayaAnTopHOM Hemponatum (ecTb
OAD, HeT KCBTI1) MoXKeT 6biTb 06YyCoBNeHa He TObKO MaTo/IormMen CyxoBoro
HepBa, HO M HapyleHneM GYHKLUMOHMPOBAHUA CUHANCOB MeXay BHYTPEHHUMM
BOJTOCKOBbBIMU M AEHAPUTAMU HENPOHOB CMMPaNbHOIO raHrmug. A CllyxoBOM HEPB
MpPY 3TOM MOXET OblTb COBEPLUEHHO COXPaHEH.

Poautenv A6aynnbl, He CMUPUBLLWCH C MPUIOBOPOM MO CNyxy pebeHka, obpaTu-
nnck B OIBY «POCCUMCKUIM HAYHHO-KITUHWNYECKUM LLeHTP ayaAMonorim 1 Cnyxonpore-
31POBaHUAY», rae OblN MOATBePYKAEH AMarHo3 — 3aboneBaHye cnekTpa ayanTOPHbIX
HerponaTuii, U NpoBeaeHO reHeTnYyeckoe obcreqoBaHue. MiccnegoBaHme Ha naHenm
reHoB «HacNeOCTBEHHas TYroyXOCTb» B MEAUKO-TEHETUYECKOM HayHYHOM LleHTpe
BblgBUNO Yy AGAynbl MyTaumm B reHe OTOF, koampytollem 6enok otodeprinH, Heob-
XOOMUMBbIV ANa GYHKLMOHUPOBAHMA CMHAMNCOB MeXXAY BHYTPEHHVIMIK BONOCKOBbIMU
M OeHOPUTaMU HEMPOHOB CMMPanbHOro raHmMusa. A MPT He mokasano aHaToOMUYeCcKmMX
M3MEHEHMIN CNYXOBOro HepBa. TakM 06pa3oM, Obl10 MPEANONOKEHO, UTO Yy ABAYNNbI
3aboneBaHue cnekTpa ayanTopHbIX HEWPOoMNaTUIA MO TUMY CUHANTOMATUK (TO eCcTb
naTonorua cuHarca), a ClyxoBow HepB CoxpaHeH. BBuay HeapdeKTUBHOCTU CyXO-
NpoTe3nPOoBaHUA BbIIO MPUHATO pelleHre o0 NpoBeaeHUK pebeHKy KoxneapHon
MMnnaHTaumm. Mocne onepaumny Abaynne NnpoBegeHa perncrTpauma noteHumana
LENCTBUA C/TYXOBOIO HEPBa Ha SMEKTPUHECKYIO CTUMYIALMIO M PErUCTPaLMNA SNeK-
TPUYECKM Bbl3BaHHbIX CTBOTIOMO3rOBbIX MOTEHLMAaN0B, NMOATBEPAVBLLME COXPAaHHOCTb
CNyXOBOIO HEPBA M CTRYKTYP C/IYXOBOrO MyTW CTBOMa Mo3ra. CnycTa montopa roaa
Abaynna NoHUMAET peyb, FOBOPUT CaM Ha YPOBHE dpas, XOAUT B MaCCOBbIN AETCKUM
caf... A Mor Obl OCTaTbCA B «MUpPE MyXMx», €Cn Obl He reHeTuYeckoe obcnefoBaHme

M KOX/TeapHad MMMNaHTaund.

Y AnlLbl, YETBEPOIOPOAHOM cecTpbl AGAYNMbI, C KOTOPOM Havanacb UCTOPKUA NPO
TYrOyXoCTb CPeAM POAHM, ANArHO3 MO CRyXy M reHeTrYecKas NpuYmMHa oKasanmch Te
»ke. Bcnen 3a A6aynnon koxneapHas MMnnaHTauma Obina nposeneHa n e OfHako,
ecnu Abaynne Ha MOMeHT onepauum 6610 2 roda, To Aue yxke 4. M, HecMoTpa Ha
MpPOrpecc B CIyXOPeYeBOM Pa3BUTUM NOCAe KOoxNeapHOW MMMNAaHTaLMm, y Animn
TpyOHEE OXKUOATb TEX Ke YCMeXoB, UTo 1y ABAyNNbl. BO3pacT MMNNaHTaumm B ee
cnydae TpebyeT KoMneHcaLm 0COOEHHO MHTEHCUBHbBIMW 3aHATUAMMK C PEOEHKOM.

[eHeTuueckMe nccnegoBaHMa, BbIgBMBLUME TOYHYIO NOKALMIO MaToONOrMm B Cry-
XOBOW CrCTEME, MO3BOUMM HE TONTbKO CMeNo MPOUHATb Cy,D,b6OHOCHO€ peweHne
OTHOCUTENTbHO KoxneapHoM MMMONQHTaUNMM 9TUM OeTaAM, HO 1 MPOrHo3npoBaThb
TedyeHye 3aboneBaHma.

AyonTopHas HeMponaTma 4acTo HOCUT CUHAOPOMASbHbBIN XapaKTep, TO €CTb,
MOMUMMO TYIFOYyXOCTH, y MauMeHTOB MOIyT Pa3BMBaATbCA HapylleHNd 3peHNd, pa3-
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NMYHasa HeBponormyeckas natonornsa
M T. O. [TO3TOMY BaXKHbIM aCMeKTOM Bbl-
AB/IEHHOIO NreHETUYECKOIO MexaH3Ma
HapyleHna cnyxa y Abaoynnbl 1 AW bI
ABMETCH TO, YTO MyTaumm B reHe OTOF
BeAyT K HeCMHApPOManbHoOW dopme
HapyLeHKa cryxa, 1, COOTBETCTBEHHO,
Kakom-nM6o Apyroi NnaTonorum rn3-3a
STUX TEHETUYECKMX MU3MEHEHWN Y 3TUX
neten He NpenBYAaATCS.

Mocne onepauuvn Aégynne
rnpoBengeHa perncTtpaums
rnoTeHumana gencTems
C/TyXOBOIO HEPBA HA 3/1€K-
TPUUYECKYIO CTUMYIALMIO

Y perucTpaLms 71eKTpuU-
YyeCcKU BbI3BAHHbIX CTBOJ10-
MO3roBbIX MOTEHLMA/IOB,
noaTBepANBLUNE COXPAH-
HOCTb C/IyXOBOIro HepBad

M CTPYKTYP C/IyXOBOIO IyTU
cTBos1a Mo3ra. CrycTsd rosi-
TOopQa roga A64yss1a noHu-
MaeT peyb, FOBOPUT CAM HA
YpoBHe ¢pas, xoaUT B MAC-

COBbIVI AETCKMM caa.

K coxaneHuto, HecMoTpa Ha 6naro-
MPUATHbIM MPOrHO3 peabunmTaunm Me-
TOOOM KOX/1€aPHOM MMMNAaHTaUMM aeTemn
c 3aboneBaHMeM crnekTpa ayauTopHbIX
HeWponaTnii, 06yCNoBNEHHbIM MyTaL M-
amu B reHe OTOF, MHOTMe OeTU C TaKUM

OMArHO30M «yMYyCKatoTCH».

Bo-mepBblX, 3@ CHET COXPaHHOCTM
OAD OHM MPOXOAAT ayamonormye-
CKWMI CKPUHWHT. V1, ecnn y pebeHka HeT
KaKMX-NMBo apyrux GakTopoB pUcka Ty-
FOYXOCTW, OH LOMIIO MOXKET OCTaBaTbCA
BHe Mosida 3peHuna Bpada. A BO-BTOPbIX,
Korfa AMarHo3-Taku 6bIBaeT yCTaHOBNEH
B B ayaMTOPHOW HelponaTyn, faneko
He BCcerga NMpoBOAMTCA CTOMb BarkKHOe
reHeTM4yeckoe obcnegoBaHuMe, M 3HaYMUT,
pebeHKy MOXeT ObITb He MpeaoykeHa
onTrManbHaa Ana Hero peabunutaums.
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NCTOPWA 2

Bpamwba Andpeii u AHmoOH u ux 31ceHvl

Y 6paTbeB AHOpPeA 1 AHTOHA CEHCOHEeBPasbHaa ryxoTa Obifa AMarHocTMpoBaHa
B paHHeM getcTse. [epuHaTanbHbiX M GakTOpPOB pUCKa NPUOBPETEHHOM TYrOoyXOCTH He
6bl10. Poautenm 1 apyrme poacTBeHHWKM — HOPMAasbHO Cribllallyve. Takas cuTyauma
Mo3BONMMa NPEANONOKUTL Y BpaTheB TYroyxoCTb HAaCNeACTBEHHOM STUOMOMM, MO
ayTOCOMHO-PELIECCUBHOMY TUMY HaC/IeA0BaHWA, UMW ye cLenneHHasa ¢ X-XPOMOCOMOM.
MccnenoBaHue reHa GIB2 (KOHHEKCUH 26) y 6paTbeB NaTofiorMyeckmnx U3MeHeHum He
BbIABMW/IO, UTO YKa3blBAET Ha 6onee peaKyto reHeTUYeCKyHo NpMpoay TyroyxoCTh, Tpeby-
fOLLLytO AanbHeMLWero nccneqoBaHug.

AHLPEN YKEHUNCH Ha AeBYLLKE C TYrOyxOCTblo. [eHeTUYecKoe obcnenoBaHye BbIABMNO
Y HEE caMyto YacCTyo MPUYIMHY TyroyXOCTM B Hallen 1 eBPOMNemcKom Nonynaumm —
MyTaumm 35delG 8 reHe GIB2 (KOHHEKCUH 26) B TOMO3UIOTHOM COCTOSHUW. YUUTbIBas,
uTOo Y AHOPERA KakK pa3 HaobopoT, reH GJIB2 6e3 MyTaLMii, MOXXHO Oblfo OXKMAaTh, UYTO
0EeTn y H1X ByayT HocuTenamMm oaHon MyTaumm 35 delG B reHe GIB2 oT MaTepw, a oT
OTLa yHacneayoT 340P0BON BapMaHT reHa. A TakXKe BO3MOXKHO, YUTO OHW YHacneaoyeT
HEeM3BECTHYIO MyTaLIMIO B HEM3BECTHOM reHe OT oTua. [1pKr 3TOM MOYKHO HaaesaTbCca Ha
H3KYIO BEPOATHOCTb HANMMUMA aHaSIOTMHYHOM PEOKOW MyTaLLMI Yy MaTeEPU.

Korpa »ke poaunca rx nepeeHeLl, noapobHoe ayamonrormyeckoe obcneqoBaHme
0EeVCTBUTENbHO NOATBEPAMNIO HOPMarbHbIN CryX Yy pebeHka, a reHeTuYeckoe mnccne-
NOBaHWe — reTepO3nroTHOE 300POBOE HOCUTENBCTBO MyTalUmm 35delG B reHe GIB2. Ty
YKE KapTWHY MOYKHO OXKMAaTh U Y MocienyoLyx AeTen B 3ToM nape.

BTopow 6paT, AHTOH, TakKe HaMepeBasncs BCTYNMCh B 6pak C AeBYLLKOM C Tyroyxo-

CTbtO, MPUYEM FreHeTYeckoe obcnegoBaHie ee BbISBMIO MyTalMn B reHe GIB2. Taknm
06pa3om, 1 B 3TOW Nape MOXKHO OXKMAATb POXKAEHWE OeTel C HOpMasbHbIM CITyXOM,
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TaK KakK y byaoyLlmMx poamTenem reHeTu-
HecKMe MexaHU3Mbl TYroyxoCTU pasHble.
Takag MHbOpMaUKa, 6e3ycnoBHO, ABMAA-
eTca 60MbLLUOM PafoCTbio U obfieryeHmem
1 ONa Gyayuinx poamTenei, 1 ocobeHHo
Ona genyliek 1 6abyliek, yyke nosHas-
LIMX BCE CITOXKHOCTW BOCMMTaHUA, KOraa

Malblll He CNbILWKNT.

HecMoTps Ha TO, UTO B fanbHenweM
reHeTn4yeckom obcnenoBaHum 6paTba He
OblV 3aMHTEepecoBaHbl, UccnegoBaHme
NULWb oaHoro reHa GJB2 B AaHHOM ceMbe
1 MX NapTHEPOB MO3BOSMIO MPOrHO3U-
pOBaTb COCTOSIHME CNyXa B cleayoLleM
MOKONEHUMU.

TaknM 06bpa3oMm, He TOTbKO Y HOP-
ManbHO CMblLLALLMX OO MOTYT POXK-
0aTbCs OETU C HAaceACTBEHHOM Tyroyxo-
CTbtO, HO Y POAUTENEN C HAaCNeACTBEHHOW
TYFOYXOCTbIO MOIYT POXKAATbCA HOPMaslb-
HO chbllallve oeTn. M 1o He Yyao — 370
MPOCTO reHeTrKa. lNpryem coBepLUIEHHO
OOCTyMNHaa ana obcneqoBaHMg Ha cerof-
HALWHWM OeHb. @)



Peknama

Like

Hauvano HoBol XKu3Hu

HETCKNE
CcnyxoBbie arrapaThbl
neﬂManM‘-leCKaf-l

dopMyna HaCTPOMUKHU

X info@aurica.ru

®)

Q +7 (4872) 73-08-08

)) AURICA

Pelwuenus pnsa cnyxa

BecnpoBogHoe ynpasneHue

ona yctpouncts Android n 10S

OocTynHbl B ABYX
BapUaHTaX UCMONTHEHUSIX:

OETCKUM POXXOK U TOHKada Tpy6Ka

aurica.ru



SURDOINFO | TexHonoruum

60



P Napuca IASAPEBA
. M. H,, npodeccop
kadenpbl JTOP-60-
nesHen Ky6aHckoro
rocyfapCTBeHHOro
MeauLMHCKOro
YyHUBepcuTeTa

MEHHO UCCNeaoBaHWa HECUH-

OpoMarnbHbIX npuymH CHT no-

3BONUAM BbIIBUTb OKOMo 200
PasANYHbIX JTOKYCOB B XPOMOCOMaX, OTBe-
YaloLLMX 38 GOPMUMPOBaHMA HapyLLIEHU
B 3BYKOBOCTPUHUMatOLWEM oTaene cny-
XOBOTrO aHanm3aTopa.

