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OUATHOCTUKA HACNEOCTBEHHOW MATONIOMUU CITYXA
B NMPAKTUKE BPAYA-CYPOOIJIOTA

N

Cyambaesa PI1.

B daHHOU cmambe paccMompeHbl 80pPOChl 2eHemu4ecKu 0bycroeneHHol ceHCoHeaparbHOU myao-
yxocmu 8 npakmuke gpaya-cypdosoza. 3ampoHymbl 80MPOCHI 8bISINEHUS 8pOXOeHHOU npenuHaeansHol
HecuHOpoMHoU peuyeccusHol anyxomsl u Mymauyuu 8 2eHe GJB2, mak kak 80% ecex eeHemu4yecKux u3s-
MeHeHUU €8513aHO C aymoCOMHO-peyeccusHbiM HacriedosaHuem. [TposedeHo nabopamopHoe uccriedo-
8aHUe rnayueHmos C Uerlbio 8bISI8IEHUSI CEHCOHEe8parbHOU myaoyxocmu, 06ycrogneHHolU 2eHemu4YecKuM
pakmopom, Ymo 1038onuUM yry4yuwums Mepbl peabunumavuu 0aHHOU namosoauu.

K Hauany 2016 2o0da, no 0aHHbIM 0651aCMHbIX MNCUX0020-MeOUKO-reda2o2udeckux KOHCymbmauul
(INMMTIK), e KazaxcmaHe ebisisrieHo 7220 demel co cmouKuM HapyweHuem ciyxa. [MpubnusumernsHo
1 u3 1000 demeli umeem MsKenyro USU MOJIHY MOMEPHO Criyxa npu poxoeHuUU uiu paHHem demcmae,
uymo onpedernisemcs Kak rpesiuHaeanbHas arnyxoma. [lpu HecuHOpomarnbHOU 2eHemu4Yeckol arnyxome ¢
npenuHeearnsHbIM HadarnomM OOMUHUPYem aymoCOMHO-peyeccu8Hoe HacrnedogaHue.

Lenbro uccnedosaHusi S8UNOCH U3y4EeHUE COCMOSHUS CIyX08020 aHanuzamopa y demel ¢ CeHco-
HespasbHOU my20yxXxocmbto, 06yCrI08/1eHHOe 2eHemu4YeckuM ¢hakmopom, Orsi ornpedeneHuss makmuku
peabunumayuu.

Mamepuan u memodsl. MiccnedogaHue npogodusiock Ha KuHU4Yeckol 6ase kaghedpbl 0OmopuHO-
napuHeonoauu KasHMY um. C.[. AcgheHdusiposa. 100 HabnwodeHuem Haxodunuck 12 nayueHmos (8
gospacme 6-7 iem) ¢ ceHCcoHeapasbHOU My20yXocmbto, Komopbie npoxodunu obcrnedosaHue 8 nepuod
¢ 2016 no 2017 ee.

Pesynbmambl u o6cyxdeHue. Pe3ynbmamsbi npogedeHHol Hamu moHasbHoU nopo20seol
ayouomempuu y 12 demeli: 20pu3oHmMarnbHO-HUCX00Awas Kpusas ayouozspammsl y 8 demed (66%), a y
4 (44%) — pe3ko-Hucxodsuwasi KOHghuaypayus Kpugol ayouoepaMmebl. 110 pe3yribmamam MOMEeKYsgpHO-
eeHemuyeckoeo aHanu3a y 10 demedl ebisieneHa Mymauyus e eeHe GJB2 (35delG), y 2-x demel eeHemu-
YecKuX usMeHeHul He 8bisigrieHo. CaMbiM 3Ha4uUMbIM Orisi pa3gumusi myaoyxocmu oka3arscs eeH GJB2
(connexin 26). Mymauuu e 2ceHe GJB2 signstomcsi OCHO8HOU rMpu4uHOU rpenuHaeanbHOU HeCUHOPOMHOU
peueccusHoU 2r1yxomsbl. Tonbko 00HO U3MEHEHUEe 8 3MOM 2eHe, Komopoe 0b03Ha4yaemcs Kak Mymauusi
35delG, omeeuaem 3a 51% ecex crydaes 8 poxdeHuu paHHel demcKol myaoyxocmu 80 MHO2UX MO-
nynsyusix.

