neByiiek ¢ yrpeHHuM (50%) u aputmuunbiM (60%) Tunamu paboTocnocoOHOCTH, a
Takke y tHomed ¢ aputMuuHbiM (57%) wu  Beuepuum (100%) Tumamm
paboTOCIIOCOOHOCTH; BBICOKAs KOHIICHTPAIUSI BHUMAaHMs HAOII0AAaeTCA y ACBYIIEK C
APUTMHUYHBIM THIIOM paboTocriocoOHOCTH (4%) M y IOHOIIEH C YTPEHHUM THUIIOM
pabotocriocobHoctu (11,12%). ¥V GonpunMHCTBa AEBYIIEK W IOHOIIEH Mpeobiamaet
CpEeIHUI YPOBEHb KOHIICHTPAIIUA BHUMAHWS.
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MYTAIIUA 35delG BT'EHE GJB2 Y JIETEN C TYTOYXOCTbBIO

IOmus ®anucosna Canumosal, Annpeii Eprenneuu Keiinux?, Onbra AnexceeBHa
Caronkuna®, Oner I'epmanosny Makees®

MOrb0Y BO «VYpanbckuif TOCyJapCTBEHHBIA MEIMIMHCKHN  yHHBEPCHTET)
Munznpasa Poccuu, Exarepun0ypr, Poccus

talkostarew@gmail.com

AHHOTALIUA

BBenenmne. JleTckas TyroyxocTh 4acTo cBsizaHo ¢ mytarued 35delG B rene GJB2,
OTBEUAIOIINM 32 CHUHTE3 MEXKKIETOUYHBIX KOHTAaKTOB. IIpm nmanHOWM MmyTanuu
npoucxoauT Hapyumenue pabotel KoprtueBoro oprana. Heab wucciaenoBanusi -
M3YyYUTh HUMEIONIYIOCA JINTEPATYPY W HAYUYHBIE 3HAHUA, CBA3AHHBIE C JIAHHOU
myTtauuen. [IpoBecTM aHanM3 4YacTOThl BCTPEYAEMOCTH JAHHOM MYTAallUM Ha
ucciaeayemon rpymme. Marepuaabsl M MeToAbl. MarepuaioM UCCIENOBAHUA
nocaykwi 317 MEIUIMHCKHX KAapT MalMeHTOB ['0CynapCTBEHHOIO aBTOHOMHOTO
yupexaeHus: 3apaBooxpaHeHus CBepasioBckoi obsactu  "MHoronpoguibHOro
KJIMHAYecKoro MeauuuHckoro nentpa "bouym" (FAY3 CO MKMI “BOHYM™).
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Meronbl uccnenoBaHus - ayauosiorudyeckoe wuccienoanue, JHK-anamuz wu
cTaTucTUyeckass 00paboTka pe3ynbratoB. Pe3dyabraThl. bosbias yacTe manueHTOB
UMEEeT TYroyxXxocTh BbI3BaHHYI0 MyTammend 35delG B reme GJB2. OOcy:kaenme.
[TosydeHnHble pe3yabTaThl CXOMATCSA C JAHHBIMHU W3 APYTUX cTaTeil. MonekynsapHo-
TCeHETUYECKUI MEXaHU3M TOTEpPH CIyXOBOM AaKTHBHOCTH B HAIlle BpPEMS SIBISIETCSA
OOBEKTOM aHaln3a 3TUOJIOTUU. M3ydWB 3TOT MEXaHM3M, TaKkKe CTOUT OTMETUTHh
BXHOCTb CO3/IaHHE MEp MEPBUYHON MNPO(HUIAKTUKH, JEUEHUS U peabuIuTaiuu
ryXxoTbl. BeiBOABI. Pe3ynabTaThl AaOT MOHATH O HAIMYMU T€HETUYECKOro ¢akropa
Tyroyxoctu - peneccuBHo myrtauuu 35delG - cpeam Hacenenust CBepiIOBCKOM
obnacTu.

