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Nnaentudpuranus myrauuu 35delG B rene GJB2
y 60JILHBIX HelipoceHcopHoil Tyroyxoctbio B PC(51)

H.A. Bapamxog, C.K. Kononosa, H.P. Makcumosa, ®.M. Teprotun, A.JI. Cyxomscosa, 3.E. denotosa,
B.M. Hukosaes, JI.YV. xxemuiera, C.A. @enoposa, 3.K. XycuyTtaunosa, A.H. Horosuusiza

Bnepevie 6 npaxmuxe meouxo-cenemuuecxkoi  koncymemayuu PC(S) npumenenvi MOAeKyIsApHO-
2eHEMUYEeCKUe Memoobl OUAZHOCTMUKU 8PONCOeHHOU 2nyxombl. [Iposeden ananuz yvacmomst mymayuu 35delG
6 cene GJB2 na evibopre uz 48 nayuenmos c neipoceHcopnou myzoyxocmuio u3 Pecnybauxanckoii cheyuanu-
3UPOBAHHOU (KOPDEKYUOHNOU) wKonb-unmepnama 1 muna ons aayxux demed u w3 wucia ambyIamopHuIx
B6oabHLIX MeOuKo-2eremuueckol koucyromayuu PB Nel — HIIM. Mymayus 35delG obnapyscena y 11 obcne-
Q0BAHHBIX: Y 5 6 20MO3U2OMHOM U 6 8 2eMEPO3UZOMHOM COCMORHUU. Hacmoma Mymayuu 8 uccae006arHou
evibopre cocmasuaa 0,166 (16,6%). Obcyrxcoaiomes 603Mm0dCcHbIE MEMOObL U h0OX00bl K JTHK-Ouaecnocmuxe
HACAedCMEEeHHbIX POPM MY20YXOCIU/2YXomsl 6 AKymuu.

Knrouesvie cnosa: mymayus 35delG, zen GJB2 unu Kounexcun 26, HelipoceHCOpHAA My20yxocmb/enyxoma/
spoxcoennasn enyxoma, [[HK-ouaznocmuxa.

For the first time in practice of medical — genetic consulting clnic of Republic Sakha (Yakutia) molecular-
genetic methods of diagnostics of congenital deafness are applied. In order to identify of 35delG mutation of
GJB2 gene we observed 48 patients with sensoneural deafness from Republican specialized (correctional)
boarding-school of I type for deaf children and patients from medical-genetic consulting clinic of the Republic
Hospital Ne]l — National center of medicine. In 11 of observed we identified 35delG mutation in homozygote (5
cases) and heterozygote (6 cases}) forms. Frequency of a mutation in the investigated sample has made 0,166
(16%). Possible methods and approaches to DNA — diagnostics of hereditary forms of hearing loss/deafness
in Yakutia are discussed.

Key words: 35delG mutation, GIB2 gene or Connexin 26, sensoneural hearing loss/deafness/congenital

deafness, DNA-diagnostics

Beeaenue

HCQ)GKTH OpraHoB cCiiyXa 3aHUMarOT CYUICCT-
B€HHOC MCCTO CpCIOH HACJECACTBEHHO TNAaTONOTHH.

