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CIIUCOK COKPAIIIEHUI

DFNB1 — ayTocomMHO-peliecCUBHBII JIOKYC | HECUHAPOMATbHBIX (POPM IITyXOTHI
JHK - ne30kcupuOOoHYKIEHHOBAs KUCIOTA

MT/IHK - Mmutoxonapuanbnas JJHK

GJB2 (gap junction $2) - ren KoHHEKCHHA 26

Cx26 (connexin 26) — TpancMeMOpaHHBIN 0€JTOK KOHHEKCHH 26

II.H. — TIapbl HyKJIEOTHUIOB

I[P — nonumMmepasHas nenHas peakuus

F (forward) — npsimoii ipaiimep

R (reverse) — oOpaTHbIN ipaliMep

NX — KpaTHOCTh PacTBOpa

ab — nenuGens
HHT/T" - HecunapomaibHas HEMPOCEHCOPHas TYTrOYXOCTh/TIIyX0Ta
MC?3 - Meauko-coruanbHas 3KCIepTu3a

PO BOT - PeruonansHoe otaenenne Beepoccuiickoro o01ecTBa riayxux
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BBEJAEHUE

AKTYaJIbHOCTH MPO00JIEMBbI

[Torepss cnyxa sBAsSeTCS BaXHOW MEIHMKO-COIIMAIBLHON  TPOOJIEeMOM,
3arparuBamomeil 6onee vem 10% Hacenenus wmupa. Hapymienus ciayxoBoit
GbyHKIHMU MOTYT OBITH O0YCIIOBJIEHBI KaK CPEIOBBIMU (HU3KUM BEC MPU POXKICHUHU,
WH(EKIUU, TPaBMbI, OTOTOKCUYHOCTh JICKAPCTBEHHBIX MPEMapaToB U T.I.), TaK U
TCHETHYCCKMMU TIPUYMHAMH. B Hacrosiiee BpeMs HaCICACTBEHHBIC (DOPMBI
MOTepU CllyXa HE TOJJAIOTCS JICUCHHIO, TOITOMY OCHOBHOW MpoOJeMOM, Ha
pelieHre KOTOpOW MOJKHBI OBbITh HAMpaBJICHBI YCUIIUA, SBISICTCS pa3paboTKa
HauOoJsiee A(PQPEKTUBHBIX MEp COLUAIBLHOM peadWIuTaluyd JIIOAeH ¢ moTepei
ciyxa. llepBble TOIBI KU3HM peOCHKA BO MHOTHX AacCHEKTaX SBISIOTCS
KPUTHYECKUMHM [IJI1 BOZHUKHOBEHHSI PEUH, MO3HABATEIBHBIX HABBIKOB M IICUXO-
AMOIMOHAJILHOTO pPa3BUTUA. TOYHAas MOJIEKYJISIPHO-TEHETUYECKas IUAarHOCTHKA,
HalpaBJICHHasT Ha BBISBJICHUE JTHOJOTMYECKUX T'€HETUYECKUX (PaKTOpPOB
HapylIeHUsl CiIyXa, MO3BOJSET CBOEBPEMEHHO MPEANPUHATh COOTBETCTBYIOLIUE
peabmIMTallMOHHBIE MEPHI (CIYXOMPOTE3UPOBAHUE, KOPPEKIIMOHHOE OO0ydYeHue),
OIICHUTh  TEHETUYECKUM  PUCK U  TPOBECTH  MEAMKO-TEHETUYECKOE
KOHCYJIbTUPDOBAHUE CEMEH, OTATOIICHHBIX MaToJiorTue. B pernonasbHOM
MaciiTade, Ba)KHBIMU 3ajlauaMM  SBIISIOTCS TOJYYEHUE OLEHKH TEeHETHYECKOU
KOMIIOHEHThl B JTHOJIOTMU TYTrOyXOCTU/TyXOThl y HACEJICHUSI W BBISABICHUE
O0COOEHHOCTEH PacIpOCTPAHEHHOCTH PA3MYHBIX (HOPM «TEHETUYECKON TITYyXOTHD».
[TomydyeHrne Takux OIIEHOK OCJIOKHSIETCS SKCTPEMAJIBHO BBICOKOW KIIMHUYECKOW U
TeHETHYECKOM reTepOreHHOCThIO HACIeAyeMbIX (popM MoTepu ciryxa. B HacTosiiee
Bpemsi u3BecTHO He MeHee 300-400 cuHIpPOMOB, OJHUM W3 KIMHUYECKUX
IIPU3HAKOB KOTOPBIX SIBIIIETCSA CHIbKeHHe/moTeps ciayxa [Toriello, Smith, 2013],
HO mpeBampymomet  ¢opmorr  (~ 70%) ABIseTCS  HECHMHApPOMAIbHAs
(M301MpOBaHHAsI) HEHPOCEHCOPHAs TYrOyXOCTh/TIyxoTa, 75-80% KoTopol nmeer
ayTOCOMHO-PEIECCUBHBIN TN  HaciemoBanms, 15-20% -  ayrocomHoO-

JOMHUHAHTHBIN, 3-5% - cuemieHa ¢ X-XpoMocoMoii 1100 00ycIoBIeHa MyTallUIMU



7
mt/IHK [Morton, Nance, 2006]. K HacrosiieMy BpeMEHH B acCOLUalUHU C
HECHUHJIPOMAJIbHOM MOTEPEN Ciiyxa U3BECTHO OK0JIO 140 reHEeTHYECKUX JIOKYCOB U
UJCHTU(GUIIIPOBAHO HECKOJIBKO JIECATKOB I'€HOB, KOAUPYIOIIUX pa3HOOOpa3HbIE 10
CTpYKType u (PyHKIIMU OENIKHM, yJacTBYIOIIHE B BocmpusTHH ciyxa [Van Camp,
Smith, 2015].

HecMoTps Ha mupokoe pa3HOOOpa3ue TeHEeTUUECKOr0 KOHTPOJIS HAPYIIICHHM
CIIyXOBOM (DYHKIIMH, W3BECTHO, YTO HAMOOJBINHMI IMMaTOTCHETHYCCKUI BKJIA B
pa3BUTHE U30JUPOBAHHON MOTEPH CIyXa BO MHOTHMX MOMYJISIIUSAX MUpa UMEET TeH
GJB2 (13qg11-g12, MIM #121011). B nHactosimee BpeMs u3BecTHO Oosiee 300
MyTarui, MOTMMOP(HBIX BApUAHTOB M HEKIACCU(DHUIIMPOBAHHBIX TMMOKA BapHaIHil
nocieaoBareabHocTd rena GJB2 [Stenson et al., 2014; Van Camp, Smith, 2015].
BrisBieHa STHHYeCKas W TEppUTOPHANbHAS CICIU(PUIHOCTh MYTAIlMOHHOTO
CIEKTpa U PACHPOCTPAHEHHOCTU OTACNbHbIX MyTanuii reHa GJB2 B paznuunbix
NOMYJISIUAX MUPA.

Hapsiny ¢ w3BecTHbIMH (DakTOpaMu, BIUSIOMAMH Ha YacTOTy MHOTHX
MOHOTEHHBIX 3a00JIeBaHUM (STHUYECKUN COCTaB HACEICHUS, U30JsIUs, dPDHEKThI
OCHOBAaTeJisl U «OyTBUIOUHOT'O TOPJBIIIKA», A0JS OJM3KOPOJACTBEHHBIX OpakoB),
MPEANnojaraeTcs, 4o B PacnpoOCTPaHEHHOCTH HamOoJiee 4YacTON TeHEeTUYECKOM
dbopmbl moTepu ciayxa, o0ycioBieHHoW myTtanusamu reHa GJB2 (Cx26), BaxHy0
POJIb UTPAIOT U ONPEICTICHHBIC COMMANIbHBIE (DaKTOPBI: TOJITOBPEMEHHAS TPATUITUS
3aKJIFOYEHHUS] aCCOPTATHBHBIX OpPaKOB MEXIY TIIYXUMHU JIOJbMU, B COUYETAHHUH C
pPOCTOM HX COIMAIBGHOM ajanTanud M OWOJOTUYECKOW MPUCITIOCOOICHHOCTH

(genetic fitness) [Nance et al., 2000; Nance, 2003; Nance, Kearsey, 2004].

Heab u 3a1aun padoThI
Ileabl0 MAHHOTO KCCIACIOBAHMS SIBIISICTCS SIHACMHOJIOTHYCCKUM aHaIU3
CJIy4aeB HapyIICHUS ClIyXa U OLIEHKA T€eHETUYECKOW KOMIIOHEHTBI B UX 3THOJIOTUH
y Hacenenus PecniyOnuku ThiBa.
B CcOOTBETCTBMM C TIOCTAaBIICHHOW IE€NbI0 OBUTH  CHOPMYITHPOBAHBI

CIEAYIOIINE 3ada4UH:
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1. Co3nanue eauHOM 0a3bl JAHHBIX O OOJBHBIX C pPa3IMYHBIMH (PopMaMu
TYroyxocTu/TnyxoTel B Pecnybmuke TriBa, 5SmHMIEeMHONOTHYECKUN —aHAIU3
HapylleHui ciayxa y HaceineHuss PecnyOnuku u  ¢GopMuUpoBaHUE BBIOOPKU
MAIMEHTOB C  W30JMPOBAHHOM  HEHUPOCEHCOPHOM  TYIOYXOCTBIO  TSXKEIIOU
CTENECHU/TIIyXOTOM, BPOXKJIEHHOW WJIM BO3HUKIIEH B paHHEM BO3pacTe, Kak
HauOosee aJeKBaTHOM KOTOPThHl Ul OLIEHKM T'€HETHUYECKOW KOMIIOHEHTHI B
ATUOJIOTUHU MTOTEPU CIIyXa.

2. BeIfBIIEHHE, C NOMOIIBIO PECEKBEHHpOBaHUsA 1O CiHrepy, MOIHOIO CHEKTpa
MyTalui 1 noauMop(HbIX BapuaHToB reHa GJB2 (Cx26), Haubosee 3HaYuMOro B
ATUOJIOTUU HACIIEAYEMOM MOTEPH CllyXa, B C(HOPMUPOBAHHON BBIOOPKE MAI[UEHTOB.
3. OueHka TmaroreHEeTHYECKOro BKjIagaa MyTtanuid TrteHa GJB2 (Cx26),
OIPEAENIIEMOr0 MPUCYTCTBUEM Y Malli€HTa OUAJIJIEIbHBIX PELECCUBHBIX MYTAILIHMMA
3TOTO I'€Ha, B 3TUOJIOTUIO HAapYIIEHUH cityXxa y 600ibHBIX U3 Pecniyonuku ThiBa.

4. AHanu3 4acTOThI T€TEPO3UTOTHOTO HOCHUTENIBCTBA PELIECCUBHBIX MyTallUid IreHa
GJB2 B nonyasiliMOHHOW BBIOOPKE KOPEHHOTO HacesneHus (TyBuHIEB) PecryOnuku
TeiBa.

5. Tlonmyyenue W aHamu3 COLMO-AEMOTpaPUUYECKUX XapAKTEPUCTUK (YPOBEHb
OpauHOCTH, OCOOCHHOCTH OpauyHOM CTPYKTYphl, HapaMeTpbl PENpOAYKLIHH) U

CTETICHU COLIMAJILHOM aJanTaiyu JItofeH ¢ morepeit ciyxa B Pecmyonuke ThiBa.

Hay4ynasi HOBU3HA MCCJIeIOBAHUSA

Bnepseie B PecniyOnuke TeiBa co3mana enuHas 6aza JaHHBIX O OOJIBHBIX C
paznTu4YHBIMA (POpMaMU TYTOYXOCTH/TITYXOThI U TIPOBEACH DIUIEMHUOJIOTHICCKUI
aHalli3 HAPYIICHWH CiyXa pa3Ju4yHON STHOJIOTMH, B TOM YHCJIE TYroyxocTt /
TJIyXOThI, BO3MOYKHO, OOYCJIOBJIEHHON T€HETUYECKHUMH (PaKTOpPaMH, M TOTYUYCHBI
JTAHHBIE O WX PACIpOCTpaHEHHOCTH o Tepputopuu Pecny6nmku TriBa Brepoie
MIPOBEJICHO MOJIEKYJISIPHO-TEHETHYECKOE U3y4YeHUE HaCJIeICTBEHHOMN
HECUHJIPOMAJIbHOM MOTEpPU CIyXa, B pPe3ysibTaTe€ KOTOPOTO IMOJIy4Y€HA OIICHKa
naTOreHeTHYecKoro Bkiaga wmyraimuid rena GJB2 (Cx26) B pa3ButHe

HACJIEICTBEHHBIX (DOPM TIIYyXOThl y KOpEeHHOro HaceneHus PecnyOnuku ToiBa,
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OXapaKTepU30BaH CHEKTp MyTauuil rena GJB2 u ompeneneHa UX dYacToTa y
OOJNBHBIX C MOTEpeH cilyXa. Y CTaHOBIIEHA YaCTOTA FETEPO3UTOTHOTO HOCUTENIHCTBA
peuieccuBHbIX MyTauui reHa GJB2 B momynamuu TyBHHIEB. BrepBeie B
Peciyoiimke TriBa mONMy4deHBI  COIMO-IEMOTrpauuecKue  XapaKTePUCTUKH
coolImiecTBa TIyXHUX JIOJEH W MPOBEACHO M3yuyeHHUE OCOOCHHOCTEH OpauHoM
CTPYKTYpBI, IapaMeTPOB PENPOAYKIIUU U CTETIEHU COLUAILHOMN ajanTaliu Jroei

C TSDKEJION CTENEHBIO MOTEPH CITyXa.

HayuyHo-npakTH4eckasi HEHHOCTH

AHanu3 equHoN HHPOPMAITMOHHOM 0a3bl JaHHBIX O OOJIBHBIX C PA3JIMUYHBIMU
dopMamMu Tyroyxoctu/riayxotel B PecnyOnuke ThiBa, co3maHHONW B HacTosIen
paboTe, MO3BOJIMI ONPENENUTh, 4TO OKOJO 70% OOJBHBIX HMEIOT TSHKENbIE
(conmanbHO-3HAUMMBbIE) (DOPMBI MTOTEPU CIyXa U HYXKJAIOTCS B Pa3HOCTOPOHHEN
MEAMKO-COIIMANIbHON peabuiuTtanuu. Pe3ynabTarhl moucka NaTOrEHETUYECKUX
myTanuidi reHa GJB2 MoryT OBITH HCHOJB30BaHBI B IOCTAHOBKE JIUArHo3a y
NAlMEHTOB C TMOTEpell Ciayxa, MEIUKO-T€HETHYECKOr0 KOHCYJIbTHPOBAHHUS
OTSITOIICHHBIX MATOJIOTUEN ceMel M pa3paboTKu OoNnTUMaIbHOro ajs PecrnyOnuku
TeiBAa  aNropuTMa  MOJEKYJSIPHO-TEHETUYECKOM  JIMarHOCTHKM  CIy4aeB
HacJelyeMol IoTepu ciiyXxa. Pe3ynbTaThl, MOJIYYEHHBIE NPH HCCIEIOBAaHUU
CTIEKTpPa U PACTIPOCTPAHEHHOCTH MYTaIluil ¥ MOTUMOPQHBIX BapuaHToB rena GJB2
y TYBUHLIEB, BHOCST BECOMBIN BKJIaJ B XapaKTEPUCTUKY '€HETUYECKON CTPYKTYpHI
KopeHHoro  Hacenenuss  PecnyOnuku — TeiBa.  Commo-geMorpaduueckue
XapaKTepUCTUKU COOOIIeCTBa Iyxux Jtojie B PecnyOnuke ThiBa, moy4eHHBIE B
HacTosALIel paboTe, B COBOKYIMHOCTH CO 3HAHUSMHU O MAaTOT€HETHYECKOM BKJIa/e
myTtainuii rena GJB2 B »sTHONIOTHMIO HaclieqyeMmbix (OpM MOTEpU CiIyXa, MOTYT
OBITH HCITOJI30BaHBI npu IPOTrHO3UPOBAHUU pacnpoCTpaHEHHOCTH

HACJIEICTBEHHBIX ()OPM MOTEPH CIIyXa B U3y4a€MOM PETHOHE.
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OcCHOBHBIE 110JI0KEHUSI, BBIHOCUMBbIE HA 3aLIUTY

1) CpenHsis pacrpoCTPaHEHHOCTh TYTOYXOCTH/TIIYXOTBI PA3IMYHON STHOJIOTHU
coctaBisier 1 : 220 den., cpeHss pacnpOCTPAHEHHOCTh HEHPOCEHCOPHOMU
tyroyxoctu  III-IV  creneHn/rnyxoTel,  BeposTHO  OOYCIOBJICHHOM
reHeTnyeckuMu (Gaxkropamu - 1 : 573 dyen. ¢ MmMMPOKON BapHuallMed ITHUX
nokasaresiei 1mo paiionam Pecry6iauku TriBa.

2) I'eneTnyeckasi KOMIIOHEHTa B JTHOJIOTMM HACIEAyeMOW MOTEpH CiIyXa y
TYBUHIIEB, OIpeensemMas MNPUCYTCTBUEM OHaJUICIbHBIX PELECCUBHBIX
mytarmii teHa GJB2 (Cx26), cocraBmser 18.8%, m 3TOT mokasareinnb
ABJIIETCSI MUHUMAJIbHOW OLICHKOM, T.K. €CTh CBHUJETENIbCTBA MPUCYTCTBUS
JIPYrUX, IIOKa HEYCTAaHOBJICHHBIX, T€HOB, ACCOLIMUPOBAHHBIX C MATOJOTUEN
ciyxa y Hacenenus Tysbl. PeneccuBnHas myrtauusa p.W172C (¢.516G>C)
reda GJB2 (Cx26) siBnsieTcss MaKOpPHON y TYBUHCKUX OOJIbHBIX.

