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AHAJIU3 YCTOUYNBOCTU FETEPO3UIOT-
HbIX HOCUTEJIEN MYTALUN C.-23+1G>A

N'EHA GJB2 K AUAPEE

B HacTosweln paboTe npefactaBneHbl pe3ynbTaThl aHanm3a yCTOMYMBOCTY FreTEpPO3UrOTHLIX HocuTenewn mytaumun c.-23+1G>A reHa GJB2 k
avapee B AkyTun. Bbino nokasaHo, 4TO y MHAMBMAOB C MyTaumei c.-23+1G>A B reTepo3MroTHOM COCTOSIHUM JocToBepHO pexe (p<0,05) peru-
CTpMpOBanuch criydan anapen 3a nocrnegHui rof, Hexenu y nHansuaos 6e3 mytaumu. MonyyeHHble pesynstaTtbl CBUAETENBCTBYOT O TOM, YTO
reTepo3uroTHble HocuTenu mMytaumm ¢.-23+1G>A reHa GJB2 MOryT UMETb MOBBILLEHHYHO YCTOWYMBOCTb K XKENyAOYHO-KULLIEYHBIM UHMEKUMNAM, B

HYaCTHOCTU K anapee.

KnioueBble cnoBa: reH GJB2, anapes, mytaums ¢.-23+1G>A, reTepo3urotTHoe HoCUTENbCTBO.

In this paper, we present the results of an analysis of the resistance of heterozygous carriers of the c.-23+1G>A mutation in GJB2 gene to
diarrhea in Yakutia. It was shown that in individuals with c.-23 + 1G> A mutation in the heterozygous state, cases of diarrhea for the last year were
registered less frequently (p <0.05) than in individuals without mutation. The research results support evidence that heterozygous carriers of GJB2
gene mutations may have increased resistance to gastrointestinal diseases, in particular to diarrhea.

Keywords: GJB2 gene, diarrhea, c.-23+1G>A mutation, heterozygous carriers.

BBepneHue. Pesynbratbl paHee npo-
BEAEHHbIX MCCNeOOBaHUN CBUAETEMb-
CTBYIOT O JTOKaNlbHOM HaKOMMeHUn MyTa-
uMn canta cnnancuHra c.-23+1G>A reHa
GJB2, kogupytollero 6enok KOHHEKCUH
26, n xapakTepusylT permoH BocTtou-
Hor Cuburpu Kak 3HAEMUYHBIN o4ar pac-
npoctpaHeHus c.-23+1G>A, Haubonee
KpynHbIn B mupe. [pn aToM 4acTtoTa
reTepo3nroTHOr0 HOCUTENbCTBA AaHHON
MyTauum B 6 MCCneaoBaHHbIX MOMyns-
umsax BoctouHom Cubupw (sikyThl, gonra-
Hbl, 9BEHKM, 3BEHbI, OKarmpbl 1 pycckue)
okasanacb OOHOW M3 CaMbIX BbICOKMX B
mupe (4,7%) n B nonynsiiMm sKyToB CO-
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cTaBuna nokaneHbii Mmakcumym — 11,7%
[3]. Mo3anHee Ha Gonee macLuTabHOW BbI-
bopke skyToB (n=350) KpaiHe BbicOKasi
YyacToTa reTepo3vroTHOr0 HOCUTENbCTBA
noateepaunacs u coctasuna 10,3%, 4to
oKas3anocb COMOCTaBUMO C YacTOTON re-
TEPO3NrOTHOrO HOCUTENbLCTBA CEPnoBUA-
HO-KNeTo4YHON aHemumn B Adpuke [6].
Pesynbratbl nMccnegoBaHuin  cBuae-
TENbCTBYIOT O TOM, YTO KpalnHe BbICOKas
yacTtota myTtaumm c¢.-23+1G>A B AkyTun
MOXET OOBbACHATLCA HEe TOMbKO CToXa-
CTUYECKMMU chakTopamMm NonynsiLMoOHHOM
OVWHaMUKN 1 BbIpaXKeHHbIM 3pdeKkTomM
OCHOBATEnNs, XxapakTepHbIM Ang nonyns-
unn SkyToB [2], HO 1 genctememM oTbopa.
YunTbiBasi, YTO 3IKCMPECCUS TEHOB KOH-
HEKCUHOB (B TOM YMCIe KOHHEKCUHa 26)
Oblna nokasaHa He TOMbKO B YNIUTKE, HO
1 B anvaepmuce [7], obpasoBaHue Kpyn-
HOro CMBUPCKOro ovara HaKkomnneHus My-
Taumm canTa cnnavcudra reHa GJB2, Be-
POSITHO, MOXHO OOBSACHUTb NOBbILLEHHOMN
BbDKMBAEMOCTbI  [€TEPO3UTNOTHBLIX  HO-
cuTenen Mytauuu camta cnrancuHra c.-
23+1G>A. B HacTosilLee BpeMsi U3BECT-
HO, 4TO HocuTenu myTauun p.Arg143Trp
reHa GJB2 B HeKOTOpbIX adpuKaHCKUX
ctpaHax (laHa) gemoHCTpupyloT yTon-
LEHHbIM Crnon anugepMmuca Mo cpas-
HEHUIO C HOCWUTENAMWU annenew AWKOro
TMna, 4YTO, BO3MOXHO, CBSA3aHO ¢ Boree
BbIpaXXeHHOW 6apbepHON PyHKLMEN KOXM
y nvy ¢ myTaumen p.Arg143Trp. ABTOpbI
ronaratT, 4YTO YTOSNLLEHHbIA anuaepMuc
MOXET 3aLlMmLLaTb OT YKYCOB HACEKOMbIX,
TPaBM 1 OrpaHMYMBaThL KIETOYHYO NHBA-
310 HEKOTOPbIX BakTepuanbHbIX NHMEK-
uuia [8]. B 2009 r. 6binmn onybnunkoBaHbl

