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CIIEKTP MYTAIIMHI SAIEPHOI'O JIOKYCA DFNB1 Y TAIIUEHTOB
C HECUHJIPOMAJIBHOWM CHT, )KUTEJIEN BEJAPYCH

Hapymrenne ciyxa (TyxoTa) SIBISIETCS 3THO-
JIOTUYECKHN TETEPOTCHHBIM 3a00JIeBaHWEM, ITPUIM-
HBI BOBHUKHOBEHMSI KOTOPOTO MOXXHO pa3IesInTh Ha
IBe OOJbIIME TI'PYIIbl: TEHETUYECKU OOYCIOBJICH-
Hasg U IpuoOpeTeHHasl. B HacTosiee BpeMms C
HACJICICTBEHHOM I1aTOJOTUEI CBS3BIBAIOT 0OoJiee
nojioBuHHbI (50 %) ciydaeB BpoxxneHHoit CHT (ceH-
COHeBpaJibHasl TyroyxocTh) [1]. Cpenu reHeTU4eCKur
OOYCJIOBJICHHOI TYTOYXOCTH B IIEJIOM ayTOCOMHO-
peleccruBHble BapuaHTbhl HecuHapomalbHoii CHT
(DFNB) saBasaiorca HauboJjiee 4aCThIMU U COCTaB-
gsaior 6osee 70 % Bcell HAceOCTBEHHOW HECUHI-
poMabHOI TaTtojoruu ciayxa [2—3].

Oxkono 50% ayToCOMHO-PEeCCUBHBIX (hopM
HACJIEICTBEHHOM HECUHIPOMATbHOU TYTOYXOCTH
B Pa3IMUYHBIX MOMYJSILMUSIX CBSI3aHHO C JIOKYCOM
DFNBI1, xapTupoBaHHBIM Ha JIMHHOM TIIjieue
13-11 xpomocomnl (13ql11-ql12) [4]. Jlokyc DFNBI1
comepxut asa rena — GJB2 u GJB6, oba xogu-
pyIOT OelKu-KOHHeKCHUHbI [1]. JlaHHBIEe OejaKu
GOpMHUPYIOT MEXKIECTOUYHBIE KOHTAKTBHI MEXIY
COCETHUMMU KJIeTKaMu, 00pa3ys CTPYKTYPY U3 LLIECTU
OEJIKOBBIX CYObeIMHUIL] — KOHHEKCOH. KOHHEKCOHBI
obecreynBal0oT OOMEH MOHOB U MAaJIbIX MOJIEKYII,
B TKAHSIX YIUTKU — TIPEXIE BCETO PEIUPKYIISIINIO
noHoB K+ [5, 6]. OcHOBHOM 1yJ1 MyTaLMii JIOKyca
DFNBI npuxoautcsa Ha reH GJB2, komupymoliuii
0eoK KOHHEKCUH 26. B Hacrosilee BpeMs B TeHe
GJB2 yxe onucaHo 6osee 150 maToreHHbIX MyTallui,
a TakxkKe psa HOTUMOPGHBIX OTHOHYKICOTUIHBIX
3aMEH, POJIb KOTOPBIX B TMaTOreHe3e MOTEpU CIyxa
noka HescHa [7]. OcoOeHHOCThIO MyTallMii TeHa
GJB2 gBasgercsas TO, 4TO MX CIEKTp M 4acToTa
3HAYUTEJIBbHO BAPbUPYIOT B Pa3IMYHbBIX ITOMYJISLIASIX.
Haubonee pacnpocTpaHeHHON MyTallMell TeHa
GJB2 cpenn eBpormeiilieB (KaBKa30UIbl) SIBIISICTCS
peueccuBHas meneums 35delG (meeumss OTHOTO
W3 TISITH TyaHnHoB B Tto3nimn ¢ 30 mo 35). Ilo pas-
HBIM OLIEHKaM, €€ yacTtora cocrasiisier 10 70—90 %