3) IlomynsumoHHas BHIOOPKA TYBHHIIEB XapaKTEPH3YETCsl BBICOKOW YaCTOTOM
(11.57%) reTepo3uroTHOTO HOCUTEILCTBA PEIIECCUBHBIX MYTaIlUil TeHA
GJB2.

4) bpauHasi CTpyKTypa TJIyXHX Jojaeld B cpeaneM 1o PecmyOmuke TriBa
XapaKTepU3yeTcss OTHOCUTEIBLHO BBICOKON acCOPTaTUBHOCTbHIO: JI0JIs1 OpaKoB
MEKy TUIyXUMH JIFOJbMH cOcTaBisieT 64.5% npu CTaTUCTUUECKU 3HAYUMBIX
pazmuuax Mexay ropoickuMm (70.9%) u cenbckum HaceneHueMm (57.7%)
(p=0.036). BolsiBicHAa TEHACHIMSA K CHH)KCHHIO CPEIHEro Yucia JeTed B
aCCOpPTAaTUBHBIX Opakax Mexy TiyXumu Jitoapmu (2.14+0.0) o cpaBHEHHIO

c OpakaMy, B KOTOPBIX TOJIbKO OJHMH M3 OpayHbIX MAPTHEPOB C MOTEpEi

cyxa (2.5040.16).

Anpodauus pe3yibTaToB
PesynbraTel JaHHOM paboThl ObuH NpeacTaBiaeHbl Ha: [[-oi Beepoccuiickoit
KOH(pEpEeHLIUU 10 PEeIKUM 3a00JIEBaHUSIM M PENIKO MPUMEHSEMBIM MEIUIIMHCKIM
TEXHOJIOTHAM «Jlopora »xu3Hm» ¢ MexxayHapoHeiM yuactueM (Cankr-IlerepOypr,

2011r.); Ill-eit  MexayHapoaHOW  HAyYHO-TIPAKTHYECKOW  KOH(EpeHIUU
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«buopazHoobpasue u coxpanenue reHoporaa Gopsl, HayHbl U HAPOJOHACECIICHUS
[lentpanbHo-A3uarckoro  peruoHa»  (Kempur, 2011r.); MexayHapoaHoi
koH(pepenuuu «IIpobiieMbl MOMYISIIMOHHON U O0IIENH T€HETUKW», MOCBAIIEHHOM
naMmsTHOM nare - /5-netuto akagemuka FO.II. AntyxoBa (Mocksa, 2011r.);
eBporeiickux KoHpepeHIusax reueTukoB yenoeka (Hiopubepr, ['epmanus, 2012r.;
[Tapwxk, Ppannusa, 2013r.; Mwunan, Wramus, 2014r.); 8-oif MexmyHapoHOU
koHpepeHnmn  «buomHpopmaTnka W cuctemHas  Owonorms»  (BGRYS)
(HoBocubupck, 2012r.); HayuyHoit koHdepeHnnu «DyHIaMEHTAJIbHbIC HAyKH —
MeIUIIHEY, TocBseHHoN 10-netuto Menununckoro ¢akynsrera (HoBocubupck,
2013r.); VI Cnesne BaBuioBckoro oOmiectBa T€HETUKOB W CEJICKIIMOHEPOB
(PoctoB-na-Jlony, 2014r.); VII Cse3ne Poccuiickoro o0IiecTBa MEIUITMHCKUX
reHetukoB (Cankt-IlerepOypr, 2015r.); Il-oif MexayHapoaHOW Hay4YHOU
koH(pepenuuu «['enernka u 6uorexHonorus XXI Beka: MpoOJIEMBbI, TOCTUKEHUS,
MEPCIEKTUBB», NOCBALICHHBIA 50-1eTuto 'HY «MHCTUTYT T€HETUKHU U LUTOJIOTUN

HAH benapycu» (Munck, Pecniyonuka benapycs, 2015r.).

Myoaukanuu
Marepuanbl quccepTaiy IpeIicTaBieHbl B 18 myOnukamusx, B TOM YUCIie B
4-x cTaThsX, OMyOJMKOBAHHBIX B pedepupyembix xkypHanax mnepeuHs BAK PO,

PEKOMCHAOBAHHBIX JJIA 3allIUThI KAHAUAATCKHUX HHCCCpTaHHﬁ.

CrpykTrypa U 00beM JUCCEepTALUU
Jluccepranusi COCTOUT W3 BBEACHUS, 0030pa JUTEpaTyphl, MaTepUaioB U
METOJ/IOB HCCJIEIOBAHUSI, PE3YJIbTATOB M OOCYXKJCHUS, 3aKIIOUYCHUS, BHIBOJIOB U
CIIUCKA JIUTEPATYpPhl, KOTOPbIK BKItO4aeT 151 ucrounuk. [TpommmoctpupoBana 11
tabnumamu, 11 pucynkamu u 3 npuiokeHussMu Ha 12 crpanunax. O0mmii 06beM

coctaBisieT 141 crpanuiy.
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baaropapuoctu

ABTOpP BBIPa)KA€T UCKPEHHIOIO MPU3HATEIBHOCTh HAYYHOMY PYKOBOIUTEIIIO
O.JI. Tlocyx 3a pyKOBOJCTBO, IOIJAEPKKY M BCECTOPOHHIOIO IIOMOIIb B
BBHITIOJITHCHUH W HAMMCAHUH pa0OThI. ABTOP BhIpaKaeT NCKPEHHIOK 0JIarogapHOCTh
aciupantaMm 3biapb M.B. u Muxansckoii B.}O. 3a momoiib B BBIIIOJHEHUH U
aHaJu3e pe3yJbTaTOB MOJICKYJISIPHO-TEHETUYEeCKOM dYacTh paboThl. ABTOp
BBIPAKAET MPU3HATEIBLHOCTh 30pKoJbLieBoi M.B. 3a MeTonyeckyo nomMoupb npu
CTATHCTUYECKOM aHaJIU3€ Pe3yJIbTaTOB PabOThl. ABTOp BhIpa)kaeT 0aroJapHoOCTb
BpadyaM  MEIMKO-TEHETMYECKOM  KOHCylbTauuu llepuHaTanpHOrO  LEHTpaA
Pecnyonuku TeiBa Om3zap O.C., Canuat H.O. u Tykap B.M. 3a okazanHyo

MNOAACPKKY Ha BCCM IIPOTAKCHHUHN BBIIIOJIHCHUA pa6OTbI.
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I'masa 1. OB30OP JIUTEPATYPBI

Hapyimienust ciyxa, oOyCJHOBIIGHHbIE CPEAOBBIMH WJIM TE€HETUYECKUMHU
MPUYMHAMM, 3aTPArMBAIOT 3HAYUTENBHYIO YacTh HACEJEHUSA, NIPUBOAAT K
WHBAUIHOCTH W CYIIECTBEHHO CHIKAIOT KadyeCcTBO >KWM3HU OOJBHBIX, YTO,
0€3yCIIOBHO, JIEJaeT 3Ty MaTOJOTHI0 COLMAIBLHO 3HAUMMOM MpobaemMoil. B nannom
0030pe OyayT KpaTKO pacCMOTPEHBI ATHOJIOTHYECKHE (haKTOPBI Pa3TUIHBIX (HOpM
HapyUIEHUN CiIyXa, C BBIJEICHUEM T'€HETHUYECKH OOYCIOBJICHHOM MOTEpH CIlyXa,
oOycioBneHHO MyTtanusmu B reHe GJB2, komupyromem koHHekcHH 26 (Cx26),
KOTOpbIH ~HMMEET HauOOJBIIMI  MAaTOTCHETUYECKH BKJIAad B  pa3BUTHE
HECUHAPOMAaJIbHOU HEUPOCEHCOPHOM TYTOyXOCTH/TITyXOThI (HHT/T).
PacmipoctpanennocTs MyTanmii reHa GJB2 B monmynsimusix Mupa xapakTepu3yeTcs
sTHO-Teorpauyeckoil cnenuduunocteto. Kpome toro, Oyner mnpencraBieH
KpaTKuii 0030p paboT, KacaroIMXCS SMHJIEMHUOJIOTUYECKUX U MOJIEKYJSIPHO-
FEHETUYECKUX UCCIICIOBAaHNI HAPYIIECHUH ClTyXa, TPOBEIEeHHbIX B Poccum.

B MHOroumcieHHbIX  HCCIEIOBaHUAX  ObUIO  TOKa3aHO, YTO Ha
pacIpoCTpaHEHHOCTh HEKOTOPbIX (OpPM  HACHEACTBEHHOW TIJYyXOThl MOTJIH
HOBJIUATh, TIOMHUMO T'€HETHYECKHX (DaKTOPOB, OIPEAESIONINX JUHAMUKY
CTPYKTYpBI MONYJSLUN, 1 HEKOTOPbIE COLUaIbHO-AeMorpaduyeckue (HakTopsl -
CYILLECTBYIOIIAsA B PSAJE PETMOHOB MHpA JIOJTOBPEMEHHAsI TPAIUIUS 3aKIIOUYEHUS
ACCOPTATUBHBIX OpaKOB MEXIY TITyXHUMHU JIOJbMHU (BEIOOP OpadyHOro mapTHEpa 1o
NaTOJIOTUYECKOMY (EHOTHIY), POCT MX COLMAIBHOM aJanTallid W TOBBIIICHUE
ouosornyeckoi npucnocobnennoctu [Nance et al., 2000; Nance, 2003; Nance,
Kearsey, 2004]. B aTo#i CBsI3M, MPUBOAUTCS 0030p MyOIHMKAIUNA, CBA3AHHBIX C
U3YYEHUEM COLIMAJIBHBIX ACTIEKTOB HACJIEICTBEHHOMN TIIyXOTHI.

ITockonbKy JaHHOE MCCIIEI0OBAHME HANPABIEHO HAa M3yYEHHE HACIIELYyEMOM
natojioruu cinyxa B PecriyOnuke TriBa, B 0030pe Takke MPUBOASTCS CBEACHHS 00
ASTHUYECKONM UCTOpPUM TYBUHLEB M  OOCYXIAIOTCS TPOBEJICHHBIE paHee

MMOMMYJIIUOHHBIC 1 MCINKO-TCHECTUYCCKUC UCCIICAOBAHNUA MMOITYJISIIIMU TYBUHIICB.



14

1.1. OTHONOTUS U TUNIBI HAPYILLIEHUH CJIyXa

PyTuHHOE OTOCKOMUYECKOE M ayAMOJOTUYECKOE HCCIIEIOBAHUE TO3BOJISET
onpenenuTh TUN (KOHIYKTUBHBINA, HEWPOCEHCOPHBIM, CMEIIaHHBIN) M CTEMEHb
notepu ciyxa. KOHIYKTUBHBIA THI TOTEPU CIyXa OOYCJIOBJIEH MOBPEKICHUEM,
qucyHKIMEH WM HEeAOpa3BUTHEM 3BYKOIIPOBOJAIIMX CTPYKTYp OpraHa ciyxa
(Hapy>kHO€ U cpeaHee yxo). HapylieHuss MeXaHM3MOB BOCHPUSTHS 3BYKa BO
BHYTPEHHEM OTJejl€ OpraHa cjiyxXa M CIyXOBbIX HepBaxX MPUBOAAT K
HEeWpOCEHCOpHOMY THUMY noTepu ciayxa. [logapistomiee yucao reHeTuIeckux Gopm
IIOTEPU CIIyXxa OTHOCHUTCS K HEWpoceHCOpHOMY Tumy. [lpm cMmemanHom tune -
BBISIBJISIFOTCS] HAPYILICHHS B 3BYKOIPOBOISIIMX U 3ByKOBOCIIPMHUMAIOIIUX OTAENIaX
oprana (pucyHok 1). CormacHo MexmyHapoaHoW kinaccudukamuu [Genetic
Evaluation of Congenital Hearing Loss Expert Panel, 2002; TaBapTkuiaase u ap.,
2006], Ha OCHOBaHHMH CPEAHHMX 3HAYCHHH IOPOrOB CILIIKUMOCTH (ab, Aeruoern)
Ha pedeBblx yacroTax (0.5, 1, 2, 4 x['11) pa3audyaroT HECKOJIBKO CTENEHEH MmoTepr
ciyxa: | cremens (Jierkast Tyroyxoctb) - 26-40 nb, |l cremenp (ymepeHHas
Tyroyxocts) - 41-55 nb, Il crenens (BbpaxeHHass Tyroyxocth) - 56-70 nb, IV

CTeneHb (Tspkenas Tyroyxocts) — 71-90 nb, rimyxora - > 91 1b.

CNyXoBble BeCcTUOYNAPHBIA CNyXoBoOMn

KOCTOMKM  annapar HepB
6apabaHHan
nepenoHkKa

ynera i

OWXOBOM KaHan

|. “'/ |

HapyxHoe u cpegHee yxo BHyTpeHHee yxo |

3BykonpoBoasWwuit oTaen 3BYKOBOCNPUHUMAIOLWIA OTAEN

Pucynok 1. CTtpoeHue 0T1€J10B Oprasa cjiyxa.
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NupopMaTUBHBIMHU SIBIISIOTCS TaKXKe XapaKTep IMOJyYeHHBIX KPHUBBIX Ha
ayJIuorpaMMax, BO3pacT MaHH(ecTanuu u nporpeccus 3aboneBanus. Hapyrenus
cllyXa MOTYT OBITh BPOKJIEHHBIMHU, BO3HUKHYTh B PAaHHEM JETCKOM BO3pacTe WM
e MPOSIBUTHCS MO3/IHEE, MOTYT OBITh CTAOMIBHBIMU HIIA TTPOTPECCUPYIOITIMH.

N3yuyenune anaMHe3a ¥ poA0CIOBHOM OOJIBHOTO ¢ BPOKICHHOU (MJIM PAaHHETO
NpOSIBJIICHMs) TOTepe ciayxa B pAlle CiIy4aeB TO3BOJISIET  BBIIBUHYTH
IPENOIOKEHNE O BO3MOXKHBIX CPEIOBBIX (DaKTOpax pHUCKa, CBSI3aHHBIX KaK C
OOJIE3HPIO MAaTepu WM TATOJOTUSAMH OEpPEeMEHHOCTHU M POJOB (TOKCHKO3HI,
MH(EKIIMOHHBIE U BUPYCHBIE 3a00JIEBaHUSI BO BpeMsi OEPEMEHHOCTH - KpacHyXa,
TPHIIN, TUTOMETAJOBUPYCHAs MH(MEKIUs, reprnec, TOKCOIIa3Mo3), TaKk U pedeHKa
(achukcuss u remomuTHUEcKass OOJE3Hb HOBOPOXKIEHHOIO, BHYTpHUYEpEIHAs
ponoBasi TpaBMa, runepOWIMpyOWHEMHs, HHU3Kasg Macca Tella TpU POXKICHUHU,
HEJOHOILIEHHOCTh, NPUEM OTOTOKCHUYECKHUX MpenaparoB M 1p.), Judo (mpu
HAJIWYUU POJICTBEHHUKOB C IMOTEpEd cllyXa) OTHECTH OOJBHOTO B TpYIILY

TCHECTUYCCKOI'O pHUCKa.

1.2. I'enernueckue (popMbI MOTEPH CIAYXA

B mnacrosimee Bpemsi uzBecTtHO, 4yTo 1 u3 700-1000 HOBOPOXKIAECHHBIX
POKIAeTCs TAYXUM W TPUMEPHO B TOJIOBUHE M OoJiee CllydaeB IMOTEps Ciyxa y
peOeHka MMeeT reHeTuueckyro stuosoruto [Marazita et al., 1993; Morton, 1991;
Morton, Nance, 2006]. Takum 00pa3om, yacToTa HACJIEACTBEHHOU (T€HETUYECKU
0OYCJIOBJICHHOM) TOTEPH CiIyXa TSHKEJON CTENEeHM WM TIIYXOThl COCTaBJISIET HE
menee 1:1500-2000 HOBOPOXKIEHHBIX, YTO MPEBBIMIAET YaCTOThl MOHOTE€HHBIX
3a00eBaHUH, BKJIIOYCHHBIX B  HAIMOHAIBHYIO  TPOTPaMMy  MacCOBOTO
HEOHATaJIbHOTO CKPUHUHTA, IpoBoAuMOro B Poccuu (penunkeronypus ~ 1:10000,
BpokneHHbI tunotupeo3 ~ 1:4000-5000, ramaktozemusi ~ 1:15000-20000,
mykoBuciuao3 ~ 1:3000-6000, anperorennTanbHbiid cuaapom -~ 1:5000-15000).

OTnMuuTeNnbHON OCOOEHHOCTBHIO HACIIETyeMOW MOTEepU ClyXa SIBISIETCS ee

CYILIECTBEHHAs] KJIIMHUYECKas U TeHeThuyeckas rereporeHHocts. [Ipumepno B 30%
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CJIy4aeB TOTEps CIyXa SBJISETCS OJHUM W3 KIMHHUYECKUX MPU3HAKOB OOJBIIIOTO
guciia (Heckoybko coteH) cuuapomoB [Gorlin et al., 1995], B 70% - moteps ciryxa
SBJISIETCS] U30JIMPOBAHHOM (HECUHIPOMAJIbHON) MOHOTEHHOM MaToJI0THEH.