Bbi1800bI. Ayduornozauyeckoe obcriedosaHue 0emeli no3eosnsem obHapyXumb 60ne3Hb Ha paHHel
cmaduu, a MornekKynspHo-eeHemu4yeckoe uccriedogaHue Mo3eosisem ycmaHoeums MpuyuHy 0aHHO20
CeHCOHesparbHO20 CHUXeHUs cryxa. HecMompsi Ha o4egudHble ycriexu omuampuu CeHCOHe8pasibHoe
paccmpolcmeo criyxa ycmpaHums He803MOXHO. Takum nayueHmam nodbop cryxoeoeo arnnapama se-
ngemcs agpgheKmuBHbIM MEMOOOM KOMIEHcayuu Cryxo8ol yHKUUU.

Knroyesnie cnoea: CeHcoHesparlibHas myzaoyxocmsb, aymoCcOMHO-peyeccusHoe HacrnedosaHue.

0 TaHHBIM BeeMupHOI opraHu3anny 34paBooXpaHeHHs

(BO3) 6onee 360 MUJUTOHOB Y€JIOBEK B MHPE CTPAIAI0T

CeroiHs NIyXOTOH U HapyIIEHHEM ciyxa, 165 Musuo-

HOB, 3 HUX JIMIAa B Bo3pacTte crapuie 65 jer. A 32 MuwnoHa
cnaboCIBIIANIHMX ¥ TIIYXUX — 3TO IETH MOJIOXKe 15 net.

CornacHO TaHHBIM AMEpPUKAaHCKOW aKaJeMHU aylInOJIOTHH,

BO BCEM MHUPE ©XKETOTHO POXKIAIOTCS OoJee 665 ThICSY AeTeil co

CHIDKEHHEM CITyXa, MpeBbImaronmM nopor ciyxa ao 40 nb. Ilo

nanaeiM T Lundborg, B MHIYCTPHATBHO Pa3BUTHIX CTPAHAX POXK-

JIACTCs OJIH peOCHOK C BPOXKICHHOM ITyXoToi Ha 1000 HOBOpOK-

nennbix. K Havany 2016 roza, o JaHHBIM O0JIACTHBIX ICUXOJIOTO-

Meauko-nienarornueckux koncynpranuii (ITMIIK) B Kazax-

cTaHe BbIABIEHO 7220 neTell co CTOMKUM HapyLIeHHEeM CiyXa.

I'maBHas npuymHa motepu ciyxa, mo coodueHno BO3,

0COOEHHO B CTpaHaX ¢ HU3KUM U CPEIHUM JO0XO/I0M — BOCHAIIHU-

TeNbHbIE 3a00I€BaHUS CPEIHETO yXa, a TAKKe MHPEKIIMOHHBIE

3a0oseBanus. Hapymienus ciyxa y gereil MOryT pa3BHTHCS B
mo0oM Bozpacte. J1oist HOBOPOXKAGHHBIX C TEHETHUECKU 00Y-
CJIOBJICHHOH TIIyXOTOH NMPUMEPHO OJMHAKOBAa BO BCEM MHpE.
leneTnueckue HapyIICHHS CIIyXa MOTYT OTCYTCTBOBATh Cpasy
MIpHU POXKACHUM U Pa3BUTHCA TO3/HEE, 3aTParuBaTh OAHO WIH
00a yxa, BappHpOBaTh OT HE3HAUNTEJILHBIX IIOTEPH 0 ITyXOTHL.
KonnuecTBo 0CTaiIbHBIX THIIOB HAPYIICHUS CIIyXa BO MHOTOM
3aBHCHUT OT YPOBHSI 3[paBOOXPAHEHNS TOM MM HHOM cTpansl [1].

CoracHO CTaTUCTUYECKUM UCCIIeJOBAaHHSIM, HE MEHEE YeM
y 80% crmabocibIamyX ¥ HeCIbIIIANX JeTel HOBPEXICHUE
ciryXa IPOMCXOIUT B BO3pacTe 10 1 roja, 4To COOTBETCTBYET
BO3pAcTy CTAaHOBIICHUS [IEHTPAIBHON HEPBHOM CUCTEMBI U BIIe-
4eT 3a co00# HapyllIeHHe BhICIIeH HEPBHOI IesTenbHOCTH [2].

