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CrpemMHTeIbHO HAYABLIHECS MOJIEKYJISIPHO-OGHOJIOTHUECKHE HCC/IeI0BAHHS
B HalpaBJeHUH U3YUYEHHS TYrOyXOCTH MPUBEJH K OTKPbITHIO B 1994 romy
MepPBOro H3 TaK HA3bIBAEMbIX «TJIYXHX T€HOB», HACJEICTBEHHbIE MyTalllH
KOTOPBIX TPOSIBASIOTCST GJIOKAA0H MeXaHO-3JEeKTPUUECKOH TPaHCIyKIMH
— BBICOKOCMELHMAJIN3UPOBAHHOTO Mpolecca B BOJOCKOBBIX KJETKax, OC-
HOBBI 3ByKOBO# pelieniyu [12]. B Hacrosiliiee Bpems ¢ Hac/1eICTBEHHON
NMPUUHHON CBSI3bIBAIOT GoJiee MOJIOBHHBI CJydyaeB BPOXKIACHHOH TJIyXO-
Thl, BCTPEUAEMOCTb KOTOPOH B MOMyJsILUsIX cocTaBasieT ~ | na 750—
1 000 HoBOpOkIEHHBIX [8, 11](pHCyHOK). DTOT MoKaszaTeJb Bblllle 4acTo-
Thl TAKHX BPOXKJIEHHbIX HACEACTBEHHbIX O0JIe3HEH, KaK (PeHHIKETOHYPHS,
TUIOTHPEO3, MYKOBUCIIUI03 U TeMoxpomaTos [ 14].

HauGoJsiee yacTbiM MOJIEKYJIIPHBIM (DAKTOPOM JIOPEUEBOK CEHCOHEBPAJIb-
Hoil Tyroyxoctd (CHT) — rayxotsl siBastiores myrauuu reva GJB2 (snokyc
13q11—12), xoaupyiouiero 6e/M0K MEXKKJIETOUHBIX IIeJeBbIX KOHTAKTOB
KOHHEKCHH-26, acCOLMUPOBAHHbBIE CO CMIOPAAHUECKOH WK Mepeatoliencs
no HacJieacTBy nopeueBoil Hecuuapomuoir CHT [5, 8, 9, 15]. Myrtauuu
rena GJB2 npuBoasT k o6pa3oBaHHIO CTOM-KOJAOHA M TPEKpalleHHIo
cuHTe3a 6esika KOHHEKCHHA-26, Orpeesisiioliero NacCHBHbIA TPAHCIOPT
3JIEKTPOJUTOB MEXKy KJIeTKaMH. B pesysbTaTe HacTymaeT anonToTHueckast
ru6esib YyBCTBUTENBHOTO BOJIOCKOBOrO Helposnutenust KopTuesa oprana
[10]. 3HauMMOCTb KOHHEKCHHOBBLIX KaHAJOB JUif psila MJEKOMHUTAIOLIHX
etle GoJiee cylecTBeHHa. TpaHCreHHbIe MbILIH, HOKayTHbIe 1o reny GJB2,
J€MOHCTPHPYIOT PAHHIOI SMOPHOHAJBHYIO JIETANBHOCTb, YKa3bIBAIOLLYIO HA
Upe3BblUakiHyl0 BaXKHOCTb (DYHKLIMH KOHHEKCHHOBOTO KaHaJa Jyis BHYTpH-
YyTPOoOHOro MopdoreHesa Mbiiiiu [6].
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leH GIB2, kopmpyiowwuit 6enok Mex-
KJIETOYHbIX KOHTAKTOB KOHHEKCUH-26,
ABNAETCA OCHOBOW (heHOTUNa peLeccus-
HO HEeCUHAPOMHOW CEHCOHEBPabHO
Tyroyxoctn (CHT), opmupytoweiics

B fopeyeBom nepuope. MposeneH AHK-
CKpuHMHT myTauum 35delG reHa cpeay
68 nauwueHToB B BO3pacTe oT 1,5 ro-

