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Ha ocHosaHuu ob6crniedosaHus 52 nayueHmos ¢ ceHcoHespasibHol myaoyxocmsto (CHT) udydeHbl yacmoma namosnoaudyeckux my-
mauul 8 2eHe KOHHeKCUHa 26, mur HacriedogaHuUsi amux Mymauul u npodyKyus aymoaHmumer K MuesiuHogomy berky. [loka3aHo,
ymo npu HacnedcmeeHHbIx popmax (CHT) e 0acecmaHckol nonynayuu 60nbHbIX Hauboree yacmbIMUu MymauyusiMu 8 2eHe KOHHEK-
cuHa 26 sensaomesa mymauuu 35delG u 167delT. [Npu amom domMuHUpyem aymoCcOMHO-peueccusHbIl mur HacrnedosaHus 0o 80%
criyqaes. AymocomMHO-00MUHaHMHbIU mun HacnedoeaHus Habrirodarcs 8 cpedHem 8 20% criyydaes. [MpoepeccuposaHue CHT cesizaHo
c ysenu4eHuem rpodykyuu aymoaHmumers K muesnuHogomy (PO) 6ernky. Npu npozpeccupyrouwelti HeHacnedcmeeHHol CHT e 36,3%
cryyaes ecmpeyanuch rMo3umusHble pesyrnbmamsl. MakcumarnbHoe Komuyecmeo rno3umusHbIX Cllydyaes 8 OMHOWEHUU Hanuqusi aymo-
aHmumen Habnodaemcs npu npoepeccupyrowel HeHacredcmeeHHol CHT, ymo no3eonsgem npedrnonoxXume rnamo2eHemuyeckoe
3Ha4YeHue aymoaHmumen K muenuHosomy (PO) 6ernky npu npoepeccuposaHuu myaoyxocmu. 1o KUHUKO-2eHeano2u4yeckum 0aHHbIM
rnocrnedHue Yyawje ecmpeyarnuch rpu aymoCcoMHO-PeUeCCUBHOM murie Hacrnedo8aHUs.

