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Pesztome. Pacnpocmpanennocmos depekmos cayxa y oemeti u

HeOHAMAanbHulll CKPUHUH2, KOHHEKCUH-20.

NO30HAS UX OUASHOCMUKA 6ce2dd NPensimcmeosany npogede-
HUIO paHHux peabuiumayuonnvlx meponpuamutl. Ilo cocmos-
HUIO HA Ce200Hs peuleHue dMUx npooiem 8 mMupe npoucxooum
no 08YyM NYMAM: CKPUHUHZ HOBOPOMCOEHHbIX HA npeomem Oe-
Gexmos 36yKoBOCHpUAMUA U 2eHemuyeckoe Mmecmuposamie
demeii u pooumenei. Peanusayus oboux Hanpasgienuil npo-
UCX00UM @ OAHHbBLI MOMEHM U 6 YKkpaumne, Kpome mozo, pas-
pabomana memoouka, U NOIYYeH NAMeEHm Ha Chocob Mofe-
KYNIAPHO-2eHemuuecko2o o006ciedosanus oemeil Ha npeomem
HOCUmMenbCmea Mymayuu 2eHd KOHHeKCUHa-26 ¢ yuemom
pe3yrbmamos  npoepamMmvl  AyOuoi02UNecKo20  CKpUHUHEd
HOGOPOdICOEeHHbIX. JJAHNAS NPOCPAMMA YCREWHO Peanu3yemcs 6
Llenmpanvnom u KOeo-Bocmounom pecuonax Yrpaunwi. I'eno-
mun 35delG/35delG obuapyscen ¢ 23,3% cnyuaes. I'enomun
35delG/N ewviagnen 6 7,7% cayuaes. Pacnpocmpanennocmo
MYMaHmuo2o eapuanma 2ena 6 oowem cocmasuna 31%.

BBepeHune

ITo mamaepiMm BO3, B Mupe HaCcUHUTHIBAETCS
0KoJi0 250 MJTH. 4eNOBEK C HApYIICHUSMHU CIY-
xa, 4To cocTtaBisieT 4,2% oT Bcell momynsAIuu
3emHoro mapa [1]. [Ipubnusutensuno 1 u3z 1000
JeTeld MMEeT TSKEIYH WM MOJHYI MOTEepIo
clyxa MpHU POXKJICHUU HJIU B paHHEM JIETCTBE,
YTO OMNpeAesseTcs KakK IpeJHHrBajbHAs TJy-
xota. [lomoBuHa 3THX neTed uUMeeT JaeeKThI
clyxa KakK pe3ylpraT TeHEeTHYecKux dakto-
poB, 80% KOTOpPBIX COCTaBIAIOT ayTOCOMHO-
peueccuBHbie Gopmbl. OcTaBimasics 4acTh CIy-
YaeB MPHUXOJUTCS Ha 00 HeOIarompusTHBIX
BHCIIHECPEIOBBIX BIMSIHHUIN, OKa3bIBAEMBIX Ha
OpraHbl ciyXa 3MOpPUOHA WJIH yXKE POJUBIICIO-
cst pebéuka [2]. OCHOBHBIMH HETEHETHUYECKUMU
NpUYMHAMH Pa3BUTHUS 1e(EKTOB CiyXa SIBIISIOT-
Cs BPOXJCHHbIC MH(PEKIMH, TOKCHYECKOE BO3-
JIeCTBUE JICKAPCTBEHHBIX MPEMapaToB, TUIIOKCO
- ac()UKCUYHBIE COCTOSTHUS BO BpeMsi OepeMeH-
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HOCTH U POJIOB.

TpaAWIIMOHHO  BPOXKJACHHAS  TYroyXOCTh/
IIyX0Ta HE CYMTAETCSA TSKEIBIM 3a00JeBaHMU-
€M, TOCKOJbKY JETH, B OOJBIIMHCTBE CBOEM,
coMaTHYeCKH 37A0pOBEI. TeM He MeHee, TsKe-
Jasi moTeps ciayxa oOycliaBiuBaeT Trpyboe Ha-
pyIIeHHE PEYeBOTO, TCHXO-dMOIMOHAIBHOTO
U CONMANTBHOTO Pa3BUTHS peOCHKA W SBISACTCS
OCHOBAaHWUEM ISl TIONYYEHUS WHBAIHUIHOCTH.
Pe3ynbpTaTUBHOCTh TEpamuu 3aBUCHT OT paH-
HEro BBIABJICHHS HW3MEHEHHH ciyxa. Bo Bcex
ciaydasix HEI(P(PEKTUBHOCTH KOHCEPBATUBHOTO
JeUCHUsT TOPaXCHUs OpraHa ciayxa MpPOBOJUTCS
CIYyXONMPOTE3UPOBAHHE C MOMOMIIBIO CIYXOBBIX
ammaparoB, a B CIydYasx TIYXOTHl — KOXJeapHas
UMITTaHTAIHS.

ITpopsiB B 00JaCTH MOJEKYISIPHO-TEHETH-
YeCKUX 3HAHWU 00 opraHe ciiyxa BBIBOJAMT Ha
KauyeCTBEHHO HOBBIH YPOBEHBL MOJXOABI K yCTa-
HOBJICHHWIO TPUYHUH TYTOYXOCTH H pa3paboT-
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Ky 9(QQeKkTuBHBIX CcMOCOOOB IJIeUCHHS, a TakK-
KE€ OTKpBIBaeT HOBBIE NYTH MNPOQUIAKTHKH
HacJIeJICTBEHHBIX HapYIICHUH clyXa.

