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YenoeBeuyeckun cnyx — siIBJIeHUE YHUKaNibHOE MO CTENEeHU reHeTu-
YyeckKoii reTeporeHHOCTU: CyXoBylo PyHKUMIO oGecneumnBaloT 6onee
70 reHoB. MNMpu 3aTom oguH U3 HUx — GJB2, — myTupys, cnocoGeH
BbI3BaTb HEMPOCEHCOPHYIO TYrOyXOoCTb, @ 3a0A4HO U pPaf, APYrux He
MeHee cepbé3HbiX 3a00NeBaHuil, CoYeTaloWMX NATOJIOTUI0 KOXU U
cnyxa, a UMeHHo cuHgpom PoBuHkens (HacneacTBEHHas MyTUIUPYIO-
waa kepartoma), cuHgpom KID (kepaTtuTt, UXTUO3, rMyxoTa), CUHAPOM
Bapta — NMamdpu (kepatooepmus, NeMKOHUXUS, FyX0Ta).

A elwé NHTepecHOo, YTO YacToTa U CNeKTpP U3MEeHeHun nocneno-
BaTeNIbHOCTU [AHHOro reHa O4eHb CWIbHO KOPPEenupyloT ¢ reorpa-
duyeckum pakTopomM U 3THUYECKUM NMPOUCXOXAEHUEM MONYaLUn.

N3MeH4MBbIA KOHHEKCUH

ToT dakT, 4TO CaMbIiM 3HAYMMbIM
ONns pa3BUTUS HEMPOCEHCOPHON
TYrOoyxoCTu SBNSIETCHA FeH KOHHEK-
cuHa-26 (GJB2), y4EHbIM N3BECTEH
yX€e AaBHO, PaBHO Kak 1 TO, 4TO 3a
BPOXAEHHYIO MYyXOTy Yy npencra-
BUTENEN pPa3HbIX STHUYECKUX Ipymnn
OTBETCTBEHHbI pa3Hble BapuaHThbl
MyTauuin 9Toro reHa.

BbisiBrneHbl eBponerickas myTa-
LUMs; asuatckas; MyTaums, kKotopas
XapakTepHa 419 EBPEEB allkeHasu;
ona Nioun. He Tak gaBHO Oblan
nony4yeHbl AaHHble, 4TO OBHapyXxe-
Ha MyTaums reHa KOHHeKCUHa-26,
XxapakTepHasa AN KOPEHHOro Ha-
ceneHna Akytun. Kaxpgas us atmx
MyTaunii MOXET SBJNISTbCA CBOEro
poaa «BUSUTHOW KapTOYKOM» 9THU-
4eCKOW rpynnbl.

M BOT HOBOE COO0LLIEHME: HAayYHO-
MYy COTPYAHUKY NHCTUTYTa LMTONO-
rmn n reHetukn CO PAH kanpguparty
Ouonoruyecknx Hayk Onbre Mocyx
yOanochk OnpeaennTb MyTaumio reHa
KOHHEKCUHa-26, KoTopas aBnsieTca
nPUYNHOM BONbLUNHCTBA Cly4yaeB
BPOXAEHHOW Tyroyxoctn B Pecny-
O6nvke TbiBa. ABTOpP MCCeA0BaHUS
pacckasana KoppecnoHaeHTy «MIM»
O TOM, HACKOJIbKO B MPUHLLMME CNOX-
Ha reHeTuyeckas npupoaa opraHa
Cryxa y YenloBeka 1 Kakoe 3Ha4YeHne
MMEIT 3HaHUS O FTEHETUKE Tyroy-
XOCTU B KOHTEKCTE NPEeauKTUBHOWN
MeOVLMHbI.

