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Llenp ucciefoBaHUA: U3ydYeHUE PaclpOCTPAHEHHOCTU MyTalui B reHe GJB2 y IIyXux M TYroyxux JeTei
AcTpaxaHCKO# 06/1aCTU U CpaBHEHHE UX C YaCTOTOM MYTAllMil y AeTell ¢ HapyllleHHeM CIyXa, TPOXKUBAOIINX
B ZIPyTUX perroHax P® c y4eToM perroHalbHBIX 0cOOeHHOCTeH. B HacTosIIel paboTe MPUBEAEHO OTNUCAHNE
Pe3y/IbTaTOB AMUEMUOTOTHIECKOTO, ayAOJOTUIECKOTO aHAIN3a, MEIUKO-TEHETUIECKOTO 06CIeI0BaHUA Jie-
Teii. Hamu mpoBezieHo o6ciefioBaHue Ha 6 9acTHIX PelleCCHBHBIX MyTaluii B TeHe GJB2 B rpymme 79 geTeii ¢
HapylIeHreM CJIyXa, COCTOSIINX Ha yueTe B obimacTHOM LleHTpe peabunurtaiuu ciyxa. MyTaliu BbIsBIEHBI
y 36 zmeteii (46%), mpuyeM JBe MyTalMKu OOHAPY:KeHbI TOJIBKO y 18 fgeTelt (23%), u emle 18 geTelt ABIIIUCH
HOCUTENIMU ofHOU MyTauuu. Y 9 zerteit (11,5%) mytaums 35delG 6buta o6Hapy:KeHa B TOMO3UTOTHOM CO-
crosHUM Uy 9 feteii (11,5%) B KOMITayHZ I'eT€PO3UTOTHOM COCTOSIHUM C Apyroi MyTaineii. Hamu nokasaHo,
YTO MOJTy4eHHBIE Pe3y/IbTaThl He COOTBETCTBYIOT BHICOKOM pacIpoCTpaHeHHOCTH MyTanuii reHa (6oree 50%)
B IpyIINax JeTeil ¢ HapylleHeM CIyXa, YCTAaHOBIEHHOM B GOJBIUTMHCTBE PErMOHOB Poccuiickoit ®esepariui,
a Taxke B pAge ctpaH EBponel, Kutae u imonuu. bosbIoe yncio HocuTele ofHOM MyTallliy reHa yKasbIlBaeT
Ha HeOOXOJUMOCTb MCC/IEA0BATh BCIO TIOC/IEI0BATENLHOCTD T€Ha U MOXKET OBITh CJIEACTBUEM CMEIIaHHOIO 3T-
HUYECKOTO COCTaBa 00CIeZyeMBIX.

KnroueBsle cioBa: reH GJB2, BpoxkeHHas TyroyXoCTh, ABYCTOPOHHSASA CeHCOHeBpalbHasA HeCUHApPOMaIbHasA
TYTOYXOCTb.
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To study the prevalence of mutations in the GJB2 gene in deaf and deaf children in the Astrakhan region and
compare them with the frequency of mutations in children with hearing impairment living in other regions
of the Russian Federation taking into account regional characteristics. This work describes the results of
epidemiological, audiological analysis, medical and genetic examination of children. We examined 6 frequent
recessive mutations in the GJB2 gene in a group of 79 hearing impaired children registered with the Regional
Center for Hearing Rehabilitation. Mutations were detected in 36 children (46%), with two mutations found
only in 18 children (23%), and another 18 children were carriers of the same mutation. In 9 children (11.5%),
the 35 delG mutation was detected in the homozygous state and in 9 children (11.5%) in the compound
heterozygous state with a different mutation. We have shown that the results obtained do not correspond to the
high prevalence of gene mutations (more than 50%) in groups of children with hearing impairment, established
in most regions of the Russian Federation, as well as in several countries in Europe, China and Japan. The large
number of carriers of a single gene mutation indicates the need to study the entire gene sequence and may be a
consequence of the mixed ethnic composition of the subjects.

Keywords: GJB2 gene, congenital hearing loss, bilateral sensorineural nonsyndromic hearing loss.
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ExxerogHo B Poccum Ha 1000 HOBOPOXKAEHHBIX
poxxzpaeTcsa 2—4 MiaZieHIla ¢ HapyleHUsAMHU CIyXa.
B nHacrosmee Bpems B Poccuiickoit @eseparnuu Ha-
cunutbiBaeTcs 6osee 300 ThICAY IIyXUX geTei [1, 2].
[Tpu 3TOM, YyYWUTHIBasA TPYAHOCTH CBOEBPEMEHHOTO
BBISIBJIEHHS CJIA0BIX MOTEPD CJIyXa M OTHOCTOPOHHEN
TYTOYXOCTH, peajbHasg 4YacTOTa HapPYyIIeHWUU CIyxa
3HAUYUTEJBHO BhIIe [3-5].