K mHacrosmemMy BpeMeHH ¢ HECHHIPOMAIIBHOM TOTEpPEH  cliyxa
accoIMupoBaHo O0KoJio 140 reHeTHYecKux JIOKYCOB M HAcHTUHIMpoBaHO ~ 90
reroB [Van Camp, Smith, 2015]. Takum oOpa3om, ciayx MOXKET ObITh HapyIICH B
pesynbrare nepexToB (YHKIMOHUPOBAHUS MHOXKECTBA PA3JIMYHBIX TCHOB,
MPOJIYKThl KOTOPBIX YYaCTBYIOT B TIIATEIbHO CKOOPJMHUPOBAHHBIX MpOLIEcCcax
3BYKOBOCTIPUSITHSI.

W3onmupoBanHas (HeCcMHApOMaibHAs) TOTEpsS CIOyXa OTIMYACTCS W
MHorooOpasuem  (opm HaciaemoBanusa. Oxkomo  75-80%  Bcex  ciaydaeB
HECHHIPOMAJILHOM  HACJICICTBEHHONW TIYyXOThl MPUXOIUTCSI HA ayTOCOMHO-
peueccuBHbie (opmbl, ~ 10-15% - Ha ayToCOMHO-IOMHMHAHTHBIE M HECKOJBKO
MNPOILIEHTOB - Ha (OpPMBI TIIYXOThI, CLEIJIEHHbIE € X-XpOMOCOMOW JH0O0
oOycioBneHHble MyTanusMu muToxoHapuainsHo JIHK [Petersen, 2002; Petersen,
Willems, 2006; Kokotas et al., 2007; Petersen et al., 2008; VVan Camp, Smith, 2015;
MITOMAP: http://www.mitomap.org., 2015].

Ha3zBaHnue 10KyCOB, aCCOLIMUPOBAHHBIX C HECUHAPOMAJIbLHOW NOTEPEN CIlyXa,
npoucxonut ot DeaFNess (rmyxora): DFNA - ayrocomHO-7OMHUHAHTHOE
HacnenoBanue, DFNB — ayrocomuo-penieccuBHoe HacnemoBanue, DFNX -
crerieHHoe ¢ X-xpomocomoir, DFNM — nokyc ¢ renamu-moaudukaropamu,
IpUYeM B HEKOTOPHIX JIOKyCcax MOTYT HaXOIUThCA TEHBI, HMCIOIIHE Kak
JOMUHAHTHBIC, TaK U pereccuBHble MyTarmu [Van Camp, Smith, 2015].

HaunGonpiryto AMarHOCTUYECKYI0 3HAYUMOCTh WMEIOT MYTallud B TeHaX
GJB2 (konnekcun 26) u CJB6 (konnekcun 30), pacnionoxenHsie B iokyce DFNB1
(13911-g12), a Takxke B Heckoabkux apyrux renax (SLC26A4, SLC26A5, MYOTA,
MYOG6, MYO15, OTOF u ap.) u psan myranuii MmTIHK. N3BecTHO, 4YTO HEKOTOPHIE
mytard MT/IHK BBI3BIBaIOT MOTEPIO Cyxa IOCIE Teparmuy aHTHOMOTUKAMH W3

KJIaCCa aMHHOIIMKO3WAO0B, ITO3TOMY CBOCBPCMCHHOC BLIABJICHHC 3THX MYTaI_[I/Iﬁ
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UMEEeT MPUHIUIHUAIBHOE 3HAYeHHE IS Moa0opa aHTHOAKTEPHAIbHOW Tepamuu
[Kokotas et al., 2007].

B MHoroumciaeHHBIX HUCCIICAOBAaHUAX OBLIIO II0Ka3aHO, 4YTO, KaK W IJIA
MHOTUX JpPYIUX MOHOI'CHHBIX 32160J'I€BaHI/II71, HAKOIUICHHUC  OIPCACIICHHBIX
TCHCTUYCCKUX q)OpM norepnu CcCiiyxa B TOM HWIH HWHOM PCTHOHC MOKCT
OoIIpCACIIATECA TAKUMHU (b&KTOpaMI/I, KaK 3THHYECKHUH COCTaB HaCCJICHUA, U30JIs11 U,
no7nsi  OMM3KOPOJCTBEHHBIX OpakoB, 3(¢eKThl OCHOBATENs H «OYyTBLIIOYHOTO
ropueiimka» [Groce, 1985; Scott et al., 1995; Winata et al., 1995; Van Laer et al.,
2001; RamShankar et al., 2003; Ben Arab et al., 2004; Lezirovitz et al., 2008;
Sirmaci., 2009; Barashkov et al., 2011 u ap.].

1.3. I'en GJB2, kogupyouuii TpaHcMeMOpPaHHbIN 0eJ10K

KOHHeKcHH 26 (Cx26)

Haunboniee vyacToil mpuYMHON HECHHIPOMAIBHON ayTOCOMHO-PEIECCUBHOM
riyxoTsl y yenoBeka (DFNB1A, MIM 220290) sisnsitotcst mytanuu B rene GJB2
(gap junction protein, beta 2, MIM 121011, 13g11-q12). I'en GJB2, pasmepom B
7004 m.H., COCTOUT U3 IBYX SK30HOB, HO OEJIOK-KOJUPYIOIIUM SIBIISIETCS TOJBKO 2-
ori sk30H [Kiang et al., 1997]. T'en GJB2 koaupyeT TpaHCMeMOpaHHBIH OEIOK
KoHHeKcuH 26 (Cx26, MIM 121011, 26 kDa, 226 amunokucnot). lllects Moseky
KOHHEKCHHa 26 00pa3yroT 0coOble CTPYKTYPHI - KOHHEKCOHBI, (HhOpMHUpYIOIINE
MEKKJICTOYHbIE IIeNIeBbIe KaHaibl, MO KOTOPHIM B TKaHAX BHYTPEHHETO yxa
obecrieunBaercs uoHHbl (K' W gpyrue Mamble MOJEKyIbl) OOMEH MEKIy
COCEJHUMH KIJIETKaMH, M, TEM CaMbIM, MOJAJEPKUBAETCS HOHHBIM TOMEOCTa3
sHA0MMM]BI B TKaHAX yIUTKH. [logaepkanre MOHHOTO TOMEOCTa3a dHAOIUMOHI B
TKaHAX BHYTPEHHErO0 yxa HeoOXoauMo i HOPMaJIbHOTO  Ipolecca
3BYKOBOCHpHUATHSA. TOHKAs KPUCTAITMYECKAsI CTPYKTYypa KOHHEKCHUHOBBIX KaHAJIOB
ObuIa TOKa3aHa OTHOCUTENIbHO HenaBHO [Maeda et al., 2009] (pucynok 2). Ipu

HApYIICHUSX CTPYKTYphl KOHHEKCHHA 26, BI3BaHHBIX MyTalusiMu B reHe GJB2, ne
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MIPOUCXOUT BOCCTAHOBJICHUSI MOHHOTO TOMEOCTa3a dHAOMUMOBI, YTO MPUBOIUT K
HeoOparumoi otepe ciayxa [Kikuchi et al.,1995].

B 6onpmmHCcTBE eBponeickux crpan myTtanuu rena GJB2 (Cx26) sBusitoTcs
NPUYUHOW BPOXKICHHOW HECHMHJIPOMAIILHOW HEWPOCEHCOpHOW Tyroyxoctu /
riyxoTel y 50-60% Oo0dbHBIX, B a3uMaTCKUX mnomyisanusx Bkian GJB2-myranumii
Heckosbko MeHbIne - 10-20% [Gasparini et al., 2000; Liu et al., 2002; Yuan et al.,
2009; Tekin et al., 2010]. K nacTosimemMy BpemMeHn u3BectHO Oosee 300 Bapuarnmii
nocienoBarenbHocTh reHa GJB2 (Myranmuu, nonuMmopdHble W TOKa  eIle

HeKIaccupuIpoBaHHbIe BapraHThl) [Ballana et al., 2014; Stenson et al.,2014].

LiuronnasmarTuyeckun guamerp kadana 92 A

BHympuknemoyHsIli
pauoH
19 A

MakcumanbHbiin guametp 92 A

)
-

TpaHcmem6paHHbIU
patoH
38A

» 2
e - PRV AR

BHexknemoyHbIU
pauoH
40 A

MuHumansHbI guametp 51 A

Pucynok 2. Crpykrypa MEKKJIETOYHOI0 KaHa/la, O00pPa30oBAHHOIO
MoJieKyjJdaMu KoHHekcuHa 26. A, B, C, D, F, Eu A’, B, C, D, F’, E* -
MOJICKYJIbI KOHHEKCMHa 26 B KOHHEKCOHAaX cocemHux kietok; TM 1-4 —
TpaHcMeMOpaHHble cerMeHThl Oenka Cx26; NTH — N-tepmunanbHas cnupaib
oenka Cx26. Pucynox adanmuposan uz [Maeda et al., 2009] wua ocnose
paspeuwenus om “Macmillan Publishers Ltd ”.
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1.4. YacToTa BCTpPe4aeMOCTH U CIIEKTP MyTanuii rena GJB2

YacToTa BcTpeuaeMoCTH M CIeKTp MmyTtarnuii reHa GJB2 pasnuuaroTcs B
MOMYJISIIIASX PA3HOTO dTHUYECKOTO MPOMCXOXKICHUS M B PA3HBIX PETHOHAX MHUPA.
NneHTHUIUpOBaHO HECKOIBKO «IJIaBHBIX», MaKOPHBIX, MYyTaIlMil 3TOr0 I'eHa,
npeobyafaloMx B TOW WIM HWHOM monynamuu, apyrue GJIB2-myranuu
0OHapY>KUBAIUCH TOIBKO Y OTACIBHBIX TIIyXUX MAIMEHTOB. MyTallMOHHBIN CIIEKTP
resa GJB2 ¢ nambosiee 4acTo BCTpEUAIOMIUMMCS MYTAIUSAMU TPEACTABICH Ha

pUCyHKe 3.
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dellZ120

S113R
MIV

Pucynok 3. Cxemarnmueckoe un3o0paskeHHe CTPYKTYpPbl KOHHEKCHMHa 26
(Cx26) ¢ nauboJiee 4aCTHIMM MYTAUMAMH W MOJUMOP(HBIMU BAPHAHTAMU
rena GJB2. Pucynox moouguyuposan usz [Ohtsuka et al., 2003].



20

DOTHHUYECKAs] U TEPPUTOPHAIIbHAS CHEIUPUIHOCTh MYTAIIMOHHOTO CIIEKTPa
reHa GJB2 u mupokas pacnpoCTpaHEHHOCTh OTAENIBHBIX MYTAI[il 3TOTO reHa B
Pa3IMYHBIX PETHOHAX MHpa O0YyCIOBIICHA B psle cioydaeB dPPEeKTOM OCHOBATEIS,
U, BEPOSITHO, reorpapuueckoil u COIMATIbHON M30JSIHe HEKOTOPBIX MOMYJIISIIUH.
Tak, mytanus €.35delG mmpoko pacnpocTpaHeHa B HOMYJISAIUSAX €BPOIEHCKOro
npoucxoxaeHus [Gasparini et al., 2000], myrarust €.235delC - yacTo BcTpeuaeTcs
B psje asmarckux ctpad [Dai et al., 2009; Liu et al., 2002; Ohtsuka et al., 2003;
Park et al., 2000], ¢.167delT - y eBpeeB amkenasu [Morell et al., 1998], p.R143W -
B HEKOTOPBIX nomyJsiiusax 3amaaHoi Adppuku [Brobby et al., 1998; Hamelmann et
al., 2001], p.V37I xapakrepna st FOro-Boctounoit A3uu [Wattanasirichaigoon et
al., 2004], p.W24X mupoxo pacnpoctparena B Muauu [Ramchander et al., 2005],
MyTtanus canta crmmaiicuara [VS1+1G>A, peakas B Apyrux permoHax Mupa,
npeBaiupyet B Pecriyonuke Caxa (Skyrus) [Barashkov et al., 2011].

Bricokas pacnpocTpaH€HHOCTh OTHEIbHBIX MyTanui rena GJB2 B
pPa3IMYHBIX TMOMYJSIUAX MOXKET JHOO0 CBHIETENBCTBOBATH O HE3aBUCHMOM
BO3HMKHOBEHUHW MYyTaIlMi Ha pa3IMYHBIX Tepputopusx (mutational hot spot), mibo
sBiAThCsA A dexTom ocHoBarens (founder mutation). BniepBrle, rumoTesa o posu
s dexTa ocHoBatens B pacnpocTpaneHHocTH GJB2-myTanuii Obla 10Ka3aHa npu
MOMOIIM aHaju3a TaryIoTUIIOB y4acTka XpoMocombl 13 ¢ myranumei ¢.35delG y
€BpOINEOUTHOTO HaceneHus: (Oenbruillibl, OpUTaHIBI M O€Nble aMEepUKaHLbI), B
pe3ysbTaTe KOTOpOTro Oblila MOoKa3aHa OOIIHOCTH TalJIOTUIIOB C ATOW MyTaluen
[Van Laer et al., 2001]. Kpome Toro, B 1moJib3y rumoTe3bl OCHOBATEIS JJIs JaHHOU
MYTaIlM¥ CBUICTEIBCTBOBAI TOT (akT, uro Myrtanus c.350elG orcyrcrByer mim
UMEET HU3KYIO0 YacTOTy B JIPYTUX ITHHUYECKUX TPYIIax, HApUMEpP, B a3MATCKHUX
NOMYJISILIUAX, UTO OMPOBEPTaeT pOjib MYTAMOHHBIX «TOPSIUUX TOUYEK» (mutational
hot spot) B ee pacmpoctpaneHHOCTH. C Jpyroi CTOPOHBI, HENb3s OBLIO
UCKITFOUNTh, 4To MyTanuu ¢.35delG Bo3nmkana Oosiee yem omuH pa3 [Van Laer et
al., 2001]. Ha HacTosI#i MOMEHT, CUATACTCS OOIICITPU3HAHHON TUIIOTE3a O TOM,
gro c¢.35delG BmepBbie Bo3Hmkia 10000-14000 ner Hazag Ha TEPPUTOPHUH

bmuxuero Boctoka u CpeanzeMHOMOpbs U paclpoCTpaHUiIach MO TEPPUTOPHUU
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EBporisl ¢ HeonmTraeckuMu MUTparsamMu denoseka [Kokotas et al., 2008; Kokotas
et al., 2010; Najmabadi et al., 2002; JxemwrieBa u np., 2011a]. Ananu3
rarioTUNOB XpomMocoM, Hecymux apyryio GJIB2-myramumio — €.235delC, B
nonysauusax Anonun, Kopeu, Kutas u MoHronmm takxe mo3BOJIMI BBIIBUHYTH
runoresy o0 3ddexre ocHOBaTENs B MPOUCXOXKICHUU U PACIPOCTPAHEHHOCTH
9TOM MyTauuu Ha TeppuTopuu BoctouHoit As3uu. Bpul npuMepHO OLICHEH e€e
«Bo3pact» (~ 11500 seT) U BBIABUHYTO MPEIOJIOKEHUE O €€ BOZHUKHOBEHUU B
peruone o3epa bailkan, oTKyga myTeM MOCIEIOBAaTEIbHBIX MHUIpPAIMA OHa
pacnpoctpanmiack mo tepputopur Asumm [Yan et al., 2003]. IloaydeHsl Taxke
OLICHKHU «Bo3pacTa» MmyTtanuu p.W24X, mmpoko pacnpocrpaneHHoil B Unaum - ~
7880 ner [Ramshankar et al., 2003]. I'pynmnoii u3 SIkyTCKOro Hay4HOTO ILIEHTpa
KOMIUIEKCHBIX MeauimHckux npodiaem CO PAMH 6buta nokasana poib g dekra
ocHoBaressl B pacnpoctpaHeHun mytaiuu 1VS1+1G>A y KopeHHOTO HaceleHus B
Pecniyonuke Caxa (Axytust). [IpeanonoxutenbHO 3Ta MyTalus MNOSIBUJIAch Ha
tepputropun Skytum oxono 800 neT Ha3zag M, BO3MOXKHO, ObUla MPUBHECEHA
TIOPKOSI3BIUHBIMU  TIPEJIKAMU  SIKYTOB, MHUTPHUPOBABIIMMHU M3 0oJiee IOKHBIX

pernonoB Cubupu [Barashkov et al., 2011].