Eé uma - W172C

— Hacenenne TyBbl — okono 310
ThIC. YeNOBEK, NMpW 3TOM pacnpo-
CTPAHEHHOCTb BCEX HapyLlleHunmn
cnyxa B pervoHe 1 cnyvain Ha 220
yenosek. Ho aTo cymmapHo: 3aech
1 nocnencTBus MHQPEKLMOHHbIX 3a-
6oneBaHuin, TPaBM, OCJIOXHEHHbIX
poaoB, TO eCTb NPUOBPETEHHbIE
HapyLleHnsa cnyxa, U BO3MOXHas
«reHeTmnyeckas rnyxota». B xone
MCCNneaoBaHns Mbl C Konieramm n3
pecnybnMKaHCKOM MeanKo-reHeTn-
Yyeckow naboparopum 1 cypgosnora-
MW NoCTapasnmcCh BblAENUTb Ty HaCcTb
NOLeN, y KOro rmyxoTta morna 6bl ¢
Hanbonbluein BEepPOATHOCTbIO OblTb
reHeTuyeckm ob6yCnoBNEHHON, —
pacckasbiBaeT O.lMocyx.

Pesynbratbl 06cnenoBaHns u re-
HEeTMYeCKoM anarHoctTnkmn 175 yeno-
BEK C TYroyxOoCTbl0 nokasasnu, Y4To 'y
37% 13 HMUX NoTeps cnyxa obycnoB-
fleHa MyTauusiMm KOHHekcuHa-26.
MyTaUNOHHBIA CKPUHWUHI NMPOBO-
OMNcs METOOOM CEKBEHMPOBAHUSA,
noaTomy Obisl BbIACHEH MOJIHbIN
MYTALMOHHbIA CNEKTP 3TOro reHa
1 onpeneneHbl reHoTUMNbl 60NbHbIX.

Okaszanocb, 4TO MyTaLMOHHbIN
CNekTp Y TYBUHCKMX BOJIbHbIX orpa-
HUYEH BCEro nsATbio BapuaHTamu
MyTauMii KOHHEKCUHA-26, 1 caMyto
60blUYD A0S0 3aHMMaeT narto-
reHHasl, kak cTaso fCHO, mMyTauus

B KnukuKax u naGopamopusx

ra3era

COCTOUT MMEHHO B CBEPXBbICOKOM
reTeporeHHOCTU MyXO0Thl: CAULLKOM
MHOIO reHOB OTBEYAIOT 32 CIyXOBYIO
bYHKUMIO, @ HM OfQHA MeAMKO-reHe-
Tuyeckas nabopatopusi He UMeeT
BO3MOXHOCTWN MpOaHanM3npoBaTb
BCE U3BECTHbIE «eHbl MyX0oTbi». 10-
nasnsioLee 60bLUMHCTBO nabopa-
TOPUIA OrPaHMYMBAIOTCS aHaNIM30M
MyTaLui reHa KOHHeKCHHa-26, — no-
acHaeT O.lMocyx.

onpenenuTb 00 reHeTu4eckm o0o-
YCNOBNEHHOM TYroyxocTun 1 eé cne-
UMUKy B TYBMHCKON NONyNsSLUN.
OpHa 13 3apa4y — yCTaHOBUTb, KOr-
[a 1 noyYemMy gaHHasi reHeTmnyeckas
0COBOEHHOCTb reHa KOHHeKcuHa-26
3akpenuiacb B TYBMHCKOM 3THOCE
M OOCTUIMA BbICOKOW KOHLUEHTpa-
unn. Ckopee Bcero, 34ecb cpa-
6oTan Tak HasdbiBaeMblin «addekT
ocHoBaTensi» — 3akpenneHve u

NMPMUYMHY rNYyXOThbI
MLLMTE B 3THOCE

PaHHAS AMArHOCTUKA 3TOW NaTonorMm KpaHe BaXKHa

W172C. ImeHHO OHa n nonyyuna
YC/IOBHOE Ha3BaHWE «TYBUHCKOW».

Manble Hapoapl Kak XpaHWIuLLEe
reHeTn4yeckor namsaTu — BooOLle
Hanbonee npuTaratesbHbli 0ObeKT
M3y4eHns Ans nonynsiunNoHHbIX re-
HETUKOB. VIHTEpEeCcHO, 4TO BNepBble
0O.lMocyx BbisiBUNA A@HHYIO MyTauuio
reHa GJB2 Heckonbko NeT Has3af B
Pecny6nuke Antait y oByx naumeH-
TOB. Yepes napy et amepuKaHckmne
Y4EHbIE 0OHAPYXMW TOT Xe Bapu-
aHT B MoHronum, npaega, BCEro y
0JHOro naumeHTa. A korga reHeTukm
CO PAH Havanu pabotatb B TyBe,
0Kasanocb, YTO 34eCb O4EeHb 6ONb-
woe HakonneHne W172C. MNoxoxe,
4YTO 3Ty MyTaumio MOXHO BAMUCaTb
B BU3UTHYIO KAQpPTO4KYy TYBUHCKOM
3THUYECKOW rpynnbl.