BAPAIIKOB Huxonaii Anexceesuu — H.c. SIHI] PAMH
u [IpaBurenscrsa PC(A); KOHOHOBA Capaana KoHo-
HOBHa — K.0.H., c.H.c. AHI{ PAMH wu IIpasurensctsa
PC(D); MAKCUMOBA Haneskia PomaHOBHA — K.M.H.,
Hay. oraena SHI] PAMH wu Ilpasutenscrea PC(S);
TEPIOTHUH ®enop Muxaitiosuy — Bpad-cypionaor Pb
Nel — HIIM; CYXOMSACOBA Aiitanunaa JlykuuHa —
Bpau-resetuk PBNel — HIIM; ®EJOTOBA DOnbBupa
Eropopna — pau-cypaosor Pb Nel — HIIM; HUKO-
JIAEB Bsuecaap Muxainosuu — M.H.c. AHI] PAMH u
Ipasurensctea PC(S1); JDKEMUWJIEBA Jluns YceuHoB-
Ha — K.M.H., H.c. HUM 6uoxumuu u resetuxu YHI] PAH;
GEJOPOBA Capaana ApxappeBna — K.0.H., 3aB. j1ab.
SAHII PAMH u Ipaeutenscrea PC(S); XYCHYTIHU-
HOBA 3nb3a KamunesHna — 1.6.H., npod., 3aB. oTnenom
renomuky HWW Oumoxumum u remerviku YHI] PAH;
HOT'OBHMIbIHA Axua HuxonaesHa — K.M.H., 3aB. Me-
JUKO-TeHeTHYeCKO KoHcynbTauueit PBNel — HIIM.
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Tlo nanneim BO3, 3a nocnenuue 20 yieT 4ucno nro-
JEH ¢ pa3nuYHbIMH (QOPMAaMH TYIOYXOCTH YBEIH-
yunoch B 2 pasa M cocraBaseT 2() MIH. 4eNOBEK.
IlpuMepHOo 3% >kuTteneil 3eMHOro llapa cTpanaioT
CHIJKCHHMEM CIiyXa B CTEIICHH, KOTOpas MEIaeT ux
conyanbHOMY 001eHuo [7].

YactoTra HacleACTBEHHOH TYIOyXOCTU U TTyXO-
1Bl coctarnsgeT 1 Ha 1000 HOBOPOXKAECHHBIX OeTEl
(13, 21]. BpoxaenHas rilyxora ¥ CHHKEHHUE CIlyXa
B JIOPECYEBOH NEpUON IPHUBOLAT K HAPYIUECHUIO pe-
YeBOH M COLMANIbHOW ajanTalluH, [I03TOMY TaKHE
JETH HYXIATCS B CBOCBPEMEHHO HayaTodl Kop-
pexkimy JieekToB oprasoB ciyxa [8]. Ilpumepno
MOJIOBUHA BPOKACHHBIX (OPM HApYLICHHH CllyXxa
UMEIOT HACIEACTBEHHYIO dTHONOruio [14], npyras
HOJOBHHA MOXET OBITh CBf3aHA C «HErCHETHYE-
CKUMH» NPUYUHAMHU: HHPEKIUAMH, OCIIOKHEHHAMH
B ponax (achuxcuu, ponOBBIE TpaBMbi), IPHEMOM
MaTepbl0 OTOTOKCHYECKHX JICKApPCTBEHHBIX IIpena-
paToB, AJUTEIBLHONW HUCKYCCTBEHHOH BEHTUNALHEH
JETKUX, OaKkTepuanbHBIMM MECHHHIHTAMH, IPOJAOI-
JKUTEJIBHBIMU OTHTAaMHM, TSDKEJIBIMH TpaBMaMH IO-
J0BBI U Ap. [4, 6]. Ana HacnencTBeHHbIX GopM no-
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TEpH CyXa XapaKTepeH KIMHUYECKUH U reHeTH4e-
ckuii nmoaumopdusm [4, 16]. He#poceHcopHble
¢$OpMBI TYrOyXOCTH T€HETHYECKH Kilaccupuuupy-
JI0TCA Ha HECHMHAPOMAIBHBIC (H30JHMPOBaHHBIE) M
CHUHApPOMAJbHBIE (TIIPH KOTOPBIX TOPAXKAKOTCA H
JpyTHe OpraHbel ¥ cucTemsl). s HECHHApPOMANb-
HBIX ¢opM, KoTopele coctaBmsitor 70-80% cpenu
BCEl HacNEeACTBCHHOM NATOJOINH CllyXa, XapaKTep-
Hbl BCE THIIBl HACJIECJOBaHMs, BKIIO4Yas X-CUCI-
JICHHBIH ¥ MHUTOXOHIpHANBHBIK [2, 7, 8]. Ilpuuem
80% Bcell HECMHIPOMANILHOW HEHPOCEHCOPHOH Ty-
TOYXOCTH IPHXOIUTCS Ha CEMbHU C ayTOCOMHO-
peLIeCCUBHBIM THIIOM HacnexoBaHus [2, 20].

