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Ob6cnefoBsaHa rpynna KopeHHbIx xuTeneil CeBepo-3anaHoro pervioHa Poccui ¢ Lesbio BbIABIEHUA PacnpOCTPaHEHHOCTH
B 3/10POBOV MOMY/ALWN reTepo3UroTHOrO HOCUTENbCTBa MyTaLum 35delG reHa GJB2, 0CHOBHOIO MOJIEKYIAPHO-TEHETNYECKOTO
$aKTopa HacNeACTBEHHON peLiecCMBHON AOPEUEeBO MyXoTbl y 6efbix esporeiiles. NpeacTasneHs pesynbTaTbl 06cnegoBaHms
6aHka [JHK kpoBsw xuTeneil r. ApxaHrenbcka 1 ApxaHrenbckon obnactw, r. [lckosa v McKoBcKoi 06acTy, r. CaHkr-leTepbypra
v JleHuHrpapacKomn obnacty, r. KanuHuHrpaga u KanuHuHrpagckon o6nactu (scero 1153 uenoseka). O6Hapy»eHb! CTabusibHble
MoKasaTenn Konn4ecTsa reTepo3nroTHbIX Hocutenei Mytauum 35delG reHa KOHHeKCUHa 26 B rpyrine 340poBbix (5%; 4,7%;
5,5%j 7,5% COOTBETCTBEHHO), 3HAUMTE/IbHO NPEBbILLAIOLME N3BECTHbIE eBponelickue nokasatent. O6Cy<AaloTca BOSMOXKHbIe
MPUYNHDI CTOJb 3HAYUTENIbHOTO pacnpocTpaHeHuna myTaumm 35delG cpeau poccusH.

Knioyesbie cio8a: Hacne[cTBeHHanA peLieccMBHas gopeyesas rnyxota, myTaums 35delG reHa GJB2, KOHHEKCUH 26, STHOre-
orpa¢us, CeBepo-3anagHbiii pernoH Poccun.
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Mutation 35delG of GJB2 gene is a major genetic factor of hereditary recessive prelingual deafness in Caucasian population.
This study investigated heterozygous carrier prevalence of the mutation among healthy native population of Northwest region
of Russia. DNA analysis was carried out on blood material from inhabitants (n=1153) of Arkhangelsk, Pskov, Saint Petersburg
and Kaliningrad region. The prevalence of heterozygous 35delG/GJB2 mutation in healthy individuals was found to be 5.0%,
4.7%, 5.5%, and 7.5%, respectively, which is considerably higher than the average prevalence in Europe. Possible causes of such
high prevalence of the 35delG/GJB2 mutation are discussed.
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ITo coBpeMeHHBIM IIPEACTABIECHUAM Oolee IOJIO-
BUHEBI Clly4aeB BPOXKAEHHOH ITyXOTBI, BCTPEYaeMOCTh
KOTOPOH B MOMIYJSIIHAX cocTaBnseT ~ 1 ua 750—-1000
HOBOPOJK/IEHHBIX, CBI3BIBAIOT C HACIIEACTBEHHOMN IIaTO-
JIoTHei.

AHanu3 TUTepaTypsl MOCIEIHEr0 AECITHIETHS T0-
Ka3BIBAET, YTO Haubosiee 9acThIM MONEKYISIPHBIM (haKTo-
POM HECHHIPOMHOH TYrOyXOCTH-IITyXOTHI SIBISTFOTCS My -
TalMu reHa KoHHekcHuHa 26 [7, 10, 15, 17]. Kounexcun

