B MEJIMIIMHCKUE HAYKN W 23

YK 612.85:577.218

U3YUEHUE HACJEJCTBEHHBIX HAPYIIEHUM CJTYXA
Y JETE CEBEPHOI'O KABKA3A

'Boxkkosa B.II., 'Xamaes 3.X., 2Maromexos I11.M.
IVupescoenue Poccuiickotul akademuu nayk, Uncmumym npobiem nepedadu
ungopmayuu um. A.A. Xapxesuua PAH, Mocksa, e-mail: bgk@iitp.ru;
’Omoenenuecras Knunuueckas 6oavnuya na cmanyuu Maxauxana
CKKJ] OAO Poccuiickoii scenesnoti dopoeu, Maxauxana,
e-mail: gabmah@mail.ru

[IpoBenen aHamM3 MyTanuil B KOAMPYIOMICH 00TaCTH M JOHOPHOM CalTe CIUIAHCHHTA
GJB2 rena (reHa KoHHEKCHHa 26), KOTOpBIC SIBISIFOTCSI HanOosIee YacTol MPUYMHON J0pe-
YEeBBIX — BPOXKJICHHBIX W PaHHUX JICTCKUX — HACIICACTBCHHBIX HAPYIICHUHN ClyXa y ICTEH.
C mcronp30BaHUEM METOJa CEKBEHHPOBAHUS IMOKAa3aHO, UTO B peciyOnuke JlarecraH Ha-
CJICZICTBCHHBIC HAPYIICHUS clyxa 0oJiee TeTEPOTCHHBI, YeM B ICHTPAIBLHOW EBPOICHCKOM
yactu PO. Myrarun B GJB2 reHe cocTaBisfoT ToIbKO 34 % OT 00IIero 4nciia ajurenei qerei
C HECHH/IPOMAIIEHBIMHU ayTOCOMHO-PEIIECCUBHBIMU HAPYIICHUSIMH CITyXa, B OTJIMYHE OT IICH-
TpanpHOU eBpomneiickoil yactu P®, roe onu cocravisror 6oee 90 %. OOcyknaercs cremn-
(bmka TeHHOI MUAarHOCTUKU HAPYIICHUH ciIyXa B pecmyOmnuke JlarectaH.

KuioueBble ci10Ba: IJIyXoTa, TYroyXo0CcTh, KOHHEKCHH 26, MyTanuu,

reHHasi JMarHoCTuKa

Hapymenns cnyxa (HC) mpencraBisroT
co0oif cOopHyr Tpymry Ooje3Hel, o0benu-
HCHHBIX IJIaBHBIM CHMITTOMOM — IJTYXOTOH HJIH
TYroyxocThio. [lopedeBrie (BpOXKACHHBIE U
pannue gerckue) HC — oHO U3 caMbIX 9acThIX
CEHCOPHBIX pacCcTPOMCTB Yell0OBeKa, BCTpeya-
fomuxcst mpuommuTensio y 1 u3 1000 HOBO-
poxneHHbIx [1]. IIpuunnbl, KOTOpBIE CIIOCOO-
HBI BBI3BAaTh STOT CHUMIITOM, MHOTOYHUCIICHHEI.
Hamra pabora He KacaeTcsi HET€HETHUYECKHX
(hakTOpOB, MPUBOMSIINX K BPOXKICHHOW TIIy-
XOT€, TAKMX KaK MH(ECKIMOHHBIC 3a00JICBaHUS
(kpacHyxXa, OTUT W MEHHHTHUT), HEKOTOpHIC
JICKapCTBEHHbIE CpelCcTBa (CTPENTOMUIIHH),
pe3yc-KOH(IMKT MaTepu U pedCHKa, POIOBbIC
TpaBMbI U Jip. Ha uxX 100 1Mo pa3HbIM OIIEH-
kaM npuxonutcs ot 30 go 50% ciaydaeB miy-
XOTBI ¥ TYroyxocTu. OCTaIbHYIO K€E MOJOBUHY
0 O0IIeMy TPHU3HAHUIO COCTABIISIOT T€HETH-
yeckue npuuunbl [1]. [locnennee necsituie-
THE O3HAMEHOBAJIOCH OOJNBLIMMHU yCIIEXaMH B
MOJIEKYJISIPHOW T€HETHKE IIIyXOThl. bbuin omy-
ONMMKOBaHBI OOIIMPHBIC CIHCKH T'€HOB, MYyTa-
LMW XOTs ObI B OJIHOM M3 KOTOPBIX MPUBOJISAT
K CEpPhE3HBIM HAPYIICHUSM CIIyXa B pPa3HBIX
YEJIOBEYECKHUX MOMyJIAuusX [7].