I'enernyeckas TIeTEpOreHHOCTh HACIEACTBEH-
HBIX $OpPM TYroyxocTH oO0yclOBlEHa TEeM, 4YTO B
mporecce 3MOPHOHANBHOIO Ppa3BHTHA KOPTHEBA
oprana npunumaer ydactue 6onee 40 resos [17].
Ha ceroansmunuii aeHb onmucano 90 MyTtanui TOdb-
KO B OJJHOM U3 HUX IreHe — GJB2, NOKaNIu30BaHHOM
Ha Xxpomocome 13q11 [9, 20, 22].

I'en Kounexcun 26 wm GJB2 (ot aHrn. — gap
Junction f2) sBnsercs Hauboee U3yYEHHBIM CPEAU
BCEX CHOB, MyTallMM B KOTOPBIX OTBEYAIOT 3a pa3-
BHTHUE HapyIUEHHUH npouecca 3ByKopocupuatua. Ox
COCTOHT M3 JBYX 9K30HOB, IPHYEM KOAHUPYIOLIUH ~—
BTOPOH, paszmepoM okomno 800 m.H. [3, 18]. oka3a-
HO, uTO Oenok, skcmpeccupyemelii reiom GJB2,
UrpacT BaXHYIO polb B OOMEHE HOHOB Kalud BO
pHyrpeHHeM yxe [18]. Ilpu nHapymenunm cuHTe3a
3TOro Oenka B TKaHAX YAUTKH MPOUCXOAUT AucOa-
JIAHC MOHHOM LMPKYJSLHH, YTO BIEYeT 3a cOOOM
HM3MEHEHHME Ipolecca 3BykoBocpustus [4, 18, 23].

OCHOBHBIMH ~ KJIMHHYECKUMH MPOSIBICHHUIMH
MyTauuil B reie GJB2 sBNsiOTCS BPOXKIECHHBIC Ha-
PYLIEHHS CllyXa U IpeodnanaHue BBIPaKEHHOH cre-
[IEHY TYTOYXOCTH BIJIOTH J0 FIyXoThl [4, 24]. OnHa
M3 CaMBIX PACNPOCTPAHEHHBIX MYTAaHHMil B 3TOM Ie-
HE — Ma)KOopHas (4acTas) /s €BPONCOUAHBIX IOILy-
nsuuit Mytauus 35delG, nipy KOTOPOH NMPOKUCXOAUT
BbINAJICHUE (Aeneuus) OJHOrO W3 HIECTH NOCHeNo-
BaTENbHO PACIIONOKEHHBIX TYaHO3HHOB B 35-M 110-
noxeHud. OHa MPHBOIUT K OOpa3oBaHHIO CTOM-
KOJOHa ¥ NpPEKpallleHHI CUHTE3a MOJNHOLECHHOIO
OclKa B BOJIOCKOBBIX KIIeTKax BHYTPCHHEIrO yxa [4,
24]. YactoTa AaHHON MYTAllM¥ CPelH BCEX MYTaHT-
HBIX anneneil resa GJB2 Bapeupyer ot 55 no 88%
[8]. Ilo HEKOTOpBIM NHUTEpPATYPHBIM JAHHBIM, KaK-
apiid 33-i sxurens EBpONBI SBIACTCS I'€TCPO3UTOT-
HBIM HOCHUTEIICM 3TOH MyTauuH [3, §, 24].

Mytauus 35delG o0ycnoBnuBaeT pa3BHTHE
paHHEH HECHHAPOMAJbHOII HEHpPOCEHCOPHOHN TYro-
yxocTd B 20% Bcex CiiyyaeB BPOXKACHHOMH ITIyXOTHI
B €BpOINCHCKHX cTpaHax [3, 15, 24]. Jauuwiél ¢dakt
CIY’)KMT OCHOBOHM ISl BHEAPCHHUS MOJIEKYJLIPHO-
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FCHETHYECKUX METOJ0B AHArHOCTHKH HapylUeHH
CNyXa y HAlHCHTOBR TCX PErHOHOB, B KOTOPHIX OC-
HOBHOM BKJIAJ B JaHHYIO NATOJIOTUI0 NPUHAIIEKUT
mytauud 35delG. B DcToHHMM 4acTOTa IE€TEpO3H-
FOTHOTO HOCHTENBCTBA JAHHOH MYTalUHH COCTaBIIA-
et 12% [15], B bamkoproctane, cpelHel Ioioce
Poccuu 1,4 —3% [3, 12].

