Ayamosiornyeckasi KApTHHA U pacnpocTpaneHHocTb GJB2-
00YCJIOBJIEGHHOH CEHCOHEBPAJIbHOI TYTOYXOCTH CpeIH MJIaJICHIIEB

C HApylIeHHeM CJIyxa

H.c. M.P.AAAASAHL, AM.H. T.T. MAPKOBA'- 3, k.m.H. B.B. BAXIUMHAH" 3, H.c. E.A. BAM3HELL,
A.M.H. A.B.TTOASAKOB?, I.A. TABAPTKMAAA3E'?

'POCCUICKMI HAay4HO-NPaKTUYECKMIA LEHTP ayAMOAOTUM U CAyxonpoTesnposaHus OMBA Poccun (amp. — npod. . A. TaBapTkuaaase),
Mocksa, Poccusi 117513; 2MeanKo-reHeTuieckuin HayuHbli uentp PAMH (anp. — npodp. E.K. TnHTep), Mocksa, Poccust 115478; *kaceapa
cypaorormu (3aB. — npodp. .A. TaBapTknaaase) PMATO Munsapasa Poccun (pektop — akaa. PAMH, npod. A.K. MoweTtosa), MockBa,
Poccna 123995

The audiological phenotype and the prevalence of GJ/B2-related sensorineural loss of hearing in the
infants suffering acoustic disturbances

M.R. LALAYANTS, T.G. MARKOVA, V.V. BAKHSHINYAN, E.A. BLIZNETS, A.V. POLYAKOV, G.A. TAVARTKILADZE
Russian Research and Practical Centre of Audiology and Hearing Rehabilitation, Russian Medico-Biological Agency, Moscow, Russia

117513; Research Centre for Medical Genetics, Russian Academy of Medical Sciences, Moscow, Russia 115478; Russian Medical Aca-
demy of Post-Graduate Education, Russian Ministry of Health, Moscow, Russia 123395

LleAb nccaeAOBaHMSl — M3YUUTh OCOOEHHOCTU ayAMOAOTMHECKOV KaPTHHbI U BbISIBUTH PACNpOCTpaHeHHOCTb GJB2-00ycAOBACHHOW
CEHCOHEeBPaAbHOW TYrOyXoCTU CPeAM MAAAEHLEB C HapyweHuem cAayxa. MccaeroBanune reHa GJB2 6bino npoBeaeHO 264 mAaa-
A€HLIaM C ABYCTOPOHHe#H HECMHAPOMaAbHOW CEHCOHEBPAAbHOW TYrOYXOCTbiO, AMArHOCTUPOBAHHOW Ha NEPBOM FOAY XKU3HM NpU
NPOBEACHUM NOAPOOHOIO ayAMOAOTrMYeCKOro 00CAeAOBaHMSl. AYAMOAOTMHECKOEe OOCAeAOBaHWE BKAIOHAAO TUMMAHOMETPUIO,
perucTpaumio KOPOTKOAATEHTHBIX CAYXOBbIX Bbi3BaHHbIX nMoTeHunaros (KCBI), 3aaepxaHHOW BbI3BaHHOW OTOAKyCTUYECKOMH
3MUCCHU U HA YACTOTe NPOAYKTa uckaxenus (3BOAD, OADUIN). 38 aetam ¢ GJ/B2-06yCAOBAEHHOW TYrOyXOCTbiO TaKxke OblAa
npoBeAeHa perucTpaumns CTauMOHAPHBIX CAYXOBbIX Bbi3BaHHbIX 0TBeTOB (CCBO). B rpynny AMHamuueckoro HaGAIOA€HUsl BOWAK
113 AeTeid, npoweAwnx NOBTOPHbIE ayAUOAOTMUYECKHe 00CcAeA0BaHMs. B pe3yAbTaTe MCCACAOBAHMS FT@HOTHN C MAaTOAOTMHECKUMU
MyTaumsimm ObiA BbisiBAEH Y 182 (69,0%) AeTeli, npuuem reHoTUn ¢ AByms MyTauusimu B 171 (64,8 %) cayuae, ¢ 0AHOW MyTaume
(retepo3uroTHbiii reHotun) — B 11 (4,2%) cAyuasx. Bcero 6biAa BbisiBAeHa 21 pa3AnuHas myTaums u 30 reHOTMNOB. AHAAM3 AaH-
HbIX aHaAMHe3a 06CAEAOBAHHbIX AeTed OKa3aA, YTO HU OTCYTCTBUE POACTBEHHUKOB C HAapyIIeHMeM CAYXa, HU HaAnumne (hakTopoB
pucKa pa3BUTUS MTPUOOPETEHHON TYrOyXOCTU He UCKAIoYaeT y pebeHka GJB2-00yCAOBAEHHYIO TYrOyXoCTb. Y OOAbLIMHCTBA AeTe
C U3MeHeHHbIM reHoTunom (87 %) OAD He peructpupyetcs yxxe B poasome. Mytauuu B reve GJB2 vaue AMarHoCTUPYIOT Npu
YMepPEHHO-TSHKEAON U TshKeAo# notepe cayxa. OAHAKO AaXke CpeAu MAAAeHLIeB C A€TKOW NnoTeper CAyXa Mo4TU B MOAOBUHE CAY-
4aeB BbISIBASIAM M3MeHEeHHbIV reHoTun no reny GJB2. MNMoporu peructpaumn KCBIT coxpansiotcs ctabuabHbimu y 90,0% Aeteid ¢
GJB2-006yCAOBAEHHOW TYTOYXOCTbIO, YTO NMO3BOASIET B NepPBble )Ke MeCsLibl )K3HM peGeHKa OnpeAeAsTb TAKTUKY peabuAUTaLMOH-
HbIX MePONPU[TUIA N NPOTHO3MUPOBaThL XOPOWMeE Pe3yAbTaThl CAYXONPOTE3MPOBaHUS U KOXA€APHO# uMNAaHTauum. NoAyyeHHble
AQHHble CBMAETEALCTBYIOT 00 aKTyaAbHOCTH M NPAKTUHECKOW 3HAYMMOCTH FreHeTuHeckoro obcaeaosanus aeteii ¢ CHT B onpeae-
A€HWUM TOYHOW 3TUOAOTMU TYTOYXOCTH, NPOrHO3a TeYeHns 3a00AeBaHMsl U TaKTUKU BEACHUS MaLneHTa.

KatoueBble cAoBa: HECMHAPOMAaAbHasl AByCTOPOHHSISI CEHCOHEBPaAbHasl TYroyXoCTb, ayAMOAOIMYECKOe 0OCAeAOBaHME, MyTaLIMM B
reHe GJB2.

