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OTHOTEPPUTOPUAJIbHBIE OCOBEHHOCTU
PACINMPOCTPAHEHUA BPOXAEHHOU YLLHOU ATPE3UU

Y OETEWN AKYTUU

Bnepsble B getckon nonynsumm Pecnybnuku Caxa (AKyTusl) Ha OCHOBaHWM KITMHUKO-3NMAEMUONOrMYeCcKoro nccnegoBaHns nsyyeHnol 3abone-
BaeMOCTb M pacnpoCTPaHEHHOCTb BPOXAEHHOW yLwHON atpeaun (BYA). [lokazaHO BNUSIHWE STHUYECKON NPUHAANEXHOCTU Ha 3aboneBaeMocTb

BYA 'y geten Axkytun.

KntoueBble cnoBa: BpoxaeHHasi yWwHaaA aTpesnd, MUKpoTuA, BPOXAEHHbIN MOPOK Pa3BUTUS, SNNAEMUONOINS, PACNPOCTPAHEHHOCTb, 3abone-

BaeMoCTb, AETU.

For the first time in children’s population of Republic Sakha (Yakutia) on the basis of clinical and epidemiological research morbidity and
prevalence of congenital aural atresia (CAA) are studied. Influence of an ethnic belonging on CAA morbidity in children of Yakutia is proved.
Keywords: congenital aural atresia, microtia, congenital malformation, epidemiology, prevalence, morbidity, children.

BBepeHune

TepMyH «BpOXAEHHAs ylUHas aTtpe-
3uay (BYA) 0OblvHO umcnonb3ylT Ans
ONNCaHUsi COYETaHHbIX Manbgopmaumn
Hapy>Horo u cpegHero yxa. KnuHuuec-
kve nposieneHns BYA pasHoobpasHbl,
OT NEerkon aHoManuu B BUAE CYXEHWUs
[0 NMOMHOro OTCYTCTBUSI HAPY>KHOrO Cny-
XOBOro npoxoga. AHOManuu Hapy>KHOro
CMyXOBOro MpoxoAa 4acTo COYeTarTCs C
AedopmMaumen nnm oTCyTCTBMEM YLLHON
PaKoBUHbI, B TaKUX Cry4asix OHW U3BEC-
THbI KaK «CUHAPOM MUKPOTUM/ATPE3Nn».
TskecTb natonoruu obycrnosrneHa Koc-
METUYECKUM OedEKTOM W CHUXKEHUEM
cnyxa, a npy ABYCTOPOHHEM MnpoLiecce —
noTeper CryxoBoW 1 peyeBon PyHKLUN.

MwkpoTus ¢ aTpeanen cpean eBponeo-
npoB BcTpevaetcs ot 0,3 o 1,3 cnyyaes
Ha 10 000 HoBOpOXAEHHbIX [6,14,16], B
cTpaHax A3um Heckomnbko 6onblue — 2,0-
3,0 [5,18]. 3HauuTenbHO Yawe — 4,8-7,6
Ha 10 TbiC. poAMBLUMXCS — 3Ta NaTonorus
OTMedYeHa B cTpaHax JlaTuHckon Amepu-
k1 [9,11]. Meguko-gemorpaduryeckme no-
KasaTenu BpOXAEHHON YLIHOW aTpe3nun B
Poccuiickon ®epgepaunm ocBeLleHbl eau-
HUYHBIMK coobLeHnamu [4].

Mpobnema BYA pocrtatovHo paspa-
0oTaHa C No3nUUIA XMPYPrUYECKNX METO-
noB peabunutauum 6onbHbIX [1-3,10,17].
HoBble TexHONorMmn ncecnegoBaHns yxa u
crnyxa, HOBble METOAbl XMPYPruyecKoro
NeYeHns 1 annapartHoro Cryxonporesu-
POBaHWsSI OTKPbINN MEPCMNEKTUBHbIE BO3-
MOXHOCTW peabunuTauum nauueHToB C
BPOXOEHHBIMM MOPOKaMU HAPYXXHOTO "
cpenHero yxa.

Martepuanbi u metoabl
MpoBedeHbl  KMWMHMKO-3NnAeMMUoso-
rMyeckoe uccrnegoBaHue, BKMYawLee

CUBLIEBA EneHa HukonaeBHa — K.M.H.,
Bpay Cypaonor-oTopuHoOnapuHroror ry
PBNe1-HLIM, sivelya@mail.ru; BOPUCOBA
Knasaua 3oTtoBHa — A.M.H., Nnpod., 3aB. Ka-
deapon Aetckon oTopuHonapuHronornm Ho-
BOKy3HeLkoro M'MYB.