OxoJ10 6% HaceseHUA 3eMIN UMeIOT HapylleHNs
clyxa, uX HuX 7% — AeTu. Ilo mporuosam cnenuany-
cToB, K 2050 T. pacmpocTpaHEHHOCTh HapyIIeHUN
cryxa MoXXeT ZocTurHyTh 10% [6]. Pa3BuTue meau-
IIMHBI 0OeCIeYnBaeT POCT YUCIEHHOCTH TPYIII pPU-
CKa TI0 Pa3BUTHUIO TYTOYXOCTU, TAKUX KaK MOXKUJIbIE
JIIOMYA 32 CYeT YBEJWYeHUS TMPOAOKUTENHHOCTU
JKU3HU, HOBOPOXKJIEHHBIE C JKCTPEMAaJbHO HU3KOU
Macco# Tena, IETU C PA3TAYHBIMU T€HETHIECKUMU
HapyueHusMu [7].

[ToTepst cimyxa ABAAETCS BaXKHOUW MeIUKO-COITH-
aJpHOM mpobyeMoii. Heo6xXoAuMoe pa3BUTHE JleTeN
C HapyUIEHHBIM CJIYXOM, 3pPEeKTUBHOCTH JieueOHBIX
U pPeabWINTAITMOHHBIX MEPOTIPUSITUN ONIPEAENTIOTCS
CBOEBPEMEHHOM JIMAarHOCTUKOMN HAPYyIIeHUN CIyXa U
PaHHUM BMeIIaTeTbCTBOM [8, 9].

B AcTpaxaHcKoii 06yacTu, 1Mo JaHHbIM Ha 2018 1.,
npoxkusasno 1 017 514 xuTeneii, cpein HUX T'OPOZ-
CKoe HacejieHHe cocTaBwio 66,87%. HaceneHnue 06-
JIACTHOTO IIeHTPa, TopoZia ACTpaxaH!, HACIUTHIBAJIO
534 ThIc. yesmoBek. Cpezsu Bcex ropozios Poccuiickoit
dezmepany AcTpaxaHb BbIIEISAETCS OONBITUM YKC-
JIOM HaIMOHAJBHOCTEN B COCTaBe rOPOZCKOTO Hace-
JleHusi. B permoHe npezctapieHbl 6oee 100 HaIHo-
HasibHOCTel. [Tpeobiaziatoliiee HaceIeHUE — PyCCKUE
(70%), xazaxu (14,2%) wu Tatapsl (7%), OmHAKO
BCJIEZICTBYE MUTPAIIN HEYKJIOHHO BO3PaCTaeT YKC-
JleHHOCTB HapozoB Kaskasa [10].