Kommexcwn 26

Ma
9% CHMAPOMMLR CHOPMB!
8%

18%

Puc.1. MpuynHbI BpOXXOEeHHOW NoTepu criyxa

B knuHuyeckoil mnpaxktuke OodplmIOe 3HA-
YeHUEe HMEeeT MEIUKO-TeHEeTHYecKOoe KOHCYIIb-
THpOBaHHEe (MpPH BPOXKJAEHHBIX MOpPOKax Ciy-
Xa B TOM 4Hcie). DTO CBSI3aHO C TEeM, 4YTO
HacJeJCTBEHHbIE 3a00JIeBaHUS 3THOJIOTUYECKHU
CBSI3aHBl C Pa3IMYHBIMH THIAMH MYTalui
(reHHBIE, TEHOMHBIE, XPOMOCOMHBIE). Bpauy —
FeHEeTHKY HE0OXOIMMO NPUMEHHUTh CHHIPOMO-
JOTHYECKUN TOJAX0M, ONpeleianuTh (EHOTHI, C
y4acTHEM CypJojora OIEHHUTh CTENeHb Iopa-
KEHHS ClyXa W yCTaHOBUTH THI Hacled0BaHUS,
PEKKYPEHTHBIH PUCK, HHIMBUJYAJIbHBIH IPO-
FHO3 C MPUMEHEHHEM BCEX JOCTYIHBIX METO-
0B 00Cie0BaHUsl U JUAarHOCTUKH, TOCKOIBKY
CHEIHATUCT, KOTOPbIM HE MCHOJb3YET B CBOEH
MpakTHKe JOKa3aTelbHbIe JAaHHBIE, TEPAET BO3-
MOXHOCTb JACUCTBEHHOM MOMOIIM MALUECHTy H
PHUCKYET HaBpPEAUTh 310POBBIO.

[To MexaHM3MY HacaeI0BaHUS pa3INYaIOT Clie-
OyIOOMe THIBl  HECHHAPOMAIBbHBIX  (QopM
TIIYXOTHl:  ayTOCOMHO-penieccuBHbie  (78%);
.ayTocoMHO-ToMuHaHTHRIE (20%); X-cmemie-
Hubsle (1%); wmutToxounpuaneusie (1%) [3].
Bbosibmasg yacTh ciiyyaeB reHETUYECKON TITyXOTHI
HCXOAUT M3 MyTallMi, BOBJIEKAIOIMHUX OJUH TEH.
B T0 xe BpeMs HACHTUHUIHUPYIOTCS HEOOIbIIOE
U pacTyllee KOJMYECTBO Cly4yaeB, MPHU KOTOPHIX
MoTepsi CiayXa MPOUCXOAUT NPH MYTaluix B
JBYX HE3aBHCHUMBIX reHax. [Ipuuunoil 6onbiio-
o pacnpocTpaHEHHsS TIAYXOTH OT MyTauuil B
GJB2 cunrator BBegenue 400 meT TomMy Hazan
B 3allaJiHBIX CTpaHax s3bIKa *kecToB. HacTynus-
masi Ipu 3TOM JMHTBUCTHYECKAs TOMOTaMHUS,
KorJa BbIOOp OpayHBIX Map OCHOBAaH Ha CIOCO-
O0e¢ o0menus, cnocoO0CTBOBAAN BO3HUKHOBEHUIO
TakuX OpakoB M YJBOEHUIO YACTOTHI INIYXOTHI MO
GJB2 [4].

HauGonee BaxHBIH JOKYC IS HECHUHAPO-
MaJIbHOW  ayTOCOMHO-PELECCUBHON  TIIYyXOTHI
(DFNB1) nepBoHauanbHO ObLI HalJIeH Ha Xpo-

mocome 13qll myrem aHanm3a CIEMJICHUS B
JIBYX KPYHHBIX OJM3KOPOJICTBEHHBIX TYHHUCCKHX
CEMbSIX C JOPEYEBON BBIPAKEHHOU TIIyXOTOM.
[locnenyromue wucciaeloBaHUs CHETJIEHUH B
HoBozenannckoii/ABctpanuiickoit nu HranbsH-
ckoit/MlciaHCKOW CeMbsiX C TIIYXOTOW TMOKa3a-
JU, 9TO ITOT JIOKYC SIBJISIETCS TIaBHBIM BKJaJl-
YUKOM B JOpPCUEBYIO TIYyXOTy. MyTamuu B reHe
GJB2, kogupyrolnemM OCIOK IIeIEBbIX COCIUHE-
HHUI KOHHEKCUH 26, KOTOPBIH OBbLI KapTUPOBaH
B 13ql1-ql2, 3arem ObuTH HACHTUQHUIUPOBAHBI
B TpeX POJCTBEHHBIX ceMbsix B [lakumcTane c
BBIPAXXKEHHOM MIYXOTOM, TEHETHYECKU CLEIIECH-
Hot ¢ 13qll. T'en GJB2 Obin nepBeim DFNB
reHom, uaeHtudunuposan B 1997 roxy. B Ha-
crosimiee Bpems u3BectHo Ooisiee 100 pasnuaHbIX
myTanuid B reHe GJB2 , OoJpmUHCTBO W3
KOTOPBIX SBIISIOTCS STHUYCCKU CHEUHPUIHBIMU.
Hawubonee pacripocTpaHeHHBIMH U3 HUX SIBJISIIOT-
cs pelieccuBHbIe MyTanuu: aeienuu — 35delG,
167delT u 235delC u 3amenst — R143W, W24X
[5,6] . YcraHoBiieH 3¢ heKT OCHOBATEINS JUJISI MY-
tanuu 35delG y nHacenenust bamxuero BocToka,
EBponsl nu CeBepHoit AMepuku (Bo3pacT MyTa-
nuu onenusaercs B 10 000 snet). Dpdext ocHo-
BaTess Takke nokasaH Jis mytanuid 235delC B
nonynsiuuu Boctounoit u llenTpanpHoU A3um
(Anonus, Kopes, Kutaii, MoHronus, Bo3pacT
myTtauuu — 11 500 net) u W24X — B Unauu (Bo3-
pact myranuu 7 880 mer). Myranus 167delT
3aperucTpUpPOBaHa C BBICOKOW 4YacTOTOW cpelu
eBpeeB Amkenasuu [7,8,9,10].