1.5. 3HI’II[€MI’IOJIOFI’I‘I€CKI/IG U MOJICKYJISIPHO-TCHETHICCKHE UCCJICTOBAHUA

HacJieqyemMbIX (popm norepu ciayxa B Poccun

B Poccumn, uccienoBanust 3MUAeMUOIOTHN HACIEAYEMbIX (DOPM TYroyXOCTH
MPOBOAWINCH B paMKax KOMIUIEKCHOTO MEIUKO- U MOMYJIAIIMOHHO-TEHETUIECKOTO
oOceI0BaHMs HACEIICHUS HEKOTOPHIX PETHOHOB MPEUMYIIIECTBEHHO €BPOMEHCKOM
YacTH CTpaHbl U HecKoJbKUX nomnynanuit Cubupu (Tomckas obnacte, PecnyOnmku
Anraii u Sxyrtus) [Ily3eipes, Hazapenko, 2000; 3unuenko u ap., 2003, Tapckas u
np., 2004; CamrokoBa u np., 2004; lokapes u ap., 2005; 3unuenko u ap., 2007;
Mapkosa, 2008; 3unuenko u jgp., 2009a, 0; 3uHuenko u np., 2012a, 0].
Pe3ynbTaThl MPOBEIECHHBIX HWCCIAEAOBAHUM MOKAa3aJld, YTO HECHUHAPOMAJIbHbBIC

(u301MpOBaHHBIE) (POPMBI HACIIECTBEHHOM TITyXOTHI SIBJISIIOTCS OJHUMH U3 YaCThIX
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PETHCTPUPYEMBIX MATOJOTUH B OOIIEM TpPy3e HACIEACTBEHHBIX M BPOXKICHHBIX
3abosieBanuii [3uHueHko u np., 2003, Tapckas u ap., 2004; Ilokapes u ap., 2005;
3unyenko u ap., 2007; Mapxkosa, 2008; 3unuenko u jp., 2009a, 6; 3uHYEHKO U
ap., 2012a, 6]. Ha ocHOBaHMM KJIMHHKO-TCHCAIOTHMYCCKUX JIAHHBIX U
KJIACCUYECKOT'0 CErperalfmoOHHOr0 aHaiu3a, MPUMEHEHHOTO B 3THX paboTax, ObLIO
MOKa3aHO, YTO HauOOoJbIIas YacToTa CIy4yaeB HECHHIPOMAIbHBIX (HopM
HAPYLICHUI CllyXa MPHUXOJIUTCS HAa ayTOCOMHO-PEIECCHUBHYIO HEUPOCEHCOPHYIO
tyroyxocts/Tnyxoty (HHT/T'), pacnpocTpaHeHHOCTh KOTOPOM B HEKOTOPBIX
nonynsauuax aocturaetr 80% u3 Bcex HacueAyeMbIX (POPM TYroyXOCTH/TIYyXOTHI.
3HauYUTENbHbBIE TEPPUTOPHANIbHBIE pa3inuus B pacnpoctpaneHHocTd HHT/I' Obuin
MOKa3aHbl HE TOJBKO MO OTIEIBHBIM paiioHaM O00CIIeyeMbIX PETHOHOB, HO H
MEXJly pEruoHaMu, KOTOpBIE, BEPOSATHO, ObUIM OOYCIOBJIEHBI JIOKalu3aluen
KOPPEKIIMOHHBIX IIIKOJ B PErHoHaX, a TakKe OCOOCHHOCTSIMU TE€HETHYECKOU
CTPYKTYPBI UCCIICAOBAHHBIX TOMYJISAIUI U ACHCTBUEM Apeiida reHOB [3SMHYCHKO U
ap., 2003, IlokapeB u ap., 2005; 3unuenko u gap., 2007; Mapkosa, 2008,
3uHYEHKO | ap., 2009a, 0; 3unueHko u ap., 2012a, 0].

B cBs3u ¢ tem, uro myranum reHa GJB2 (Cx26) sBnsaroTcs Hambosee
BOKHON MPUYMHOW HACIEJACTBEHHBIX HECHHAPOMAIBHBIX (OPM TIIYXOTHI, BO
MHOTHX CTpaHax pa3paboTaHa ¥ YCICIIHO TPUMEHSETCS MOJEKYJISPHO-
reHeTUYecKasi JIMarHOCTUKA CJIy4aeB TYTrOyXOCTH/TJIYXOThbl, OCHOBaHHas Ha
BBISIBJICHUU Yy OOJIbHBIX MYTaIlMii 3TOro reHa. B mepByio ouepenb, MpOU3BOIUTCS
ckpuHuHT MyTtanuu c¢.350elG, koTtopasi sBIsieTCSI OCHOBHOW MPUYUHON TOTEPU
ClIyXa B €BpOIleCKuX cTpaHax. B Poccuu, 10 HEqaBHEro BpeMeH!, MOJIEKYJIIpHas
muarHoctuka HHT/I' orpanmunBaiiach CKPUHUHTOM TOJIBKO JTOW MyTalluu
[>KypaBckwuii u np., 2009; 3unuenko u ap., 2003; Mapkosa u zp., 2002; Mapkopa u
np., 2008; Hekpacoa u ap., 2002; XumustoBa u ap., 2002; IllapoHosa u mp.,
2009; Illokape u np., 2005]. Takoit momxoa, ¢ y4eTOM OTHUYECKOU W
reorpaguyeckoil creundUuHOCTH MyTalmoHHOro cnekrpa reHa GJB2, Bpsn nu
MOXXET OBITh aJeKBATHON JUATHOCTUYECKONW METOOJIOTUEH B MPUMEHEHUU KO

BCEMY MHOT'OHAIITMOHAJIbBHOMY HACCJICHHIO Poccun.
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B mocnegnue roaml, ¢ BHEAPEHWEM B MOJIEKYJISIPHYIO JHATHOCTUKY METOAa
cekeHupoBanus JHK, cramo BO3MOXHBIM BbIABICHHE 00JIe€ I[IUPOKOTO
MyTallMOHHOTO criekTpa reHa GJB2 u s psna poCCHMMCKUX MOMYJISIHN OBLIO
MOKAa3aHO, YTO JOJS MAlMEHTOB C MOTEpei ciyxa, 0O0yCIOBICHHOW MYyTaIllUsIMU
resa GJB2 (Bappupys B 3aBUCHMOCTH OT pETHOHA MCCJICIOBAHUSA), MOXKET
nocturath 6osee 50% [Posukh et al., 2005; /Ixxemunena, 20116; OcerpoBa u ap.,
2010; boxkoBa u 1p., 2011; biuznen u np., 2012; [Mimennukosa u np., 2015]. Tak,
B pabore [/xemmiea, 20116] na BeiOOpke u3 390 OGonbHBIX (204 cembu) ¢
HECHUHJIPOMAJIbHOM HEHPOCEHCOPHOU TYyroyxoctbio B PecnyOnuke baiikoproctan
ObLTa BBISBIICHA MpeBaMpyrolias poib Mytanuu ¢.35delG rema GJB2 - B cpennem,
34% u ee yacToTa CyIIECTBEHHO Pa3jMyajach B Pa3HBIX dTHUYECKUX IpymHmax: y
pycckux - 43%, y tarap - 27% u cpeau OGamkup - 13%. Bcero y G0mpHBIX ¢
HEHPOCEHCOpHOW Tyroyxoctbto B Pecnybnuke bamkoproctan Meromom
pecekBenupoBanus JHK B renme GJB2 Obuio umaentudumuporano okxomo 20
MyTaIli, WUMEIMUX pa3inuHyto dvacrtory [[xemwmnesa, 20116]. M3yuenwue
HACJIEICTBEHHBIX HapyIIeHWI ciiyxa y nerckoro Hacenenus CeepHoro KaBkaza
(Pecnnybnuka Jlarecran) B pabore [boxkoBa u gp., 2011] B BwIOOpKE,
Birovaromet 35  gereir (24 cembn) ¢ HHT/I, mo3Boiamio  OIECHUTH
naToreHeTuyeckuii Bkiaa myrtanui reHa GJB2, kotoperit cocraBun 34%. Bceero
obut0 HalineHo 19 pazmuunbeix GJB2-myTanuii 1 caMbpIMu pacipoCTpaHEHHBIMU W3
HUX okazanuch mytaiuu ¢.35delG u IVS1+1G>A ¢ amnensHO#N wactoroit 42% u
37%, coorBeTcTBeHHO [BboskkoBa u nip., 2011]. B pe3ynbrare MHOTOJETHEH pabOTHI
[bamznen wu  ap., 2012] 1m0  MOJEKYJISPHO-TEHETHYECKOW  JIUArHOCTUKE
HACJICACTBEHHOM HECUHAPOMAIBHOM TYrOYXOCTH Y POCCUMCKMX ITallMEHTOB W3
Pa3IMYHBIX PErHOHOB cTpaHbl (705 60JbHBIX) ObUIO BBISBIEHO 20 MyTaluii B TeHE
GJB2, cpenu koTtophix miecTh HambOonee dvacthix (c.35delG, ¢.313 326dell4,
IVS1+1G>A, ¢.235delC, c¢.167delT u p.Glul20del) cocraBumu 95% Bcex
OOHapy>KeHHbIX MYyTaHTHBIX ajuiesnied reHa GJB2, mpuuem amienpHas 4YacTtoTa
mytaiuu  ¢.35delG cpenm Bcex wmyrantHbix GJB2-ammeneir mocturama 81%.

O6mmit Brian «GJB2-tryroyxocTu» B ATOM TpyIne MalMEHTOB OKa3aJics paBeH
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46% [bmuzuen u ap., 2012]. B Pecniyonuke Caxa (Skyrtus) [[lmennukoBa u mp.,
2015], ¢ ucnomp30BaHMEM METOMAA IMOJIHOTO PECEKBEHUPOBAHUS MPOMOTOPHOU U
oenok-koaupyromieit oonacrerr rena GJB2, Obuta mpoBeneHa paboTa Mo aHAIU3Y
CHeKTpa W 9acToThl MyTamuii reHa GJB2 Ha macmTaOHO# BhIOOpPKE OOJIBHBIX C
HHT/T, Bxmouaromieit 393 uen. (363 cemeit). YV 192 uz 393 o6cienoBaHHBIX
NAlMEHTOB ObUIM OOHAPY>KEHbl TE€HOTHUNBI C OWAJUIETbHBIMU PELECCUBHBIMU
myTarusiMa TeHa GJB2 (B rOMO3WUTOTHOM WM B KOMITAYH[-T€TEPO3UTOTHOM
coctosinum). [laToreHetndeckuii Bk Mytanuii rena GJB2 B aTnosoruio norepu
ciyxa y Hacenenusa PecmyOnuku Caxa (SIkytus) coctaBui, B 1enom, 48.9% (ay
nanueHToB SKyToB - 53.0%) [[TmennwkoBa w ap., 2015] u 3T OICHKH B
HACTOSIIIEe BpEeMsl SIBISIOTCS MAaKCUMAaJbHBIMH CpPEIU BCEX paHee H3YYEHHBIX
peruonoB Asuu [Abe et al., 2000; Kudo et al., 2000; Liu et al., 2002; RamShankar
et al., 2003; Posukh et al., 2005; Dai et al., 2009; Mani et al., 2009; Tekin et al.,
2010; Tsukada et al., 2010; Zainal et al., 2012]. CrekTp peLeCcCUBHBIX MyTaIlUit
rera GJB2 y mammentoB sikytoB ¢ HHT/I' orpanmden tpemsi MyTanusMu
(IVS1+1G>A, ¢.35delG u p.V371), u camoii yacToil U3 HUX OKa3ajach MyTaIlUs
IVS1+1G>A (93.6% Bcex MyTaHTHBIX XPOMOCOM), Y PYCCKHX TAIUEHTOB CIECKTP
MyTalil ObLI IMIMpPEe W MPEJACTaBleH NAThI0 pasnuuHeiMu GJB2-mytarusvu
(c.35delG, [IVS1+1G>A, c¢.311 324dell4, c¢.333_334delAA, c.167delT) u
HauOosiee yacTol cpeau Hux Obuta mytanms C.35delG (61.8% Bcex MyTaHTHBIX
xpomocoM) [[TmennukoBa u ap., 2015].

BaxkHyro OIIEHKY OTSTOIIEHHOCTH HaceleHusi Poccuu perecCUBHBIMU
mytaisiMu  reHa GJB2  pgator uccnenoBaHus MO M3YYEHHMIO YacTOThl HX
reTePO3UTOTHOTO HOCUTEIHCTBA Ha TOMYJSIITUOHHBIX BBIOOPKAX JIIOACH C
HOpPMaJIBHBIM CITyXOM. AHAJIN3 9acTOTHl T€TEPO3UTOTHOTO HOCUTEIHCTBA HAaHOOIIee
pacnipocTpaHeHHbIX MyTaipii reHa GJB2 B pazmmuHbIX momyssiusx Poccun Ob
nposeneH B psae padot [Posukh et al., 2005; Dzhemileva et al., 2010; biusuen u
ap., 2012; TMTmenHukoBa u ap., 2015 u np.]. Tak, B nomyssimusix Bosro-Ypaisckoro
PEruoHa YaCTOThI TETEPO3UTOTHOTO HOCHTEIBECTBA MaKOpHBIX GJIB2-myTarmii ¢.350elG,

c.167delT u ¢.235delC cocraBmm, B cpeanem, 1.29%, 0.3% u 0.1%, COOTBETCTBEHHO
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[[LxemuneBa u nap., 2010]. B PeciyOrmke Caxa (SIkytws) cymmapHas d9actora

TeTEPO3UTOTHOTO HOCUTENIhCTBA YaCTBIX Yy SKYTOB PEIECCHUBHBIX MYTaIllui
IVS1+1G>A u p.V37I - 0.112 [ITmrennukoBa u ap., 2015]. Ilony4yennas B pabote
[brmusuen u ap., 2012], vactoTa reTepo3uroTHOT0 HocUTENbcTBa MyTaruu ¢.350elG
B KOHTPOJIbHOW pOCCHICKOM BBIOOpKE paBHa 5%, a o011ast yactota Hocurelbctea GJB2-
mytaruii - 6% [brauznen u ap., 2012]. Yactora rerepo3uroTHOr0 HOCHUTEIIbCTBA
mytanuu €.2350elC y anraiinieB (PecrryOimka Anrait) cocraBmia 4.6% [Posukh et al.,
2005].

Nudopmanms o0 dYactoTe ©  PacHpOCTPAHEHHOCTH TeTEPO3UTOTHOTO
HOCHUTEJIHCTBA HANOOJIEE YaCThIX PellecCUBHBIX MyTanmii reHa GJB2 nmeet BaxkHOE
3HAUEHUE JUISI OIEHKH CTENEeHH OTSATONIEHHOCTH Pa3HBIX JTHUYECKUX TPYIII
HaceneHuss MmytanusmMu reHa GJB2 u pa3pa®oTKuM ONTHMANbHBIX METOIOB

AUAarHOCTHKHU HapymeHI/Iﬁ ClIyXa, CBA3aHHBIX C «KOHHEKCHHOBOM» FHYXOTOﬁ.

1.6. CoumanbHble aCNIeKTHI H3yYeHHUs HAcJIeyeMbIX (pOpM MOTEePH CJIyXa

OTHUYECKUM COCTAaB HACeJCHUs, H3OJALMS, N0 OJIM3KOPOJICTBEHHBIX
OpakoB, 3P deKThl OCHOBATENA U «OYTHUIOYHOTO TOPJIBIIIKA» MOTYT OINpPEACNATH
CHeLU(PUKY PacHpOCTPAaHEHHOCTH ONPEIECICHHbIX (OPM TE€HEeTHYECKOW MOoTepu
ciyxa B ToM Wi wHOM pernoHe [Groce, 1985; Scott et al., 1995; Winata et al.,
1995; Van Laer et al., 2001, RamShankar et al., 2003; Ben Arab et al., 2004;
Lezirovitz et al., 2008; Sirmaci et al., 2009; Barashkov et al., 2011 u ap.]. Ho mis
TIIyXOThI, 00ycnoBieHHOW MyTanusaMu reHa GJB2, Oblna npeioxkeHa runoresa o
TOM, YTO Ha IIMPOKYIO PACIPOCTPAHEHHOCTh ATOM HACIEIACTBEHHOW MAaTOJOTHH, B
OTJINYME OT OOJIBIIMHCTBA MOHOT€HHBIX 3a00JIeBaHWI, MOIJIM MOBIUATH U
oTpesiefieHHbIe COLMaIbHbIE (PAKTOPBI: CYLIECTBYIOIIAs B pSAJE PETHMOHOB MHUPA
JIOJITOBPEMEHHAs TPAJAUIINS 3aKITIOUEHUSI aCCOPTATUBHBIX OPAKOB MEXKIY TITYXUMH
moapMu  (BBIOOp OpadyHOro mapTHepa MO NATOJOTMYECKOMY (DEeHOTHUIy), B

COYETAaHMH C POCTOM UX CONHUAIBHOM ajanTalii W OMOJIOTHYECKOU
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npucrocodierrocTu (genetic fitness) [Nance et al., 2000; Nance, 2003; Nance,
Kearsey, 2004].

B mpomuioM, mnoreps ciyxa, Hapylias BO3MOXHOCTb BOCHPHSTHS
Opeaynpexaaomedl U TPEeBOXKHON HH(GOpMAIlMK, OPUEHTAIMH U COIHMAIbHOM
KOMMYHUKAIIMHM, PE3KO CHIKaJa OMOJOTUYECKYIO MPHUCIOCOOJICHHOCTh TIIYyXOTro
4eJIOBeKa, U JI0JISl CIIy4aeB C TeHETUUECKH JIETEPMUHUPYEMON MOTEpen ciryxa Oblia
CPABHUTEJIBHO HEBEIIMKA.

B Hacrosmee Bpems, 1mo kpaiiHeld mepe, B psane crpaH EBponsl u CIIA,
HaOJIOAAeTCsl OTYETIMBAsl TEHIAEHUUS K HEYKIOHHOMY pPOCTY «T€HETUYECKON
TIIyXOThI», 00yciioBieHHoW Mmyranusmu B rene GJB2 (Cx26) [Morton, Nance,
2006]. KomnproTeEpHOE MMHUTAIMOHHOE MOJEIUMpOBaHUE Mokaszano, uro B CIIIA
YUCJIO HWHJMBHUIYYMOB C TJIYXOTOH, OOYCIIOBJIEHHON PELECCUBHBIMU MYTalUsIMU
ATOrO0 I'eHa, MOIJIO Obl YBENIWYUTHCA B JBa pasza 3a 200 yer, mpu pocte 10JU
acCoOpTaTUBHBIX OpakoB Mmexay riyxumu oT 0 mo 0.9 u Bo3pacTaHum uX
omonoruueckoii mpucnocodsiennoct or 0 go 1 [Nance, Kearsey, 2004].
[Ipeanonaraercs, 4TO TOJYKOM I 3TUX MPOLIECCOB IMOCIYKUIO CO3IAHHUE IIKOJ
st tiiyxux okosio 300 net Hazaa B psAe €BPONEHCKUX CTpaH (M, HECKOJIBKO
no3auee, - B CIIIA) [Bender, 1981] u mocnenytoiiee akTUBHOE pa3BUTHE HAa UX
0a3e JKeCTOBOrO s3blKa — YHHMBEPCAJIbHOTO CIOCO0Aa KOMMYHUKAIIMM MEXIY

rnyxumu moasMmu [Nance, Kearsey, 2004].