B pabote Dror A.A. 1 Avraham K.B.
(2010) npencTaBneHbl BapraHTbl abbepa-
UMM B XPOMOCOMHOM Habope Yenoseka,
ConpoBOXaatoLmx passutre CHT n nme-
OLLLIMX BM3KOE TOKYCHOE pacronoxe-
HWe C y4acTKaMU, OTBETCTBEHHbBIMW 33
Pa3BUTUE MOPAKEHUA APYIMX OPraHOB
¥ CMCTeM W1 B NodasnstoulemM 6onblMH-
CTBe C/llydaeB MMeoLMX cuernieHHoe

HacnenoBaHMe.

Ha purcyHke 1 oTo6paeHbl NOKyChbl
B XPOMOCOMaXx YefioBeka, KoTopble oTBe-
YatoT 33 CNYXOBYIO QYHKLMIO 1 MaTono-
rmyeckmne abbepaumm B onpeneneHHbIx
JIOKyCax, CBA3aHHble C OAHOBPEMEHHOMN
FMCTOMNATONOMMEN BUCOHHOM KOCTU. Kpo-
Me TOro, MPakKTUYeCKMM UHTepeC Npea-
CTaBNAET MHOXXECTBEHHOCTb abbepaLi,
KOTOPbIE MOMYT MPWBOOUTL K PasBUTUIO
HEeCUHAPOMaNbHOW CEHCOHEBPaNbHOM
HOPMbI TYrOyXOCTH.

YueHbiMum B CLLIA v LLiBeMLIapuim B HacTo-
Alllee BpeMs pa3paboTaHbl crielmasnbHble
TeCT-CUCTEMbI /17 SKCMPECC- U CKPUHUH-
rOBOW OMarHOCTVKM MPW HEKOTOPbIX He-
CYHAPOMANbHbBIX MOPaXKeHMM CYyXOBOIo
aHanmsaTopa. Hay4yHble 1ccnenoBaHma rno-
cnedHuX net, nposofuMeble B KaHage v Ku-
Tae, HanpPaBNeHbl Ha aKTVBHYIO Pa3pPaboTKy
Pa3MNYHbIX METOLOB TEHOMHOW KOPPEK-
LMW B NEYEHMN HapyLUEHUI B CITyXOBOM
aHanmMsatope Npw BbiaBNeHWM AaHHbIX 33
reHeTUHecKMe HapyLLeH Vs B ONPeneneHHbIX
JIOKYCaX XPOMOCOM.

YTo 3TO faeT Bpauy
B NMPaKTUYE€CKOM NpUMeHeHnU

AccouMaTMBHbIE CBA3K MEXKY XPOMOCO-
MHbIMW annenamMm, KOOPOAMHMPYOLLVMM
codeTaHHOe NpPoaBIeHmne HempoceHCop-
HOWM TYroyxoCTW, CaxapHoro AnabeTa 1 na-
TONOMM CepaeHHO-COCYANCTOM CUCTEMBI,
MNO3BONSAIOT AaTb OOBACHEHE COYETaHHOM
MnaToNornu y MaLmMeHToB U JO/KHbIM 06-
pazomM bopMUPOBaTb MPodUNaKTMYecKme
1 neyebHble MEPOMPUATIA. ITO OYEHb
BaYKHO B MPaKTMYECKOM MiaHe, MOCKOSb-
Ky MO3BOSSAET ONTUMM3NPOBATD, B NEPBYIO
ouYepenb, paboTy Bpada-cypaonora.

TeHeT1YecKoe TeCTMPOBaHME B MyTa-
L 35delG B reHe GIB2 (DFNBI), 6e3yc-
SIOBHO, BaXKHO /19 MOCTaHOBKM AMarHo3a
B CMOPHbIX Cry4asax, a TakyKe B CEMbSAX, rae
oba poamTens ABNAIOTCA reTePO3UTOTHbI-
MU HoCcUTENsaMU. B HacTosLLee BpemMa 3T
aBngetca 6a30M reHeTNYEeCKOro KOHCY b-
TNPOBaHWA 1 Pa3PabOTKM NPodUNaKTYe-
CKMX MepOnpUATMM MO NPOBEAEHMIO A0-
POLAOBOM AMArHOCTVIKMA AAHHOW MaToNorn.

Ho ocTaloTcs Bonpochbi:

O 6onetoT BUPYCHBIMU MHbEKLMAMM
MUWMMOHbI, @ HapyLLeHMe Cyxa BCTpe-
YaloTCA NKILLL B OTAEMbHbIX CIy4YasX;

O no4yemy He y BCex maumeHToB, Nony-
YaloLLIMX ledeHue C NpUMeHeHeM
TOKCUYECKMX MEAMKAMEHTO3HbIX MNpe-
napaToB, BO3HMKAIOT MaToslormyeckme
NpoLECChl B 3BYKOBOCMPUHMMAIOLIEM
oTaene CryxoBOro aHanm3aTopa;

O TpaBMbl B 061aCTU FOMOBbI/BMCOUYHOM
06nacTV He y BCeX COMpOBOYKAAOTCA
TYTrOYXOCTbHO.

O60CHOBaHUE Hannuns

Y NALMEHTOB C CaxapHbIM
AnabeToM HapyLUeHUM criyxa
C TOUKMU 3pEeHUS FreHETUUYECKOM
AeTepMUHNPOBAHHOCTU

VlccnepoBaHue, npoeeneHHoe B Hauyo-
HaNbHOM Hay4YHOM MHCTUTYTe OONroNeTna
(ANoHMS), NPOAEMOHCTPUPOBAIO aCCOLIM-
auMy Mexay NoNUMOPdU3IMOM MUTOXOH-
OpvanbHoro otuennsioLero 6enka 2 (UCP2)

Ne2(19) | 2023

1 PVICKOM PasBUTUS HEMPOCEHCOPHOM Ty-
royxocth. leH UCPZ2 (rs660339) obnagaet
BblpaXKeHHbIM MOTMMOPPUIMOM U UMeEET
3HaAYUTENbHYHO aCCOLMALIMIO C PUCKOM pas-
BUTVA CaxapHoro amabeTta (95%, noepu-
TenbHbIM MHTepBan 1,056-2,040). B gaHHOM
acnekTe B3alMOCBA3b CaxapHoro Avabeta
1 CEHCOHEBPANbHOW TYTOYXOCTU MOXHO
CUMTaTh reHeTUYecK 0bOCHOBAHHOM.

1 370 Mbl HabN4aeM 1y NaLMeHTOB—
nopasnatoLlee 60MbLIMHCTBO OOMbHbIX
caxapHbIM AMabeToOM MMEIOT U3MEHEeHUA
B 3BYKOBOCMPUHMMaIOLWEM oTaene cy-
XOBOro aHanmsaTopa. PYHKUMOHaNbHO
3TV HapyLUEeHWA MOTYT BbliTb OLEHEHbI KaK
NErkom 1nn cpedHemn CTeneH BblparkeH-
HOCTW (ryxOTa BCTpeYaeTca KpaliHe penKo),
HO KaYeCTBO XKM3HW NaLUMEHTOB MNP 3TOM
3HAYUTENBHO CTPadaeT.

MaTonorusi cepae4Ho-
COCyAUCTON CUCTEMDI
M CeHCOHEBpaJibHble
HapyLueHuUd crnyxa

YyeHbIMU 13 AnoHMK 1 KOxHOM Kopen Obino
BbISBEHO, YTo AedekT reHa KCNET/KCNQIT
MPWVBOOUT K OOHOBPEMEHHOM 3a4epyKKe
pPENONAPU3ALIMM MVOKAPAA C YASTMHEHWEM
3y6ua QT 1 conpoBOXKaAETCA M3MEHEeHMN-
AMU B CITyXOBOM aHanmsatope. ViIMy 13y-
UeHbl TakXKe Bapuaumm aedekToB reHoB
MYO7A v MYQI5, oTBeYatoLLMX 33 GYHKLMM
TPaHCKPUMLMK TPAHCMNOPTHbIX 6eKoB, Mo-
NMMOPPU3IM MUTOXOHOPUANBHBIX 6eNKoB
11 CEHCOHEBPArbHYO TyrOyxOCTb. BaXKHOCTb
PEe3yNLTATOB STUX UCCNEAOBAHMIM HEOCMOPW-
Ma B KIMHUYECKOM MNaHe. MIcrnonb3oBaHme
TaKoM MHGOPMaLMM He TONMbKO Cypaonora-
MW, HO V1 TepaneBTaMu, KapAMONoraMm a Tak-
YKe Bpadamu oOLLEeN NPaKTUKK MO3BONAET
CcBOEBpPEMeHHO obpallaTb BHUMaHKWe Ha
naymeHToB ¢ natonorven CCC v BKItoYaTb
B UX OCBWOETENBbCTBOBaHME 06A3aTENBbHOCTD
YHKLMOHANbHOIo UCCeqoBaHMsa Criyxa.

2T accoumaTUBHbIE reHeTn4YecKmne
CBA3W MPOABNAOTCA MPW Pas3BUTUM CEeH-
COHeBparibHOM TYroyxoCT B KOPPENALMM
C caxapHbIiM OrabeToMm, apTepuanbHom
rMnepTeHsven 1 aucnmnuaoeMmen.
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I NccnepoaHue

FeHeTHMYecKMe acneKkTbl
TOKCUYECKMX COCTOSTHUM

M 3anporpaMMMpPOBaHHOCTb
CEeHCOHeBpaJibHbIX
HapyLueHun

B HacToqaLllee BpeMa BbIABIEHO, YTO MO-

pakeHue CyxoBoro anmnapaTa aMmuHor-

JNTMKO3MOHbIMK MpenapaTtaMm O6yCﬂOB-

NIEHO MYTaLMAaMM MUTOXOHOPWANbHbBIX
reHoB MTRNRIT 1 MTTSI]. MyTaHTHbIM
annene reHa GSTMI1 MOXXHO paccMaTpu-

BaTb KaK GaKTOp reHeTnYecKoro p1cka

PasBnNTUA 3aboneBaHus I/]HCD@KLI,I/IOHHO-

TOKCUYECKOW ITUONOTNIN. ITW FreHbl MMe-

ESPN
GRHL2
KCNQ4

BSND
RORI1

COLIAI
CDCI4A

USH2A

TIP2/FAMI89A2
TIMC1

K XPA

WHRN

TPRN

SPNS2
MYOI15A

TMEMI132E

SANS

WBP2
ACTGI1

M JOMUHaHTHbBIN

OTOF
PNPTI

ELMOD3

PIVK
Y PAX3

% PHYH
MYO3A

X ERCC6
PCDHI5
CDH23

PDZD7

TPRN

17

LARS2
Y XPC

TMIE
MITF

JLDR2
MCM2

CLRN1

CCDC50

EPS8L2
0TOG
Y KCNQI
USHIC

LRTOMT
MYO7A
NARS2
CAPB2

ROX
TECTA

GIPC3
SIPR2

CEACAM16
SYNE4
Y ERCC2

SIXS
18

10T B1M3KOE NTOKYCHOE PACMONOXKEHWe C ydacTKaMm, OTBETCTBEHHbIMM 3a Pa3BUTHE
HapyLweHWI GYHKLMOHNPOBAHMSA CYXOBOMO aHanmn3aTopa, a Takke NpenMyLecTBeHHO
MMeIoT CLIeN/IeHHOoe HacledoBaHme.

M3ydeHure aaHHoM Npobnembl BayKHO BBUAY pa3paboTaHHbIX BO3MOYKHOCTEN BbIAB-
IeHNS JaHHOM NaToNorMmn U MPOBEAEHMS KadeCTBEHHOM peabunnuTaumm NaLumMeHToB.

MexaucuunauHapHbI nogxop B paboTe ¢ nauueHTaMu,
MMeIoLMMMN CEHCOHEBpPasibHble HapyLUeHUue crnyxa

Haquue reHeTn4eCKre M3blCKaHng, 6@3yCﬂOBHO, ABNAETCH NepCrneKTMBHbIM HarnpaBie-
HWEeM KaK C No3numn BbldBNeHWA CMHOPOMallbHbIX CI)ODM CeHCOHeBpaJ‘IbHOI}I TYrOyxoCTu
N MNYyXOTbl, TaK 1 B MJ1aHe CCneoBaHUA NreHETUHECKINX XPOMOCOMHbIX a66epa|_u/||>| no
BbIABNIEHNIO MaTOreHETUHECKMX MexXxaHM3MOB HeECMHOPOMallbHbIX CEHCOHEBPalIbHbIX

HapyLLIeHWIM NPy PasfIMYHOM NaTonorim, B TOM Yimcre 1 0bLIeCoOMaTUYEeCKOM. e}
WFS1
SERPINB6
DCDC2
CRXCRI RIFOR2 K GSDME
COLTIA2
CUCS/POLRCI LHFPLS
DSPP % ERCC8 OTOA ADCYI
MARVELD2 SNBZ
VLGRI MYO6
HSD17B4 HGE EYAI
HARS cSi64 SLC22A4/2GAS
HARS2 Y SLC26A% GRHL2
DIAPH1 MET
POU4F3 Eva4 MIR96
GRXCR2
TCOF1
3 4 5 6 7 8
EPSS B |
(
COL2A1
MYOIA * GiB2 % COCH TBCID24
POLRID
MSR83
OTOGL S
SLC17A8 AUNAT STRC F
EDNRB ESRRB CIB2 m
oRxD HOMER2 KARS
1 12 13 14 15 16
SMPX
Y% NDP
(
r ( POU3F4 (
. COL4AG
CLDN14 % MYH9 PRSI
KCNEI TRIOBP AIFM1
EDN3 TMPR553 * COL4AS
OSBPL2 SOX10 % TIMM8A
19 20 21 22 X Y

B PeueccueHbin - B OoMuyHaHTHBIN peleccrBHbin Bl X-cLienneHHbIn 1 criyxoBas HenponaTua
B CunppomanbHbi I CuHAPOManbHbIM U HECUHAPOMANTbHbIN

* [eHbl cooTBETCTBYOLLME rmcTonaTonormer BUCOYHOM KOCTU YenoBeKa

PUCYHOK 1. XDOMOCOMHOE PacnonoyKeHue reHoB ¢ MyTaLMaMK, BbidblBatoLLMMM CHT. eHbl KNaccudULIMPYIOTCA B COOTBETCTBUM C TUMOM FreHETUYECKOW NOTePU CyXa,
C KOTOPOW OHU CBA3aHbI, U LiBETOBbIE 0603HaYEHMA. TO eCTb Te, Y KOro eCTb COOTBETCTBYIOLLAA MMCTONATONOMMSA BUCOHHOM KOCTU HYenoBeKa, 0603HaueHbl NyprypHO
3Be300M (C u3MeHeHuamMun ns Dror and Avraham (2010).
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7 Mapua BOPOHLIOBA,
COTPYAHWK MexpermoHanbHom
06LLEeCTBEHHOW OpraHn3aL M NoMoLLm
rnayueHTam ¢ HenmpodbrbpomMaTo3oM
«22/17», KoopAMHATOP NaLMeHTOB
C HelpodnbPOMaTo30M 2-ro TMna
no Bcew Poccuu.