26 — uneH OONBIIOTO CeMEHCTBa IPOTEMHOB MeEMOpaH-
HBIX TPAHCIOPTHEIX 6eIKOB, QOPMHUPYIOIIHX IHIHHAPH-
YeCKHe MEXKIETOUHbIE IeNeBEIe KOHTAKTHL. [Tocenmue
00pa3oBaHEl MHOXKECTBOM TPAHCMEMOPAHHBIX KOHHEK-
COHOB, KaXX/JbIii U3 KOTOPLIX, B CBOIO OYePEab, CHopMH-
POBaH LIECTLIO MOJIEKYJIaMH KOHHEKCHHOB. [Ipu 3ToM
KIJIeTKA Yepe3 cOOCTBEHHbIE KOHHEKCOHBI KOHTAKTHPYET
C TaKMMH XK€ CTPyKTypaMH Ha MeMOpaHe Ipyroi Kier-
KH, HMesi TEM CaMbIM KaHaJIbl AJIs1 TACCHBHOM qud)py3uu
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MaJIbIX MOJIEKYJI pa3MepoM 10 1-1,2 x/I, BTOpUYHBIX Me-
CEH/KepPOB, METaOOIUTOB, a TAKXKE IEKTPOIUTOB [16].
Mornexyna KoOHHeKcHHa 26 xoaupyercsi reHoMm GIB2 (gap
junction protein B-2), kapTUpOBaHHBIM B [UIMHHOM ILIeYe
13 xpomocomsl (Jiokyc 13q11). B HopMansHOH yIHUTKE
KOHHEKCHH 26 dKCIIpeccHpyeTcst Ha MeMOpaHax HeceH-
COPHBIX SIMHUTENHATBHBIX KIETOK, 00eCIedrBas Mpouece
peuupkynanuu K. MonekynspHbIi maToreHes3 royxo-
TEHI IPU KOHHEKCHHOBOH NHUCHYHKIHH OMpPENeNsieTcs
YrHETeHHEM HMEHHO 3TOro MexaHusma. [ eHeTHueckuit
nedext Oenka 1IeIeBbIX KOHTAKTOB KOHHEKCHHA 26 Tpu-
BOJUT K HEOOPATHMO# lereHepalui 4yBCTBUTEIBHOTO
SIUTENNSI ¥ IPOrPECCHPYIOIIEH yTparte CiIyXa B TeUEHHE
nepBeIX 1—2 yeT xu3HU pedenka (bosee moapodbHO cM.
B 0030pe [1]).

[IpuunHOM TYroyXOCTH, aCCOLMMPOBAHHON C KOH-
HEKCHHOM 26, MOTYT OBITH pa3aUYHbIE MyTaIllUXd T€HA
aToro 6enka (kak pelecCUBHBIE, TaK U JOMHHAHTHEIE),
KOTOpPEIX m3BecTHO Gonee 70. Hanbonee gacToii siBIsIeT-
cs1 peteccuBHas MyTaius 35delG — emuHIIHAS eIy
OIHOTO U3 LIECTH HYKJIEOTHIOB I'yaHO3uHOB (G) MexIy
nonoxexueM 30 u 35 BrmouutensHo [ 1]. [Tonaraiot, uto
Ha gomro 35delG mpuxomutcs 50-70% Bcex MyTanui
GJB2 B eBpormeiickoi NOMyYJISIUH, YTO BEIICISIET €€ B
PaHT TaK Ha3bIBAEMBIX «MaXKOPHBIX» IJIs1 OETI0T0 eBpO-
neickoro HacenaeHus [8].

Yactora Hocuteneit 35delG B EBpomne Brle, yeM
BCTpPE4aeMoCTh y eBporneies mytanuu AF508 B rexe
CFTR npu myxoBucuunose, mytanuu C282Y B rexe
HFE npu remoxpomarose [15]. Tak, rerepo3urorsHoe
HOCHUTENBCTBO Bcex MyTaruu 35delG rena GJB2 cpenu
3OPOBBIX €BpOIEHIeB cocTaBsieT 1—3% U 3aBUCHUT OT
peruoHa [8,15]. ‘

Hecwmotpst Ha TO, uto MyTanuu rega GJB2 uzyuaror-
51 BO BceM Mupe yske Oonee 15 net, ux aHanu3 B Poccun
HaXOIMTCS TONBKO Ha HayalbHBIX 3Tanax. IIpu aToM yxe
MepBEIe HCCIEIOBAHS ITOKA3aJIi BBICOKYIO YaCTOTY pac-
npoctpanenus 35delG u HEeKOTOPBIX JPYTHUX MyTalluii
GJB2 cpeny MamyeHToB CO CIIOPagYecKoil i CeMEHHOM
IIIYXOTOM B MOIMYJISIEK poccustH [2—5]. OnHako MacmTab
3THX UCCIEIOBAHUN OCTAETCS HEY/IOBIETBOPUTEIBHEIM
st Poccnu Kak JUist CTpaHbl ¢ IPOTSDKEHHOM TeppHUTO-
pueit, 060COOIEHHOCTHIO YaCTH IOIMYISLHUOHHBIX FPYIIL,

a TaKXKe Pa3lIuYHON STHUYECKON CTPYKTYPOil KOPEHHOTO
HACEJICHHSL.

