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Cmamovsi noceswena enepevie npoeedeHHoMy ucciedosanuio ecmpeyaemocmu mymayuu 35delG 6 zene GJB2 y
demetl, cmpaoanuux ceHCOHEBPANILHOU MY20YX0Ccmvio. Buisaeaeno, umo eviueykasannas Mymauis A611emcs e1aeHou
2eHemuueckoll NPUUUHOL CeHCOHe8PANbHOU MY20yXxocmu 6 Haulell cmpane U evisieasemcs 6 59,3% cayuaes.
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CLINICAL CHARACTERISTICS OF NON-SYNDROMIC SENSORINEURAL HEARING
LOSS IN CHILDREN IN BELARUS

The article is devoted to the research for the first time the occurrence of mutations in the gene GJB2 35delG in
children with sensorineural hearing loss. It was revealed that the above mutation is the primary genetic cause of
sensorineural hearing loss in our country and is detected in 59.3% of cases.
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CeHCOHeBpaanaﬂ Tyroyxoctb (CHT) aBnsetca ogHUM u3 B Benapycu uccnefoBaHUa reHeTU4eCKon nNpupoabl HECUHA-
CaMblX YacCTblX BPOXAEHHbIX HapyweHun opraHoB  pomanbHou CHT npoBoaunuce Bnepsble. Llenbio Hawero uc-
4YyBCTB C YacToTon BCcTpedaemoctu 1 — 2 pebeHka Ha 1000 cnegoBaHus SBWUIOCH ONpefeneHne 4acToTbl BCTPEYaemMoCTH
HOBOPOAEHHbIX A1 ABYCTOPOHHMX FNYOOKMX HApYLLIEHUI CNy-  ayTOCOMHO-peLieccuBHoOM myTauum 35delG B rpynne cnaboc-
xa (> 70 [b) v 6onee 4 geten Ha 1000, ecnv BKAOYaTb ierkMe,  nblwawmx aeten Pecnybnvku benapycb (N = 392).

cpefHWe U OQHOCTOPOHHME HapyleHus cnyxa [7]. CornacHo Matepuan u metoabl

nporHosam, K 2020 rogy oxuaaercs yBenUMYeHNe HYUCNEHHOCTH 06beKTbl nccnenoBaHusa-392 cnabocnbliwalmx pebeHka B
HacefeHus ¢ coumanbHo-3Ha4YMMbIMKU fJedbeKTamu cnyxa bonee, Bo3pacTte oT 3 Ao 18 neT, NOCTOAHHO MpOoXUBaloLWmx B Pecny6-
yeM Ha 30 % [2]. HaunHas ¢ nocnegHero gecatunetusa 20 Beka, nuKe benapycb. Kputepuamu UCKIOYEHUA ABASAUCE AONON-
Hayanocb pa3BUTUE FEHETUKU CNYXOBbIX HapyweHuin. Uccne-  HUTENbHbIE CUMMNTOMbI ManbdopMaLnn, OGHOCTOPOHHAS TYroy-
[0OBaHWA HacneaCTBEHHOW MPUPOAbI TYFrOYXOCTM B MOCNEAHEE  XOCTb, Ha/lMYMe KOTHUTUBHBIX PaCCTPOWUCTB.

AecaTuneTve ocylWecTBASIOTCSA B pa3finyHbIX 1abopaTtopusx u [na onpegeneHvs Hanuyius nNpe-u nNepu-u NocTHaTalbHbIX
KIIMHUKO-AMArHOCTUYECKMX LLeHTpax MHOrMx cTpaH mupa. K daKTtopoB pucKka 6binM nNpoaHann3npoBaHbl yYeTHble KapTbl
HacToALlleMY BPEMEHHW Y YeNoBEKa U3BECTHO MOYTU CTO FEHOB, pebeHKa (popma 026Y) 1 aHKeTbl poauTenen cnabochnblllallmx
CBSI3aHHbIX C MyXOTOM U TYrOyXOCTblO, KOTOPbIE JIOKaNIM30BaHbl neten (N = 341). B kayectBe npeHaTtanbHbIX GaKTOpPOB OTMeYa-
KaK B f4pe, TaK U B MUTOXOHAPUSAX. ccnegoBaHus, NpoBefeH-  In: HanuvmMe abopToB B aHaMHe3e, NepeHeceHHble KpacHyxa 1
Hble B pa3HbIX CTpaHax MUpa, NOKa3anu, 4To Hanbonee 4Yacto  TOKCOMNa3MO3 BO Bpems 6epeMeHHOCTH, MpUemM OTOTOKCUYEC-
cpeau eBponenueB BbiaBAAOTCA MyTauun B reHe GJB2, koau- KUX aHTM6MoTMkoB (OTAB) n 3noynoTpebneHne ankorons Bo
pylolweM KoOHHeKcuH 26 [1, 3, 4, 5, 10]. B 3ToM He60MbLIOM