Nnpo- N PETPOCMNEKTUBHbBIA aHann3 Meau-
LUMHCKOW [oKyMeHTauun Pecnybnuvkan-
CKOro  CypAorioroneanyeckoro LieHTpa
PBNe1-HLIM ¢ 1994-2007 rr., Bble3gHowm
OCMOTp [OETCKOrO HaceneHust Ha Teppu-
Topun 16 parioHoB M 0606LLeHNe OaH-
HbIX MeguumHcKkoro obcnegoBaHus 6pu-
rafHbIX 3KCNeanUMIA C NTIMYHBIM y4acTueM
aBTopa B nepwuog 1997-2007 rr., n3yde-
Hne matepmanoB KomuTeTa rocygapc-
TBEHHOW cTaTucTukm Pecnybnukn Caxa
(AxyTus).

Mo knumato-reorpacduyeckum u co-
LManbHO-3KOHOMUYECKUM KpuTepusim 35
aAMVWHUCTPaTUBHO-TEPPUTOPUATBHBIX
parioHoB AKyTUN 06beanHeHsbI B 5 rpynn:
apKTUYECKYHD, BWIIONCKYIO, LieHTparb-
HYt0, Oro-3anagHyto u r. AKyTCK.

[ns pacuyeTta nokasatenen 3abonesa-
emocTun BYA exeroiHoe 41cno BbIsIBEH-
HbIX CnyvyaeB poxaeHust 6onbHbIX AeTen
OTHOCWIM K KONMYECTBY BCEX XKMBbIX HO-
BOPOXAEHHbIX N0 AKyTUM 3a roa v Bblpa-
anu B nepecyete Ha 10 TbiC. poaMBLUMX-
cs. 3aboneBaemMoCcTb M3yveHa B TeYeHne
21 ropa — ¢ 1984 no 2004.

OBBEeKTOM  KIMHWUYECKOro  uccreno-
BaHUS ABUIUCb BbISIBIIEHHbIE B JETCKOW
nonynsuun Akytnm 118 60nbHbIX C BPOX-
OeHHoM ywHoW aTpesven. Kputepum
BKIMKOYEHUS B MCCMeAoBaHUe: Hanuyune
y pebeHKka BPOXXAEHHON YLLIHOW aTpe3nu,
poXaeHve 1 npoxueaHue B Pecnybnuvke
Caxa (Akytus). Ons cpaBHUTENbBHOrO
aHanunsa 3aboneBaemMocCTy, KITMHNYECKNX
nposiBneHun BYA BblgeneHs! 2 rpynnbl No
HaUMOHANbHOMY (STHUYECKOMY) MpU3Ha-
Ky — AkyTbl (93) 1 pycckue (25). Mpu aTom
8 meTtucoB ¢ BYA: getn oT cmellaHHbIX
bpakoB 5 maTtepen-akyToK, 3 MaTepen-
PYCCKMX — OTHECEHbI MO HaLMOHanbHOC-
TV MaTepu.

Mporpamma obcnepoBaHus  nauu-
eHToB ¢ BYA Bknoyana criegyowme
pasgenbl: aHaMHEeCTUYecKne AaHHble C
3anonHeHnemM pa3paboTaHHOW HamMu Kap-
Thl-aHKETbI, 00OLWEKNMHNYeckoe obcneao-
BaHune, ocmoTtp JIOP-opraHoB, ayauoro-
rmyeckoe obcregoBaHUe, KOHCynbTauum

cypponepgarora, roronefa, NcUxXoHeBPO-
nora.

Cratuctmnyeckyto obpaboTtky Aae-
HbIX MPOBOAMMN C NPUMEHEHUEM NakeTa
npuknagHeix nporpamm SPSS (Bepcus
13.0).

Pe3ynkTaTbl U 06CyXaeHue

3a 21 rog HabniogeHus (1984-2004 rr.)
cpenHasa 3abonesaemMocTb BYA B AkyTum
coctasuna 3,17 (2,64-3,70 95%[W) cny-
YyaeB Ha 10 TbiC. poaAMBLUMXCS, C Npeae-
namu ot 1,5 go 6,2 cnyvaes B OTAENbHbIE
rogpl (Tabn. 1).

Mpy M3yyeHMM AMHaAMUKM MoKasaTe-
nen 3abonesaemocTn BYA BbIsiBNeHbI
OBa nepvoda YBENUYEHUS POXAEHUS
OOnbHbLIX OEeTeW, «BCMIIECKU»: MNepBbIn
— 1986-1991 rr. (3,8-3,0 cny4aes), BTO-
pon — 1995-1999 rr. (5,1-3,9 cny4aes Ha
10 TbiC. poamBLUUXCSH). YCPEAHEHHbIV No-

3aboJieBaeMOCTh BPOK/IEHHOM YIIHOM aTpe3uu
B Pecniybinke Caxa (SIxytus) 3a 1984-2004 rr.