[a 10 23 NeT U3 Yucna He CBSA3AHHbIX
KPOBHbIM POACTBOM KOPEHHbIX XKuTeneil
ApxaHrenbckoit 061acTy, cTpajatoLmx
HeCUHAPOMHOI npenuHreansHon CHT
ITI-1V crenenn. Hocutenscteo 35delG
00HapyxeHo y 23,5 % nauueHTos. Mpu
3ToM MyTauus 35delG Boisensnace y 11
13 23 yenosek (48,0 %) ¢ HeAcHoI npu-
YWHOW yTpaTbl Cyxa NpW 3[0POBbIX PO-
putensx, v B 4 u3 6 (67,0 %) cnydyaes
CeMeiiHoit TyxoTbl. Takum obpa3om, Usy-
YeHue B rpynne nauueHToB ¢ ry6oKoil
[OpeYeBoii TYroyxoCTbio pacnpocTpa-
HEHHOCTYU TONBKO OAHOM MyTaLuu reHa
GJB2 npu MCKNOYEHUN nepuHaTaNbHON,
OTOTOKCUYECKO M UH(DEKLIMOHHON naTo-
JIOTUN BBIABUNO TEHETUYECKUI XapaKTep
NpennHreanbHoi Tyroyxoctn B 50 %
cnyyaes (15 u3 29 yenosek). MyTauus
35delG sBnseTCs OCHOBHOI NMPUYMHON
pa3BUTUA CNOPaAMYeCcKoii peLeccuBHONM
LETCKOW yTpaThl C1yxa

Ha ceepe CeBepo-3anaga Poccum.
KnioyeBble cnoBa: paHHsAs feTcKas
[OpeyeBas rnyxoTa, HeCMHAPOMHas
reHeTMyecKas rnyxota, KOHHEKCUH-26,
myTauus 35delG, ren GJB2.
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Hau6ousee pacnpocrpanennoi myrauueit GJB2 y
6eJ10ro eBpPONeHCKOro HaceJeHHUs ABJSETCS Je/elus
ryaHuHa B 35 noJioxkenuu rena — 35delG [14, 15].
Tlonst mytauuu 35delG cocrasasier 50—70 % oT Beex
u3BecTHbIX MyTauuil rena GJB2 u 6osee 20 % (!)
BCEX CJlydaeB paHHel AeTcKol rayxoThl [7]. Tak kak
myTalus 35delG npeumMyllecTBEHHO pacnpocTpaHeHa
cpeid 0esloro HaceJieHUsl, OHA B MePBYIO Ouyepeb
SABJSAETCA MPETEHIEHTOM JJIsl MCCJAENOBAHUSA TPU
nojo3peHun Ha reHetuueckyio npupony CHT Ha
TEPPUTOPUAX TMPOKHUBAHUSA KOPEHHbBIX CJABSIHCKHX
HapoaoB [2—4].

MouiekynisipHble, U B YaCTHOCTH MOJIEKYJISIPHO-Te-
HeTHUeCKHEe, MEXaHU3Mbl YTPAThl CJAYXOBOH (PYyHKLHU
CeroJiHs SIBJASIOTCH 0OBEKTOM He TOJIbKO YTOUHEHHS
9THOJIOTUH, HO U pa3paboOTKU Mep MepBUUHON MPOdH-
JIAKTUKH, JIeYeHHs U CBOEBPEMEHHOH peabUUTAlUH
rayxoTbl. OcoGeHHOCTb peaJu3alii MOJEKyJsp-
Ho# narodusuosorun 35delG rtakoBa, uTO J€TH B
TOM CJlyuyae POXKAAIOTCSH € KJIAMHHUECKH COXPAHHbIM
CJYXOM, KakK MPaBMUJIO, OHMU MPOXOAAT ayJAHOTECT U
UMEIOT He3HauuTeJbHble H3MEHEHUS MoKasaTeJsel
AMIJIUTY/Ibl OTOAKYCTHUECKOH 3smuccuu. loctaTouHo
ObICTPO MPOrPECCUPYIOLIUH MPOLLECC YyTHETEHUS CyXa
KJIWHUYECKH CTAHOBUTCS SIBHbIM K 6—8 mecsliam —
1 roay, a 4acTo W 3HAYUTEJbHO MO3Ke (KaK MPaBuJo,
13-32 HEBHUMATEJIbHOCTH MEIULMHCKOrO TepcoHaisa,
OCYLLIECTBJSAIONUIEr0 NMaTPpoHaXK, U poauteseir). [1pu
COBPEMEHHBIX BO3MOXKHOCTSX 3JIEKTPOAKYCTHUECKOH
KOppeKUuu cayxa (uudpoBoe CayxonpoTe3upoBaHue,
KoxJieapHasi UMIJIaHTal|s1) NpoOJaeMoi paHHel Je-
TCKOH TJIyXOTbl CTAHOBUTCSI HE CTOJIbKO COOCTBEHHO
JlereHepalus peuenTopHOro 3BeHa CJAyXOBOro aHa-
JIU3AaTOPa, CKOJIbKO HEBOCMOJHUMOE MPH MO3IHUX
JIMAarHOCTHKE M Havase peaCUHTALUH HEOPA3BUTHE
LUEHTPaJbHOTO 3BeHa CJYXOBOIO aHa/ju3aropa B OT-
CYTCTBHM MMIYJIbCALIMH OT PELLENTOPHOr0 yuyacTKa.
[eHetnuecku oOyc/iOBJeHHAS CEHCOPHAS AKyCTHUECKAS
JleTpUBaLys B IEPUOJ, PAHHETO JAETCTBA ApaMaTHUeCKU
CKa3blBaeTCsl HAa Pa3BUTHU BCEro TOJOBHOTO MO3ra
pebeHKa, npex/ie BCero KOPKOBbIX OTEJ0B CIYXOBOTO
aHa/M3aTopa, peue/IBUratesbHol Kopbl. ¥ peGeHKa ue-
ThIpeX JIET C NPEJUHIBAJIbHOK [JIyXOTOH FOJIOBHOH MO3D
UMeeT Maccy Ha YETBEPTb MEHbIIYIO MO CPABHEHHIO C
BO3pACTHOH HOPMOH, MeHblIylo (B 1,8 pasa) Tosiuny
KOPbI CO CHH2KEHHBIM B 1,5—2 pasa HellporauaibHbIM
cooTHoleHueMm [1].