KuarwuesBble cioBa: nerckas Tyroyxocts, ren GJB2, CHT

35delG MUTATION IN THE GJB2 GENE IN CHILDREN WITH HEARING
LOSS

Yulia F. Salimoval, Andrey E. Keinikh?, Olga A. Satonkina®, Oleg G. Makeev*
-4Ural state medical university, Yekaterinburg, Russia

lalkostarew@gmail.com

Abstract

Introduction. Childhood hearing loss is often associated with a 35delG mutation in
the GJB2 gene responsible for the synthesis of intercellular contacts. With this
mutation, the Cortical organ is disrupted. The aim of the study - to study the
available literature and scientific knowledge related to this mutation. To analyze the
frequency of occurrence of this mutation in the study group. Materials and methods.
The material of the study was 317 medical records of patients of the State
Autonomous Healthcare Institution of the Sverdlovsk region "Multidisciplinary
Clinical Medical Center "Bonum* (GAU SB MCMC "BONUM"). Research methods
- audiological examination, DNA analysis and statistical processing of the results.
Results. Most of the patients have hearing loss caused by the 35delG mutation in the
GJB2 gene. Discussions. The results obtained are consistent with data from other
articles. The molecular genetic mechanism of the loss of auditory activity in our time
is the object of etiology analysis. Having studied this mechanism, it is also worth
noting the importance of creating measures for the primary prevention, treatment and
rehabilitation of deafness. Conclusions. The results make it clear about the presence
of a genetic factor of hearing loss - recessive mutation 35delG - among the
population of the Sverdlovsk region.

Key words: children's hearing loss, GJB2 gene, SHT

BBEJAEHHUE

Tyroyxocte y Jereil BCTpeyaeTcsi BPOXKACHHOIO U MNPUOOPETEHHOIO
xapaktepa. OqHuM u3 raBHbIX (hakTopoB popedeBoil CHT sBisieTcss MyTaluu resa
GJB2, xoTOpBI KOAUPYET OEIOK MEXKKIETOUHBIX IIEJIEBbIX KOHTAKTOB KOHHEKCHH-
26. MyTauuu B 3TOM T'€HE MHULUUPYIOT 0O0pa30BaHUE CTON-KOJAOHA M OCTAHOBKY
CUHTE3a OelKa MEXKKJIETOYHBIX IIEJNEeBbIX KOHTAKTOB, KOTOPBIM oOmpenesnser
[IACCUBHBIN TPAHCHOPT OJJIEKTPOJUATA MEXKAY KileTkamMu. B wurore mnossisercs
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anonTOTUYECKass  CMEPTh  YYBCTBUTEIBHOTO  BOJIOCKOBOTO  HEWPOINMUTENUS
KoprueBoro oprana [1].

JlopeueBas cimyxoBasi TUCHYHKIHS SBISICTCSI OAHOW M3 CAMBIX IPaMaTHYCCKUX
po0JieM CypAOJIOTUM HAILIETO BPEMEHU, TaK KaK M3BATHE PEOCHKA M3 CIIOHTAHHOM
peyeBoi cpellbl MPUBOJIUT K 3aJIEP’KKE Pa3BUTUS HMHTEJUICKTA W, CIEI0BATEIbHO,
CUJIHHO BIIMSIET HA COITMAIM3AIIAIO B OOIIECTBEHHOM cpenie. AKTYyalIbHOCTh TTPOOIEMBI
paHHEH JIEeTCKOW TJIyXOThl W 3HAYMTENIbHOE pacmpocTtpaHeHue mytaruu 35delG
ABJISIETCSI OCHOBAHUEM [JIsl TOrO, YTOOBI B pAJie CTpaH 0053aTeIbHO MPOBOAUTH €€
HEOHATAJIbHBIN CKPUHUHT [2] 1711 pAHHETO BBISIBICHHUS.

Heab uccienoBaHus - NpoaHAIM3UPOBATh UMEIOIIUECS B HACTOAIEE BpeMs
HAy4YHbIE 3HAHUS, KOTOPBIE SABJISIIOTCS TOKA3aTeIbHBIMU JIJISl BBISIBJICHUS U OMUCAHUS
myTaiuu B rene GJB2 (35delG), a Taxke mpoBeCTH aHAIN3 YaCTOTHI BCTPEYAEMOCTU
JAHHOM MyTalliy Ha UCCJIENYEeMOU TPYMIIbI.

MATEPHUAJIBI U METO/JbI

beio otobpano 317 meaunuuckux kapt gereid 'AY3 CO MKMI] “BOHYM”
(182 myxckoro u 135 sxeHckoro moJia) B Bo3pacte oT 4 set 10 17 ner. OTt6op ObuI
MPOMU3BEACH HA OCHOBAHMM JAuartosa (HedpoceHcopHoU Tyroyxoctu IV cremnenm), a
TaKke HaIu4uu peueBoro mpoieccopa (PII).