OTePATb CNYyX BO B3POCNIOM
OCO3HaHHOM BO3pacTe OCo-
©eHHO CTPaLLHO. Tbl XXMBELLb

MONMHOLEHHOM U3HbIO, aKTVIBHO MpPO-

BOAMLUb BPEMS, CTPOWLLUb Kapbepy Wan

3aHVMaellbcs y4ebol, a MoTOM BHe3ar-

HO y3Haellb, YTo y Teba penKoe reHeTu-

yeckoe 3abonesaHKe, M3-3a KOTOPOro

MOMHO OMMOXHYTb. HerpodurnbpomaTtos

2-ro TMMna OTHOCKUTCA K rpynne dakomMa-

TO30B — 3aboneBaHnt C ayTOCOMHO-

OOMWHAHTHBIM  TWUMOM  HacneooBaHMa,

B KOTOPYIO TakxKe BXoOsaT Hempodrbpo-

MaTo3 1-ro TMna u WweaHHoMaTo3. CTouT

OTMETUTb, YTO 3TO TPW abCOMOTHO Pas-

HbIX reHeTnyeckmx 3abonesaHus, Bbl-

3BaHHbIX MOMIOMKaMK B Pa3HbIX reHax.

OpnuVH TMN 3abo1eBaHMsa He MOXKET Nepe-

TekaTb B gpyron. O6beamnHAET UX TONbKO

TO, UTO OMYXONM NPU 3TKX 3a60NeBaHNAX,

KaK MpaBKs10, LOOPOKaYeCTBEHHbIE 1 3a-
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EMPODOUBPOMATO3

-20 muna: pedKuil u KO8APHbLBLIL

Oryxosn rnpm HempopmbpomaTole 2-ro T1na
(HD2) nobpokaqyeCcTBeHHbIe, HO O4YEeHb KOBAP-
Hbl€: X OObIYHO HEe BMAHO CHAPRYXKU, OHM He 6O-
JI9T U PACTYT, HE MpUrB/IEKAS K cebe BHUMAH S,
[0 TeX Mop rnoKa He AovayT 40 TAKOro pa3mMepa,
KOTOPbIV BbI3OBET CUMMTOMATUKY, U, KOK MPABUIIO,
OYEeHb rPYCTHYKO: MAPE3 /INLIA, TYrOYyXOCTb U/ [T1y-
XoTy. O6 ocobeHHOCTSIX 3a60/1eBAHUS, BAPUAHTAX
fiedeHuns v rnogaeprkke naLmeHToB PACCKA3bIBA-
eT Mapusg BopoHLI0BQ, COTRYAHUK Mexxkperio-
HQ/TbHOWM OBLLECTBEHHOM OPIraHM3ALMM [TOMOLLIMN
MALUNEHTAM C HENPODrOPOMATO30M «22/17», KO-
opANHATOP MNALMEHTOB C HEMPODMOPOMATO3OM
2-ro Tmra rno Bcew Poccuum.

TParMBakoT LEHTPabHYIO U MepudeprUeckyto HEPBHYIO CUCTEMY. Ha 3TOM BCe cxo-

YKECTV 3aKaH4YMBaOTCS.
MNMpUYMHbI BO3BHUMKHOBEHMUSA

HenpodunbpomaTos 2-ro Tmna BCTpedyaeTca npumMepHo y 113 25000-40 000 HoBOpO-
YKOEHHbIX AeTeN. B pa3HbIX MCTOYHMKAX MOYKHO BCTPETUTL Pa3Hble AaHHbIE: OHU MOTyT
3aBWICETb OT CTPaHbI, @ TakXKe Nepuoaa, Koraa MpoBOAUNINCE McCneqoBaHKMa. Bo3HKaeT
3aboneBaHuMe 13-3a MyTauuu B reHe NF2, KOTOPbI TOKanm3yeTca Ha A/IMHHOM miede
22-11 XPOMOCOMBbI, M B HOPME KOAMPYET CUHTE3 Benka MeprivHa. MyTalmsa MOXKET BO3HMK-
HyTb de novo Nbo NepenaTbCs OT OAHOMO U3 poaMTENe, BEPOATHOCTb HAaCedoBaHWA
3ab0/1eBaHUA MOTOMCTBOM Mpw 3TOM 50%. BbIABUTb M3MEHEHUA B reHe MOXHO Mpu
npoBeaeHUN reHeTUYeCcKoro aHanm3a, KoTopbli CEroAHA MOXHO NOMy4MTe 6ecnnaTHo
B OIBHY «MIMHL, M. ak. H.T1. BouykoBa».

CnMnToMmbl

Mpw HelMpodrnbpomaTose 2-ro TMMNa y GoNbLIMHCTBA NaLIMEeHTOB Pa3B1BatoTCH BECTUOY-
NIAPHbIE LBAHHOMbI— J0BPOKaYECTBEHHbBIE OMYXOMNW, TaKXKE HasblBaeMble HEBPUHOMaMM
CMYXOBOro HEePBa, KOTOPbIE COCTOAT 13 LLIBAHHOBCKMX KNETOK. DTW OMyXo 06pasyroTcs
Ha HepBe, KOTOPbIY NepedaeT MHbOPMaLMIO O 3ByKe U BanaHce OT BHYTPEHHEro yxa



K MO3ry — BOCbMOW YepernHO-MO3roBom
HepB. BecTnbyndapHble LUBaHHOMbI NP
HD2 nopaykatoT CyxoBOW HEPB C OOHOM
VAW OBYX CTOPOH, HaCcTo MPMBOAS K YacTWy-
HOW MMM MOMHOWM MOTEPE CyXa.

Y 60nblUMHCTBa NaumeHToB ¢ HDO2
ne6ioT 3aboneBaHna NPUXOANTCS Ha
15-25 neT, xota npumMepHo y 10% nogen
CYMMATOMbI MOMYT MOSABUTLCA U B MO3OHEM
netctee (10-13 neT). B Poccum, cornacHo
MeXOyHapOaHOWM CTaTUCTUKE, AOIHKHO
npoXXmMBaTb okono 4000-4500 nauymeH-
TOB C A@HHbIM AMArHO30M, HO, MO HaLLMM
HOaHHbIM, Ha CeroaHAaWHMN AeHb obU-
LManbHO Ha ydeTe y Bpaden CToaT Bcero
400-500 yenoBek. OTYaCTM 3TO CBA3aHO
C PEAKOCTbIO BCTpeYaeMocTy 3aboneBa-
HWA 11 OTCYTCTBMEM HEOOXOAMMBIX 3HAHMIN
0 HeM y BombLLMHCTBa crieLmanmcToB. HD2
OMarHOCTUPYIOT He BCerfa cpasy, 4acTo Hi
naumeHTbl, HM Bpadn 06 3ToM AmMarHose
[aXke He 3ayMblBakoTCA, MPUMHMMAas 3ano-
YWEHHOCTb YXa M CHUMKeHWeE Crlyxa 3a OTUT
NN MPUOBPETEHHYIO TYTOYXOCTb. ECrin
OMyxoMb PaCcTeT MeAIeHHO, TO MMyxoTa MO-
YKET Pa3BMBaATbCA MOCTEMEHHO, @ MoTeps
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CNyxa, KaK 1 apyrue »anobbl, MOABNAIOTCS, YyKe KOrda KpyrnHag, paspocLuaacs oryxonb
COABNVBAET HEPB MU KaKOM-TO BHYTPEHHUIM opraH. Cry4aeTcs, YTo Npu MUHMMabHbIX
npoaBneHuax 3aboneBaHna YeNoBEK MOXKET MPOXKUTb MPAKTUYECKM BCIO YKM3Hb, 0CO60
0 HeM He nogo3pesad. OcobeHHO 3TO KacaeTca oTaaneHHbIX PErMoHoB Poccui: KoMmnna-
E€HTHOCTb MaLWEeHTOB TaM, KaK MpPaBKIIo, HUHKE, MOXO[, K Bpady OHW YacTo OTKMadblBaoT
00 NocnefgHero, Mo3TOMY OMyx0nv 0OHaPY>KMBaOTCH, KOraa CUTyalMa CTaHOBMUTCA
KpuTyeckomn. Camm no cebe onyxonu npm HP2 6011 0ObIYHO He BbI3bIBaIOT, MO3TOMY
OBHaPYXMBAKOT UX NGO crydanHo (Hanprmep, ecnv MPT/KT nauuyeHTy nenanmv npm
nepenomMe 1M No ApYrmM nokasaHuaMm), Nbo Koraa BO3HMKaOT O4eBUOHbIE »Kanobbl
(OHEMeHWe KOHEeYHOCTEN, 3BOH B YLUax, LUaTKOCTb MOXOOKU U T. [,).

Y ntofer ¢ HeMpobrbpPOoMaTO30M 2-Io TMMa MOTYT TakyKe Pa3BUTbCA Apyrme TUMbl
006POKaYeCTBEHHbIX OMYXOel roNoBHOMO WM CMMHHOMO MO3ra, HanpuMep, Me-
HUHTOMBbI 1 3MNEeHAMMOMbI — 00BPOKaYECTBEHHbIE OMYXO/W, PACTyLLME U3 KNETOK
MO3roBbIx 060/104eK. ECIM MEHUHTMOMbI PACTyT B 0O0/I0UYKE FOIOBHOIO MO3ra, TO
OHM MOTYT MPUBOOMUTb K CYA0POraM UMM CYA0PONHbIM COCTOAHUAM, HaPYLLEH IO

H®2 ganarHocTupyoT He Bceraa cpasy, YacTo HU MALMeHTh,
HW BpAyu 06 3TOM ANATHO3€e AAXKEe HE 3a4YMbIBAIOTCH,
MPUHMMQAS 3A/1I0XKEHHOCTb YXA U CHUXXEHME C/Tyxa 3a OTUT U/
npuo6pPeTEeHHY TYroyxoCTb. EC/i onyxosib pacTeT MeasieHHO,
TO I71yXOTA MOXET PA3BMBATLCS MOCTENEHHO, A MOTePS CyXa,
KaK v gpyrue xaao6bl, MoaBAAIOTCH, yXKe Korgad KpyrnHag,
pPa3pOoCLUAACH ONyxo/lb CAABIMBAET HEPB U/TN KAKOU-TO

BHYTPEHHUM OPraH.
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KoHTakTbl MPOO
rmoMoLLM NauneHTam
C HeMpopubpPoOMATO30M:

www.nf2217.ru
nf2@nf2217.ru

Fopsiyas nMHus
Mo HerpogpmbpomMaTo3y:

88002341390
(Bce 3BOHKM 6ecrnnaTHbI)

3pEeHK], a TakXKe K MblLLeYHOW cnabocTu.
Ecnu aneHauMOMbl pacTyT B obonouke
CMUHHOIo MO3ra, TO OHW MOTYT CAaBNU-
BaTb CMMHHOM MO3T, YTO MPUBOAUT K MO-
ABAEHMIO 60K, OHEMEHMIO 1 cnabocTm
B KOHeYHOoCTaX. Takke HD2 onaceH pas-
BUTWEM PaHHEW KaTapaKTbl.

BoO3MOXXHOCTU Tepanuu

CreumansHom Tepaninm oT Herpodropo-
MaTo3a 2-ro TMMa, K COXaneHuto, B M1pe
MOKa He CyLLECTBYET, XOTa MPOBOAATCA
MHOMOYMCNEHHbIE MCC1efoBaHUA. TeM
He MeHee OMyxonu, KoTopble coaBnMBa-
IOT cocelHVME OpraHbl, MOXKHO YAaNm1Tb
XMPYPruyeckum nytem. PeLmanBrpyoT
OHW, KaK MpaBWo, KpanHe peako. Takke
naumeHTam ¢ HO2 MoxeT ObITb Npeano-
YXeHa nydyeBas Tepanus, Kotopaa MoMo-
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raeT OCTaHOBWTb POCT OMyXONew, a B HEKOTOPbLIX CyYasax [arke YMeHbLWWTb UX. Takxe
XOPOLUYO 3GDEKTUBHOCTb MOKa3bIBaeT 6eBaLM3yMab. K coxkaneHuto, B Poccum 3toT
npenapaT odULManIbHO NoKasaH TOTbKO OHKONOTMYECKMM BOMbHbBIM, MO3TOMY Y Bpadek
BO3HWKAIOT CITOXHOCTU C €0 HazHa4veHneM, a y NaLMeHTOB C NolyHeHneM Tepanmu.
HeKOoTOPbIM MaLUKMEHTaM C [T1yXOTOM MOXET MOMOUb KoxX/leapHas Moo cTBONOBadA
MMMMaHTaLMs, 0OHaKo Takre onepaunm nauneHtTam ¢ HO2 B Poccum nposoadatcs
penko. B naHHoM o6nacT 3apyOeskHbIMIM BpadaMu HaKOMMEeH 3HaYUTENbHbIN OMbIT,
KOTOPbIM ONpefeneHHo OyaeT BoCcTpeboBaH B Hallle CTpaHe.