AMeprKaHCKas akaieMusl TeIMaTPUU PEKOMEHTyeT CIUUTATh
ONTUMAJILHBIM B OTHOILIEHUH ITPOTHO3a PEYEBOTO M ICUX03MO-
LIMOHAJIBHOTO PA3BUTHS BO3PACT IIOCTAHOBKU OKOHYATEILHOTO

KoHTakTbl: CyatbaeBa Pvmma [NeTpoBHa, accucTeHT kadedpbl oTopuHonapuHronorum KasHMY wm. C.O.
AcceHaunaposa, r. Anmarbl, PK. Ten.: + 7 701 780 7415, e-mail: imma77786@mail.ru
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JIMarHo3a U Havasa peaObuIuTalHOHHBIX MEPOIPHATHIL - BO3PaCcT
peOEnka oT 3 10 6 MECSIIEB KU3HU.

B coorBercTBum ¢ 3akonom PK «O counanpHOl 1 Mennko-
HeJaroruuecKoi KOppeKIMOHHOM MoNAepKKe JeTell ¢ orpaHu-
YEeHHBIMH BO3MOXXHOCTSIMU» B Kazaxcrane BHeApeHa cucTeMa
pPaHHEro BMELIATeNbCTBA, MPEATOJIararomias BeIsBICHNE, A1a-
THOCTHKY ¥ KOPPEKIMOHHO-Pa3BUBAIOLIYIO TIOMOIIb JETSIM C
npobieMaMy B pa3BUTHH C IEPBBIX MECSIIEB )KU3HU.

Hecmotps Ha npoBoaumbie B Kazaxcrane meponpusitus,
HalpaBJICHHbIC Ha BBISABICHHE HApYyLICHUH CiIyXa ¢ Mepuojaa
HOBOPOXKIEHHOCTH, TyTOYXOCTb JUarHOCTUPYETCS dalle Ha
BTOPOM U TPEThEM rojiax *Hu3HH [3].

Lenbro uccnenoBaHus IBUIOCH U3yYCHUE COCTOSIHUS CITy-
XOBOTO aHAIM3aTOPa y JeTel C CEHCOHEBPAIbHOM TYTOyXOCTbIO,
00yCIIOBJIICHHOE T€HETHUECKUM (HaKTOPOM, AT ONpPEAeTIeHHsS
TAaKTUKU peaOMIIUTALINH.

T'enernuecky 00ycioBIEHHAs CEHCOHEBPaIbHAsI TYTOYXOCTh
— HacieAcTBeHHas: Gopma 3aboneBaHus

OTOPUHOJIAPUHI

ayJINOMETPHST Ha PYCCKOM SI3BIKE; HAMIOPOTOBas ayTHOMETPHSI
(SiSi-tect, ompexnenenue aupGHepeHIHATEHOTO TTOPOTa CUIIBI
3ByKa 10 Jlromiepy u ornpesesieHue moporoB AUCKoM(popTa);
HMITEITAHCOMETPHSI.

PE3YJIBTATbI

Pesynbrarsl mpoBeeHHON HaMU TOHAJIBHON MOPOTOBON
ayauoMeTpuu y 12 neTeil: rOpu30HTAIbHO-HUCXOASAMIAS
KpHBas ayTHorpaMmbl y 8 neteit (66%), a 'y 4 (44%) — pesko-
HUCXOA1Iass KOH(UTypaust KpuBoi aynuorpammsbl. /laHHbie
TOHAJIbHOM MTOPOTOBO ayAMOMETPUH Y JeTel 310pOBBIX POIU-
Telel B 3aBICHMOCTH OT KOH(HTYPAIHN KPHBO ayANOT PAMMBI
MIpEJCTaBICHBI Ha pUCYHKaX | u 2. B nanbpHelieM Bce 9TH 1eTH
OBLIH HATIPABIICHBI B JIA00PATOPHIO IS CIAYH MOJICKYJISIPHO-
TeHETUYEeCKOTO aHajun3a, 1o pe3ynbraraM kotoporo y 10 nereit
BhIsiBIeHa MyTanus B rene GIB2 (35delG), y 2-x neteii rene-
THUYECKUX U3MEHEHUH HE BBISBICHO.

oprasa ciyxa. RIGHT ; LEFT
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DIyXOTBI U BKIIFOYAIOT MHOXECTBO CHH- 100 100

JIPOMOB C F€HETUYECKUMU OCHOBAMHU, 110 110

oOHapyKeHHbIMU puMepHo y 30% wu3 120 120

Hux [4, 5]. 80 80 80 80 80 80 80 BC| 80 80 80 80 80 80 80
IIpu HecunapoManbHOHN reHeTu- FF