The objective of the present work was to study specific features of the audiological phenotype and the prevalence of GJB2-
related sensorineural hearing loss (SNHL) in the infants suffering acoustic disturbances. The study included 264 children with
bilateral non-syndromic sensorineural loss of hearing diagnosed during the first year of life by means of detailed audiological
examination that included tympanometry, registration of short-latency auditory action potentials (SLAAP), delayed evoked oto-
acoustic emission (DEOAE), distortion product-frequency otoacoustic emission (DPFOAE), and auditory brain-stem response
(ABR). In addition, stationary acoustically evoked responses (SAER) were recorded in 38 children presenting with hearing
impairment associated with GJB2-related sensorineural loss of hearing. The follow-up dynamic study involved 113 children
subjected to repeated audiological examination. The study revealed the genotype with pathological mutations in 182 (69.0%)
children including 171 (64.8%) ones with biallelic mutations and 11 (4.2%) with a single mutation (heterozygous genotype).
Eighty two (31.0%) children had genotype without mutations. A total of 21 different mutations and 30 different genotypes were
identified. Analysis of the family histories of the children showed that neither the absence of relatives suffering from hearing im-
pairment nor the presence of risk factors of acquired hearing impairment excludes the possibility of GJB2-related sensorineural
loss of hearing in the infants. Otoacoustic emission fails to be registered in the majority of the children with the altered genotype
(87 %) during the stay in the maternity house. Mutations in the GJB2 gene are most frequently diagnosed in the patients with the
moderate, moderately severe, and severe loss of hearing. At the same time, almost half of the infants presenting with the mild
loss of hearing were found to exhibit changes in the GJB2 gene. The thresholds of registration of short-latency auditory action
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OPUTMHAABHBIE CTATbM

potentials remain stable in 90.0% of the children presenting with GJB2-related sensorineural loss of hearing which makes it
possible to choose the strategy of their rehabilitative treatment (the use of hearing aids or cochlear implantation) during the very
first months of life and predict the favourable outcome of cochlear implantation and hearing aid measures. The results of the
present work illustrate the importance and practical significance of genetic studies (GJB2 gene tresting) of the infants suffering
sensorineural loss of hearing and other acoustic disturbances for the elucidation of etiology of these conditions, prognosis of the

disease, and the choice of the strategy for its treatment.

Key words: non-syndromic bilateral sensorineural impairment of hearing, audiological examination, G/B2 gene mutations.

[myxoTa y MasieHbKOTO pebeHKa — 3TO TSIKEJI0€ UCTIbITa-
HUE JJIs CEMbU U IS caMoro pebeHka. Baxueiimm ycioBu-
€M YCIeLITHO KOPPEeKLIUY HAPYILIEHUS CITyXa SIBJISIETCS CBOEB-
pPEMEHHOE Hayajlo peabMIMTALMOHHBIX MEpONpPUSATU. DTO
0COOEHHO aKTyalbHO ISl AeTel C BPOXKAEHHOI TYTOYXOCThIO,
TaK KaK 4yeM J0Jblle peOeHOK HAXOMUTCSI B COCTOSTHUU 3ByKO-
BOI JETPUBALIM, TEM XYXE€ Pe3ylbTaThl €ro peaduInTaluu
[1]. IToaTOMY CTOJIb BaXKHO MAaKCUMaJIbHO PAaHHEE BbISIBJIEHUE
TaKuX AeTeil, yeMy B 3HAYUTEIbHOI CTETIEHU CIIOCOOCTBYET
BBEICHNE YHUBEPCATBLHOTO ayauOJOTUYECKOTO CKPUHUHTA,
OCHOBAHHOTO Ha PETUCTPALMU OTOAKYCTUYECKOI SMMCCUM
(OAD) [2].

JnarHo3 «TyroyxocTb» B MEPBbIE MECSIIbI XKU3HU MOXET
OBITh MOCTABJIEH JUIIb [0 PE3yIbTaTaM PETUCTPALIUU CIYXO-
BBIX BbI3BaHHBIX MoTeHIIManoB (CBIT). 3a mocnenHee necaru-
netue peructpauus CBII cTana pyTMHHBIM METOIOM OOBEK-
TUBHOTO MCCJIEIOBAHUSI CITyXa Y AeTeil MepBbIX JIeT XXKU3HU [3].
B teuenue nepsoro roga xkusHu CBII B Hopme npeTeprieBaioT
HEKOTOpbIe M3MEHEHMUsI, UYTO OTPaXaeT MaTypalluOHHbIE MPO-
LIECCHI B CITYXOBOI CHICTEME 3M0POBOTO MilazieHIa. To xe mpo-
HCXOIUT U Y IETeH C MOpakeHUeM HePBHOM CUCTEMBI, YTO He-
00XOIMMO YUYUTHIBATh IIPU 00CIEIOBAaHUM MJIACHILIEB [4].

HoBble mepcrnekTuBbl B AMATHOCTUKE HACIENCTBEHHOM
TYTOYXOCTU OTKPBUIMCH OJarofapsi HOCTVDKEHMSIM MOJEKY-
JIIPHOW TEHETWKM TOCHenHuX aecatuietuil. KapaunaabHo
U3MEHWINCH TPEICTaBIeHUsS] 00 STUOJOTUU BPOXICHHOU U
paHHel neTckoit Tyroyxoctu. Ha cerogHsiiHuil 1eHb nokasa-
Ha npeobanaoolas pojib TeHeTUYeckoro ¢Gakropa B pa3BU-
U ceHcoHeBpanbHOI Tyroyxoctn (CHT). M3BecTHBI Oosee
100 reHOB U TeHETUUYECKUX JIOKYCOB, CBSI3aHHBIX C HAPYIIIEHU -
eM ciyxa. Ha mpakTuke 10oCTyImHO nccaenoBaHue HECKOIbKUX
JIECSITKOB F€HOB U IPEXIE BCEro reHa KOHHeKcuHa 26 — GJB2.
MHorouncineHHble MCCIeNOBaHUsI, B TOM YHWCJIEe B HamIei
CTpaHe, YKa3bIBalOT Ha 3HAUUTEIbHBIN BKJIAI B pa3BUTHE He-
cunapomanbHoit CHT wmyraumit reHa GJB2, 0ocobGeHHO
¢.35delG [5—S8]. 'eTepo3uroTHOE HOCUTEIHLCTBO MYTAHTHOTO
asutenst ¢.35delG B 3mopoBoOii TOMYJISIIIMY B HEKOTOPBIX PEruo-
Hax Poccuiickoit ®enepanuu Bapbupyer ot 2,0 no 6%, uro
MPEBBINIAET COOTBETCTRYIONINE TTOKA3aTeNI B OOMIbIIEH YacTh
EBpornibl — 2—4% [9—11]. Takasi pacnipocTpaHEeHHOCTb Tpe-
OyeT ImpoBeneHNsI JaTbHEUIITNX UCCIeNOBAHUI TTO SMTUAEMHUO-
JIOTUY HACJIEICTBEHHBIX HAPYIIEHU CIyxa, UX paHHEMY BbI-
SIBJICHUIO, OMUCAHUWIO KJIMHUYECKON KapTUHBI, pa3paboTke
NMpohUIAKTUIECKUX U JIeIeOHBIX MEPOTIPUSTUA.