MaumeHTCKasa opraHmMsauumsa

Halwa obuiecTBeHHas opranmsaums «22/17» yyxe 6onee nNatu 1eT akTUBHO 3aHMMa-
eTcqa He TONbKO MOMOLLbIO AeTAM 1 B3POC/bIM C HeMpobrbpomMaTo3oM 1-ro Trna,
HerpodUbPOMaTO30M 2-ro TMMNa 1 WBAHHOMATO30M, HO M BpayaM, y4acTBYOLIMM
B NeYeHur NaymMeHToB. Halwa rmaBHaga Lenb — NOCTPOUTb B POCCHM MOMHOUEHHYIO
crcTeMy NoMolmM ntoasam ¢ H®, YTobbl MauMeHTbl MO NoyYaTb KauecTBEeHHYIO
N CBOEBPEMEHHYIO MEOMUMHCKYIO MOMOLLL B CBOEM pernoHe. Mbl OCyLLeCTBNFEM
HaBUrauMio NaLUMeHToB K CreLmanimMcTamM, XopoLlo 3HAaKOMbIM C Henpodburbpoma-
TO30M, MOMOraeM pa3obpaTbcs B AMarHo3e, NpaBnibHO NOAMOTOBUTLCA K MpUemMy
Bpaya M Nosy4dunTb B Crlydae HEOOXOAVMOCTU OPUANYECKYIO U MCUXONOrMYECKYO
MOMOLLb. Mbl ¢ 60MbLWMM YOOBOMNBCTBMEM COTPYAHMYAEM C BpadaMu PasnmnuHbIxX
creumanbHOCTEN W MPeacTaBUTENAMM HAYYHOIro COOBLLECTBA, 3HAKOMUM UX MeXXay
cobon. [1na Hac BaXkHa 1 NPOCBETUTENbCKasa AeATeNbHOCTb. Tak, Mbl YMTaeM NeKLnm
0 HD 1 paboTe NauMeHTCKMX OpraHu3aumii B MeOUUMHCKNX YHUBEPCUTETaX, a TaK-
»Ke MPOBOAMM LLIKOMbI MaLMEHTOB C y4acTMeM Bpaden no Bcen Poccrm. Mbl oveHb
paabl, YTO C HEedABHWX MOP Hadanu paboTy 1 C CYPAONOrMYeCcKnM coobLLecTBOM!
B HacTodaulee Bpema MPOO nomolmM NauyeHTaM ¢ HempodrnbpomMaTo3oM peanmsyeT
OBLIMPHYO MporpamMmy coaencTBMa NaumeHTam ¢ Helpoodrbpomatosom B OIBY
HMWNLO OMBA Poccum.

Mpurnallaem K 3HaKOMCTBY 1 COTPYAHMYECTBY BCEX 3aMHTEPECOBaHHbIX Bpadeit. Bbl
BCeraa MoXeTe CBA3aTbCA C HaMm Mo JIHBbIM BOMPOCaM OTHOCUTENTbHO HEMPOPHBPO-
MaTo3a U HaBUraLMm MK okasaHusa Nobo Apyron MHPOPMaLMOHHOM MOMOLLM BaM
WMWY BalWMM NaumeHTam ¢ HO. o)



Peknama

NMOMOTAEM CJ1bILLATb KAXAOMY! )) AURICA

BnaroTBoputenbHbiv poHA

BbioaHo 175
C/TyXOBbIX anmnapaToB

Ha CYMMY —
4700 654 py6.

CnbliwaTb nogen m noaapuTb UM TaKylo XXe BO3MOXHOCTb.

BMecTe Mbl cnpaBUMCcS € no6biMun TpyAHoOCTAMMU!

CoumanbHaa Nogaep)KKa v 3aluMTa NtoAen C HapyLleHreM cnyxa,
Bblaya CryxXoBbIx anmnapaToBs. [TporpaMmbl Mo BOCCTAaHOBNEHMIO U 3aLUMTe CryXa. aurlca.help
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LA 3A LUATOM

npeodo.siesas npood.1emovl 0emcKozo
CAYXONPOMe3uposarHus

rnpo6/1eM CO C/TyXOM.

60 BCEX CMOYKHOCTAX 3TOr0

nyTW He NoHacnNblLlWKe 3Ha-

IOT NtOAW, KOTOpble BMecTe
C ManeHbKUM NauMeHTOM U ero ceMbem
lar 3a warom aBuxkyTca K uenu. Bece
OHW — CypPAOSIOr, CIYyXOMPOTE3UCTHI,
cypaonenaroru, npeacraButen obule-
CTBEHHbIX OpraHM3aLmii 1 OpraHoB BNa-
CTU— B Hayane noHga cobpanmch BMecTe
Ha NepBbln 06pasoBaTeNbHbIN KyPC Mo

neauaTpUYeckoMy CryxonpoTesmnpo-
BaHuio B CaHKT-TeTepbypre «becenbl
o cnyxe B 6erble HoYM», B oTindme ot
TPAOMUMOHHbBIX HayUYHbIX KOHGEPEeH-
LI, MeponpuaTre Nonydmnocs 6onee
cB06OOHBbIM MO GOPMaATY, HO MpPakTUYe-
CKMW BCE €ro y4aCTHUKKM OTMETUIM, UTO
MMEHHO Takoro HebopManbHoro ob-
LeHWd B Kpyry npodeccmoHanbHoro
cypaOonormyeckoro coobulecTsa 4acto

10 WwaroB: OT AUArHOCTUKU A0 OLL€HKU pe3ynbTaTtoB

y rasus TYOATYJIUH,
rnaBHbIM Bpay CaHKT-
MeTepbyprckoro
AETCKOro ropoackoro
cypaonornyeckoro
LeHTpa

rasm3 TydaTynuH, mMasHbIN Bpay CaHKT-IMeTepbyprckoro AeT-
CKOTO MOPOACKOro CYypAONornyeckoro UeHTpa, KOMMeHTHPy4
BbIOOP dopMaTa MepPoNpPUATLA 1 ero Lenen, pacckasarl, no-
yeMy Kypc coCcTomT 13 10 WwaroB. «2TO BCE aCMeKTbl AETCKOro
CNYyXONpoTe3MPOBaHUA — OT AMarHOCTVKM, BbiOOpa TEXHOMNOMMI;
onpeaenenuna, Kakme GyHKUMM CNyxoBbIX annapaToB Heobxoam-
Mbl pebeHKy, UTOObI XOPOLIO CrbILIaTh; KaK HaCTPOUTL CYXOBOM
annapaT U OLEeHWTb ero aAeKBaTHOCTb M 3PPEKTUBHOCTD; Kak
NPOBOAUTb PeabunMTaUMIO NOcne CNyxXonpPoTe3npPoBaHUS;
KaK B3aMMOAEMNCTBOBaTb C POAUTENAMMU U pellaTb Hanbonee
CNOXXHble cnydaun. Mbl NPUIMacKan yOnBUTENbHbIX CTIMKEPOB,
3TO HaCTosALLME Mas3CTPO CYPAONOMMN 13 pasHblX roponos Poc-
CWK, KOTOPbIE, B TOM YKCAe, OTTMYHO pa3bupatoTcd M B AETCKOM
Cypaonormm»,— pacckasan lasms TydpatynuH.

[encTBIUTENbHO, COCTaB CMMKEPOB Kypca BrnedaTndeT: akaaeMuk PAH, npodeccop,

O.M.H. lOpun GHos, anpekTop CMB HK TOP, npodeccop Bnagrnmup dBOPAHUYMKOB,

[OKTOP MCUXONOrMYecKmnx Hayk, npodeccop MHHa KoponeBsa, 3aBnabopaTtopuelt cryxa
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[TyTb K XOpPOLLIEMY CIYXY U MO/THOLIEHHOMY pedeBOMY O6LLEHMIO C/IA60C/IbI-
LQUMX JeTer HeNpocCT. Ho rnpouTi ero HeobxoqMMo: YUTOOb! HAYYUTLCSH C/lbl-
LLQTb, MOHWMATb, FOBOPUTL, HE OTCTABATL B PA3BUTUM OT CBEPCTHUKOB, MMETH
BO3MOXHOCTb PEA/IN30BAThL CebS, HE OCTABLLUMCb B CTOPOHE OT MUPA U3-30

1 He xBaTaeT. OfHAKO MaBHOW 0CO6eH-
HOCTbIO KypCa CTasia ero HacblleHHas
npaKkT14eckad YacTb. 3a TPW OHA BMecCTe
C BedyLMMM CreumanmcTaMm y4acTHM-
KM NPOLWINM OeCATb BaxKHEeMLW WX Waros
[ETCKOrO CyXOonpoTe3npoBaHmg, No-
YYMB LLEHHbIE COBETHI, PeKOMeHaaL MM
1 OMbIT, KOTOPbIe, 6e3 COMHeHud, ByayT
MCMOMb30BaTh B CBOEN NMPodeccMoHarb-
HOWN OeATeNbHOCTU.

n peun HALL MCM6erMy mum. W.T. Mae-
noBa, npodeccop Mapusa BoBOLLIKO, Bbl-
OAtOLLMMCA POCCUMCKUIM cypaonenaror
SMunumga JleoHrapn v gpyrue He MeHee
yBakKaeMble NMpeacTaBuTeny MeouLmH-
CKOro coobulecTBa 1 ObLLEeCTBEHHbIX

MHCTNTYTOB.

Ha npaBax 04HOrro 13 OpraH13aTopPOB
MOEPaTOPOM Kypca BbICTYMM Ma3n3 Ty-
daTynMH. B NepBbii e AeHb Mporpammb
OH MpPeacTaBy MOMHbIM COBRPEMEHHbI
MPOTOKOS MEeAUaTPUYECKOrO CITYXOMpPo-
Te3npoBaHua. HecMoTps Ha pasBuTme
cypoonorvmn B Poccumn, BHeapeHue ay-
OMNONOTMYECKOro CKPUHMHIA 719 Bbl-
ABMNEHUA TYFOYXOCTW Y AeTel NepBoro
rofa »XM3HW, NoBbILEHHOE BHMMaHWe
K peabunmtalim ManeHbKux naumeHTos
C HapyLeHWsaMM cnyxa, 6ONbLLINMHCTBO



DOoTO NpoeKTa « crbilly MUPh

I/IHd)OpMaU,I/II/I O MOKas3aHMAX N MPOTNBONMOKA3aHMAX K CITyXOMNMpoTe3npOoBaHMIO,

peKoMeHOaumnax no Bbl60py BlOa TeEXHNYeCKOro cpencrtBa pea6|/1r| nTaunmy, Heob-

XOOWMMbIX MepPBNYHbIX ayANONOIrM4YeCKNX OaHHbIX A9 MHNUMMPOBAHWA MpoLuecca

CNyxonpoTe3npoBaHNgG M OPYTIrMX Ba>KHbIX aCleKTax pa6OTbI cOo CJ'Ia6OCJ'IbILUaLLLI/IMI/I

OEeTbMUM HaXoONTCA B Pa3pO3HeHHOM BMOe. CO6paTb 3Tn cBeeHna BoeamMHOo, CH-

cTeMaTn3npoBaTb UX N MPMBECTW B COOTBETCTBME C aKTyas/ilbHbIMW 3ada4aMU OET-

CKOTIo cnniyxomnporte3anpoBaHNd U nMocTaBu CBOEW LLeNbto MaBHbIM Bpay LeTckoro

Cypaoonornm4eCcKoro UueHTpa.

CnyxonpoTe3snpoBaHUE — 3TO HE TONTbKO MeaAULIMHa

V' EnusaseTta
ME®OOBCKA4,
3amecTuTenb
rnaBHoOro Bpaya
CIM6 IMKY3 «deTckni
rOPOACKOM CypPAONo-
MYECKUIN LEeHTP»

ATMOocdepa abCcontoTHOM 3anHTEPECOBAHHOCTM YyHaCTHMKOB, Crn-
KePOB 1 rocTer Lapmna Ha NPOTAXEHIM BCEX TpexX AHeN Mepo-
npUATUA. MNorpy>keHre B pabodyto MoBECTKY Hauanoch C OTKPbI-
TOroO COBELLAaHUS AETCKUX CYPO0N0OroB-OTOPUMHONAPUHIONOIOB,
CypOonenaroros 1 NpeacTaBuUTenei poanTenbCKUX oGbeamHe-
HUIA. ToBOPUIM 06 akTyanbHbIX MpobnemMax coBpemMeHHom neam-
aTPUYECKOW CyPAONOM MM, MEXANCUMMNIMHAPHOM B3arMoaemn-
CTBUMW, BO3MOMHOCTAX OBLLIECTBEHHbIX OPraHM13aLIMii B OKa3aHMm
MOMOLLM AETAM C HapyLLEeHWAMM Cyxa. HO YNCTO MeaMUMHCKNMM
TeMaMy orpaHnUMBaTb MOBECTKY OpraHmM3aTopbl He cTanu. Kak
3BECTHO, BOMPOCHI 3PHEKTUBHOINO U Ka4ecTBEHHOIO AETCKO-
ro CMyxXonpoTe3npPOoBaHMA TECHO CBA3aHbl C COLLMANbHbIMMU,
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IOPUONYECKMMU 1 SKOHOMUYECKUMM
acnektamMm. O HKX NOAPOOHO paccka-
3ana EnmzaBeta MedonoBckadq, 3amMe-
CTUTENb rMaBHoro Bpava ClrNeé rky3
«[deTCcKMIM ropoacKom cypaonormye-
CKUW LeHTp». Ocoboe BHMMaHMe oHa
3a0CTpuia Ha Npobneme NbroTHOro
CYyXOMPOTE3POBaHWA AETAM HE UH-
Banuaam. [a, B CaHkT-MNeTepbypre 3Ta
npobnemMa peleHa, OAHaKo ocTaeTcs
[OCTaTO4YHO MHOFO permoHoB Poccuu,
roe netu, He MMetoulme craTyca MHBa-
NWAa Mo Cnyxy, He MOryT PacCUYUTbIBaTb
Ha NpuobpeTeHme CNyxoBbiX annapa-
TOB 3a CUET PermoHanbHoro GlomoyxeTa.
Mo MHeHMto MedoooBCKOM, MPaKTM-
Ka NIbrOTHOIO CIIYXOMPOTE3UPOBAHUSA
OETEW Y>XKE CO CTOMKMMK MPU3HaKaMm
clwll cTeneHem TyroyxoCcTu OOMXKHa
ObITb pacnpocTpaHeHbl Ha BCe cyObek-
Tbl HaleW CTpaHbl, AaB paBHble MpaBa
Ha Nony4YeHre NoMOLLM BCEM TEM, KTO
B HEW Hy>KOaeTcs.
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ECNn roBOPUTb O KOPUONYECKMX acreKTax, To 30ech Enmsaseta Medogosckaa obpa-
LLIAET BHUMaHMeE Ha CUTyaLI, KOrda CeEMbW, BOCTIUTbIBaOLLME CNaboCbllIaLLMX AETeN,
Mosy4YatoT OT roCy/AapCTBa CyXOBble annapaThbl, OAHaKO AaNbHENLLYIO paboTy Mo peabu-
NUTauMm pebeHka He NPOoBOAAT. «Kak MCMONHWUTENM Mbl BbIHYXKAEHbI pa3 B YeTblpe roda
HaCTpanBaTb CIyxOBble anmnapaTbl 3TUM AETAM, HO MOHKMMAEM, UTO OHM HE MCMOMb3YHTCA.
LlenecoobpasHo i B TaKOM Crlydae MCrosb30BaHme 3TUX CPedCcTB?» — 3a0aeT BOMNpocC
ayauTopun cneumanmnct CaHKT-MeTepOyprckoro AETCKOro CypAoLIeHTPa W NpeanaraeT
BMeCTe NModyMaTb Hafl, OTBETOM.