YEeCKOW MIYyXOT€ ¢ MPEIHHIBAIbHBIM Speech Audiogram

HAYyaJIOM Yallle BCTPEYaeTCs ayTOCOMHO-
peueccuBHoe HacnemoBanue (80%),
3aTeM ayTOCOMHO-I0MUHaHTHOE (20%),

PucyHok 1 - Topu3oHTanbHO-HMCXOAALLLAA ayAMOrPaMMa

X-cuenneHHbiMu (1%) U MUTOXOH-
npuanbHeiMH (MeHee 1%) [6]. Ilpu
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cJle0BaHHE OYeHb penko. Yame Bcero 0 0
ayTOCOMHO-PEIIECCUBHBIE (DOPMBI Ha- ;g ;g
ciieioBaHMs OoJiee TSDKENble U BEAYT K 30 30
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0

HOM PCUbIO; KAMEPTOHAJIbHBIC UCCIIC10-

B mepuox 01.10.2016-01.06.2017 80 80
rr. Ha 6aze TOO «AnmartoH-2 OBLIO 132 138
oOcienoBano 12 nereit B Bozpacre 6-7 10 110
JIET ¢ CEHCOHEBPAJIBHOI TYTrOyXOCTbhIO. 120 120
Boem eTaM npoBO/IMIIock KOMIISKCHOE 80 80 80 80 80 80 80 BC| 80 8 80 80 80 80 80
ayZINOJIOTUYECKOE HCCIIeJOBAaHUE: HCCIIe- FF
JIOBaHHUE CJTyXa MICMIOTHON U Pa3roBOp- Speech Audiogram

BaHUs; TOHAJIbHAsA MOPOrosas, peucBas

PucyHok 2 - Pesko-Hucxopswas ayauorpamma
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OTOPWHOJIAPUHIOJIOTUS .

OBCYKJIEHHUE

W3 12 manueHToOB ¢ CEHCOHEBPAILHON TYrOyXOCThIO B
BO3pacTe 6-7 neT, kKoTopble ObuIN 00cenoBanbl Ha 6aze TOO
«AnmatoH-2», y 10 BBISBICHBI 3aKOHOMEPHOCTH BPOXKICHHON
MPETUHTBAIILHOW HECHHAPOMHON PEIeCCUBHOU TIYyXOTHI U
MyTanuu B rene GJB2.

3a mocnenHee BpeMs OOHAPY)KEHO MHOXKECTBO MyTalui
TCHOB, MPUBOISIINX K CCHCOHEBPAJIbHBIM HAPYILICHHUSM CITyXa.
Ceiiuac m3BectHO Oonee 100 Takux HapylieHUH, 00yCIaBIIH-
BAIOIINX U3MEHEHUSI CTPYKTYpBI OEJIKOB, BXOASIINX B COCTaB
MIPAaKTHYECKU BCEX HJIEMEHTOB BHYTPEHHETO yXa: BOJIOCKOBBIX
KJIETOK, MOJJICP>KUBAIOLINX KJIETOK, COCYIUCTOMN MOJIOCKH, Oa-
3WIAPHONW MEMOpPaHBI, CIIUPAIBHOTO y3J1a, CIlyXOBOTO HEpBa.

Tak kax 80% reHeTHuecKoil CeHCOHEBPAILHON TYTOyXOCTH
COCTaBIISIET ayTOCOMHO-PELIECCHBHBIA THIT HACICIOBAHMS, MBI
OCTaHOBUMCS Ha YKa3aHHOM TuIe. [Ipy perecCHBHOM THIIE Ha-
CIIeZI0BaHUS PEOSHOK MOTYYaET OT KKIOTO U3 POHUTENEH OIIIH 1
TOT K€ BAPUAHT I'eHA, KOTOPbIH BBI3bIBACT JAHHOE CHIDKEHHE CITy-
xa. [Ipu aToM pouTenu pebeHKa He CTPaIa0T CeHCOHEBPATLHBIM
CHIKEHHEM CITyXa, TaK KaK OHH UMEIOT HOPMaJIbHBIA BapHaHT
JAHHOTO T'eHa B IIape TeHOB, TIOYYSHHBIX OT CBOUX POIHUTEINCH.
Ho oHM sBISIIOTCS HOCHUTENSIMU T€HA PELIECCUBHON HECHH/IPO-
MasIbHO# TyxoThl. ClieioBaTebHO, y peOeHKa MOXKET OBITH
CHIDKEHHUE CITyXa WITH ITyX0Ta, HO €0 POANTENHU U POJICTBEHHUKN
MOTYT HIMETh HOPMAJIBHBIN CITyX B JIFOOOM BO3pacTe.