YacroTa pacrpoCcTpaHEeHHOCTH MyTaluu 35delG
Cpely JIMI| CO CHIDKCHHBIM CIyXOM U €€ BKJIal B
passutue Tyroyxoctu B PC(S) mo cux mop He u3y-
4eHbl. JIo HeaBHETO BPEMCHHU KIMHUYECKUH MONH-
MOp¢U3M U I'€HETHYECKas reTepOreHHOCTh JaHHOU
[ATONOrMKM HE MO3BOJIUIM TOYHO YCTAHOBUTH IIPH-
yuHy 6onesnn. C nosgenenveM JHK-texnonoruit
CTano BO3MOXHBIM Ooiiee 3¢¢EKTHBHOE METUKO-
reHEeTHYEeCKOe KOHCYIbTHPOBaHHE OOJBHBIX U3 ce-
Mell C HacleICTBEHHBIMH HECHHAPOMAJIBHBIMH
(bopMaM¥ TYrOyXOCTH H INIyXOTBL

MaTepHaJ]bl H METOAbI

IlpoBeneno Bele3nHOE M aMOynaTOpHOE MeEAH-
KO-FeHEeTH4YeCKOe KOHCyhabTHpoBaHue. OO6cnenora-
HO 47 yenoBek U3 37 HEPOACTBCHHBIX CeMEH c au-
arHo3oM Heipocencopnas tyroyxocts III-IV cre-
NECHU TPEAUONOKUTENBHO HACIeACTBEHHON 3THO-
noruu u3 Pecry6nukaHCKOH cnenuann3¥poOBaHHOR
(KOppeKUMOHHOM) IIKONbI-uHTepHaTa | THma nns
[IyX¥X OCTeil U U3 yucia aMOynaToOpHbIX GONBHBIX
MEJUKO-TeHETUYCCKOH KoHcynpTauud PL Nel —
HIIM. Ha xaxnoro naumeHTa COCTaBj€HA I'€HETU-
yeckast KapTa, COOpaH I¢HEalloTHYECKUH aHaMHE3.
Bospact npobanaoB BapeupoBall oT 6 no 22 ner. B
15 cembsX BBISIBICH ayTOCOMHO-PELIECCHBHBIN, B 3
— ayTOCOMHO-IOMHUHAHTHBIM, B 19 — THUN Hacneno-
BaHUs HE YCTaHOBIEH. B olHOM cilyuae BbIABIICH
cunapoM Baapaenbypra. Y 32 o6cnenoBaHHBIX
HMeNMCch OONBHBIC CHOCBHL. ODTHUYECKAs IIPUHAL-
JIEXKHOCTh yCTaHaBJIMBaNach IIyTeM oIlpoca obcrie-
noBaHHBIX (33 akyTa u3 27 cemeit, 12 pycckux u3 10
ceMeit, 3 uHryiua u3 1 ceMon).

MoJieKyJasipHO-TeHETHYECKHI aHaInu3

JHK Bbuiensnu u3 JeHKOUUTOB nepudepuyc-
CKO# KpOBH METOAOM (HCHON-XJIOPOGOPMHON 3KC-
Tpakuuu [19]. Amunudukaumio NpoBOAHMIN C IO-
MOIBIO NoNuMepa3Hoi uenHoil peakiuu (I11[P) va
annapare “TepUuK” ¢ UCHONb30BAHUEM IIPAHMEPOB
[8]. Hnuua ammnudurauuoHHOro ¢QparMeHTa B
HopMe cocTaBuna 89 m.H., npu mytauuu 35delG —
88 m.H. (puc.1).