ElLLle ogHa HenpocTas Ana ceMelt CUTyaLmMa BO3HMKAET B TOM Cydae, ecn pebeHok
MIMEET MHBA/TIMOHOCTb, HO He MO Ciyxy. [pr 3TOM HapyLLUEHUSA CIyxa Y Hero Toxe 1Me-
FOTCA, UTO HEPEOKO ABNAETCH MOC/IEACTBMEM CONYTCTBYIOLLMX 3aboneBaHnn. OgHaKko
B VHAMBWOYabHbIE MPOrPaMMbl PeabuinTaLmm Takoro pebeHKa CryxoBble annaparsl
He BHOCATCA, Aaxke e Mpm STOM Y Hero oTMedaeTcs || cTeneHb CTOMKOM OBYCTOPOHHEN
TYrOyXoCTW. BEpOATHO, MOBOAOM A9 OTKa3a B JIbrOTHOM C/1yxOMpPoTe3npOoBaHMm 30ech
ABMASTCA OTCYTCTBME CEPbE3HbIX MPOGIEM C pedeBbiM OBLLIEHWEM, HO OYEBUOHO, YTO
TaKoM MOBEPXHOCTHbIN BbIBOL MOXET NarybHO CKa3aTbCH Ha JalbHeNneM pas3BuTum
1 06pPa3oBaHMM ITOro pebeHka.

CKONbKO CTOUT XOPOLUMM CNyX?

[OBOPA O AIETCKOM CYXOMNPOTE3UPOBaHUM, AaNEKO HE MOCNEAHIOK
POIb UMPAET N GUHAHCOBBIM BOMPOC. [OMUMO IMYHOMO ydacTVa ce-
MbW, MOMOLLIb B MPUOBPETEHMM CYXOBbIX anmapaToB MOryT OKa3aTb
®oH[, couManbHOro CTpaxoBaHma Pocckmn 1 6naroTBopuTebHbIe
doHObl. Kpome Toro, B paae pervoHoB AeNCTBYIOT crneLmanbHbie
nporpamMmbl ANa AeTel C HapyLLeHWAaMK cnyxa. Tem He MeHee

Y TatbsHa BECOMbIM MPY30M Ha M1eYM POAUTENEN NOXKATCH PaCcXoAbl Mo Mo-
BYLIKAS,
penyrar Kyrke Frm-cucTeM, 3n1emMeHTOB NUTaHuA, PacXOdHbIX MaTepManos
TocynapcTBeHHoM W OPYrVX Beller, O KOTOPbIX MHOMME 1 He 3aayMblBatoTcd. B 3ToMm,

[yMbl, NepBbI
3aMnpen KoMnteTa
Mo BOMpoOCaM ceMbM,
YKEHLUMH 1 aeTei

K CNOBY, MPW3HaNach 1 AenyTaT [ocyaapcTBeHHOM [yMbl, MepBbI
3amMnpen KOMUTETa MO BOMPOCaM CEMbM, KEHLLMH 1 AeTeln TaTba-
Ha ByuKas, KoTopasa Takyke NoceTuna MeponpuaTMe B ogmH 13
[OHew ero NposeaeHus. « opoit HaM CBEPXY KaXKeTcs, UTo cucTeMa

DYHKUMOHMPYET, BCE B NopsaaKe. Ho, Koraa norpyyaellbes B Temy,
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loBops o0 geETCKOM
C/IyXOrnpoTe3MPOBAHMY,
AQas1IeKo He Moc/enHn
posib urpaet u GUHAHCOBbI
Bornpoc. BecoMbiM rpy3om
HQa nieyu pogutene
J10XKATCS pacxoabl o
nokyrike Fm-cucrem,
3/1eEMEHTOB MUTAHMUS,
pacxoAHbIX MATEPMAJIOB
M gpyrux BeLwen, o
KOTOPbIX MHOIME U HE

3a4yMbIBAKOTCH.

CMYyCKaellbCa «Ha 3eMJIO», M3yYaelllb CU-
TyaUMIO Ha MeCTax, MOHKMMaELL b, Y4TO MPO-
6nemMbl eCTb, 1 PeLLNTb UX MOXHO TOTbKO
06befMHUB YCUNUa»,— OTMETINA Bylikagd.
OHa TakyKe HarmoMHWMIa, YTO B HacTosLLee
Bpema B [ocynapcreeHHow [dymMe co3fnaHa
paboyad rpynna nog ee pyKoBOACTBOM,
KOTOpas 3aHMMaeTCa BOMpocamMm AeTem
€ natonoramMm cnyxa. OayH 13 BOMPOCOB,
KOTOPbIE CeNYac HaxoadaTca B Mpoliecce
pelleHna,— obecnedeHre cemel, BoC-
NUTbIBaOLWMX cnabocnbllallmx geten,
2M1eMEHTaMU MUTaHKWSA K C/TyxOBbIM anna-
paTaM. «Ha nepBbIi B3rNa4 KayKeTcq, UTo
HaTapenkm — 310 Menoyb. Ho Koraa Mol
MOoCYUTaNM, YTo B rof, CeEMbe UX HYXKHO Ky-
MUTb Ha 36000 pybGei, MPOoCTo pa3Benm
pykamMul.. 9T0 AeNCTBUTENBHO HeManasa
CYMMA, 1 HY)KHO 00BMBATLCA, HTOObI CeMbY
nony4an GUHaHCOBYO MOMOLLLb OT FOCy-
0apCTBa Ha 3TW LieNn»,— CU1TaeT AenyTar.

1Ha 100000.
e B3sTb 60nbLue?

Ho Bce-Taku Ko4YeBon npobnemon
no-npeXxHeMy ocTtaeTca AedULMT Cypao-
NOroB. KOHKPETHO OUCKYCCUM Ha 3Ty TeMy
B NporpamMme Kypce He npeanonaranocs,
HO Ha TO 3T0 U HepopMaTHOE Meponpw-
aTre, YTOObI KayKAblA M3 Y4aCTHNKOB MO
noaHATb Ty NpobneMy, KoTopasa BOHYeT
ero 6onblue Bcero. be3ycnoBHo, HexBaTKa
cneumnanmncToB B permoHax — 6onbHaa
TeMa o1 MHOTUX.



¥ WHHa
KOPOJEBA,
npodeccop,
[OKTOP
MCUXONOTUYECKMX
HayK

®oTo NpoekKTa « cAbiwy MUpl»

Mo HeodWLMaNbHOW CTaTUCTKKe, B 2022 roay B Poccuim Hacum-
TblBaNoCh BCero 374 cypaonora. 3ta undpa Oarke He yknaablBaeT-
ca B AencTByoLLMM HopMaTvB 1 cypaonor Ha 100 Thic. HaceneHus.
[a, cneuranbHOCTb AOBOMBHO Y3Kad, MPK 3TOM Hy»KHO 061aaaTb
rNYyOOKUMIM 3HAHUAMM MO CMEXKHBIM ANCLIMMNIUHAM, YMETb aHa-
NN3NPOBATb, CNEAMTb 3a aKTyallbHbIMU TPEHOAMMW W PA3BUTMEM
TEXHONOrMM, PaboTaTb B TECHOM B3aUMOAENCTBUMN C APYIMMMU
cneuyanmncTamMu. Hanbonee 4acto ocBamBaTb CypPOONOMI0 MOyT
OTOPUHOMNAPWHIONOr. Ha NepBbIt B3rnad, 3To 060CHOBaAHHO:
3Hag aHaTOMWIO OPraHOB CMYXa, MMES OMbIT AMArHOCTUKM 1 Neve-
HKA BoNesHel yxa, MOXKHO AOMNONHNTb 6a30Bble 3HAHMWA, MPONTK
KypC 0ByYeHmna 1 Mony4nTb AOMONHUTENbHYIO CNelManbHOCTb,
MNPOACIKMB MEAMLMHCKYIO MPakTUKy B 061acTu Cypaonorim.
OfHaKo B 3aMe BO3HMKAET MHEHUE, YTO CXeMa CypaoNor M3 OTo-
puvHONapwHronora He Bceraa addekTMBHa. B [OKa3aTenbCTBO
MPUBOLAUTCA MOEA, KOTOPYHO, MO CMOBaM OLHOMO U3 yHacTHM-
KOB KypCa, MOOAEP>KMBAET M MaBHbIV BHELUTaTHbIM NeanaTp
MWHUCTEPCTBA 34,paBooOXpaHeHs PO akageMuK AnekcaHop
BapaHoB. OHa 3aK1to4aeTcs B TOM, YUTOObI FOTOBUTL CYPAOOroB
13 NeamnaTpoB. Kak MUHKVMYM MOTOMY, YTO MegunaTpoB B CTpaHe
nopsaaka NaTv Toicau. K ToMy e, nepekBanmduumpyacs 13
OTOPWHONAPWHIONOMOB B CyPAONOMM, BPaY U3 XMPYPrMyYecKom
CNeumanbHOCTU NEePEXOANT B HEXMPYPIMUYECKYIO, Tepaa Npwu
3TOM NpPKroBpPETEHHbBIE PaHee HaBblKKM B MpoBedeH1n onepa-
umin. Takoe, mo HabnogeHuWto VMHHbI Koponéson, npodeccopa,
[OKTOPA MCUXONOMMYECKMX HayK, AENCTBUTENbHO MPOMCXOLAMT,
HO, KaK MpaBW/Io, ECN Y CreLmanmcTa No KakMM-To NpUYm-
HaM He COXMUIMUCH OTHOLIEHMA C XMpypruen. B LenoM »e oHa
noadep)KMBaeT naeto, Uto obydeHue cypaonorim Ha 6ase Te-
paneBTUYECKOro MeAMLMHCKOro obpa3oBaHMa MOXKET ObiTb
BeCbMa ycnelHbIM. «Ha MoM B3rs, Cypaonormg — 370 odeHb
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aHanuUTMYecKkaa crneunanbHOCTb, TaM BCe
BpeMa NpUxXoanTCa CkNaabiBaTb nasn,
a MOTOMY HYYHO MHOMO 3HaTb M3 CMEeX-
HbIX obnacTen. Y neomaTpoB e 6onee
WMpOoKMe B3raabl Ha NaumeHTa. 70
MO0 Obl BbITb MOCOM, TaK Kak B Cyp-
[ONOrMK, roBOps, Hanpumep, o MPUYMHax
HapylleHMNa cryxa, HeoBXoaMM CUCTEM-
HbIV noaxon» — aobasnaeT Koponesa.
Mpw 2TOM OHa AenaeT BaXKHoe 3aMeya-
HWe: crcTeMa NoAroTOBKM CypPA0/0ros
OOMKHa NpeacTaBnsaTb COOOM cepbe3HbI
rny6oKKMin 0bpasoBaTeNbHbIN KypC, KaK1M
Obl HW 6bIN0 6Ga30BON MedVLUMHCKOE 00-
pa3oBaHue. «CerofHs g He BMXKY OpraHu-
3aumto, KoTopasa cMorfa Obl pa3paboTaTb
Takyto NporpamMmy, MpoBoauTb ObyUeHMme,
OCYLLLECTBNATb KOHTPOMb 3HAHWM U T.A.
A meto B BUAY MMEHHO MONHOUEHHbIN
YHUBEPCUTETCKMIN KypC 0ByUeHMd, a He
TaK HasblBaeMoe py4Hoe BbipallmBaHme
CYPAONOroB BHYTPU KONNEKTUBOB, rae
VM MepenaeTcd OnbIT M 3HaHWA CTapLLIMX
KOMNer, UNn TpexMecayHble KypChl»,—
nobasngaet MiHHa Koponéga.

Mo HeopuLUMaibHOM
cratucTuke, B 2022 rogy

B Poccuuy HQCYMTbIBAIOCH
Bcero 374 cypgorsiora.