CormracHO CTaTUCTUYECKUM IaHHBIM, y 1-2 feTel
Ha 1000 TyroyxocCTb pa3BHUBAaeTCAd Ha IIEPBOM TOAY
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ku3Hu [1, 2]. MHorue GaKTOphl pHUCKa Pa3BUTHA
CEHCOHEBPAJbHOU TYTOYXOCTU HEHACHeACTBEHHOMN
STHOJIOTUM Y JieTell IlepBOro roja >XU3HU XOPOLIO
usydensl [6, 7]. CunTaercs, 4To AeTU C HATUYUEM
HapylmIeHUH ciyxa y OamKaWImmx poJCTBEHHUKOB
JIOJDKHBI TIPOXOJAUTH AWArHOCTUYECKoe obciiezoBa-
HUe CIyXa C WCIIOJb30BaHMEM OOBEKTUBHBIX Me-
TOZ0B 1 pas B roz Ao 3-1eTHero Bo3pacra Jaxe Ipu
VCIIELITHOM IPOXOXKAEHUU ayAUOJOIN4ecKoro CKpu-
HuHTa [11]. Ha camoM zese fieTeld, KOTOPbIM HeOO-
XOJMIMO Takoe HabJIo/ieHre, He Tak MHOro (He 6oJee
5%). PacmpocTpaHeHHOCTh TSKENBIX BPOXKIEHHBIX
CIIOpaINYeCKUX CIy4aeB TyroyxocTu B 20 pa3 peBhl-
IIaeT YHCJIo cllydaeB, KOTOPbIe IIPOABIIAIOTCA B Tede-
HUe IIepBBIX JIeT )KU3HU. [IpoBesieH1e reHeTU4eCcKuX
aHaAJIU30B B CEMbAX, UMEIOLIVX POACTBEHHUKOB C Ha-
pylIeHueM cjIyXa, [I03BOJIUT CHU3UTh HAarpysky Ha
CYPZOLIeHTPBHI, TOCKOJIbKY 10 pe3y/bTaTaM I'eHeTHde-
CKOTI'O TecTa MOXKHO BBIZEJIUTD JleTel, y KOTOPBIX HeT
pHiCcKa pa3BUTHA TYI'OYXOCTH, a CJleZloBaTe/lbHO, U He-
06X0UMOCTH B ayJUOJIOTUYECKOM OOCIeOBaHUU.
PaHee OBUTO TIOKA3aHO, YTO MPOOJIEMBI MPEAYIIPEK-
JleHUA U paHHero BBIABIEHUS Hac/le/ICTBEHHON Tyro-
YXOCTHU y ZleTell KacaloTcs B [IepBYIO ouepelb poAu-
Teslell ¢ HOpMaJbHBIM cayxoM [12-14]. HopmanbHO
CABINANUX pofuTenedl umerT 70% petelr ¢ Ha-
CJIeICTBEHHON TYrOoyXOCThlo, U 47% Takux cemei
He HMMEIOT POZACTBEHHUKOB C HapylleHueM CIyXa.
PazHoobpasve HalMOHATBHOI'O COCTaBa, CMeIleHUe
Pa3INYHBIX 3THUYECKUX TPYII MOTYT OTINYaTh Ha-
ceseHre ACTpaxaHCKON 06JIACTH IO PaCIpOCTPaHEH-
HOCTH HacJ/Ie[ICTBEHHBIX HapylleHui cilyxa U Io re-
HeTUYeCKUM XapaKTepUCTHKaM.

B peruoHajbHOM LIEHTpe peabIINTAlUU CIyXa
Habrozaetcss okoso 500 zeTedt B Bo3pacte ot O 0
18 neT ¢ fUarHo3oM CTOUKOM JBYCTOPOHHEN CeHCo-
HEBPAJbHOU TYTOYXOCTH PA3MUYHOU CTETeHU Ts-
)KeCTU. BrlAB/eHUe CeHCOHeBpaIbHBIX HapylleHHUU
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clyxa OOBEeKTUBHBIMH METOZAMH, WCC/IeZ0OBaHUe
BBI3BAaHHOU oToakycTmdeckor smuccuu (3BOAD) u
CJIYXOBBIX BbI3BAHHBIX IMOTeHI[HaNIoB Mo3ra (CBIIM),
B ACTpaxaHCKOH 06JIaCTH IIPOBOAATCSA CUCTEMATHIe-
cku ¢ 2009 1. B paMKax YHUBEPCAJIbHOI'O ayZUOJIOrU-
YeCcKOro CKpUHWHTA HOBOPOX/JeHHBIX [15]. MeToae
MOJIEKY/IIDHOM TeHeTUKU BHECIM CyI[eCTBEHHBIN
BKJIa/ B BBIICHEHUE pacIpOCTPaHEHHOCTU Hacjes-
CTBEHHOMU TyroyXOCTH B MUPE U B Pa3IN4YHBIX PEruo-
Hax Haiel crpansl [16, 17]. V3BecTeH OTHOCUTEND-
HBIM BKJIQZl MyTallMii HEKOTOPHIX '€HOB B Pa3BUTHeE
BPOXXZI€HHBIX U IOpeueBbIX HapylleHu! cayXa B pazie
ctpaH Espomnel, CIITA u Kutae. Myranuu B reHe GJB2
coctaBwid 50%. I'enbl 6enKoB KoHHeKkcruHa 30 (rex
GJB6), meHzprHa, CTEPEOLWINHA, OTOdEPINHA, Ka-
JlepuHa 23, MUo3rHa 15A BHOCAT B 9TUOJIOTUIO HAPY-
eHUH ciryxa He 6osee 3-5% kaxzpii [18]. YacTora
HOCUTeNbCTBA MyTauuii B reHe GJB2 B 3mopoBoit
nonynAauuu B Poccutickoit ®ezsepaiiuu BapbUpyeT
oT 2,5 710 6%. B ceMbsiX, UMEIOUIUX POJCTBEHHUKOB
C HapylleHueM clIyxa, MOKHO OIIpe/leJIUTh PUCK II0-
BTOPeHUs 3a00/IeBaHUA € TIOMOIIBIO IeHETHIECKOTO
aHanusa. B To ke BpeMs NIpU OTCYyTCTBUU PO/ICTBEH-
HUKOB C HapylleHueM cjIyXa HacjeJCTBeHHBIHN Xa-
pakTep 3aboJieBaHUA MOXKHO YCTAaHOBUTH TOJBKO
C IIOMOIIbIO M'eHeTHYeCKUX aHaau30B. BrlpakeHHaA
reHeTU4YecKasd reTepOTeHHOCTb HapylleHui ciyxa
OCTaeTcsa OCHOBHBIM IIPeNATCTBUEM /JI TOUHOH Jiua-
THOCTUKU TIPUYUH TyroyxocTtu [19-21].