Pesynbrarel ammudukauun ouesusanu B 10%
nonuakpuwiaMuanoM rene (AA: 6ucAA= 29:1,3) ¢
5% rnvuepuHoM, nnuHoii 20 cM. B kauyecTtse Gyde-
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UIEHTUPUKALIMA MYTAUUU 35DELG B TEHE GJB2 Y BOJIbHbIX HEMPOCEHCOPHOH TYTOYXOCTBIO

Puc. 1. Unentndurauus myrauun 35delG B 10% nonuaxpu-
namug"om rene. 1,4, 5,7, 8,9, 12, 13 — normal/normal; 2, 3, 6
— deletion/deletion; 10, 11 — normal/deletion

pa nana osnekrpodopesa ucnonszoanu 1xTBE.
Onextpodopes NIpoBOAUIM B TeUEHUE 4 YACOB NpPU
300 B. B xauectBe Mapkepa MOJEKYJIAPHOH MaccChl
ucnonb3oBanu JIHK ¢ara A pUC 19/Mspl. Ilocie
pasaenenus npoaykrop lIIIP reas okpammBanu B
pacTBOope OpOMHUCTOro 3THANA U QoTorpabupoBamn
B Y®-creTe. YacToTa MYTaHTHBIX alieneii Ha Xpo-
MocoMax OONBHBIX BBICUMTHIBANACHE IO (opMyIe:
p = /N, rie n — YHCIO XpPOMOCOM C MyTauuei
35delG, N — of1ee 4MCa0 MCCAETOBAHHBIX XPOMO-
COM B BBIOOpKE OONBHBIX, P — YaCTOTA MYTaLMH.

Pe3yabTaTnl B 00cy:kIeHHe

Bnepsble B IIPAKTHYECKOM 3pPABOOXPAHCHHHU
PC(s1) 6vin anpobuposan onun u3 Meronos JITHK-
JUAarHOCTHKH HACIEACTBECHHBIX ()OPM TYrOoyXOCTH:
npsaMoi ananu3 Mytauuu 35delG [1] (puc.l). Ilo
MIOJIYYeHHBIM JaHHBIM, MyTauus 35delG Ovina BbI-
asnena y 11 u He obHapyxena y 37 uenosek. U3 11
fanyesToB ¢ myrauueit 35delG 5 uenomex oxaza-
JINCh FOMO3HIOTaMH, 6 — Ie€TepO3UIOTHBIMU HOCH-
TENAMH. YHUTBHIBAaS COOTHOLUCHHE YHUCIA TOMO- H
reTepO3HIOTHAIX HOCUTENEH MyTallMi, Mbl IPOBEIH
OLEHKY 4acToThl MyTaumu 35delG, koTopas cocta-
suna 0,166 (16,6%) B wuccnenoBaHHO BBIOOPKE
6onbHbIX. ITomyyeHHBIH pe3ysbTaT COracyeTcs co
MHOTHMH JIMTEPATYpHBIMU IaHHBIMM O BBICOKOH
PaclpoOCTPAHEHHOCTH JTOH MYTallMd B Pa3lIUYHbIX
nomymsnwsix [3, 5, 7, 11].

VY 5 nauuenrtos, Ha 06eMx XpOMOCOMax KOTO-
pbix Obwna BeLsBIcHA MyTauus 35delG, npuuuHy
CHIDKEHHS CJIyXa MOYKHO CYHTATh YCTAHOBJIECHHOM.
OTO0 HeMalloBaXXHO I IU(p¢epeHIHanbHON nuar-
HOCTHKM IpPH YCTAHOBJICHUYM HACACACTBCHHOH
ITHONOTUH 3a00JIeBaHUS U MOCIEAYIOIIEr0 MEAUKO-
TEHETHYECKOI0 KOHCYJIILTUPOBAaHUA. B 3THX ceMbsx
B JajIbHEHILIEM BO3MOXKHA MpeHaTalbHas (10poo-
Bas) JHK-nnarsoctuka. CteneHp Tyroyxoctd mna-
uMeHToB ¢ reHorunom deletion/deletion cocraBuna:
80% — IV u 20% ~ III crenenu, 4TO NOATBEPXKAACT
MHOTU€E MCCEeN0BaHU O IPAKTHYECKH MTONHOM Ty~
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80% i WV

Puc. 2. PacmpeneneHue NMalHEHTOB ¢ MyTamuel
35delG B TOMO3MIOTHOM COCTOSHHH IO CTEIEHH
TyroyxoctH (%)

X0T€ y HOCHTENeH naHHO# MyTallU¥ B FOMO3MIOT-
HOM coctosauH (3, 5] (puc.2).