Bonee 50% BHECHHIPOMAJIBHBIX CEHCOHEBPAJIbHBIX CHU-
JKEHHUH CITyXa CBSI3aHBI C OTKJIOHECHHUSIMH B CTPYKTYype OCIIKOB
connexin 26 u connexin 30. KoHHeKCcHHBI BaXKHBI JUIs 0OMeHa
MOHOB KaJus B 9HAOIUM(E YAUTKH TIOCPEACTBOM CETH IIETEBBIX
COC/IMHEHUI, KOTOPBIE YT OT SMUTEIUAIBHBIX MO/ICPIKUBALO-
IIMX KIETOK K (GUOPOIUTaM CITUPAIBHOM CBSI3KH M K DITUTEIH-
QJIBHBIM MapTHHAIBHBIM KJIETKaM COCYIUCTOH mosnocku [7].
T'omeocTa3 HOHOB SIBISETCS BaYKHBIM U1 HOPMAJIBHOTO CITyXa,
a MyTallU¥ B HEKOTOPBIX T'€HaX, KOAUPYIOUIMX KOHHEKCHUHBI, W
HWOHHBIE KaHAJTBI, BEAYT K HACIEACTBEHHOH rmyxoTe [6, §].

CaMbIM 3HAQUUMBIM JIJISl Pa3BUTHUSI TYTOYXOCTH OKa3aJics
rer GJB2 (connexin 26). Myrtanuu B rene GJB2 sBistrorcs
OCHOBHOM IPUYMHON HpPEJMHIBaJIbHON HECUHAPOMHON pe-
LECCUBHON TIIyXOThI. TONBKO OZHO M3MEHEHHE B 9TOM TEHE,
KoTopoe obo3Havyaercs kak myTauus 35delG, orBewaer 3a 51%
BCEX CIy4aeB B POKICHUU paHHEH NETCKOH TYyroyXOCTH BO
MHOTHX ronyisinusix [6, 8, 9]. Myrauus 35delG npencrasmnsier
coboii genenuto ryanuna (I') B mocnenoBarenbHocT U3 6 [ B
nonoxeHuu 30-35, 4To BEJIET K CABUIY PAMKHU CUMTBHIBAHUS U
00pa30BaHUIO MPEKIEBPEMEHHOTO CTOIT KOIOHA B HYKJICOTHE
3819, 10]. Yacrora HocutenbeTBa 35delG MyTanuu cocTapisieT
3,5-4,0% no nanabM UTanbsHckux u ['pedeckux MOmysauii.
3TO NPUBOAUT K TOMY, YTO TOMO3ZUTOTHOCTH TI0 3TOW MyTalMu
JIoJbKHA cocTaBiATh | Ha 2500 HOBOPOXKACHHBIX B ATHUX TOIYIISI-
nusix [6, 7]. Baxnsiii 1okyc (DFNB1) BriepBbie Obu1 HaiiieH Ha
xpomocome 13q11 myTem ananm3a CHETUICHHUS B IBYX KPYITHBIX
OJIM3KOPOJICTBEHHBIX TYHHCCKUX CEMBSX C NPEITUHIBAIbHOM,
BhIpakeHHO# Tiryxortoit [6]. I'ew GJB2 Obu1 nmepeeim DFNB
reHOM, uaeHTuGUIpoBaHHbIM B 1997 rony. B nenom, okoio
90 paznuunbix MyTanuit GJB2 Ob110 O1ricaHo B CBSI3H C periec-
CUBHOIH HECUHJIPOMaJIbHOI MoTepeit ciayxa [S].

T'er GIB6, xomupyromnuii korHeKcHH 30, pacIiookKeH PIIoM
C TEHOM KOHHEKCHH 26, a Jiesienusi pacupocTpaHsercs ot 5'
npaiim konmna rena GJB6 B nanpasnennn rena GJB2. U3 storo