OT BCeX IMaTOTCHHBIX MyTalldii B TaHHOM reHe [8].
B rereposurornom cocrostiuu 35delG BcTpedaeTcs
y 0,5-4,5% HOpMajbHO CHbBIIAIIAX JKUATEJIEH
pasIuM4HbIX cTpaH EBpombl M eBpomeickoro
Hacenenuss CIHA u Kananwl. B pesynbsraTe Takoii
BBICOKOU 4aCTOTBHI HOCUTEIBCTBA JAHHOW MyTalluU
BEPOSITHOCTH OpakKOB MEXIY TeTepO3UTOTHBIMU
HOPMAaJTBHO CHBIIIAIINMHA HOCUTEISIMUA TOCTAaTOYHO
Bennka. IlokasaHo, 4yro moutu 80% nmereir c
BPOXXIEHHOI MaToJIOThei ciayxa UMEIOT CIbIIIAIIX
ponuteneii. Kpome geneuuu 35delG, B pa3nuuHbIX
eBPOIIEHCKUX MOIMYISLMSIX BCTPEYalOTCs Tropas3mo
pexe npyrue mytauum GJIB2: 167delT, 235delC,
313—314delAA, omHako 4YacToTa KaXIol W3 HUX
He TipeBbIlaeT 1—2 % OT BceX BBISBISIEMBIX MYTa-
nuit. B To Xe BpeMs, 4aCTh 3TUX MYyTallUiA SIBJISIIOTCS
MaXXOpPHBIMM B  HEEBPOIEHMCKUX  ITOMYJISIIUSIX.
Hanpuwmep, nenenust 167delT sBaseTcss JOMUHK-
pyloleii cpean eBpeeB aIllKeHa3d, a MyTallus
235delC peobnagaeT cpean SMOHCKNUX, KUTAMUCKUX,
MOHTOJIBCKMX W aJITAMCKUX TMAaIMEeHTOB C HECWH]I-
pomanbHoit CHT.

OpHoii wm3 TIpoGjieM TIpM  AUATHOCTHUKE
TEHETUYECKM OOYCJIOBJICHHBIX HapYIICHUN CiIyxa
saBisgeTcs: TOT ¢dakrt, yro 10—50% mamueHToB ¢
CHT — HOCHUTEN TOJIBKO OMHOTO MYTAaHTHOTO aJlJIe-
a5 B reHe GJB2. B uccinemoBaHusIX, TIPOBEASHHBIX
Ha BbIOOpKAaX MallMEHTOB U3 PA3JIMYHBIX STHUYECKUX
rpyImn, ObLJIO MOKa3aHO, YTO KpyIHasa aejeuus del
(GJB6-D13S1830), mnpuBonsdinas K BHIIaICHUIO
ydacTtka uian Bcero redHa GJB6, aBisieTcss npUuunHOM
HapyIIeHWsT cIyXa y 3HAYWTEJIbHON YacTH TIallu-
€HTOB — reTepo3uror no mytauusm B GJB2 [9].