pesynkTaThl YNbTPa3ByKOBOrO MCCneno-
BaHUSA TOMLWWHbI 3nNuaepmMuca y retepo-
3UIOTHBIX HocuTenen myTtauum c.35delG
reHa GJB2 B Wtanuu, roe takke Obinu
noaoTBEPXAEHbl AaHHble O Oonee Ton-
ctom cnoe anuagepmuca [5]. Mpu uH-
TepnpeTtaumm noryYeHHbIX pe3ynbraToB
aBTOPbI ONMPANUCb Ha 3KCNepuMeHTarnb-
Hble WCCnefoBaHUSA KIETOYHbIX JTMHUNA
in vitro, B KOTOpPbIX GbINO NOKa3aHo, YTO
Cx26-myTaHTHble KneTkn Gonee ycTtom-
YMBbl K MH(EKUMOHHOMY BO3OyaMTEmMtO
knweyHon guseHtepun Shigella flexneri
[1]. B nocnegytolwem 3TON e rpynnoun
aBTOPOB [aHHble Obinn NOATBEPXKAEHbI
npyv wnccrneaoBaHWM YacToTbl CryyYyaeB
auapen y reTeposuroTHbIX HOcUTenen
myTaumu c.35delG, rge y rereposurot no
[aHHOM MyTauuu crnyvyam auapeun BcTpe-
Yanucb AOCTOBEPHO pEXEe, YeM Y nuL C
HopmanbHbIM GJB2-reHoTunom [4].

Llenbto paHHOW paboTbl aBRsieTcst
aHanu3 YCTOMYMBOCTM FeTEepPO3UrOTHbIX
HocUTenewm MmyTauuii camTa crnancuHra
c.-23+1G>A reHa GJB2 k gnapee B AKy-
T™n.

