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npeBbIlLaeT nocrnegHve CBOAHble AaH-
Hele no EUROCAT B 3 pasa. Npu atom
OTMeYeHo yBenuyeHue B 2,8 pasa 3abo-
nesaemoctn BYA cpeanm sKyTCKOro aT-
HOCa B CPaBHEHWUW C PYCCKUM MPULLINBIM
HaceneHnem — 5,06 npotms 1,80 Ha 10
TbIC. POAMBLLMXCS.

2. PacnpoctpaHeHHocTb BYA cpeam
OeTel B pasHbiX rpynnax pamoHoB AKy-
T OcTaBanacb CTabunbHOW, OTNNYasiChb
yBEMUYEHNEM B panioHax, 3acerneHHbIX
AKyTamu (apktudeckas — 6,9, Buntonckas
— 5,5, ueHTpanbHasa — 4,3 Ha 10 TbIC. ge-
TCKOro HacerneHus), n OTCyTCTBMEM WIN
HM3KOW pacnpoCTPaHEHHOCTbIO B panio-
Hax C NMPenMyLLeCTBEHHO MPULLNbIM Ha-
ceneHunewm (toro-3anagHas — 0,24 cnydas
Ha 10 TbIC. 4ETCKOro HaceneHus).

3.  OCOBEHHOCTSIMM  KITMHUYECKUX
nposieneHuin BYA B nmonynsaumm Axytum
ABMSAOTCA: NPENMYLLECTBEHHO OAHOCTO-
poHHee nopaxeHune (90%), BblpaxeHHas
mukpotust (80%), BbicOkas yactota Cco-
NPSXXEHHON BPOXOEHHOW NaTonorum Apy-
rnx opraHoB (40%). MNpwu 3aToM y siKyTOB
OTCYTCTBYET pasHuua BCTPEYaemMoCTu
no nony, NpaBoe yxo cTpagaeT B 3 pasa
yaile, Yem fneBoe 1 BbIlle YacToTa nor-

YOK 575:595

HOWM aTpesuun, 4em y pycckux (78% npo-
"B 54%).
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E.N. WapoHoea, A.A. OcetpoBa, PA. 3H4YeHKO .
HACJIEOQCTBEHHbLIE HAPYLUEHUA CITYXA B KUPOBCKOU

OBJIACTU

MbI npoBenu aHanu3 Hambonee YacTblX MyTaLuui, OTBETCTBEHHbIX 32 HECUHAPOMArbHYIO ayTOCOMHO-PELIECCHBHYIO hOpMY HEVPOCEHCOPHOW
Tyroyxoctu, B reHax GJB2 (myTtauus 35delG), GJB6 (myTauum: del(GJB6-d13S1830) n del(GJB6-d13S1854)) n TMC1 (myTaumsa R34X). Mone-
KyNnsipHO-reHeTUYeckoe TecTnpoBaHve nposefdeHo y 125 npobaHaos Kuposckor obnactn ¢ HeCMHAPOMarnbHON HENPOCEHCOPHOW TYroyxoCTblo,
MMELLUX HapyLLIeHWs cryxa pasnuyHoi atnonorum. Mytaums 35delG B reHe GJB2 6bina obHapyxeHa Hamu y 36 npobaHaoBs. B nccnegyemoi Bbl-
6opke 6onbHbIX MyTaummn del(GJB6-d13S1830) n del(GJB6-d13S1854) B reHe GJB6, a Takke myTauust R34X B reHe TMC1 o6Hapy»keHbl He Obinu.
Takvum o06pasom, Npu NpoBeAeHUN MeaNKO-TeHETUYECKOTO KOHCYNBTUPOBaHWS BOMbHBIX HENPOCEHCOPHOW TYroyXOCTbiO PYCCKOW HaLIMOHaINbHOCTH
nouck mytaumm 35delG B reHe GJB2 sBnsieTcs Hanbornee 3Ha4YMMbIM, Tak e Kak ¥ B @BPONEeNCKUX Nonynsuusx.

KnioueBble cnoBa: GJB2, GJB6, TMC1, HacneacTBeHHbIE HApPYLUEHUs Criyxa, TYroyXoCTb.