PacnipoctpaHeHue OOJIBIIMHCTBA MyTaLlMid
nokyca DFNBI1, BbeI3bIBaolIUX HapylleHUE Ciyxa,
UMEET HEOMHOPOIHBIN TOIYJISIIIMOHHBIN XapakTep.
B c¢BI3M ¢ 3TMM CyIIECTBYeT HEOOXOINMMOCTH
M3YYEHUST  MOJIEKYJISIPHO-TEHETUYECKNX  OCHOB
HaCJIEICTBEHHOIO 3a0o0jieBaHUsI B KOHKPETHOM
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MOMNYJSILIMKM  W/WIW 3THUYecKoi rpymnme. Takoi
MOJIXOJ CITOCOOCTBYET pa3pabOTKEe ONTUMAIBHOIO
ISl TaHHOTO pEeruoHa ajropuTMa JAUAarHOCTUKUA
TEHETUYECKNX (PAKTOPOB, BBI3BABIINX PAHHIOKO
MoTepio ciiyxa. 3HAUYMTEIbHAsI YacThb MCCIeIOBaH-
HBIX B CBsI3U ¢ HecuHapomaibHoii CHT Oenok-
KOIMPYIOIIMX T€HOB 3KCIIPECCUPYETCS B KJETKax
BHYTPEHHETO yXa, a BBIABJIEHHBIC B 3THX T€Hax
MYTalIMU TIPUBOIAT K TTepUdeprUIECKOM TYTOYXOCTH.
[ToaToMy njist HapyIIeHUI CiiyXa, TOATBEPXKIASHHBIX
Ha MOJIEKYJISIDHOM YypOBHeE, ITOKa3aHa KoxJieapHas
nMmrutanTanus. [lomoOHas MaHUMYISAWS — TIpU
CBOEBPEMEHHOM TIPOBEIEHWM B paHHEM JIETCTBE
MO3BOJISIET peOeHKY ITPUOOPECTH peueBbie HABBIKM U
TOJTHOLIEHHO 001IaThCs ¢ OKpyXatomumu. [Toatomy
pa3paboTka 3¢ (HEKTUBHBIX METOAOB MOJIEKYJISIPHOM
MUATHOCTUKM ObLJIa M OCTAETCST aKTyaJIbHOW KakK B
MEIUIIMHCKOM, TaK U B COLITMAJIbHOM OTHOIIICHUU.

Llenpto HamIero WCCAeNOBaHUS  SBISLUIOCH
onpeneneHue crnekrpa Myrtamuu Jiokyca DFNBI
y OelopycCKuMX TAIMeHTOB C [MAarHo30M «He-
cuHapomanbHasts CHT» mist pa3paboTku ajroputMa
MOJIEKYJISIPHO-TEHETUIECKOW TMAarHOCTUKY TIPUINH
BPOXIEHHOU WM paHHe! (IOJTMHTBAJIbHOI) TTIOTepU
cityxa y xurenei benapycu.

MarepuaJjibl 1 METOIBI

Tlayuenmuot

SnepHble MyTauuu, NPUBOASILIME K TYrOyXoO-
ctu, ormpenensuchk y 391-ro pebeHka ¢ ceHco-
HeBpanbHoit CHT II, III u IV crenenu mo BO3,
IMOATBEPXKIACHHOM METOIOM TOHAJIbHOM IOPOTrOBOM
aynuoMeTpuu. Bce metn — yyaimecs crielabHbBIX
LIKOJI JJIsI IeTeil ¢ OClIabJIeHHBIM CIIyXOM, XXUTEJIU
Tpex peruoHoB benapycu: 3anan (IponHo, ITuHCK),
Boctok (Boo6pyiick), LlenTp (MUHCK).

Tlouck mymayuu 6 eene GJB2

Omnpenenenne wmyrtaumii  35delG  (GJB2),
IVS1+1G>A (GJB2) nposoaunu Metogom II1LIP-
TIAP® anamusa [10]; onpenesieHre KpyITHOM JeJie-
man 309 ToH. del (GJB6-D13S1830) B nokyce
DFNBI1 ocyuiecTBasioch METOIOM MYJIBTUILIEKC-
Hoit TILIP [10]. Pe3ynbraThl ammaudukaluii oue-
HUBAJINCH B 2 % arapo3HoM rejie, pe3yasraTtel I1P®
aHaimuz3a — B 7 % NOJMaKpUIaMUIHOM Ieje C I10-
CIEAYIOIIMM OKpalllMBaHWEM TeJieil pacTBOPOM
OPOMHUCTOTO 3TUANSA U PETUCTpaIeil C TTOMOIIBIO
nokymeHtupytouein cucreMbl GelDoc (Bio-Rad,
CIIA) B YD-usznydeHns (yTMHa BOJHEI 312 HM).