3ta umnepa gake

He ykranbiBaeTcs

B AeUCTBYOLUNN

HopMmaTuB 1 cypaosior Ha
100 TbIC. HOceneHus. [aq,
creuunasibHOCTb JOBOJ/IbHO
Y3Kas, Mpu 3TOM HY>KHO
06710407k r71y60KUMMN
3HAHUAMM MO0 CMEXKHbIM
ANCUMMIMHAM, YMETb
QHQ/IN3NPOBATb, C/1IEANTH
30 QKTyQJ/IbHbIMU TPEHAAMM
Y pa3BUTUEM TEXHOIOMNM,
paboTaTh B TECHOM
B3QMMOAENCTBUN C APY UMM

crieunasinctamm.
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NMpoponmxeHune cnenyet

Yske mocne nepBoro AHA o6pasoBaTesb-
HOrO KypCa CTano MOHATHO, YTO BCE MPU-
CYTCTBYIOLLIME Ha HEM CODPanuch 34ech
Hecny4YanHo. XXMBOW MHTEPEC K MOAHATHIM
TeMaM, KenaHme y3HaTb Kak MOYKHO 60/b-
e nonesHom nHbopmaLmu, 3anmcaTb Ha
BMOEeO Hanbosee BaXKHble MOMEHTbI Ha-

61100anoch npakTuyeckn y scex. Mo ot-

3bIBaM y4acCTHWMKOB, BOMblLLIOE 3Ha4YeHne
1A GOPMMPOBaHMS 0BLLENO NO3UTUBHOMO
HaCTPOA CbIrpano U MecTo NPOoBEeAeH S,
CaHkT-MNeTepbypr Bcerga ropamnca WKo-
10V OTOPUHONAPWHIONOTMIK U CYyPAONO-
TN, BbIOAIOLLMMMCA YU4eHbIMU, HayYHbIMM
pa3paboTKaMm, MPaKTUUYECKMM OMbITOM
paboTbl co cnabocbILaLLMMM NaLMEHTaMM.
30ech BCE 3T0 BOMOTUNOCH B OAHOM MecTe
1 0an0 Ol TUMbIM 2ddeKT. Hauano Takoro

poda MeponpPUATM MOMOXEHO, 1 BECbMa
YCMELLHO.

OcTaeTcs BepUTb, UTO MPobnembl, Ko-
Topble BbiNn NOAHATLI B paMKax MepBoro
06pa3oBaTe/IbHOMo Kypca, MocTeneHHO
6ynyT pellaTbcs, a Bpadu cypaonorm
1 CMeLManUCTbl, KOTOPbIE COMPOBOMOAIOT
OETEN Ha MYTU K XOPOLLIEMY CIYXY, CMOTYT
MOMOUYb KaXKOOMY.

Yy Haprusa KAPUMOBA,
r. TalKeHT, Y3beKkncTaH

Y Bopuc OTPYTbKO,
r. BnaroselleHck

Yy EBreHus CABYEHKO,
r. BopoHex
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«CamMoe 1aBHoe — yAas10Ch CAE/IATb TO, Hero 4acTo He XBATAEeT HA TPAANLMOHHbIX KOH-
pepeHUMax: 3TO NPAKTUYECKAS COCTAB/IALASA Kypca. Bpoae 6bi KaxKabivi 3HAET, KAK CHU-
MQTb YLLIHbIE C/IEMKU, HO 34€Ch MOXHO Obl/10 BOOYMIO YBUAETH BECh MPOLECC B MCMOTHEHUM
npogeccroHas1oB, MoHA6/1AATL 3A X PAGOTOM, OTMETUTb A4/15 CebS KAKME-TO HIOQHCHI,
«CEKPETUKM», KOTOPbIE B AA/IbHENLLIEM BINFIOT HQ KQYECTBO C/TyXOrNpOTE3POBAHMS B Lie-
soM. [a, y HOC MoKa HeJoCTyMHO 060pyA0BAHME, HO KOTOPOM 6bi/1a MPOAEMOHCTPUPOBAHA
BepUGPUKALMS C/TyXOBOIro annaparta. [isa MeHsa 3TO BbICLUMK NnnoTaxk! Ho g 3auHTepeco-
BAHQ, 4HTOObI TOXKE OCBOUTL 3TO U MCMNO/Ib30BATh B cBoeyr paboTte. Hy 1 atMocdepa CaHKT-
MeTep6ypra Hu ¢ Yem He cpaBHUTCS! LLinkapHo! HeT KamMepTU3mMpoOBAHHOCTH, BCE OTKPbLITHI,
YyyBCTBYeLb cebg cBO60OAHO, YTO OYEHb BAXKHO AJ1F MPOAYKTUBHOIMO 0Oy4eHM s !»

«3aHUMQAIOCh C/TYXOMPOTE3UPOBAHUEM, B TOM YNC/IE W MeanaTpuyeckmumM. Paa 6bis
MpUCYTCTBOBATL 34€Ch, O6LLATHCS C KO/I/IEeraMii U3 APYIrnx PernoHoOB, NoaenTbCs
CBOWM OrMbITOM. M3 TeM Kypca A7151 cebsa noayepKuUBA METOAbI HACTPOMKU C/1yXOBbIX
QrnnapaToB, MOHUTOPUHI HACTPOEK, OCO6EHHOCTM COBMECTHOM pa60Thl BpaYa
C cypaonenarorom, HoBble TexHos1orun. Co MHOMMMA CrnKepamm 6611 3HAKOM TO/1bKO
300YHO, OYEHb MPUATHO 6bI/10 INYHO BCTPETUTLCSH, YCIbILLIATD U3 MepPBbIX yCT BAXKHbIE
QcreKTbl Ppa6oTbl CO C/IQ60CbILLALLMMU AEeTbMU, 304ATb BOMPOCH! U TYT XKe MOMYyYUTb
pPQa3BEpPHYTbIE OTBETHI».

«MHe o4eHb MoHPABMICH TAKOM OPMQAT, KOraa /1toam, Ybm yHebHUKM 4711 HAC 6m6/1ms,
MOryT CUAETb C HaMU 3Q O4HMM CTO/TIOM M OB6CY)KAQATH Te MPo6/1eMbI, O KOTOPbIX HOM XO4YEeTCs
KPpM4aTh. He MpocTo 06Cy»aATh, OHU MX C/IbILLQAT M MbITAIOTCH PELLATb.
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JRVU3Hb OpyZUX:

BCE O cfyxe

Cornacurecb, Bcergd MHTEPECHO y3HATb, KUK XXUBYT Apyrue.
U geno 3gecb He TosIbKO B /11060rbITCTBE. BeAb YXU3Hb APYIrnX —

3TO OrbIT, KOTOpbll;'i, BO3MO)KHO, MOMO)XeT HaOM CaOMUM CTATb J1y4Lue,

yBungertb CO CTOPOHDbI l'lpOGﬂEMbl, HALLyrnaTb TOYKHN POCTA,

MPOTSAHYTb PYKY NMOoMoOLUYM, ec/in 6yaeT Heob6xoQmMmo.
B 3ToM Homepe Surdoinfo OoTKpbIBAeT HOBYIO pPy6pUKY

nog HasBaHueM «)XXU3Hb APYrux: BCE O C/1yxex.




KA3AXCTAH

B Hen Mbl 6yaeM 3HOKOMUTb YUTATE/IEN C O6LYyen KAPTUHOMN
pasBUTUS CypROSIOruun, CIIyXorpoTesmpoBaHMUS U MOMOLUN
C/1a60C/IbILIALNM NALNEHTAM B APYrnx CTPAHAX.

U nepBou B HOBOM rnpoeKTe ctasd Pecriy6simka Ka3axcraH.

Ha Bonpocbl 3aaHUs OTBETUA IT1IABHbIA BHELUTATHbIA CypRosior

MuHucrepcrBea 3gpaBooxpaHeHus1 Pecrniy6iinkun KasaxcraH

PummMa Cyaré6aesa.
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CornacHo BO3, B cpegHeM 7% OT o6Luero Kofimyecrea HaceJieHUs
CTpaaaloT HapyLleHUeM cnyxa

OAHHDbIE NO PECMNYBJIMKE KA3AXCTAH

/19899377 |/ 1392956 | 18 240
f yenosekK 5 yenosekK © cnaGocnbiwaumx noaei,

N3 HUX geTen
cocTaBu/la YUC/IEHHOCTb LOJHKHbI COCTOATb

HacesleHUa Ha Ha4vano Ha y4yeTe Mo TYroyxoctu
2023 ropa

KonuyecTtBo LEeHTpOB OxBaT ayAMNOSIOrMYECKUM
CNyXonpoTe3npoBaHUs, AeNUCTBYIOLWMX CKPUHUHIoM 3a 2022 rop,

B CTpaHe Ha CerogHsWHUN OeHb
@® MeTogom 3BOAS obcnenoBaHo

(>) OKkono 60 YacTHbIX LEHTPOB CllyXa 78,1% (2 143 006) HOBOPOXKAEHHbIX

M geTen 0o 6 net.
@ rocynapcTBeHHbIX LIeHTPOB

CNyXOMNpoOTE3NPOBAHNA — HET.
® MeTogom KCBIT (ckpnHMHIoBoE)

@ HekoTopble YacTHble LLeHTPbl (KabMHeTHI) obcnenosaHo 10,85% (297 798) netel.
CNyXOMNpPOTE3NPOBaHUS UMEIOT
rocyoapCTBEHHO-HYaCTHOE MapTHEPCTBO
M MOTYT OKa3biBaTb ycnyrn mo OCMC.

3a cyeT rocygapCcTBeHHbIX CpeacTB
nony4yuTb CJ'IyXOBOﬁ annapart MoryT
TOJIbKO TuUa C MHBAaNTUMOHOCTbIO.

@ OeTn c 3-4 CTENEHDBIO TYTOYXOCTU.

@ B3pocrble C 4 CTENEHbIO TYTOYXOCTU.

BOJIEE 60

MPaKTUKYIOLLMX
Bpayeun cypanosioros.

Mo gaHHbIM MeAUNLMHCKON MHOOPMALMOHHOM CUCTEMbI «DNEKTPOHHbIM PErrMCTP AMCHaHCEPHbIX 6OMbHbIX»,
T.K. MHOTME NaymeHTbl HabNOATCHA B YAaCTHbIX MEANLMHCKMUX YUPEKOEHUAX U MO3TOMY He 3aHOCATCA B MHPOPMaLMOHHYI0 cuctemy PK.
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¥ Pumma CYATBEAEBA
Bpau cypponor HAO «KasHMY
um. C. [. AcheHaunspoBa,
rNaBHbIM BHELITaTHbIN
cypaoonor M3 PK

KakoBbl AaHHble O Konn4ye-
cTBe cnabocnbiwalumx B Ka-
3axcTaHe? CKosbKo cpeaun
HUX B3POC/IbIX, CKOJIbKO
neten?

CornacHo BO3, B cpeaHem 7% oT 06-
LLIErO KONMYeCTBa HaceneHmsa cTpanatoT
HapyLUeHWEM Cryxa, YACNEeHHOCTb Hacene-
HUA B Pecnybnuke KasaxctaH Ha Ha4yano
2023 ropa coctaBuia 19899 377 yenosek,
cnenoBaTenbHO, 1392 956 uenoBeK O0SxK-

Hbl COCTOATb Ha y4eTe MO TYroyxoCTi.

o gaHHbIM MeanLUMHCKOM MHbOopMa-
LMOHHOW CUCTEMbI «DNEKTPOHHbIV pe-
FUCTP AMCnaHCcepHbIX 6OMbHbIX», B Pecny-
6nuke KazsaxctaH 18240 cnabocnblliatmx
noaen, U3 HMX aeten 5358, uto B 4eCATKM
pa3 MeHblLe peanbHOro KoMM4yecTsa Ha-
ceneHusa C HapyLUeHUaMK cryxa.

MHorme nayveHTbl HabntonatoTca
B YaCTHbIX MEAMLMHCKMX YYPEXKOEHMAX
1 MO3TOMY He 3aHOCATCA B MHOOPMaL M-
OHHYtO cncTemMy PK.

Kakoe Konn4yecTBoO LEeHTPOB
CIyxonpoTe3npoBaHusa fen-
CTBYIOT B CTpaHe Ha ceropg-
HALWHWUN AeHb?

B Pecnybnunke KasaxcTaH rocygap-
CTBEHHbIX LIEHTPOB CYXOMNPOTE3MPOBaHMS
HeT. HacCTHbIX LIeHTPOB CyX0oMpoTe3m1poBa-
HWA B CTpaHe okoo 60. HekoTopble YacT-
Hble LeHTPbI (Kab1HETbI) CyXOnpoTe3npo-
BaHUA MMetoT rocyAapCTBEHHO-4acTHOe
MapTHEPCTBO M MOMYT OKa3bIBaTb YC1yru
no OCMC (oba3aTenbHoe colmanbHoe
MEOWLIMHCKOE CTpaxoBaHMe).

Ne2(19) | 2023

3a cYeT rocy4apcTBEHHbIX CPEACTB MOAYUMTb CYXOBOM anmnapaT MOryT TONMbKO

nMua ¢ UHBaNMOHOCTbIO. [eT MPU3HaTCa MHBaNMAaMM Mo Cnyxy, eCim MMetoT
TYTOYXOCTb 3—4 CTEeMEHU, B3POC/Ible — 4 CTEMEHb.

KaKoBbl faHHble O KOJIMYeCcTBE NPaKTUKYIOLMX Bpayen cypaosioros
B KasaxcTaHe?

B Pecnybnuke KasaxcTaH npakTUKYoLWMX Bpadel cypaonoros 6onee 60.

Kak o6¢cTodaT flena ¢ npogpeccmoHanibHOM NOAroTOBKOW CypAoSioros?
Foe y4yaTt aTo cneumanbHOCTU, KTO U KaKUM 06pa3oM MOXKeT ee
nony4vnTb?

B Pecnybnuku KasaxctaH obydeHune B MEAULMHCKOM yHMBepcUTeTe AnmTCa
5 net (bakanasp), 3aTeM UHTepHaTtypa (1 roa). 449 Toro 4tobbl MOMYYUTb Y3KYIO
cneuranbHOCTb, B TOM YKMcie OTOPUHONAPWHIONOr, HeOOXOAMMO NPONTK 0byYeHe
B pe3naeHType (3 roga), BOT Nocne oKoH4YaHMa pe3naeHTypbl BblaaeTca cepTudurat
cneumanmcTa «0TOPMHONAPUHIONON, CYPAONOMN. TakKe Bpadm OTOPUHONAPUHIONOIMN
MOTYT MPOMTK NOBbILLEHWE KBaNnUdUKaLMKM Mo LMKY «CypPAoNorna» Ha 6ase Meau-
LUMHCKMX YHUBepcuTeToB. OTAENBbHO CNelManbHOCTM «Cypaonorna» B KasaxcraHe

HET, OHa BXOOWT B CrneuUnaribHOCTb «OTOPUMHOMNAPUMHIONOINA».