The most frequent mutations responsible for non-syndromic autosomal-recessive form of neurosensory hearing loss in genes GJB2 (35delG),
GJB6 (del (GJB6-d13S1830) and del (GJB6-d13S1854)) and TMC1 (R34X) were analyzed. Molecular-genetic testing was performed in Kirov
region on 125 probands with non-syndromic neurosensory hearing loss, having hearing disorders of different etiology. 35delG mutation in GJB2
gene was found in 36 probands. There were no del(GJB6-d13S1830) and del(GJB6-d13S1854) mutations in GJB6 gene or R34X mutation in
TMC1 gene found in analyzed samples. Thus, during genetic consultation of neurosensory hearing loss patients of russian nationality searching
for 35delG mutation in GJB2 gene is most crucial as in European populations. Recent results and our previous research on Russia etnical groups
show that the development of region-specific examination protocols for non-syndromic neurosensory hearing loss patients is needed.

KnioueBble cnoBa: GJB2, GJB6, TMC1, hereditary hearing disorders, hearing loss.

BBepeHune
YxydweHue crnyxa — 310 Havbonee
pacrnpoCcTpaHeHHOEe CEHCOpPHOe  pac-

CTPOWCTBO BO BCEM MUPE. HacToTa BPOX-
OEHHOW TYroyxocTu, No AaHHbIM psiAa uc-
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cnepoeatenen, coctaenset 1:650-1000
HOBOPOXAEHHbIX [6, 51]. E€ nosasneHue
B [AETCKOM BO3pacTe MOXeT MMeTb Apa-
MaTn4eckme NocneacTens Anst OCBOEHUS
A3blka, AdanbHenwero obpasoBaHus WU
aganTaumm B obLlecTse.

[MpUYMHBbI HapyLleHun crnyxa MHOro-
yncneHHsbl (Tabn.1), cpeoun HMX Kak reHe-
Tuyeckol npupogel (bonee 50%), Tak u
HereHeTnyeckon. Bknag akonornyeckmx
NpUYMH (coumanbHble akTopbl, UHGEK-
LIMOHHBIN KOHTPOMb W MMMYHM3aLus, a
TaKkke nepviHatanbHOe MeAULMHCKOE Ha-
6niogeHve) cylecTBeHeH U COCTaBnser
okono 50% [5].

HacrnenctBeHHble HapylueHus  cny-
Xxa 00beaVHST [O0BOMbHO OOGLUMPHYHO
rpynny  3aboneBaHui,  BKIIHOYaOLLMX
KaK W30NMpOBaHHbIE COCTOSHWSA, TaK u
HacneacTBeHHbIE CUMHOPOMbI, B KIUHW-
YeCKOW KapTMHe KOTOpbIX HabniogatoTtcs
pasnuyHble opMbl CryXOBbIX Hapylle-
Hun. Cpegun Bcex CryyaeB BPOXOEHHOWN
TYroyxoCTu U/Mnn rmyxoTbl CUHAPOMarib-
Has natonorus coctasnsaet 20-30%, He-
cuHgpomansHaa o 70-80% [1,3]. He-
cMHApomManbHasa Tyroyxoctb B 75-80%
crnyyaeB nepefaeTcs Mo ayTOCOMHO-pe-
LeccvBHOMY TuMy HacnegoBaHus. Ha
N30MNNPOBAHHYIO TYrOyXOCTb, UMEIOLLYIO



IIpuyunbl HapyweHuii cayxa [5]

® AyTOCOMHO-pELECCHBHbIE

® AyTOCOMHO-/IOMUHAHTHbIE

o X-ClerICHHbIE
 MuTOXOHIpHUATHHBIE

e XpomocoMmuble (cunapom [layHa,
Tpucomus 13 u 18 xpomocom, cuua-
pom Tepuepa, nenenus 22q11)

I'eneTnueckue
CUHJpOMaJIbHbIC U
HECHH/POMAJIbHBIC

e OTOTOKCHYECKOE MEIMKAMEHTO3-
HOE JIeYCHUE, HATPUMEP aMHHOTIIHU-
KO3M/IbI (TEeHTaMHILIUH, TOOpaMHIINH,
KaHaMHUIMH, CTPEITOMHUIIMH), TPOU3-
BOJIHBIC TUIATHHBI

e HeoHOMIEHHOCTD

e HeoHarasbHast THIIOKCHS

e Huskuii Bec mpu pOXKICHAN

o Tspxenast xkenTyxa

e YeperHo-M03roBast TpaBMa

e [Ipenaranbuble nHMEKIUH (HANIPU-
Mep, IIUTOMETaJIOBHPYC, TOKCOILIA3-
MO3, KpacHyXa)

e [loctHaranpHbIc HHpEKIUH (Ha-
IpUMep, MCHUHTHT)

e [IIymoBO€ BO3aCHCTBHE

Hereneruueckue

ayTOCOMHO-AOMVHAHTHbIA TUMN Hacneago-
BaHus, npuxoantea 10-20%, n go 2-3%
BCEX CryyaeB C HECUHAPOMarnbHOW Ty-
rOyXoCTbi0 MMEIT X-CLENSeHHbIN TUMn u
MUTOXOHApPWanbHoe HacrnegosaHue [8].