1.6.1. CoodmecrBa rayxmx Jroaeii - «Deaf Culturey»

Enunoe JIMHTBUCTHYECKOE IPOCTPAHCTBO (>xecTOBbIN SA3BIK)
CHOCOOCTBOBAJIO YIIYUILICHUIO YCIOBUM KU3HU U KOHCOIMJIAIUY TIIyXUX Jroaen. B
ctpanax EBponbi u CIIA 5310 mnpuBeno k (GOpMHUPOBAHHIO  OCOOBIX
mukpocoruymoB ‘“Deaf Culture” («Kynbrypa rimyxux», «['1yxoit Mup») co cBoUM
COOCTBEHHBIM, >KECTOBBIM, SI3BIKOM, CBOECOOPA3HBIMHM TPATULUSIMHU U KYJIbTYpOu
[Padden, Humphries, 1988; Andersson, 1991; Arnos et al., 1991; Christiansen,
1991; Ruben, 1991; Prezioso, 1995; Stern et al., 2002 u gp.]. B aTux coobmiecTBax

OTCYTCTBHC ClIyXa pacCMaTpuBacTCiad B COHOUOKYJIbBTYPHOM AacCIICKTEC, a HC Kak
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OTKJIOHEHHE OT HOpMBI. CamoormpeneneHne TIyXUX JIF0JIeH, OTHOCSIINX Cce0si K
«Deaf Culturey», BeIpaxkaetcs, B 9aCTHOCTH, B HarmcaHuu cioBa «deaf» (riayxoii) ¢
oonpmoit OykBel — «Deafy [Arnos et al., 1991]. BaxkubIMH coOLHaIbHO-
neMorpadUIeCKUMH XapaKTePUCTUKAMH 3THX MUKPOCOIITYMOB SIBJISIFOTCSI BRICOKAS
JIOJII ACCOPTAaTHBHBIX OpakoB MEXKIy TJIIyXHMH IIapTHEpaMH, OCHOBaHHAs Ha
JMHTBUCTUYCCKOM TOMOTaMUU (3KECTOBBIN SI3bIK), M, KaK MOKa3aHO B HEKOTOPBIX

HCCIICAOBAHUAX, ITIO3UTHBHOC OTHOHMICHUC TI'IYXHUX CYIIPYTI'OB K POXACHUIO T'NTYXHX

neteit [Middleton et al., 1998; 2001; Stern et al., 2002].

1.6.2. bpauHasi CTPYKTYypa IVIyXHUX JIOACH

BepositHo  Onaromapst  yiydlIaromieicss  CcOIMAIbHOM — ajganTaiud |
KOHCOJIMJIAIINHA TIYXHUX JIFOJACH, BIAJCIONIUX >XECTOBBIM SI3BIKOM, BO MHOTHX
peruonax EBponbl u CIIIA naGmrogaeTcsi oTUETIUBAs TCHACHIMS K YBEJIMUCHUIO
JOJIM acCOpTaTHBHBIX OpakoB Mexay rinyxumu [Schein, Delk, 1974; Rose, 1975;
Arnos et al., 2008; Blanton et al., 2010].

OaHUM U3 OTHOCUTEIBHO HEMHOTOUYHCIICHHBIX KOMIUIEKCHBIX MCCIIEI0BAHUN
conmo-aeMorpaduIecKuX XapaKTepUCTUK COooOIIecTB rimyxux jogaeir B EBpome
spisercss pabora [Carlsson et al, 2004/2005], B koropoii ObLI MpPOBEACH
CpPaBHUTEJIbHBIA aHaIN3 JBYX HauOoJiee KPYMHBIX COOOIIECTB TIYyXUX JIHOJACH
Iseruu, npoxuBatomux B nByx okpyrax Narke m Varmland [Carlsson et al.,
2004/2005]. DOtu  okpyra, CXOAHbIE IO OCHOBHBIM JeMOIrpapUUCCKUM
XapakTepuCTHKaM (0OmIel YMCICHHOCTH, YHCITy B3POCIHBIX JIFOJICH), OTINYAIOTCS
110 YPOBHIO «Pa3BUTHs» cooOIecTBa riyxux jrojei. B okpyre Narke B MectHoi
accolyaluy TIyXux e 3apeructpupoBaHo 450 uyenoBexk U 82% U3 HUX
cocpesioToueHo B KpynHoMm ropone Orebro, Torma xak B okpyre Varmland s
acCOIMalNI0 MIyXUX Jrojed Bxoaut okoso 100 denoBek u ToJibkO 33% KUBET B
ropoje Karlstad, a ocransHbie paccpeoTo4eHbI IO Bcemy okpyry. B okpyre Narke
oOy4YeHHE TIYyXUX JACTEH BO3MOYKHO C JIOIIKOJIBHOTO M JIO BBICIIETO 00pa30BaHUS U
3Mech OTMedaeTcss camoe Oousbmioe B IlIBeruu dYmMCIo TOyXuUX CTYIEHTOB,

oOyyaromuxcst B yHuBepcutere. B okpyre Varmland yciioBust oOyueHus TIIyXux
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JeTell OrpaHUYeHBI JOIIKOJIBHBIM 0Opa3oBaHueM. Takum oOpa3om, B okpyre Narke
UMEETCsl XOPOIIO pa3BHUTas COLUalbHAasg HHPPACTPYKTypa Ui TIYyXUX JIOJACH,
YPOBEHb KOHCOJIMIAIMU KOTOPBIX CYIIECTBEHHO BHIIIE, 4YeM B okpyre Varmland.
[Tpu mpakTUyecku paBHBIX YPOBHsIX OpauHocTH (37.1% rimyXxux JroAei cocTosio B
opake B Narke u 35.1% - B Varmland), Obuti BbISIBIICHBI KOHTPACTHBIC YPOBHHU
Opaunoii accopratuBHocTh: B okpyre Narke, rme 99% rnyxux mromed umenn
TIIyX0oro OpadHoro maptHepa, a B okpyre Varmland 3agukcupoBano Toisko 10%
takux Opakos [Carlsson et al., 2004/2005].

B pabGore [Blanton et al., 2010], rme aHamM3HpPOBAIMCH JaHHBIC O
BbITycKHUKax crapeiiero B CIIIA kpynmHOro o0pa3oBaTeIbHOTO YUPEXKICHUS IS
ryxux (Gallaudet University), cooOmiaercss O BBICOKOM YypOBHE OpayHOCTU
rryxux jrojei (0.88), CXOIHBIM ¢ TAKOBBIM Y UX HOPMAJIBHO CIIBIIIAIINX OpaTheB /
cectep (0.89), a nons 6pakoB MEXIy TIIYXUMH JIIOJbMU (aCCOPTATUBHBIE OpaKu)
coctamia 79% [Blanton et al., 2010]. HamuonaipHas mepenuch TIIIyXHX,
npoBenenHas B CIIA B 1970r. (The 1970 National Census of the Deaf
Population), 3adukcupoBana 80-90%-HbIii ypoBeHb OpayHON aCCOPTATUBHOCTH
TIIyXHX JIFOJIEH, UTO COOTBETCTBYET JAHHBIM U3 JIPYruX UCTOUYHUKOB [Rapin, 1978;
Schein, 1978], Takum o0pa3om, HaOIOmAaETCS OMNPEASACHHBIH POCT 3TOrO
MoKa3aTelis 10 CPAaBHEHHUIO ¢ aHAJIOTHYHBIMU JIaHHBIMU, MOJTYYECHHBIMH B Haudaje
XIX-ro Beka (75%) [Schein, Delk, 1974; Rose, 1975].

CymiecTBeHHO 0oJiee HU3KHI ypOBEHb OpayHON acCOPTATUBHOCTH MEXKIY
TTyXUMW JTIIOABMH  OBUT  BBISIBICH B HEMHOTOYHCICHHBIX HCCIEIOBAHMUSIX,
NPOBEICHHBIX B Jpyrux perunoHax mupa [Chaabani et al., 1995; Tekin et al., 2007,
2010]. Tax, B TyHuce YacTOoTa acCOpPTaTUBHBIX OpakoB MEXIy TIyXUMHU
cocrarysier 10-30% [Chaabani et al., 1995], B Typuuu - 46.8% [Tekin et al.,
2007], 8 Monrosmu - 37.5% [Tekin et al., 2010].

YacroTa «reHeTHUECKOH TIIyXOThl», 00yCIOBIEHHON MyTanusamu rena GJB2
(Cx26), koppenupytoias ¢ ypoBHeM OpayHOM acCOPTAaTUBHOCTH TIyXHMX JIIOJICH B
Espornie u CIIIA, moxet nocturats 40-50% [Nance, 2003; Morton, Nance, 2006].

Bxnan mytamuii rena GJB2 B aTmosioruio motepu ciiyxa B psfe a3HaTCKUX
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pPErMOHOB TOpa3f0 HIDKE, HAalpUMEp, Y MOHIOJOB - He Oomee 5%, 4To, Kak
npeanonaraer [Tekin et al.,, 2010], BepositHO, ompenensercs Ooyiee HHU3KAM
YPOBHEM KOHCOJUAAIMU U OpayHON acCOPTATUBHOCTH IITyXUX Jitojiel B MoHronuu
(37.5%), rae u3ydeHue )KeCTOBOTO sSI3bIKa HA4ajI0Ch CPAaBHUTEIIHLHO HenaBHO [ TekKin
et al., 2010]. [leticTBUTEeNbHO, IEpBas IIKOJAa IS TIyXUX AETed OTKPhLIACh B
VYnan-barope B Hayasie XX BeKa, HO JKECTOBBIN SI3bIK OCTABAJICS NMPUMUTHBHBIM
BIUIOTE 70 1995r., korma BooHTepbl AMepuKaHckoro kopmyca wmupa (The
American Peace Corps) paspaborand CTPYKTYpPUPOBAHHBINH >KECTOBBIA S3BIK,
aJIalITHPOBAHHBIN K MOHTOJbCKOMY s3bIKy [Tekin et al., 2010]. KoceHnble
CBUJETEIHCTBA OTCYTCTBHS TPAJUIMHA 3aKIIIOUYCHHUSI OpaKOB MEXAY TIIYXUMHU B
Kurtae ObUTM MOTyYEHBI NMPU MPOBEIECHUU CETPErallMOHHOIO aHAIN3a B CEMBSX C
rinyxorod u3 lllanxas: Tonbko B 8 u3 260 poauTenbCKux map 00CiIeTOBaHHBIX

TIIyXHuX Ipo0aHaoB 00a poauTens Obuty rimyxumu [Hu et al., 1987].

1.6.3. Penpoaykuus riryxux Jiroaen

[TapameTpbl penpoayKUuM SIBISAKOTCS BAXKHOM MEPOW UL  OLEHKHU
Ouonoruueckoi mpucnocooienHoctr (genetic fitness) kak momyysamuu B IEIOM,
TaKk W TPYNN WHAUBUIYYMOB C TE€HETHYECKMMHU 3a0oisieBaHusiMU. B psige pabor
OBLITM TIPENNPUHATHI TOMBITKA OLIEHUTH MapaMeTPhl PENPOAYKIIMH TIYyXUX JFOACH
(cpemHee 4ucio AeTEi) MPU CPAaBHEHUH WX ¢ TAKOBBIMHU B OOIICH MOMYJISIIUNA WIIH
e ¢ uX 310poBbIMHU OpaTthsamu/cectpamu [Schein, Delk, 1974; Hu et al., 1987; Liu
et al., 2001; Carlsson et al., 2004/2005; Blanton et al., 2010; Tekin et al., 2010]. B
uccnenoBanuu [Blanton et al., 2010] 6b110 MOKa3aHO, YTO CPEIHEE YHUCIIO IETCH Y
BeimyckaukoB Gallaudet University (CILA), coctosmnmx B Opake, ObUIO 3HAYUMO
Menble (2.06), Mo CpaBHEHHUIO C TAKUM K€ IMOKa3aTelIeM y UX 310POBBIX OpaTheB /
cectep (2.26). Ho, nmpu paccMOTpeHHH TUTIOB OpaKoB TIIyXUX JIFOJEH BBISCHUIIOCH,
YTO B aCCOPTATHBHBIX Opakax MEXIy TIyXUMH, CPEIHEE YHUCIIO ACTEeH OBLJIO BHIIIE
(2.11), yem B Opakax MEXy TJIyXHMM U HOPMAJIbHO CIbIIIAUM nmaptHepom (1.85).
Tem He MeHee, obOmas Owosiormyeckas mnpucrnocodaeHHocTs (genetic fitness)

rNIyXuX, BHC 3aBHUCHUMOCTH OT HX 6paqH0r0 cratyca U C Y4YCTOM 663,Z[€THI>IX
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WHIMBHIYYMOB, OKa3ajach cHmkeHHoi (0.88) [Blanton et al., 2010]. B pa6ote
[Schein, Delk, 1974], ocHoBanHO# Ha gaHHBIX nepenucH riayxux B CILIA (1970r.),
OuoJsioruveckasi MpUCIOCO0JICHHOCTh JKeHIUH BapbupoBaia ot 0.31 mo 0.77 (B
3aBUCUMOCTH OT BO3pPacTHOW IpyIIIbl), B CpaBHEHUHU ¢ oOmeid nomyisuuenrd CHIA
[Schein, Delk, 1974]. Ananu3 mapamMeTpoB PEOPOAYKIHMH Y TIYXUX JIIOACH B JBYX
okpyrax [lIBeruu BBISSBUII CYIIECTBEHHO 00Jiee HM3KOE CpEHEEe YUCIO JIeTed Ha
xeHmuny (1.16 - B okpyre Varmland u 1.33 - B okpyre Narke), mo cpaBHeHwHIO ¢
OOIIETOMYISIIUOHHBIMUA JTAaHHBIMA I 00oux okpyroB (1.63-1.65), mnpuuem
pa3nuuus MEXIy OKpYramH, BEpOSTHO, OBLTH OOYCJIOBIEHBI 3HAYUMBIM
npeobamanreM Oe31eTHBIX MITyXHX JKEHIIWH B okpyre Varmland, mo cpaBHenuto ¢
Narke (47.3% u 38.5%, COOTBETCTBEHHO), NMPH MOMYJISIIIMOHHON J10JIe 0€31ETHBIX
xeumma B Varmland - 18.8% u 19.7% - B Narke [Carlsson et al., 2004/2005].
3HAYUTENIBHOE CHI)KEHHE OHOJIOTMYECKOW MPUCHOCOOJIEHHOCTH TIIyXHX IIO
CPaBHEHUIO C UX 3J0POBBIMH OpaThsiMU / cecTpamMu OBbLIO BBIABICHO B JBYX
uccieIoBaHmsIX, mpoBeaeHHbIXx B Kurae (0.6 u 0.78) [Hu et al., 1987; Liu et al.,
2001]. B Mosronuu oTHOCUTENbHAS OMOJIOTUYECKAs MPUCIIOCOOJIEHHOCTh TITYXHUX
mojed (BHE 3aBUCMMOCTH OT OpayHOro cTaTyca M C Y4eTOM Oe3[eTHBIX
WHIMBUAYYMOB) cocTaBuiia 0.62, mpu 3HAUMMO CHM>)KEHHOM CpPEJTHEM YHCIE JeTen
y TIYXHX, COCTOSIIUX B Opake (2.7), M0 CPaBHEHUIO C UX CIBIIAIIMMHU OpaThsiMu /
cectpamu (3.6) [Tekin et al., 2010].

Takum o00pa3oM, HeCcMOTps Ha pa3Hble MOAXObl, HCHOJIb3yEMbIE B
HEMHOTOUYHMCIICHHBIX HMCCIEAOBAHUAX IMapaMeTPOB PEMPOAYKIIUU TIYXHUX JIIOJCH,
OBLIO TIOKa3aHO, YTO OMOJIOTHYeCcKas pucrocoOeHHoCTh (genetic fitness) rimyxux
JIOJIeH, BhIpakaeMasi B CPEIHEM YHWCJIE JETeH, BapbUpPyeT, Kak W s JAPYTHX
YeJIOBEYECKUX TPYII, B 3aBUCHMOCTH OT Teorpaduueckoil JoKaau3aiuu, COIUo-
KYJbTYPHOM M ITHUYECKOW CpEIbl, HO OCTAECTCS CHUKEHHOW II0 CPAaBHEHUIO C

HOPMAJIBHO CJIbIINAIIMMHX HHAWBUIAMMH.
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1.6.4. HekomniieMeHTapHbIe OpaKku

BeposTHOCTh pOKACHHS TIYyXUX JIeTel BapbUPYyeT B Pa3IUYHBIX BapHaHTaX
OpayHBIX Map C TCHETHYECKUMU W HETeHETUYECKUMHU TNMPUYMHAMHU TIIYXOThL. Y
CYIIPYTOB, Ubsl TIyXOTa OOYCJIOBJI€HA PELIECCUBHBIMH MYTAllMSIMU OJHOTO U TOTO
e TeHa (HeKOMILUIEMEHTapHbIe OpaKu), MOTYT POJUTHCS TOJIBKO TIyXUE JETH U C
TOM € caMOW T'eHEeTUYECKOW MPUYUHON TiyXoThl. CleqoBaTellbHO, TaKUe Opaku
MOTYT CYIIECTBEHHO YBEIMYHUTHh YACTOTY KaKON-TMOO PEIeCCHBHOW MYyTAaIlWH,
BBI3BIBAIOINIECH TITYXOTY, B IOCIEIYIONINX MOKOJICHUSX.

