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[onsi  remopparMyeckMx WHCYNsLTOB B
ctpyktype OHMK B Lenom cocTtaBnsier
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N TEeM, YTO COOTHOLLEHNE remopparuye-
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.. KonToropos, H.A.Bacunbesa, .1.JlapmnoHos, B.B.Cyxapes
AMMAEMUOIIONMNMYECKAA XAPAKTEPUC-
TUKA U PE3YJIbTATbI ONEPATUBHOIO
NNEMEHUA CYBAPAXHOUOAJIbHbIX
KPOBOU3NUAHUA AHEBPU3MATUYEC-

KO 3TUONOrmum

cyneta, Bkrtodaa CAK, octaeTtcsa BbICO-
kow, coctaBnsg 42,1%. (T.A.Hvukonaesa,
3.M.Ky3bmuHa, 2012). Kak un3BecTHo,
Havbonee 4acToW MPUYMHON pPasBUTUS
CAK gBnsietca apTepuarnbHas aHeBpu3-
mMa (AA) cocynoB roniloBHOrO MO3ra.

Henpoxupyprudeckoe oTaenexHune
PBNe1-HLIM  onepatuMBHbIM  feYeHu-
eM AA 3aHumaeTcsa ¢ oTkpbitua HUM, ¢
1992 r. 3a 310 BpemMsi ONepmpoBaHO OKO-
no 1000 6onbHbIX.

Llenblo Hawero wuccnefoBaHus SB-
NSAeTCca U3yyeHne InNuaeMmornorm4eckmx
XapaKkTepuCcTUK, 0COBEHHOCTEN pa3BUTUS
N pes3ynsTaTtoB OMNEpPaTUBHOINO IeyYeHUust
CAK aHeBpr3MaTU4eCcKom 3TUONOrmu.

Martepuan u metoabl. B pabote npo-
aHanuanMpoBaHbl ucTopumn 6onesHu naum-
eHToB, noctynuelmx B HXO, 3a 10 net
(2002-2011rr). Hanunune AA 6bino Bepu-
hbrLMPOBaHO C MOMOLLBIO LiepebparbHO
naHaHrnorpacdun. Mcnonb3oBaHbl MeTo-
bl 3MMOEMUONIOrMYECKOro, KIMMHUYECKO-
ro U CTaTUCTUYECKOrO aHanuaa.

Pesynbratbl. Bcero o6cnegoBaHo
461 yen. CpaBHUTENbHbIN aHanNu3 noka-
3arn, YTo 3a nocrnegHue 5 neT KoNM4YecTBo
OnepupoBaHHbIX nauneHToB ¢ AA BO3-
pocno Ha 31%. 3To cBA3aHO He TONbKO
¢ poctom 3abonesaemoctn CAK, HO u ¢
ynyylleHveM AWarHoCTUKU Ha cTaguu
«[J0 paspbiBa aHeBpu3Mbl». o reHaep-
HOMY roOKasaTento MYX4YMHbl COCTaBu-
nm 163 yven. (35,3%), >xeHwmHbl — 298
(64,7%). BospacTt naumeHToB 6bin o1 21

00 74 net. CpeaHuWin BO3pacT XXEHLLUMH CO-
ctaBun 49,0 net, cpegHnii BO3pacT MyX-
4nH — 45,5 ropga. lMpu pacnpegenexHun
naumMeHToB MO STHUYECKOW MpUHaAANex-
HOCTM BbISIBMIEHO, YTO SIKYTbl COCTaBUNA
353 ven. (76,5%) ot obuiero yicna na-
LUMeHToB, pycckue — 76 (16,4%), n npo-
yme HaumoHanbHocTu coctaBunn 6,9%.
Mo coumanbHOMY MOMOXEHMIO: HaMbOMb-
Liee KONMYecTBO MaLMEHTOB COCTaBUIMU
cnyxawme — 63%, pabodyern npodeccum
— 34%, vHBanuabl — 8% wu np. Mo gax-
HbIM nocregHelr nepenucu HaceneHus
PC (A1) ot 2010 roga, B ropoge npoxuea-
0T 64,1% HaceneHus, B cene 35,9%. Mo
HalMM OaHHbIM, apTepuarnbHOW aHeB-
puamoi cTpagatoT bonblue cenbckue
Xutenu, Yyem ropoackme — 62,2 n 37,8%
COOTBETCTBEHHO.