Mouck fomKeH GbITb NPOJOKEH

HO nHTEpec y4éHbIX Ha 3TOM He
ncuyepnaH. 37% obcnenoBaHHbIX
rnyxux B TyBe MMEOT MyTaumn reHa
KOHHEKCUHA-26, a 4TO ABUI0CH Npu-
YMHOW BPOXOEHHOW TYroyxoctn y
OCTasbHbIX BONbHBIX?

— MNpw aHann3e POAOCNOBHbIX HAM
BCTPETUINCH AOCTATOYHO ybeam-
TenbHble [OKa3aTeNbCTBA TOro, YTO B
Pecnybnuke TbiBa CyLLECTBYIOT eLé
Kakme-To reHbl, MyTauum KOTOpPbIX
OTBETCTBEHHbI 32 HEMPOCEHCOPHYIO
Tyroyxoctb. UIx cnepyeTt mckatb
M aHanm3nposaTb. HO CNOXHOCTb

Kak yxe ckasaHo, nepen wuc-
cnepoBaHusamu B TyBe nonobHas
paboTa No BbISICHEHWIO TeHeTuYe-
CKMX haKTOPOB MNyx0Tbl Oblna Npo-
BeneHa B Pecnybnuke Antait. Nocne
MYTaUMOHHOIO CKPUHWHIa reHa
KOHHEeKCUHa-26 ocTanncb CeEMbM,
B KOTOPbIX He OblII0 0OHApPYyXeHo
MyTaLmMii JAHHOIO reHa, HO NpuYnHa
noTepu cryxa B 9TUX ceMbsix Obina
SIBHO reHeTuyeckas.

Onbre MNocyx yoanocb opraHu-
30BaTb B OOHOM M3 3apybOeXHbIX
HaYy4HbIX LLEHTPOB MCCNefoBaHne
HECKOJIbKMX TaKNX anTaCKmx CEMEN
C MOMOLLbIDO 9K3OMHOro CekBe-
HMPOBaHUS — MeToAa HOBOro Mo-
KONEHWs, KOraa ynaetcs npoyecTb
nHdopmaunio cpasy obo Bcex
6eN0oK-KOAMPYIOLMX MeHax, a Ux y
yenoseka 0koso 25 TeiC. MNonyyeHsbl
04YeHb UHTEPECHbIE PeayNbTaTbl, OHU
cenyac aHanmManpyroTcs.

Ypactcs v opraHM3oBaTtb Nogoo-
Hble MCCnefoBaHUs CHoBa — Moka
BOMPOC OTKPbITbIA, CTOMMOCTb TakmX
paboT OOBOJILHO BbiCOKa. Tem He
MeHee TYBUHCKUI MPOekT npo-
pomxaetcs.

leHeTMKa Ha no4se coLMONOruM

B HacTosiuee Bpems y4éHole CO
PAH n cneumannctbl 34paBOOX-
paHeHua Pecnybnavku TeiBa BeayT
COBMECTHbIE 9NNAEMUNOSIOTNYECKNE
vccnenosaHns, Leflb KOTOPbIX —

pacnpocTpaHeHne Kakom-To 0CO-
6EHHOCTN, MMEBLLEICS Y OQHOMO 13
ocHoBatener nonynsaunn. ekt
ocHoBaTtens 4acTto HabnwpaeTcs
B OTHOCWUTENIbHO HeBOoNbLUNX M30-
JINPOBAHHbIX rpynnax, Takmx Kak
TYBUHCKMIA HAPOA.