B 1o Bpewms kak ren GJB2 sBnseTcs riaaBHBIM
Te€HOM, OTBETCTBEHHBIM 38 HECHHAPOMAIIbHYIO pe-
[[ECCUBHYIO TIIYXOTY BO MHOTHX MOTYJSAIHIX, UME-
I0TCS HEKOTOpbhIE MPOTHBOPEYHS OTHOCHUTEIHHO
ponn GJB2 B nomuHaHTHOH Timyxore. HekoTopsie
MyTauuu reia GJB2 B reTepo3UroTHOM COCTOS-
HUU CETPEerupyloT C ayTOCOMHO - JOMHHAHTHOMW
norepei ciiyxa B HeOOJIBIIOM KOJIUUECTBE CEMEH
C pa3HbIMHU (peHOTUNIAMH, C HAYaJOM B MO3JHEM
JeTCKOM BO3pacTe, OT clIaboi 10 BBIpaKEHHOU
nporpeccupyromei norepu cayxa [11,12]. Tak-
ke OBLIO MOKa3aHO, YTO KOHHEKCHH-26 BOBJE-
YeH B peryisiuio pocta u auddepeHnnanuu
SMUJEPMHUCA U KaK pPE3ylbTaT HEKOTOpPBIE MY-
tanuu rena GJB2 oneHuBarOTCS CHUHIAPOMO-
JOTHYECKU: C BOBIIEUCHHEM IOTEPH CIyXa H
pa3nUYHBIMU KOXHBIMU 3aboneBanusmu (KID,
HID, Vohwinsel, Bart-Pumphrey Parmoplantal
Keratoderma with Deafness syndromes) [13].

PeHOTUNMYECKME NPOABNEHUSNA
myTauum 35delG reHa GJB2
MyTtanus 35delG npencrasnser coboil nene-
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nuto ryannHa (G) B monoxenuu 30-35 nocneno-
BAaTeJIbHOCTH T€HA, YTO BEJET K CABUTY pPaMKH
CUMTHIBAHMS M OOpa30BaHHUIO MPEXKIEBpPEMEH-
HOT'O CTOMN - KOJJOHAa MU CHHTE3y aHOMaJIbHOTO
Oenka koHHekcuHa — 26. [locnexHuit npeacras-
asier co0oi TpaHCMeMOpaHHBIH TPaHCTIOPTHBIH
0eJoK, mecTh CyObeIMHUI] KOTOPOro GOpMHPY-
0T [UJIWHIAPUYECKUE MEXKKJIETOUYHBIE IIeJeBbIe
KOHTaKThI MEXKJly COCETHUMH KJIETKaMH, 00pasys
KaHaJIBl JUJIsI TACCUBHOTO TPAHCIIOPTa MOJIEKYI U
anekTponauToB. MyTtanuu rena GJB2 BbI3BIBAIOT
MaTOJOTUYECKHNE M3MEHEHHUs, NPUBOAAIINE K
cuHTe3y nedeKTHOro Oejka KOHHEKCHHa 26 u,
B JajJbHEHIIEeM, K 3aTpPyJHEHUIO TpaHCIOpTa
31eKTpoauTOB, AT® U IITIOKO3BI MEXY KJIeTKa-
MH. B pe3ynbrare 3TUX U3MEHEHUUN MPOUCXOIUT
HapylIeHue penupkynsuuu nonoB K+, xoropoe
NPUBOJUT K I'HOEIU CHauyalla MoJJepKUBAIOLIC-
ro, a 3aTe€M BOJIOCKOBOTO HEHPOIMUTENHS CIH-
panpHOTO OpraHa [14,4]. ['omo3urorHoe HocH-
TEJNHCTBO 3TUX MYyTaIUi MpoABIAeTCS TI1yO0KOH
JBYCTOPOHHEHN TYrOyXOCTbIO WU IIOJIHOU IIyXO-
TOM, pa3BUBaroIIeics B nepuojae a0 1 roga. Pe-
OCHOK C TaKOW MaTOJIOTHEH He MMEEeT BHEIIHUX
neGeKTOB CIyXOBOW CUCTEMBI, T.€. MyTalUs KIIH-
HHUYECKHU NMPOABIAETCS TOIBKO CHMMETPUUHBIM U
HEOoOpaTUMBIM CHMKEHUEM ciyXxa. [eTepo3uror-
HOe HocuTenbcTBO 35delG He mpUBOAUT K CHU-
xkenuto ciyxa [5]. Konnekcun 26 oOHapykeH
BO BCEX OpraHax M TKaHIX, HO €ro U3MEHEHUsS B
3HAYUTENbHOW CTENEHH OTPaKalTCs TOJHKO Ha
oprane cinyxa. OTCyTCTBHE MOPaXEHUS IPYTUX
OpTraHOB OOBSACHSIOT TE€M, YTO BO BHYTPECHHEM
yXe OH He MOXET OBITh 3aMelleH Ha APyTroil BUJ
KOHHEKCHHA, KaK 3TO MPOUCXOAUT BO MHOTHX
TKaHgx [14].