«30Mn0TbIM CTaHAAPTOM» OUArHOCTUKN
AA sBnsietca LepebpanbHas aHruorpa-
dus, YTO NPUMEHANN BCEM MaUMEHTaM,
NnocTynuBLLUMM C MNoAo3peHnem Ha AA.
HeobxoanMmo OTMETUTb, YTO B HAaCTOs-
llee BpeMsi ynyyliurnachb AuarHoctuka
AA [0 eé paspbiBa. ITO NOATBEPKAAET-
Cs1 yBENMYEHMEM KONMYECTBA NaLMEHTOB
¢ 6eccMnTOMHON aHEBPU3MOWN, KOTOPbIX
6bino 93 ven. MNpuyem 310 OTMevaeTcs
3HaYUTENbHO Yallle 3a nocrneaHue roabl
- 80,6 % 13 HUX BbISIBNEHO 3a NnocreaHne
5 net. MNauneHTbl obpaTMnuchb K Hempo-
Xvpypry nocne nposegeHus um MPT ro-
TNIOBHOroO Mo3ra, rae obHapyxusanacb AA
(MPT um npoBogunacb no noeogy Xpo-



HUYECKOWN TronoBHOM 6onu, nepeHeceH-
HOW paHee TpaBMbl FOMOBbI, UHCYNbLTA Y
POACTBEHHMKOB U MNp.).

B HXO nauueHTbl ¢ AA noctynanu B
NOAOCTPOM U «XONTOAHOMY» Nepuopax pas-
pbiBa aHEBPM3MbI 13 YITyCOB pecnyobnmku
1 U3 HenpococyancToro otgenenus Pb
Ne2-LISMI. Mpwu atom gmarHo3 «cyba-
paxHouaanbHOe KPOBOU3MUAHUE» Oblin
BbicTaBneH B 74,3% cny4yaeB, guarHos
«cybapaxHomnaanbHO-NapeHXnmMaTo3Hoe
kpoBouznusiHne» — B 19,5%, «cyGapax-
HoMaanbHOE KPOBOM3NUSIHME C MPOpPbI-
BOM KpPOBMW B >XENyOOYKOBYIO CUCTEMY»
— B 6,2% cnyyaeB. 27,5% nauneHToB no-
ctynunu nocne nostopHoro CAK.

Mo panHbiM npod. B.B. Kpbinosa
(2011 r.), nokanusaumsi AA BbIrMSaUT
cneayowmm obpasom: Ha BCA — 42,4%,
Ha CMA — 18,9, Ha NMA — 43,3, Ha BBb
— 2,1%. MHOXecTBeHHas nokanusaums
BcTpeyaetcs B 11,7% crny4vaes.

[Mo Hawwmm pganHbIM, Yawe AA rnoka-
nnaytotcs B 6acceriHe CMA — 27,9% (M1
— 2,7%, pasBunka — 22,5, M2 — 2,7); Ha
BTOpOM MecTe - B 6acceiHe NMA - 26,4%
(A1-1,3%, MMA-TICA-12,6, MCA-7,3,
A2-A3 — 5.2%); Ha TpeTbeM - B BaccenHe
BCA — 24,6%; Ha yeTBepTOM MecTe — B
bacceiiHe BB cuctembl — 0,6%. MHoxe-
CTBEHHblE aHEBPWU3MbI BCTPEYANNCh MOY-
TV B 2 pa3a Yalle, YeM B MOCKOBCKOW Mo-
nynsuun, — B 98 cnyyasx (21,2%).
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Axytckmn HLL KMIM CO PAMH: BAPALLKOB
Hukonan AnekceeBuY — Kk.6.H., H.C., C.H.C.
CB®Y um. M.K. Ammocoea, TEPKOTUH ®e-
pop MuxannoBuy — H.c., c.H.c. CB®Y, COJIO-
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Ha ApkagbeBHa — .6.H., 3aB. nab., 3aB. nab.
CBoY, IXDKEMUINEBA Jluna YceMHOBHa —
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npod., 3aB otgenom ®rbyH UBI YHL, PAH,
3aB. kadegponn ®rbOY BI1O «balwkupckmn
rocyapCTBEHHbIN YHUBEPCUTET».