Jns BbISIBAEHUSI W3MEHEHUI HYKJIEOTUIHOM
nocinegoBateabHocT TeHa GJIB2 npoBoauiu

SSCP-ananu3 (MeTon olieHKU KOH(POPMalMOHHOTO
noauMopdu3Ma  OMHOLIETIOYEYHBIX (parMeHTOB
AHK): npoBoaunu TP co cnenuanibHbIMU TIpaii-
MepamMu I nodydyeHusi ¢parmeHta reHa GJB2
pa3MepoM 554 1. H., KOTOpbIi UCCIeI0BaIM Ha U3Me-
HeHUe TOIBIXKHOCTU B 20 % TOTMaKpU-TaMUITHOM
renie (ITAAT) B xone SSCP ananuza [11].

It ompenmeieHUsl  TIOCJIEI0BATEIbHOCTA
HykJeoTuaoB B oOpaszuax JHK ¢ ortnnumsamu
no SSCP ocymecTBiasidi CEKBEHUPOBaHUE I10
CeHrepy ¢ npuMeHeHUeM Habopa peakTuBoB ABI
Dye Terminator, version 1 (Applied Biosystems)
C TIOCIIENYIOIIMM aHalM30oM Ha mnpudope 3500
ABI (Applied Biosystems, CIIIA). ITomydeHHbIe
XpOMaTOTpaMMBbl ~ aHAJU3MPOBaId C  ITTOMOIIBIO
nporpamMmbl Chromas version 2 (Technelysium).

Pe3yabTaTsl 1 00CyKneHne

Mymauyus 35delG eena GJB2

[TepBbIM 3TATIOM MCCIIETOBAHUS SIBJISIIICS TIPU-
nenbHBIN TToncK y 391 mammnenTta ¢ CHT wamnboiee
4acToM JJIsI €BPOMEWIeB MyTalud — JeJelun
35delG B rene GJB2. B pesynbraTe maHHas My-
Talysl BbISIBJIEHA B TOMO3UTOTHOM COCTOSIHUM
y 178 mnaumeHtoB (46%), B TeTepO3UTOTHOM Y
52 manmenrtoB (13%). ¥ 162-ro manuenrta (41 %)
IaHHAsT MyTalus He BbIsIBIeHa. OOIIass 4yacToTa
MmyTaHTHoro ayurenst 35delG B wmcciemoBaHHOM
rpylme IamuMeHToB cocrtaBwia 51,7%. Takum
obpa3oM, y wucciaemoBaHHbIX ImanueHToB ¢ CHT
myTtaumsa 35delG rena GJB2 sBiasercss MaXkOpHOIA,
T.€. IIPEACTaBIsSIET COO0M OCHOBHYIO F'€HETMYECKYIO
MPUYUHY HECUHIPOMAIBHOM CEHCOHEBPAJIBHOU
TYroyxoCTHU. Pe3yibTaT, mojy4eHHBIN )i HalueH-
TOB, XUTeJieil benapycu, coriacyercss ¢ aHajJIOrny-
HBIMM JAaHHBIMM, IIOJIYYEHHBIMU [UISI BBIOOPOK
HalMEHTOB KaK W3 eBPOIICMCKMX CTpaH, TaK U
mis nauueHTtoB u3 CIIA, Kanangel 1 ABcTpanuu
eBporeiickoro mpoucxoxaeHus: [12—14]. Bo Bcex
CIy4yassx OCHOBHOM MNPUYMHOM HECUHIPOMAJIbHOM
norepu ciyxa spasiercs mytauus 35delG rena GJB2.