Myrtauus 35delG BoisiBieHa y 6 o06cnenyeMbIx B
TeTEpO3UrOTHOM cocTosHUH. OOHapy>KeHHas MyTa-
uus 35delG Tonbko B ONHOH KOIIMM IéHa HE pac-
KpbIBAeT IPHUYMHDI PAa3BUTHS TYTOYXOCTH Y HaHHBIX
NAaUUEeHTOB, T.K. MyTaHTHbIN aJljie/b PELECCUBCH 110
OTHOLICHUIO K aJIJIe/ M JUKOro tuna. Takoe Konmuye-
CTBO I'€TEPO3HIOTHEIX HocHTeneH jeneuun 35delG
M HajJM4ME Yy HUX IIOTCPU CIyXa MOTYT YKa3bIBaThb
Ha Cerperanyio pasivuHBIX MO0 IPOMCXOKICHHUIO
MYTaHTHBIX ajnelneidl y HUCCNeNOoBaHHBIX OONBHBIX,
YTO, BCPOATHO, SBJIAETCA ACHCTBHEM HAIPaBIICHHO-
ro orbopa, T.e. aCCOPTATUBHOCTH OpPaKkOB MEXIY
cnabocnpnualiiMy. B cBs3u € 3TUM HEOOXOAHUMEI
JanbHEHILME UCCIACNOBAHUSA HE TONBKO cpeau Oonb-
HBIX, HO M CpeJU 30pPOBOr0 HACENECHHS UL OLICHKH
9acTOTHl [ETCPO3UIOTHOIO HOCHTENBCTBA JAaHHOM
MyTauuu B nonymsnuax PC ().

Y nBoux cuOCOB M3 OIHOW CEMBH C MyTalluei
35delG B TOMO3ZUTOTHOM COCTOSHHHM HaOI0/1anach
J0XHas KapTHHA ayTOCOMHO-AOMHHAHTHOIO THIA
HacnenoBaHus. B naHHOM ciydae HeoOXoquMmo 00-
Clel0BaHUE poaMTeneil npobaHaoB, T.K. OHH MOTYT
SBJIATHCS. HOCUTENSIMM TOH e MyTaluy B FOMO- ¥ B
reTepo3UroTHOM COCTOSIHUH. Hakomnenue myraumii
U nonoOHass KapTHHA JIOKHOTO THIIA HAC/ICA0BaHUI
MOTYT F'OBOPHTE 00 acCOPTATUBHOCTH OpaKoB Mex-
Iy ci1abocnblIalMMH.

CiienoBateibHO, BBICOKAas 4acTOTa TIeTEepO3M-
TFOTHBIX HOCHTENEH cpeu GONBHBIX TYTOYXOCTHIO U
JIOJKHAs KapTHHA ayTOCOMHO-JOMHHAHTHOTO THIIA
HAacNeJOBaHHUS YKa3blBalOT HA BBIPAKEHHBIH COLM-
aJIbHBIA XapakTep mnpoOiembl. MHorue moau co
CHIDKCHHBIM CIIYXOM COLManbHO HE MOOWNBLHBI WU
IPOCTO Ae3alalTHPOBaHbl B 001ecTBe. Eciu o 1
CO3Jal0T CEMbH, TO BHYTPH OIPaHMUYECHHOTO Kpyra
JUL, KaK NpaBwIO, M3 CBOCH cpeasl (crenuIkosia-
HHTEPHAT M JPYIHE€ COLMAIBHBIE HHCTUTYTHI), HTO
CHOCOOCTBYET PACHPOCTPAHCHUIO U HAKOMACHUIO
Pa3IMYHBIX [I0 IPOHUCXOXKICHUIO MYTaHTHBIX ajiie-
neit cpean cnabocnpnuanmx. B aToM 3akmodaercs
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cnoxkHocTs JHK-nuardHoCTHKH, T.K. Ie€HETHYECKas
T€TEPOr€HHOCTb HACJIEACTBEHHBIX (OPM TYroyxo-
CTH HE TIO3BOJSIET TECTUPOBATh HAa CETOHSAIIHUM
JIEHb BCC Pa3iUYHBIE 110 HPOUCXOXKICHHUIO M JIOKa-
NU3alMK MYTal¥MM B T€HaX, OTBETCTBEHHBIX 3a pas-
BUTHE CJlyXa, KOTOPBIX MOXKET OBITH O4YE€Hb MHOTO.
B cBa3u ¢ stuMm ansg ontumaneHoit JHK-nmar-
HOCTHKH HEOOXOAMMO BBISBUTH CIEKTP Ma)XOPHBIX
MyTanui B nonyasuuax PC (S1).