Cerojist lopeueBast CJIyxoBast IMCQYHKIIUS €CTh camasi
Jipamaruueckasi npobJjemMa COBPEMEHHON CypAOJIOTHH,
MOCKOJIbKY HCKJI0UeHHe HOBOPOXKIEHHOTO M Jlajiee
B3pocJelolero pebeHka U3 CIOHTaHHOU peueBOl cpejibl
NPUBOJUT K BTOPUUHOK €TPUBALIUH HHTEJIEKTYaJbHOTO
PasBUTHS W, KaK CJIEICTBUE, HAPYLIAET COLUAIU3ALINIO
UHIMBHIA B 00LeCcTBe. AKTYaJbHOCTD TPOOJIEMbl PaHHER
JIETCKOH TJIYXOTbl U 3HAUUTEJbHOE PACIpOCTPaHEHHE
35delG cpenu Gesibix eBporieilleB sIBUJIOCH OCHOBA-
HUEM JIsl TOro, 4ToObl B psiie €BPONEHCKUX CTpaH B
00513aTeJIbHOM TIOPSJIKE MPOBOJAUTH €€ HeoHaTaJbHbIH
CKPUHHHT [D] Ui MAKCHMAaJIbHO PaHHEro BbISIBJIEHUS
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JeTedl ¢ o6JUraTHbIM Pa3BUTHEM TyOOKOH CJIYyXOBOMH
JCYHKIIHH.

Lesib paGoTbl — U3y4UTb PACIIPOCTPAHEHHOCTb MyTa-
uu 35delG rena JGB2 cpenu st ¢ (heHOTHITOM HECHH -
JIPOMHOU MPEJIMHIBAJIbHONW CEHCOHEBPAJILHON TYTOyXOCTH
[II—IV crenenu B ApxaHresbcKoi 06JacTH.

MaTepl/laJIbl U METO/bl

O6caenoBanbl 68 nauueHToB (42 MyXKCKOTO U
26 »eHckoro mnoJia) B Bogpacte ot 1,5 roxa no 23 ser
¢ ¢enorunom npenunrsambHoil CHT III—IV crenenn,
OTHOCSILIUXCS1 K €BPOINEOUIHON pace, POAUTEJIH KOTOPbIX
MOCTOSIHHO MPOXKHUBAIOT HA TEPPUTOPHUH ApXaHTeJIbCKOH
obJiactu. ['pymnmny o6ce0BaHHbIX COCTABUIIN BOCITUTAH -
HUKH KOPPEKLMOHHOH 111KoJIbI-uHTepHata | u Il Buna (juis
rayxux u caabocsbiaiiux) r. Kotnac ApxaHrebekod
00J1acTH.

Aynnosornueckoe o6ceseoBaHHe MPOBOJUIOCH C
NpUMEHEHHEM TPAHLIHOHHbBIX aKyMETPHYECKUX METOJIHK,
TOHAJBHON MOPOroBoi ayarometpun. CTeneHb yTpaThl
cayxa oueHuBasnach no Poccuiickoil kmaccudukainu
TyroyxocTu. [ IpyuHHbBI BOSHUKHOBEHHUS ITyGOKO# CIIyXO-
BOH JUCHYHKIHKM aHATU3UPOBAJIUCH 110 aMOyJ/1aTOPHbIM
KapTam.