EavHcTBEHHBIM 3deKTUBHBIM METO-
OOM neveHus G6onbHbIx ¢ AA ocTaetcs
Xvpyprudeckuii. B Hawem otgeneHuun
NpOBOAWINCE OMnepaLmn B NOOOCTPOM U
«XONnoAHOM» nepuoaax 3abonesaHus OT-
KPbITbIM CMOCOOOM M METOAOM 3HAOBa-
3anbHOro TPOMOMPOBaHUS aHEBPU3MbI.
Mpn oTtkpbiTom cnocobe uvcnonb3oBan-
cqa B OONbLUMHCTBE Clny4YaeB MTEepuo-
HamnbHbIA 1 TPAHCCUMbLBUEBLIA OOCTYN K
aHeBpuamam. [Ins OKKMo3MM aHeBpPU3M
ncnonb3oBanvcb Mukpocnupanum DCS,
Complex Fill, pexxe knewn Mictokpun. Knu-
NnMpoBaHWe LLENKN aHEBPU3MbI NpoBeae-
Ho y 348 (75,4%) naumeHTOB, ykpenne-
HWE CTEHKM aHEBPM3MATUYECKOrO MeLLKa
y 29 (6,2%). Onepauunsa ambonmsauum AA
nposegeHa B 105 cnyyasix.

Pe3ynbratbl nevyenus. [Mpu OTKpbI-
TOW onepauuv B YOOBIETBOPUTENBHOM
COCTOSIHUW BbINMcanucb oMo 365 yen.
(97,8%), netanbHbIX cry4aes nocrne one-
pauun He 6bino. Bbino 8 ocnoXxHeHUN
(2,1%) B BMOE HapacTaHWs HeBporormye-
CKOWM CMMMTOMAaTUKK, Y4TO ObINo CBA3aHO
B 7 cny4asx c pasBuMTUeM Basocnasma u
B 1 —C pa3BUTMEM BHYTPMMO3rOBOM rema-
ToMmbl. [py aHOOBACKYNAPHOW onepaumu
B 94 % cny4yaeB PeKOHCTPYKTVBHbIE One-
paummn BbINOMHEHbI ycrelwHo, bbina go-
CTUrHyTa MOMHasi OKKI3USi aHEBPU3MbI.
KnuHuyeckn HapacTaHusi o4aroBOn wnuv
06LLEeMO3roBoi  HEBPOIOTMYECKOW CUM-
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NTOMaTUKN He Habnioganock, NauneHThbl
ObINM aKTMBM3NPOBaAHbLI Ha BTOPbIE CYTKM
N BbINUCbIBaNUCb AOMON Ha 2-3 cyTku. B
4 cnyvasx (4,7%) Habnogancb OCnoX-
HEHUs1 BO BPEMSI BbINOMHEHUS onepaunm
(B 3 cnyyasix npoun3oLuen paspbiB CTEHKM
AA 1 B 1 — passuncsa Tpom6o3 BCA). Jle-
TanbHbIN UCxod nocregosan B 1 cnydvae
(1,1%) nocne paspbiBa AA BO Bpems aM-
oonusaumun. CepbesHenwen npobrnemon
octatotcst noeTopHble CAK, KoTopble, no
pasnunyHbIM aBTopam, OatT BbICOKMA Y%
netaneHocTu - 0o 75 - 80% cnyyaes. B
Hawem oTaeneHun 3a 10 net ymepnu 4
nauuneHTa (0,8%) ot peumnansa CAK B fo-
onepauvoHHOM nepuoae.