Ewé ooHa n3 Bepcuin — coumo-
KynbTypHasi. [nyxota — Takas pepn-
Kas naTtonorus, npu KOToOpon nioam
[OBOJIBHO 4aCTO 3aksoyaloT Gpaku
Mexay coboi. Y rnyxmx cBOM Mup,
CBOW TpaguLMn, Aaxe a3blk CBOW —
XEeCTOBbI, U, MO CYTU, CHUTAET MOS
cobecenHnLua, MOXHO FOBOPUTb O
dbopMnpoBaHUN OTAENBHON 3THU-
4eCcKOoW rpynnbl.

Tak, B EBpone okono 300 net Ha-
3a/, NosIBUNCH NePBbIE LLKOJbl A5
rnyxmx. Tam Obln 3a10XeHbl OCHO-
Bbl XXECTOBOI0 A3blKa, U ryxue noam
nonyyYnnn BO3MOXHOCTb OOLLEHUS.
Bo3HuKNN Tpaauuus 3akniyaTtb
©6paku ¢ NIOAbBMU N3 «CBOETO Kpyra»,
0BLLUHOCTb MYXUX NIOAEN, B KOTOPOW
noTeps cnyxa paccmaTpuBaeTcs
He Kak HeJocTaTok, a, CKopee,
Kak Hekass 0COOEHHOCTb YenoBeka.
MpennonaraeTcs, YTO UMEHHO «C
MOMOLLbI0» BPaKOB MeXAy MyXUMmn
noabMU, UMELWUMN OOHY N Ty
XK€ reHeTUYECKY NPUYMHY noTepwu
c/nyxa, YyacToTa «reHeTU4yeckomn»
rnyxoTbl 3@ nNpolwejlwee BpemMs
yBenuymnack B ctpaHax EBponbl n
CLUA npakTtuyecku B 2 pasa.

— EcTb cooTtBeTcTBylOWME UC-
cnefoBaHUs, KOTOpble ONuparoTca
Ha peTpoCneKkTUBHbIE AaHHble U3
aPXMBHbIX MICTOYHUKOB U LLePKOBHbIX
3anucei, roe dukcmposanuck bpa-
KW TNYXUX NIIOAEN, N Ha COBPEMEH-
Hble MOJIEKYNIIPHO-TEHEeTUYECKNE
naHHble, — npogoskaeT O.Mocyx. —
B cTpaHax A3uu mnccnepoBaHus
Takoro poaa ewe He NpoBOANINCH.

[Mloka Henb3s C yBEPEHHOCTbIO
ckasaTb, YTo B TyBE MMEIOT MECTO
Te Xe npouecchl, Tak Kak B pac-
MOPSXKEHUN YHEHBIX-TEHETUKOB HET
HU apPXMBHbIX XPOHWUK, HU LIEPKOB-
HbIX KHUM. McTuHa cobupaeTcs no
Kpynuuam, B 6ecefax ¢ MECTHbIMU
xutenamu. Ho, kak roBopuTt mMos
cobecepHuua, Kak TONbKO yaacTcs
onpenennTb BEIMYUHY FreHeTunye-

HAYKA W NPAKTHKA

CKOW KOMMOHEHTbI MMyXOTbl B pe-
cnybsvKe B HacTosiLLee BPeMS 1 e€
0COBEHHOCTN, MOXHO OyneT faBaTb
Kakme-TO NPOrHO3bl PErMOHaNbHOMY
npaBuUTENbLCTBY U MUHUCTEPCTBY
3apaBooxpaHeHnsa. Peuyb nOeT o
NPOrHO3e POXAAEeMOCTU feTen C
reHeTnyeckn oOYyCNOBNEHHOW Ty-
rOYXOCTbIO.

EcTb nu cmbicn neyuTb
Heu3neynmoe?

B HacToduwee BpeMs reHeTnye-
ckas rnyxora He nedntcs. BoT Mbl 1
NoAOLIN K FMaBHOMY: 3a4eM 3HaTb
MacLuTabbl NPo6eMbl, KOTOPYIO He-
BO3MOXHO yCTpaHnTb? ONsTb Hayka
paau Haykn?