KntoueBble cnoBa: ceHcoHesparbHas my20yxocmb, Mymauyuu 8 2eHe KoHHekcuHa 26 — 35delG, 167delT u 235delC, aymoaHmu-
mena K MuesiuHo8omy beriKy.
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The study included 52 patients with sensorineural hearing loss (SNHL). The frequency of pathological mutations in connexin 26
gene was studied, as well as the mode of inheritance of these mutations and the production of autoantibodies to myelin proteins. It is
shown that the hereditary forms of sensorineural hearing loss in the Dagestani population, the most frequent mutations in the connexin
26 gene are 35delG and 167delT mutations. The autosomal recessive mode of inheritance dominates in up to 80% cases. The
autosomal dominant mode of inheritance was observed on average in 20% cases. SNT progression is associated with the increased
production of autoantibodies to myelin (PO) protein. In progressive non-hereditary SNT, there were positive results in 36.3% cases.
The maximum number of positive cases (presence of autoantibodies) was observed in non-hereditary progressive SNT, which allows to
suggest a pathogenetic significance of autoantibodies to myelin (PO) protein in the progression of hearing loss. According to the clinical
and genealogical data, the latter were more common in autosomal recessive type of inheritance.
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OAHOM U3 aKTyanbHbIX Npo6neM COBPEMEHHOW OTO-
PWHONAPUHIONOIMN N CYPAOSIOTNM ABNSIETCHA U3yYeHne
naTouU3nNoNorM4yecknx, reHeTUYeckKMx M WUMMYHOO0-
TMYECKMX MEeXaHM3MOB HapyLUeHUs CyXOBOW (YHK-
UMW Npu CeHcoHeBpanbHou Tyroyxoctu (CHT). CHT
OTHOCUTCA K MynbTudakTopuanbHbiM 3aboneBaHn-
AM, KIMHM4Yeckas MaHudecTauns KOTOopbiX BO3MOXHa
npu co4YeTaHWM 3SKCMpPecCcum naTosIorMyecknx reHoB
M BO3L4ENCTBUS DK30MEHHbIX M 3HAOrEHHbIX hakTopoB
pucka. B HacToswee BpeMsa yCTaHOBMEHO, YTO MaTo-
h131MoN0rM4Yeckom OCHOBOM aTPOPUYECKUX U AereHe-
PaTMBHbIX U3MEHEHUN HEMPOINUTENUS YINTKU NPU Ha-
cneacrteeHHon CHT sBnsitotca MyTaumm B reHe GIB2,
NoKanus3oBaHHOM B obnactm 13q11-q13 [1]. Hambo-
nee BaxHown siBnsietca MyTtauus 35delG, obo3Hauato-
wasa geneuunio ryaHnHa B 35-M MOJSIOXKEHUU B FOMO-
3UFOTHOM COCTOSIHMM, NPUBOASALLAA K CABUTY pPaMKu
CUNTbIBaHMSA, 0b6pa3oBaHMIO CTOM-KOAOHA W Hapylle-
HUIO CUHTEe3a 6enka KOHHEKCMHa 26, OTBETCTBEHHOrO
3a TPaHCNOPT 3/1IEKTPO/IMTOB B BOJIOCKOBbIX KreTKax
opraHa KopTtu, 4to npmBoauT K 610Ky 3BYKOBOCMpPWU-
atna [2]. KpoMe 3Toro, n3 Bcex onMCaHHbIX MyTauuin
reHa GJB2 Hanbonee npakTMYECKM 3HAYMMbIMU B OT-
HOLIEHUW AMArHOCTMKM M NMporHosa 3abonesBaHus sB-
nawTcsa mytaummn 167delT n 235delC, obo3Havarowme
Aeneunm Hyk1eoTuaoB TUMUHA B 167-M MONMOXEHUN U
umTo3unHa B 235-M nonoxernun [3, 4]. UneHTndmnkaums
FeHOB KOHHEKCMHOB M M3y4yeHue naTtodusnonormye-
CKUX CneacTtBuii MyTauuMn B 3TUX FeHax, 3aBUCUMOCTMU
OT 3THMYECKOM MPUHALJIEXHOCTU SBUIOCH MPOPbLIBOM
B uccnenoBaHmsax no npobnemam CHT. BBeneH paxe
TEPMUH «KOHHEKCMHOBAas» TYroyxocCTb, NoA4YepKMBato-
WKW pyHaaMeHTaslbHOe 3HaYeHne 3TUX OTKPbITUIA Mpu
naTtonorMm BHYTPEHHero yxa. KnuHuyecku Hacnen-
CTBEHHAas TYroyxocCTb W ryxoTa npeacrasneHa B op-
Me CMHAPOMaNbHbIX M HECUHAPOMAa/bHbIX BapUaHTOB C
pa3Hoo6pa3HON CMMMTOMATUKOM.

KpaliHe BaXXHbIMW C MPaKTUYECKOM WU Hay4YHOW TOYeK
3peHuns ABMSIOTCA AaHHble, AOKa3blBalolme yyactme ay-
TOMMMYHHbIX MEXaHU3MOB Mpu HeKOTopbIX popmax CHT.
Peub maget 06 mMHAyKUMM BbipaboTkm ayTtoaHTuTen Kk PO
6enky, BXoasLweMy B COCTaB MUETMHOBOM 060/104KM Kiie-
ToK LLIBaHHa, MpUCYTCTBYKOWMX M B CITYXOBOM HepBe.
MokasaHo, uto y 27% naumeHtoB ¢ CHT onpeaensatoTcs
aHTuTena k PO 6enky, npuyem 3Tn aHTUTENaA Yalle BCTpe-
Yanucb Npwu nporpeccupytowen CHT, Hexenn npu BHe-
3anHon notepu cnyxa [5]. AHTuTena k PO 6enky knacca
IgG 6b1m onpepeneHbl Y Bcex 60bHbIX C bunaTtepanb-
HbiMM opmamm CHT u 6onesHbio MeHbepa [6, 7]. U xoTa
nonst nofobHbix dopm CHT He siBNsSieTCs npeBanupyto-
e, fanbHellne nccnefoBaHns B 3TOM HanpasiieHUn
SABNSAKOTCA NEPCNEKTUBHbBIMU, MOCKOJIbKY MOJTyYEHHbIE pe-
3ynbTaThl ABNSAKTCA 060CHOBaAHMEM ANs peKoMeHAauuin
Mo WCMNO/Ib30BAHUID OrPOMHOINO MaccMBa COBPEMEHHbIX
BbICOKOTEXHOJIOMMYHbBIX CPeACTB W CrnocoboB ieyeHuns,
HaKOMMJ/IEHHbIX 3a MOC/eAHNE HECKOSIbKO AECATUNETUNA B
chepe neveHms ayTOMMMYHHOM natonoruu B uenom. He
MeHee BaXKHbIM U WHTEPECHbIM SIBASIETCA OLEeHKa BO3-
MOXHOWM CBSI3M MHAYKLMM BbIpaboTKN ayToaHTUTEN K MU-
enMHoBoMy 6enky npu HacneacTBeHHbIX opmax CHT ¢
TUMNOM HaC/Ie40BaHUSA NATONOrMYECKMX MEHOB.