reHe, coCTOSILEM U3 B81 HYKNEOTUIOB, ONMCAHO K HacTosLEMY Tabnmua 1. leHpepHan xapaKTepucTuKa AeTed B 3aBUCH-
BpemMeHn 90 pasnuuHbIX MyTaumit. OCHOBHas MyTauus GJB2 —  MOCTW OT Hanuuus mytauun 35delG.
OfHOHYKNeoTugHas aeneumna 35delG — y utenen esponewic- AGCOMIOTHOE YMCO NAaLMEHTOB(%)
KWMX CTpaH o6ycnoBnuBaeT 4o 50% cnyyaeB HEMPOCEHCOPHOM Hanu4ne myraunn 35delG NleBOuKM MansanKm
noTepu cnyxa [1, 4, 5, 8,10]. FeTepo3uroThl 30(58,8%) 21(41,2%)

B HacTosillee BpemMa BCe eBPOnencKrMe CTpaHbl NpoBenu FOMO3WIoThI 87(46,8%) 92(51,4%)
nUccnegoBaHus C Lenblo YTOYHEHUS BCTPEYAEMOCTU FeHOB Ty- OTCyTCTBUE MyTaLMK 67(41,1%) 96(58,9%)
XOTbl B 3[0POBOM NONyNAUMKU U Cpean cnabocnbllalinx Nogen. Bcero 184(46,8%) 209(53,2%)
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1 OpuruHaJbHble Hay4YHbIE MyOIHKAIMH
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PucyHoK 1. CTeneHb TSXeCTU TYroyxocTv y nauueHtos 3
rpynn: 35delG — romo-, reTepo3uroT u B rpynne nauneHToB
6e3 gaHHou mytaumm (p Prwepa=0,086). O6uwee 4mcno obene-
noBaHHbIX N=392

Bpems 6epeMeHHOCTU, Hannyne OCIOXKHEHUN BO Bpems 6epe-
MEHHOCTM (MHOroBoaue, pe3yc — KOHOQJIMKT, recTo3 NepBon u
BTOPOM NOMOBMHbI 6epeMeHHOCTH). [lepuHaTanbHbIMKU PaKTo-
pamMu puUCKa pPasBUTUSA TYrOyxOCTU CYUTANWU HEAOHOLEHHOCTb,
HU3KyI0 Maccy Tena Mnpu pPoXAeHWW, TMMOKCUI0 B poaax, Keca-
pPeEBO ceYeHne, ANUTENbHYIO MCKYCCTBEHHYIO BEHTUASALMIO NET-
KWX B Te4eHue 6onee 96 4acoB; runepomunnmpyouHemMuio Ha ypoB-
He, TpebylolEeM 3aMEHHOro nNepennBaHng Kposu. B Buae noct-
HaTanbHbIX GAKTOPOB PUCKa TYroyxocTu perncrtpupoBanu Ha-
NIM4ne oTCTaBaHWs MOTOPHOrO pPa3BUTUS, OTUTbI B aHaMHese,
npuem OTAB B paHHeM aeTcTBe.

Bcem cna6ocnbiwawunm getTam 66110 NPOBEAEHO OTOCKOMM-
yecKoe obcnegoBaHue, TOHanbHas NoporoBas ayauMomeTpus B
3BYKOM30/IMPOBAHHOM MOMELLEHUN U TUMNAHOMETPUSA A4S UC-
KNIOYEHUS KOHOYKTMBHOIMO KOMMOHEHTa TyroyxocTu. oporu
BOCMPUATUSA 3BYKa OonpeaesieHbl ANd Ka)X4oro yxa oTAenbHO.
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PucyHoK 2. BcTpevyaemocTb nepuHaTanbHOM NaTonoruv B
TPEX aHanM3upyembix rpynnax ageten B 3aBUCUMOCTU OT HaNu-
yunsa myTtaumm 35delG. Undpbl-noka3biBaloT aGCONOTHOE YUC-
no peten B rpynnax. O6wee yncno N=341.

CreneHb TAXECTU TYroyxoCTv AMarHOCTMpOBanu no ay4die cibl-
walemMy yxy Ha 4yactotax 500, 1000, 2000 u 4000 [i cooTBeT-
CTBEHHO ¢ Knaccudukaumen BO3: nerkas crenenb 26 — 40 b,
cpegHas — 41 — 55 1B, ymepeHHo Tsxenas — 56 — 70 b,
Tskenaa — 71 — 90 b, rny6okaa — 6onee 90 Ab [20]. Mpeae-
JIOM onpeaeneHns 3ByKOBOCMPUATUSA UCNOSIb30BAaHHOIO HaMu
ayauomeTpa aBasanca nopor ciyxa 100 6.