B HacTosmiee BpeMsa HacjeACTBEHHBIE (GOPMEI
BPOXXAEHHOU TYrOyXOCTH, K COXKaJeHWIO0, He IIOA-
JAaoTcAd U3JIe4eHUIo, [I03TOMY JJA yCIEeNIHOU pe-
abwinTanuy paHHAS AWATHOCTUKA O4YeHb BaKHA.
YcraHoB/IeHWe HaC/le[CTBEHHON IIPUYMHBI TYTOYXO-
CTH HEOOXOZUMO CeMbe JJISI OLIeHKU T'eHEeTHYeCKUX
PUCKOB. I'eHeTHYeCKas [UarHOCTHUKA TAaKXKe CII0CO0-
CTBYET TIOBBINIEHNIO 3(DEKTUBHOCTHA CUCTEMBI pea-
OWINTAIN Y COIMAJIBHOU aJalTalliy, IIOCKOJIBKY
3HaHUe IPUYMHBL YCKOPAET IPUHATHE PelleHUd O
BBIOOpE MeTOoZla peabWIUTAIlUd U TIO3BOJIAET IIPO-
THO3HUPOBATh Pe3y/IbTaThl.

Ilenp ucciesoBaHus

VIzy4yeHue pacpoCTpaHEHHOCTH MyTallUi B TeHe
GJB2 y IIyXUX U TYTOYXHX ZIeTeil ACTpaxaHCKO# 00-
JIaCTU ¥ CPaBHEHME WX C YaCTOTOU MyTaIuil y fgeteit
C HapylleHUeM CJIyXa, IIPOXKUBAIOIINX B JPYTUX pe-
ruoHax P®, ¢ yueToM pernoHaIbHBIX 0COOEHHOCTEH.

JL71s1 BBIIOTHEHUS 9TOH I1eJTi ObLIO IPOBEZIEHO U3-
y4eHUe CTPYKTYPhI CEHCOHEBPAIBbHON TYTOYXOCTH Y
JeTtell AcTpaxaHCKo# obsacTu. [IpoaHaIU3UPOBAHbI
ceMeWHbII aHaMHe3 (HajJu4due TYTOyXUX POJCTBEH-
HUKOB) U HAlIMOHAJIbHBIN COCTAB CeMeU TYyTOyXUX Jie-
Tell. VI3ydeHb! paKTOPhI PUCKA PA3BUTUSA TYTOYXOCTH
B I'pymIe JeTell C NOATBEeP:KAEeHHBIM HapylIeHHeM
CJIyXa, YTO ABJIAETCS HeOOXOAUMBIM 3TAIIOM JII0O0TO0
SMUZIEMHUOIOTMYECKOT0 HccieioBanus. Kpome Toro,
U3ydeHa paclpoCcTpaHeHHOCTh MyTanuii B reHe GJB2

46

cpeau JieTel ¢ HapylleHUeM ciyXa B ACTpaxaHCKON
obacTy ¥ MpoaHaIU3UPOBAHEI II0KA3aTeIH PacIIpo-
CTPAaHEHHOCTHU B CPaBHEHUU C APYTUMU perMOHAMU
Poccutickoit ®egepanmu.