MaTtepuansi u MmeToAbl UccrenoBa-
HuA. [na vccnegoBaHUst YCTOMYMBOCTU
reTepo3nroTHbIX HocUTenewm MyTaumm
c.-23+1G>A k gnapee 6Gbinu obcnepno-
BaHbl YCMOBHO 3[0pOBble WMHAVMBWUAbI, Y
KOTOpbIX ObINO NPOBEOEHO aHKETMpPOBa-
HMe, BKIOYaloLLEE BbISICHEHNE KPaTKOro
aHaMHe3a XM3HW, >Xanob, 3STHWYecKowm
NPUHaANexXHOCTH, CBedeHn o 3abone-
BaHWAX, TpaBMax M hakTopax BHELUHEN
cpenbl. B aHkeTax, cormacHo bpucTtonb-
CKOWM LUKamne, y4aCTHUKM UccrnenoBaHus
CaMOCTOATENbHO 3anoNHANU nHdopMma-
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unto 0 Hamboree xapakTepHowm doopme
ctyna (puc. 1,A) n KonuyecTse cryyaes
aunapewm 3a rog (Hukorga — 0, pegko — 1-5,
yacTo — 6-10, 6onbwe 10 pa3 B rog) (puc.
1,6). B BbIbopke oTcyTcTBOBanM nwuua
C YCTaHOBMEHHbIM AMarHo3oM 6GonesHb
KpoHa n gpyrumm 3aboneBaHusiMu TOI-
CTOro kuweyHuka. Kpome Toro, us Bbl-
Oopkn obcneayembix ObINMM UCKIOYEHDI
3 nHOuBMAA ¢ XPOHUYECKMM XOMeuucTum-
ToMm. Bce obGcnenoBaHHble Gbinu sikyTa-
MU MO 3THUYECKOWN MPUHAANEXHOCTU, U3
nccrnenoBaHnsa Takke ObINM UCKITHOYEHBDI
64 wHOvMBMOA OpPYron 3THUYECKOW npu-
HagnexHocTn (pycckue, OypsTbl, asep-
BangxaHLbl, 3BEHKW, 3BEHbI, toKarmpbl u
MOTOMKM OT MEXATHUYECKMX Bpakos).

Takvum obpasoM, uccnegyemyro Bbl-
bopky coctaBunu 272 wvHOMBMAA U3
nonynsiuuyM  sIkyToB, BO3PACTHOW paHr
coctasun ot 18 go 30 net (cpegHuin Bo3-
pact coctaBun 20,3 net + 2,04 roga), us
HuX 170 (62,4%) >xeHwmnH n 102 (37,5%)
MYXYMH.

[anee Hamn GbIN NpoBegeH MOneKy-
NSPHO-TEHETUYECKNA aHanu3 geTekumm
MyTauumn canTa cnnancunra c.-23+1G>A
nytem amnnudukaumm dparmeHTa reHa
GJB2, BkntovaroLwero 3k3oH 1 ¢ nomo-
wbto MUP, ¢ ncnonbsoBaHvem npariMe-
poB: 5-CCGGGAAGCTCTGAGGAC-3,
5-GCAACCGCTCTGGGTCTC-3 [9].
AHanus nonumopduama AnUH PecTpuk-
UMOHHBIX  dparmenToB  (MUP-MOP®)
NPOBOAMMM C MOMOLLbIO crneunduye-
CKOW SHAOHYyKNeasbl pecTpukuun Hphl
no NpPOTOKOIY, PEKOMEHA0BAHHOMY MpPO-
nssogutenem («New England Biolabs
Inc», England). TMpoaykTtel rmgponusa
nogBepranncek AnekTpodopeTUYecKoMy
pasgenexunio B 3%-HOM arapo3HoM rerne.
WpoeHtndpumkaumo  dpparmeHtos  [OHK,
cogepxalymx MnonMMopdHbIA canT pe-
CTpVKUMK, ocyllecTBnsanu B Y®-ceeTe,
C MOMOLLbIO CUCTEMbI renb-BUAEO [0-
KymeHTauum «Bio-Rad» (CLUA) (puc. 2).
Mocne reHoTunupoBaHua 272 WHAUBK-
[OB JaHHasa Bblbopka Obina nogpasge-
neHa Ha ABe rpynnbl: 1-9 rpynna — nuua
6e3 myTtauun c.-23+1G>A B reHe GJB2
(n=238), 2-a rpynna — nuua ¢ MyTauumen
c.-23+1G>A reHa GJB2 B retepo3urot-
HOM COCTOSIHUM (N=34).