B nHacrosiiiee Bpemsi omyOJIMKOBAaHO OOJNBIIOE KOJTUYe-
CTBO paboT, MOCBSIIEHHBIX U3YYEHUIO KIMHUYECKUX TIPOSIB-
nenuii CHT, obGycnoBineHHo# MyTausimu B reHe GJB2 [12—
15]. Ioka3zaH BpOXIAEHHBII XapaKTep WKW BbISIBJIEHUE B paH-
HeMm Bospacte GJB2-00yCIOBIEHHON TYrOyXOCTH, CHMME-
TPUYHOCTb MOPAXEHUSI U CTAOMIBHOCTD MTOPOTOB CIIBIIITUMO-
ctu [16, 17]. CunraeTcs, 4TO CTENEHDb ITOTEPU CIIyXa MOXET
3aBuceTh OT Tuna mytauu [18, 19]. Haubomnee yacteim kin-
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HUYECKUM TMPOSIBJICHNEM MYTalllii, KOTOPbIe HAPYIIAIOT CUH-
Te3 Gesika KOHHEKCHHA 26 1 BEIyT K €ro OTCYTCTBUIO («MHAK-
TUBUPYIOLIUE» MYTAIUN), SIBISIETCS TSKeJask CTeTeHb MOTepU
CJlyxa BIUIOTb /10 TJIyXOThl. MyTaluu, KOTopble He HapyLIaloT
CUHTe3 OenKa, HO MPUBOMAT K 3aMeHe OJHOI aMUHOKUCTIOTHI
Ha JpYrylo («<HEMHAKTUBHUPYIOIIME» MYTallMM), CIIOCOOCTBYS
opmupoBanuio HyHKIIMOHATBEHO HEIMOJHOLEHHOTO Oenka,
yalie XapakTepusyloTCs MEHbIIeN CTeNeHbI0 MOTEpH CcliyXa
|18]. PaHHuUe aymuonornyeckue MmposiBICHUsT CEHCOHEBPAJIb-
HOI TYrOyXOCTH, OOYCJIOBIIEHHOI MyTalnusiMu B TeHe GJB2,
HEJ0CTaTOYHO OCBELIEHBI B COBPEMEHHOI! JTUTepaType.

lNaunMeHTbl U METOADI

B uccrnenoBanue BKIoueHbl 264 peGeHKa, POXKICHHBIX C
2008 o 2012 r., ¢ ABYCTOPOHHEM CEHCOHEBPAIbHOM TYrOyX0-
CTbIO, TMArHOCTUPOBAHHON Ha TMEPBOM TOMY KMU3HM IO pe-
3yJbTaTaM MOJPOOHOr0 ayaMOJIOTMYECKOro O0C/IeIOBaHMSI.
B o0OciienoBaHHyI0 rpyIiny BOIIUIM AETU B BO3pacTe OT 3 Hell 10
11 mec. CpeaHuii BO3pacT Ha MOMEHT OOCJIeIOBaHMSI COCTa-
BUJI 6 Mec, cooTHoueHue mo moay 1:1 (133 manbumka u 131
neBouka). IIpu ocMoTpe Bpaya-reHeTMKa MCKJIIOYAIM Halu-
yye KJIMHUYECKUX TaHHBIX O CUHAPOMAIbHOM XapakTepe 3a-
boneBaHus. Bcem aeTsiM ObLIO MPOBENEHO UCCIeIOBaHKE TeHa
GJB2. B rpynny iuHaMU4ecKoro HaoIoaeHUsT BKIoYeHbl 113
neTeid, MpoIIeAIINX MOBTOPHbBIE ayauOJIOTUUYECKUEe 00Caeno-
BaHMs C UHTEPBAJIOM B 3—4 Mec, UTO MO3BOJIMIIO AaTh OLIEHKY
XapakTepa M3MEHEHUI TMOPOToB CJBIIIMMOCTU C TEYCHUEM
BPEMEHHU.

OO0cnenoBaHue BKJIIoYasio coop aHaMmHe3a, ocMotp JIOP-
OpraHoB, TUMMaHoMmeTputo, peructpaiio KCBIT u OAD (3a-
Jep>KaHHOI BBI3BAHHOM M Ha YacTOTE MPOAYKTA UCKAXKEHUS).
Perucrpauuss KCBIT npoBomwiack Ha anmapartax Eclipse
dupmbl «Interacoustics» (Jlanust) u Bravo ¢pupmbr «Nicolet»
(PpaHiusi) B COCTOSHUM €CTECTBEHHOIO CHa pebeHKa Co
CTaHIAPTHBIM TMOJIOKEHUEM 3JIEKTPOIOB C MpeIBapUTEIbHOM
00pabOTKOM KOXHM B MeCTax MPUKpErieHus aaekTponos 70%
3TUJIOBBIM CITMPTOM, aOpa3uMBHOI M 3JIEKTPOIIPOBOMAHOM Ma-
CTOM. DJIEKTPODU3NOIOTUUECKUIT SKBUBAJICHT ITOPOTOB CJIbI-
IIMMOCTH C KaXKI0U CTOPOHBI U CTETIEHb MOTEPU CIyxa OIpe-
nensiau o nopory peructpanuu nukoB KCBIT (nmpexne Bcero
V muk): I—II crenenp — 40—50 nb HIIC, 111 creriens — 60—
70 nb HIIC, 1V crenenp — 80—100 nb HIIC, rnyxota — or1-
cyrcrBue nmukoB KCBIT npu unrencuBHocTu ctumya 100 nb
HIIC. Perucrpaumio cralMoOHapHBIX CJIYXOBBIX BBI3BAHHBIX
otBeToB (CCBO) nposonuau nocine peructpanuu KCBIT mpu
MOBTOPHOM 0OOCJIeIOBaHUM peOeHKa, B CBSI3M C YeM MPOAOJI-
JKUTEJbHOCTh CHa pebeHKa He BCeraa MOo3BoJisiia MPOBECTH
MOJHOLIEHHYIO PErMCTPalMIO CTallMOHAPHBIX CIYXOBBIX BbI-
3BaHHBIX ToTeHIMaoB. Takxke peructpanuio CCBO He npo-
BOJIMJIM AETSIM C JABYCTOPOHHEI Jierkoii nmorepeii cayxa (I—I1
CTereHb), TaK KaK JOCTOBEPHOCTb ITOPOTOB PErucTpalvu
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CCBO noHmxaeTcst ¢ HOHMXKEHHEM TToporoB ciyxa. [Tostomy
JIaHHOE KCClIeIoBaHKE TTPOBEACHO TOJILKO 38 neTsiM 00cieno-
BAHHOU TPYIIIBL.

J17151 TeHeTMYeCKOro aHajiu3a B KayecTBe MaTepuasa uc-
MOJIb30BaIM OYKKAJIbHBIN 3MUTEIUN. MoNeKyaIpHO-TeHeTH-
YeCKUil aHaJIU3 TTPOU3BOAMICS B MeauKo-TreHeTUYeCKOM Ha-
yuHoM HeHTpe PAMH (Mocksa). [TpoBeieH Nouck Kak BHY-
TPUTEHHBIX TOYKOBBIX MyTaluii B reHe GJB2, Tak U MpoTs-
xkeHHbIX gmenenmit  del(GJB6-D13S1830) u  del(GJB6-
D13S1854), 3arparuBaroniux peryIsiTOpHYIO 00JacTh TreHa
GJB2.