ITarreHTHI ¥ METOZBI HCC/Ie0BaHUA

B ucciaemoBaHue BKrodueHo 105 gereii (zeBo-
4yek — 45, manpunkoB — 60) B Bo3pacTe oT 3 MecsAIeB
no 17 net. Bcem marpeHTam ObUT YCTAaHOBJIEH AUa-
THO3 /IBYCTOPOHHAA CEHCOHEeBpa/lbHasA TYTrOyXOCTb
WU IyxoTa B nepuog ¢ 2000 no 2017 r. Yucno ge-
Tel, BEIABJIEHHBIX moce 2009 ., cocTaBwio 77 4eyo-
BeK. HalmoHaIbHBIN COCTaB ZileTel B 00caeJ0BaHHOMN
rpymiie OBUI IIpe/CTaBIeH PycCKUMH — 46%, Ka3axa-
MU U TaTapaMu — 10 14%, yposkeHIIaMU PeCIyOInKI
JarectaH — 12%, xaiMpikaMu — 4%, eBpeaMu — 2%,
upirasamu — 1,8%, unrymamu — 1,8%, yeueHnamy,
Kopeiiamu, rpy3uHamu — 1o 0,9%.

Bce ety co cTOMKUMU IIOpOTraMy CIBIIIMMOCTU
cBoire 40 1B B OAHOM MUIM OOOUX YINAX, CIYXOIIPO-
TEe3UPOBaHbl OMHAYPAJIBHO ITUPPOBBIMU, MPOrpaM-
MUPYeMbIMU 3ayLIHBIMU CIyXOBBIMM alllapaTaMy —
67 udesnoBek. IIpoorneprupoBaHbl B ACTpaXaHCKOM
¢unuane HKI] otopuHonapunronoruu 37 feTei, U B
HacTosllee BpeMsa OHU HCIOJIb3YIOT CUCTEMY KOXJIe-
apHOUM MMIUIAHTALIMM Pa3JIUMYHBIX IIPOU3BOAUTENEN
(Cochlear, Actpanus; Med-el, ABctpus; Neurelec,
®pannus; Advanced Bionics, CIITA).

Ob6cezoBanye ZieTedl BKIIOYANIO: KJIMHUKO-Te-
HeTHU4YecKui anaMmHes, ocMmoTtp JIOP-opraHos, ayzauo-
jorudyeckoe oOC/IeZoOBaHUe, CypAOIlefaroruiecKoe
TeCTHpPOBaHUeE U MOJIEKY/IAPHO-IeHeTHUYeCcKoe ncciie-
noBaHue reHa GJB2.

[Tpu c6ope aHaMHe3a OIeHUBAIY TeueHue bepe-
MEHHOCTU U POZOB, IIOCTHATaJIbHOE pa3BUTHe, Ha-
JIU9rie XPOHNYeCKUX 3a00JIeBaHUMi, COCTOSHUE CIIy-
Xa pozauTesieli U POACTBEHHUKOB, aHAINU3UPOBAIU
POJIOCIOBHYIO, YTOYHAIU IIPOUCXOXKAEHNEe U Hallko-
HaJIBHOCTD pOAUTENEN pebeHKa.

ViMnesaHCOMETpHIO BBIITOIHAIN IIPY TOMOIIY M-
niemancomeTpa AZ 226 (Interacoustics, /laHus) ¢ 30H-
aupytomuM ToHoM 226 ['1. ToHa/NbHYIO TTOPOTOBYIO
ayZAWOMeTpHIO B CTaHJAPTHOM Jualia3oHe 4acTOT OT
125 g0 8000 I'ty — 1o cTaHAZAPTHOM METOAWKE HA ayAu-
omeTpe AD 629 (Interacoustics, Jlanust). Perucrpariuio
3a/lep>kaHHOU BBI3BAHHOM OTOAKYCTUYECKOU SMUCCUU
(3BOAD), sammuccry Ha 4acToTe MPOAYKTa UCKAKEHUs
(O34IIM), peructparyito KOPOTKOJATEHTHBIX CIIYXO-
BbIX BbI3BaHHBIX MoTeHnranoB (KCBII) — Ha anmapate
«Hetipo-Ayzano» (Bepcus 10, «Hetipocodt», Poccus).
ViccezoBaHye BBIIOJIHAIOCH TI0 CTAHAAPTHOM MeTo-
[IVIKE B COCTOSTHUY (QU3UOTIOTHYECKOTO CHA.

MonekyngpHo-TeHeTUYeCKUil aHanu3 Ha 6 da-
CTBIX pellecCCUBHBIX MyTanuii B reHe GJB2 mposo-
g B yaboparopuu MeAWKO-TeHETUYeCKOro Ha-
yuHoro 1ieHTpa PAMH (Mocksa). Marepuanom zjis
anHanu3a JIHK cayxwiu naTHa KpoBH, IPUTOTOBJIEH-
HBbIe 110 CTAaHJapTHOMN MeTOJMKe.
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PesysbraThl HcciieA0BaHUA