Llens uccnenoBaHMs — H3YUYHUTh PACIPOCTPAHEH-
HOCTh MyTauuu 35delG rena kounexcuna 26 (GJIB2)
Cpemu MOmyJSIIMOHHBIX Tpymn CeBepo-3anasHoro pe-
ruoHa Poccun.

MATEPUAJIbI U METO/IbI

O6cnenoBan Marepual 1153 3M0poBBIX CyOBEKTOB-
noHOpOB (603 Mysxckoro u 550 jKEHCKOro 1I0J1a) B BO3-
pacte oT 16 10 55 neT, IpOXXUBAIOLIKX B PSIIC TOPOJOB
Cegepo-3anannoro peruona Poccuun: Cankr-IletepOyp-
re, IlckoBe, Apxanrenscke, Kanuaunrpazae — u Ha Tep-
PHUTOPHSIX UX 00JacTeH.

Hnsa MHK-ananusa resomuyro JIHK nefikoruros ne-
pHudepHuecKoif KPOBH BBIICISIH METONOM (hEHONBHO-
XJIOpohOPMHO# SKCTPAKIINH, 3aT€M PACTBOPSIIH B BOJIE

. ¥ Xpasunu npu Temrneparype —20°C. Unentuduxanus my-

tauuu 35delG B rene GJB2 nposonunack o metoxny [2].

PE3VJIBTATBI UCCIIEAOBAHIA
N NX OBCYXXJIEHUE

Hacrosimmum uccnenoBanyueM BIEPBEIE IPOBEICH
aHaJIN3 PACIPOCTPAaHEHHOCTH FeTEPO3UTOTHOTO HOCH-
tenscTBa 35delG cpenu 3M0poBOM MOMYIISLIHN KOPEHHBIX
xureneit Cepepo-3anagHoro pernona Poccuu. AHanus
6anka JIHK obcnenyemoii momyssinuOHHON TPy Ikl 00-
Hapy>kKuJI CTaOHMIIBHBIE [T0KA3aTeIH PacIpOCTPAHEHHOCTH
HocutenbcTBa 35delG Ha ypoBHe 5% (Tabm. 1).

3abop xposu B ITogmoporxckoM paiione JleHuHrpaz-
cKoif obnactu (peruoH IIpHoHexbs) ¢ aHATH30M MecTa
IIPOXKUBAHUS 00CIenyeMbIX II03BOJIII OLIEHUTh YaCTOTy
BCTPEYaeMOCTH HOCHTENEH-reTepo3UroT B OTAEIbHBIX
JIEpEBHSX paiioHa.

I'eHoreorpaduueckas cieu(puka JTaHHOTO PeruoHa
OIIpeNeNseTCs] YHUKAIbHOCThI0 KOPEHHOTO HACENEeHUs
— HapOTHOCTH BEICOB, IIpefCcTaBUTeNeH GUHHO-yrop-
CKOM JTMHIBHUCTHYECKOHN I'PYINIBI, IPEIKH KOTOPBIX B
IPEBHOCTH OCYLIECTBUIM Murpamuo ¢ CeBepHOro
VYpana Ha TeppuTopuu pycckoro CeBepa H COBpeMEH-
HOH DUHISHINN.