K Uwucno ponus- Ha
O1-BO mmxcst (1o 1aH- 10000
Ton | HOBBIX
HbIM ['ockomcTara | poaus-
crydacs PC(51) IIHXCST
1984 6 23175 2,6
1985 5 22823 2,2
1986 9 23775 3,8
1987 9 25372 3,5
1988 8 25451 31
1989 7 23034 3,0
1990 7 21662 3,2
1991 6 19805 3,0
1992 3 17796 1,7
1993 3 16771 1,8
1994 4 16434 2,4
1995 8 15731 51
1996 9 14584 6,2
1997 6 13909 4,3
1998 6 13640 44
1999 5 12724 3,9
2000 2 13147 15
2001 4 13262 3,0
2002 4 13887 2,9
2003 3 14224 2,1
2004 4 14716 2,7
Bceero| 118 375922 31
Cpennuii moka3zarens 3a0oneBaemMocTn — 3,17
95%1 2,64-3,70




KasaTternb BTOporo «Bcnneckay - 4,8+0,89
CTaTUCTUYECKM 3HAYMMO Bbilwe oO6Lle-
ro cpegHero 3HaveHus (p<0,01). OToT
«BCMNIIECK» MOXHO OOBACHWUTb CHWDKEHW-
eM poXaaemocTu B 2 pasa npu HeCHu-
XarLLemcsl KoNM4YecTBe HOBbIX CryvyaeB
BYA, oT4yero BbIpOCNM OTHOCWUTEMbHbIE
nokasartenu.

Haww nokasatenu (3,17 Ha 10 TbIC.)
B 3 pasa npeBblllalOT CBOAHbIE [AaH-
Hble eBponenckoro peructpa 20 ctpaH
EUROCAT 3a 1996-2001 rr. - 0,77
(MykpoTna)+0,08  (Tpuyepa-KonnuHza)
+0,24 (TonbaeHxapa) Ha 10 TbiC. pOAOB.
Mo panHHbiM ICBDMS cpean 14 ctpaH
EBponbl HanbonbLini nokasaTtens aHo-
TUNM/MUKPOTUM 3apermcTpupoBaH B Mc-
naiun ECEMC - 2,51 3a 20 nert (1984-
2003 rr.), Ha YkpavHe — 2,18 3a 5 net
(1999-2003 rr.).

Bnuskas k Hawunm pesynsratam 3abo-
neesaemocTb BYA 3a 10 net oTmeveHa B
Kutae, B monynaumsx oTAenbHbIX rpynmn
NpoOBMHLUMI OHa cocTasuna 2,68 n 3,00
cny4vaes Ha 10 Tbic. pogusLumnxcs [16], B
Kopee — 2,7 [5].

Mo otyetam ECLAMC 3a 20 net B 12
cTpaHax JlatuHcko Amepukn 3abone-
BaeMOCTb MUKPOTUM cocTaBuna 4,2 Ha
10 TbiC. pOAMBLUMXCS, YTO MNpeBbILIAET
nokasatenu no Axkytun. bonee Bbicokas
3aboneBaeMoCTb, YeM B Hallem uccre-
OOBaHWW, 3apeructpupoBaHa B BeHecys-
ne (3,8) n bpasunun (3,9).

Mpwn pacnpegeneHuu cnyyaes BYA no
3THUYECKOMY MPU3HaKy $IKyTbl COCTaBU-
nn npeobnagatouiee 60nbWMHCTBO — 93
yen. (78,8%), pycckue — 25 (21,2%).

CpepHui nokasatens 3abonesaemMoc-
TV BYA 3a 1984-2004 1. cocTaBun y siky-
T0B—5,06 (3,77-6,34 95%[) Ha 10 TbIC.,
C konebaHVsAMN OT OTCYTCTBUSA POXAEHMWS
pebeHka ¢ nopokom yxa B 2000 r. go 11,4
cnyyaeB B 1996 r. OTmevaeTcs yBenu-
YeHVEe KONMMYeCTBa POXOEHUS SIKYTOB C
BYA B 0603Ha4Y€HHbIE rofbl «BCMIIECKOBY.
EavHcTBeHHbIM rog, (2000 r.) otcytcTBUS
poxaeHus aeten skytos ¢ BYA otnuuan-
Csl HavMeHbLllen 3aboneBaemocCTbio 3a
21 rog HabntogeHusa no Akytum — 1,5 Ha
10 ThIC.