W3BecTHO, 9TO TOAaBIsIONIee OONBIIHH-
CTBO HACJIEAACTBEHHBIX (OpM — 3TO ayToCoM-
HO-PELIECCUBHBIE (mo-
HOCHMITTOMaTHYECKHAE) HApYIICHUS CIyxa
(APHCHC). Hecmorps Ha 1O, yto APHCHC
SBJISIIOTCSI TEHETUYECKH T'€TepPOr€HHBIMHU, T.C.
K HapymIeHHIO cIyXa MOTYT TPHUBECTH MyTa-
U B Pa3HBIX IeHax, Hauboliee pacmpocTpa-
HeHHON B cTpanax Espomnsl, CIIIA u npyrux
MOMYJISIITUSAX (HO HE BO BCEX) SIBISICTCS TIIy-
XOTa, BbI3BaHHAsg MyTauusMu B reHe GJB2,
KOAIUPYIOIIEM OEJIOK IIEJIEBBIX KOHTAKTOB —
koHHEKCHH 26 (Cx26). OHa HOCHT Ha3BaHHUE
GJB2-cBsi3aHHOW TyXOThl/Tyroyxoctd. Komn-
HEKCUHOBBIM THIT TJIYXOTBI/TYTOyXOCTH IPE/I-
nonaraercs, ecnu HC sBnsitoTCS TOMWHTBAIB-
HBIMH (OOHAPYKUBAIOTCS TIPU POXKISHUH HITH
B paHHEM JETCTBE), OKa3bIBAIOTCS TIIyOOKHMH,
HE WMEIOT SBHOUM MPUYUHBI, HE COMPOBOXKIA-
IOTCSl IPYyTHMH 3a00JIeBaHUSMHU, OTHOCSTCS K
ayTOCOMHO-peliecCuBHOMY THIY [1].

HECHUHAPOMAJIbHbIC

T'eHoTunupoBaHWe NATOTEHHBIX MYyTallMi
GJB2 reHa IoOKa3ano, 4TO OHH CHJIIBHO pas-
JUYAIOTCS B Pa3HBIX MOMYISIUAX. Y €eBpoIie-
OUJIOB CaMOW paclpOCTPAHEHHOW SABISIETCA
mytanus 35delG [10]. B P® gacrora myramuun
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35delG Taxxe okaszanach Ype3BBIYANHO BBICO-
Koif [2, 3]. BMecre ¢ Tem 3Ta MyTanus mpaKkTh-
YECKH OTCYTCTBYET B MOMYJSIUMAX bnmxnero
Boctoxka, Oro-Boctounoit A3uu, a Takxke B
HEKOTOPBIX TOMyJsAusax Bomro-Ypamsckoro
peruona P® u Cubupwm [4, 8, 9]. Ho B neiom
COBOKYTMHas yactora myrtauuii B GJB2 rene B
OOJNBIIMHCTBE CTPaH HACTOJBKO BBICOKA, YTO
JAHK-nparsocTrka HacjaeACTBEHHBIX IETCKUX
HC crana npoBoguThCs B IEPBYIO OYepeb MO
3TOMY TeHy [5].

BwMmecrte ¢ TeM cyecTBYIOT 3HAUUTEIIBHBIC
pa3nuuus HE TOJNBKO B 4YaCTOTE OTIENIBHBIX
MyTalii, Ho U B oOmieM Bkiazae reHa GJB2
(cpemu Apyrux reHOB) B JOJIMHTBAJIbHBIC Ha-
PYLICHUS CilyXa B Pa3HbIX MOMYJISIUsIX. UTOOBI
OIICHUTH CTENCHBb NMPUIACTHOCTU reHa GJB2 k
JIETCKOH IVIyXOTE/TyroyxoCTH, HEOOXOIMMO
IIPOBECTH CEKBEHUPOBaHME, 10 KpaiiHel Mepe,
BCEH Kopupyromiei ob1acTu reHa.