Tabnuya 1
Hocurenscreo myrauun 35delG cpexu 310poBoro HaceneHus nonyasiqHoHHbIX rpynn Cesepo-3anagnoro persona Poccun
Teppmropun KonnyecTso 310poBbIX I'eTepo3HroTHoe HOCHTEJILCTBO
o0cnef0BaHHBIX JOHOPOB 35delG
r. Canxr-Iletepbypr 308 17 (5,5%)
Jlennurpanckas [Monmopoxxckuii paitoH 218 13 (5,9%)
obnacth WBan-ropon 120 4 (3,3%)
r. ApxaHreybsck H obacThb 200 10 (5%)
r. [IckoB u obnactb 107 5 (4,7%)
r. Kanunuurpaz u obnacts 200 15 (7,5%)
Bcero 1153 64 (5,5%)
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Cpenu 12 obcnenoBaHHbBIX AepeBeHb [Toanopoxcko-
ro paiiona (obuiee yncio obcnaenoBaHHelx — 218 yeno-
BeK, IPUHAJIeKAIINX K BETICCKONH STHHUECKOH IpymIIe)
BBIJIEJISUTHCE Teorpaduyeckue 00beKTh — lepeBHH BuH-
Hutel, SIpocnaBuyu u JIagga, rae Ob110 0OHAPYIKEHO Ha-
uboNbIlee KOMUYECTBO HocHTeNel retepo3urot 35delG
(mo 10-12% obcnenoBaHHOro HaceneHus) (Tabm. 2). tu
HAaCEJICHHBIE ITyHKTBI CYMTAIOTCS HICTOPHYECKH Hanbonee
JIPEBHIMH U3 COXPAHUBILUXCS HCKOHHO BEICCKUX I10Ce-
neunii. Kpome Toro, nepesHs JlanBa TeppUTOpHUAIBEHO
Haubonee ynaneHa ot nentpa I[lognopoxckoro paroHa.
3mech 1 ceromHs OONBIIMHCTBO B3POCIOTO HACEIEHHS
FOBOPUT Ha POIHOM (BETICCKOM) s3bIKe, GOPMHUPYsI B CO-
YeTaHUH C XapaKTepHBIMUA BHELUTHUMH YepTaMu (CBET-
JIO-pyChIe BOJIOCHI, FONIyObIe Ia3a, okpyrias Gopma
TTUIa) CBO€OOpa3HbIil ATHOKYJIBTYPHBIN KOJIOPHUT 3TOH
MECTHOCTH.

Tabnuya 2

PacnpocTpaHeHHOCTH reTepO3HroTHOMH (GopMbl MyTaHH
35delG rena GJB2 cpenu 3010pOBBIX :KHTeJIel JepeBeHb
IMopnopoxckoro paiiona Jlenuurpagckoii o6aacTn

Konnuyecrso
JepeBHu Komuseerno reTepo3HroTHLIX %
o0ciien0BaHHBIX HocTenel
Kypba 19 1
Ky3spa 20 0
LoHmymu 7 0
Hemxa 19 2
Hopauru 12 0
[engyum 14 1
Ozepa 27 1
Msrozepo 1 0
Bouo3sepo 34 0
SIpocnaBuyu 24 2
Jlansa 32 4
BUHHHLIBI 9 1
Bcero 218 12 5.5

ITockonbKy BEIICCKHM 3THOC CYUTAETCS ONHHUM M3
IPEeBHEHIINX HE TOJIHKO Ha TEPPUTOPHH COBPEMEHHOM
JlenuHrpanckoii 061acTH, HO U, BO3MOXKHO, Ha BceM Ce-
Bepo-3anane Poccun, IMEHHO OH MOXKET SIBISITHCSI U30-
JIHPOBAHHBEIM PE3EPBYapOM HMOANECPIKAHHS, 2 CETONHS U
PacIpoCTpaHeHHs! PEleCCUBHEIX MYTAllMH Ha PYCCKOM
Cesepe.

Taxum obpazom, mytauus 35delG, sBussice MaXxop-
HOH 1151 6eJI0T0 eBpONEeHCKOr0 HaCeNeHH s, TakXKe IIH-
POKO pacmpoCTpaHeHa U Cpeqy KOPEHHOI0 HaceleHHs
nomyIsIHHOHHEIX rpynn CeBepo-3amagHoro peruoHa
Poccun. IloaTBepxneHneM cymecTBoBaHus «dddexra
OCHOBATEIISI» KaK OJHOM U3 MPUYMH HAKOIUICHHUS FeTepo-
3urot 35delG sBnsercs ¢pakT nperuMyIecTBEHHOTro 00-
Hapy KeHHUsI My TalliH CPEH XKUTeNeH Hanbosee IpeBHUX