Llenb pabotbl — M3y4yeHWe 4acToTbl NATONOrMYECKNX
MyTauuii B reHe KOHHeKCMHa 26, Tuna HacnenoBaHus
3TUX MyTauui 1 NPOAYKLUMN ayTOAHTUTEN B MUESTMHOBOMY
6enky npu HacneactseHHbIxX gopmax CHT Ha parectaH-
CKOM nonynsunu.

MauueHTbl N MeTOoAbI
BbibopkM TeMaTM4ecKnx naumeHToB 6biin cdopmu-
poBaHbl U3 yucna ydawmxca MKY wWKonbl-MHTEpHaTa

I n II BupoB r. Maxaukanel. lNocne TwaTtenbHOro uUsy-
YEeHUSI aHaMHEeCTUYeCKUX, KINHUKO-reHeanorndeckmx
AaHHbIX C 06s3aTenbHbIM y4acTMeM Bpava-reHeTmka, a
TaKXXe AaHHbIX ayAMOMETPUYECKUX U aKyMETPUYECKNX
nccnenoBaHuii B paboTy 6biin BKIKOYEHbI criegytowmne
rpynnbl 60MbHbIX:

— MNauneHTbl C HacNeaACTBEHHOW HEeCMHAPOMasbHOMN
CHT, c III n IV cTeneHbto TYroyxocTtu. MauneHTsl 3Ton
rpynnbl UMeNn BCE U3BECTHbIE MPU3HAKW HAaceACTBEH-
Holi npupodbl CHT 6e3 conyTCTBYIOLWNX FeHEeTUYECKH
06yCNoBNEHHbIX KIIMHUYECKUX CMHAPOMOB (n=21);

— naumeHTbl C HeHacneACTBEHHOW nporpeccupy-
tower CHT, co II u III cteneHblo Tyroyxoctn. B 3Ty
rpynny BKAOYAAUCh NULWb Te NauMeHTbl, Y KOTOpbIX,
Nno AaHHbIM @aHaMHe3a W poAOC/IOBHbIM, HAac/AeACTBEH-
HOCTb He 6blna oTAroweHa; B Kpyry poautenemn, aeay-
wek, 6abywek, 6paTbeB, cectep M GAMXANLWIMX poa-
CTBEHHMKOB ciiydam CHT He oTMeydanucb. B aTux cny-
YasiX BbISICHAICA BEPOATHbINM 3TUONOMMYECKNIA pakTop
nporpeccupoBaHuns CHT (BUpYCHble MH@eKLUn, npu-
MeHeHMe OTOTOKCMYECKUX nMpenapaToB, YepenHo-MOo3-
roBbl€ TPaBMbl, NepEHECEHHbIN MEHUHIUT, COCYAUCTbIE
HapyweHusa n ap.) (n=19);

— MauueHTbl C HacAeACTBEHHOW HeCMHAPOMasibHOM
nporpeccupytowen CHT, co II cteneHbo TyroyxocTu.
B 3Ty rpynny BOWAM NauMeHTbl C HacieACTBEHHOWM
oTAroweHHocTblo Mo CHT, ycTaHOBNEHHOM NO AaHHbIM
aHaMHe3a M aHanm3a poAoC/IOBHbIX (3aKkaoyeHne Bpa-
Yya-reHeTMka) M y KOTOPbIX MMeNoCb NMporpeccMpoBa-
HMe TYroyxoctu noj BO34ENCTBMEM B OCHOBHOM YyKa-
3aHHbIX BbllE BEPOSATHbIX 3TUOAOrMYyeckmnx hakTopos
(n=12).