Pe3yAbTaTbl M 00CYy)KA€HHE

Anaauz eenomunog. B pesysibrate reHETMYECKOTo 00cie-
nmoBaHMs 264 MiIageHIIEB C IBYCTOPOHHEN CEHCOHEBPAIbHOMN
TYTOYXOCTBIO TEHOTHII C IMaTOJOTUYECKUMU MYTAallUsSIMKM ObLI
BbIsiBJIeH Y 182 neteit (69,0%), mprueM TeHOTHII C IBYMST My-
tauussmMu — B 171 (64,8%) ciydae, ¢ omHOM MyTalueit (rete-
po3uroTHeIM reHoTun) — B 11 (4,2%) cnyvasix. l'enotun 6e3
mytaiuii — y 82 (31,0%) neteii. BoisaBiieHue AByX MyTalluii B
TeHOTHIIE MTallMeHTa yKa3bIBaeT Ha HAC/ICACTBEHHYIO TPUYMHY
TYroyxocTu. Y ocTaBILIMXCS 82 JieTeil ¢ HEeM3MEHEHHBIM TeHO-
TUIIOM MOXHO OBbLIO Tpearojarath (HO He yTBEpXIaTh) Ty
WY MHYIO IpudKrHy Tyroyxoctu. B renotune 11 (4,2%) neteit
0OHapyXeHa TOJIbKO OIHa MYTAallusl, YTO COOTBETCTBYET FeHO-
THUITY 30POBOr0 HOCUTEJIS, TPUYEM B 6 cliydasix 3To ObLIa My-
tanus ¢.35delG. Hanuuue onHoii MyTalimy Haubosiee BeposiT-
HO CBHMETEIbCTBYET O JAPYTOM 3TUOJIOIUU TYTOYXOCTH (Ipyrue
reHeTUYecKue Wiu npuodpereHHble dakTopbl). Ilpu Bceit
CJIOXKHOCTU MHTEPIIPETALIMK Pe3y/IbTaTOB aHAJIM3a B JaHHOM
cilyyae, B YCJIOBHSIX BBICOKOW PACIpPOCTPAHEHHOCTH HOCHU-
tesbeTBa ¢.35delG cpenu 310pOBOro HaceJIeHUsl, 3TOT Pe3yJib-
TaT uMeeT OOJIbIIoe 3HaUYeHUe JIs1 peOeHKa 1 ero cembu. He-
3aBUCHMO OT TOT0, YTO MMEHHO SIBUJIOCH IIPUINHOM TyTOyX0-
CTH Y JAaHHOTO MallMeHTa, B OYIyIleM ITPU BCTpeUe C TAKKUM XKe
HoOcuTeJeM MyTauuu B reHe GJBZ2 CylliecTBYeT PUCK poXKiie-
HMSI IETeil ¢ TYrOyXOCTblO, OOYCJIOBJICHHOM TaHHBIMU MyTa-
LHUSIMU B ITOCJIEAYIOIIEM MTOKOJEHUH.

Bcero Obin oOHapykeHbl 21 pasznuuHas myTtauust 1 30
FeHOTUITOB (cM. Tadamiy). B rpymnme oOcienoBaHHBIX AeTeit
npeob6ianaia myramus ¢.35delG (79,6%), 4T0 COOTBETCTBYET
€€ BbICOKOI pacrpoCTpaHEHHOCTHU Cpear eBPOIeCKUX MOITy-
JISIUMIA, B TOM Yucie cpeau poccusiH. Beero BoisiBieHo 19 Ba-
pMaHTOB TreHOTUIOB ¢ MyTtauueir c¢.35delG. YV 117 nereit
(44,3%) BoisiBneHa mytaiusi ¢.35delG B TOMO3UTOTHOM COCTO-
auuu. Eme 35 nereit umenu myranuio ¢.35delG B retepo3u-
TOTHOM COCTOSIHMM, ITpruyeM y 29 fereli oHa coyeTaeTcsl ¢ Ka-
KOI-T1OO0 APYroil maToJlorMyeckoil Myrtaiueil. AsiesbHast

yacToTa OCTaJbHBIX 20 MyTallMii He TpeBbIIana 5% misa Kax-
noii. leneuust 14 HykineorumoB c.313 326dell4 okaszamach
BTOPOI IO pacrpoCcTpaHEHHOCTH MyTalueii rmocie ¢.35delG,
B TPYIIIIE C aJUIeJIbHO YacToToii 4,8% BbIsiBIeHAa y 16 MalneH-
toB. Clemyiomiasi Mo PaclpoOCTPaHEHHOCTU MyTalus C.—
23+1G>A (MyTauus caiita CrijlaiiCMHTa) ¢ ajuleJIbHOM YacTo-
Toi1 3,4% oGHapyxeHa y 12 meTeil B KOMIIAyHI-T€TePO3UTOT-
HOM coctostHuu. Mytauus p.Met34Thr ¢ anneabHo#t yacTo-
Toii 2,0% BeIsIBIEHA y 6 meteit; myTanus ¢.235delC ¢ amtenn-
Holi yactoroii 1,4% y 4 nereit. YactoTta myraiuii p.Val371le u
¢.167delT B o6¢cenoBanHoi rpymne — 1,1%. Yactora Kaxmoi
13 ocTaJdbHbBIX 13 myTaumii — meHee 1%.

HecMoTpst Ha 3HAYUTENBHYIO PACIIPOCTPAHEHHOCTb MY-
Tauuu 35delG, octanbHbie 20 MyTaLMii TPEACTABICHbBI B TEHO-
Ture 54 pgereil ¢ OuaieNbHbIMM MyTalusMu. CKPpUHUHT
TOJIbKO 110 MyTauuu 35delG He nmo3Bosini Obl BEISIBUTH GJB2-
00YCJIOBJICHHYIO TYTOYXOCTbh Y JaHHBIX MMallMeHTOB. [TomydyeH-
Hble TaHHbIE YKa3bIBalOT Ha HEOOXOIMMOCTh MPU FeHEeTUYe-
CKOM 00C/IeOBaHMU HE OTrPaHMYMBATBLCS JIMIIb MCCIEI0Ba-
HMEM YaCThIX MyTallA.

Anaaus dannvix anamuesa. [1py aHanv3e TaHHBIX aHAMHE-
3a ObLJIO YCTAHOBJICHO, YTO B TPYIIIE C TEHETUYECKHU 00YCI0B-
JICHHOM TYrOyXOCTbIO IpuOIu3uTeNbHO % mereit (33%) He
MOJBEPTajruch BO3ICUCTBUIO (DAKTOPOB pHCKa TPUOOpPETEH-
HOIi TYTOYXOCTU BO BpeMsi OepeMEHHOCTH MaTepH, POIOB U B
IMOCTHATAJIbHOM IIEPHUOJIE.