M3 COXPaHMBIINXCS MOCENIEHHH BencoB: y 7 u3 65 xu-
Tenel nepeBeHs Jlaasa, BunHuIpl, SIpocinaBuun B cpaB-
HeHWH ¢ 5 u3 153 xurenei qpyrux, UCTOPUIECKH 60-
Jiee MOJIOZBIX MoceNneHuH (TouHbIi Kputepuid Ouiepa,
P =0,046). B To xe BpeMs1, IOMUMO TPaJUIIHOHHOI Te-
opu «a(deKTa 0CHOBATEIT», 0OBICHEHUEM 3HAYNTEIb-
HOTO PacpoCTpPaHEHMs PELIeCCHBHOM «IIIyX0it» MyTa-
LMY B TIOMYJIILIMH 3[0POBOIO HACENEHUS MOTYT OBITh H
HHEIe, OoJiee HeCTaHAAPTHEIE NPEAONoKeH s (Tabit. 3).
Tak, y Hac eCTh THIIOTE3a, YTO BOSHUKHOBEHHUE B IIPH-
poze, nozepxaHue U HaxoxaeHue rereposurot 35delG
MOIJIO SIBIISITHCS PE3YJBTaTOM OIPENIeIEHHOTO HalpaB-
JIeHUsI 3BONIOLMOHHOTO Toucka. [Ipu 3ToM «onTuMans-
HBII» YPOBEHb rETEPO3UTOT 110 My TAIMH I'eHA KOHHEKCH-
Ha 26 B MOMYNALMSX NOANEPKHUBACTCS THICTICTIETHIMU
¢ nensio obecneyeHus onpeneneHHoro adgdexra «ouo-
JIOTHYECKO# 1enecoodpasHocTu» [11] — cenekTHBHBIX
INpPEHMYIIECTB IpH (OpPC-MAKOPHBIX ISl YeJIOBeKa Kak
BH/a (TIOMYJIAIIMOHHOM IPyTIITEL) 0O0CTOSTENBCTRAX (IMTH-
neMud HH(EKIHOHHEBIX 3aboneBanmii). Tak, ucciaenosa-
HHE T'HCTOJIOTHYECKHX NIPENapaToB KOXKKU TOMO- ¥ reTe-
PO3UIOTHBIX HOCUTENEH €Ile OHON Ma)XOPHOM My TaI[iH
GJB2 — R143W, pacrpocTpaHeHHOH cpenu adpukan-
1I€B, [10KA3aJI0 3HAYUTENHHOE YTOINIICHHE SIHIEPMICa
U NoBBIIIeHHYI0 cekperuio Cl™ u Na* B KoXKHOM moTe 1Mo
CPaBHEHHUIO C PONCTBEHHHKAMH — HOCHTEJSIMU JHKOTO
tuna resa [11]. J. E. A. Common et al. (2004) in vitro
MOKa3alH, YTO aCCOLIMHUPOBAHHBIE C IIYXOTOH MyTaLlHH
GJB2 ABIAIOTCS yCIOBHEM IMOBBIILIEHHON KIETOYHON
BBEDKHBAEMOCTHU. Tak, B KyJIbType KEpaTHHOIHUTOB Ie-
TEPO3UTOTHOE HOCHTENIBCTBO PELIECCHBHBIX «IJIYXHX)
myTamuit GJIB2 (M34T, W44C, R143W), unrubupys me-
XaHH3M OHOTO U3 BAPHAHTOB MPOTPAMMHPYEMOit Kite-
TOYHOH T'MOENH — TEPMUHANBEHOH MU epeHIHPOBKH,
IPUBOIUT K YTONIIEHHIO ciI0s1 snuTenrst. [lonararor, uto
IocyuenHee, yBeIHYnBas OapbepHbIe CBOWCTBA SIHIEP-
MIHICa, CIOCOOHO peryLMpOBaTh OaKTepHaIbHbIE HHBA3HH
U HHQEKUHU. 31eCh MOXHO 00paTHTh BHUMaHHUE, U4TO B
natoreHe3e uaBasuu Shigella flexneri — Bo3OynuTens
OaUMIUIIPHON TU3EHTEPHH — 3a[IeHCTBOBAHO OTKPBITHE
KaHaJla KOHHeKcHHa 26 [14]. VI3BecTHEI npenMyLecTBa
3[JOPOBBIX I'€TEPO3UTOTHBIX HOCHTENEH MyTallUH Ipy-
TOT0 PaclpoCTPaHEHHOTO PEIeCCHBHOTO 3a00IeBaHus
YeJI0BEYEeCTBA — MyKOBHCIHA03a. Bo30OyauTens caib-
MoHeie3a Salmonella typhi ucrnons3yer mis Bxoaa B
KIIETKY KHMILEYHOI'O SIIMTEINMs aKTUBHBIN XJIOPHEIN Ka-
Han CFTR. Oxa3zanock, 4To camasi paclipoCTpaHeHHas
y eBponeines mytanus reda CFTR — delF508 — orpa-
HU4MBaeT HHBasuio Salmonella typhi B snuTenuanpHbe
KJIETKH KHUIIEYHHKA, YTO MIPOSBIIIETCS MEHbBIIEH BhIpa-
JKEHHOCTBIO TU(ouAHOM nuxopanku [13].