Hawmu mpoBezeHo o6cieioBaHme Ha 6 9aCTHIX pe-
1IeCCUBHBIX MyTanuii B reHe GJB2 B rpytrie 79 nereit
C HapyLIeHUEM CJIyXa, COCTOSAIIUX Ha yJeTe B 0bIacT-
HoM [JeHTpe peabuuTaiiuu ciayxa. [10J0XXKUTETbHYTO
POZIOCJIOBHYIO B JaHHOM T'PyIIie UMeJH TOJbKO 9 fe-
teit (11,5%). Myrauuu BeisiBieHsl y 36 geteit (46%),
MpUYEM JIBE MyTalluu OOHAPYKEHBI TOJIBKO y 18 ze-
Ter (23%) u eme 18 geTell ABIAINCH HOCUTEIIMU
oxHOM MyTaruu. Y 9 gereii (11,5%) mytarusa 35delG
ObUTa OOHApY)KEHA B TOMO3UTOTHOM COCTOSTHUM 'y 9
neteti (11,5%) B KoMITayHZ T€TEPO3UTOTHOM COCTOS-
HUU C ApyTou mMyTanueil. B rpymre gerteil ¢ myrarmu-
AMU B reHe GJB2 HalMOHAJIBHOCTH pacIpee/IInCch
ceayonmM obpaszoM: pycckue — 22 pebenka (61%),
eBpen—4 (11%), kazaxu—3 (10%), HaxcKo-arecTaH-
CKasgd BeTBb CEBEPOKABKA3CKUX HalOHAJIbHOCTEU
(ZapruHIEI, aBapLbI, IE3TUHBI, YedeH1bl) — 4 (14%),
KOpeHIIbl, Tpy3uHbl, Harauisl — 3 (8%). IToutu Bce
roMo3uroThl 1mo mytainuu 35delG 6pUTH pyCCKHUMH,
JeTH CO CJIOXXHBIM I'€HOTUIIOM OTHOCWINCH K eBpe-
M, KOopelIiam, Tpy3uHaM U Harauiam. B rpynmne ze-
Tel 6e3 myTanuii B reHe GJB2 Takxe mpeobiazanu
pycckue — 26 getett (34%), kazaxu — 15 (20%), TaTa-
pHL — 9 (12%), HaXCcKO-ZarecTaHCKas BETBb CeBEPO-
KaBKa3CKUX HaluoHajabHOCTel — 7 (9,3%). AHanu3
YacThIX MyTalui B reHe GJB2 m03BOJMI TOCTAaBUTh
[IMaTHO3 HaCJIeJCTBEHHON peIeCCUBHOM TYTroyXo-
ctu (IBe pellecCUBHBIE MYTalliU B T€HOTHUIIE) TOJIb-
KO y 23% pgeTeil, MpOXXUBAIOIINX HA TEPPUTOPUU
ActpaxaHckoii obmactu. [losydeHHBIE pPe3yIbTaTHI
He COOTBETCTBYIOT BBICOKOH pacIpoCTpaHeHHOCTU
MmyTaiui reHa (6onee 50%) B rpynmnax zieTei c Ha-
pylIeHUeM CJIyXa, YCTAaHOBJIEHHOW B OOJBIIMHCTBE
peruoHoB Poccutickoit @efepanyi, a Takxe B pszie
crpas EBpomnel, Kutae u fAnonun [22]. B oTaenbHbIX
pervoHax Haiiel CTpaHbl TaKXKe BBIABJIEHBl HU3KUU
BKJIaZ MyTanuii reHa GJB2 u ompeziesieHHbIe YacThie
myTaiuu. Tak, B Pecrybivke ThiBa BKJIa/ TaTOTEH-
HBIX MyTalluii reHa B 3THUOJIOIHIO IIOTEPU ClIyxa y
JleTell TyBUHIIEB COCTaBWI Toabko 18,8%. IIpu sTom
STHUYECKHUI cOCTaB 0OCIeTOBAHHOW TPYIIBI OBLT
MpenuMyIeCTBEHHO TPe/CTaBIeH TyBUHIIAMU — 192
u3 201. Cpexau TyBuHIEB MyTaluu 35delG BeISBIEHO
He 6bUT0. YacToH /1 TYBUHIIEB OKA3aJach MyTaIlVsa
p-W172C [23]. Huskuii Bkiaz myrauuii reHa GJB2
(20,7%) B 3THOJIOTMIO HECUHZAPOMAJIbHON TYroyXo-
CTU M CIIEKTP MYTallU¥, OTJIMYHBIA OT BBISABJISAEMO-
ro cpefiu PyCcKuX, IpociexuBaeTca B Vpane [24].
Bombioe yrcio HocUTesled ofHOW MyTalluu TeHa —
18 zeTeli — yKa3bIBaeT HAa HEOOXOJUMOCTh UCCIIEN0-
BaTh BCIO IIOC/IEZ0BATEIBHOCTh ['eHA U MOXET OBITh
CJIeICTBEM CMENIaHHOT'O dTHUYECKOT'O cocTaBa 006-
ciesyeMbIX. [IpeiBapuTeIbHBIN aHAIN3 TOTy4YeHHBIX
JAHHBIX YKA3bIBaeT Ha HEOOXOANMOCTD AaIbHEUIITIX
reHeTUYeCKUX UCCIeIoOBaHUl B perroHe.