B kauecTBe rpynnbl CpaBHEHUS 6blM B3ATbl NALMEH-
Tbl C KOHAYKTUBHOM TYrOyXOCTblO, HE MMEIoLLEN naTo-
reHetTnyeckoro poactsa ¢ CHT (n=13). CteneHb Tyro-
YXOCTW W onpejefnieHne nNporpeccnmpoBaHns npouecca
NpoOBOAMIOCH HA OCHOBAHWUW KIAWHWYECKUX AAHHbIX, a
TakXe pe3ynbTaTOB ayAMOMETpUYECKMX uccnenoBa-
HUI Ha ayanomeTpe Xeta. Tun HacnegoBaHUs NaToso-
rMyecknx reHoB BepudurumpoBasncs B COOTBETCTBUU C
KPUTEPUSMU, NPUHSATBIMU B NPaKTUKe MeaUKO-reHeTu-
YECKOro KOHCY/IbTUPOBaHMS.

N3yveHne myTtaumn 35delG, 167delT n 235delC B
reHe KOHHeKCWMHa 26 — GJIB2 npoBoaWAM MeTOAOM
MacC-CrMeKTpOMeTpMN, Ha3biBAEMbIM «BpPEMS-MPOSIeT-
Has Macc-cnektpometpus», mnm MALDI TOF macc-
cnektpomeTpus [8]. MALDI TOF mMacc-cnekTpoMeTputo
npoBoamsin Ha yctaHoBke BRUKER Autoflex III
smartbeam. Hanuumne wnccnegyembix MyTauui peru-
CTPUPOBAaOCh MO MUKY COOTBETCTBYHOLLEN MaCCbl ON-
rOHYKNeoTMAo0B. JTa 4YacTb paboTbl H6bi1a BbIMOSHEHA
c Ory «HUN dunsnko-xmMmnyeckon mMeamumHbl» OMBA
Poccun, B otaene reHeTukn (3aBegyrowmn — npod.
B.M. FToBOpYH).

Ona onpepeneHna ayToaHTUTEN K MWETUHOBOMY
6enky (PO) B CbIBOpOTKE KPOBW MPUMEHEH METOA UM-
MYHO610T. C 3TOM uenbio 6blsI ncnonb3oBaHbl Habopsbl
ImmuBlot™ Anti-PO Antibody Western Blot komMmnaHuu
«Immco Diagnostics», Product Code 1192. B gaHHOM
MeToAe aHanM3a ayToaHTUTesN K MUeSIMHOBOMY 6enky
(PO) B KauecTBe aHTUreHa MCMNOJIb30BaH OYMLLEHHbIN
PO 6enok 13 HepBHOM TKaHW KPYMHOro poraTtoro CKo-
Ta. 27T0oT 6enoK HaHOCWUNCS Ha HUTPOLENJIOSIO3HbIE
nonockm (cTpunbl). B cnyyasx, korga B uccnenyeMmom
CbIBOPOTKE MMEeNUCb ayToaHTuTena k PO 6enky, npo-
ncxoanno cneunduyeckoe B3aMMOAENCTBME ayToaH-
TuTen ¢ PO 6esKoM Ha cTpune n pe3yabTaT 3TOro B3au-
MOLENCTBUS BU3yanum3nMpoBasacs B BMAE FrOPU3OHTasb-
HOM NMOMTIOCKMN, COOTBETCTBYHOLLEN NMOJSIOXKEHUIO MapKkepa
— 30 kD (anti-PO). KoHTposnb kKayecTBa aHaau3a A0-
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YacroTta mytauui 35delG, 167delT, 235delC B reHe GJB2 npu pa3/IM4HbIX TUNAaX CEHCOHEBPaJibHOMN

TYroyxoctu

MyTaumun B reHe KOHHEKCUHa 26 GIB2

CHT, n=12

35delG 167delT 235delC
HacnencrtseHHasa HeCUHApPO- o o o
ManbHasi CHT, n=21 11,3% 5,6% 3,7%
HacneacreeHHas HecMHApO-
MaJsibHasa nporpeccmpytoLas 26% 4% -

Mporpeccupytowas HeHa-
cneacteeHHas CHT, n=19

KOHAYKTMBHAs TyroyxocTb,
n=13

Tabnuua 2.