Pacnpenenenue HocureneH myrauuu 35delG B
TOMO- H TeTepO3UrOTHOM COCTOSHMH B 3aBHUCHUMO-
CTH OT STHHYECKOHW NPHHAIJIECKHOCTH, KaK EBpO-
NEOHUJIOB, TaK U MOHTOJIOHIIOB, NIPeACTaBlcHa B Tab-
e,

BerpeuaeMocTh MyTalui 35delG y nanMenToB
¢ HePOCeHCOPHOIl TYroyXocTbio B 3aBHCHMOCTH
OT 3THHYECKOH MPUHALIEKHOCTH

Hammonans- I'enotun del/del I'emorun del/norm
HOCThH (KOJIHYECTBO YeJIOBEK) | (KOJIMUECTBO YETIOBEK)
Pycckuit 2 5
SxyT 0 1
Harym 3 0

IIpumeuanue. I'eHotun del/del —-romo3urora mo MyTaLMH
35delG; renotun del/norm — reTepo3UTOTHEIE HOCHTENH MyTa-
uuu 35delG.

Obuapyxennas Mytauusa 35delG y 1 axyra B
reTepO3UroTHOM COCTOSIHHH, BO3MOXHO, HMEET CB-
POIICOMTHOE IIPOUCXOXKACHUE, BCIECICTBUE METHCA-
LUH C NPHUILILIM HAacelCHHMEM, T.K. IO JHUTEpaTyp-
HbIM JaHHBIM Y MOHTONOHIOB MaHHas MyTauus
IPaKTHYECKK He BcTpeyaercs [4, 11]. B uccaeno-
BaHHOW HaMH paHee BBIOOPKE SIKyTOB ¢ HEHpPOCEH-
COpHOH Tyroyxoctblo MyTauus 35delG He Oblia
obHapyxeHa [1], 4yTo, MO-BHAMMOMY, CBS3aHO C
HU3KHM YPOBHEM paclpOCTPAaHEHHOCTH JaHHOMH
MYTalyy B AKYTCKOH MOIYJSIMH. JTO, B CBOIO O4Ye-
pellb, cornacyercs ¢ AaHHBIMHU 110 3THOCHenu¢puy-
HOCTH HaKONJIEHMA MyTalmil B rene GJBZ, T.x. My-
tauus 35delG H6onee xapakTepHa AJs €BPONCOUIOB
[3, 11, 15]. Ilo maHHBIM aHanM3a MHUTOXOHIPHAJIL-
Ho# THK, conepskaHue €BpONCOUTHOIO KOMIOHEH-
Ta B renodoHae AxyToB HeBbIcOKOE (8,4%) [10] u,
COOTBETCTBCHHO, YacToTa MyTanuu 35delG Moxer
ObITh KpaillHe Hu3KOH. TeM He MeHee NaHHBIN BO-
npoc TpebyeT HanbHEHIIEro M3y4yeHHs B aCIEKTE
apXeoJNIOTMYECKOM M J3THHYECKOH T€HOMHKH, T.K.
3THOCTICUH(GUYIHOCT, HAKOIUICHUS MYTalMil B reHe
GJB2 MOXET UCNIONB30BAThCS B KAYECTBE BECOMBIX
apryMeHTOB JAJIs JOKa3aTelbCTBA Pa3NMYHBIX CLe-
HAapUeB MUIPALMH U IPOUCXOKICHUA HApOAOB.