AHau3 3TUOJIOIMYECKON CTPYKTYPhl TYIOYXOCTH
B 00CJIe/IyeMOU I'pyTIIie IeTel MPOBOAMIIH 10 U TIOCTIE
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reHeTU4YecKoro aHaausa reHa GJB2. BonbmmHCTBO
JleTell UMeTu BPOXJEHHYIO TYTroyXocTb — 96%.
CnesyeT OTMETHTh, YTO B pe3y/bTaTe BHEIPEHUs
YHUBEPCAJIBHOTO ayANOJIOTHYECKOr0 CKPUHHUHTA HO-
BODPOXK/IEHHBIX U3MEHWICS BO3PACT IIOCTAHOBKY AUa-
T'HO3a [IPY BPOXKAEHHOM HapylIeHUH cryxa. Jluarto3
JIBYCTOPOHHSI CEHCOHEBpaJIbHAA TYI'OYXOCTb B BO3-
pacte ot 0 10 1 6bUT ycTaHOBJEH B 29% ciy4aes, oT 1
Zio 2 neT — B 34%, oT 2 f0 3 neT — B 27% ciy4daes, OT 3
o 4 net — B 5%, ot 4 1o 5 netT — B 1,8%, crapiue natu
JeT —B 2,7%.

Jlo TosrydeHus pe3yabTaToOB TeHeTUYECKOTO aHa-
JIM3a HaCJeACTBEHHBIN XxapakTep (0ZMH Wiu 0ba po-
JUTEN VMeNU CEHCOHeBpalabHOe HapylIeHHe CIIy-
xa) ormeueH y 12 gerteit (11%). HemoHoieHHOCTh
Habmrozanace y 15 gerert (14%), 13 zmereit (12%)
MOJIyYaIy FeHTaMHUIIMH B BO3pacTe 0 OZHOIO Toja.
TyroyXoCTh BCJEJCTBHE IepeHECeHHOro OaKTepu-
aJIbHOTO MEHUHTUTa MMesa MecTo y 7 geteit (6%).
Yrposa npepelBaHUA OepeMeHHOCTH B aHaMHe3e
oTMeueHa y 7 4desnoBek (6%), BHyTPUYyTPOOHbIE UH-
bexunn y 4 gereit (3,6%), achuKcHsa B pogax TaKkxKe
y 4 mereit (3,6%), KpacHyxa B IIepBOM TpUMeCTpe
6epemeHHoCcTH y 2 Aeted (1,8%). Takum obpasom,
JI0 TEHETHYECKOT0 00CIe[oBaHUsA NIPeAIIoaaraTh Ha-
CJIeZICTBEHHYIO IIPUYUHY Pa3BUTUSA TYTOYXOCTH MOXK-
HO OBUIO TOJBKO B 18 ciyyasx. OauH GpakTop pucKa
Pa3BUTHA TYrOYXOCTH B aHAMHe3e IIPHCYTCTBOBAJ
v 44 neteti (40%), y 23 geteit (21%) oTmedeHO JBa
dakTopa pucka, u y 3 zgereit (2,7%) uMenu MecTo
Tpu U 6osiee GaKTOPOB PUCKA.

M3 obmiero Koin4yecTBa ceMel, rae y pebeHka
OoOHapy)KeHBI /IBe WIM OfHA MyTalus B reHe, 85%
pozauTeneil UMenyu HOPMa/lbHBIN ciayxX. CieayeT oOT-
MeTHUTh, YTO B aHAMHe3e y JieTel ¢ U3MeHeHHBIM Te-
HOTHUIIOM HauboJiee 4acTO BCTPEYaAIUCh Takue ak-
TOPHI PUCKA, KaK HEeZIOHOUIEHHOCTh U HU3Kas Macca
TeJa IpU POXAEHUH, IIPUMeHeHHe OTOTOKCUIEeCKUX
AHTHUOWOTHUKOB, IepEHECEHHBIN OaKTepUaIbHBIA Me-
HUHTUT. V13 18 zeTeli ¢ AByMsA MyTaluAMU 5 He 1UMe-
JIV 9K30T€HHBIX GaKTOPOB PHUCKA.