CKPUHUHT naTonorumu crnyxa

Yy HOBOPOXAEHHbIX

PacnpoctpaneHHocTs  aeexToB  ciyXxa
y AeTed M MO30HAS UX AUArHOCTHKA BCET-
Ja OPemsTCTBOBAIM IPOBEICHUIO  PAaHHUX
peaOMIINTALMOHHBIX MEPOUPHUATHI, UYTO Tpe-
00Bajl0 BHEIPEHMS] CKPUHHUPYIOIIMX HPOrpamMm
cpeou HOBOPOXIEHHBIX. BHenpeHue  cKpu-
HuHra npousouuio B 1989 rony 8 CIHA. A B
1993 rony HaumoHanbHbIi MHCTUTYT 310POBbS
CIOA nmpumen K BbIBOAY, UTO ayAHOJIOTUYECKUN
CKPUHHUHT JAOJKEH OBITh NPHUMEHEH ISl BCeX
HOBOPOKJICHHBIX B TEUEHUU IEPBBIX TPEX Me-
csameB xu3Hu pedenka. M B 2004 1. B cTpaHax,
BHEAPUBLINX TaKOW CKPUHHUHT, PETHCTPUPOBA-
csl 0XBaT CKpUHMHroM oT 93 no 99% nereit.
CpenHuil Bo3pacT, Ipd KOTOPOM JAHArHOCTHUPY-
eTcs noreps ciayxa, cHusmicsa ¢ 24-30 mecsues
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no 2-3 mecsnes [15].

B mnacrosimee Bpems pa3paboTaHbl W HC-
NOJIB3YIOTCS B MPAaKTUYECKOW JesATEeNbHOCTH
Pl OOBEKTHBHBIX JIUATHOCTUYECKUX METOIOB
OTpeJeNeHNs ClIyXa y HOBOPOXJICHHBIX: aKyc-
THYECKasi UMIIETaHCOMETpHS, ayAHOMETPHUs C
perucTpanueil pa3nUUYHBIX KJIACCOB CIYXOBBIX
BBI3BAHHBIX MOTEHIIMAJIOB, BbI3BAHHASI OTOAKYC-
THYECKasi DMUCCHsS, 3aJiepKaHHas OTOAaKYCTH-
geckas smuccus (3BOAD). [locnemnuii meton
NOJIYYMJT MpEANoYTeHHe B KadyecTBE METoja
CKPUHHUHTA Y HOBOPOXJIEHHBIX. DO PEKTUBHOCTH
TaKo¥ MeTOAWKHU cocTaBisieT 8§5% (uMeeT aumar-
HOCTHYECKOE 3HAHHE JIUIIb MPHU TSIKEIBIX CTETe-
HSIX TYTOYXOCTH/TIYXOTHI).

3BOAD mnpencrasnsier cob0il OTBETHBIH 3BY-
KOBOW CHMIHajJ, BO3HMKalomui Ha 8-12 Mui-
JUCEKYHJE MOCJe BKIIOYCHUS CTUMYISIIUUA H
nponokaromuics 10-30 munnucexkyua. as pe-
THCTPAaLMU UCIIOJIb3YIOT BBOJUMBIN B HAPYKHBIN
CIYyXOBOW TPOXOJ 30HJ, B KOPIIyc€ KOTOPOTO
pa3MeneHbl MUHHATIOPHBIH Tene(OoH U MUKPO-
¢on. CrumylnamMu CHayXaT IIHUPOKOIMOJIOCHBIE
AKyCTHYECKHE IENYKH C YaCTOTOH MOBTOPEHUS
20-50c.

BropeiM sTamoM  CKpUHHHTA MPUMEHS-
I0T METOJIHMKY KOPOTKOJATEHTHBIX  CIYXOBBIX
BeI3BaHHBIX moTeHuumanoB (KCBII). Ilpen-
nojaraeTcs, 9TO 9aCTh TOMO3HUTOTHBIX

HOBOPOXJeHHBIX HOcuTenel 35delG umeeT kiu-
HUYECKHU COXPAHHBIA CIyX, MPOXOAd HPU 3TOM
ayIuoOTeCT U HMes He3HAYUTeJIbHble H3MEHe-
HUA NOKa3zaTejged aMIIUTYAbl OTOAKYyCTUYECKON
sMmuccuu. B psane espomneiickux crpan (I'perus,
WUcnanus, Utanug) u HekoTopeix mratax CIIA
9TO TOCHYXMJIO MNPUUYUHOW IS TPOBEACHUS
00s13aTeILHOTO  MOJICKYJISIPHO-TEHETUYECKOTO
CKPUHHMHIA «MaXOPHBIX» MYyTallMii B Te€HE KOH-
HEeKCHHaA 26 mapaijelbHO C ayJHOJOTHYECKUM
CKPUHHHIOM HOBOpOXAeHHBIX. [IpoBenenue co-
BMECTHOI'O ayJHOJIOTHYECKOTO U MOJIEKYISPHO-
FeHeTUYEeCKOTO CKpPUHMHTA B 3TUX CTpaHax Io-
Ka3aJlo, YTO YacTh M3 TAKUX JETEeH MOXKET OBITh
HE BBISBIEHA NPU NPOBEACHHUH aylHOJIOTHYEC-
KOT0 CKPUHHMHTA, MOCKOJBKY Y HUX HapylleHHe
CllyXa Ha MOMEHT POXIEHHS HE BBIPAKEHO WIIH
BBIPQKEHO HE3HAYUTENBHO.

Bo3moxHoCTM npoBefeHus
nocneagoBaTesibHOro aygaunognorn4eckoro
U MOJNEKYNAPHO-TeHeTU4eCcKoro
CKPMHMUHra naTtonormu cnyxa B YKpauHe
YuuteiBas BEPOSTHOCTH BBICOKOH pacrmpo-
CTPAHEHHOCTU MYTalUil IeHa KOHHEKCHHa - 26
U cpeau HaceleHUs YKpauHbl, B MexoOmact-
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HOM ILI€HTpE MEIHIIMHCKOW TeHEeTHKH U IpeHa-
tanpHOM nuarHoctuku (Kpusoit Por) Bo BTopom
nonyroguu 2011 roxa Oblia MpeIoKeHa, anpo-
OupoBaHa (IIpU COTPYAHUYECTBE C CyPIOJIOTaMHU
Huenponerposckoii, Yepkaccokii, Kuposorpan-
ckoii m 3amopokckoil obnacrteil), BBeJeHa B
NpakTUKy M 3alaTeHTOBaHa MoJelb obecrede-
HUS MOJIEKYISIpHO-T€HETHYEeCKOro obcienoBa-
HUSI HOBOPOXK/IEHHBIX IOCJE ayAHOJIOTUYECKOT0
CKPHHUHTA.