Aynuonoruyeckoe o0ciegoBaHUE JeTed MPOBOAWIOCH B Tpu dTama. Bo-
MEepBbIX, 0€3yCIOBHOPEPIICKTOPHBIM METOJOM HCCIEIOBAHMS CllyXa C IOMOIIbBIO
oroakyctuueckon osmuccun (OAD) B pommome. Bo-BTOphIX, MNOBTOPHBIM
YCIOBHOPE(IEKTOPHBIM METOJOM HCCIIeJOBaHuEM ciyxa ¢ mnomomibio OAD B
CYpZIOJIOTUYECKOM IIEHTPE U, B-TPETHUX, C TOMOMIBI0O KOPOTKOJATEHTHBIX CIYyXOBBIX
BBI3BAaHHBIX IMOTEHIIMAIOB B 3TOM X€ LeHTpe. [I[puunHbl BO3HUKHOBEHHUS TYTOYXOCTH
y JeTel aHaJTU3UPOBAIKCH MO0 METUIIMHCKUM KapTaM JUCIIAaHCEPHOTO HAOIIOACHHUS.

JIHK-ananu3 manueHToB BBIIOJIHSUICS B JlabopaTopun MeauKo-reHeTHUeCKUH
Hay4yHbIi LeHTp uM. akaaemuka H. II. boukoBa. MccrnenoBanue reHoma C LENBIO
MOMCKa MyTallMM B T€HE BBIMIOJHEHO MPSIMBIM CEKBEHUpOBaHUEM 10 CeHrepy IK30Ha
2 rena GJB2 (Bcell xoaupyroleld MOCAEAOBATENIbHOCTH M IMPHUIIETAIOIIETO SK30H-
WHTPOHHOTO COEMHEHUS).

Cratuctuyeckas 00pabOTKa pe3yiabTaTOB MPOBOJUIACH METOJIOM CBOJAKU U
IPYNIUPOBKA MaTepUajiOB CTAaTUCTUYECKOTO HaOmofeHusa. Pasnuiy cuutanu
nocrosepHoit ipu p=0,05.

PE3YJIBTATBI

B pesynpraTre wuccnemoBanus Obuto u3yueHOo 317 MEAMIIMHCKUX KapT
JTUCTIAHCEPHOT0 HAOMIOCHUS JleTel 3a 6 yieT HabmoneHus y Bpaueid. Cpenu Tpymnisl
OompIias 4acTh ManueHToB (68,1%) uMeeT TyroyxocTh, CBI3aHHYIO C TEHETUYECKUMU
MyTalHUsIMU, a UMEHHO Jenenus ryanuHa B 35 monoxenun reHa GJB2 (43,1%
TOMOT€HHOM COCTOSIHUM U 25% B T€TEpPOreHHOM COCTOsiHUM). Jpyras dacth nereit
(27,1%) uMeeT WHBIC PUYUHBI BO3HUKHOBEHHS TYrOoyXocTH. M y TpeThel rpymmbl
HEU3BECTHBI MPUYMHBI BOSHUKHOBEHUSI HEUPOCEHCOPHOU Tyroyxoctu (puc.l).

1552



HewnssectHO
4,7%

Herenetuueckue MyTalluH
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Puc.1. HpOHeHTHOG COOTHOMICHUC ITAINUCHTOB C TCHCTUYCCKUMU MyTallUAIMU

OBCYXKJIEHUE

Hons uccnenyemoit mytaruu cocrasiseT 50-70% oT BceX U3BECTHBIX MyTalui
rena GJB2 u OGonee 20% Bcex ciydaeB paHHeW neTckod riyxorel [3]. Hame
HCCIIEIOBAHUE CXOJUTCS C UMEIOIUMUCS JAHHBIMU U MOJITBEPKIACT UX.

MoJiekynsIpHO-TEHETUYECKUI MEXaHW3M I[OTEPH CIIyXOBOM AaKTUBHOCTH B
HaIlle BpeMs SBIIIETCS 0OBbEKTOM aHAIM3a 3THOJOTHUN. I3y4uB 3TOT MEXaHN3M, TAKXKE
CTOWT OTMETHTh BKHOCTH CO3JaHHE MEp MEPBHYHON MPODUIAKTUKH, JCUCHHS U
peadIINTAINN TITYXOTHI.