Hanuuue To1bKo ogqHOro hakropa pucka pa3BUTUSI TYTO-
YXOCTH OTMeYeHO B 35% ciy4aeB, nBa u 6osee — B 32% ciyda-
eB (puc. 1). Takum obpazom, B rpymre AeTeii MIageHYeCKOTO
BO3pacTa, Kak M Cpelu AETeil MOIIKOJBHOIO M INKOJbHOIO
Bo3pacra [20], BeisiBIeHHE (aKTOPOB pUCKa TTPUOOPETEHHOM
TYIOYXOCTU HE MCKJIIOUAeT FeHETUYECKYIO IPUPOLY Hapylie-
HUS CJIyXa, B CBSI3U C Y€M BCEM JCTSIM C BPOKIEHHOM TyTOyX0-
CThIO TOKAa3aHO TecTupoBaHue reHa GJB2. B To Xe BpeMms B
rpyIine AeTeil ¢ OTCyTCTBUEM MyTauuii B reHe GJB2 uncio 06-
CJIeIOBaHHBIX C ABYMs 1 00Jjiee (haKTopaMK PUCKa B aHaAMHe3¢e
(53%) oxa3anoch JOCTOBEPHO OOJIbIIE, YeM B IPYIIIIE ACTEH C
M3MEHEHHBIM TeHOTUNOM (Kputepuii x2, p<0,05). D10 MOXeT
yKa3bIBaTh Ha OOJIBLIYIO BEPOSITHOCTh IIPUOOPETEHHOM TYro-
YXOCTH Y IETEi1 B IPYIIIe ¢ HEM3MEHEHHBIM TeHOTUIIOM, OHA-
KO He MCKJII0YaeTCsl BO3MOXKHOCTD BIMSIHUSI U APYTUX, TeHe-
TUYECKUX MEXaHM3MOB, IOKA HEIOCTYIHBIX MJIsI 00Cea0Ba-
HUSI, 0COOEHHO B CIIy4yasiX HAJIMUYMsSI OTSTOIIEHHOTO CEMEHO-
IO aHaMHe3a I10 TYTOYXOCTH.

Jlannste ayouoaoeuneckoeo ckpununea. [lpu aHamuze 1mo-
Ka3aHWil [JIs1 HallpaBJIeHKs MJIA[IEHLIEB Ha TIOAPOOHOE ayauo-
JIOTUYECKOe 00CIeI0BaHIE YCTAHOBJIEHO, YTO ayIMOJIOrnde-
CKUIi CKPUHUHT SIBJISIETCSI OCHOBOI BbIsIBJIeHUs aAeTelt ¢ GJB2-
00yCJIOBJICHHOI TYTOYXOCThIO, TaK Kak B 87% ciydaeB OAD He

MyTauvm, BbISIBA€HHbIE B rpynne 00CAE€AOBAHHBIX AeTel C U3MEHEHHbIM FreHOTUMOM

Myrtaius

KommnuectBo XxpoMocoM ¢ MyTanuei

AJtenbHast gactota, %

c.35delG
c.313_326del14
c.—23+1G>A
p.Met34Thr

c.235delC

c.167delT

p.Val37lle

OcranbHble 14 MyTaumii
Bcero

281 79,6
17 48
12 3,4

2,0

5 1,4

1,1

4 1,1

23 6,6
353 100
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Puc. 1. ®akTopbl pUCKa NpUOOpPETEeHHOV TYrOyX0CTH B rpynne Aetei
C U3MEHEHHbIM U HEN3MEHEHHbIM FeHOTUMOM.

PETUCTPUPOBAIIACH B POIIIOME U/VJTH B TIEPBBIE MECSIIBI K13~
HM ¢ 00X WU pexXe C OMHOU CTOPOHBI y JeTeil, KOTOPhIM
MPOBOAWIICS ayauoJoruueckuii ckpuHuHr. OAD 3aperucTpu-
poBaHa TIPU TIPOBENECHUM ayIMOJIOTMYECKOTO CKPUHWHTA B
ponnome y 13% neteii ¢ GJB2-00yCcOBICHHOU TYTOYXOCTBIO.
HccnemoBanue ciyxa y 3TUX JeTeil ObUTO POBENeHO 10 9 Mec
Gyaromapsi pomuTeNIsIM, OOpaTUBIIMM BHMMaHUE Ha OTCYT-
CTBUE peaklMM Ha 3BYKW Y HOBOPOXIeHHOTo. CorjacHo To-
JIyYEHHBIM AaHHbBIM, peructpauus OAD B poaromMe He yKas3bl-
BaeT OJIHO3HAYHO Ha HaJIMYMe HOPMaJIBHOUW DYHKIIMU clyXa
Ha MOMEHT OOCJIeNOBaHUS Y NeTeil ¢ M3BMEHEHHBIM TeHOTH-
MOM, YTO TaKxXe MoAaTBepxnaeTcs peructpamueit OADYITU
Ha OTHEJbHBIX YacTOTaX Y HEKOTOPHIX NeTell C TSIKEJIbIM Ha-
pyuenueM ciyxa. OgHako 3BOAD oTcyTcTBOBasla IpU MO -
pOOHOM ayIMOJOTUYECKOM MCCIIENOBAaHUM Yy Bcex obcieno-
BaHHBIX ¢ GJB2-00yCOBIEHHOM TYyTOYXOCTbIO, B TOM YHCIIe Y
Bcex 10 meTeif, KOTOPBIM ITOIPOOHOE ayaNoJIoTUIecKoe 00ce-
TOBaHWE MIPOBOIMIOCH B BO3pACTe 10 2 MeC XKU3HU.

[py codyeraHWM CYIIECTBYIONIETO ayIMOJIOTTIECKOTO
CKPMHUHTa HOBOPOXICHHBIX C TEHETUIECKUM CKPUHUHTOM
Ha YacTble peliecCuBHbIE MyTalluu reHa GJB2, mpexnie Bcero
¢.35delG, BO3MOXHO paHHee BBISIBJICHUE JEeTeil ¢ M3MEHEH-
HBIM TEHOTHIIOM B MWHUMAaJIbHBIE CPOKM. Tak, B BO3pacte
3 Hell XXW3HU TI0JTHOE ayIUO0JIOTUIEeCKoe 00CeoBaH1e ITPOTII-
1 TpU peGeHKa ¢ TOMO3UTOTHBIM T€HOTHUIIOM IO MYTalluu
¢.35delG, BbIsIBIEHHBIE TIPEXIE B Pe3yabTaTe reHETUYECKOTO
CKPWHWHTA TTYITOBUHHOW KPOBH. Y TBOUX JIETEH C TBYCTOPOH-
Hell TIyXOTOi, AMarHOCTUPOBAHHON B 3 Hell >KW3HU U TOM-
TBEP>KIEHHOI MpPU MOBTOPHBIX 00cienoBaHusix, OAD orcyT-
CcTBOBaja B pomuome. Y TpeTbero pedbeHka OAD B pommome
peructpupoBainack, a nipu peructpauuu KCBIT B Bo3pacte
3 Hen onpenensiuck oporu 40 nb HITC, KoTopble Tpu Ha-
omoneHun pedbeHka a0 11 Mec ocTaBaaruch CTaOUIBHBIMU. DTO
OBIT camblii HU3KWI TOPOT CiyXa, BBISIBJICHHBIN Y peOeHKa,
roMO3UroTHoro nmo Mytauuu c.35delG, HaGaogaBILIUIICS HE
TOJIBKO CPEeIM MITAZICHIIEB, HO U cpeny OoJiee B3POCIIBIX Mall-
eHToB. Ecyii OB He TeHeTUYeCcKuii CKpUHUHT, TO JIeTKOe Ha-
pyIIeHue ciyxa, KakK ¥ MaToJIOTMIeCKU TEHOTHUTT y TaHHOTO
pebeHka He ObLIM Obl 0OHApyXeHbl. B naHHOM cityuae Gosiee
3HAYMMBIM SIBJIsIeTCS] MHGOPMUPOBaHUE ceMbU 0 25% pucke
POXIIEHUS TJIYXOTO peOGeHKa MPHU MOCIeAYIONNX 6epeMeHHO-
CTSIX.
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Puc. 2. PacnpeaereHue AeTeli MO CTeneHU NOTePU CAyXa Ha Aydile
CAbllIaleM yxe B 06CA€AOBaHHbIX rpynnax npu nepsom odcAeAo-
BaHUM.