CpepHun nokasatenb 3abonesaemMoc-
T BYA y pycckux coctasun 1,80 (1,02-
2,57 95%[W) na 10 Tbic. poanBLUMXCS,
npy aTom B oTaenbHble 8 net (1989,
1990, 1995-1998, 2001, 2004 rr.) He
ObINO 3aperucTpupoBaHO poXaeHue ae-
Ten ¢ BYA. 3aboneBaemocTe BYA y siky-
TOB JOCTOBEPHO BhILLE B 2,8 pasa, Yem y
PYCCKUX.

3aboneBaemoctb BYA Bblwe, yem vy
sKyTCcKoro aTtHoca (5,06), Gbina 3aperuc-
TpupoBaHa B Ynnu (5,2), Mekcuke (6,6),
Konym6un (7,60) n bonusum (14,1) [11].

B nutepatype npvBeaeHbl AaHHbE O

BbICOKOWN 3aboneBaemoctn BYA cpeau
HaceneHus UCNaHCKOro NPOUCXOXAEHWS,
NPOXMBAIOLLLETO Ha Pa3HbIX KOHTUHEHTAX.
Tak, y HOBOPOXAEHHbIX MCMaHCKOro npo-
ncxoxaeHus B CLUA nokasatenu 3aborne-
BaeMOCTM aHOTUU/MWUKPOTUM KomnebnioT-
Csl O4eHb wmpoko — oT 3,37 B Apu3oHe
00 12,71 B KeHTYKKM, YTO 3HAUUTENbHO
npeBsbILLIaeT poxgaeMocTs ¢ BYA cpegn
OpYyrux eBponeounaoB, NPoXMBaKLLMX Ha
aTnx Tepputopuax [9,12] n cosByyHO C
Hambonbluen 3abonesaemocTbio BYA B
WcnaHum (2,51) no gaHHbIM eBponecko-
ro peructpa [14].

Mpn aHanuse pacnpocTpaHeHHOCTH
BYA no rpynnam panoHoB AKyTUK BbIAB-
NeHbl 3Ha4YNTENbHbIE Pa3nNuynsg B HactoTe
pPOX4aeMoCTN AeTen C MUKpoTUen/aTpe-
31MeN Ha TeppuUTOpPUsIX, 3aCENeHHbIX KO-
PEHHBIMU SIKYyTaMU W NPULLALIM PYCCKUM
HaceneHvewm. [lokasaTtenu pacnpocTpa-
HeHHocTn BYA okasanuch Bhille B pano-
Hax, 3acerneHHbIX akyTamu (Tabn. 2).

B cpegHem 3a 7 net (1998-2004 rr.)
pacnpoctpaHeHHoCTb BYA no Akytun y
[ETCKOro HaceneHusi coctaemna 3,6 Ha
10 Tbic. Hambonblias pacnpocTpaHeH-
HOoCcTb BYA BbigBrieHa B apKTU4Yeckomn
rpynne — 6,9 cny4aes, npegensl ot 3 (B
OnmsakoHckom parioHe) go 19,5 (B Ose-
Ho-BblTaHTanckom) Ha 10 Thic. Hacene-
Hus. N3 15 panoHOB AaHHOro pervoHa
B 2 (BynyHckuin, HWKHEKONbIMCKUA) He
OTMeYeHbI cryyan poxaeHust AeTen ¢ no-
pokom yxa. B Buntonckon rpynne pacnpo-
cTpaHeHHocTb BYA coctaBuna 5,5 (o1 1,8
cnyyasi B CyHTapckom go 10,4 cnyyaes B
BepxHeBuntonckom) Ha 10 TbiC. AETCKOrO
HaceneHusi. [Janee no y6biBatoLlen oT-
MeyeHa LeHTpanbHasa rpynna — 4,3 cny-
Yyas (npegensl oT 1,6 0o 6,7) n r. AkyTck
— 3,7 Ha 10 TbiC. AETCKOro HacemneHus.
HaumeHbLuas pacnpoctpaHeHHOCTb BYA
OTMeYaeTcs B oro-3anagHon rpynne —
0,24 cnyyas Ha 10 TbIC. HaceneHus, roe
poaunoce no 1 pebeHky B MUpHUHCKOM 1
HepoHrpMHCKOM panoHax.