[TosTomy B HarpaBiaeHUH OyIyLIMX HCCIETOBAaHUN
MPEACTABIACTCS KpaifHe MHTEPECHBIM BBISICHHUTD, CILy-
YaifHO JIM SIBNIEHHE 3HAYUTENFHOH pacpoCTPaHeHHOCTH
MyTanuu 35delG rena GJB2 unu jxe OHO ompenenseT-
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Tabnuya 3

@aKTOPBI, CIIOCOOCTBYOIIHE 3SHAYHTETLHOMY HAKONIEHHIO MyTauuu 35delG B monyasiunu poccHsin

®axTopsl cerperanun 35delG

Cpena cerperauunn 35delG

myxoTsl [12]
_ | 2.O¢dexr «ocHOBaTENN MyTALHNY»
Buonoruyeckoif | 3 rrejicraie ssomowmontoro ot6opa:

1. COXpaHHOB COMaTH4YE€CKOEC 3J0POBLE U penponylcmBHuﬁ MMOTEHLHaJ
UHAWBUAYYMOB C HACJI€ACTBEHHbIMH KOHHEKCHHOBBIMHU (bOpMaMH

[nyxue
CrplLanie

TIPEPOIEL — GHOJIOrHYecKas Lenecoo6pasHoCThb (BO3MOXHO, CHYKEHHAS
4yBCTBHTENIBHOCTH K OaxrepuanbHoii nupexuun) [9]; Inmyxue, cnslarniye
— (haKTOp «COLMOKPEATHBHOTO PEUMYILECTBAY [6] HOCHTENeH MyTaLHH,
CKJIOHHOCTE K MUTPAHH (TIPETON0NKEHHE aBTOPOB CTAaThH) Crpliauye
1. XapakrepHas 1ist Bcex oOIIECTB CoLUanbHast TPaHIHs CO3IaHHs ceMeil
cpenu mryxux [12] [myxue
_ | 2.OTtHOCHTENBHOE YyBETHYEHHE IIyXHX B O0LIEH MOMyNsuu:
AHTPOHOCI;CHHO" — B TIEpUOJ 1eMOrpaduUEecKoro Kpu3Huca B 0BIIECTBE, GONIbIIIE 3aTPOHYBLIEro Crblatye
IPUPOBI

CIBIIAIMX, YeM NIyXuX (CMEpTHOCTH B rofsl Benukoit OTeuecTBEHHOH
BOIHBI, THOENb HACETIEHUS B IEPHOJ CTAIMHCKUX perpeccuit);
— M30JIALHMS NIyXHX OT COLMaNbHO-MOJIMTHYECKHX MPOLIECCOB B CTPaHE

Csl KAKUM-TTHO0 OMOJIOTMYECKHUM HIIH aHTPOIOTeHHBIM
tbaxropom.

Pe3ynbrarsl HacTosALIeH paboTH 000CHOBAHHO IO/~
TBEP)KIAIOT MONOXKEHHE O IEPBOOYEPEIHOM HCCIIEI0Ba-
Huu MyTanuu 35delG B rene GJB2 npu Meauko-reHe-
THYECKOM KOHCYNBETHPOBAHUH JETeH C NON03pEeHHEM Ha
TeHETHUYECKYIO IPUPOLY AETCKOH JOPEYeBOH INIyXOTHI,
1o KpaiiHell Mepe, cpenu xuteneid CeBepo-3aragHoro
peruona Poccun.