Ha camom pene, paboTbl B 00-
nacTu NonynsuNOHHOW reHeTuKn
VMEKOT HE TOJIbKO OFPOMHOE (YH-
[amMeHTanbHoe, HO Aaxe B OosbLuein
CTEeneHn MNpuknagHoe 3HavyeHue.
B XXI Beke 3HaHME O reHeTunye-
CKOW npupoae HempOCEHCOPHOW
TyroyxocTtu IV cTeneHu n rnyxotbl y
KOHKpeTHOoro pebéHka nossonseT
CBOEBpPEMeHHO nonobpatb emy
OAMH N3 BapuaHTOB COBPEMEHHOIO
CNyXonpoTe3npoBaHus, BKOYas
BbICOKOTEXHOJIOMMYHYIO Ornepauunto
KOXJieapHOW umMmnnaHtTauun. Yym-
TbiBas, YTO MHbIX 3P PEKTUBHbBIX
cnocob6oB nevyeHns gaHHon ¢op-
Mbl MOTEPU Cllyxa He CYyLLecTBYy-
€T, TPaTUTb BPEMS HA WX MOUCKMU
6ECCMbICNEHHO, a MOTOMY paHHSS
MeaunKo-coumanbHas peabunmtaumns
ryXoro OoT POXAEHUs mManbiwa —
camoe NpaBWJIbHOE PeLUeHne.

leHeTtuk O.Mocyx nogvyEépkmnBaerT,
4YTO reHeTUYeCKN rmyxme et — 0o-
BOJIbHO «BnarogapHasi» Kateropusi
nauveHToB A9 OaHHOro Buaa
onepauuii, Tak Kak y HUX CoXxpaHeHa
MOpP®dONOrnst BHYTPEHHErO yxa B OT-
nnyve oT AeTen, KoTopble yTpaTuin
cnyx B peaynbrare MHGEKLNOHHOIO
3aboneBaHusi. MNpu reHeTnyeckom
rnyxoTe KoxjaeapHas MMnaaHTaums
[AET MEHbLLE OCJIOXHEHWI, a pea-
ounutauus 6onee ycnewiHa.

BoT noyemy paHHsAs nocTHaTasb-
Has, a ny4yle BCero npeHarasbHas
reHeTnyeckas OuMarHoCcTuKa Tyro-
YXOCTU U TNYXOTbl B CEMbSIX C OTAr0-
LWEHHbIM aHaMHE30M OYeHb BaxHa,
0COBOEHHO B pervoHax C BbICOKOW
pacnpoCcTPaHEHHOCTbIO 3TOW NaTo-
noruun. PeaynbTtaTbl reHETUYECKOro
nccneposaHug y4éHoix CO PAH
MOryT ObITb NMone3Hbl MuHsgpasy
Pecnybnuvku TbiBa B nnaHMpoOBaHUM
0O6bEMOB BbICOKOTEXHOJIOMMYHOM
NOMOLLIN AETAM C reHeTu4ecku ob-
YCIIOBIEHHOW NMOTEPEN cryxa.

Y70 Xe kacaeTcs CO34aHus reH-
HO-VHXEHEPHbIX MeToa0B, C MO-
MOLLIbIO KOTOPbIX MOXHO Oblfl0 Obl
NPOBOAUTbL NpeHaTasibHyl0 KOppPek-
Lm0, TO ecTb yompaTb U3 reHomMa na-
TOrEHHYI0 MyTauuio KOHHEKCUHA-26,
TO 3TO, Npu3HaéTca Onbra Mocykx,
noka B 061acTn Hay4yHol paHTacTun-
kn. Ho Beap 1 cama reHeTrka Bcero
kaknx-to 100 net Ha3apg cumTanach
YMUCTON BOAbl aBAHTIOPOW...

Enena BYIII,
€00. Kopp. «<MI'».
Hosocnbupck.

HA CHUMKE: npu4mHoiA rnyxo-
Tbl MOTYT GbITb pa3Hblie paKTopbl,
Y4€Hble cTapaloTcsl U3y4ynuTb U
KnaccupunumpoBaTb UX.