PacnpocTtpaHeHHocTe BYA B getckumx
nonynsaumsax apktnyeckon (6,9), Bunioin-
ckon (5,5), ueHTpanbHon (4,3) rpynnax
parioHOB MpeBkILLana nokasatenu cTpaH
Esponbl [14, 16], A3un [16,18], Cesep-
Hon Amepuku [6] n npubnmxanack K no-
Kaszatenam cTtpaH JlatuHckon AmMepuku
[8, 9, 11, 13, 15]. PacnpocTpaHeHHOCTb
MUKPOTUWM B HOrO-3anagHoun rpynne, 3a-
CENEHHOM MPEenMyLLECTBEHHO MPULLISbIM
pycCKMM HaceneHuewm, Obina HavMeHb-
wewn no Axkytum (0,24 Ha 10 TbIC.) 1 co-
OTBETCTBOBAria nokasarensm nonynsaummn
6onblunHCTBa cTpaH 3anagHon EBponbl
[14, 16].

Mpn pacnpepeneHmn 118 naumeHToB
o Mony BbISIBNEHO He3HauuTenbHoe npe-
obnagaHve manbumMkoB — 64 k 54. lMpu
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Pacnpenenenne cxydaes BYA
10 HALMOHAJILHOCTH B Ipynnax paiionos
SAxyruun Ha 01.01.2005 .

Cocras Ha-
Yucno
cenenus (%,
. CITyJaeB
I'pynma paiionos (a6c.) Nepennch
) 2002)
SIKYTHI | pyC. | AKYTHI | pyc.
ApKTn:{ecxaﬂ 20 7 44 33
15 paitoHOB
BHJ’II?I/ICKB.}I 27 ) 89 7
5 palioHOB
LLeHTpuanLHasI 35 ) 81 14
9 paiioHoB
}Or0-3ima/:maﬂ ) 2 5 74
5 paiioHOB
. SIKYyTCK 11 16 42 46
Bceero o PC (1) 93 25 45 41

3TOM Yy AKyTOB C BYA BbIsIBNieHO oguHa-
KOBOE KONMYeCTBO MarbyvKoB 1 AEBOYEK
(47 x 46), kaK 1 B NONynsiLMOHHbIX pabo-
Tax no ctpaHam JlatuHckon Amepukm [8,
9, 19], rae 3aperucTpMpoBaHa BbiCOKasi
3aboneBaemMoCTb aHOTUM/MUKpOTUN. Y
pycckux ¢ BYA maneuvkoB 6bino B ABa
pasa Oonblie, Yyem pgesoyek (17 k 8,
p<0,05), 4TO CBOMNCTBEHHO €BPONENCKNM
nonynauusam [7]. B AkyTum 3HaumTenbHo
yaule y nayueHToB ObiNl0 OOHOCTOPOH-
Hee nopaxeHue (106 uen., 90%), yem B
nonynsuun Yunnm (70%) [19] n BeHecya-
nbl (81%) [9]. Y AKyTOB AOCTOBEPHO Yalle
cTpagarno npasoe yxo (66%, nopaxeHus
nesoro yxa 21%), 4yem y pycckux (56 u
40%).

Mpeobnapatowee GonbWKNHCTBO — 95
(73,1%) HabntogeHnn BYA 6bina nonHow
(B KOXXHO-XPSILLEBOM W KOCTHOM OTAe-
nax), Npu 9TOM y SIKyTOB 3TOT BWA NaTo-
noruyM BCTPETUNCS Yalle, YEM Y PYCCKUX
(78% npotne 54%). YactnyHas atpesus
(14 ywewn, 10,8%) N CTEHOTUYHBIN CryXO-
Bon npoxop (21 yxo, 16,1%) coctaBunu
MeHbLLEee KONMYeCcTBO Cly4yaeB B UCCre-
AyeMbIX rpynnax.

[Mpn cpaBHeHWM CTeneHu MUKPOTUM
(knaccudpmkauma  Marx,  Meurmann,
1957) Bblpa)keHHas rMnoreHesus yLHOM
PaKoBUHbI B BUAE KOXHO-XPSILLLEBOrO Ba-
nvika ¢ passuTton Moykon (Il cteneHb - 93
yxa, 71,5%) poctoBepHo npeobnagana
Hap nerkow (16 ywein, 12,3%) n Tskenon
cteneHbto (11 ywein, 8,5%) B 0b6eunx rpyn-
nax nauueHTos. pu atom B 10 (7,7%)
cnyyasnx BYA yuwHasa pakoBuHa Obina 6e3
naTonorum.

BbiBoabl

1. 3abonesaemocts BYA B Pecny6-
nuke Caxa (Axkytusa) B TedyeHue 21 roga
(1984-2004 rr.) coctaBuna 3,17 Ha 10
TbIC. POAMBLUUXCS, C kKonebaHnsamm oT 1,5
00 6,2 cnyyaeB B OTAENbHbIE roAdbl, YTO
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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