Llenp HacTosmiel pabOTHI — M3YYHUTH MY-
TaMu Koaupylomed obmactu GJB2 rena y
DIyXuX JeTed u3 pecmyonuku Jlarectan u
CPaBHUTH UX CO CIIEKTPOM M OOIIEH JacTOTOM
MyTalM{ y AeTel ¢ HapyIIEeHUsIMH CIIyXa, JKH-
BylIUX B LieHTpe EBponeiickoil wactu PO.

MarepuaJj 1 METOAbI

B rpymnmy MCHBITYeMBbIX BXOAWIH Y4YCHH-
KW IIKOJBI-WHTEepHATa 1-ro BHAa (s IIyXHUX
JeTel) T. Maxadkairbl, UMEIOITNX JOJTHHTBATb-
Hble (Yalle BCEro BPOXKJIEHHBIE) IBYCTOPOH-
HUE HEWPOCEHCOPHBIE CHUJIBbHO BbIPAKEHHbIC
HapymieHns ciayxa (Ha YpOBHE TYTOyXOCTH
-1V crenenn nim noaHo# niryxotsl). Mx Bo3-
pacT BapsupoBaN OT 6 10 16 7eT, cocTaBisis B
cpenaem 10 met. Bee cembn Obum miponH(pOp-
mupoBansl o JIHK-auarnoctuke, n ot ponure-
neil ObITM TONy4YeHBl NMHUChMEHHBIE COIIacusl.
AHaMHE3 ¥ TEHEaJOrM4YecKHe [aHHbIE BCEX
YUCHUKOB OBUIN MPOaHAIN3UPOBAHBI C YYETOM
BBICOKOM 4acTOThI OJIN3KOPOJICTBEHHBIX OPaKoB
1 WHOEKITHOHHBIX OOJIC3HEH B 3TOM PETHOHE.
Jletn ¢ BBICOKOW BEPOSITHOCTBIO TPHOOpETEH-
HOM TIIyXOTBI/TYTOYXOCTH ¥ CHHAPOMAIbHBIX
HapyIIeHNH OBIIH HCKITIOYCHBI U3 JalTbHEHIIIEro
paccmotrpenus. JJHK-auarnoctuka Obuta mpo-
BeaeHa UTs 35 nereii u3 27 ceMer ¢ ceMeHBIMU

CIIy4assMH TITyXOTBI/TYTOYXOCTH, POJOCIOBHbBIE
KOTOPBIX TMPEATOoaraiyd ayToCOMHO-PEIeCCHB-
HOE HacjeqoBaHHe. DTHUYECKUH COCTaB TPyII-
bl OBUI CMEIIAHHBIM W BKJIFOYAJ JIAPTHHIICB,
aBapIIeB, JIAKIIEB, JIE3TMH U YEUCHIIEB.

AHanmu3 MyTtauunoHHoro crnekrpa GJB2
TeHa MPOBOJAWICA METOOM CEKBEHHPOBAHUSI.
W3 BeICymIEHHBIX 00PA3IoOB MepuQepruIecKoit
kpoBu (3—5 kamens), NMPUTOTOBIECHHBIX Ha
(buIpTpOBaIBLHON OyMare WM MapJeBBIX call-
(derkax, Obuia BhiAeneHa JJHK ¢ momoripto
Habopa peareHToB Diatom DNA Prepl100.
Komupyromiass o6nacte rena GJB2 Oblia am-
WIMGUIMPOBaHa C HCIONb30BaHUEM Habopa
npaiiMmepoB (5’ — cag aga agt ctc cct gtt ctg
tec tag —3’) u (5° — cag ctg age acg ggt tgce cte
atc — 3’°). Ok30H | ¥ IPUMBIKAIONIUI K HEMY
JIOHOPHBIA CaWT CIUTaliCMHTa OBUIH aMIUIH-
(buupoBaHbl ¢ HCIOIL30BAHHEM IPAMEpOB
(5’—tec gtaact ttc cca gte tec gag ggaagag—3°
wim 5’ — cge act atg cgg agt aca gag gac —3’)
u (5’—ccc aag gac gtg tgt tgg tec age cec—3”).
[IpsiMoe cekBeHHMpOBaHWE aMILTH(QHUIIUPOBAH-
HBIX oOmacteid reHa GJB2 OBUIO MPOBEICHO
COTJIACHO paHee OMUCAaHHBIM MeTozaM [6].