[Ip1 COBpEMEHHBIX BO3MOXHOCTSAX 3JIEKTPOAKYCTHUYECKOW KOPPEKIMH CliyXa
(mrdpoBoe CIYyXOMpPOTE3UPOBAHUE, KOXJICapHasi UMIUIAHTAIM) MPoOJIeMOoN paHHEH
JIETCKOM TJIyXOThl CTAHOBUTCS HE CTOJBKO COOCTBEHHO JETeHepallvs pelenToOpHOro
3BEHA CIyXOBOTO aHAM3aTOPa, CKOJIbKO HEBOCIIOIHMUMOE TIPH TO3HUX JUATHOCTHKE
M Hayaje peadWIMTAllMM HEIOPa3BUTHUE IIEHTPAIBHOTO 3BEHA  CIYXOBOTO
aHaJIM3aTopa B OTCYTCTBUHU HMMITYJIbCAIMU OT PEHENTOPHOIO y4yacTka. | eHeTnyecku
oOyCJIOBIIEHHAs CEHCOpHasi aKyCTUYeCKas JICTIPUBAIlMsI B TEPHOJI PAaHHETrO JETCTBA
JTpaMaTUYeCKH CKa3bIBA€TCS Ha Pa3BUTHUMU BCETO T'OJOBHOTO MO3Ta peOCHKa, MPexe
BCETO KOPKOBBIX OT/EJIOB CIIyXOBOTO aHaIM3aToOpa, peYeABUraTEILHON KOPHI.

BbBIBO/IbI

Pe3ynbTaThl HccienoBaHus JalOT MOHSThH O:

1. Hainuuu reHetnueckoro (axropa IOPEYEBOM TIIYXOThl - PEIECCUBHOM

myTaruu 35delG rena GJB2 - cpeau Hacenenust CBepAJIOBCKOM 00JIaCTH.

2. Heobxomumoctu 0OoJiee ACTATBHOTO H3YyYEHHUS MPOOJIEMBI: 3TUOJOTUH

0ose3Hel, MoCTpoiika reHealornueckKux KapT OTAEIbHBIX CEMEH.

B nanpHeiimem miuanupyeTcs mpoBecTu 0oJiee TIyOOKUN aHaIu3 UCCIenyeMOon
TPYIION, a UMEHHO W3Y4YUTh MOJPOOHYIO ATHOJIOTHIO TAIMEHTOB, U3yYUTh CEMbH,
CTpaJlaloIIUX HACIEACTBEHHON TYrOyXOCTBIO, CTETICHb TSXKECTU 3a00JICBAaHUS U TaK
nanee.
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AHAJIN3 NOBEJEHYECKHX PEAKIOUHA W MOP®OJIOTMYECKHX
W3MEHEHUWI B TOJIOBHOM MO3TE ITOJIOBO3PEJIBIX KPBIC ITOCJIE
OBJYUYEHUS MIPOTOHAMM PA3JIMUHBIX DHEPT UM
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AHHOTALUA

BBenenue. lVccienoBanne matoMop@oIOrMueCcKUX M MOBEACHUECKMX HapyUIeHUH B
TOJIOBHOM MO3T€ MOCJIE BO3ACUCTBUS MOHU3UPYIOLIETO U3JIYUYCHUS SABISIETCS BAXKHOU
M aKTyaJbHOM 3ajjaueil pagualimOHHOM MEIUIIMHBI U KOCMHYECKOW paanoOu0IoTuu.
eap wucciaegoBaHusi — CPaBHUTEIBHBIM aAHAIM3 TOBEICHYECKUX PEaKUU U
Mopdorsornuecknx wu3MeHennit B I[[HC mojoBo3penbix caMoOK KpbIC —TOCIHE
BO3JICUCTBHS MPOTOHOB PA3MUYHBIX dHEpruil. Martepuajbl U mMeToabl. B pabote
HCIIOJIH30BAJIMCH MOJI0BO3peNbie caMKH Kpbic nHunu SD. [Namma-o6myuenue 60Co B
noze 1 I'p mpoBomunu Ha yctaHoBke POMYC-M. OOGnydeHwe TpPOTOHAMH C
sHeprusimu 170 u 70 MaB B go3e 1 I'p mpoBoaunu Ha ¢azorpone OUAN. [lns
OIICHKH MOBEJCHUYECKUX PEAKIMI MCMOJIb30BAIM TECT-CUCTEMBI “OTKpBITOE TOJE” U
T-nabupuHt”. AHamu3 MOpP(OJOTMYECKUX M3MEHEHUW B pa3IMYHBIX OTAEIax
TOJIOBHOTO MO3Ta IMPOBOAWIM C UCIIOIb30BAHUEM OKPAIIMBAHUS KPE3UIIBHOJIETOM 1O
Huccmio, konro-kpacubiM u  Fluoro Jade B. Pe3syabrarsl. [lpu ananmmze

1554