Cmenenb nomepu cayxay demeli ¢ U3MEHEHHbIM 2eHOMUNOM
no eeny GJB2. Cpenv mnanenues ¢ I11 u IV ctreneHbio Tyroyxo-
CTH, @ TAKIKE TJIYXOTOM BBISABJIEHO 73,9% nereil ¢ UBMEHEHHBIM
reHoTuroM (Kputepuii x2, p<0,05), B TO BpeMsi KaK y MOJOBH-
Hbl aeteit ¢ [—II cTeneHblo MOTEpU cliyXxa TYroyXocTb 00-
ycloBJieHa MyTanusiMu B reHe GJB2 (puc. 2). Takum obpazom,
MyTauuu B reHe GJB2 vallle TUarHOCTUPYIOT MPU YMEPEHHO
TSDKEJION M TsKeJIol ToTepe ciryxa. OmHaKo naxe cpeiny Mia-
NIEHIIEB C JIETKOU MOTepelt ciiyXa MOYTH B TTOJIOBUHE CITyJaeB
BBISIBJISIIA U3MEHEHHBIN TeHOTUTI 110 reHy GJB2.

OOHapyXeHHOe pa3HOOOpa3ue TIMOPOroB CIBIIINMOCTU
coryacyeTcsl ¢ JaHHBIMM MHOTOIIEHTPOBOTO WCCIIEMOBAHUST
2005 r., B KOTOPOM ObLUIA OMMCAaHbl BAPUAHTHI IOPOTOB CJIbI-
IIMMOCTH B IIMPOKOM JTUATIa30He OT JIETKOM CTETeH! IO TIy-
xoThl [18].

CoryacHO TIOJTyYeHHBIM pe3yJIbTaTaM ayIroJIOTMIecKOTo
00ciIenoBaHMST MJIAICHIICB B HAIlIel TPYIITe W TaHHBIX JTUTe-
paTyphl, TTIOKa3aHO, YTO BBISBICHHBIE MYTAllUW W TEHOTHUITHI
MOYHO CTPYIITMPOBATH CISAYIOIIMM 00pa3oMm:

1. «Anakmusupyrowue» mymauuu, makue kax c.35delG,
c.313 326dell4, c.167delT, c.235delC u dp., B TOMO3UTOTHOM
WV B KOMITAYHI-TE€TEPO3UTOTHOM COCTOSTHUY CTIOCOOCTBOBA-
T hOPMHUPOBAHUIO TBYCTOPOHHE! CEHCOHEBPATBLHOUN TYTo-
yxoctu IV crenieHu u riryxoTsl y 92% MmitageHIeB 00CIe10BaH-
Ho#t rpymmel. [Tpuuem B 88% ciyuaeB y aeTeil, KOTOPBIM TPO-
BOJIWJIVICH TIOBTOPHBIE ayIMOJOTHUECKUEe 00CIeIOBaHMS, TT0-
POTH CIIBIIIIMMOCTY OCTAaBAIMCh CTAOMJILHBIMY B Te€UeHUE KaK
MWHUMYM TIEpBOTO TOla XW3HU, a Yy TpexX JeTeil OTMeueHO
MpPOrpecCUpoOBaHUE TYTOYXOCTU C ONHOU cTopoHsl Ha 10 nb.
Takum 00pa3oM, BBISIBJICHUE IBYCTOPOHHEN CEHCOHEBpaib-
Holi Tyroyxoctu IV cTerneHu 1 rryxoTbl, 00yCIOBIEHHBIX TaH-
HBIMA MYTaIlAsSIMU, SIBJISIETCSI TTOKa3aHWEM K IIPOBEICHUIO
KOXJIeapHOU UMIUTaHTAlMK. JJaHHbBIe TEHOTHUITBI BBISIBJICHBI Y
80% neteit (137 uz 171) ¢ GuauIeIbHBIMKU MYTAllUSIMUA B 00-
chenoBaHHol rpymre. [Tpu 3Tom Juiib y 01HOTO pedeHKa Bbl-
gapreHa I—II creneHb cHUXeHUs ciayxa. Myrauus c.—
23+1G>A B coyeTaHUM C IPYTUMU MyTauUsIMU (B oOcCieno-
BaHHOI1 TpyTINe BcTpedaiach B KOMayHI-TETePO3UTOTHOM CO-
cTostHUM ¢ MyratusimMu ¢.35delG u ¢.313_326del14), crioco6-
CTBYeT (hOPMHUPOBAHUIO PA3TMIHBIX BAPUAHTOB CTEITIEHHN CHU-
XKeHUsT ciiyxa. B nmuTepaType paHee Takke OBLUIO OIMCAHO
paBHOMEpHOE YHUCJIO BapUaHTOB ITOPOTOB CIBIIIUMOCTU B
IIMPOKOM IMama3oHe OT JIETKOW CTeTIeHW O TIYXOTBI CPeayn
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16 malMEHTOB C KOMIIAYHI-TE€TEPO3UTOTHBIM T'€HOTUIIOM
c.[35delG]+[—-23+1G>A]. Y onHoro pebeHKa Mbl HaOIIOAATN
MPOTrPECCUPOBAHME TYTOYXOCTU, HO HE MOXEM YTBEPXKIATh,
YTO yXyIIIEHHUE CIyXa 00yCIOBICHO NEMCTBUEM MYyTallMii TeHa
GJB2, 0coOEHHO y4YuTBhIBasi B aHaMHE3€¢ YacTble THOMHBIE
otuThbl. ['eHoTHIIBI ¢ MyTaumeit ¢.—23+1G>A BBISIBICHBI Y
6,4% nereit (11 u3 171) ¢ GuanaeTbHbIMU MyTaLIUSIMU.

2. «Heunakxmuesupyowue» mymayuu, makue Kak
p-Met34Thr u p.Val37lle, npu coueTaHUM IPYT C APYTOM UK
J1I000i Apyroii pelrecCUBHOM MyTalldeil B TeHOTuUIe (Jare
Bcero ¢.35delG) BoisgBieHbsl HamMu 'y 7 (4%) nmereit u3 171 ¢
OuasIeIbHBIMU MyTalMsSIMU B 00CIEIOBAHHOI HAMU TPYIITIE.
Cpenu oOcleTOBaHHBIX E€Tei ¢ MaHHBIM T€HOTUIIOM Iua-
THOCTHMPOBaHa TYTOYXOCTb JIETKOM CTENeHN KaK MUHUMYM Ha
JIy4lle clblaiiee yxo. B omHOM ciiyyae moBbIlIEeHUE MTOPO-
roB KCBII, BbIsiBIeHHOE B TIepBbIe MECSIIIbI KU3HU Ha (hOHE
COITYTCTBYIOLIE HEBPOJOTMYECKOW MATOJOTUM, B TCUCHUE
roja MU3MEHWJIOCH B JIYUIITyIO CTOPOHY 10 YPOBHS JIETKOM CTe-
MeHU MoTepu ciyxa. B nurtepaType omucaHbl ciydyau Gojiee
TSIKEJIOT0 HapyIIeHUS cliyXa y B3POCIHbIX TAIIMEHTOB C ITaH-
HbIMU MyTanussMu. OTCYTCTBHE TaKMUX MAllMEHTOB B Hallleit
rpyrime AeTeil MIaZeHUYEeCKOro BO3pacTa MOXET ObITh 00-
YCJIOBJIGHO KaK HEOOJIbIIIMM YHUCIOM HAOMIOACHUI, TaK U
BO3MOXKHOCTBIO YXYAIICHMSI CIyXa Y HEKOTOPBIX B3POCIBIX
MalyeHTOB B pe3yJbTaTe MPUOOPETCHHBIX WMJIM TeHETHYe-
cKux (aKkTOpOB.