Tunbl HacseqoBaHUA NaTOJIONMYECKUX reHOB NpPU HacneacCTBEeHHbIX cbopMax CHT no gaHHbIM KAu-

HUKO-TreHeasIorM4eckux unccnepoBaHum

HacneacrtBeHHas
HacneacrtBeHHasi HecMHApoOMasibHas
Hec”””'por:":g'fHaﬂ CHT, nporpeccupytowaa CHT, n=12
AYTOCOMHO-AOMUHAHTHbIN 4 (19%) 3 (21,4%)
AYyTOCOMHO-peLLeCCUMBHbIN 17 (81%)* 9 (78,5%)*

Mpumeyqanne: *p<0,05 no Z-kputepuro nocae ¢pu-npeobpasosaHns duiwepa c nonpaskoii Meiitca

CTUrancs nyTeM HaHeCceHUs Ha CTPUN MapkKepa Apyromn
MosiekynsapHon maccel — 116 kD (MW marker).
Cratuctnyeckas obpaboTka mMonyyeHHbIX pesynbTa-
TOB NpoOBeAEeHa C UCNofib3oBaHMeM nNporpamm Microsoft
Excel, Stat Soft Statistica 6.1 n Biostat.exe. Pe3ynb-
TaTbl NpeacTtaBneHbl B Buae Meauanbl (Me) u 25;
75-npoueHTUNen Anas Kaxaon u3 mnccnenyemblX Bbl-
6opok. OTHOoCMTeNbHas 40N U3yYaeMbix NokasaTenen
npeacrasfeHa B npoueHTax. [JoOCTOBEPHOCTb pa3HMLbI
4acTOT M3Yy4YaeMOro npusHaka onpeaensnu C UCnosb-
30BaHNeM Z-KpuTtepus nocne ¢u-npeobpasoBaHmns
duwepa ¢ nonpaBkon Mentca. [JOCTOBEPHOCTb OT/IN-
YA onpeaensnn No 3HadeHuto p. Kputmyeckmum npu-
HST YPOBEHb CTaTUCTUYECKOM 3Ha4ynmocTtm p<0,05.

PesynbTtatbl M 06Ccy>kaeHune

Pe3ynbTaTbl M3y4yeHUs YacToTbl Havbonee akTyanb-
HbIX NpW HacneacTBeHHbIX dopmax CHT myTauui Bo
BCeX rpynnax 60MbHbIX U3 AareCTaHCKOM Monynsuuu
npeacrtasfeHsbl B Tabn. 1. NMogyepkHeM, 4yto 6bina nsy-
YeHa YyacToTa YKa3aHHbIX MyTauui B OTO6paHHbIX Bbl-
60opkax 60nbHbIX CHT. 0 3TOM NpUUYNHE NONYYEHHbIE
pe3ynbTaTbl HeNb3a cyYMTaTb pe3ynbTaTtaMu, OTHOCS-
WMMNCHA K KaTeropum reHeTUYecKuX MNonynsumOHHbIX
nccnefoBaHui. Peub naet o 3aperncTpupoBaHHOl Me-
ToaoM MALDI TOF macc-cnekTpoMeTpum 4yactoTe Hau-
6onee akTyanbHbIX MyTaumin B reHe GIB2 B Bbi6opKax
60MbHbIX € pa3nuyHbiMu Gopmamu CHT un3 parecrtaH-
ckor nonynsauuun. U3 gaHHbix Tabn. 1 BMAHO, 4TO Npu
HacneacTBeHHON HecuHapomanbHon CHT BcTpevatoT-
CS BCE U3y4yeHHble MyTauuu B reHe GIB2 — peneuus
35delG c yactoTon 11,3%; neneumns 167delT c vacTo-
TOM 5,6% 1 geneuuns 235delC c yactoton 3,7%. Kpome
3TOro, 6611 3aperncTpMpoBaHbl HETUMNYHbIE U3MEHE-
HWUA B reHome obcnenoBaHHbIX 60/bHbIX, @ MMEHHO:
OAuH cnyydan ¢ myTtaumen 358 bp, o3Havarowen Hekme