cienyer, uro aenenus GJB6 nenerupyer Taxke KOHTPOJIbHBIE
peruonsl reHa GJB2. 3HaunTensHO OOITBINE Ty XUX WHIANBHIOB
reTepo3UroTHbI 1o ogHoi GJB2 MyTanuunu, yem ciiplanmx uH-
JTUBHJIOB, YTO YKa3bIBAeT HA CYIIECTBOBAaHKE OJTHOM min Oojee
Hen3BecTHbIX GJB2 MyTanuii B Hekonupytomei ooinactu GIB2,
BO3MOJKHO C BOBJIEUEHHEM B JEJICIIUIO HEKOTOPOU KOHTPOJIBHOM
obnactu. [leneuus, 3arparuBatoinasi red GJB6, spnsercs teino-
MepHOii 1o cpaBHeHUIO ¢ GJB2, oHa HASHTHDHITPOBAHA TAKKE
y ALIUEHTOB U3 ceMel eBpeeB alllkeHas3u U (hpaHIy30B, KOTOPbIE
Obun TeTepo3uroTHel o GJB2 mMyTanuu B TPaHCIOIOKEHUH
no otHomeHuto k nenerun GIB6 [10, 11]. MccnenoBanus B 9
CTpaHax MOKa3aJk, YTO JEJELUs NPUCYTCTBYET C BBICOKMMHU
vactoramu B Vicnanuu, ®@pannuu, M3panne n Benukobputanuu
(5,9-9,7% ot Bcex DFNB1 auteneii). AHanu3 rarmioTHIIOB I10-
Ka3aJl 4eTKUH 9 PeKT ocHOBaTEIs ATt 3TON MyTalllH y eBpeeB
aIllKeHa3M U B HEKOTOPBIX CTpaHax 3anaHoi EBponbl. Jlenernus
noka He oOHapysxeHa B Typuuu, Utanuu u Asctpuu [10].

IlepBoe ycrenHoe ucciieoBaHue ayTOCOMHO-PEIIeCCUBHON
HECHHJPOMAJILHON IIIyXOThl OIyOiauKkoBaHo B 1994 rony, a
TIepBbIe ayTOCOMHO-pPEIeCCUBHBIE TeHbl TTyxXoThl (GJB2 and
MYOT7A) 6111 oOHapyxeHsl B 1997 rony. Bee u3 23 pa3Hbix
DFNB reHoB 0b11H onricanbl K iekadpro 2005 roga. Hekotopeie
U3 TEHOB BOBJICUCHBI KaK B PELIECCUBHBIC, TAK U B JOMUHAHT-
HbIe HeCHH/IpoMalibHbIe cirydan nryxoTsl (GJB2, GIB3, GJB6,
MYO6, MYO7A, TMCI1, TECTA u COL11A2) unu e Kax B
HECHH/IpOMAJIbHBIE, TAK ¥ CUHAPOMAJIbHBIE CIIy4an IITyXOThI
(GJB2, GJB3, GJB6, MYO7A, SLC26A4, CDH23, USHIC,
PCDH15, COL11A2 u MYO6).

DeHOTUN HECUHPOMAJILHON PELECCUBHON IOTEpPU CilyXa
OOBIYHO TIPEJICTABIICH ITyOOKOH CTENeHBIO, TPETMHIBAILHOM, He-
MPOTPECCUPYIOLIEH Ty XOThI 10 CPABHEHUIO C JOMUHAHTHBIM Ha-
CJIeI0BaHHEM, KOTOPOE OOBIYHO IPOSBIISAETCS TOCTIMHIBAJIbBHON
MIporpeccupyloiei norepe ciyxa cpeaHel-TsHkenoil cTeneHu.
IIpakTryeckn Bce reHbl Kak PelecCUBHbIX, TAaK M JIOMHHAHTHBIX
(hopM NPUBOAAT K CEHCOHEBPAILHOM OTepe ciyxa.

Takum 00pa3oM, B CBSI3U C BBIIIEH3IOKEHHBIM TeHETHYE-
CKUM DPa3HOOOpa3ueM H3HAYaIbHOW MPUPOALI OOJBIIMHCTBA
MYTalUi, KpYIHBIMH pa3MepaMH OOJIbIINHCTBA T€HOB [Ty XOTHI,
BO3MO)XHOCTH MOJIEKYJISIPHOW TUArHOCTUKM OIpaHUYCHBI B
CpPaBHEHMHU C MyTallMOHHBIM aHan30M reHa GJB2.