HecrvHopomanbHasa TyroyxocTb 4pes-
Bbl4aNHO reTeporeHHa — Obino onucaHo
okono 100 nokycoB B pasfMyHbIX y4vac-
TKax reHoma, CBfA3aHHbIX C HECUHOPO-
MarnbHOW TYroyxoCTblo, U UAEHTUDULIN-
poBaHo 50 reHoB, kogupyloLwwmx Genku
caMbIXx pa3Ho0bpasHbiX QyHKuMA. Ho
HECMOTPS Ha 3Ty reTepOoreHHOCTb, Bapu-
aHTbl ogHoro reHa — GJB2 (MIM 121011)
BbI3bIBAIOT ayTOCOMHO-PELIECCUBHYIO He-
cUHApOMarnbHy Tyroyxoctb B 50% cny-
YaeB y MHOIMX HapOA4oB MUpa, YTo Aena-
et reH GJB2 Hanbonee 3Haunmbim [9].

C MoMmeHTa KapTMpoBaHUS FoKyca
1 naeHtudpumkauumn reHa GJB2 (1997 r.)
HaMM NpPOBeAEHbl KOMMIIEKCHbIE Meau-
KO- U MONynsUMOHHO-TEHETUYECKNE UC-
cnegoBaHusa B psige pervoHoB Poccuu:
Pecnybnuka Yysawms, PoctoBckas 06-
nactb, Pecnybnvka Yamyptus, Pecny6-
nuka bawkmpusi. Bo Bcex nonynaumsax y
OOnNbHbIX C M30NMMPOBAHHOM TYrOYXOCTbHO
Hamu npoBogunacb [OHK-guarHocTtuka
myTaummn 35delG B reHe GJB2. B Ttabn.2
npeacraeneHa yacrtota mytauyum 35delG
B reHe GJB2 B cembsiX ¢ HecMHapoManb-
HOW ayTOCOMHO-peLeccusHon (AP) Tyro-
YXOCTbIO B pa3nuyHbIX pernoHax Poccuu,
o6cnenoBaHHbIX B paMKax reHeTUKO-3nm-
[EeMNOIIorM4yecknx nccnenosaHunin nabo-
paTopun reHETUYECKON 3NUAEMUONOrnm
MIrHY, PAMH. AHanu3 Tabn.2 nokasan,
4YTO M3 paccmaTpuBaeMoin BblIGOpKM My-
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Yacrora myranuu 35delG B rene GJB2 B cembsix
¢ U30/IMPOBAHHOIl TYTOYX0CThIO B Pa3JIMYHBIX peruonax Poccun [4]

TeHOTHIIEI OONEHEIX Bcero | Bcero xpo- | Xpomo- Yactora
DmHoc  |35delG/35delG | 35delG/N | N/N | G0mb- | Mocomy | coMe | g
HBIX GosbHBIX | 35delG
Pecny0Onuka Yysarmms
UYysau 2 38 40 80 4 5,00%
Pycckue 4 4 6 14 28 12 42.86%
Mopnaga 6 6 12 0,00%
HUTOI'O 6 4 50 60 120 16 13,33%
PocroBckas 061acTh
Pycckue 25 23 27 75 150 73 49.00%
Jlp.Hai. 5 5 10 0,00%
HUTOT'O 25 23 32 80 160 73 45,63%
Pecny6nuka barmkoprocran
Barkupbt 2 4 44 50 100 8 8,00%
Pycckue 1 12 9 75.00%
Mapuiiist 2 4 2 100,00%
HUTOT'O 6 7 45 58 116 19 16,38%
Pecnybnuka Yamyprus

YamypTsl 2 39 41 82 2 2,44%
Pycckue 6 3 3 12 24 15 62.50%
Tar-yam 2 2 4 0,00%
YeyeHsl 3 3 6 0,00%
HUTOI'O 6 5 47 58 116 17 14,66%