He cMotps Ha TO, 4TO y 3HAYUTEILHOM YacTu
oonbHbix ¢ CHT ymanoch ycTaHOBUTH MNPUYUHY
HOTEPU CiIyXa, IJIs HALIMEHTOB, Y KOTOPBIX MaxKop-
HOIl MyTalluM BBISIBJICHO He ObuIO (162 yenmoBeka),
a TakxKe JUISI € TeTepO3UTroTHBIX HocuTeseit (51 ye-
JIOBEK), BOIIPOC O IPUYMHAX TYIOYXOCTHU BCE€ eIlle
OCTaBaJICSI HEBBISICHEHHBIM. JIJIsI JaHHOM TIpYMIIbI
nauueHToB Obl1 mpoBedeH SSCP aHanus 2-ro
Koaupyoliero sk3oHa reHa GJB2, ¢ nocienyoium
CEKBEHMPOBAaHMEM OOpa3loB C OTIWYMSIMU TIO

ISSN 2219-3782. bakTtopu ekcriepumeHTanbHOI eBosoLii oprariamis. 2015. Tom 16 269



LLy6uHa-Oneittuk O. A., CunHsieckast M. T, JleBas-Cmonak A. M., Mepkynosa E. ., JaHunexnko H.T.

SSCP; mouck myrauum IVS1+1G>A (1-ii 3K30H
reHa GJB2) u nporsekénHoit neneruu del (GIJB6-
D13S1830) B nokyce DFNBI.

Cnexmp mymauvuii eena GJB2

CekBeHMpOBaHNE IIO3BOJIMJIO  YCTAHOBUTH
CrieKTp MyTauMii 2-ro 2k3oHa reHa GJB2 vy
nauueHToB ¢ CHT, xureneit benapycu. Cpenu 32
nanueHToB ¢ reHoturioM 35delG/N Bropast myTalust
BBISIBJICHA IJIsI 28 4YeJIOBEK; IBE MyTallMd B TeHE
GJB2 onpenenens! myis 4eThipex mamueHToB ¢ CHT
c reHotunioM N/N. Bcero onpeneneHo 7 pa3IMIHbIX
mytauuii reHa GJB2 (312dell4 (7 %), 235delC
(1,3%), 167delT (1,5%), 182M (0,5%), V271
0,5%), V371 (0,25 %) n E114G (0,25 %)). Myrauus
IVS1+1G>A BBIBICHA Yy CEeMU UCCICHOBAHHBIX
nauueHToB (1,8 %). Yactora nmeneuuu del (GJB6-
D13S1830) B uccnenoBaHHOI BBIOOPKE OETOPYCCKUX
nanueHToB coctaBuna 0,76 % (3 mauuenTta). Ilo-
JIy4eHHbIE pe3yJIbTaThl IPEICTaBICHbI B Ta0JI.

BTopoii 110 yacToTe maToreHHOM MyTalluy reHa
GJB2 B wuccienoBaHHOW BBIOOPKE OEIOPYCCKUX
nanueHToB ¢ CHT sasnsgerca menemust 312dell4:
oHa BbIsiBieHa y 27 naneHToB ¢ CHT pasnuuHoi
CTENEHU TSOKECTU. Y IBamlaTy MallMeHTOB JaHHAas
JeJieliusl IPUCYTCTBOBaja B KOMIIayHI-TeTepO3u-
roTHOM coctosiHuM ¢ myrtaumein 35delG (35delG/
312del14). lomo3urotHsbIl BapuaHT myTatuu 312del 14

BBISIBJIEH y JBYX MAallMEHTOB C TSDKEJIOW MoTepeit
ciayxa (IV crenenn). ¥ 5 GellopyccKuxX mauueHTOB
¢ CHT peneuus 312dell4 Obula enMHCTBEHHBIM
BBISIBJICHHBIM MYyTaHTHbIM ajjeneM reHa GJB2
(N/312del14). [lanHas geaenus 14 map oCHOBaHW B
no3uuuu 312—325 6b11a paHee BBISIBJICHA Y XXUTEei
crpaH BocrtouHoii EBpomnbl, B TOM 4ucCle cpeaud
nauueHToB ¢ CHT, xwureneit Poccun u Ilonbiin
[15, 16].