BbIBOAbI

Aynuonorudeckoe 00ciIeI0BaHUE JIETEH 03BOIISIET OOHAPY-
JKUTH OOJIE3Hb Ha PAHHEH CTA/INH, & MOJICKYISIPHO-TCHETHIECKOE
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T¥XbIPbIM

P.MN.CYATBAEBA, C.®. KYJAUEEPIEHOBA, [1.M. MYKAHOBA,

O.P. ACAXAHOB, A.B. PAUCOB

C.)K. AcpeHOusipoe ambiHOarbl Kaszak ynmmbik meduyuHa

yHusepcumemi, Animamnl K., Kazakcman Pecriybnukacsbi

cypgonor OsaPIrepglH MNMPAKTUKACBLIHAH ANbIHFAH
ECTY MYKICTITIHIH T¥KbIM KYANAYLIbl MATONOIMNMACBIHA
AWATHO3 KOKO

byn makanapga cypgonor gapirepgiH npakTukacblHAafbl
reHeTukara HerisgenreH ceHcoHeBpanbAbl €CTy MYKICTIriHiH
macenenepi kapanfaH. Tya 6iTkeH npenvHreanbabl CUHAPOMAbI eMec
peLeccuBTi ecTy MmykicTiri MeH GJB2 reHgeri MyTaums macenenepi
KapacTbIpbIniFaH, enTkeHi Oykin reHeTukanblk esrepictepaid 80%
ayTOCOMbI-PELIECCUBTI TYKbIM KyanayLubinblkka 6avinaHbicTbl. MNa-
uneHTTepre nabopaTopusnblk 3epTTeY XYPrisingi, oHAarsl Makcar,
reHeTuKarnblK hakTopra Heri3finreH CeHCoOHeBparnbAbl €CTY MYKICTIriH
aHbIKTay, Oyn e3 Ke3eriHae oCbl NAaToNorMsaHbl OHaNTY LiapanapbiH
XakcapTyFa MyMKiHAiKk Gepefi.

2016 xbIngplH 6acbiHa kaparaHaa obnbICTbIK MCUXONOrUSTbIK-
Megukanblk-negarornkanblk koHcynbTauusnapgbit, (MMIIK)
aepekTepiHe cyieHep Gorncak, Kasakctanga ecty kabineti a6aeH
Oy3binFaH 7220 6ana aHblkTanfaH. 1000 6anaHbiH GipeyiHiH TyblnFaH
Ke3ge Hemece eTe KilLKeHTan kesiHae ecTy kabineTi ete Hawap 60-
nagbl Hemece Myngem ectiMenai, on npenuHreanbabl €CTy MyKICTiri
aen Genrinexegi. MpenuHreanbabl 6actaybl 6ap cMHApoManbabl
emec reHeTuKanblK eCTy MYKICTir Ke3iHae ayToCOMAbI-peLieccuBTi
TYKbIM KyanayLbinblk 6ackiM 6onagp.

3epTTeyAiH MaKcaTbl - OHaNTy TaKTUKaCbIH aHbIKTan any YLUiH
reHeTuKanblk hakTopfFa Heri3aenreH CeHCOHeBparnbAbl €CTY MYKICTiri
6ap 6ananapablH ecTyi aHann3aTopbIHbIH XaFgaiibiH 3epTTey.

MaTtepuan xaHe agicTtepi. 3eptTey C. K. AcdheHaunsapos
aTblHAarbl Ka3¥MY oTopuHomapuHronornsa kadenpacbiHbiH
KrnuHWKanblk 6asacbiHaa xyprisinreH. bakbinayra 12 naumeHT anbiH-
Obl (xacTapbl 6-7 apacbiHAa), onap CeHCoHeBparnbAbl eCTY MYKICTIri
6ap bananap, TekcepyaeH 2016-2017 xbingap apanbifbiHAa OTTi.

HaTuxenepi xoHe Tankbinaybl. bi3 xypridareH ToHanbabl
LUEKTeYLLi ayamoMeTpus kepceTkiwTepi 12 6anaga mbiHagan: 8 6a-
naja ropusoHTanbabl — TOMEeHAEYLWi KUCblK ayavorpamma (66%),
4-pe (44%) — KuCbIK ayamorpaMMaHbiH, KYPT TeMeHAeYLLi KOHpury-
pauusicel. 10 6anagaH anbiHFaH MONEKynsiprbl-reHeTuKanblK aHanmus
kepceTkeHaen, GJB2 (35delG) reHinae myTauusi 6onraH, 2 6anaga
reHeTuKanbIK e3repictep aHblKTanmaraH.ECcTy MyKiCTiriHiH AamybIH-
Aa eH MaHai reH GJB2 (connexin 26) 6onbin oTblp. GJB2 reHiHgeri
MyTauusinap nNpenvHreanbAbl CUHAPOMAbI eMeC peLeccuBTi ecTy
MYKICTiriHiH Heri3ri ce6ebi 6onbin Tabbinagpl. 35delG myTaumscel
TypiHae GenrineHetiH Oyn reHaeri Gip e3repicTiH ©3i FaHa kenTereH
6ananapablH Tybinybl Ke3iHAe epTe Ke3fieH ecTy MYKICTiriHiH 51%
Xafdanbl yLiH xayanTbl 6onagpi.