[lo pesynbpTaram aynHOJOTHYECKOTO CKpH-
HUHTA CYpJIOJOTraMd B TE€HETHYECKHH IEHTP
MOJAIOTCS JaHHBIE O JIeTAX, Yy KOTOPBIX
oOHapyXeHBl BpPOXKJACHHBIE HapyIIEHUsS CIyXa.
Ot neTu oOClenylTCs Ha MpeAMEeT MOHOTEH-
HOW 3THOJOTHUU TYTOYXOCTH M TIAYyXOTHl (MyTa-
nust 35delG rena GJB2). Marepuasiom ais uc-
CIIeIOBaHMUIl SBISIOTCA CyXHe€ ISITHAa KPOBH Ha
TeCT - OlaHKax, MPUCIAHBIX 10 MOYTE JJISI HeO-
HaTaJbHOTO CKPHUHHMHIA HA pPAaCHpOCTpPaHEHHBIE
Haclle[CTBEHHbIE 3a0osieBaHus ((EHUIKETOHY-
pHs, BPOXKACHHBIH THIIOTHPE03, MyKOBUCIIUI03 U
aJpEHOTeHUTANbHBII CUHAPOM), KOTOPBIH MpO-
BonuTcs B Hamem yupexaeHuu. C 1985 roma
LEHTP OCYILIECTBISIET MAaCCOBbIM HEOHATAJbHBIN
ckpunuHr Ha KV, ¢ 2002 Ha BpOXIAEHHBIN T'l-
notpeo3 u ¢ 2012 - Ha afpeHOTeHUTANbHBIN CHUH-
IpOM M MYKOBHCHHUJ03. Exkeronno mpoBoauTcs
obcnenoBanue okoyio 70 ThIC. HOBOPOXKJEHHBIX
4-x obnacteir LlentpanbHoro u lOro-BocTou-
HOT'O pEeruoHOB YKpauHbl. Bce manHbIe mocie
NpPOBEACHHUS HCCIEJOBAHUM HANpPaBIAOTCA K
cypronory misi GOpMUPOBAHHUS TPYHIBI C MOJ-
TBEPKAECHHOM PpELECCUBHONU HEHPOCEHCOPHOU
[IIyXO0TOM M moa0opa MHIUBUYaIbHOU TAKTUKHU
KOPPEKIUH CIyXa.

I[lo  pesynpraTaM  MOJEKYJISIPHO-T€HETH-
YEeCKOr0 MCCIENOBaHUSA CEMbH, Yy KOTOPBIX
BBISIBIICHA MOHOTEHHasi Mpupoja 3abolieBaHus,
BBI3BIBAIOTCS Ha KOHCYJIBTALIMIO K Bpayy-TeHEeTH-
KY /ISl TOCTAHOBKH Ha y4eT, 00CIe0BaHHS BCEX
yneHoB ceMbr U ipoBencHus JHK-nunaraoctukn
IPU MOCIECAYIOIHUX OepeMEHHOCTSX.

ITo cocrosHuio Ha mepBoe moayrogue 2013
rojla mo mpeniokKeHHol cxeMme obciaenosano 39
neteit ¢ JlmempomeTpoBckoi, Uepkackoi, 3a-
nopoxxckoir u KupoBorpaackoit obGmacteit, y
KOTOPBIX MO CYyXHM IISITHAM KPOBH HPOBEJEHBI
uccrnenosanus Ha mytanuu (167delT, 35delG ) B
rene GJB2 (BbIABIEHUE IPYTUX Ma)KOPHBIX MY-
Tanuii OBLIO HEleJecoo0pa3Ho, YUUTHIBAS OT-
CyTCTBHE NpeJCcTaBUTeNell yKa3aHHBIX 3THOCOB
B monyisanun YkpanHsl). CeKBEeHUpPOBaHUE I'eHa
Ha JaHHOM JTale SBJsSEeTCS HEe PEeHTAaOCIbHBIM,
YYUTBIBasA MPOTHOCTHYECKYIO PEIKOCTh BCTpe-

YaeMOCTH JI[PYTHX MyTallHH.

lenotun 35delG/35delG  oOnapyxeHo y
10 nereit (23,3%) . 'enorun 35delG/N BoisiBIEHO
y 3 pmereér (7,7% cnydaeB). PacmpoctpaHeH-
HOCTh MYTAHTHOI'O BapuaHTa reHa B oO0meM
coctaBuna 31% (HU3KHM TPOUEHT BHISABICHUA
MyTaluu OOYCJIOBJIEH T'eTePOTeHHOU TPYIIOH
obcaenyemsbix neteit (okono 40% neteil He UMe-
JU YCTaHOBJEHHOTO JMarHo3a «HeHpoceHcop-
Has rayxoTtay)) [ 16].