Ha nepBom 3Tane MONEKynspHO — reHeTUYeCKoro TecTUpo-
BaHuMA 6bina BbliaeneHa JHK 13 nepudepnyekon KpoBu cna-
6ocnblwalmnx geten [22]. Ha BTopom 3tane 6bina reHoTUNUpo-
BaHa 35delG mytaums metogom PCR-PDRF ¢ ucnonb3oBaHuem
3HAOHYKeasbl Mval [9].

CTaTUCTUYECKWUI aHanu3 pe3ynbTaToB KIMHUYECKUX UCChe-
[OBaHWN NpoOBeAEeH C UCNONb30BaHUEM NIMLEH3UMOHHON NpPo-
rpaMmmbl «R-System-org». CpaBHEHWE JaHHbIX B Tpex rpynnax
neten: 6e3 HanMumMa MyTauuu, ¢ MyTaumMen B reTepo3nroTHOM m
rOMO3WUIOTHOM COCTOSIHMM MPOBOAMIN C MOMOLLbIO HenapameT-
puyeckux TectoB duuiepa, LlanMpo — Yunka, Tak Kak pacnpe-
fJeneHue AaHHbIX He COOTBETCTBOBAIO HOpManbHOMY. B Kaye-
CTBE KPMTMYECKOr0O YPOBHS 3HAYMMOCTM NPUHUMaNachb Xxapak-
TepHas ANna MeAMLUMHCKKUX uccneaoBaHuni 3HaveHuns p<0,05.

PeaynbraTthl U 06CyXaeHue

[aHHble reHoTUNMPOBaHUSA Ha Hanudne mytauunn 35delG y
392 peten Pecnybnunkn benapyce ¢ CHT nokasanu, 4yto 179
naumeHToB (45,5%) aBNSIOTCA rOMO3UroTaMu rno 3101 MyTauumu,
53 (13,8%) pebeHKa UMET TONIbKO OAHY MYTaHTHYIO annenb
(retepoaurothl), 1y 160 (40,7%) neten MaxopHOW MyTauuu
35delG He o6HapyeHo. TakMM 06pa3oM, HaMK BbISIBJEHO, YTO
35delG ToyeyHasa geneuus aBnseTcs Hanbonee 4acTon NpuUYK-
Hon CHT (59,3% Bcex cnyyaeB) Tyroyxoctu y 6e10pyCcCKux na-
LIMEHTOB, YTO NPEBbIWAET JaHHblEe B APYrMx €BPOMNENCKUX CTpa-
Hax [1, 3, 4, 10].

Hamu npoBeaeH aHanM3 CTEMNEHWU TAXKECTU TYrOyxoCTu y
ob6cnenoBaHHbIX AeTen. CTeneHb TAKECTU CYyXOBbIX Hapylle-
HWUM B 3aBMCUMOCTM OT reHoTuna npeacraBneHa Ha puc.l. B
rpynne 35delG-romo3nrot HabogaeTca nerkas TeHaeHUns (HeT
CTaTUCTUYECKU AOCTOBEPHOM pa3Huubl p Puwepa>0,05) K npe-
BanMpoBaHuio 6onee TAKeNbIX HapyleHW cayxa No cpaBHe-
HWIO C FPYMMOMN TYroyxmx nauneHToB 6e3 BbllEeOoNUCaHHOW My-
Taymm.

Hamun He ycTaHOBNEHO CTAaTUCTMYECKM [OCTOBEPHOM pas-
HULbI MeXay TpeMs uccnegyemblMu rpynnamMmu B reH4epHom
XapaKTepucTMKe nauuneHToB (p ®uwepa>0,05).

Cneaylowmi atan Halero MCcneaoBaHus 3aKIoYancs B Cpas-
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PucyHoK 3. Yactota BCTpeYaeMOCTH TyxMX POACTBEHHM-
KOB B TPEX aHa/M3WPyeMBbIX rpynnax B 3aBMCUMOCTH OT Ha/u-
yunsa myTtaumm 35delG. Undpbl-noka3biBaloT aGCONOTHOE YUC-
no pgetew B rpynnax. O6uwee yncno N=341 (p Puwepa=0,0004).