Pe3yabrathl M ux 00cyxaeHHE

CexBeHHpPOBaHNE KOMWPYIOIIEH 0O0IacTi
GJB2 reHa y 35 nmarectaHCKUX JEeTeH C IIy-
OOKOH BpOXJIEHHOH ITyXOTOH/TYrOyXOCThIO
APHCHC Tumna BbISIBUWIO MYyTalUU TOJIBKO
y 12 pereii (tabmuna). OOIIee YUCIO BBISB-
JIEHHBIX MyTaruil coctaBmwio 19. Mytanuu
BCTPEYAIMCh B TOMO3WUTOTHOM (2 ciyd4as), B
KOMITAyH/I-TE€TEPO3UTOTHOM (5 CllyyaceB) WU B
TeTepO3UroTHOM (5 CllydaeB) COCTOSIHUM (CM.
Tabmuiry). Takum oOpa3zom, 00K BKJIaI TeHa
GJB2 Bo Bpoxaennbie APHCHC oxazancs
B Jlarecrane cymiecTBeHHO HUXe — HE Oojee
34 %, 4eM B IIeHTpaIbHBIX €BPOTIEHCKIX PEerro-
Hax Poccum, rie on coctaBmit moutu 100 % [2].
Myranus 35delG B GJB2 rene Obuia 00Hapy-
J)KeHa y 6 JieTel, U TOJIbKO Y JIBOUX HUX HUX B
TOMO3UTOTHOM COCTOSIHUU. AJIJIENbHAsI 4YacTo-
Ta JTOM MyTallMl CPEIU BCEX BBISIBICHHBIX
mytanuii B GJB2 rene coctaBmia 42 %, 4ro
TaKKEe 3HAYUTENIBHO HUXKE, YeM Yy JeTell u3
LIEHTPAJIbHBIX €BPONEHCKUX pernoHoB Poc-
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cuu [2]. Kpome 31Ol MyTanuu, B KOTUPYIOIICH
obnactu GJB2 reHa y AByX JeTel BCTPETHIIACH
nenenuss GAG B nonoxenun 355-357 (myra-
s, u3BecTHas kak AE120, mpuBozsmmas K ze-
nernmu rytamusa B 120 xomone). Kpome Toro,
ObLIa BBISIBJICHA HOBas MyTallMs — JCJICIIHsI

GAG B momoxkenun 559-561 xommpyrormieit
obmactu (mytanus AE187, mpuBonsmmas x Je-
nenuu ryTaMmuHa B 187 KofgoHe) 1 u3MEHEHUE
V1531, xoTopoe 9acTo OTHOCIT K TOIUMOP-
(n3mam. OOa BCTPETUIIHCH B TETEPO3UTOTHOM
COCTOSIHUM y OAHOTO MAI[UEHTA.

Wzmenenus B kogupytoniei oonactu GJB2 rena, OOHapy>KeHHBIC y JareCTaHCKUX JIETeH
C BPOXIEHHBIMH [NTyOOKMMHU HECHHAPOMAJIbHBIMH HapyLICHUSIMH CIIyXa

Yucno (% ot obriero uncia
TeHOTHIIBI ¢ MyTaUKAMHI UCCJICZIOBAHHBIX TCHOTHUIIOB)
35delG/35delG 2 (6%)
35delG/TVS1+1 G>A 3 (8%)
35delG/355 _357delGAG 1 (3%)
559 561delGAG*/IVS1+1 G>A 1 (3%)
IVS1+1 G>A/N 3 (8%)
355 357delGAG/N 1 (3%)
VI1531*%*/N 1 (3%)
Bcero nereii ¢ mamenenusmu B GJB2 rene 12/35 (34 %)

[Ipumevanus:
* — goBas mytauusi B G.JB2 rene;

** — 9TO M3MEHECHHE YaCTO OTHOCAT K MOTUMOPGhH3MaM.

ITouck MyTanuii B JOHOPHOM MECTE CILIai-
cunra rena GJB2 Ha TpaHuUIle dK30H | -MHTPOH,
Tam, r1e paHee OblIa OOHapy>KeHa peaKast s
€BPOIECUCKON MOMYJISLUY CIUIACUHIOBAs MY-
taus VS 1+1 G > A [10] mo3Bommn oOHapy-
JKUTh 3Ty MyTaluuo y 7 u3 35 TeCTUpOBaHHBIX
nereir (cm. Tabmuiy). Ilocime 3Toro pasHoo-
Opasue BbIsSBICHHBIX MyTanuii (GJB2 reHa B
JareCTaHCKOH MOMYJISIMU JOCTUIYIO TISITH (CM.
tabnuiy). Mytauus [VS 1+1 G > A okazanach
CpeIy HUX HACTOJIBKO JK€ YacTOW, KaK M MyTa-
uus 35delG. AnnenbHas yactoTa 3TOM MyTa-
MU OKa3anach paBHOW 37 %. Taxast BeIcOKas
4acTOTa ATOM MyTaIlH HE OMUCaHa HU JIJIS OJl-
HOHM M3yYEHHOH NOMyJsLUU MUpa.