BbiBoabl. 3a 10 net Habniopaetcs
pocT 6onbHbIX ¢ AA. Yalle AA cTpagatot
KEHLUMHBI CPeaHMX NET SIKYTCKOW 3THU-
YEeCKOWM rpynmbl, MPOXMBAKOLLME B OCHOB-
HOM B CenbCKOM MecTHOCTU. AA vaule
nokanusytotca B GacceriHe CMA. Y 06-
CrnefoBaHHbIX 4YacTo BCTpeYaeTcsd MHO-
XXE€CTBEHHOCTb aHeBpu3M. C yry4lieHrem
OVarHoCTUKN  BbISIBNSIEMOCTb  KHEMBIX»
aHeBpu3Mm Bo3pocna. OTnuyHbIe pesyrb-
Tatbl 06enx cnocoboB OnepaTMBHOIO Ne-
YEeHWUs1 MO3BOMWIMN CHU3UTb NETanbHOCTb
cpenu naumeHToB ¢ CAK aHeBpuamaTmye-
ckon aTuonorun. BeiGop kaxgoro cnoco-
6a nevyeHns 3aBMCUT OT MHOTVX DaKTOPOB
1 Bcerga nogpasymeBaet cyrybo HAMBK-
AyanbHbI Noaxoa, 0COB6EeHHO B Cny4vasx ¢
Hepa3opBaBLLUMKCS aHEBPU3MaMMU.

H.A. bapawkos, J1.Y. [bxemunesa, O.J1. MNocyx, ®.M. TeptoTuH,
A.B. Conosbes, B.I". NweHHukoBa, H.A. ConoBbeBa,
O.E. ®epotoBa, A.H. Anekcees, C.A. degoposa, 3.K. XycHyTamHoBa

AYTOCOMHO-PELECCUBHAA MYXOTA

1A TUNA: UOEHTUPUKALUA «3HOEMUY-
HOIro OYATrA» HAKOMMEHUA MYTALIUU
CAUTA CMNAWUCUHIA IVS1+1G>A TEHA GJB2
HA TEPPUTOPUU BOCTOYHOU CUBUPU

Y KOpeHHOro HaceneHusi SAKyTUM MOEHTUDULMPOBaHA MOIEKYNSIPHO-TEHETUYECKAs NPUYK-

Ha HacneacTBEHHOW hOpMbl MyXOTbl, OBYCNOBMNEHHAs PeaKon MyTauuen cawTta cnnawncuHra
IVS1+1G>A reHa GJB2, koTopasi B COOTBETCTBUM C MexayHapoaHbiM katanorom OMIM knac-
crdmumpyeTcsa Kak annenbHbll BapuaHT ayTOCOMHO-peLieccuBHol rmyxoTbl 1A tuna (APl 1A).
PacnpoctpaHeHHOCTb MyTaumu canta cnnancuHra npu AP 1A y AKyTOB M BbiCOKasi 4actota
reTepo3nNroTHOr0 HOCUTENbCTBA CPean KOPEHHOro HaceneHuns CBMAETENbCTBYIOT O JIOKanbHOM
HakonneHun IVS1+1G>A, yTto xapaktepuayeT pervoH BoctouHon Cubupum kak “aHAEeMUYHBIN
ouar” JaHHOW MyTauuu.

KnioueBble cnoBa: ayTocoMHo-pelieccuBHas rryxota 1 A Tuna, reH GJB2, myTtauus
IVS1+1G>A, «3HOEMUYHBIN ovar HakonneHus», BoctouHas Cubupsb.

In this study we registered a large cohort of Yakut patients homozygous for the IVS1+1G>A
mutation (70 unrelated deaf subjects in total). The extremely high carrier frequency of the
IVS1+1G>A mutation from six investigated populations has been found in Yakut population.
Reconstruction of 140 haplotypes with IVS1+1G>A mutation demonstrates the common origin of
all mutant chromosomes found in Yakuts. The age of mutation was estimated to be approximately
800 years. These findings characterize Eastern Siberia as the region with the most extensive
accumulation of the IVS1+1G>A mutation in the world as a result of founder effect.

Keywords: autosomal recessive deafness 1A, GJB2, IVS1+1G>A, Eastern Siberia.