MpaKTUKYIOLLME Bpadyn Cypaonory B OCHOBHOM MOBbLILLAIOT CBOK KBanuduka-
LIMIO 33 pyGexoMm.

Kak Bbl oLleHMBaeTe NOTPe6HOCTb HaceneHusa B ycnyrax rno ciyxonpo-
Te3UMPOBaHMIO? YBENUYUBAETCH IN CNPOC Ha C/lyXoBble annapaTtbl?

Ha cerogHaLWwHMM aeHb B Pecnybnuke KazaxcTaH BCA OOKYMeHTaLmMa B 061acT
30PaBOOXPaHEHNA BeOeTCa B 2/IEKTPOHHOM BMUOE, MPU MOMOLM MEANLMHCKMUX
MHPOPMaLMOHHbBIX CUCTEM. ByMaXkHbI BapUMaHT BeAeHMA OOKYMeHTaLUMmM OT-
CYTCTBYET.

K coyaneHuto, HM oaHa UmbpoBaa MeamuUMHCcKaa cnctema (MUNC) He MoxkeT
OTO6Pa3nTh peanbHble LMdpbl, KOMUYECTBO HaceneHuns (B3pocnoe/netckoe) ¢ an-
arHO30M TYrOyXOCTb PAa3HOM CTeMeHM TaxecTu. [oTOMY UTO AMarHo3 KoaupyeTca

B Pecniy6nunkmn KasaxcTtaH o6ydyeHue B MeauLMHCKOM YHU-
BepcuTeTe ANUTCA 5 f1eT (6aKanaBp), 3aTeM MHTEPHATYPA

(1 roa). Ana Toro YTo6bl MNONYYUTb Y3KYHO CeLmMasibHOCTb,

B TOM YuMcC/ie OTOPUHOIAPUHIOI0r, HEO6XOAMMO MPOUTU O6Y-
yeHue B pesungeHType (3 roga), BoT Mocsie OKOHYAHUS pe3u-
AEeHTYypbl BblAAETCS CePTUPUKAT CreLumnamcTd «oToprUHoOIA-
PUHIosor, Cypaosior». Takye Bpa4yu OTOPUHOIAPUHIOIOMM
MOTYT MPOKTU MOBbILUEHWNE KBASTUOUKALMMN MO LNKITY «Cyp-
gosiornsa» Ha 6a3e MeaULMHCKNX YHUBepcUTeToB. OT4e/IbHO

crieymasibHOCTU «Cypaosiorus» B KazaxctaHe HeT, OHQ BXoauT

B CcrielinQJ/ibHOCTb «OTOPUWHOJ/IAPUWHIOJIONMNS».
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cornacHo MKB-10, rae He oTpayeHa cre-
MeHb CHKEHUS Cryxa.

OTCcyTCTBYET permcTp naumneHToB
C XPOHWYECKMM HapyLIeHWMEM CnyXa,
OTCYTCTBYET Aa)ke BO3MOXXHOCTb BHO-
CUTb B MMetoLMeca LMPPOoBble cucTe-
Mbl 3aKTIOYEHUA C YKa3aHMeM cTerneHu
TAXKECTU TYrOyxOoCTU (Knaccmdmrkauma
BO3), cnegoBaTenbHO, HET BO3MOYKHO-
CTV KOPPEKTHO MPOBECTU pacyeTbl No-
TpebHOoCTW B obecnedeHmnn NaumeHToB
BCMoMoraTenbHbIMU cpeacTeamMu (cny-
XOBble amnapaTbl, KOX/1eapHble UMMIaH-
Tbl, UMMMAHTbI CPEOHENO yXa M KOCTHOM

NPOBOAMMOCTH).

KakoBa a¢pPpeKTUBHOCTb
YHUBEpcanbHOro ayaumo-
JIOrMYeCKOro CKpMHUHra
HOBOPOXAEHHbIX U AeTen
nepsoro ropga B Kasaxcra-
He? Kak oaBHO OH BHe-
ApeH? EcTb nNu paHHbIe

o0 ero pesynbraTtax?

B PK ayamnonormyeckmm CKpuHMHIC
BHeOpeH ¢ 2010 roga. MepBblv aTan
AyLMNONOrMHeCKOro CKPUHKMHIA Npo-
Bogmnca metogomMm 3BOAD B poggome
Ha 2-3 CyTKW, BTOPOW 3Tamn NpoBOAMIICS
B opraHmsaumax MMCr getam go 1 roga
eXXeKBapTalnbHO, AeTAM B BO3pacTe OT
1rofa 0o 3-x NeT— Kaxkable 6 MecaLeB.
C 2021 roga ayamonormyeckmnim CKpUHMHE
npoBoaMTCA ABYyMA MeTogamMum — 3BO-
A 1 ckpuHMHrosoe KCBIT, B opraHmsa-
LUMAX POOOBCMOMOYXKEHUA Ha 2—-3 CYTKM,
B [MTMCI1 B 3 Mecqaua, 1 roa, 2 roga, 3 roga
M 6 net.

LleneBon MHOMKaTOP OxBaTa ayamo-
NIOMMHYECKMM CKPUHWHIOM 33 2022 rof,
He 6bln LOCTUMHYT.

Bcero no PK metonoom 3BOADS 3a
2022 rog obcnenosaHo 78,1% (2143 006)
HOBOPOXOEHHbIX 1 AeTel A0 6 neT. B ToM
ymcne 96,4% (366707) HOBOPOXAOEHHbIX;
81,4% (147 843) neten B BO3pacTe 3 Mecala;
76,2%% (285603) geTn B Bo3pacTe 1 rof,
73,0% (274 231) neTn B BO3pacTe 2 roaa;
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OngHUM n3 peLueHm/”l I7p06ﬂeMbI HeBbITOoJTHeHUWSA ayAnos10-

rM4yecKoro CKpUHWHIrAa siBsiseTcs co3gaHue LleHTpa MOHUTO-

PUHIQ 11 COrpoBOXOeHWS pe3y/ibTaToB AyAnOoJ/1I0rM4eCcKoro

CKPUHUWHIA (TPEKMHIr-LUeHTp). Heo6xoamMmMocTb co34aHUS

TPEKUHIr-LUeHTPA CBA3AHA C TEM, YTO pe6eHOK, Y KOTOPOro

rno pe3ysibtTatam ayanosiorm4ecKoro CKpHuHra 6b1/10 ycra-

HOBJI€HO CHV>KeHWe C/iyxa, OOJIKeH 6bITb HaripaesieH HA

LA/IbHEeNLLYIO ANATHOCTUKY B CYPHAOI0rMYeCKmne KaQbUHeTb!

n B CJ/iydae riogreepxxgeHunsd HapyLieHns C/1yxa rnosiyy4YnTb

cBoeBpeMeHHOoe C/iyxoripote3anpoBaHue He riosgHee

6-Mecg4YHOro Bo3pacra.

72,5% (270567) neTn B Bo3pacTe 3 roaa;
68,9% (257538) netn B BO3pacTe 6 net.

MeTogom KCBI (CKpWHMHIoBoe) BCe-
ro 66110 obcnenoBaHo 297798 (10,85%)
aeten. XoTa cornacHo Aencreytouemy
NPWKasy ayamnonormyeckmin CKPUHUHN
CYMTAETCA BbIMOMHEHHbBIM TONMbKO MpPW
npoBefeHrn obcnefoBaHMM ABYMSA
MeToaaMMu.

B yeM, Ha Bawl B3rnaa, npu-
UYMHbI HU3KON 3P PEKTUB-
HOCTU ayAMONIOrMYEeCKOro
CKPUHUHIa B KasaxcTtaHe?

BaXXHbIMW MPUYMHAMUM HEBbBIMON-
HEHMA ayOMONOrMHYECKOro CKPUHWMHIA
Ha ceroAHAWHMM AeHb aBndaeTcsa To,
YTO OpraHmM3aL My POAOBCMOMOXKEH WS
n ydpexgeHum NMMCI HegocTaTouHO
OCHalleHbl obopyagoBaHMeM ana npo-
BeeHMa ayanONI0OrMY4eCcKOro CKPMHUHIA,
OTCYTCTBYET KOHTPO/b 33 obecrneyeHun-
eM 1 NpoBeaeHMeM ayanonormyecKo-
O CKPUHWHIA Ha MecTax, OTCYTCTBYeT
cucTeMHoe obydeHre Kaapos, 3adei-
CTBOBAHHbIX B MPOBEAEHUN CKPUHUHI,
OTCYTCTBYET LUMPPOBaga CMCTeMa y4eTa
N OTCNeXXMBaHWa aeTew, NpoLweaLmx
AYOMONOrMUYECKMIM CKPUHUHE B Opra-
HMN3aUMAX POOOBCMIOMOXEHUA N YY-
pexxgeHunax NMCT1, kotopaqa OoXKHa
obecneunTb 4OCTOBEPHbIN CTaTUCTU-
YeCKMM y4eT 1 nepenady pesynbraToB
CKPUHWHIA B LEHTPaNM30BaHHbIN LLeHTP

OTCNnexmnBaHM4A.

PyKkoBOAMTENM OpraHm13aLnit He 3a-
MHTepPEeCcoBaHbl B MPOBEAEHNU ayanO-
IOTMYECKOrO CKPUHUHIA M3-3a HU3KOM
peHTabenbHOCTU, TaK Kak B Tapudbax He
YUYUTbIBAETCA CTOMMOCTb 060pynoBa-
HWA, ero cCojepyKaHue, exxerogHasa Ka-
nMbpoBKa M NoBepkKa, foporocTodaule
pacxofHble MaTepuasbl (TOKOMPoBOadA-
Li1e 0QHOPa30Bble 3NeKTPOoabl).

Kakoe pelueHue npo6neMbl
Bbl MOIIU 6bl NPeAIoXUTL?

OQHUM 13 peleHrin Npobnembl
HEBbIMOMHEHWA ayAMONOrM4ecKoro
CKPUHWHra aBnaeTca cosnaHume LleH-
TPa MOHUTOPWHIa M COMPOBOXAEHNA
pe3ynbTaToB ayanonormyecKoro CKpu-
HUHra (TPEKMHI-LEeHTP). HeobxoamMocTb
co3faHua TPpeKUHr-ueHTpa cBA3aHa
C TeMm, 4YTo pebeHoK, y KOTOpOoro no pe-
3ynbTaTaM ayamonorMyeckoro CKpUHMH-
ra 6bI/10 YCTAHOBMEHO CHMKEHME CNyXa,
OOMKeH BbITb HanpaBneH Ha AanbHemn-
LY AMArHOCTMKY B Cypaonormyeckme
KabKHeTbl 1 B cydae NoaTBep>KAeHUA
HapyLlUleHWd cnyxa Noy4YmTb CBOEBpe-
MEHHOEe CryxonpoTe3npoBaHme He No3[a-
Hee 6-MecaYHOro Bo3pacTta. Bcneacraue
OTCYTCTBMA YETKOIo yyeTa v CUCTEMbI
OTCNEeXMBAHMA 0T «TepatoTCa» nocne
BbIMUCKK M3 POOVABHbBIX JOMOB U He
npoxoaaT ganbHemnee yrnybneHHoe
obcnenoBaHKe cnyxa, 4YTo NpuBoOANT
K MHBaNWAOHOCTM MO CyXy.



Peknama

MEXOYHAPOOHAA CETb LLEHTPOB AKAOEMUA
BVHAYPAJIbHOTO CITYXOINPOTESNPOBAHWNYA CNyXA

IEPCMEKTUBHDbIW
SV3HEC

OT yCMneLwHOMU ceTun

ypOBeHb MPOHNKHOBEHUA
TeEXHUHYEeCKUX cpeancTB

200

peabunmnTaumm «CnyxoBowm annapat»

Ha oywy HaceneHua s PO ropoanoB NpUCyYyTCTBUA
B 5 pas HWKe, YeM B CTpaHax B Poccuu
BocTouHowm EBponbl, N CTpaHaX

M B 7-9 pas Hwke, CHI
4eM B CTpaHax

3anagHomn EBponbl

POCCUNCKAS

ACCOLMALUA
DOPAHYAN3UHTA
(PAD)
NMPEUMYLLECTBA ®PAHLUU3bI: I'IonthTe
KOHCynbTauuto
B Haa YHMKaNnbHada HMLLA Ha PbIHKE; n TaBleHMe TOB n n Nto; .
v cBobogHasay anbHa aHap e, v npefocTaBrieHre ToBapa nofa peanmsaumnio; aS.CIInIC
v paboyasa busHec-MoOenb, v  KOMMMEKCHaa NoaaepXKa Ha Bcex aTanax
nposBepeHHas Ha 70 LeHTpax cnyxa; paboThl LIeHTpa (peknamMHagq, E#E
MapKeTUHroBags, paboTa C NepcoHanom). .

v 6bICTpaS?I OKYTMaeMOCTb;

k.
YCMNEWUTE 3AHATb CBOU roropi! [=]
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3HATb CBOEIO
KJIMEHTA B JIMLIO

Yy CseTnaHa COJIOMATUHA
AHaANUTUK, pyKOoBOOUTESb PO3HUNYHOIO
HanpaeneHuna otaena peknambl n PR
B MeXXOyHapOaHOW ceTn
«AKapemuns cryxa.

3TOM CTaTbe Mbl [PACCMO-

TOUM OaHHble M3 OT4YéTa 3a

2022 ron. Ytobbl aHanms no-
nydymnnca 6onee ryboKUM, CpaBHWUM
nokasatenu aByx net. 2022-ro n 2021-
ro rogoB. OTOENbHO HAMOMHUM, YTO
mccnenoBaHye NPOBOAMTCA B PO3HUY-
HbIX LLeHTpax Cpean KOHEeYHbIX noTpe-
OuTenew CnyxoBbiX amnnapaToB C MC-
NoNb30BaHUEM CTUXMNHOM BbIOOPKMU.
MeTon uccnepoBaHua — GopManm3o-
BaHHOe aHKeTMpoBaHWe B dopmMaTe
HEBKJ/TIOYEHHOIO MHTEPBLIO.
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BbICTOOMTb PAOOTY C HUMM.