3. Temepo3uecommoiii eeHomun ¢ 00HOI NAMo2eHHOU peyec-
cuenoil mymauueii, Hanpumep c.35delG. Hanbonee BeposiITHO,
YTO y TaKUX JAETeil TYTOyXOCTh He 00yCIOBICHA OnaIeIbHOM
MyTtaumeit reHa GJB2. HapyiieHue ciayxa B JaHHOM ciydyae
MOXET ObITh 00YCIOBIEHO TPUOOPETEHHBIMU (DaKTOpAMU UIN
reHeTUYECKMMM MEeXaHU3MaMU, OTJMYHBIMU OT reHa GJB2 u
COBITABIIMMHU € HaIMUYMeM MyTauuu ¢.35delG, 4To auiib oT-
paxaeT BBICOKYIO paclpoCTpaHEHHOCTh MyTauuu ¢.35delG B
nonyasiuu. [1porHo3 TeueHust 3a60eBaHMUsI TPU TAKUX TEHO-
TUTAX 3aTPyAHUTEJEH, TaK KaK 3TUOJIOTHS TYTOYXOCTH B IaH-
HBIX CJIy4yasx B LIEJIOM OCTaeTCsl HESICHOIA.

4. Ilamoeennvie eeHomunvl ¢ peoKumMu Mymauusmu
p.Glul20del, p.Arg184Pro, p.Arg32His u dp., He TPUBOASIIIIUMU
K OTCYTCTBMIO OejiKa KOHHeKcrHa 26. [Tpu Hanuuuy qaHHbBIX
MyTalMii B TEHOTUIIE B COUETAHUU IPYT C APYTOM WM IPYTH-
MM TATOTEHHBIMM MYTAllMSIMU MOXHO TOBOPUTb O Haclel-
CTBEHHOI 3TMOJIOTUM TYTOYXOCTH, OJHAKO B 3TUX CIyJasix
CJIOKHO OOBSICHUTD, HAIIPUMEp, TSKETYIO CTENeHb Hapyllle-
HMSI CJIyXa Y HEKOTOPBIX TMAIIMEHTOB, YTO HE COOTBETCTBYET
XapakTepy ICUCTBUS «<HEMHAKTUBUPYIOIUX» MyTALIUA.

HecMmoTpst Ha cyiecTByolMe onpeacieHHbIe KOppess-
1IN XapaKTepa ACCTBUS HEKOTOPBIX MYTAllUi U TSKECTHU TY-
TOYXOCTH, CTEeTIeHb MOTEPU CayXa He BCErma MOXHO OOBbsC-
HMTD JIMILIDb OCOOEHHOCTSIMU «MHAKTUBUPYIOLIETO» UM «HE-
WHAKTUBUPYIOILIETO» BIMUSHMUS MyTallud Ha CUHTE3 U (DyHK-
nuio 0eska KoHHekcrHa 26. Ilpeamonaraior, 4To 4eJIoBEK C
JIIOOBIM TEHOTHUIIOM, KaK M3MEHEHHBIM, TaK U HEM3MEHEH-
HBIM, B PaBHOM CTEIEHW HAXOIUTCS MOJ BIUSHUEM 3K30T€H-
HBIX (PAKTOPOB, OTPULIATEIHHO BAMSIOIIMX Ha CIYXOBYIO CH-
cremy. [ToaToMy peOGEHOK ¢ TEHOTUIIOM, COCTOSIIIIUM M3 «HE-
WHAKTUBUPYIOIIMX» MYTallMii, TOJ BO3MEUCTBUEM MPHOOpE-
TEHHBIX (PaKTOPOB MOXET UMETh OOJiee TSKEI0e HapylIeHHe
cayxa (TpaH3UTOPHOE WJIM CTAOMIIBHOE), YeM MOXKHO OBLTIO OBl
OXUIaTh, YYUTHIBasl TeHOTUIL. BeposSTHOCTh KIMHUYECKOTO
MPOSIBIICHUST MyTallMi, IO MHEHUIO MHOTHUX MCCIIeIoBaTeNei,
3aBUCUT OT MOAM(MUIIMPYIOIINX TEHOB. YCTaHOBJICHO, UTO Ba-
pUabeTbHOCTh KIIMHUYECKOM KapTUHBI TOJIBKO CPEIU Talu-
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€HTOB, TOMO3UTOTHBIX MO MyTaluu ¢.35delG, He MOXeT ObITh
00ycJIoBlIeHa MOIU(DULIMPYIOIIUM BIUSHUEM JIMIIb OTHOTO
reHa [15]. Takxke CJIOXXHO OOBSICHUTH BBISBJICHHBIC ClIy4yau
acummeTpuu noporoB KCBIT B 50 n1b y nByx o0ciienoBaHHbBIX
Hamu nerteit. HeoOXoaMMo OTMETHUTh, YTO Yy OTHUX JAETEi B
aHaMHe3¢ OTCYTCTBOBaIM (haKTOPhl KaK BOCMAIUTEIBHOTO,
TaK COCYIMCTOTrO TeHe3a, YTO He TMOATBEPXKAAO 3HAYCHME
MPUOOPETEHHBIX TPUINH ACUMMETPUHU MIOPOTOB ciiyxa. Takum
00pa3oM, KJIMHUYECKYI0 KapTUHY HEKOTOPHIX ciyyaeB GJB2-
00YCJIOBJICHHOM TYTOYXOCTH CJIOXKHO TTOJTHOCTBIO OOBSICHUTD,
MCXOMST U3 UMEIOIIMXCSl Ha CETOMHSIIHUN AeHb TpelcTaBie-
HUIi 0 MaToreHe3e TYTOYXOCTU U BIUSHUM MOIUGDUIIUPYIOLINAX
TCHOB.