JIHK-ananus nalneHToB BbIMOJHSJICS B JJaOOpaTOpUK
MOJIEKYJISIPHON FeHEeTHKH YeJioBeka MHeTuTyTa siiepHoi
¢usuku um. b. I1. Koncrantunosa PAH. Jlas JTHK-
anasiuza renomuyio JIHK sefikonuros nepudepuueckoi
KPOBH BBIAEJSIIH METOAOM (PeHOJIbHO-XI0PO(HOPMHOH
9KCTPAKIMM, 3aTeM PACTBOPSIM B BOLE M XPAHWJIM TIPU
temneparype —20°C. Mnentudukauus myraunu 35delG
B rere GJB2 nposoauaack no metony [ 13] ¢ HekoTopbiMu
MoJUUKaUaMu [2].

Kanunuueckoe uccneioBanie MpoBeieHo B COOTBET-
CTBHUH ¢ TpeOoBaHusiMU DTH4eckoro komutera CITI6IMY
uM. akaj. WM. I1. [TaByioBa. 3a6op KpoBH Jist UCCIeN0Ba-
HHUsI OCYILECTBJISICS HA OCHOBAHUH HH(OPMHPOBAHHOTO
COIIACHSI POAMTENCH NIIyXHUX JeTeH WJIM OINEKyHa.

PesyabraTbl U 06cyxneHue

Pesysbratel JJHK-ananuza nauueHToB ¢ npesivHr-
Basnbtoit CHT npencrassens! B Tabiuiie.

B Hawiem uccsenoBanuu mytaius 35delG BbisiBasi-
gack y 23,5 % nauuentos (17,5 % B roMo3UroTHOM
cocrosinuu, 6,0 %. — B rerepoagurotriom). Cpeju
Jeteil ¢ GecrnipuunHHON npenunrsasbHoin CHT wmyra-
uusi oGHapyKUBaJlachb 3HauuTesNbHO yaule — y 11 u3
23 o6cnenoBannbix (48,0 %).

BaxkHo o6paTuThb BHMMaHHE Ha TO, YTO paHHSAA
yTpaTa cjyxay noToMcTBa, o0ycJoBJeHHass MyTallH-
eit 35delG, B Gousblieil Mepe sBJasgeTCS NPOOJIEMOH
310poBbIX poauTeseil. BosabmuHeTeo 35delG-mo-
JOXKUTENbHBIX naunentos (75,0 %) Obliu aeTbMHU
poauTeselt ¢ PEHOTUNHUUECKH 3L0POBBIM CJYXOM.
B stom otHomeHnun 60JbUIOH HHTEpPEC TpeacTaB-
JISIIOT CBeJleHUs 0 6ECCUMIITOMHOM FeTepO3UTrOTHOM
HocuTesbeTBe MyTaluu 35delG B ToM »Ke 3THOTE-
orpaduueckoM peruoHe, B KOTOPOM HaXOAUTCH M
rpymnna oOCc/ae/0BaHHbBIX, UTO ABJSETCH CJAEAYIOUIMM
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ATHoIOrMuecKre BapUaHTbi INIyOOKONM TYrOyXOCTH Y fieTeil B ApxaHreiib-
CKOW 006/1aCTH U pacnpocTpaHeHHOCTb cpear Hux myrauuu 35del G

DTHOJIOTHUECKHI
dakrop yrpars: Kousnuectso Kousinuectso Hocu-
P yTp NalHUeHTOB tesieit 35delG
cayxa
11 (7 romosuror,
HesicHasi sTHOJIOTHS 23 (
4 reTepo3nroThl)
Cewmeiinasi popma
bop 6 4 roMO3HrOTbI
TJTyXOThI
[TepuHaTasbHOE
P 22 1 romosurora
nopaxxenue [THC
AMUHOTIMKO3H/IHBIE 3 0
AHTUOHOTHKH
MeHUHTHT 11 0
Bpoxnenubii 9 0
cudunc
Konrakt | 0
C KpPacHyXoi

stanom pabotsel. Hauu nanHeie B o611eM coBMajaoT
C U3BECTHOH MHUPOBON CTATUCTUKON (CM. PUCYHOK).
[Ipu 3TOM, NpOrHO3UpYsl AajbHEHILME HCCAeI0BaAHMS,
MOYKHO OXHJAaTh, UTO, B CHJYy TEPPUTOPHAJLHONH U
MCTOPHUECKH JI0JITO€ BpeMs CKJaJblBalouleics mo-
JIUTUUECKOH H30JIMPOBAHHOCTH CJABSIHCKOIO Hace-
JIEHHS1 OT OCTaJbHOTO €BPONEHCKOro MUpa, 4acroTa
pacrnpocTpaHeHusi pellecCUBHON MyTauun 35delG
B 1leJIOM B eBponelcKod yactu Poccuun okaxeTtcs
3HAUUTENBHO BhbILIE.