CraTtucTuyeckme pacyeTbl MpoBOAM-
NMCb C MOMOLLbIO KOMMBIOTEPHbIX MNPO-
rpamm MedStat, Biostat (McGraw-Hill,
Inc. Version 3,03) n Sampling (no6e3Ho
npegoctaeneHo V. Macaulay n agantu-
poBaHo M. Metspalu). [ns cpaBHeHus
yacTtoT GJB2-reHOoTMNOB B UccrnenyemMbix
BbIGOpKax MCMonb3oBanu Kputepuin x>
CTaTuCTMyeckn 3HaYMMbIMU  CYUATANU
pasnuyus npu p<0,05.

O6GcnenoBaHnsi,  NpedyCMOTPEHHbIE

A BpucTonbckas Lkana ctyna B Cnyyan gnapen
@@@®  Tun 1. OTaenbHble TBEPObIE KOMKN, Kak Opexm
-/ Tun 2. B dhopme konbacku, KOMKOBaTbI MocToaHHO >10

,  Tvn 3. B dhopme Konbacku, ¢ pebprcTon NOBEPXHOCTLIO
R dop pe6p P Gacro 610
G@P Tun 4. B hopMe KONGACKM Uiv 3Me, MaaKui n MArkui

Penko 1-5

@M Tun 5. Markue ManeHbLK1Ee LapuKkn ¢ POBHLIMM KPasMn —
R Tvn 6. Poixible YaCTUL! C HEPOBHBIMY KPESIMM, KaLLMLIEOBP&SHBIN Hviorpa 0
& Tun 7. BogsaHucTbIn, 6e3 TBepablx HacTuL,

Puc.1. dopma aHKeTbl, B KOTOPOWN y4aCTHWKM NCCNEAOBAHNS CaMOCTOATENBHO BbliGMpanu oguH
13 NnpeanoXeHHbIX BapnaHToB: A — bpuctonbckas wkana cryna, b — yactora cnyvaes avapen
3a nocnegnHui roq
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Puc.2. OnekTtpodoperpamma getekumm mytaumm ¢.-23+1G>A rena GJB2 B 3%-HOM arapo3Hom
rene ¢ npumeHeHunem MNUP-MOP® aHanusa (rMaponua ¢ NOMOLLbIO 3HAOHYKNEea3bl PecTpUKLmUmn
Hphl): npopoxku 1, 21, 41 — mapkep, 2-13, 15-24, 26-30, 32, 34, 35, 37, 39-47, 49-52 — romo3auro-
Tbl N0 Hopme (wt/wt), 14, 25, 31, 33, 36, 38, 48 — reTepo3nroTbl No MyTauun c.-23+1G>A

A [ c-23+1G>A/wt [l wt/wt B B Myxuunbl B Kenwmnbl
55% 55%
50% 50%
45% 45%
40% 40%
35% 35%
30% 30%
25% 25%
20% 20%
15% 15%
10% 10%
5% 5%
& «ﬂ‘\b o & & &*‘f’ &

Puc.3. Pacnpegenenve no Tunam ctyna mexay GJB2-reHotunamu v no nony: A — pacnpegene-
Hne BbIBOPKK Mo TMNam cTyna mexay GJB2-reHoTunamu ()KenTbiM LIBETOM BblAerNeHbl reTeposu-
roTHble HoCUTENWU MyTauun c.-23+1G>A, 3eneHbiM — nHAMBKABI 6e3 myTaumm c.-23+1G>A); b
— pacnpefeneHue BbIGOPKK MO TUMaM CTyna Mexay MyXUYMHaMKN U KEeHLMHaMN (CUHAM LIBETOM
BblAeneHbl My>K4YMHbI, PO30BbIM — KEeHLLINHbI)
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KosnmyecTBo ciiyyaeB quapeu 3a MOCJAeHU IO Yy reTepo3UroTHBIX HOCUTE/Ieli 1 HeHocuTeseil myTauuu c.-23+1G>A rena GJB2