Tpetbeil MO YacTOTe B BBISIBICHHOM CIIEKTPE
myTtanuit reHa GJB2 gBiseTcss 0OMHOHYKIICOTUIHAS
3ameHa IVS1 +1 G>A (1,8 %). lanHasi 3aMeHa 4acTo
OOHapyXMBaeTcs y MallMeHTOB U3 cTpaH BocTouHoi
EBporibl — HocuTes et OMHOIO MyTaHTHOTO aJUIeJisl B
rede GJB2 [15]. Kpome Toro, myraumsa IVS1+1G>A
SIBJISIETCS OCHOBHOU MPUYMHOU HECUHIPOMAIBbHON
noTepu ciayxa y xuteiaeit MoHroiuum u AxyTuu
[17, 18]. Cpenu mnamueHtoB ¢ CHT, xwureneit
benapycu, BbISIBACHO CeMb MAllMEHTOB C MyTalldei
IVS1+1G>A.

VY mectn maumeHTtoB Mytamus IVSI+1G>A
HaxXoAujIach B KOMITAyH/I-T€TEPO3UTOTHOM COCTOSI-
Hum ¢ mytaumeit 35delG (IVS1+1G>N/35delG).
OonH W3 ceMM TIallMEHTOB SIBIISIJICSI HOCHUTEJIEM
reTepo3UroTHOro BapuaHTa MyTtauuu 312dell4 B
reHe GJB2. CreneHb motepu ciayxa y HocuTesei
myTtanun [VS1+1G>A BapbupoBaia: OT CpeaHEl
CTETIEHU TSKECTH O TIOJTHOU MOTEepU CiryXa.

Yacrtorel MyTanmii jokyca DFNB1 B BbIOOpKe nNanueHTOB, xkuTeeii benapycu ¢ Hecunapomansnoii CHT Taomaa
fexornn 6 or obmero s ateron)
Oo61uee yucno nauueHTos: 391

35delG/35delG 178/45,5 %
35delG/312del14 20/5,1%
IVS1+1G>A/35delG 6/1,53%
35delG/del (GJIB6-D13S1830) 3/0,77 %
312dell14/312del14 2/0,51%
35delG/235delC 3/0,77 %
167delT/235delC 2/0,51%
35delG/I82M 2/0,51%
35delG/167delT 2/0,51 %

IVS1 +1 G> A/312dell4 1/0,26 %
35delG/V271+E114G 1/0,26 %
N/35del G 14/3,6 %

N /312dell4 4/1,02%

N /167delT 2/0,51%

N/V271 1/0,26 %

N/V371 1/0,26 %

Bcero Hocureneit GJB2 myrauuii: 242/62 %
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Y GenopyccKux MalMEHTOB TaKXKe ObLIM BbI-
saBiaeHbl Mmytaunn 235delC u 167del T, xapakTepHbIe
nst HaceneHuss Antasi, CpenHeilt A3MU U eBpeeB
alIKeHa3W, COOTBETCTBEHHO. Jlods OCTaJbHBIX
YeThIpeX HYKJICOTHIHBIX 3aMcH, BBISIBICHHBIX B
HCCIIeOBAaHHOM TpyIine, He npeBbimaeT 0,5 %.

Cnexktp Myrtaumii nokyca DFNBI B BbI-
oopke mnaumueHToB ¢ CHT, npoxupamolmmx Ha
Tepputopuu benapycu, B 1IeJIOM CXOIEeH C TAKOBBIM
B cocemHux crtpaHax (Poccus, [Monbiia), omHako
XapaKTepu3yeTCcsT PSIIOM OCOOEHHOCTE#, KOTOphIE
OTpaXkeHbI B IPECTaBICHHOI paboTe.