HUTENBHOM aHanu3e pasnuyHbix GaKTOPOB PUCKa, KOTOPbIE Ur-
patoT ponb B aTnonartoreHese CHT y getei. AHanus paKTtopos
pUCKa NpoBejeH B Tpex rpynnax cpaBHeHus. OcHoBononarato-
LWMM NMPUHLMNOM BblgeneHus rpynn 6bl10 Hanu4mMe mMytauuu
35delG. C aton uenbio 6bi10 npoaHanMaMpoBaHo 341 aHKeTa
poauTenen cnabocnbllualiMx AETEN U YYETHble KapTbl pebeHKa.
CdopmupoBaHbl Tpuy rpynnbl geten: 1. lpynna 6e3 mytaumin (N =
142); 2. Hannune mytaumm B retepo3nrotHom coctosiHum (N = 39);
3. Hannuune mytaumm B roMo3urotHoM coctosiinm (N = 160).

B pesynbraTe aHanus3a ycTaHOB/IEHO, YTO MpeHaTanbHas
naTonorns ofIMHaKoBO 4acTo BCTpeyanacb BO BCEX TPEX rpymn-
nax (p Puwepa=0,79).

[JanbHeNWwnn aHann3 gaHHbIX YCTaHOBUA AOCTOBEPHOE
pasnuyve B rpynnax no OTHOWEHMIO BCTPEYaeMOoCTH nepuHa-
TanbHOW NaToONOrMK, YTO AEMOHCTPUPYET PUCYHOK 3(p Puwepa
= 0,03). PoxxaeHne pebeHKa ¢ ManbiM BECOM CTAaTUCTUHECKM
[IOCTOBEPHO YBENMYMBAET PUCK Pa3BUTUS CEHCOHEBpPabHOWM
TYroyxocCTu, TaK KaK B rpynne geten 6e3 MyTaumn YMCno geten
C HU3KMM BeCOM AO0CTOBepHO npesanupyeT (p Wanupo-Yun-
ka=0,003).

AHanus ponu paxKTopoB pucka 6epeMeHHOCTH, PoaoB, ne-
puoja HOBOPOX/AEHHOCTU NoATBepaAnn GaKT 3aaeprKK1 MoTop-
HOro Pas3BUTMA Yy AEeTEeN B rpynne HereHeTM4ecKon npuposbl
Tyroyxoctu (p Wanunpo-Ynnka=0,007).

B 10 e Bpems, Takue 3aboneBaHUa Kak OCTPbIA CpeaHuM
OTWT, NPUEeM OTOTOKCMYECKMUX aHTMOMOTUKOB OTMEYEH OAMHa-
KOBO 4acTo BO Bcex Tpex rpynnax (p Puwepa=0,096 v p Puwe-
pa=0,207 cOOTBETCTBEHHO).

PesynbTraThl NpoBEAEHHOrO HAMK UCCNENOBaHUS CBUAETENb-
CTBYIOT, YTO HEO6XOAMMbIM YCTIOBMEM PaHHEN AnarHOCTUKM CHT
y BeTen ABNseTca yyeT ryxoTbl Y 6/MKanwnx poaCTBEHHUKOB
(poanTenen, 6paTbeB U cecTep). PUCYHOK 3 AeMOHCTpupyeT fo-
CTOBEPHO BbICOKYIO BEPOSATHOCTb CHUXEHWUS GYHKLMK opraHa
clyxa y poACTBEHHWKOB cnabocnblwaumnx geten (p duwe-
pa=0,0004), umetownx 35delG — accouMnMpoBaHHYO TYrOyXOCTb.

BbiBOAbI

1. NpoBeaeHHOEe HamMK UccneaoBaHWe BbIIBUNO GakKT, 4To

OpurunajbHbie HayYHble MyOmKanun [

OAHOHYKNeoTUaHas aeneuna 35delG B reHe GJB2 sBnsieTcs rnas-
HOM reHeTuyeckon npuunHon CHT B Benapycu n onpegensercs
y 59,3% nauneHToB € HapyLeHHbIM CNyXOM B FOMO-U reTeposu-
FOTHOM COCTOSIHUM.

2. MNpoBeaeHHble HAMKU UCcneaoBaHUa AoKa3ann Heobxo-
AMMOCTb y4eTa GaKTOPOB pWUCKa MepuHaTanbHOro nepuoaa B
3aTMoNaToreHe3e CeHCOHeBpasbHbIX HapyweHun y ageten. Ycta-
HOBJ/IEHHbIN HamK GaKT CBUAETENbCTBYET O LienecoobpasHoc-
TH y4yeTa Kak GpaKTOpOB pUCKa TYroyxoCTH, TaK U HOCUTENIbCTBO
reHoB rNyXoTbl Y AeTel B anroputMe paHHen AMarHOCTUKM Ha-
pyweHun cnyxa.
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