B pabote [Arnos et al., 2008], BbIIOJIHEHHOW HA OCHOBE MOHYMEHTAJIBHOTO
tpyaa «Marriages of the Deaf in America» (Fay, 1898) - yHuKaIbHOM KOJUISKIIHN
POAOCIIOBHBIX IIyxux mwoae 3a mepuon 1801-1894rr., m cooTBeTCTBYrOIIUX
TaHHBIX 3a mepuoj XX-To Beka, MOJIy4YeHHBIX Ha BeImyckHukax Gallaudet
University (CIIA), Obutl IpoBeIeH CPaBHUTEIbHBIN aHAJIN3 OpauyHOW CTPYKTYPHI
TIIyXUX JIIOJIeH, TOKA3aBIIMK JOCTOBEPHBIM POCT YMCIAa HEKOMIUIEMEHTAPHBIX
OpakoB 3a mpomenmue 100 ger (4.2% u 23.0%, coorBercTBeHHO) [Arnos et al.,
2008]. Kpome Toro, cpaBHUTEIbHBIM aHANIM3 4YacTOThl MyTanuid B reHe GJB2
(Cx26) B KoropTax 00JILHBIX TpeX Bo3pacTHBIX rpymnn (1921-1940 r.p., 1941-1960
r.p., 1961-1980 r.p.) BBISIBWI JOCTOBEPHBIN pocT yacToThl GJB2-MyTaruit Ha 3TOM

CPaBHUTEIHLHO KOPOTKOM BpeMeHHOM oTpe3ke (60 ser) [Arnos et al., 2008].

1.7. TyBuH1bI — KOpeHHOE HacedeHue PecnyOankn TriBa

Pecnybnuka TriBa pacrionoxkeHa B reorpaduyeckoM IeHTpe A3uM Ha Iore
Bocrounoit Cubupu u rpannuut ¢ Mounronueit, Kpacnosipckum kpaem, UpkyTckoit
obnacteio, Pecriyonukamu Xakacusi, bypstus u Anraii. O6mas minomanas — 168.6
ThIC. KB. KM. (pucyHok 4). Cronuua - ropoa Kei3eui. Hacenenune Tyssl - 309347
yen. (mo manHeIM Poccrata mHa 2012r.), muioTHOCTh HaceneHus - 1.86 deir./km?,
VAENbHBIN BEC TOPOACKOr0 HacesleHHs - 52%. DTHUYECKU COCTaB: TYBUHIIBI -
81%, pycckue - 16%, npyrue HalMOHAIBHOCTH - 0koJI0 3%. B PecriyOnnke TriBa —

17 anMHUHHCTPATUBHO-TEPPUTOPUATIBHBIX MOAPA3AEICHUN (KOKYYHOB).



32

HEXLTCRAR
- 0BN.

KPACHOAPCKUH
- kPAR

PECNYBMNKA
XAKACCHUA

PECMYBNUKA
ANTAW

MOHIronuna

PucyHok 4. AAMMHMCTPaTUBHO-TeppUTOpHAIbHAas KapTa Pecnny0simkn ThiBa.

1.7.1. UcTopuveckue u ITHOrpaguvecKue cBeieHUs 0 TYBHHIAX

TyBUHIIBI - OAMH W3 APEBHEUIINX TIOPKOS3BIYHBIX STHOCOB, HACEISIOIINX
CasiHo-AnTalickoe Haropbe. McTopuueckol pOAMHONW TYBHUHIEB U UX IPEAKOB
saBisieTcs: TeppuTopusi coBpemeHHoil PecnyOnuku TeiBa (TyBa). Pacmonoxxenue
tepputopun TyBbl B TeorpaduueckoM IeHTpe A3MM C IPEBHEUIINX BpEMEH
HAKJIaJbIBaJO OTIEYAaTOK Ha €€ OTHOLIEHUSX C HACEJICHHEM COCEIHUX U
ONMM3NEeKAUX PErMOHOB U (POPMUPOBAHME TYBHHCKOM HAIMM B €IUHBIM 3THOC
JUINTEIBHOE BPEeMs IMPOUCXOAMIIO B YCIOBHSIX OTCYTCTBHUS T'OCYJIAapCTBEHHOCTH U
NOCTOSTHHOU OOpBHOBI Hapoaa 3a He3aBUCUMOCTh [ManHaii-oo:1, 2004].

JIo HacTOAILIEro BpEMEHM MpoOseMa dTHOT€HE3a TYBUHIEB NPUHAUICKUT K
YHUCIIy CIOXHBIX U MaJIOM3yUYE€HHBIX U MHOTHE BOIIPOCHI, CBS3aHHBIE C HCTOpHUEN
(opMUpPOBaHUS TYBHMHCKOTO 3THOCA, OCTAKOTCSl HEPEIIEHHBIMU U CIOPHBIMH, HO,

TEM HE MEHee, MMEIOUIUICS HCTOPUKO-3THOrpaUUecKuil MaTepuan MO3BOJISIET
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BOCCO3/1aTh OTHOCUTEJIBHO LIEJIOCTHYIO KapTUHY 3TAlOB CTAHOBJIEHUS TYBUHCKOIO
aTHOreHe3a [ManHaii-ooi, 2004; Baiinmreiin, ManHnaii-oon, 2014].

B xonme Il TeicaueneTuss g0 H.3. Ha TeppuTopuio TyBBI HepecenInCh
IepBble MUIPaHThl U3 BocTounoi EBpombel - HOCHUTENM Tak Ha3bIBAEMOU
«adaHacheBCKOI» KyabTypsl [BaiHmreitn, ManHnaii-oou, 2014].

B VIII-I1l BB 10 H.3. Ha Tepputopuio TyBbl TPOHUKAIOT HOBBIE STHUYECKHUE
TPYIIbl, KOTOPbIE HE TOJBKO CMEIIAINCH C MPEKHUM HACEICHUEM, HO U, B
3HAQYUTEIBHONM Mepe, BBITECHWIM HX. JDTOT MEPUOJ B JIUTEPATYpPE OINUCAH KaK
ckudcko-cuoupckuii. CorjlacHO apXeoJOTMYECKUM JaHHBIM 3TOTO TEepuoja, B
AHTPOTIOJIOTUYECKOM OTHOIIEHUU, HaceleHue TyBbl B 3TOT MEpHUOJ ObLIO
CMEIIAHHBIM E€BPOIEOUTHO-MOHTOJIONIHBIM: CYIIECTBOBAIN TEPPUTOPHUATBHBIE
pa3nuyus B aHTPOIOJOTUYECKOM TUle HaceseHus TyBbl [Anekcees, 1984]. Tak, B
3anagHoil 4yacTu TyBbl MPOKUBAIM IUJIEMEHA C E€BPONECOUIHON BHEIIHOCTBIO C
MEHEE BBIPA)KEHHOW MOHTOJIOMIHOM KOMIIOHEHTOM. YCHJIEHWE MOHIOJIOMIHOU
KOMIIOHEHTHI MPOCIEKUBAETCS OT IEHTPATbHOW YacTu Tepputopuud TyBBI K
FO)KHOM U BOCTOYHOM. EBpOINECOHUIHBI KOMIIOHEHT B AHTPONOJIOTUYECKOM THIIE
TYBHUHIIEB BOCXOJUT K el1le 0oJiee ApeBHEMY HACEJICHUIO «aaHaChEeBCKOMW» AIOXHU
U paHHEero CKU(CKOro meprojia, a MOHTOJOUAHBIA UMEET IEHTPATbHO-a3uaTCKOe
MpPOUCXOXKIeHUE. B0o3MOXKHA MPUMECh CEBEPHO-MOHTOJIBCKON KOMIIOHEHTHI Y
IJIEMEH BOCTOYHOW 4YacTh TyBbl, CBSI3aHHOW C CaMOJUMCKUMH, KETCKUMHU H
TYHT'YCCKUMH 3THUYECKUMH TPYIIIAMH, O YEM CBHUAETEIBCTBYIOT HAaWJEHHbBIE TaM
TormoHnmMuueckue mnamsaTHHKH [KeizmacoB, 1969; Ilotamos, 1969a; Kreizmacos,
1979; Cepnobos, 1971; AnekceeB, 1984; Baiinmreitn, Mannaii-oon, 2004].
Ckudckuil meprosi XapakTepU3yeTcsl CIOKHBIM aHTPOTOJOTUYECKUM COCTaBOM
HacesieHus: TyBbl Ha BCeX JTamax €ro CyIIeCTBOBAaHUS U, B 3aBUCUMOCTH OT
HUCTOPUYECKHUX COOBITHH, MPOUCXOAUBIINX B 3TO BpeMsi B EBpazuu, cooTHOIICHNE
EBPOMEOUTHBIX ¥  MOHTOJOMJHBIX KOMIIOHEHTOB OBUIO  HEMOCTOSHHBIM
[UukumieBa, 2008]. Takum oOpa3oM, IUieMEHa, JKUBIINE B CKU(DCKO-CHOMPCKUIA
Nepuo/], MPUHSIN YYaCTUE B HAYaJlbHOM 3Tale 3THOrEHE3a TYBUHIIEB, COCTABUB

ero sapo [Baitnmreiitn, Mannaii-oon 2014].
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Il B. 10 H.3. - 10 V B. H.3. - JIJUTENbHBIA UCTOPUYECKUI MEPHUOJ Ha
MNPOTSIKEHUH KOTOPOrO MPOCICKUBACTCS MOSIBICHUE W MOCTENEHHOE YCUJICHUE
MOHTOJIOUTHOM KOMITOHEHTHI B aHTPOIOJIOTMYECKOM THUIIE MECTHBIX KHUTENeH,
KOTOpasi OblTa HAa TIEPBBIX JTalmax Ha TIOPKCKONW OCHOBE C TIPUXOJOM U3
[lenTpanbHON A3HMM HapOJOB— I'YHHBI (XYHHBI) U JPYTHX TIOPKOSA3BIYHBIX U MHBIX
stHrYeckux rpymnn [Cepao6os, 1971; Anekcees, 1984; Mannaii-oon, 2004]. Yacts
JPEBHETO HACEJICHUS, BEPOSTHO, ObllIa BBIHYXJCHA OCTAaBUTh OOKHUTHIE MECTa, a
OCTaBIIMECS TPYIIbI CTATH CMEIIMBATHCS C MPUILUIBIMU MJIEMEHAMH, MOCTEIEHHO
BOOpaB Ux 00pa3 xKU3HU, KyJIbTYpy U aHTPOIOJIOTHYECKHUI 00JIMK, CTAHOBUBIIIHIICS
CO BPEMEHEM IIEHTPAIbHO-a3UATCKUM THUIIOM OOJBIION MOHTOJOUIHOM pachl
[CepnoboB, 1971; Manmnaii-oon, 2004; Baiinirreiin, Mannaii-oo, 2014].

VI-XII BB - npornecc ycuiieHHUs] TIOPKU3ALMU U STHUYECKON KOHCOIUIAAIUN
HaceseHus: TyBBI CBA3aH C 3M0XaMU TIOPKCKUX KaraHatoB: JpeBHeTIOpkckoro (V-
VIII BB.), yiirypckoro (VIII-1X BB.) u apeBuekbiproizckoro (1X—XI1 BB), koTopsie
OKa3aJM CYIIECTBEHHOE BIIMSIHUE Ha CTAHOBJIEHHME TYBHMHCKOIO 3THOCA,
OTpENeNUIIA  S3bIK, KynbTypy W ObIT [Baitamreiin, 2014; Ksiznacos, 19609;
[Tortamnos, 1969a; Cepno6os, 1971].

Cpenn OCHOBHBIX JTHUYECKHX IUIEMEHHBIX TPYIN JAPEBHETIOPKCKOTO
nepuo/ia, IPUHIBIIUX y4acTHe B (HOPMUPOBAHUM TYBUHCKOTO 3THOCA (a3bl, YUK,
MIOPKU-MIOKI0, meie mybo W JIp.) BBIICIAIOT rpymmny myb6o (0y60), HaBIIyiO
BITOCIICJICTBMH Ha3BaHue miieMeHn mysa [Cepnooos, 1971; Mannaii-ooi, 2004;].

3HAYUTEIBHYIO POJIb B (POPMHUPOBAHUU TYBUHCKOI'O 3THOCA ChITpaId U
MOHTOJIOSI3BIUHBIEC TUUIEMEHA, KOHTAaKThl C KOTOPBIMH OCYIICCTBIISUIUCH €Ie B
npesHetiopkckuid  nepuon  (VI-VIIl  BB.).  VHTeHCHBHBIE  MUTIpalUH
MOHTOJIOSI3BIYHOTO HACEJICHUsT Ha TEeppUTOpHI0 TyBBI MPOUCXOJUIIN, TJIABHBIM
obpazoM, u3 CeBepHOil A3uu U B epro MoKopeHus mieMeH TyBbl UnHTHCXaHOM
u ero nmotomkamu B XI-XIV BB. [[loranoB, 1969a; Cepno6os, 1971; ManHaii-
oo, 2004].

[Tocne pacniana Monronsckoi umnepuu (konen, XIV B.), Hacenenue TyBbl B

TCUCHUE [JBYX BCKOB ObUI0 HE3aBUCHUMBIM. JTOT NNepuoa XapakKTCpu3lyecTCs
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OTHOCHUTEJIbHO  KOMMAaKTHbIM  MPOXKMUBAHUEM  TYBUHCKUX  IUIEMEH,  4YTO
CIIOCOOCTBOBAJIO MX KOHCOJMIAIMU KaK eauHOoro 3THoca. OxgHako, B koHIe X VI B.
mieMeHa TyBbl MOMAgarOT MOJ BIAABIYECTBO AJITHIH-XAaHOB, 3aT€EM BO BTOPOU
nonoBuHe XVII — Jlxxynrapckoro xanctBa. Crapasch m30exarb mopadoIieHus,
TYBUHCKHE IIJIEMEHA KOUYEBaJIU Ha OOIIMPHBIX TEPPUTOPUSX, TOCTUras Ha CeBepe
BepxoBheB p.OOb M Ha tore - OacceitHa Yepnoro Upteima [Cepmobos, 1971;
Baiinmreitn, Mannaii-oon, 2014]. MHorue U3 3TUX IJIEMEH OCTallUCh KOUYEBaTh C
MECTHBIMHU IUIEMEHaMH pPa3au4HbIX Tepputopuiit Cubupu u B JajgbHEHIIEM
MOJHOCTBI0 cMmemanuchk ¢ HuMu [Cepnobos, 1971; Baiinmreitn, MaHHaii-0071,
2014].

C cepenunbt XVIII B. wmanpwkypckas (Lunckas) nunactus Kwuras
MOAYMHSET MJIEMEHA, HACENSIoUe TeppUTOpuu TyBbI, © UMEHHO B 3TO BpeMf,
IJIEMEHA, )KUBIINE Pa3pO3HEHHO HA OOIIMPHBIX TEPPUTOPHUSX, OBLIN pa3AeiieHbl Ha
HECKOJIbKO OCHOBHBIX aJIMUHUCTPATUBHBIX €IUHUI[ - XOIIYHOB (palOHOB),
KOTOpbIE OTPAaHUYMBAIIA TPAHUIIBI UX KOYEBHI, U, TAaKUM 00pazoM, k Hadaimy XIX
3aBepHIMIIOCH (OpMUpOBaHHUE TyBHUHCKOro aTHoca [[lotamoB, 1969a; AmnaiibaH,
Mannaini-oon, 2013; Balinmreiin, Mannaii-oosn, 2014;]. OgHumM #U3 Ba)XHBIX
(bakTopoB 3TOro mpolecca ObUIO YCTAaHOBJICHWE aJIMHUHHCTPATUBHOTO JIEJICHUS,
OCHOBAHHOTO, TJIaBHBIM 00pa3oM, HE Ha pPOJOBOM, a Ha TEPPUTOPUATIHLHOM
MPUHIINATIE, YTO CIIOCOOCTBOBAJIO CTUPAHUIO TJIEMEHHBIX Pa3IMuui, CTAOUIU3aIuu
ASTHUYECKOTO COCTaBa HACEJEHUSI M KOHCOJIMJALMK TYBHUHIIEB B €IUHYIO
HapoaHocTh [[ToTanos, 1969a; Mannaii-oon, 2004 ]

Takum o00pa3oM, B COBPEMEHHOM TYBHHCKOM 3THOCE MOKHO BBIJICIUTH
HECKOJBKO  OCHOBHBIX  OJTHHYECKMX  KOMIIOHEHT: TIOPKCKasi, HauboJjee
CYIIIECTBEHHAas MOHTOJIbCKasl, B MEHBIIEH CTENEHU, BO3MOXKHO, CaMOJIUMCKas,
KETCKasi U HEKOTOPBIE 3JIEMEHThl HHAOEBPOINEHCKOM KOMIOHEHTHI [KbI3macos,
1969; Iloranos, 1969a; Cepno6os, 1971; Baiinmreitn, 1972; Tatapunues.,1976,
1980; Anekcees, 1984; ManHnaii-ooi., 2004].

