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HelpoceHcopHasa TyroyxocTtb ABNAETCA OQHMM U3 Hanboee pacnpoCTPaHEHHbIX HACNeCTBEHHbIX CEHCOPHbIX PacCTPONCTB, Hau-
6onee yacTo MPUUNHON KOTOPOI ABNAIOTCA MyTauuu reHe GJB2. Llenbio paboTbl 6b110 onpepeneHne YacToTbl HOCUTENIbCTBA
MyTaLuii B reHe GJB2 B nonynaumoHHol Bbibopke DCCE-Bonorpa. MiccnenoaHue Bktouyano 642 yyacTHrKa 13 NONYNALUOHHOWN
BbI6GOPKM pervioHa Bonorabl. Hanuume myTauui B reHe GJB2 onpepenanu c ncnonbsosaHmem crctembl QuantStudio 12K Flex Real-
Time PCR. OnpepeneHbl reHoTuMbl 642 06pa3LoB U BbIABNEHO 39 HocuTenei MyTauuii B reHe GJB2, yacToTa reTepo3nroTHbIX MyTa-
L B BbIbopke coctasuna 6,07% (AN 95%: 4,36—8,21%) unu 1:16. Bbicokasa YyacToTa HOCMTENbCTBa MyTaLuii reHa GJB2, cBA3aHHbIX C
HapyLUeHVeM Clyxa CBUAETENbCTBYET O NePCNeKTUBHOCTM NPOPUIAKTUYECKOTO CKPUHMHIA Y MOMTOABIX CEMEN, MIaHNPYOLWMX feTel.
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Allele frequencies of GJB2 mutations in a population-based cohort study (ESSE-Vologda)
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Non-syndromic hearing loss (NSHL) is one of the most prevalent inherited sensory disorder, mutations in GJB2 gene represent a major
cause of NSHL worldwide. The aim of the work was to determine frequency mutations in GJB2 gene among 642 participants from a
population-based cohort study ESSE-Vologda. Genotypes were determined by the TagMan OpenArray Genotyping platform on the
QuantStudio 12K Flex Real-Time PCR System. The genotypes of 642 samples were determined and 39 carriers of mutations in the GJB2
gene were detected, the frequency of heterozygous mutations in the sample was 6.07% (CI95%: 4.36-8.21%) or 1:16.The high frequency
mutations in the GJB2 gene associated with NSHL indicates the potential for preventive screening in young families planning children.
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eipoceHcopHas Tyroyxoctb (HT) — motepst cny-  ctpupyetest y 1 u3 650—1000 HoBOopoXkmeHHBIX [1].
Xa, BbI3BaHHAs TOpaXXeHWEM 3ByKOBOCTIpUHUMA-  MyTtanuuu B reHe GJB2, KOTophlil KOOAUPYyeT KOHHEKCUH
totrero armapata. HT siBisietcst HanGostee pacripo- 26, SIBASTIOTCST Haubostee yacToil mpuanHoii passutust HT
CTPaHEHHBIM CEHCOPHBIM HapyllleHUeM: B cpelHeM, perv-  [2]. B Poccuu HabmomaeTcs BhICOKAsl 4acTOTa TeTEPO3U-
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KPATKWE COOBLLEHNA

TOTHOTO HOCUTEJbCTBA MyTalMii reHa GJB2, cocTaBisiio-
mas 3,4% [3]. CniekTp 1 yacToTa MyTauuii B reHe GJB2 B
Pa3JIMYHBIX PETUOHAX M 3THUYECKUX TPYyMIiaX MOXeT Ba-
pbupoBath [4]. B cBSI3U ¢ 9TUM, 1LIe/IbIO UCCIIEAOBAHUS ObI-
JIO co3/laHue TTaHeJIu U3 Haubosiee XxapaKTepHbIX IS pOC-
CUICKOI monyasguuu MyTauuil reHa GJB2 v olleHKa 4ya-
CTOTBI TETEPO3UTOTHOTO HOCUTEIHCTBA JAHHBIX MyTallUi
B nonyysititnoHHo# Beidopke DCCE-Booraa.