Bpay 1 nauuenm

Mepanb, yuypexaéHHyo POH-
AOM U3BECTHOro aMmepuKaHCKoOro
BpaYa-3HAOKpPUHOsiora dnuoTta
JxocnuHa ans nauneHToB, Npo-
Xxuswux 50 neTt ¢ caxapHbIM
aAnabetom 6e3 OCNOXHEHWUA,
nonyuyuna mowkaponuHka Upa-
npa J1. B mupe Takylo Harpany
NMEIOT 0KOJIO 3 TbIC. OOJIbHbIX,
B Poccumu — meHblie 20.

CerogHsa B Mupe cTpagaloT ca-
xapHblM anabetom cBbiwe 370 MiH
yenosek. ExXxerogHo yxoosT U3 Xuns-
HW OKOJ10 4 MJTH, N3-3a OCJIOXHEHUN
nnabeta npousBoautcs 6onee 1
MnH amnyTtaumin, 700 TeiC. Yenosek
TepsioT 3peHune. B Pecnybnuke Ma-
puvin AN AnarHos «caxapHbli ouabeT»

yaepxu 6onesHb «B

MMEIoT MoYTM 17 ThbiC. MALNEHTOB.
Bnaropaps peanusaunn de-
[epasibHOM LeneBsor nporpamMmbl
«CaxapHblii guabeT» B pecnybnvke
3a nocsiegHee gecatuneTne crano
MeHblie Ha 11% punabeTtunyeckoi
peTnHonatun, Ha 23% — amnyTauuii
HOT, Mo4YTK Ha 8% MeHblle cTann
BbIXOAMTb HA MHBaNMAHOCTL. Bonee
TOro: NPOAOJIKUTENBHOCTb XU3HN
MY>XHMH yBEeAndmnnach Ha 2,2 roga u
pnocturna 71 roga, y XeHLWmnH — Ha
3,5 ropa (75,2 roga). 9T nokasa-
Tenn pgaxe nydwle, 4Yem y Tex, KTo

HEe MMeeT Takoro AuarHo3aa.

IxocnuH npugyman ambnemy
caxapHoro avabeTta B Buae TpoWi-
KN nowagen, KOToOpon ynpaensiet
Bpay. Ho Xn3Hb nokasana, 4To,
no CyTu, 9TON TPOWKOWN [OJIXKEH
ynpaBnaTb caM NauyuneHT, Torga
pesynbtart 6yaeT Takum, Kak B Chy-
yae ¢ 60NbHbIMUY, HarpaxaeHHbIMU
cneumanbHOM Meaanblo — CUMBOJIOM
nobenpl naumeHTa Hag TAXENbIM
3ab0neBaHNEM.

XutenbHuue Mowkap-O0nbl, nony-
YMBLLEWN Ha OHAX Meaanb xocnnHa

13 pyk npencraButenss SHO0KPU-
HONIOMMYECKOr0 HAy4YHOro LeHTpa
(Mocksa) AnekcaHgpa Marloposa,
OVNarHo3 «caxapHblii gnabeTt» mno-
ctaBunm B 1962 r. OHa oTHecnach K
pekoMeHaaLmMaM Bpayeli HaCToNbKO
CepbE3HO, 4YTO CMOrfa He TOJIbKO
n3bexarb 0CIOXHEeHN 60Ne3Hn, HO
1 cospana cembto, poauna pebéHka
1 cocTosinacb B npodeccun.

B CLUA cBbiwe 30 yenoBek 6e3
OCNOXHEHUI NPOXUIN ¢ AnabetTom
75 net. OgunH 13 HMX — 606 Kpayae —
B VHTEPBbLIO XYpPHanMcTaM ckasar,

y3ae»

4YTO O/ Takoro pesysbTara HyXHbl
YyNopcTBO, BHUMaHMe K COOCTBEH-
HOMY OpPraHu3aMy U yMepeHHOCTb
B ene.

Bnpouem, y kaxgoro 60JbHOro
CBOW peuenT 300p0oBbs. [MaBHoe B
TOM, 4YTO BCEN CBOEWN XWU3HbI OHU
NOATBEPXAAIT MCTUHY: CaxapHbli
nnabeT — 60N1e3Hb, C KOTOPON MOX-
HO «O0roBOPUTLCHA» U XUTb OO0NTO.

Ousbra BUPIOYEBA,
BHeWIT. Kopp. «MI».

Pecnybnunka Mapwuii 3n.