MyTauuu He ObUIM OTpaHUYEHBI OTAEIb-
HBIMHU ITHHYECKUMU Tpynmnamu. Cpenu mereit
¢ mytanueit 35delG Opum maprunime (1 geno-
Bek), aBapubl (1 yenosek), yeyenus! (1 werno-
BEK), a3epOaii/>kKaHIIbI ¥ JIE3THHBI (2 YeIoBeKa)
u 1 mMeTHc, poauBLIMiics B Opake pycckasi/aBa-

peu. C myrtanueii [VS 1+1 G > A 6butn gap-
ruHIEl (4 4enmoBeka), Je3ruHbl (1 demoBek),
aBapisl (1 genoBek) u 1 mertuc.

Takum 00pa3om, 0OHAPYKEHBI CYIIIECTBEH-
HBIE OTIIMYHS HE TOJIBKO B OOIIEM BKJIaJie TeHa
GJB2, HO U B 4acTOTE OTJECIbHBIX MyTallUi B
9TOM TeHe y JeTelt ¢ nonuureanbHeiMu HC u3
peciryouky Jlarectan 1Mo CpaBHEHHIO C JI€Th-
MU W3 IEHTPAIBHBIX €BPOTEHCKUX PErHOHOB
Poccun. Oty naHHbIE ClEAyeT YUYUTHIBATh NMPU
JIHK-nuaraoctrke HaCHEACTBEHHBIX JIETCKUX
HapyIIeHUH CiIyXa, KOTOpas TPOBOAUTCS B
nepByto ouepess no reny GJB2 u, 4acto, TOJb-
ko 1o myTtanuu 35delG [3]. Kak oka3piBaeTcs,
JUTSL TAT€CTAHCKUX JAETel 3TOro HelOCTaTOYHO.
Kak muHHMYM, TpeOyroOTCsS CEKBEHHPOBaHUE
Bcell koaupyromieit oonactu GJB2 rena u aHa-
JIM3 TOHOPHOTO caifTa cIulaiicuHra.

MOoXHO MpeanoaokuTh, 4To Kpome GJB2
reHa WMEIOTCS W JApPYyTHe TaTOJOTHYCCKUE
TeHBI, BBI3BIBAIOIINE TIYXOTY/TYTOYXOCTh B
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3TOM PEruoHe. XOpollo U3BECTHO, YTO B M30-
JMPOBAHHBIX W/WIM MHOPEIHBIX MOMYJSLIMAX
4acTO CO3JAl0TCsl ONaromnpHsTHBIE YCIOBHS
IUIs1 OBICTPOIO Pa3sMHOXKEHUS PEIKUX MyTaLUil
OT OCHOBArTeis, OBICTPOTO JOCTHKEHHUS UMH
TOMO3UTOTHOCTH U TIPOSIBIICHUS B (hDEHOTHIIE.
B 1O Bpems kak B OOBIYHBIX TOIYJISIHSIX OHU
MOTYT OBITH ¢ OOJIBILION BEPOATHOCTBIO yTepsi-
Hbl. [loaTOMY Han4ue B pOJCTBEHHBIX KIaHaX
«COOCTBEHHBIX» MYTAHTHBIX T€HOB HE YIUBH-
TEJIHO: O/INH U3 BAPHAHTOB MyTalllH MOT BO3-
HUKHYTh KOTJa-TO OJHOKpATHO W Oyaromaps
OBICTPOMY YBEIWYEHHUIO YHCICHHOCTH TOITY-
JSILMYU TOJTYYUTh PACHPOCTPaHEHHUE UMEHHO B
3TON STHUYECKOW TPyMIe U 3aTeM MPOSBUTHCS
(beHOTHTITUECKH. DTO MOTYT OBITh, HAITPUMED,
reasl SLC264A4 wmu MYOIS5A, nocraTodHO
pacnpocTpaHeHHble B Mupe [7]. Wnu xe He-
KOTOPBIE PEIKUE WK TTOKA HEM3BECTHBIE TeHBI,
KOTOpbIE IPEACTABICHBl TOJBKO B CEMbSIX C
OJM3KOPOJCTBEHHBIMH CBS3sIMU. B mrobom m3
9THX BapUaHTOB HEOOXOIMMBI AaibHEHIINe
HCCIIEIOBAHUSL.