Ma‘repvnan n metoabl

Pabota ObL1a caeaHa Ha OCHOBE MCCIENOBAHUS « DU -
JIEMMOJIOTUSI CEPIEYHO-COCYAUCTHIX 3a00JI€BaHUI B pa3-
JIMIHBIX pernoHax Poccuiickoit @enepanum» (DCCE-PD).
B BBIOOPKY BKJIIOYAIM MpeacTaBUTeNeil Tpya0CHOCOOHO-
ro HacelleHHsT (25—64 rona) CeBepo-3amagHoro gemie-
panbHoro okpyra Poccuu, r. Bonorae! [5]. Mccnenosa-
HUe NoJuMOpGhHBIX BapuaHTOB reHa GJB2 mpoBOIUIOCH
y 642 yaactaukoB. JHK Beimensiim Habopom QIAamp®
DNA Blood Mini Kit (Qiagen, I'epmanust). KonueHnrpa-
LMIo u3Mepsiid Ha ciekTpodotomeTpe NanoPhotometer
(Implen, 'epmanust). [eTepo3UTOTHOE HOCUTEIBCTBO MY-
tauuit reHa GJB2 onpenensiiu metogoM TP B peasns-
HoM BpeMeHM Ha cucteme QuantStudio 12K Flex Real-
Time PCR System (Thermo Fisher Scientific, CIIIA),
aQHaJIN3 BBIMTOJHSICS COMIACHO MPOTOKOJTY (DUPMBI-IIPO-
n3BoauTeNs. Bce BapyaHThI ObUIM TTOATBEPXKIACHBI METO-
oM cekBeHupoBaHus 1o CaHrepy Ha npubdope Applied
Biosystem 3500 (Thermo Fisher Scientific, CIIIA).

Pe3yn bTaTbl uccsiegoBaHnA

Hnst co3naHuWsl TMaHeJM ObIJIM HCMOJb30Ba-
HbI TUTEepaTypHble JAaHHbBIE O YaCTOTaX, BbISIBIECHHBIX
B MPOBEJICHHBIX paHee ucciaenoBaHusix 6oabHbIX ¢ HT,
a TakXe JaHHbIE O YacTOTaXx reTepO3UTrOTHOTO HOCHU-
TenbcTBa cpenu HaceideHnss P®D. Bcero B qmarHoctu-
YecKylo MaHeJib BolulIo 18 maTOreHHbIX MyTallMii re-
Ha GJB2: 35delG (rs80338939, rs1801002), 167delT
(rs80338942), 235delC (rs80338943), 313-326dell4
(rs111033253), ¢.358 360delGAG (1s80338947), c.101T>C
(M34T) (rs35887622), —23 + 1G>A (rs80338940),
TRP77TER (rs80338944), TRP24TER (rs10489439),
ARGI184PRO (rs80338950), ARG143TRP (rs80338948),
c.223C>T (rs104894402), c.428G>A (rs104894401),
c.476A>T (rs28931592), ¢.224G>A (rs28931593),
c.131G>A (rs104894413), c.109G > A (rs72474224). B pe-

3yJbTaTe UCCIIEMOBaHUs cpenn 642 yIacTHUKOB BhISIBIIC-
HO 39 reTepo3UroTHBIX HOCUTENIe MyTaluii B reHe GJB2.
Hau6onee yacteie u3 Hux: ¢.101T>C (M34T) (rs35887622)
—5,3%, ¢.109G > A (1s72474224) — 0,62%, —23 + 1G>A
(rs80338940) — 0,15%. CymmapHast 94acTOTa MyTaIuii B Te-
He GJB2 coctaBuia 6,07% (m0BepUTENbHBIN UHTEPBAI
(A1) 95%: 4,36—8,21%) wnn 1:16 yenosex. I1ogydyeHHBIE
JIAHHBIC CBUIETEILCTBYIOT O BEICOKOI YaCTOTE HOCUTEh-
CTBa B POCCUICKON momnyasiuuu Mytauuit reHa GJB2, siB-
JISTIONIMXcst TpuarHoi passutust HT, uro mo3Boisaer cae-
JIaTh TIPEITOJI0XEeHUE O MePCIIEKTUBHOCTH TTPOBEACHUS
MPOoGUIAKTUIECKOTO CKPMHIHTA HE TOJIBKO B CEMbSIX BbI-
COKOT'O PUCKa, HO M Y MOJIOZIBIX CEMEH, IJTaHUPYIOIIMX Oe-
PEMEHHOCTb.
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