TOM 2

n3MeHeHus B obnactm 358 HykneoTnga, n OAWH Cny-
yan c myTtaumin 14bd deletion, cBuaeTenbcTBylOLWEN
0 deneunn B 14 no3vumm HykKneotTuaa uccneayeMmoro
reHa.

Mpn HacneacTBEHHOW HECMHAPOMasbHOW Mporpec-
cupytowen CHT yactoTta geneuun 35delG 6bina Bbiwe
Mo CpaBHEHUIO C rpynnoi 60MbHbIX C HAC/IeACTBEHHOWN
HecuHgpomanbHo CHT, oHa cocTtaBuna 26%. MyTa-
umsa 167delT BcTpeyanacb pexe — B 4% cny4dasx.
MyTaumusa 235delC He 3aperucTtpvpoBaHa HW B O4HOM
cnyvae B Bblbopke 60/bHbIX C HacneaCTBEHHOW He-
CUHApOManbHOM nporpeccupytowen CHT. Mpu npo-
rpeccupytoLwern HeHacneacTteeHHom CHT, Tak Xe Kak u
NpY KOHAYKTUBHOW TYFrOYXOCTW, U3YyUYEHHble MyTauuu
He 3aperucTpmpoBaHbl. Takmm o6pa3oM, pesynbTaTbl
MONIEKYNAPHO-FEHETUYECKMUX UCCNef0BaHU, B LEsIOM,
COBMaAatoT C KIMHNYECKMM ANAarHO30M: MyTauumm 6binm
onpeaeneHbl B rpynnax 60nbHbIX C HAacNeACTBEHHbIMMU
¢dopmamu CHT.

Bepudukaumsa tuna HacnefoBaHUs NaTtoaormyeckmx
reHOB MNO03BOJIMMIA BbIBECTU Crlieayrolime nokasartenu.
B T1abn. 2 npeactaBneHbl pe3ynbTaTbl onpeaesieHuns
TUMa HaciefoBaHUs MATONOMMYECKUX FEeHOB TOJIbKO
npu [OCTOBEPHO YCTAHOB/IEHHbIX HACNeACTBEHHbIX
dopmax CHT B garectaHckoi nonynsuun. BuaHo, uto
M NMpW HacneacTBeHHOW HecuHapoManbHon CHT, u npu
HacneaCTBEHHOW Mporpeccmpyrowenn HecMHapoMasb-
Ho CHT npeBanupyeT ayTOCOMHO-PeLeCcCUMBHbIN TUN
HacnenosaHus reHoB — 81 u 78,5% COOTBETCTBEHHO.
AyTOCOMHO-AOMMHAHTHbLIA TWUM HacnegoBaHUs CocTa-
BN 19 n 21,4% cootBeTcTBEHHO. CpaBHEHME MNoKa-
3aTefnien TMNOB Hac/eAOBaHUsS B KaXxAoh U3 nccneno-
BaHHbIX rpynn CHT nokas3ano [OCTOBEpHble pasnu-
Ums Mo Z-KpUTeputo Mexay ayTOCOMHO-peLecCUBHbIM
W ayTOCOMHO-AOMWHAHTHbLIM TUNaMuM HacnefoBaHUsA
(p<0,05). OueBmMagHO, 4YTO NpoOrpeccupoBaHue Tyro-
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Ta6bnuua 3.

YacTtoTa BCTpeYaeMOCTU ayTOaHTUTEN K MuenmHoBoMy 6esiky (PO) y 60nbHbIX C HacneacCTBEHHOMN

HecuHapomanbHoi CHT u nporpeccupytouwein CHT

AyToaHTUTENa K MmennHosomMy 6enky (PO)
HacnepcrteseHHas HecuHapomanbHas CHT, n=21 10%
HacneactBeHHas HecuHApOManbHas NporpeccmpytoLlas 28 8%
CHT, n=12 !
Mporpeccupytowas HeHacneactseHHasa CHT, n=19 36,3%
KoHAYKTMBHasa Tyroyxoctb, n=13 8,3%
KoHTponbHaga rpynna, n=5 -

Ta6bnuua 4.