KonuuecTBo Oo6mras BeIOOpKa (n=272) Kennunae! (n=170) Myskunasl (n=102)

ciydaes quapen |c.-23+1G>A/wt|  wt/wt 2 c.-23+1G>A/wt|  wt/wt 2 c.-23+1G>A/wt|  wt/wt 2

3a [TOCIICAHMIA TOI (n=34) m=238) | ¥ | P (n=23) (m=147) | ¥ | P (n=11) =91 | ¥ | P
0 (uuKorna) 8(23,5%) | 12 (50%) [14,93[<0,05] 5(21,7%) | 7(4,7%) [8,74|<0,01] 3 (27,2%) |5 (5,4%) |6,44]<0,05
1-5 (penko) 14 (41,1%) 127 (53,3%)| 1,77 [>0,05] 10 (43,4%) |83 (56,4%)|1,35>0,05] 4 (36,3%) |44 (48,3%)0,57[>0,05
6-10 (1acto) 8(23,5%) |56 (23,5%)] 0,00 [50,05] 5(21,7%) [36 (24,4%)[0,08/>0,05] 3 (27,2%) [20 (21,9%)0,16[>0,05

>10 (noctosmmo) | 4 (11,7%) |43 (18,0%)] 0,83 [>0.05( 3 (13.0%) [21 (14,2%)0,03[>0.05|  1(9.0%) 2 (24,1%) 1,28 *-0°

IIpumeuanue: c.-23+1G>A/Wt — TeTepO3UTOTHBIC HOCUTEIN MyTalluH caiita crutaiicunra reaa GJB2, wt/wt — muna 6e3 mytamuu c.-23+1G>A B
reHe GJB2. J)KupHbIM BbIJIC/ICHbI CTATUCTUYECKU 3HAYUMBIE OTIMYMS, YPOBEHb CTaTUCTHUYECKOM 3HaunMoctu p<0,05.

paMKkamu  Hay4YHO-MUCCreaoBaTenbCKow
paboThl, NPOBOAMNUCE C UHDOPMUPOBAH-
HOrO MMCbMEHHOTO COrnacus y4acTHUKOB
nnu ux pogutenen. [aHHas Hay4YHO-MC-
cnepoBatenbckass pabota opobpeHa
nokanbHbIM KOMUTETOM NO Guomeau-
umHckon atuke npu OIBY «AHL KMIM»
(r. AxyTck, npotokon Ne16 ot 16 anpens
2009 r.).

Pesynbratbl u ob6cyxpaeHue. Co-
rnacHo BpucTonbckoi wkane ctyna 6o-
nee yemy 75% obcnenoBaHHbIX UHAMBK-
[OB Habnioganack HopmanbHas dopma
kana (tun 3 — 39%, Tun 4 — 36%), n NuwWb
y Hebonblioro uyucna obcrnegoBaHHbIX
permcTpmpoBanacbh CKIOHHOCTb K 3anopy
(tvn 1 = 1%, ™7an 2 — 15%) wnn gnapee
(tun 5 = 7%, TN 6 — 2%). Mpwn pacnpe-
aeneHun obuwer BbIGOPKM MHOMBUOOB
no GJB2 reHoOTMNy Ha reTepo3unroTHbIX
HocuTenen mytauum c.-23+1G>A (n=34)
n HeHocuTernen (n=238) Habnwoganacb
cXoxasi TeHAEeHUNst — GONbLUNHCTBO NMe-
nm 3- n 4-i Tunbl cTyna.

Mmctorpamma  pacnpegeneHus  no
TMNam CTyna y reTepo3vroTHbIX HOCU-
Tenen mytaummn c.-23+1G>A (n=34) nu
HeHocuTenen (n=238) npegcTaBneHa
Ha puc.3,A. Pacnpenenenne no nony u
GJB2-reHOTUMy He BbIABUIO CTaTUCTUYe-
CKW 3HAYMMbIX OTMMYMIA MO TMNam cTyna
(p>0,05) (puc. 3,B).