Tauua 35delG B reHe GJB2 xapaktepHa
B OONbLIOM MPOLIEHTE CryYaeB, TOMbKO
Ans 60MnbHbIX PYCCKON HALMOHANbHOCTY.
Ee vacToTta y pycckux GOnbHbIX Tyroy-
XOCTbHO BapbupyeT oT 43% B Pecny6nvke
Yysawwmsa o 75,0% B bawkmpun. Cpegn
NnaLMeHTOB C U30MMPOBAHHOW TYroyxoc-
TblO OPYrMX HauMOHaNbHOCTEN 4acToTa
myTaumm 35delG coctasuna 5% y vysa-
wen, 2,44% y yamyptoB n 4,00% y Gawu-
Kup [4].

MaTtepuanbl n meToabl uccnenoBa-
HUA

MonekynsipHo-reHeTu4eckoe  TecTu-
poBaHue npoBefeHo y 125 npobaHaos ¢
HEeCMHAPOMAasbHOM HEMPOCEHCOPHOW TYy-
rOyXOCTbH0, UMEIOLLMX HapyLUEHWs cryxa
pasnuyHoln aTuororuu, B Bo3pacte oT 1
roga go 18 net. ObcnegoBaHHble ABMS-
NCb yYallMMucs AByX creuunanusvpo-
BaHHbIX LWkon Kunposckon obnactu ans
JeTell C HapylleHWeM Criyxa — LUKOIbl-
nHTepHata Il Buga B r. CoBeTcke u cne-
LuanbHOM (KOoppeKkuMoHHOoN) obLieobpa-
30BaTeNbHOMN LUKOSbI-MHTEpHaTa | Buaa B
r. KupoBe. KnuHuyeckoe obcnepoBaHue
BKIHOYarno: OCMOTP Cypaoriora-otopu-
HonapwvHronora (ocmotp JIOP-opraHos,
npoBepKa crnyxa LIenoTHOM U pa3roBop-
HOW peYblo, KamepToHalnbHble NpoobI,
TOHanbHas noporoBasi ayavoMeTpusi C

nccrneqoBaHMEM BO3AYLLHOW U KOCTHOW
NPOBOAVMMOCTU C MOMOLLbIO ayAMOMETPa
MA-31), KoHcynbTaumio reHeTuka. Becem
bonbHbIM 6bina npoBegeHa [AHK-gna-
rHocTuka B nabopartopum reHeTu4eckomn
anuaemuonorun 'Y MHL PAMH, Bknto-
YyaBllas aHanuM3 Haunbonee 4acTbIX My-
Taumn B reHax GJB2 (myTtaumsa 35delG),
GJB6 (myTauumu: del(GJB6-d13S1830) n
del(GJB6-d13S1854) 1 TMC1 (myTauus
R34X).

[OHK BblgeneHa n3 nepudepudeckomn
KpOBM MeTOAOM (DEHONbHO-XNOPOdOpM-
HOWM aKcTpakumn [11]. AHanua nonumop-
dHbIX JHK-nokycoB ocyliecTBnanu me-
TOAOM MONMMMEPAa3HON LENHON peakumm
cuHtesa OHK u nonumopdusama gnvH
PECTPUKLMOHHBIX dparMeHToB C nocre-
OyoLWnM anekTpodope3om.

Ananus mytauun 35delG B rene GJB2
NpPOBOAWMCS MO MPOTOKOIY, COCTaBMEH-
HoMy HekpacoBon n coaBTopamu [2].

Ananusmytaumndel(GJB6-d13S1830)
n del(GJB6-d13S1854 B reHe GJB6 npo-
Boguncsa no npotokony F. J. del Castillo
[6].

Ananns  wmyTauum R34X B reHe
TpaHcMmembpaHHoro G6enka ynutkn TMCA1
NPOBOAWICS B CreayoLmnX yCrioBumsax: Am-
nnudvkauma nposoamtca metogom MNLP
B 25ul cmecu cnepytowero coctasa: 0,1ug
OHK; 1xMUP 6ydep (67 mM Tris-HCI;
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16.6 mM (NH4)2S04; 0.01% Twin-20;
pH 8.8); 2,5mM MgCI2; 200 uM kaxgoro
dNTP, no 5uMonb nparmepos TMC1-
F (5° - GGGAGGAAGCACTTTCTGACA