[ToBTOpHBIE ayaMOJOTHYECKUE MCCIEIOBAHUS TTO3BO-
JINJIA BBISIBUTH CTAOMJIBHOCTD TTOoporoB peructpauun KCBIT
vy 90% neteii ¢ GuanIebHBIMU MyTallUsIMU B TeHe G/B2 'y
75% neteit ¢ HEM3MEHEHHBIM TeHOTUITOM. JIMIb y 6 neteit ¢
GJB2-00yClOBICHHOM TYTOYXOCThIO OTMEUYEHO MOBBILICHUE
noporos ciabluMocTi Ha 10 nb 3a nepurona HabIIOAEHUST OT
4 Mec go 2 ner. Y ogHoro pebeHKa € TE€HOTHUIIOM
[c.35delG]+[p.Met34Thr| u comyTcTBYIOIIEil HEBPOJIOTH-
YeCKOM MaToJIOTUE B TeYeHHe TEPBOTO roja XU3HU ObLIO
OTMEUYEeHO MOHMXeHue mnoporoB peructpauuu KCBIT nmo
YPOBHSI, COOTBETCTBYIOIIETO TaHHOMY TeHOoTUy. CTaduib-
HOCTb TIOPOTOB CJBIIIUMOCTA Yy OOJBIIMHCTBA JeTeil ¢
GJB2-00yclOBICHHON TYTOYXOCThIO, BBISIBIASIEMOI Ha Tep-
BOM TOJly XKM3HHU, IMO3BOJISIET OMPEACIUTh TAKTUKY BEICHMUS
1 peabUIMTAllMM pebeHKa 1Mo pe3yabTaTaM MepBOro Xe ay-
IMOJIOTUYECKOTO O0CIeI0BaHMSI; MEIMKAMEHTO3HOE Jieye-
HUE B 9TUX CJIydasix He TpeOyeTcs.

B To Xe Bpems 1eTH ¢ HEeM3MEHEHHBIM T€eHOTUIIOM, OCO-
OEHHO TIPU HAJIMYUM COIMYTCTBYIOIIEH HEBPOJIOTMYECKOI ma-
TOJIOTUU, HYXXIAIOTCS B HAOIOACHUN 10 OKOHYATEILHOTO pe-
LIEHUSI O TAKTUKE BeJeHUs1. B o0caenoBaHHOM IpyIIIie IeTei ¢
HEU3MEHHBIM T€HOTUIIOM OTMEYaIOCh KaK 3HAYMTEIbHOE T0-
BBILIIEHUE, TaK U TOHMXeHue noporoB peructpauuu KCBIT
BIUIOTH IO HOPMaJIbHBIX MOKa3aTesiell Y HEKOTOPBIX IeTeil B
TeYeHHE TIEPBOTO rofa XXU3HU. B CBSI3M ¢ 3TUM Takue ACTH
HYXIAIOTCS B HAOTIONEHUHN U JICYCHUU 10 OTIpeNeICHUS TaK-
TUKU peaduIuTaLIMi, OCOOEHHO MPY BHIOOpPE B KA4eCTBE Me-
ToJA peabUIUTALlMM KOXJIeapHOU uMIIaHTanuu. s onpene-
JIEHUSI TIeproia HaOMIOACHUS M TAKTUKY BEICHUS IETEl C OT-
CYTCTBMEM M3MEHEHMIl B reHe KOHHEKCHHa 26 HeoOXOaUMO
MpoBeAcHNEe NaTbHEUIIMX MOAPOOHBIX UCCIEIOBAHUM B TaH-
HOM HarmpaBJIeHUN.

Pecucmpayusa CCBO y oemeii ¢ GJB2-00ycaosaennoti myeo-
yxocmoro. PerrcTpalivs CTallMOHAPHBIX CTYXOBBIX BHI3BAHHBIX
MOTeHIMANIoB, mnpoBeneHHas 38 mersam (76 yieit) ¢ GJB2-
00YCJIOBJICHHOM TYTOYyXOCThIO, TO3BOJIMIIA BBISIBUTH HUCXOISI-
1Iy10, peXe TOPU3OHTAJIbHYIO (hOPMY ayauorpamMM y JeTeil ¢
GJB2-00yCNOBIEHHOU TYTOYXOCTBIO, YTO COOTBETCTBYET HC-
CJIeIOBaHUSIM TOHAIBHBIX TTOPOTOBBIX ayIMOTPaMM y B3pOC-
JIbIX mamueHToB [21, 22]. Ilpuyem mopory perucrpauuu
KCBII cooTBeTcTBOBaJ MpPEXIE BCEro IMOPOT PEernucTpaluun
CCBO Ha 2 u 4 xI'l1, yTo OTpaxaeT 3J1eKpo(pPu3n0I0TuIeCcKue
ocobeHHoctu peructpaiu KCBII. BeisgBiaeHue nmopora peru-
crpaun CCBO Ha HM3KUX YacTOTaX MpH ABYCTOPOHHEN TITy-
XOTe TIO3BOJISIIO OOBSICHUTh POAUTEISIM BO3MOXKHOCThH peak-
1IMU pebeHKa Ha HEKOTOPbIe TPOMKHME 3BYKH, YTO HE TIPOTUBO-
peYWIo YCTaHOBJICHHOMY AuarHosy. JlaHHbIE perucrpaiuu
CCBO y neteii ¢ 111 u IV cTeneHbo TyTOyXoCTH OKa3bIBalOT
TMOMOIIb CYPIOJIOTY U CYpIOIIEeAarory B moaoope U HacTpoiiKe
CJTyXOBBIX armaparoB.
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3akAloueHune

IMpoBeneHHOE WHCCIENOBAHUE AEMOHCTPUPYET 3HAYM-
TEJIbHBIN BKJIaJl TATOTEHHBIX MyTaluii reHa GJB2 B 3THOJIOTH -
4yecKylo CcTpykTypy aBycropoHHeir CHT (64,8%). Ilpuuem
Cpe/iu IETel C TYTOYXOCThIO CPEHE-TSIXKEION U TSKENO cTe-
MEHU J0JIS1 MMALIMEHTOB C U3MEHEHHBIM TeHOTUTIOM elile 6OJTb-
e (74%). 3HaYMTENbHBI yAeIbHBIA Bec aeteit ¢ GJB2-
OOYCIIOBJICHHOI TYrOYXOCThIO B OOCJIEIOBAHHOI TIPYIIIE IO
CPaBHEHMUIO C TAllMeHTaMU 6oJiee CTapIlero Bo3pacta MOXHO
OOBSICHUTh M3MEHEHHEM 3THOJIOTUUECKON CTPYKTYpPBI JIBY-
croponHeit CHT ¢ Bo3pacToMm 3a cueT yBeJTMICHUSI YHCIIa CITy-
YyaeB 9K30TeHHO# 3THoIoruu. KpoMe TOro, M3BeCTHBI TEHETH -
YecKu OOYCJIOBJIGHHBIC HApyIIEHUs ciyxa (OTIMYHBIE OT
GJB2) ¢ otcpouyeHHBIM HayajoMm 3abojieBaHusA. COOTBET-
CTBEHHO cpenu mareHToB ¢ aBycropoHHeid CHT mons GJB2-
0OYCIIOBJICHHOI TYTOYXOCTH B CTApIINX BO3PACTHBIX TPYITAX
YMEHBIIIAeTCS.

AyIUOJIOTUYECKU CKPUHUHT HOBOPOXICHHBIX, OCHO-
BaHHBIN Ha peructpauur OAD, SIBJISISICh HA CETOMHSIIIHUI
NIleHb OCHOBO# paHHE TUarHOCTUKYU U CBOCBPEMEHHOM pea-
OWJINTALMU TTALIMEHTOB ¢ HApYLICHUEM CJTyXa, BBISIBJISICT HE
Bcex nmeteil ¢ GJB2-00ycioBieHHOM Tyroyxoctbio. Ompene-
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