Cny4yau M3 KNUHUYECKON NPaKTUKKU

1. OOGnacTHBIM cypaoioroM JlHempomneTpos-
CKoii obOmacTh B MexoOMacTHOW IEHTP MeIHu-
LHUHCKON T€HETUKHU U NPEHATaJbHONW TMAarHOCTHU-
ku (1.KpuBoii Por) Obina momana nadpopManus o
rpynne gereil ¢ BpoxkJAeHHbIMU AedekTamu ciy-
xa. B uncne apyrux ciydaeB, MOHOTEHHAs MPHU-
pona Oone3HH Oblia MOATBEPXKIECHA Yy IEBOYKH
A. Pebenox (mpobaHx) ¢ poauTensiMu OB Ha-
MpaBJicH Ha KOHCYJIbTALMIO K BPauyy-TEHETUKY
n nas obciaenoBanus cembu. [loMmumo poxure-
neit pebeHka, ObLTH 00CIeI0BaHBI TAKKE CECTpa
oT1a peOeHKa U YWICHBI €€ CEMbU Ha IPEAMET HO-
CUTEJIbCTBA MYTAHTHOTO reHa. B cembe cecTpbl
HOCHUTEJIBCTBO MyTaUMM HE oOHapyeHo. Po-
OuTeNssM OONBHOTO pebeHKa Oblla PeKOMEHIO-
BaHa MpeHaTajbHas AUArHOCTHUKA Ha HpeaMeT
[IyXOTHI B CIydae cllelyomuXx 0epeMeHHOCTeH.
[Ipu HacTyniaeHuu OEPEMEHHOCTH POIUTENH
OTKa3aJuch OT JOPOJOBOH MOJIEKYJISIPHO-TEHE-
TUYECKOHN AMarHoCTUKU. VMU ObLIO IPUHSTO pe-
LIEHHE NMPOBECTH 00CIeJOBAaHHE IOCIE POXKIe-
HUSI TapajulelbHO C HEOHATAJIbHBIM CKPUHUHIOM
Ha HaciencTBeHHbIE 3a0oneBanus. [lo pesyns-
tatam JJHK-nuarHoctuku ponuBiuiics moclie-
OyIOMUNA pedeHOK OKazajlcs IeTepO3UTOTHBIM
HOCHUTEJIEM MYTaHTHOTO aJlIeJsl.

2. K Bpauy-reHeTHKY OOpaTHJINCh POAMUTEIH
pebenka C. (2 roga), KOTOPOMY CYypAOIOTOM OBII
BBICTABJICH AMArHO3 HEHPOCEHCOPHAs TYIOyXOCTh
III crenenu. [Ipu 3TOM peGeHOK B poag0oMe TIPO-
hIesl ayAuoJOTHYECKUH CKPUHUHI W HapyLICHUs
ciayXa BBIABIEHO He Ob10. OCHOBHOW MPUUHHON
OTEepHU ciayxa cuuranach nepenecennas OPBU.
OToil cembe OBLIO MPOBEACHO HCCIEAOBaHUE
[0 BBISIBICHUIO MYTallMM IeéHa KOHHEKCHHa-26.
MoHoreHHass npupoaa 00JIe3HH HOATBEPKICHA.
Yepes monrona cembsi oOparuiach Ha KOHCYJb-
TaUMIO [0 HOBOJXY NPOBEIEHUs NPEHATAIbHON
auarsoctuku. Jns 3abopa miogHOro marepua-
Ja MPUMEHEH aMHHUOLEeHTe3 B cpoke 20 Henes.
[IpoBeneHHOE HCCIE0BaHNE [TOKA3AJI0, YTO MO
TaKX€ MMEET I'OMO3UTIOTHBIM F'€HOTHI IO MYyTa-
uuu. bepeMeHHocTh 3akoHumiach poxamu B 40
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HeJelNb, poxkaeHneM mMaipunka. [locie poxaenns
ceMbell 6e30TyIaraTesbHO IPUHATHI MEPHI IO KOP-
PEKLHH CIyXa HOBOPOXKIEHHOTO.

3. B kabuner Y3]| Hamero nenTpa ooparu-
Jach OepeMeHHas KEeHIIMHA C TIIYXOTOW HEsICHO-
rorenesa. Bpauom Y3/] Obisi0 1aHO HampaBieHue
Ha KOHCYJIBTAI[MIO T€HETHKA 110 MOBOJY TIIYXOTHI.
Co cnoB Marepu OepeMEeHHOH, CIIyX OHA MOTEPS-
Ja B paHHEM JE€TCTBE 0 HEBBIACHEHHBIM IMpPH-
yuHaM. TakXe BBIACHUIIOCH, YTO MYX JaHHOMU
JKEHUIMHBl TaKXe CTpajaeT MIyxoToil. Bpayowm-
IreHEeTHKOM OBLIIO pEKOMEHI0BaHo oOciiefoBaHue
CYNpPYKECKOW Mapbl HA HAJIMUYME MyTallui B TEHE
KOHHEKCHHA-26 ¢ MOCIEeAYIOIUM OTpeIeIeHU-
€M HeO0OXOJUMOCTH MPOBEJACHUS NpEHATaIbHOU
nuarHoctuku. Ilocne mpoBeneHus mcciaenoBa-
HUW BBISICHUIOCH, YTO 00a Cymnpyra sBISIOTCS
romo3uroramu no myrtanuu 35delG rena GJB2.
[IpenaranpHas AMArHOCTHKA B JAHHOM cllydae
He TpeOyeTcs, MOCKOJNbKY y JaHHOW mapbl Bce
JneTH OyAyT HWMETh aHaJOTHYHBIE POJAHTEISAM
reHotunsl. Cemps npenynpexaeHa o6 stom. be-
PEMEHHOCTh Ha TaHHBIH MOMEHT IIPOJIOJIKAETCH.

O6cyxpeHue
Onucano Ooinee 400 reHeTHYECKHX CHH-
JPOMOB, BKJIIOYAIOIINX oTEPIO cayxa.

CunapoMallbHbIE MOBPEXKACHUS ClyXa COCTaB-
asior g0 30% mpenpedeBod TIYyXOThI, HO HX
OTHOCHUTEIbHBIN BKJIaJd 110 OTHOIICHUIO KO BCEM
cliydassM TJ1yXOTbl OTHOCHUTEJIBbHO HEBECJIHUK, YTO
OTpakaeT MPOSBJICHUE U JAMATHOCTHKY MOCTpe-
4eBOM MOTEpH ciyxa.