B o6ciieloBaHHOM TpyIiNe JeTel Npeobiazanu
4-9 cTemeHb TYrOYXOCTU U miyxoTa. [Ipu m3MeHeH-
HOM T'e€HOTHIIe TsDKeJlas CTelleHb HapyIIeHUs CIyXa
AuarHocTupoBaHa y 16 gereit (57%), riyxora — 4
(14%), III cTenens — 6 (21%), II crenens — 2 (7%).
[Ipyu HensmMeHeHHOM reHotuie IV cTeleHb Tyroy-
XOCTU AMarHocTupoBaHa y 52 gereit (68%), III cre-
neHb — 13 (17%), II crertens — 5 (6%).

Pe3ynbTaThl CIyXOpEUYeBOI'O pPAa3BUTHUA JeTel
IIPe/ie BCero CBA3aHBI C BO3PACTOM yCTAHOBJIEHUS
AVarHo3a M HayaJIoM peabWINTAIlIOHHBIX Mepo-
NpUATHAU. Bce feTu MKOJIBHOTO BO3pacTa B JaHHOU
KOropre o00cCjefyeMbIXx OOy4aroTcs B IMKOJIAX IS
CTaboCITBIIANIX U TIIyXUX fAeTeil. Cpeau feTent Jo-
ITKOJIBHOT'O BO3pacTa 5 /leTel mocelaloT MacCOBBIN
JNETCKUH caji, 2 pebeHKa MOCENMAOT AeTCKUH caz A
c1abOoCIIBIIIAIINX JeTeH.
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CorracHO MOJMyYeHHBIM JAHHBIM, HACJIeJCTBEH-
HblEe HapYIIEHUs CIyXa y ZeTel AcTpaxaHCKOU 00-
jactu 6ojiee reTepOreHHHBl B CPaBHEHUH C JPYTUMU
pervoHamMu Hailleii crpaHsl. [IpefBapyUTenbHBIN aHa-
JIN3 C yI€TOM CMEIIaHHOT'0 STHUYECKOT'0 COCTaBa 00-
cleZlyeMbIX YKa3bIBaeT Ha He0OXOAUMOCTh N3y4eHUs
criekTpa MyTtauuii B reHe GJB2, xapakTepHOM /A
MIOTIY/IAILIUY JIeTel C HapylIeHUeM CIyXa, B KaXKA0M
KOHKDETHOM peruoHe. DTO IIO3BOJIUT pa3paboTaTh
3 EKTUBHBIM AJITOPUTM TIOMCKA HACIEACTBEHHBIX
[IPUYHH BPOXKJEHHOU Tyroyxoctu. CiiefyeT HoAgdepK-
HYyTb, YTO OCHOBHOU 33/1auell Cyp/IoLleHTPOB SABJSAET-
Cs1 IMAarHOCTUYECKUN 3Tall, TO eCTh CBOEBpEMEeHHasd
JUATHOCTUKA TSKENBIX BPOXKJIEHHBIX U PAHHUX Ha-
pylLIeHul ciiyxa y AeTel, KOTOPBIM HepeaKo MozaMe-

HAETCS TEPBBIM 3TAllOM ayAUOJOTHYECKOTO CKPH-
HUHTa HOBOPOK/IEHHBIX.

BHezipeHUe B IU1aH 06C/IeJOBaHUS [IETel U B3POC-
JIBIX C HapyIIeHWEM CJIyXa FeHeTUYECKUX aHATU30B
C YYETOM paCIpOCTPAHEHHOCTH HamboJsiee YacThIX
MYTalMii MO3BOJUT M3YyYUTh PACIPOCTPAHEHHOCThb
HaCJIe/ICTBEHHOMN TYTOYXOCTH B HOMYJISIIIUU U TTOBBI-
cuTh 3PEKTUBHOCTD AUATHOCTUYECKOTO TIPOIlecca.
[TpodunakTrKa MOSABIEHUS HOBBIX CIy4aeB HaCIe/-
CTBEHHOHN TYrOyXOCTH BO3MOXKHA ITIPU COIVIACOBAH-
HOH paboTe amMbyTaTOPHO-ITOJTUKINHUYECKON CITY K-
6bl, CypZIOTIOTOB U Bpaueli-reHeTUKOB.
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