AyToaHTUTENna K MuenmHoBoMmy 6enky (PO) y 60/1bHbIX C Hac/ieACTBEHHOMW HecuHapoManbHoU CHT
M nporpeccupyrowein HacneacteBeHHo CHT npu pa3siMuHbIX TUNax HacneaoBaHUA

HaCﬂeﬂ.CTBeHHaﬂ HeCnHApoMaJsibHasA
CHT, n=21

HacnencrtBeHHas HecMHApoOMasbHas
nporpeccupytowas CHT, n=12

ayTOCOMHO-
PELECCUBHbIN

@yTOCOMHO-
JOMUHAHTHbIN

ayTOCOMHO-
PELIECCUBHbIN

@yTOCOMHO-
JOMUHAHTHbIN

AyToaHTuTENa K

MuenuHosomMy benky (PO) 84%

16% 88% 12%

YXOCTWU MNpu HacneacTBeHHbix dopmax CHT He 3aBu-
CUT OT TMNa HacneaoBaHUS NATOMOrMYECKMX MyTaumi.
OcTaeTtcsa npeobnagatowimmMm ayTOCOMHO-peLeCcCUBHbIN
Tun HacnegosaHusa. CorlacHo pelynbTaTtaM nonynsaum-
OHHO-TreHeTUYeCKMX UCCnefoBaHnUn, OTEYECTBEHHbIX U
3apybexHbIX, MIMEHHO 3TOT TUN HacnenoBaHMSA Hanbo-
nee aKkTyanbHbIX naTtosiormyeckmx myTauun (35delG,
167delT n 235delC B reHe KOHHekcuHa 26 — GIB2)
CBOWCTBEHEH HacneacTtBeHHbIM dopmam CHT [2-4].
Pe3ynbTaTbl TECTUPOBAHUSA ayTOAHTUTEN B U3Yy4YeH-
HbIX Fpynnax 60/bHbIX C TYrOyXOCTblO NpeAcTaB/ieHbl B
Tabn. 3. U3 gaHHbIX Tabnuubl BUAHO, YTO, BO-NEpPBbIX,
ayToaHTUTEeNa BCTpeyanacb npu Bcex dopmax CHT,
MeHbllUe BCEero npu HacneaCcTBEHHOMW HecuHApOMalb-
HOM CHT ” KOHAYKTMBHOW TYroyxocTu W, BO-BTOPbIX,
nporpeccnmpoBaHme CHT conpoBoXaaeTcs CyweCcTBeH-
HbIM YBEINYEHMEM YaCTOTbl BCTPEYAEMOCTM ayTOAHTU-
Ten K MmmenuHosomy 6enky B 28,8 n 36,3% cnydaes.
He3HaunTenbHOe KonMM4ecTBO cnyyaeB co criabo no-
3UTUBHbIMU pe3ysibTataMu No ayTOaHTUTENaM Npu Ha-
cneacTBeHHOM HecuHapomanbHol CHT 1M KOHAYKTUB-
HOM TYroyxXoCTM He MO3BOJISIET BbIHECTU CyXAEHWe O
MnaToreHeTUYECKOM 3HAYEeHUU ayToaHTUTEN K MuUenu-
HOBOMY 6enKky npu ykasaHHbIX opMax TyroyxocTu.
BOoMbLWON Hay4HbI U MPAKTUYECKNIA UHTEpPEC Mpea-
CTaBnsfa oueHKa CBA3W TUMNA HacneaoBaHWs NaTono-
rMYeCcKMX MyTaLnii B reHe KOHHeKCUHa 26 C MHAYKLUnen
BblpaboTKM ayToaHTUTEN K MUennHoBOMYy 6enky npu
HacneacTBeHHbIX dopmax CHT. C aTton uenbto 6biim
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B 0o6uel Bbibopke 60/IbHbIX U3 AarecTaHCKol nonyss-
umn.
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