Eme nns apeBHMX TyBMHCKHX TUIEMEH ObLIa XapakTEepHA HEPAaBHOMEPHOCTH

B PacCCCIICHUHN POAOIINICMCHHBIX I'PYIIIl HA TCPPHUTOPHUHU TYBI:»I, B 3aBUCHUMOCTH OT UX
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sTHUYECKOTO Tpoucxoxaenus [Iloramos, 1969a; Cepnobor, 1971; Baiiamreiin,
1972]. JlaHHBIE aAHTPOIOJOrUH, 3THOrpaGUM M JIMHIBUCTUKH YKa3bIBaIOT Ha
3HAYUTEJIbHBIE PA3IMYUs MEXKIYy TEPPUTOPUAIBHBIMU TpyIIaMud TYBUHIEB. B
YAaCTHOCTH, Ha TeppuTOpur TyBBI BBIAEHSAIOT TPU AHTPOMOJIOTMYECKUX THIIA:
MOHTOJIOUHBIN, XapaKTEPHBIN JJIsI F05KHBIX TPYIN TYBUHIIEB; aHTPOTOJOTHYECKUI
TANT C  OCJIa0JEHHOHW  BBIPAXEHHOCTbIO  MOHTOJIOUJTHOM  KOMIIOHEHTHI,
pPaCIpOCTPAHEHHBI B 3allaJHOM 4YacTU TyBbl, WU CaMOCTOSITEJIBHYIO TIPYIIILY
TYBUHIIEB-TO/KUHIIEB, HACEJSIONIMX CEBEPO-BOCTOK TyBbI, KOTOpPBIX HHOIJA
OTHOCAT K OalKaJlbCKOMY aHTpOIoJIorHueckomMy Tuny [Balinmreitn, 1972;
bormanoBa, 1978; Baiinmreitn, 1980; Anekcees, 1984, AneckceeBa, 1984].
TepputopuanbHas nuddepeHnmals TYBUHIICB TPOCICKUBACTCS U JTUHTBUCTAMH,
BBIJICTISIIOIIMMU  HECKOJIBKO JIMAJIEKTOB TYBMHCKOTO si3bika [Yamamba, 1974;
backakoB, 1988; buuengeir, 2001]. DTta TeHAeHIUS, OTpaKarolmasci B
nuddepeHnaTbHOM — pacCelieHMH POJOBBIX  (pamMuiauii, coxpaHuiacb H B

HacTosmee Bpems [Kydep u ap., 1999a; [1y3sipeB u np., 1999].

1.7.2. llonyJIAuMOHHO-TeHeTHUYeCKHe uccaeaoBanus B Pecmy0sinke ToiBa

HccnenoBanusi MOMyJSIIIMOHHO-TEHETHUECKOTO Pa3HOOOpa3usi HacCeJEeHUs
PecnyOnuku ThiBa MpOBOAMINCH B pa3Hble NEPUOJABI U C YYaCTHEM pa3IUYHBIX
ncciaeqoBareneii. Hawmbosee netanpHble M MacCIITAOHBIE WCCIENOBAHUSA 110
U3y4EHHI0 TeHOo(pOoHIa KopeHHoro HaceneHus TyBbl B KOHIE 90-x rofoB Obuin
npoBeneHsbl yueHbiMu MHcTuTyTa Menuuunckoit renetukun CO PAMH (r.Tomck).

B uucne cambIx mepBbIX padbOT MO M3YYEHHUIO T€HO(OHA TYBUHIIEB ObLIM
VCCJIEIOBAHNSI UMMYHOJIOTHYECKHUX U CEPOJIOTHUECKUX MAPKEPOB, CPEAH KOTOPBIX,
B OCHOBHOM, aHAJIM3UPOBAINCH cucteMbl rpymmn kpoBu ABO, MN, Rhesus
[PrrukoB, 1965; PerukoB u 1p., 1969].

B  nocnemyromux paGoTtax, Hapsgy C HUMMYHOJOTMYECKUMH U
CEPOJIOTUYECKUMH MapKepamu, ObLI UCCIENOBAaH U psAJl OMOXMMHUUYECKUX JIOKYCOB
[Crinnieia w1 p., 1984; Marpakmud u ap., 1993; UBanosa u ap., 1995; OauHokoBa
u 11p., 1997; Kyuaep, 2000, 2001, 2003].
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B nmanbHelimeM, W3y4eHUIO TEHETUYECKOTO Pa3HOOOpa3usi MOMYJISIHH
TYBUHCKOTO Hapoja Oblla TOCBSIIEHA cepusi paboOT, OCHOBAaHHBIX Ha
UCIIOJIb30BaHUU MapKepHbIX JokycoB MTIHK, Y-XpomMocoMbl M HEKOTOPBIX
ayTOCOMHBIX JIOKycoB (Alu-mmoBTOpHI, MuKpocaTemuutel) [CamokoB u ap., 1997;
[Nomy6enko u np., 2000, 2001; Hepenko u ap., 2002, 2003; Crenanos, I1y3bipes,
2000a, ©0; Cremano, 2002]. B menom, [gaHHble 10 TOJIUMOPPUIMY
«KITACCUYECKUX» MapKePHbIX cuctem U ramtotunoB MT/IHK nokazanu nocratouno
BBICOKYIO BHYTPHUIOMYJISIIITUOHHYIO TE€HETUYECKYI0 TIe€T€pOreHHOCTh KOPEHHOTO
HacesieHus: TyBbI, CBSI3aHHYIO, MO-BUAUMOMY, C Pa3IUYHBIM COOTHOIICHUEM
BKJIaJia JIPEBHUX MOHTOJIbCKUX, CAMOJMMCKUX, KETCKUX U TIOPKCKHUX IIJIEMEH U
JIpeBHUX eBporneouHbIXx HapojaoB [['omybenko u gnp., 2000; Kyuep, 2001;
Crenanos, 2002, lepenko u ap., 2003; Kydep u ap., 2003].

B pabortax mo u3ydeHUto moJuMopQpu3Ma MUKPOCATEIUTUTHBIX JIOKYCOB Y -
XpPOMOCOMBI TaKX€ TMOJYy4YeHbl JAaHHBIE O BBICOKON BHYTPUIOIMYISLHUOHHON
M3MEHYMBOCTU MYXCKOro reHodgoHaa HaceineHuss TyBbl. Crenuduka CrekTpa u
pacnpoCTPaHEHHOCTh OTACNBbHBIX TAIJIOTPYII Y-XPOMOCOMBI CBUACTEIbCTBOBAIN
O HAJUYUU B COBPEMEHHOM ITyJie Y-XPOMOCOMBI TYBUHIIEB HECKOJIbKUX JTPEBHUX
€BPONEOUIHBIX KOMIIOHEHTOB, BO3MOXKHO, BO3HUKIIMX paHbLIE Hayala
dbopMHUpOBaHUS TYBHUHCKOTO 3THOCA, M HEKOTOPOMl 000COOIEHHOCTH MY>KCKOTO
reHooH/1a TYBUHIIEB, KaK OT COBPEMEHHBIX €BPONECOUIHBIX MOMYJISIUNA, TaK U OT
JPYTUX STHUYECKUX TPYII, BHECIIUX CBOW BKJIAJ B THOT€HE3 TYBHHIIEB B OoJiee
no3nHue ucropudeckue BpeMeHna [Cremanos, Ily3wipeB, 2000a,6; Jlepenko u mp.,
2002; Crenanos, 2002].

HccnenoBanus 1Mo M3y4eHUIO0 TEHETUUYECKOU Au(depeHITuaIuu MOMyIsIHi
TYBUHIIEB, MPOBEJICHHBIC C MTOMOIIbIO ayTOCOMHBIX MUKPOCATEJUIUTHBIX JIOKYCOB U
AlU-TTIOBTOPOB, BBISIBHJIM BBICOKHH YpPOBEHb MOJUMOpP(H3MA 3THX MapKepPOB H
CYIIECTBEHHYIO TEPPUTOPUAIIBHYIO HEOJAHOPOAHOCTh HUX paclpeicsieHus y
HaceneHus TyBel. Tak, mo gaHHbIM O mnosmMopdusme Alu-moBTopoB, ObLIO
MOKAa3aHO, 4YTO MOMYJSUMsS TYBUHIEB, HACEJSIOlas 3amajgHble pailoHbl TyBHI,

ABsieTCs  HaumOosiee  000coOJeHHON — Onaromaps  IPUCYTCTBUIO  JIpEBHe-
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€BpPONEOUIHON KOMMOHEHThI. [lo OIleHKE Te€HOTHUIHUYECKOro pa3HooOpa3usi Ha
OCHOBAaHHMH aHAJIM3a MHUKPOCATEIUTUTHBIX JIOKYCOB OOHAPYXHUJINCh BHIPAKCHHBIC
OTJINYMS TOJ/KUHIIEB, MpoXUBarommMx Ha Boctounbix CasiHaX, OT OCTaJbHBIX
MONYJISIIIUNA TYBUHIIEB. BepOsATHO, ATU JABE pa3IMYHbIE CUCTEMbl ayTOCOMHBIX
F€HETUYECKUX MAapKEpPOB MO3BOJWIM BBISIBUTH PAa3IMYHbIE BPEMEHHBIE ILIACTHI
(dbopMHUpOBaHHUS TCHETUYECKHUX pasauuuii TyBuHIEB. Alu-moBTOpHI, Kak OoJjee
KOHCEpBaTHUBHAsl CUCTEMa, OTpa3wid Oojee APEBHUE MPOLECCHI, CBSI3aHHBIC C
BIUSIHUEM JIPEBHE-€BPONEOUTHON KOMIOHEHTHI, a Oojee BapuaOelbHbIE
MUKPOCATEJUIUTHBIEC JIOKYChl 3a(DUKCUPOBAIA PA3IUYUS MEXAY TOKUHIIAMHU U
COOCTBEHHO TyBHMHIIaMH, clioxkuBiuecs nozanee [Crenanos, 2002]. OTu naHHbIE
COOTBETCTBYIOT CBEJCHUSIM HEKOTOPHIX ATHOTrpadOB O 3HAYUTEIHHBIX PA3TUUMIX B
ATHOTEHE3€ CTEMHBIX TYBUHIIEB, COCTABJISIOMIMX OOJBIIMHCTBO HaCEICHUs
pecnyONuKH, OT JTHOT€HE3a TYBUHIIEB-TO/DKHUHIIEB, JJII KOTOPBIX XapaKTEepHO
OoyipIlice BIUSHHUE KETCKUX HM CAaMOOUMCKUX TIUieMeH [AlekceeB, 1984;

Baiiamreitn, 1972].

1.7.3. I'eHeTHKO-2IMAEMHOJIOTHYECKIE U MeIUKO-TeHETHYECKHE
ucciaenopanus B Pecmy0siuke TriBa

ITepBble KOMIUIEKCHBIC MEIMKO-TEHETHUYECKHUE HCCIIeIoBaHus B PecryOnmke
TeiBa, ¢ TPUMEHEHUEM COBPEMEHHBIX KJIMHUYECKUX U  J1abopaTropHO-
JUArHOCTUYECKUX TMOJXOJI0B, Haydald TMPOBOJAUTHCA B KoHIEe 90-X roaoB
corpynuukamu Mucturyra meauiuackoi renetuku CO PAMH (r.Tomck). HyxHo
TaKXe OTMETUTh, UYTO TOMCKHI MHCTUTYT MEAUIIMHCKON M'EHETUKH BHEC OOJIBIION
BKJIaJl B CTAHOBJICHUU U PA3BUTHUU MEIUKO-TEHETHUECKOU cIy>kObl B PecmyOmmke
TriBa.

B pesynpTaTe TPOBENEHHBIX WCCIEIOBAaHUN OblJIa OXapaKTepU30BaHA
reHETHKO-IeMorpaduaeckasl CTpyKTypa TyBUHCKOM momynsmuu [Kyuep u nap.,
1999a, 6; Kyuep, 2001; Kyuep u np., 2003], usydyeHa snuaeMUOJIOTHSI psiaa
HACJICICTBEHHBIX 3a00JICBAaHUN W BPOXKICHHBIX TMOPOKOB PA3BUTHUS B TYBHUHCKOM

NOMYJISIMKA, WX PacHpoOCTPAaHEHHOCTh Ha Tepputopuu PecnyOiuku, oOlLieHEeH
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YAEIbHBI BEC Tpy3a HACIEACTBEHHOW W BPOXKJICHHOM MATOJIOTUHM B MOMYJISIIUAH
Peciyoimukun  TweiBa [Ily3eipeB, 1999]. Kpome Ttoro, ObumM TIpOBEICHBI
UCCJENOBAHMUS TI0 aHAIW3y MNojauMop(du3Ma KaHAMAATHBIX TE€HOB psla
MHOTO(AKTOPHBIX 3a00J€BaHWN W TEHOB HEKOTOPHIX MOHOTCHHBIX OO0JIe3HEH
[Kyaep wu gap., 2003]. Tlomynmsumst Pecnybmuku ThiBa XapakTepusyercs
pa3HoOOpa3reM HAcleJICTBEHHOM U BpPOXIACHHOW TATOJIOTMM U  YPOBEHb
OTSTOLIEHHOCTH MO ATUM 3a00JE€BaHUSM IIMPOKO BaAPBUPYET IO pailoHam
Pecny6nuku. Tak, cpean ayToOCOMHO-IOMUHAHTHBIX 3a00JIeBaHU HanboJIee YacTo
BCTPEUAJIMCh aXOHJIPOTUIa3us, BPOXKJICHHBIM NTO3, aJlbOMHU3M C KOXKHO-TJIa3HOMU
dbopmoit u np. I3 ayToCOMHO-PEIIECCUBHBIX 3a00JIEBAaHUN BBIJICIISUIUCH 110 YACTOTE
MYKOIOJIMCAaXapua03, IYXOHEMOTA, MUKPOTUU C aTPE3UEN HApYKHOT'O CIIyXOBOTO
npoxoja. X-CIEIUICHHbIE HAaCJEICTBEHHbIE OO0JIC3HH, B OCHOBHOM, OBLIU
MPEACTABICHbl Pa3JIMYHBIMUA KIMHUYECKHMMHU KApTHHAMU WMXTHO3a U YMCTBEHHOM
orctanoctu [Ily3sipeB, 1999]. M3 MHOXECTBEHHBIX BPOXXJCHHBIX aHOMAJIUN
pa3BUTHSA BBIACISICS 1O yacTore cuuapoMm JlayHa (36%) m OKOJO IOJIOBHUHBI
cliy4aeB ObUIM TPEACTABJICHBI HEKIacCUPUIUpOBaHHBIMU  Qopmamu. U3
M30JIMPOBAHHBIX TOPOKOB YacTO BCTPEUAIMCh aHOMAJIUU Pa3BUTUS KOCTHO-
MBILLIEYHOU, CEPACYHO-COCYAUCTON CHUCTEM U IMOPOKU DPA3BUTHUS LIEHTPAJIbHOU
HEpPBHOU CHCTEMBI U opraHoB 4yBCTB [Ily3bipeB, 1999].

Uto KkacaeTcs OSIUIEMHUOJOTHUECKUX MCCIENOBAaHUN HACJEICTBEHHOU
ryxoTel B PecnyOnuke ThiBa, TO OHM ObUIM OTPaHUYEHBI MAJBIM YHCIOM
00cJieTOBaHHBIX OOJIBHBIX C HEHPOCEHCOPHOW TYrOyXOCThbIO M TJIYXOHEMOTOU B
OTHEeNbHBIX pailoHax PecnyOmuku. CerperallMOHHBIM aHallW3, TPOBEIACHHBIN B
CEMBSX C TYTOYXOCTBIO/TIIYXOTOH, MTO3BOJIUI BBISIBUTH (HA MOMEHT MCCIICIOBAHUS)
pa3Hble TUIBI HAcJeJOBaHUS 3a00JieBaHUST - ayTOCOMHO-JIOMHHAHTHBIN,
ayTOCOMHO-PELIECCUBHBII W PELECCHUBHBIM, CLEIUVIEHHBIA C X-XpPOMOCOMOWU

[[Ty3sipeB, 1999].
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I'JTIABA 2. MATEPHUAJIBI U METO/1bI

Marepuanbl s AOUAEMHOJIIOTMYECKOTO0  aHaIM3a,  MOJICKYJISIPHO-
TEHETUYECKOTO HMCCIICIOBAHUSI HAPYUICHUNM CIyXa M XapaKTePUCTUKU COLMAIbHO-
neMorpaduyecKux MmapaMmeTpoB JIOJIEH C TYTOyXOCThIO/TIIYXOTON ObUIN MOJTYYEeHBI
B r.Kb3ble W B XOJ€ HKCHEIUIIMOHHBIX BBIE3IOB MO paioHaM (KOXYyyHaMm)

PecniyGnuku TeiBa B mepuoz ¢ 2010r. mo 2014r.