- 3’) " TMC1-R (5 -
CTGGTTCAGGTTCTGGGTCAT 3),
1U Tag-DNA nonumepasbl. Peakuns

NPOBOAUTCS MpU CreayLnX YCIOBUSIX:
nepBuyHas AeHatypaumsa npu 94°C B
TeyeHne 5 MWH, Mocrne KOTopon creny-
et 30 UMKNOoB, COCTOSALUMX U3 AeHaTypa-
uun npu 94°C B TeueHue 5 cek, oTxura
npariMmepoB npu 66°C B TeueHne 15 cek,
B KOHLe peakuuy npoBogunack uHanb-
Hasa gocTtporika npu 72°C B TeyeHune 7
MuH. MNLUP npoBogaT Ha amnnudukatope
Gene Amp® PCR System 9700 (Applied
Biosystems). [nuHa amnnuduumpoBaH-
Horo cpparmeHTa coctaenger 160 n.H.
MpoaykTel amnnudukauum nopsepra-
l0TCA AanbHenwen obpaboTke SHOOHYK-
neasow pectpukumm Tag1 no npotokony
Fermentas. OHOoHykneasa pecTpuKkumn
Tag1 pacwennset Tonbko OHK, He He-
cywyto myTaumto R34X, ¢ obpasoBaHu-
eM AByx ¢hparmeHToB anvHamu 90 m.H.
1 70 n.H. AHann3 OnnH PeCTPUKLMOHHbIX
parmMeHTOB NPOU3BOANTCH MyTEM 3reK-
Tpodhopesa B 2,5%-HOM arapo3HOM rerne
(p1CyHOK).

Pe3ynbraTthl U 06cyxaeHune

Bcero ocmotpeH 151 pebeHok ¢ Hapy-
weHnem cnyxa: 94 B Kuposckow Likone
(WK) n 57 B wkone r. Cosetcka (LUC),
yto coctaBuno 89,5 n 93,4 % ot obue-
ro KomuyecTBa [feTewn, obyyaroLmxcs
B LUKOMax, COOTBETCTBEHHO. CwuHApo-
MarnbHas HacrneacTBEHHasi naTonorusi
BoisiBrieHa y 11 geten: B WK — 3,2% (3
yern.), B WC — 14,0% (8 yen.). Boisene-
Hbl criegylolne HacnencTBEeHHbIE CUH-
OpOMbI: cMHAPOM Orniepca — faHno, Tvn
II; Helpodmbpomatos, Tmn |; cnHapom
PpaHyeckeTTV; CUHOPOM anoneumn-Ty-
rOyXOoCTU-KaMNTOAAKTUAMK;  NaKpUMO-
aypvIKyno-AeHTO-ANrMTanbHbI CUHAPOM;
cuHapoM Bunbsmca; cuHOpPOM HU3KOro
pocTa-nporepun-NUrMeHTHbIX  HEBYCOB;
CUHAPOM 3KTPOAAKTUINM 1 TYTOyXOCTW.

Y 125 npobaHOoB € M30NMPOBAHHOMN
Tyroyxoctbto nposegeHa [OHK-guarHoc-
TMKa Ha YacTble MyTauuu B TPeX reHax.
MyTtauus 35delG B reHe GJB2 6bina 06-
HapyeHa Hamu y 36 npobanaoB: y 22 B
FOMO3WUIOTHOM COCTOSIHUM U Y 14 — B re-
TEPO3NrOTHOM.

B wuccnenyemon BbiGopke 60nbHbIX
HEMPOCEHCOPHOM  TyroyxocTtbto  Ku-
posckon obnactu mytauun del(GJB6-
d13S1830) un del(GJB6-d13S1854) B
reHe GJB6, a Takke myTtauua R34X B
reHe TpaHcMeMOpaHHOro Gernka ynuTku
TMC1 obHapyeHbl He ObInu.

Bce petn c msonupoBaHHbIM Hapy-

WweHvem cnyxa Obinu
pasgerneHbl Ha 2 rpyn-
NMbl — C OTSAMOLWEHHbIM
N HEOTSArOLEHHbIM Cce-
MEeWHbIM aHaMHe30M Mo
HapyLeHuam cryxa. B 1
rpynny sownu 28 4en.,
(LUK — 20, WC — 8), us
kotopbix y 11 (39,29%)
myTaumsa 35delG BbisiB-
fieHa B TFOMO3UTOTHOM
COCTOSiHMKM, a ¥y 3 — B
reTepo3nroTHOM. Takum
obpasom, B 1 rpynne
yactota MyTaumm 35delG cocTaBnsaer
50%. TsxecTb HapyLlLeHUI cryxa B Oc-
HoBHOM onpeaensanace ot llI-IV ctenenn
[0 NOMHOW TyXOTbl.