[Tockoubky MyTatus 35delG siByisieTcst pelieCCHBHOH,
(heHOTHITHYECKH OHA MPOSIBJSIETCS TOJBKO B TOMO3UIOT-
HOM COCTOSIHUH. DTO 03HayaeT, 4To, €CJIH TYyroyxoCTb
pasBUBAETCS Y HOCHTEJNEH-TEeTEPO3UTOT 10 MyTalluu
3bdelG, ee mpuuuHO# MoXKeT ObITh Apyrasi MyTalus B
rene GJB2 nu6o myranuoHHble HapylieHUs] B JIPYTHX
reHax. ['To 5TUM »Ke NpUUUHAM J0JKHO ObITh O4E€BHIHO,
4TO MpH (PEHOTHIE CTIOHTAHHON MPEJMHIBAJILHON TYro-
YXOCTH OTPULATEJLHBIH pe3ysabTaT MpH TUNMPOBAHWH
mytaind 35delG He MOXKeT HCKJIoUaTh IeHeTHUYeCKOH
NPUPOJIbI YTPATHI CJ1yXa, KOTOpast TaK »Ke, KaK U B caydae
TYrOYXOCTH TIPH FeTePO3UrOTHOM HOCHTeNbCTBe 35delG,
MOKET ObITh CBSI3aHA KaK C JIPYruM JIokycom reHa GJB2,
TaK U C JIPYTUM MPUUMHHBIM T€HOM.

Takum oGpaszom, pesysabTaTbhl MCCJELOBAHUS
CBU/JETEJNbCTBYIOT O MPHUCYTCTBHH H3BECTHOrO re-
HeTHUeCKOoro (akTopa JopeueBOl TJIYXOThl OeJbIX
eBporeiilleB — petieccuBHOl MyTtauun 35delG rena
GJB2 — cpenn Hacesnenusi ApxaHnresibckoil 06JacTH.
Hacrosiuive pesysbTaTbl, a TakxkKe NaHHble HaLIMX
NpeblLylluX HCCeloBaHui [2, 3] sIBASIOTCS OCHO-
BaHWEM JII1 HHUIHALIUWK pa3pabOTKHU HAllMOHAJIbHOH
nporpamMMbl CKPMHMHTa HOBOPOXAEHHBIX JJIS pe-
TMOHOB MOCTOSIHHOTO MPOXKHUBAHUS €BPOINEHCKOro
Hacesienuss Poccuu Ha npeiMeT paHHEro BbisIBJACHHUS
WHJMBHJIOB C OGJIMTAaTHBIM PA3BUTHEM I'eHETHUECKOH
rJyOOKOH TYroyxXoCTH B BO3PACTe MocJje OJHOrO Toja.
Kpome Toro, Heo6XoauMo MOMUEPKHYTb BaxKHOCTb
uccsenoBanusi myrauuu 35delG B rene GJB2 npu
NpPOBEAEHUH NPeHAaTaNbHON JAHATHOCTHKH B CEMbSIX
C TJIyXMMH POJICTBEHHUKAMH.
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Gene GJB2 related to protein of intercellular structures
connexin-26 serves as a basis for the phenotype of recessive
non-syndromic sensorineural hearing loss (SNHL) that is
formed during the prelingual period. A DNA-screening of 35del
G gene mutation has been conducted among 68 patients aged
1.5 — 23 of the Arkhangelsk region natives being not in blood
relationships, suffering from non-syndromic prelingual SNHL
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of [II-1IV degrees. 35delG carrier state has been discovered in
23.5 % of the patients. 35delG mutation was detected in 11
of 23 persons (48.0 %) with unclear reasons of hearing loss
and healthy parents, and in 4 of 6 (67.0 %) cases of family
deafness. Thus, the study of prevalence of only one gene
GJB2 mutation excluding perinatal, ototoxic and infectious
pathologies in the patients’ group with deep prelingual hearing
loss has detected genetic character of prelingual hearing loss
in 50 % of cases (15 of 29 persons). Mutation 35delG was the
main reason of development of children’s sporadic recessive
hearing loss in the North-West of Russia.

Key words: early children’s prelingual deafness, non-
syndromic genetic deafness, connexin-26, mutation 35delG,
gene GJB2
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