He wuckmroueHo Taxke, 4TO HapylIEHUS
ciryxa B Jlarecrane MOTYT BBI3BIBAThCS PEl-
KMUMH MYTalMsSIMH U B JAPYTHX HEKOAMPYIO-
mmx obnactsax GJB2 rena, uTo Taxke TpedyeT
JlaJIbHEMIIIErO N3yYeHHUSI.

3aKkjIoueHue

Bcero MeronoMm cekBeHMpOBaHUSI 00Ocie-
noBaHo 35 nmereit m3 Jlarecrana ¢ APHCHC.
Tompko y 12 nererr (34% oOT Bcex gaererd c
APHCHC) Obun oOHapyXeHbl H3MEHEHHUSI
B KOIUpYIOMIEH 00acTh U B TOHOPHOM Caid-
Te cruaiicudra GJB2 rena. Myrtauuu BcTpe-
Yaauch B TOMO3HUTOTHOM (2 ciydasi), B KOM-
MayHA-TeTEPO3UTOTHOM (5 cilydaeB) WM B
reTepo3uroTHoM (5 cirydaeB) coctostHun. [ete-
po3uroramu oka3zaiock 42 % nereit. Takum 00-
pa3oM ToKa3aHo, 4To B pecnyonuke /larectan
JOJNMHIBaJbHAS HECUHIPOMAJbHAS ayTOCOM-
HO-PELECCHBHAS  IIIyXOTa/TyrOyXOCTh PEkKe
cBsizaHa ¢ GJB2 reHOM, 4eM B IIEHTPAJIbHOM
eBporneiickor yactu PO [2].

OcHoBHble MyTanuu B GJB2 reHe B pecity-
Omuke /larectan mpencTaBieHbl Tpems THIIA-
MM, XapakTepHbIMU Takke 1151 [Tepenneit Azuu

(me cumtas omHOUW HOBOM MyTanuu — AE187):
35delG (42% ot obmiero umciaa MyTaHTHBIX
amneneit), IVS 1+1 G > A (37%) u AEI120
(10%). Takum oOpazom mytanus 35delG B
GJB2 reHe, upe3BbIYaiHO pacIpOCTpaHEHHAs
B LIEHTpe eBponeiickon yactu PO u cocrasis-
romast TaM B cimygae APHCHC 83 % myrtanT-
HBIX ajuienied [2], sABiseTcs Jajieko He caMou
pacOopoCTpaHEHHON MMATOT€HHOW MyTalMe,
Be3bIBatomeit APHCHC, B pecrryomuke Jlare-
craH. HapaBHe ¢ Hell TaM BCcTpedaeTcsi TakKe
crutaiicunronast Mytanusa IVS 1+1 G > A.

OTW [aHHBIE CIIEAYeT YYUTBIBATh TPHU
JHK-nuarnoctuke HacnenctBeHHeix HC 'y
narectanckux aereil. TpeOyroTces nanbHeliee
M3ydeHue MyTalui u B Ipyrux odmnactsax GJB2
TeHa, a TaK)Ke MMOWCK APYTUX IMaTOIOTHYECKAX
TCHOB, BBI3BIBAIOIINX IIYXOTY/TyTOyXOCTh B
3TOM pErHoHE.
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The analysis of mutations in GJB2 gene being the most common genetic cause of
prelingual (congenital and early childhood) hearing loss in central European part of Russia
was carried out for the children from Republic Dagestan. Sequencing of the entire coding
region and the donor site splicing of the GJB2 gene has shown that inherited hearing loss
is more heterogeneous genetically in Republic Dagestan than in central European part of
Russia. In Republic Dagestan the number of the revealed mutations in the GJB2 gene was
only 34 % from the total allele number of tested children with congenital autosomal recessive
hearing loss as compared with more than 90 % in central European part of Russia. The specific
character of gene diagnostics of hearing loss in Republic Dagestan is discussed.
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