B rpynne ¢ HeOTAroLweHHbIM aHamHe-
30Mm (112 yen.) mytaums 35delG BbisBne-
Ha B 25% cny4aeB (18 B roMO3UroTHOM
coctosHuM n 10 B reTepo3vroTHOM).
Cpeon 18 romo3unroTHbIX Hocutenen y 6
B aHaMHe3e OTMEYEeHO COYeTaHHOe BMu-
sHME BHeLLUHecpeaoBbIX PakTopoB. Y re-
TEepPO3NroT HeHacneacTBEeHHbIE haKkTopbl
BbISiBMEHbl Takke y 6 geten. Nonyyen-
Hble pesynbraTbl MOKasblBalOT Heobxo-
aumocTb nposegeHus OHK-guarHoctukm
He TOmbKO NpW OTArOLLEHHOM CEMENHOM
aHaMHese, HO 1 B Cryyasx Hanu4yns BHe-
LWHecpenoBbix (HakToOpoB B aHamHe3e
pebeHka.

Pa3snuyHble cnyvyaun BpOXOEeHHOW Hewn-
POCEHCOPHOW TYroyxoCTW MOTyT MMETb
OOVMHAKOBYK  KIMMHUYECKYI0  KapTUHY.
PaHee Hamu Gbinu cocTaBneHbl CMCKY
reHoB, MyTauuMnm B KOTOPbIX MPUBOAAT
K ayTOCOMHO-JOMWHAHTHbIM, ayTOCOM-
HO-peLeCcCuBHbIM,  X-CLEMMEHHbIM 1
MUTOXOHAPUaNbHLIM opMam HapyLue-
Husa cnyxa [4]. OcHoBbIBasACb Ha Teope-
TUYECKOM aHanu3e [AaHHbIX MyTauun,
Hamu Obina cocTaBreHa cxema noucka
NPUYMH HapylleHns cnyxa y 60nbHbIX
HEPOCEHCOPHOM  TYrOyXoCTbi0 — ayTo-
COMHO-PELIECCUBHOIO  TUMa  Hacnego-
BaHVs. Mbl nposenn aHanu3 Hanbonee
YacTbIX MyTauui, OTBETCTBEHHbIX 3a
HeCMHOPOMAarnbHYl0  ayTOCOMHO-peLec-
CVBHYI0O )OPMY HEMPOCEHCOPHOW TYyroy-
xocTu, B reHax GJB2 (mytauusa 35delG),
GJB6 (myTtaumu: del(GJB6-d13S1830)
n del(GJB6-d13S1854), BbI3biBaloLLMnE
ayTOCOMHO-PELIECCUBHYIO  [JOPEYEBYIO
[BYCTOPOHHIOKO MOSHY hopMy Helpo-
ceHcopHow Tyroyxoctn) u TMC1 (myTa-
uns R34X, Bbi3biBatoLasi ayToCOMHO-pe-
LIECCVBHYIO [1I0PEYEBYIO OT TSXKENOW A0
NornHoOM POpMy HEMPOCEHCOPHOWN TYyroy-
XOCTH).

Cnegyer OTMETUTb, 4TO, MO AaH-
Hbim del Castillo n coaeTopoB, aene-
umna del(GJB6-d13S1830) B reHe GJB6,
3aTparuBamollas obLwupHyto obnactb

OnekTpodoperpamMmma pesynbratoB aHanusa myTtauum R34X B
reHe TpaHcMembpaHHoro 6enka ynutku TMC1