IIpu cTONH BHICOKOH PacIpOCTPaHEHHOCTH reTe-
posurotHoro HocurenbcTra 35delG sBneHue Hacnemnc-
TBEHHOH pelecCHBHOM A0opeueBoil IyxoTsl B Poccuu
HE TOJIBKO CTAHOBUTCSI BOIIPOCOM JIETCKOH CYpIOJIOTHH,
CIEIHalIbHOM NeIarorukKu U COLUANBHBIX CIY)X0, HO
¥ IIpHOOpeTaeT XxapakTep akTyaabHOH HAIMOHAJIBHOM
npoOieMsl, TpeOyIolledl IPUHIATHS ONpeeleHHBIX
(cnenuduueckux) Mep npodmraxtuxy. Hacrosiue pe-
3yJbTaTHI, JAHHEIE HALIMX MPEeIbIIYIIHX HCCIeT0BaHMH
[2], a Taroke APYrHX OTEYECTBEHHBIX aBTOPOB [3, 4, 5]
SBIISIIOTCSI AKTyaJIbHBIM (aKTHIECKHM OCHOBAaHUEM K
pa3paboTke I pErHOHOB NPOXKUBAHUS EBPOIEHCKOro
HaCeJIeHUsI POCCHSIH HallHOHAIBHOM nporpamMmsl JJHK-
CKPHUHUHIa HOBOPOXIEHHEIX C LIENBI0 paHHero (Io-
KJIMHHYECKOI'0) BBIIBICHUS HHIMBUIOB C OONUIaTHBIM
pa3BUTUEM K BO3pACTy 1 roga reHeTHUECKOH ITyOOoKoiH
TYrOyXOCTH-INIyX0Thl. CnenyeT oOpaTuTh BHUMaHHE Ha
TO, 4To B I'peninu, rae 4acToTa HOCHUTENEH MyTali1 cpe-
IIU 3T0POBEIX B 1,5 pa3a HIDKe, YeM B HallleM PerHoHe
(oxono 3,5%), neictByeT nonobHas rocyfapcTBeHHas
nporpaMma IpeHaTanbHOW JUarHOCTHKH IIIyXOTHI [7],
aHaJIOTWYHAas [UarHocTrke 6onesnu JlayHa.

SAKJIIOYEHUE

Myranus 35delG B rene GJB2 — u3BectHas rese-
TUYeCKas NMPHYMHA JETCKOH AOpeYeBOi yTpaTkl clyxa

— MMEET 3HAYUTEIbHYI0 PACIIPOCTPAHEHHOCTh CPEIH
NONYJIANUOHHBIX Tpynn CeBepo-3amagHoro peruoxa
Poccun.

Bencckuil 3THOC IpenCcTaBIsieT co00H npeBHeHIIHIT
U30JIMPOBAHHBIM STHHUECKHUH pe3epByap MO IepIKaHESI
U pacnpoctpaHeHus mytanuu 35delG rena GJB2 ua
Cesepo-3anazne Poccun. [lonynsunoHHbl# maTorenes
MyTalXH onpenensiercs «3GHEeKToM 0CHOBATEND.

YUHUTBIBas CTONB BEICOKHE [TOKA3aTENH PacpoCTpa-
HeHHOCTH MyTanuu 35delG rena GJB2 nenecoobpasuo
HMHHIHHAPOBATh pa3paboTKy HAHOHAILHON MPOTrPaMMEI
MOJIEKYJIIPHOTO CKpPUHHUHTA HAaCIEeICTBEHHOI Hopeye-
BOM IIyXOTHI Ha JOKIMHHUYECKOM 3Tale B HEOHATAJb-
HOM IIEPHOJE, 2 BO3MOXKHO, M B PEXKUME MIPEHATABHOI
JTUarHOCTHKH.

ITpuHKMas BO BHUMaHHE JABHIOIO HCTOPUIO ME)KHA-
IIMOHANBHEIX OTHOWIEHMH B POCCHI, aKTyanbHO H3yde-
HHE paclpocTpaHeHus noMumo 35delG emre u apyrux
M3BECTHBIX 3THUYECKHUX Ma)KOPHBIX PELECCHBHBIX MY-
Tauui rera GJB2.
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