HecunnpomanbHble (QOpPMBI TakkKe TPYAHO
JUarHOCTUPYIOTCS C Y4YeTOM BcexX (akTopos,
KOTOpblE MOTJIHM Obl MOBIEYh IOTEPIO CIIyXa.
Kpome Toro, cpean OpakoB TIyXuXx JIOJeH, UMe-
IOIMUX B POAOCIOBHBIX IIYXOTY B HCCKOJLKUX
MOKOJICHUSIX, COOMPAIOTCS BMECTE pElIKUE TeHBI
TJIIYXOTBI BCEX TUIIOB.

JlutepaTtypa

a5 ycTaHOBJIEHUS YacCTOTHI MaXXOPHBIX MY-
Talui TeHa KOHHEKCHHa-26 B lleHTpaidbHBIX H
IOro-BocTounbix pernonax YKpauHbl Ha CETOA-
HSIIHUW J€Hb HaMHU MPOBOJHUTCS 00CiIel0BaHHE
KOHTPOJILHOW TPYNIbl HOBOPOXKJIEHHBIX Ha Ha-
auune mytauuii rena GJB2.

3akniouyeHue

YuuThIBass COBPEMEHHBIE METOJbl peaduiiu-
TaluKu CIa0O0CHBIIAIMX U TIYXUX JeTei (ciy-
XOTPOTE3UPOBAHUE, KOXJICApHAS UMIIJTAHTAIIHS )
CerojiHs Mpo0JIeMON CYpIOJOTUU SIBISETCS HE
CTOJILKO CaMa MaTOJOTHS CIyXa, CKOJIBKO PaHHSS
JHUArHOCTUKA CIyXOBBIX HAPYIIEHUH, TaK KaK I10-
3aHEee OOHApY)KEHUE CTAHOBHUTCS MPUUYMHON He-
BOCIIOJTHUMOTO TOCTHATAIbHOTO HEIOPa3BUTHS
CIIyXOBOHW KOpbl. B 3TUX ciyuasx Jgaxe cambie
COBPEMEHHBIE CHCTEMBI DJICKTPOAKYCTHUUECKOU
CTUMYJISIIIUM HE CIIOCOOHBI 0OKa3aTh CBOEro pea-
ounuranuoHHoro 3 dexra. [loaTomy cToJb Bax-
HOM OKa3bIBaeTCs PaHHAA JUAarHOCTHUKAa U CBOCB-
peMeHHas peabuiuTalMsA JEeTed C A0PEUYEBBIMHU
(dhopMaMu MATOJOTHHU CIYXOBOW CHCTEMBI.

Takxe CcTaBUTCS BOINPOC O BO3MOXKHOC-
TH  (y4dUTBIBAs  MOJEKYJISIPHO-TE€HETHYECKHE
MEXaHU3MBI TTATOJIOTUHN CIyXa), B paHHEM IepH-
0JI¢ HOBOPOXJEHHOCTH MPUOCTAHOBUTH UM 3a-
TOPMO3UTH MPOTPECCUPYIONIEE CHUKCHHUE CIyXa
n HC JONIYCTUTb, UJIN OTCPOUYNTHL, Pa3BUTHUEC ITy-
OOKOM CTENEHU TYTOyXOCTHU y TMAIIMEHTOB C T'eHe-
TUYCCKMMU MYTalUAMU.

T'ennas T€pamnusa Moria 6I)I peUIUTL BCC 3THU
npoOJieMbl, OJHAKO OHA IOKa SBISETCS Tep-

CIEeKTHBOW  oTgaleHHoro Oyaymero. Pemre-
HHeM Ojwxalmero BpEeMEHH MOXKET CTaTh
pa3paboTka KOHIICHIUU TeHOCHeHmupUIeCKON

ClIyXocoxpaHsiomeil (apMakoTepanuu, HUCXOAS
13 COBPEMEHHBIX MPEJCTABIEHUN O MOJIEKYIp-
HO-T€HEeTHYEeCKOM MaTOoTeHe3e Pa3inuHbIX GopM
FeHETUYECKHUX HapyUIEHUH ciryxa.

1. Molecular basis of childhood deaf ness resulting from mutations in the GJB2 (connexin 26) gene / R.
Rabionet, L. Zelante, N. Lopez-Bigas [et al.] / Hum. Genet.- 2000.-Ne106.-P.40-44.

2. Identif ication of mutations in the connexin 26 gene that cause autosomal recessiv e nonsy ndromic hearing
loss / D.A. Scott, ML. Kraft, R. Carmi [et al.] / Hum. Mutat.- 1998.-Ne11.-P.387-394.

3. Genetic epidemiological studies of early-onset deafness in the U.S. school-age population / ML. Marazita,
LM. Ploughman, B. Rawlings // Am. J. Med. Genet.- 1993.-No46.-P.486—491.

4. Morton NE. Genetic epidemiology of hearing impairment / NE. Morton // Ann. NY Acad. Sci.- 1991.-

Ne630.-P.16-31.

5. Clinical studies of families with hearing loss attributable to mutations in the connexin 26 gene (GJB2/
DFNBI1) / ES. Cohn, PM. Kelley, TW. Fowler [et al.] // Pediatrics.- 1999.-Ne103.-P.546-550.

6. Connexin26 mutations associated with the most common form of non-syndromic neurosensory autosomal
recessive deafness (DFNB1) in Mediterraneans / L. Zelante, P. Gasparini, X. Estivill [et al.] // Hum. Mol. Genet.-

1997.-Ne6.-P.1605-1609.

7. High frequency of the deaf ness-associated 167delT mutation in the connexin 26 (GJB2) gene in Israeli
Ashkenazim / T. Sobe, P. Erlich, A. Berry [et al.] // Am. J. Med. Genet.- 1999.-Ne86.-P.499-500.

104



Meouuna cenemuxa

8. Connexin 26 R143W mutation associated with recessive nonsyndromic sensorineural deafness in Africa /
GW. Brobby, B. Miiller-Myhsok, RD. Horstmann // N. Engl. J. Med.- 1998.-Ne338.-P.548-549.