B nccnenoBaHMy Mbl Bblaenaem natb
rpynn XxapakTepUCcTUK, Ha OCHOBaHMM
KOTOPbIX GopMMpyeTCa NOPTPET Liene-
BOM ayaMTOPUM.

1. FTEHOEPHbIN COCTAB.
3adUMKCHMPOBaHO yBENUYEHWE 00N
rnokynaTenemn-mMy>x4mH cpeam obuiemn
BbIOOPKM MoKynaTenem PO3HMYHbIX
LeHTpoB —Ha 13,2%. [1nga cetn 311
N3MEHEeHWS AOBOMbHO 3HaYUTENMb-
Hble. Mbl CHMTaEM, YTO OTHACTU 3TO
MOYET ObITb CBA3AHO C BNUAHKMEM
COVID-19, 060CTpMBLINM, B TOM YUCIIE,
1 NpoBemMbl CO CNYXOM Y Hacene-
HUg. KpoMe Toro, Takow mokasaTenb

B KOMMaHUW CBA3bIBAIOT C MPaMOTHOM
MAPKETUHIOBOM MONTUTUKOW: PEeKIaM-
Haa KaMMaHUa B UHTEpPHeTe Mo3BOMU-
na NpvBAeYb BHMMaHue K npobnemam
cnyxa 1 HeobxoAMMOCTU CBOEBPEMEH-
HOro cnyxonpoTe3npoBaHug 60Mb-
Lero Ymcna nogen, cpeam Kotopblix
ObINN 1 MY>XXUMHbBI. B TO Bpema Kak

SppeKkTmBHAS pabOoTa B chepe CrlyXornpoTe3npoBaHMS
noapa3yMeBaeT KIIMeHTOOPUMEHTUPOBAHHbIV rnoaxon. bes Hero
CerofHsa y»ke TpyaHo cebe npenacTtaBmTb KQYECTBEHHYK MOMOLLb
NAQLUMEHTY 1 ycriex 6mM3Heca B Le/IOM. B MexxayHapoagHoW ceTu
LIEHTPOB BUHQAYPASTBHOIO C/1YyXOMNPOTE3NPOBAHUSA «AKQOQEMUNS
C/1yXQ» MOHUTOPUHI MOPTRETA LE/TIEBOro rnoTpebuTtesia Ha4yasim
sectu euye B 2018 roagy. Cob6paHHbIE AAHHbBIE MO3BO/IFIOT MOHATH,
KAKYIO QyOUTOPUIO MPenacTaBIsaoT COO0M NoCeTUTE M

LHeHTPpOB C/fiyxXAa, 1 B 3aBUCHMOCTK OT TOIo rodMoTHO

MHPopPMaLMg, pa3MeLLeHHaa B BbiMy-
CKaeMom «AKageMmen cnyxar» rasete,
B OCHOBHOM paccymMTaHa Ha YKeHCKYo
ayauToputo. Mpu 3TOM No-NpexHe-
My B nofaBngatoulemM 60NblLLIVHCTBE
rmoKynaTengaMu CyxoBbixX annapaToBs
B LIEHTPAX Crlyxa ABAATCA KEHLLWHbI.

2.TEOFPADOUNYECKMU-
COLIMATIbHbIN COCTAB.

Mo cpaBHeHMO B 2021 rogom Ha 2,3%
yBenu4ymnace ona notpebutenemn ms
OPYrnX ropoaos. Hy>KHO oTMeTUTb,
4T10 B 2022 roagy «AkaoemMusa crnyxa»
aKTUBHO pa3BMBara Bble3gHyo Top-
roBJ1tO, KOFAa COTPYAHWMKM KOMMaHWM
Bbl€3>KaN B TOM YMCNE B T€ PEMMOHbI,
rae Hally LLeHTPbI CyXonpoTe3npo-
BaHWA He NpeacTaBneHbl. CunTaem,
UTO MMEHHO C 3TUM CBHA3aH POCT
MHOroOPOAHMX MOKyraTenen.

B couManbHOM cocTaBe Mo-Mpex-
HeMy npeobnapatoT HepaboTaolyme



MEeHCUOHEpPbl, YTO  HEeYAWBUTENbHO,
eCnu y4uTbiBaTb BO3PACTHOW COCTaB
notpebutenen. lNpu 3TOM yBenuum-
nacb ¥ 0oNS NoAeN, 3aHATbIX B pabdoumx

cneumnanbHOCTAX.

3. NMPEOLIOYLMN ONbIT
HOLWEHWNA CJTYXOBbIX
ATIMAPATOB.

Kak npaBwno, nmeem geno

C NOKynaTenamMu, KoTopble paHee

HE MCMNOMb30Bav CryxoBble
annapatbl,— A0N9 TakuX JtoOew 3a rof,
yBenuymnace Ha 9,3%. MpeobnanaHue
«MEePBbIX» MOMb30BaTENEW C/TYXOBbIX
annapaTtoB, 6e3yCNoBHO, YacCTb
MapPKETUHIOBOW CTPaTErMU.

OpHaKo He CToOWT 3abbiBaTb 1 O TOM,
HTO CNYXOBOW amnapaT — ToBap
O/INTENBHOIO MOMb30BaHUA, OH
MeHfAEeTCa pa3 B HECKObKO €ET.
Mono6Hasa cneundrka NPoAyKTa
OKa3blBaET BIMSHME Ha COOTHOLIEHME

«MepPBbIX» N «MOBTOPHbLIX» KITMEHTOB.

4. BMTMAHUE POOCTBEHHDbIX
CBA3EN.

LaHHbIN NoKa3aTenb M3MeHWca
He3HaunTeNbHO: Ha 0,8% yBeMYMIoCh
KOMMMYECTBO TeX MoKymaTenew, Kto
NPULWEN Ha NPUEM OaWH, 6e3 BNN3KMX
nogew, v Ha 1,4% yBenm4mnochb Ymcno
TeX, KTO MPULLEN BMECTe C POAHbIMU.

[Mpn 3TOM Ha 6,7% yBENUYUNOCH KO-
NNYECTBO Tex Moden, KOTopble 3aaBnsa-
tOT, YTO MPUHWMaNK pPeLleHre O MOKyMKe
CNyxoBOro annapata 6e3 BnuaHng 6nms-
KMX. Kak NpaBmno, Halwy NokynaTenu ro-
BOPAT 06 06paLLeHNN K POACTBEHHMKaM
33 MOpPaNnbHOW W MaTepuasibHOM MNofa-
OEePXKOW. MOXKeM TakKe MPeanonoxKUTh,
41O, MoCcKoNbky 2022 rofd, M O0CobeHHOo
nepBas ero MnofloBMHa, OTNMYaNca He-
CTabWNbHOCTbIO, TO, CKOpee BCero, And
NOKYMKW KIMEHTbl MCMONb30BaNn paHee
CAeNaHHble HakonneHusa. Kpome Toro,
B CETU «AKafeMus cnyxa» AeNCTBYyeT yc-
flyra paccpouKy nnatexa 6e3 BHeCeHMs
MepBOro B3HOCa — B 3TWX YCNOBUSIX POSb
MaTepuanbHOM NOAAEPXKKM POACTBEH-
HVKOB CHU>KAETCA.

5. BMUHAYPAJIbHOE
CNTYXOMNMPOTE3NPOBAHME.
Ha 3,2% yBenm4mnoch 4mcno
pecrnoHOeHTOB, KOTOPble OTMETUNN,
YTO MOCTOAHHO MCMOAb3YIOT ABa
CNyxoBbIX anmnapaTa. C4nTaem, 4To

B criefytolleM rofy 3TOT Moka3aTenb
YBEUYUTCA, TaK Kak KOMMaHWa
MPOBOAUT aKTUBHYHO MOMUTUKY MO
MPOMOTMPOBAHMIO aKLMK 1+1: BTOpOM
CnyxoBOW annapaT 6ecnniaTHoO.

B umcne npudmH, No KoTopbiM NoTpe-
OUTENM MONBb3YIOTCA TONIBKO OAHUM Crly-
XOBbIM arnmnapaToM, CriefyoLLye: BTOpoe
YXO NYXOEe/XOPOLO CAbILLNT (POCT Mo-
KazaTena Ha 6,3%); HeQoCTaToYHaAA UH-
POPMUPOBAHHOCTE O HEOBXOAMMOCTM
OUVHaypPanbHOro CNyXomnpoTe3npPoBaHA
(NapeHwe Ha 2%, 4To CBA3aHO C AeATeNb-
HOCTbIO MO MPOCBELLEHUIO HaceneHusa
O BaYKHOCTW BUMHAYPaNbHOrO Cryxomnpo-
TE3MPOBaHMA, KOTOpasa BeO&Tcs B LEeH-
Tpax); dUHaHCoBble TpyaoHOCTW (Mage-
HWe Ha 4,3% Mo CpaBHEHMIO C MPOLLbIM

PO3HNYHbIX ceTen.

N22(19) | 2023

rofoM: CUMTaeM, YTo POfib B OaHHOM
npoLecce Chirpasm akumm «1+1» 1 ycryra
paccpoUKm 6e3 MepPBoro B3HOCA).

6. COUUNATTbHDbIE
OXNOAHUNA.

82% pecnoHOeHTOB OTMEYALOT, YTO
rMaBHOE M3MEHEHUE B UX YKN3HU,
CBA3aHHOE C MOKYMKOW CryXOBOIro
annapara, — 3To ynpouleHue
obLeHmna c 6nmskumu. C y4éTom
TOro, YTO 3TOT OTBET Npeobnanaet

B TeueHue ABYX NeT, MOXXHO roBOPUTb
0 GOPMUPOBAHUIN YCTOMYMBOM
TeHaeHuuy. Cnyxosble annapaTbl
pellatoT camyto bonblLuyto Npobrnemy
B YKM3HU cnabocnbllalluyx — AatoT UM
BO3MOYXHOCTb HOpPMasbHO 061aTbCA
C poAHbBIMU K BAU3KUMU NOOBMU.
CymTaeM, 4To MMEHHO Ha pelleHune
STOW aKTyanbHOW Npobnemsbl

OO/KHa BblTb HanpaeneHa paboTa
KaKk Mpoun3BoamTeNnen CnyxoBblix
annapaTtoB, Tak v Bnagenbles
PO3HUYHbIX CETEN. o

82% pecnoHOeHTOB OTMeYaloT,

YTO IMaBHOE U3MEHEHME B UX KM3HU, CBA3AHHOE
C MOKYTMKOM CNyXOBOro anmnapaTa, — 3TO
ynpolLleHune obLieHnsa ¢ 6nmsknmm. C yd4éEToM TOro,
YTO 3TOT OTBET NMpeobnafaeT B TedeHure AByX NeT,
MOYXHO rOBOPUTb O POPMUPOBAHUM YCTOMYMNBOM
TeHOeHUmn. CnyxoBble anmnapaTbl PeLlatoT CamMyto
onbLUyto MpobnemMy B »XM3HM crnabocbillalimx —
AaloT UM BO3MOXHOCTb HOPpMaJibHO
o6LWwaTbca C PpOAHbIMU N BNTU3KMMU
NOObMMW. CyntaeM, YTO UMEHHO Ha peLueHmne
3TOM aKTyanbHOM NpobaeMbl JOMKHa ObiTb
HanpaBneHa paboTa Kak Npomn3BoauTenemn

CMyXOoBbIX arrapaToB, TaK 1 BfiagesibLeB
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Ilopmpem uenesoit ayoumopuu

MEXAYHAPOOHOW CETU LEHTPOB
CNYXONPOTE3UPOBAHUA «<AKAOEMUNA CJTY XA»

Mon BospacTt CraTyc

@ >KeHcKuM — 652%
@ MyxKcKol —34,8%

® MeHee 25-5%
® 40-55-115%

® BecnnatHaa
Bblgaya — 2,6%

® Kynun CA
® Gonee 70-51% cg6e —23%
® 25-40-8% @® Kynun CA He
cebe —5%

® 55-70-254%
® He kynun CA—
69,4%

MecTo npoXmMBaHUs MecTo pa6oTbl Mcnonb3oBanu nu cnyxosom
annapaT paHee

® ropon — 73,5%
@® O6nactb —22,5%

® WHoropogHuin — ;
4%

@ HepaboTaowmin
neHcuoHep — 72%

© 0a-272%
©® Her-728%
® Pabounint-15%
® Cneunanuct
KOMMepye-

CKOTO yUpex-
aeHunsa —7,9%

® PebeHok —2%

@ Toccnyxalwmm —
31%

MNpuwén Ha NpuémM oauH MoBnuanu nu 6nmskue CKONbKO CyXOBbIX annapaTos
Unu c 6NU3KNMU Ha pelweHue KynuTb CA Bbl MOCTOSAHHO UCMONb3yeTe

OavH - 39%

® C poaHbiMu —
61%

® [a-406%
@® Het-594%

NBa -32,3%
® OnouH-677%

YTo noBnusano Ha Balle pelueHne Monb3ayeTech Nu Kakue nepeMeHbl Bbl
MCMoNb30BaTh TONbKO oanH CA cpefcTBamMu Mo yxoay rnoyyBCTBOBaNK, Ha4aB HOCUTb
cnyxoBou annapaT

@ HeT Heobxoan- ® [a-337% @ Mpole
obLuaTbes —82%
o cnamive ® Her-186% 5 ‘
v 409 Yno6Hee ¢ TB/
CNbiT) — 40% ® Tonbko YTo Ao — 6%
® X Kynun CA, ewwé
onmoro — 31% HeT — 47.7% YyscTeyio
A ° cebs B Gesonac-
© OuHaHcoBble HocTn — 5%
ToyaHocT — Cso6ogHo
29% ouyLato cebs

B CKOM/IEHMAX
nogen — 7%

82 Mo faHHbIM «AKageMum cnyxa» 3a nepuop 2022-2023rT.
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