3a nocnegHwii rof y reTepo3uroTHbIX
HocuTenen mytauum c.-23+1G>A cny-
Yau gvapev He Obinu 3aperncTprMpoBaHbI
(0 — Hukorga) y 8 wHamempoB u3 34
(23%). Y nuy 6e3 mytaumm c.-23+1G>A
3a nocrnegHun rog criydyam guapen He
Obinu 3apernctpupoBaHbl y 12 yen. u3
238 nporeHoTMnNuMpoBaHHbIX (5%) (Ta-
6nuua). MNpu cpaBHEHUWU OaHHbIX rpymnn
ObIny Nony4YeHbl 4OCTOBEPHbIE OTNMYKS,
KOTOpble CBMOETENbCTBYT O TOM, YTO
y TeTepo3nroTHbIX HOCUTENen MyTauuu
c.-23+1G>A cny4au guapev perucrtpu-
poBanvcb 3a NoCreaHun rog 4OCToBep-
Ho pexe (p<0,05), yem y HeHocuTenen
AaHHon myTtaumun. [Npu pacnpegenexHun
obuer BbIOOPKM NO nony Takke Obinn
BbISIBNIEHbI  CTATUCTUYECKM  3HAYMMble
OTNMMYMSA B 4acToTe ClyvaeB Auapeu

(pecnoHpeHTbl Yawe oteevanu: 0 — «HuU-
Korgar») kak y mMyxuuH (p<0,05), Tak n y
XeHwwH (p<0,01) (Tabnunua).

Mony4yeHHble pesynbTaTthbl COrnacyoT-
Csl C UCCrnefoBaHWsMU, NPOBeAEeHHbIMU
B Wtanuu ¢ yyactmem 203 vHOMBMAOB
(63% >keHLWmMH 1 37% My>4unH) B BO3pac-
Te ot 19 po 65 ner [4]. 13 H1x 170 nHawn-
BUOOB He umenu mytauumn B reHe GJB2,
a y 33 nmHaMBMOOB ObiNM OBGHaApPYXEHbI
MyTauuu B reHe GJB2 (4aLle B reTeposu-
roTHOM coctosiHun) [4]. C npuMeHeHnem
NHenHoW perpeccun bbina obHapyxeHa
3HauMTENbHAsA KOppensaums 4acToTbl Au-
apeun B 3aBucMmMocTu ot GJB2-reHoTuna
(p=0,017). BbIno nokasaHo, 4YTO y reTepo-
3UrOTHbIX HocuTenen myTtauumn ¢.35delG
reHa GJB2 uvactota cnyyaeB auapeu
Oblna JOCTOBEPHO HUXE, YeM Yy HEHOCK-
Tenen GJB2 mytauun [4].

3aknrouyeHue. Takum obpasom, pe-
3ynbTaTbl HaCTOSILLEro  WCCNefoBaHuS
NOATBEPXKAAKT paHee NoryyYeHHble AaH-
Hble O TOM, YTO reTepPO3UroTHbIE HOCK-
Tenn Mmytauum reHa GJB2 moryT umetb
MOBbILLIEHHY YCTOMYUBOCTb K Kenymoy-
HO-KULLEYHbIM 3a00neBaHnsaM, B YacTHO-
CTu K guapee. NonyyeHHble pesynbraThl
CBUAETENLCTBYOT B MOMb3y rMNoTe3bl O
CenekTBHOM MpeuMyLLecTBe reTepo-
3UTOTHBIX HOCUTENEN MYTaHTHbIX anne-
nen reHa GJB2, 4TO MOXET OOBbACHUTH
06Hapy>XeHHYI0 paHee KpanHe BbICOKYHO
4acToTy reTepo3NroTHOrO HOCUTENbLCTBA
myTauum c.-23+1G>AreHa GJB2 (10,3%)
B MOMynsAuMmn SKyTOB.