9. High prevalence in the Greek population of the 35delG mutation in the connexin 26 gene causing prelingual
deaf ness / T. Antoniadi, R. Rabionet, C. Kroupis [et al.] // Clin. Genet.- 1999.-No55.-P.381-382.

10. A common founder for the 35delG GJB2gene mutation in connexin 26 hearing impairment / N. Morral, J.
Bertranpetit, X. Estiv ill [et al.] // Journal of Medical Genetic.-Ne38 (8).-P.515.

11. Cx26 deaf ness: mutation analysis and clinical variability / A. Murgia, E. Orzan, R. Polli [et al.] //J. Med.

Genet.- 1999.-Ne36.-P.§29-832.

12. Connexin 26 gene linked to a dominant deaf ness / F. Denoy elle, G. Lina-Granade, H. Plauchu [et al.] //

Nature.- 1998.-Ne393.-P.319-320.

13. Iossa S.GJB2 Gene Mutations in Syndromic Skin Diseases with Sensorineural Hearing Loss... / S. lossa //

Curr. Genomics. -2011.-Ne12(7).-P. 475-785.

14. Connexin 26 mutations in hereditary non-sy ndromic sensorineural deafness / DP. Kelsell, J. Dunlop, HP.

Stevens // Nature.- 1997.-Ne387.-P.80-83.

15. A common founder for the 35delG GJB2gene mutation in connexin 26 hearing impairment [EnekTpoHHmit
pecypc] / Van Laera, P. Couckea, RF. Muellerb [et al.] // J. Med. Genet.- 2001.-Ne38.-P.515-518.-Pexum nocrtyny:

doi:10.1136/jmg.38.8.515].

16. Beponorsenstt M.I1. [liarHOCTHKAa MOHOTCHHUX MPUYHH HEHPOCCHCOPHOT TIIYXOTH Y HOBOHAPOKEHUX NIiTCH
3 BUKOPHCTAHHSIM CYXHX IUISIM KPOBI, IO 3aCTOCOBYIOTHCS [JIsi HeoHaTanbHOro ckpuHinry / M.I1.BeponorseinsH,
10.C.Ilorynsi, C.A. XypaBnboBa // ApXiB KJIIHIYHOT Ta €KCIIEPUMEHTAIBHOI MEIUIIMHI. PenakiiiHo-BUIaBHUYHIT
Bianain /loHEUbKOTO HAIOHAIEHOTO MEIMYHOrO yHiBepcuteTy iM. [opkoro.— T.21.- 2012.

HOBI MOXJIUBOCTI HEOHATAJIBHOT' O
CKPHUHIHI'Y: JIATHOCTUKA MOHOTEHHHUX
NPUYHMH HEMPOCEHCOPHOI INIYXOTH
Y HOBOHAPOKEHUX NITENR
3 BUKOPUCTAHHSM CYXHUX IIJISIM KPOBI

H.II. Beponomeensan., I0.C. Ilozynaii,
T.A. Hempeoxo, C.A. Kypasnvosa,
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Pe3rome. [Tommpenicte nedexTiB ciyxy y miTed Ta ix
Mi3HS JiarHOCTHKA 3aBXKAM IMEPELIKOKATH IPOBEICHHIO
paHHIX peabimitanmiiaux 3axoniB. CTaHOM Ha CBOTOXHI
pilIeHHS UX MpoOJieM y CBiTi BinOyBaeThCd 3a JBOMA Ha-
NpsMKaMHU: CKPHHIHT HOBOHAPOJKEHUX Ha MpeaMeT aedek-
TiB COPUHHATTS 3BYKY Ta T€HETHYHE TECTYyBaHHA JIiTeil Ta
OarpkiB. Peamizanis 000X HampsAMKiB BifOyBaeThCs B NaHUH
gac i B Ykpaini. K kpim Toro po3po06ineHo, Ta 3amaTeHTO-
BAaHO METOJMKY Ha CHOCi0O MOJEKYJISPHO-TeHETHYHOTO 00-
CTEKCHHS 3 ypaxyBaHHSAM pe3yJbTaTiB IPOTpaMu ayaio-
JOTI4YHOTO CKPUHIHTY HOBOHApoOJKeHHX. ][ aHa mporpama
ycmimHo peanizyetbes. [enorun 35delG/35delG BusiBneHno
y 23,3% Bunagkis. I'enorun 35delG/N Bussiaeno y 7,7%
BunajakiB. ITomupeHicTh MyTaHTHOTO BapiaHTy IeHy 3ara-
oM cknano 31%.

KuaiouoBi cjioBa: HeiipoceHCOpHA CiIyX0Ta, HEOHATANb-
HUW CKPUHIHT,KOHEKCUH-26.

NEW OPPORTUNITIES OF NEONATAL
SCREENING: DIAGNOSTICS OF MONOGENIC
REASONS OF NEUROSENSORY DEAFNESS
IN NEWLBORNS USING
DRY BLOOD SPOTS

N.P. Veropotvelyan, J.S. Pogulyai,
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Summary. Spread of auditory defects in children
and their late diagnostics always have blocked early
rehabilitation actions. Nowadays situation shows that
solving these problems in the world is possible in two
ways: screening of the newborns targeting at defects
of sound perception and genetic testing of children and
parents. The realization of the both directions occurs also
in Ukraine now. Furthermore, the methodology of the
molecular-genetic investigation of children targeting at
bearing the mutation of the gene connecsine -26 taking into
consideration the results of the program of audiological
screening of newborns was created patented. This program
is successfully realized in the central and southern-eastern
regions of Ukraine. Genotype 35delG/35delG has been
revealed in 23.,3% cases. Genotype 35delG/N has been
revealed in 7.,7% cases. Prevalence of the mutant variant
of the gene in total is 31.

Keywords: sensorineural deafness, neonatal screening,
connexin-26.
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