pasmepom 309 kb, Bctpeyaetcs B 50%
crny4yaeB B reTepo3nroTHOM COCTOSIHUM
Yy WCMaHCKMX MauUWMeHTOB, CTpadaroLinX
HEMPOCEHCOPHOW TYrOyXOCTbi0, reTepo-
3UrOTHbIX MO MyTauusm B reHe GJB2 [6].
B xope wuccnenoBaHwii, MPOBOAMMBLIX B
9 cTpaHax 6bINo nokasaHo, YTo 3Ta Ae-
neuus npeacrtaesneHa B OGonbLUMHCTBE
CKPVHUPYEMbIX MONYNsuuiA, C BbICOKON
yacTtoTon Bo ®paHuun, VicnaHum n Napa-
une (16-20,9%) [7]. OgHako B LieHTpank-
Ho EBpone paHHas MyTauus BCTpe-
yaeTcsa [oBonbHO peako [12]. Oeneuwns
del(GJB6-d13S1854) c rene GJBG6, 3a-
TparueatwLlas obnactb pasmepom 232
kb, BcTpevaetcs B 22,2% cny4vaeB B re-
TEPO3UrOTHOM COCTOSIHUM Y MaLVEHTOB
13 AHrmun (6,3% B Bpasunun, 1,9% B
CeepHon WTtanun), reTepo3uroTHbIX no
MyTaumam B reHe GJB2 [6]. B npose-
OEHHbIX HaMKU MccneaoBaHuaX He Obinu
BbISIBNIEHbI 3TV MyTauuu y MaUUEHTOB, B
TOM 4MCrie U B KOMMayHA reteposmnroTte ¢
myTaumen 35delG. He 6bino obHapyxe-
HO HMKaKOW accouuaumnm Mexay reHoTu-
namu no GJB2 n GJB6. 3710 no3sonsaet
cAenarb BbIBOA, YTO AaHHas ctatucTuka
He rpuemnema K POCCUICKOM nonyns-
Lun.

MyTauma R34X B reHe TMC1, koTo-
pas, no gaHHbim Kitajiri [11], cocTtaBnser
1,8% cpenm 6onbHbIX TyroyxocTbto B [a-
KnctaHe, obHapyxeHa He Gbina B uccne-
AyeMol BblOopke.

3aknueHue

Takum ob6pasom, npu NpPOBEAEHUN
MeOUKO-TEHETUYECKOrO0  KOHCYNbTUPOBa-
HUs1 BOMbHBIX HENPOCEHCOPHOW Tyroy-
XOCTb0 PYCCKOM HAaLMOHANbHOCTM MOUCK
myTauumn 35delG B reHe KOHHeKCuMHa 26
SABNSAETCS Hambonee 3HaAYMMbIM, TaK Xe
KaKk M B €BPOMENCKUX Monynaumsx, oa-
HaKo CMeKTp cregylwmx no 4acTtoTe
MyTauuMn AOns POCCUMIACKOW MNONynsuum
He onpepgerneH. Mony4yeHHble B AaHHOM
MccrnefoBaHUM pesynbTatbl B COBOKYIM-
HOCTM C Gonee paHHMMUW HalMMW OaH-
HbIMW MO 3THUYECKUM rpynnam Poccun
nokasblIBatoT, 4To TpebyeTtcs paspaboTka
COOCTBEHHbIX  PErnoH-crneumpuyeckmnx



npoTokonoB obcrnenoBaHUst MauMeHTOB
C HecuMHOpPOMAarnbHOW HEeWpOCEHCOPHON
TYTOYXOCTbHO.

Paboma ebinonHeHa rnpu Yacmu4yHoMm
¢uHaHcuposaHuu PO®U (07-04-00090 u
08-04-00534) u pedepanbHol uenesol
npoepammbl «VccrnedosaHus u paspa-
b6omku no npuopumemHbIM HarnpaeneHu-
M pasgumusi HayYyHO-mexHosioeuyec-
Koeo Komnnekca Poccuu Ha 2007-2012
200bl1» (8 pamKax Hay4YHbIX WKO/I).
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MOHUTOPUHI XPOMOCOMHbIX BOJIE3HEMN
Y HOBOPOXAEHHbIX B PECIMYBJIMKE CAXA (AKYTUA)

c 2000 no 2007 .

n3yyeHbl. K daktopam, cnocobcTtsyto-
LWMM WX BO3HMKHOBEHWID, OTHOCHAT MO-
HU3VpYIOLLYIO paguauuio, BO3AENCTBUE
psoa XUMWYECKMX BeLLecTB, a Takke
TSXKenble WMHMEKUMN U NHTOKCUKaLMK.
3HaunTeNbHYI0 pPOfb B BO3HWKHOBEHWUM
XPOMOCOMHbIX aHomanui urpaet cba-
NlaHCMPOBaHHOE HOCUTENLCTBO HapyLue-
HUN XpPOMOCOMHOro Habopa. CkpbiToe
HOCUTEMBLCTBO MarsblX MO3anyHbIX OPM
(HebonblUoe 4MCO aHOMarbHbBIX — aHO-
MarbHbIX KMETOK B OpraHu3me) y poau-
Teneun Takke MOXET CIYXWUTb NPUYUHON
XPOMOCOMHOrO 3aboneBaHuns y pebeHka.