Paboma ebinonHeHa 8 pamkax [o-
cydapcmeeHHO20 3alaHus MuHu-
cmepcmea obpasoeaHusi u Hayku P®
Ne6.1766.2017 N4, npoekma CB®Y um.
M.K. Ammocosa: «leHemu4yeckue oco-
beHHoCcmu HacenieHUs1 SIKymuu: CmpykK-
mypa 2eHogoHOa, adanmauyus K Xonody,
rcuxo2eHemuU4YecKue xapakmepucmuku,
pacrnpocmpaHeHHOCMb HEKOMOpPbIX Ha-
€/1e0CMBEeHHbIX U UHGhEKUUOHHbIX 3ab0-
nesaHuliy, HUP AHL KMI1 «3y4yeHue
2eHemuy4eckol cmpykmypbl U epy3a Ha-
cnedcmeeHHOU namornoauu nonynsayud
Pecniybnuku Caxa (Sikymusi)», npozpam-
Mbl  6uopecypcHbix konnekyuli ®AHO

Poccuu YHY «leHom Skymuu» SAHL
KMIT (BPK: 0556-2017-0003) u epaHmos
PO®®U Ne17-29-06016-o¢pu-m, Ne18-54-
16004_HLUHWIT_a, Ne18-015-00212_A,
Ne18-013-00738_A, Ne18-05-60035_Ap-
Kmuka.

JNutepatypa

1. A deafness-associated mutant human
connexin 26 improves the epithelial barrier in vitro
/ YK. Man, C. Trolove, D. Tattersall [et al.] // J.
Membr. Biol. — 2007. — Vol. 218(1-3). — P. 29-37.
DOI:10.1007/s00232-007-9025-0

2. Autosomal and uniparental portraits of
the native populations of Sakha (Yakutia):
implications for the peopling of Northeast Eurasia
/ S.A. Fedorova, M. Reidla, E. Metspalu [et al.]
/I BMC Evol. Biol. — 2013. — Vol. 13(127). DOI:
10.1186/1471-2148-13-127

3. Autosomal recessive deafness 1A
(DFNB1A) in Yakut population isolate in Eastern
Siberia: extensive accumulation of the splice site
mutation IVS1+1G>A in GJB2 gene as a result of
founder effect / N.A. Barashkov, L.U. Dzhemileva,
S.A. Fedorova [et al.] // Journal of Human
Genetics. — 2011. — V. 56(8). — P.631-639.

4. Connexin 26 variant carriers have a better
gastrointestinal health: is this the heterozygote
advantage? / D. Vuckovic, B. Dallapiccola, A.
Franze [et al.] // Eur. J. Hum. Genet. — 2015. —
Vol. 23. — P. 563-564.

5. Does epidermal thickening explain
GJB2 high carrier frequency and heterozygote
advantage? / P. D’Adamo, V.I. Guerci, A. Fabretto
[etal.]// Eur. J. Hum. Genet. — 2009. — Vol. 17(3).
— P. 284-286. DOI:10.1038/ejhg.2008.225

6. Extremely High Carrier Frequency of the
GJB2 Splice Site IVS1+1G>A Mutation in Eastern
Siberia is Comparable to the Carrier Frequency of
the Sickle Cell Anemia in Africa / N.A. Barashkov,
A.V. Solovyev, F.M. Teryutin [et al.] // J. Genet.
Genome Res. 2014. 1:1.

7. Krawczak M. A role for overdominant
selection in phenylketonuria? Evidence from
molecular data / M. Krawczak, J. Zschocke //
Hum. Mutat. — 2003. — Vol. 21(4). — P. 394-397.
DOI:10.1002/humu.10205

8. Selection for deafness / C.G. Meyer, G.K.
Amedofu, J.M. Brandner [et al.] / Nat. Med. —
2002. — Vol. 8(12). — P. 1332-1333. DOI:10.1038/
nm1202-1332

9. Sirmaci A. The c. C.-23+1G>A mutation in
the GJB2 gene is prevalent and large deletions
involving the GJB6 gene are not present in the
Turkish population / A. Sirmaci, D. Akcayoz-
Duman, M. Tekin // J. Genet. — 2006. — Vol. 85(3).
- P. 213-6.