BriBoapi

IIpoBeaeHHOE HAMU KOMILIEKCHOE UCCIICI0BA-
HUE II03BOJIMJIO BBISIBUTH MOJIEKYJISIPHO-TEHETHYC-
ckue paedektol B jokyce DFNBI u 0OBSICHUTH
npuunHy CHT y 241 mnauwenta u3 391, 4yto
coctaBuiio 6ojiee 60 % Bceil BRIGOPKU. Y OCTaTbHBIX
150 4yenoBeK MNpuUYMHA TOTEPU CiIyxa JIMOO He
CBA3aHA C TEHETUYECKMMHU aHOMaIUSIMHU, JUOO
OHU MOTYT OBITb HOCUTEIISIMA PEOKNX MYyTAllUid B
JIPYTUX JIOKYycax, MCCJIeNOBaHWE KOTOPBIX TpedyeT

JIUTEPATYPA

COBPEMEHHBIX BBICOKOTTPOM3BOIUTEIbHBIX METOIOB
5K30MHOI'0 CEKBEHUPOBAHUSI, MOKA HEAOCTYITHOTO
Ui TMoBcengHeBHOU  mipakTwuku. Ha  ocHoBe
MOJIyYeHHBIX B pabOTe pe3yJbTaTOB PEKOMEHIYETCS
MpU  MOPOBEAEHWUU  MOJIEKYJISIPHO-T€HETUYECKOM
MUArHOCTUKM TIPUYMH HECUHIPOMAIBLHOUN II0Tepu
ciayxa y xuteneil bemapycu HayMHaTh TIOWCK C
mytauuu 35delG (GJB2), 3atem omnpenenasaTb y
BceX, Kpome roMo3urot 1o 35delG, nBe yacTbie ISt
manrentoB ¢ CHT, xureneit bemapycu, myrauunu
B reHe GJB2: neneumu 312dell4 m TpaH3uumu
IVS1+1G>A. Ecnu BbllllenepeyrcIeHHbIE MyTalluy
y TMalnueHTa OTCYTCTBYIOT WJIM OIpENeeHbl B
TEeTEPO3UTOTHOM  COCTOSIHUM,  PEKOMEHIYeTCsI
MPOBEICHUE CEKBEHUPOBAHUSI 2-TO DK30HA TeHa
GJB2 u gerekuus aeneuuu 309 T.m.H. del (GJB6-
D13S1830) B mokyce DFNBI.

Pa6oTa BeImotHeHa B paMKax rnmpoekra PODU -
BPD®®U «CpaBHUTEIbHBII aHAIN3 BKJIaga MyTalldii
reHa GJB2 B BOBHUKHOBEHUE HEMPOCEHCOPHON Ty-
TOyXOCTU y XwuTesel benapycu u psiga perMoHOB
Cubupu (Poccust)» 2014—2016, noroBop Ne B14P-
081.
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SPECTRUM OF DFNB1 LOCUS MUTATIONS AMONG BELARUS PATIENTS WITH NON-SYNDROMIC
HEARING LOSS

Aims. The genetic nature of sensorineural hearing loss (SNHL) has so far been studied for many ethnic groups in various
parts of the world. Among the different subtypes of autosomal recessive non-syndromic hearing impairment, DFNBI1 locus
is remarkable for its high frequency in most populations. Here we present the results of study of DFNB1 mutations among
391 young patients with non-syndromic SNHL in order to develop an algorithm of molecular genetic diagnosis of hearing
loss for people in Belarus. Methods. The PCR-RFLP method was used for detection of three mutations: 35delG and
IVS1+1G>Aboth in GJB2 gene as well as deletion del (GJB6-D13S1830) in DFNBI1 locus. For analysis of the GJB2 coding
exon SSCP followed by sequencing was carried out. Results. We have found that 35delG GJB2 mutation is the main cause
of hearing defects in 391 Belarusian patients with SNHL. This point deletion has been detected in 53 % of the patients with
SNHL. The 312dell14 and IVS1+1G>A GJB2 were respectively the second and the third most frequent mutations in the
Belarus patients cohort. Conclusions. Mutations in DFNB1 locus is the main reason of congenital non-syndromic hearing
loss in Belarus: about 60 % of all SNHL cases connected to them. Based on the results obtained the recommendations for
molecular genetic testing of the causes of non-syndromic hearing loss in Belarus were suggested.

Keywords: Non-syndromic hearing loss, DFNBI locus, GJB2 gene, mutation frequencies.
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