Obuwee ans Bcex opM XPOMOCOMHbIX
BornesHen — MHOXECTBEHHOCTb Mopaxe-
HWs. DTO YepenHo-nMueBbIe An3Mopdun,
BPOXAEHHbIE MOPOKW Pa3BUTUSI BHYTPEH-
HWX OpraHoB WM YacTen Tena, 3amensneH-
Hble BHYTPUYTPOOHbIE U NOCTHaTaNbHbIV
pOCT ¥ pasBuTMe, OTCTaBaHWe Ncuxmyec-
KOro pasBuTus, HapyLleHne yHKLUMN He-
pPBHOWN, SHAOKPUHHON U UMMYHHOW CUC-
Tem. CTeneHb OTKMOHEHWV B pPasBUTUU
opraHu3mMa 3aBMCUT OT Ka4eCTBEHHOW W
KONMMYECTBEHHOW XapaKTepUCTUKN yHac-
NefoBaHHON XPOMOCOMHON  aHOManwu.
MonHble TPUCOMUKN Yy XKMBOPOXAEHHbLIX
HabntofalTca TONMbKO MO TeM ayToco-
MaMm, koTopble BoraTbl retepoxpomaru-
Hom (8,9,13,18,21). Takke 0bObsCHAETCA
nonucomms (4o MeHTacomuu) No Momno-
BbIM XpPOMOCOMaMm, B KOTOPON Y-XpOMO-
coMa MMeeT Marno reHos, a JobaBoYHble
X-XpoMOCOMbl GblBatOT reTepoxpomaTy-
31MPOBaHbI.

B ocHoBe knaccudukaumm Xpomo-
COMHOW NaTonorny nexar Tpu Kputepus:

NepBbIi — XapaKTepucTuKa XPOMOCOM-
HOM UNN FeHOMHOW MyTauuu (Tpunnou-
Ous, npocTasi TPUCOMKS MO XPOMOCOMe
21, YyacTuyHas MoHocomus u T.4.). Qud-
dhepeHLmaLma XpOMOCOMHOWN naTonorum
Ha OCHOBaHMWWN KITMHUYECKOW KapTUHbI HE
MMEET CYLUECTBEHHOrO 3HayeHusi, noc-
KOMNbKY NpY pasHbIX XPOMOCOMHbIX aHO-
Manusx umeetcsa Oornbllas OOLIHOCTb
HapyLUeHWIn pa3BuTuUS.

BTopon — onpegeneHune tuna KneTok,
B KOTOPbIX BO3HMKNA MyTauus (B rame-
Tax unu aurote). FameTnyeckne mytaumm
BEOYT K NOMHbIM (hOpMaM XPOMOCOMHbIX
oonesHen. Ecnn xpomocomHasi aHoma-
NSt BO3HMKIIA B 3UrOTE UIIN HA PaHHUX
cTaguax apobneHusi, To pas3BuBaeTCs
OpraHn3M C pasHOW XPOMOCOMHOW KOH-
ctutyumen (aBa tvna un Gonee). Takue
hopMbl XPOMOCOMHbIX O0nesHer Hasbl-
BaKT MO3anyHbIMU U COCTaBMSIKOT BCETO
okono 1%.

TpeTun — BbISIBMIEHWE MOKOMEHUs, B
KOTOPOM BO3HMKIA MyTauusa: BO3HMKNA
N OHa 3aHOBO B rameTax 3[10pPOBbIX poO-
avtenen (cnopaguyeckue cnyyav) vnm
poaouTenu yxe MMenu Takyld aHOManuto
(Hacnegyemble, unu ceMeinHble, POopMmbl).
Bonblias yacTtb Hacnegyembix criydaes
XPOMOCOMHbIX 6onesHen cBsidaHa C Ha-
nMynem y 340pOBbIX poguTenen pobep-
TCOHOBCKMX TpaHcrnokauui, cbanaHcu-
POBAHHBIX PELMNPOKHbIX TPaHCroKauum
mMexay AByMs (pexxe 6onee) xpomMmocoma-
MW, U VMHBEPCUI, KOTOPblE COCTaBMSIOT
okono 4% wn3 XpoMOCOMHbIX 6GonesHen
[1]. B cTpykType obpaliaeMocTv Ha npe-
HaTanbHyK AMArHOCTMKY 3Ta Kateropus