TakuMm oOpa3oM, B 3aKJIIOYEHHE MOXKHO OTME-
TUTH, YTO MOSICKYJIAPHO-TEHETHYECKass MACHTU(HU-
Kauus MyTauuu 35delG B rene GJB2 ycnewHo an-
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poGupoBaHa U MOXKET OBITH BHEAPEHA B NPAKTHUKY
MEJUKO-TeHeTHYECKOH KoHcynpTauuu PB Nel -
HIIM. BMecTe ¢ T€M CTOHUT 3aMETUTh, YTO OCTAETCH
BBICOKHM IIPOLEHT GOJBHBIX, Y KOTOPBIX NPUYUHEI
CHIDKEHHS CJIyXa OCTaloTCs HEH3BeCTHbIMH. Heol-
XOAUMBI AalibHEWIIne HCCIIENOBAHMsA CIIEKTpa My-
Tauuit redoB GJB2 u GJB3 ¢ moMoOUIbIO aHanIH3a
KOH(GOPMAMOHHBIX TONUMOP(OU3MOB OJHOHHUTE-
Bbix (parmenro JIHK (SSCP-Single Strand
Conformation Polymorphism) ¢ nocneayromum
cekBeHupoBaHueM obpasuos JHK ¢ HalaeHHBEIMM
HM3MEHCHHUAMHM IOJABIXXHOCTH. 114 MOCTpOeHHKs OIl-
TuMmasnbHoro amropurma JIHK-auarHoctuku Ha-
CHENCTBEHHBIX (OPM TYroyXOCTH/TIyXOThl B SIKy-
THH Ha JaHHbII MOMEHT HaMM HA4aThl HCCIENOBa-
Hus ¢ nomouipio SSCP-ananuza nokyca Cx26AU B
rene GJB2.

Paboma evinoanena npu ¢unancoeoti noodep-
acxe epanma Ipesudenma PC(A) 6 obracmu 30pa-
sooxpanenus u meouyunckou nayku, Ne327 PII.
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Hoceawaemca 80-nemuwo pabomer meduxo-ca-
numapnozo ompada AH CCCP e Bunwotickom
okpyee Hxymckoi obracmu

Meauko-canurapubtii orpaa Axyrexoii yxcnexnaun AH CCCP (1925-1926 rr.)

B.11. Huxonaes

B 1925-1926 ze. ¢ Bunioiickom okpyze Axymckoii obracmu paboman MeOuKo-CaHumapuvlii ompsd Kom-
naexcrou sxcneduyuu AH CCCP, opeanuzogannoti no unuyuamuge Ilpasumenvcmea Axymckor ACCP. Me-
OQUKO-CaHUMAPHBLIM OmpAoom Obio npotdeno 5322 km nymu, 20e 6vino ob6credosano 1811 uenosex. Omps-
dom Dbl 6bLAGNEHBL HEYOOEIEMEOPUMETLHBIE YCL08USL HCUSHU U ObIMA MECMHO20 HACENeHUs U C6A3aHHOe C
HUM bonvwioe pacnpocmpanenyue myGepryaesd, HeenyOouHO-KUMEHHBIX 3a00Ne6aHUl, MAMEPUHCKOU U MAA-
denueckoti cmepmuocmu. 1o ecemy mapupymy credo8anus ompsaoom Oviia OKA3aHA MEOUYUHCKASA HOMOUWb
naceaenuw. Ilo npowecmeuu 80 nem Bunwoickaa sxcneduyusn ne nOMepana c8oet HAYYHOU U NPAKMUYECKOU
SHAuUMOCmy.

HHUKOJIAEB Banepuau ITapdenbeBud — K.M.H., yueHsblii
cexperaps SHI| PAMH u Ipasurenrcrea PC (S).
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