KopbITbiHABLI. Bananapfa xyprisinreH ayanonorusnbik
3epTTey aypyabl epTe KeseHnAe aHblkTayFa MyMKiHAiK 6epeai, an
MOMNeKynsiprbIK-TeHeTKanblK 3epTTey bonca 6yn ecTyaiH CceHco-
HeBpanbAbl TeMeHaeyiHiH ce6ebiH aHblKkTayFa MyMKiHAIK 6epMek.
OTunatpusaHbIH KepemeTTeln XeTiCTiKTepiHe KapamacTaH eCTyAiH
ceHcoHeBpanabl Oy3yLWbINbIFbIH O MyMKiH emec. MyHaain na-
LUMeHTTep YLWiH ecTy annapaTtbiH TaHgan 6epy ecTy dyHKUMSACHIH
KOMMeHcaumsanayabiH, TviMai agicti 6onbin Tabbinagpl.

Heziz2i ce3dep: ceHcoHesparib0bl ecmy MyKicmigi, aymocomobI-
peueccusmi MyKbiM Kyanaywblbik.
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SUMMARY

R.P. SUATBAYEVA, S.F. KUDAIBERGENOVA,

D.M. MUKANOVA, D.R. ISSAKHANOV, A.B. RAISSOV

Asfendiyarov Kazakh national medical university, Almaty c.,

Republic of Kazakhstan

DIAGNOSTICS OF THE CONGENITAL DEFECT OF SENSE
HEARING IN THE PRACTICE OF SURDOLOGIST

This article considers the issues of gene-sensorineural
bradyacusia in the practice of surdologist. The issues of revealing
the congenital prelingual non-syndrome recessive bradyacusia
and mutation in the gene GJB2 are touched, as 80% of all genetic
variations are related to the autosomal-recessive study. The
laboratory study of the patients aimed at revealing the sensorineural
bradyacusia, conditioned by genetic factor, are conducted; it allows
to improving the measures of this pathology rehabilitation.

At the beginning of 2016, according to the data of regional
psycho-medico-pedagogical consultations (PMPC) in Kazakhstan
7220 children with the permanent disability of the sense hearing are
revealed. Approximately 1 out of 1000 children has severe or total
hearing loss at birth or early childhood, which is defined as prelingual
hearing loss. At non-syndrome genetic deafness with a prelingual
start, autosomal-recessive disorder dominates.

Study purpose was to study the condition of the acoustic
analyzer at children with sensorineural bradyacusia, conditioned by
the genetic factor, for defining the rehabilitation tactic.

—2017.—Ne 10 (184). — C. 64-68
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Material and study methods. The study was conducted at the
clinical base of the otorhinolaryngology department of the KazNMU
named after S.D. Asfendiyarov. 12 patients (at the age of 6-7) with
sensorineural bradyacusia, who had been examined in the period of
2016-2017, were under supervision.

Results and discussion. The results of conducted by us tone
threshold audiometry of 12 children: horizontally-descending curve of
audiogram at 8 children (66%), and at 4 (44%) — sharply-descending
configuration of the curve audiogram. According to results of the
molecular genetic analysis of 10 children the mutation in the gene
GJB2 (35delG) was revealed at 10 children, the genetic variables
were not revealed at 2 children. The most important for bradyacusia
development was the gene GJB2 (connexin 26). The mutations in
the gene GJB2 are the main reason of prelingual non-syndrome
recessive hearing loss. Only one variation in this gene, which is
defined as 35delG mutation, responds to 51% of all cases in birth of
neonatal bradyaucosia in many populations.

Conclusions. Audiologic examination of the children allows
revealing the disease at early stage, and molecular genetic study
allows defining the reason of this sensorineural loss of hearing.
Despite the evident advance of otiatria the sensorineural loss of
hearing cannot be treated. The choice of the hearing device for such
patients is the efficient method of hearing function compensation.

Key words: sensorineural bradyacusia, autosomal-recessive
disaorder.
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