HNcrounnku nHpopManum AJ151 CO3AaHUA 0a3bl JAHHBIX 0 00JIBHBIX C NOTEpei

ciayxa B PecnyOiinke ToiBa

Jist co3manust 6a3bl JaHHBIX 00 WHAMBUAYyMax C IIOTepel cliyxa,
npoxkuBatrommx B PecnyOnuke — ThiBa,  MCHOJIB30BAIMCH  Pa3IMYHbIE
uHpopmaImoHHble ucTOUHUKU. Hanbosee nosiHas uHbopMals o TUIIE U CTEIICHH
MOTEepHU CiIyXa IMoJTydeHa JJisi OOJBHBIX MIIaJIIIEH BO3pacTHOU rpynmsbl (0T 2 a0 24
Jet), coctosiBmMx Ha ydere (Ha 2010-2012rr) y gerckoro cypjaoJiora
PecniyOnukanckoi nerckoi 6onbHulib (T.Kbi3p01). ITa nHPOpMAIUs TONOTHIACH
CBEJICHUSAMH 00 ydJaluxcs W HEJaBHUX BBIMYCKHUKAX (Bo3pacTHas rpymma 21-24
rojia) CrenuagbHON (KOPPEKIIMOHHOM) 001eo0pa3oBaTeIbHOM MIKOJIbI-HHTEpHATA
1-ro Buma mms Hecnpimanmx gered (r.Ke3pun). [ns B3pociaoro HaceneHus c
HapylieHusiMu ciiyxa B PecmyOnuke ThiBa B HacTosiliee BpEeMsi OTCYTCTBYET
eAUHBIA WH(DOPMAIMOHHBIA PECypC, KOTOPBINM MO3BOJIMI OBl MOJYYUTh TOUYHBIC
CBEJICHHS O THUIE M CTENEHU MOTepu ciyxa OonbHBIX. B CBsi3u ¢ 3TuUM, ObLIa
npoBe/ieHa paboTa 10 AaKKyMYJISIIIUM COOTBETCTBYIOIIEH uWHOOpMaUM U3
Pa3IMYHBIX HMCTOYHHMKOB: OIOPO MEIHMKO-COIMaIbHON »Kkcneptu3bl (MCD) mo
PecniyOnuke TriBa, peruoHanbHoe oTAeneHue Beepoccuiickoro obmecTBa riryxXux

(BOTI'), nepconanpHOE aHKETHPOBAHUE OOJIbHBIX.
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XapakTepucTHKA BHIOOPKH 00JIbHBIX JJIS1 MOJIECKYJIAPHO-TEHETHYECKUX

HCCJIeI0BaAHUM

B516op1<a OO0JILHBIX HJIsT MOJICKYJIPHO-TCHCTHUYCCKOI'O aHalIM3a COCTaBHJIA

201 genoBek B Bo3pacTe OT 2 10 69 ner. XapakTepucTuka OOJBHBIX MPEICTaBICHA

B Ta0mune 1.
Tabauna 1. XapakrepucTtuka BbIOOPKH 00JIbHBIX.
KoIn4ecTRo Oo01ee 9nciao 00JILHBIX 201
00JILHBIX Yuca0 HEPOACTBEHHBIX CeMEH ¢ OONbHBIMU UHAMBUIAMU ™ | 174
Myxkckoi 99
IToa o
Kencknii 102
. TyBUHIIBI 192
OTHHYECKHI
Pycckue 7
COCTaB
CwMmenraHHast STHAYECKAs PUHAIIC)KHOCTh 2
r.KbBI13611 76
VYayr-XeMmckuil paiioH 27
MecTo . .
Kb3puickuii paiion 20
MPOKMBAHUSA oL
J3yH-XeMUNKCKUI palioH 15
Hpyrue paitonsl Pecniyomuku Teisa (n=14) 63
HeitpocencopHbiii 122
T CwMmenraHHbIi 3
HII IOTEPHN o
cayxa P HenuddepenunpoBanHblil TUIT TOTEPH CITyXa 76
(IMarHo3 «BPOXKIACHHAS TIIyXO0Ta» WA «BPOKICHHAS
TIIyXOHEMOTa»)
CreneHnb [11-1V cTenens u/unm rioyxota 197
norepu cayxa | |I-11l ctenens 4
Bpoxnennas wiu panHero Havania (10 2-3 JeT) moreps 188
Hauauno
MaHu(ecTaunu Clyxa
3a00J1eBaHN C 5-10 ner 13

*

6onsHOMY, B 20 ceMbsix - OT 2 10 4 OOJIbHBIX.

- B 154 u3 174 HepoACTBEHHBIX CEMbEHl OBLIO O00CIETOBAHO MO OJHOMY
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JIist KaKmoro OOJIBHOTO UMEICS ayTMOJIOTUISCKUAN TUAarHO3, TOCTaBICHHBIN
Ha OCHOBAaHUU KJIMHUYECKUX JIaHHBIX O THUIE MOTEPU CIyXa, OTOJOTUYECKOTO
OCMOTpa U pe3yJbTaTOB TMOPOTOBOM TOHalIbHOM aynuomerpuu. CTeneHb
HApyIICHUH CIyXOBOW (YHKIIMM HAa OCHOBAaHWUHU CPEIHUX 3HAYCHHUH MOPOTOB
CIBIIIMMOCTH Ha peueBbIX yactoTax (ab, nenmOensl) kiaccupUIUPOBAIHCH
COIIacHO MeAyHapoAHbIM craHgaptaMm [«Genetics Evaluation Guidelines...»,
2002; Taaptkunamse u mp., 2006]: 1-as creneHs (JIerkas Tyroyxocts) - 26-40 ab,
2-as crenieHb (YMepeHHass Tyroyxoctb) - 41-55 nb, 3-1 crenenpb (BbIpakeHHas
TYroyxocTh) - 56-70 nb, 4-as ctenens (Tsokenast Tyroyxocts) — 71-90 nb, rimyxota
->91 nb.

Kpome Ttoro, mis kaxmoro OOJHOTO ObUIA 3alojHEHA CrelHalbHAs
nH(popMaIIMOHHAsI KapTa, cojJiepkKaIias CBEJCHUs: O MoJie, BO3pacTe, dITHUYECKOU
NPUHAIISKHOCTH  (BBIACHSIIACH MPEUMYIIECTBEHHO JI0 TPETHEr0 IOKOJICHHS),
MECTE€ POXKICHHUS W TMPOKUBAHUSA, CYPAOJOTHUYECKOM JIMATHO3E, BO3pacTe, B
KOTOpPOM OBbLIO BIIEpPBbIC 3a(PUKCHUPOBAHO HAPYILICHUE CIyXa, COCTOSIHUU CllyXa y
ponuTeneil W OMU3KUX POJCTBEHHUKOB, a TakKKe COCTaBJICHA POJOCIOBHAS,
MO3BOJISIONIAs YTOYHUTh POJICTBEHHBIE CBsI3U MpoOaH0B. bonsHbie 10 18-20 net
(112 yen.), B ocHOoBHOM (95 wuen.), SBISJIUCH Y4YalIUMUCA CIICUUATBHON
(KOppeKIIMOHHOM) 0011Ie00pa3oBaTEeILHON IIKOJBI-MHTEpHATa 1-r0 BHUIA s
HecnbImamux aerei (rKei3pun).

BosnbHbIE ¢ BpOXKIEHHOW (MM BO3HUKILIEW B PAaHHEM JIETCKOM BO3paCTe)
HelipoceHcopHo Tyroyxocteio |lI-IV cremeHun w/mnum TIIyXOTOM COCTaBIISIIOT
HauOOJBIIYIO YacTh BRIOOpKH. Ha 0CHOBE HalWuus WU OTCYTCTBUS MH(OpPMAIUU
O CpeloBBIX (paKTOpax, MPEANONOKUTEILHO TMPUBEIIINX K TMOTEpPe Ciyxa,
oOciieToBaHHbIE 00JIbHBIE OBLITN TIO/Apa3AesieHbl Ha e noarpynmbl — | u 1.

B moarpynmy | Bxirouero 147 60ipHBIX, B aHAMHE3€ KOTOPBIX HET YKA3aHHM
Ha BEPOSTHBIC JTHUOJIOTHYECKHE (aKTOpbI, TMpHUBEAIIME K TOoTepe ciyxa. B
noarpynmny |l Bonumm 54 OGoNbHBIX, JUIsI KOTOPBIX HMenach HHGOpMaLUs O
CpenoBbIX (haKTOpax, TaKMX KaK TMEPEHECCHHbIE B pPaHHEM JETCKOM BO3pacTe

nH(eKkIroHHbIe 3a00JeBaHusl (MEHUHTUT W Jpyrue HeWpouH( EKIHuH), IpueM
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aHTUOMOTHKOB, POIOBAas TpaBMa, aCUKCHsI HOBOPOXKICHHOTO, HEJIOHOIIEHHOCTh U
HU3KUN BEC TP POKIICHUHU, YEPEITHO-MO3roBas TpaBMa. Kpome Toro, B aHamHe3e
22 00apHBIX OBLIM yKa3aHUs (B KaueCTBE COMYTCTBYIOIIEro 3a00IeBaHMs) Ha 300 U

Jpyrue HapyleHus PyHKIHUN IUTOBUIHOMN JKee3bl.

KonTpoJsbHasi BBIOOpPKA

KonTponbhas BeiOOpka Bkimouaia B ceds 121 gen. (B Bo3pacte ot 9 no 72
JIeT, *eHCKoro mosna — 81 yen., myxckoro noja — 40 den.). B BeiOOpky Bomuim
HECBSI3aHHbIE OJIM3KUM POACTBOM TYBHUHIIBI U3 Bcex pailoHOB PecnyOnuku ThiBa,
HE COCTOSIIME HA YUYeTe y CypJoJiora U 0e3 MPU3HAKOB CHUKEHUS ciyXxa (KpoMme
ISITH 4YEJIOBEK, YKa3aBIIMX HAa HEKOTOPOE CHMKEHHUE CIIyXa, BO3HHUKIIEE y HUX B

Pa3HOM BO3pacTe).

v BCEX YYaCTHHUKOB UCCJIEIOBAHMUS nocJie UCBMEHHOTO
MH()OPMUPOBAHHOIO corjacusi Ha oOcienoBanue (y JI€Tel - Mocie MUCbMEHHOTO
WH(OOPMHUPOBAHHOTO COTJIACUSl POJAMTENICH WM OINEKYHOB) OBLI OCYIIECTBIICH
3a00p BEHO3HOW KpOBM M3 JIOKTEBOW BEHBI i BbiaeneHus obpasuos JIHK.
HccnenoBanne oqo0peHo MunnCTepCcTBOM 3/1paBooxpaneHus PecyOnmku TriBa u
komuccuer mo Ouostuke WMHcturyra mmrtosmorun u reHetuku CO PAH (T

HoBocubupck).

HUcrounnku nHpopMauM AJ151 COUMAIBHO-AeMOrpapu4ecKol 4acTu
UCCJICA0BAHMM

JIns moJiydeHus COIUATbHO-IeMOTrpaUYecKuX XapaKTePUCTUK TPYIIIbI
JIOJIEH ¢ TOTepel ciryxa (IOJIOBO3PACTHOM COCTaB, YPOBEHb OpadyHOCTH, OpayHas
CTPYKTypa, TapaMeTpbl PENpOIYKIIMH, COLMAIBHBIM CTaTyC U  ICHXO-
AMOIIMOHAJILHBIE  XapaKTePUCTUKU) ObLI  HWCIOJB30BaH  PsAJ  HMCTOYHUKOB
uH(pOpMAIUU: TEPCOHAIBHOEC AHKETUPOBAHHWE TIIYXMX WHIUBUIYYMOB, OIPOC
POJICTBEHHUKOB, CBEICHMSI U3 PETMOHAIBHOrO oOTaeneHus Bcepoccuiickoro

obmectBa Tiyxux (PO BOI'), 6ropo meanko-conuanbHol 3kcnepTu3bl (MCD).
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Kpome Toro, ¢ momomipi0 pa3paOOTaHHBIX CIENUATU3UPOBAHHBIX AHKET OBLIO
IIPOBEJIEHO NIEPCOHAIILHOE COLIMOJIOTUYECKOE WHTEPBBIOUPOBAHUE
(anketupoBanue) 118 B3pocnbix (> 19 ner) rayxux uHIAUBUAYYMOB. B aHkere
Optn  chopmynupoBaHB  OJIOKM  BONPOCOB,  IO3BOJIAIONIME  IOJYYHTh
nH(QOpPMATUBHBIE JaHHBIE O BO3pAcCTe, MECTE PpOXKIACHHS, HAIMOHAIBHOCTH,
OpayHOM cTaTyce, BO3pacTe€ BO3HMKHOBEHMS HApYILIEHUN CIyXa, CaMOOIEHKE
CTENEHU IMOTEPU CllyXa, OOpa30BaHHH, TPYAO3AHATOCTH, MAaTEPUATBLHOM
MOJIOKEHUH, TUIIaX KOMMYHUKAIIUHU, CTETICH! BJIaJICHUSI )KECTOBBIM SI3bIKOM H(UJIN)
peublo. Psii BOPOCOB MO3BOJISUT TAKXKE OLICHUTH MCUX0AMOIIMOHATLHOE COCTOSTHUE
MIyXUX JIIOJed W WX B3aMMOOTHOIIEHUSI ¢ oOmiecTBOM. [lonyueHHble mpu
AHKETUPOBAHUU JAHHBIE B HEKOTOPBIX CIydasx ObUIM JOMOJIHEHBI B XOJE OMpoca

POACTBCHHHKOB.

CerperaniMoHHbIN aHAJIU3

MartepuaioM i MPOBEAEHHOTO KJIACCHYECKOr0 CErperaliOHHOIO aHajiu3a
NOCIIY>KWJIH JaHHBIE O SJEPHBIX CEMbSX C U3BECTHBIM PACIIPEACIICHHEM 310POBBIX
1 OOJIbHBIX TOTOMKOB C HEHpOCEHCOpHOU Tyroyxocthio/rmyxorou (HT/T), nns
KOTOPBIX BO3MOJKHBIE ATHOJOTHYECKHE CpeloBble (DAaKTOpPbl B BO3HUKHOBEHUH
HOTEPH CITyXa ObUIH UCKITIOUEHBI.

[Ipn fOMMHAHTHOM HacleJOBaHUU HamOoJiee MH()OPMATUBHBIMU ISl aHAIHU3a
SBIIAIOTCA TOTOMKM OpakoB MEXJIy HMHAMBHJIAMU C TOMO3MIOTHBIM U
reTepO3UTrOTHHIM T'€HOTUIIAMH, B MPEANOJIOKEHUU, YTO BCE 30POBbIE MHIUBU/IBI
UMEIOT HOPMAJIbHBI TOMO3UTOTHBIA T€HOTHM, a 00JiblIasi 4acTh OOJIbHBIX (TMpHU
HU3KOW YacTOTE aJulessi, BBI3bIBAIOIIETO O0JIE3Hb) SBISIOTCS rerepo3uroramu. Bee
MOTOMKH POJIUTEIBCKUX Iap, B KOTOPBIX OJIUH POAUTEINb O0JEH, a APYroi 370poB,
ObuM OOBEAMHEHBI [UJIs TECTUPOBAHHS JOMHUHAHTHOIO THUIIA HACJEIOBaHUS.
CerperaiioHHasi 4acTOTa BBIYMCISIACH KaK OTHOILIEHHE dYHCla OOJBHBIX K

o01eMy ynciay moToMKoB. Onindka olleHKH onpeensiach no Gopmyse

SE=Vp(1-p)/(T-1) ,
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r7ie P — 9acToTa OOJIBHBIX TIOTOMKOB, | — 00IIee YHUCII0 TOTOMKOB.

Jlyis TecTupOBaHUsl PEIIECCUBHOIO TUIIA HAclenoBaHHs Obuta chopmupoBaHa
BBIOOpKA CeMeid, B KOTOPhIX 00a pOAUTEIIS 3J0POBHI M €CTh XOTS OBl OJJUH OOJIBEHON
pebeHok. OIlleHKa CerperaqMoHHOM 4YacTOThl MPOM3BOJMIACH IO METO.Y,

npempioxeaHomy Li u Mantel, mo ¢popmyie
p=(R-kJ)/(T-kJy),

rae R — 4ncino OOJBHBIX MOTOMKOB BO BCeX CHOCTBaxX, | — OOIIEe YHCIO
IIOTOMKOB, Jx — uuncio cemeit ¢ K OGompHbiMu motomkamu [Li, Mantel, 1968],
Jucnepcusi 3TOM OLEHKU BBIUMCISUIACH KaK BeJWYMHA, OoOpaTHas B3BEIICHHOMU

CyMME BKJAJ0B ceMeil paszHoro pasmepa. s BerumcieHusi aucnepcurt V. u

ombku SE =+/V  mcmonp30oBasiack TabyMIla BECOB, IPUBEACHHAs B padoTe Li u
Mantel [Li, Mantel, 1968]. 95%-ubiii HOBEpHUTEIbHBIH HHTEPBAI IS OLICHKH

CEerperalMoHHON 4acTOThI orpeaessuics kak p + 1.96xSE.

MovJiekyJISIpHO-T€HeTHYECKUE METOAbI

Ikcrpakuus JHK
I'enomuas JIHK skcTparmpoBaHa W3 JEHKOIUTOB mHeprpEepUISCKON KPOBHU

CTaHIapTHBIM (eHOoN-XIopodopMHbIM MeTo10M [Sambrook et al., 1989].

BruisiBjienne mytauuii rena GJB2

Jlns BeIsBiieHust mytanuii rena GJB2 (Cx26, MIM121011) B 201 oOpa3sie
JIHK OGonbubix u B 121 oOpasue JAHK KOHTposibHOM BBIOOpPKH TNPOBEAECHO
pecekBeHrpoBanne 1Mo CoHTEpY BCETro OENOK-KOAUPYIOMEro paiioHa (d9K30H 2),
9K30H |-MHTpOHHOW oO0macT W (PIAHKUPYIOMIUX [OCIIEOBATEILHOCTEH TeHa
GJB2, 4TO mMO3BOJAMJIO BBISIBUTH BECh CIEKTP MYTAllMOHHBIX H3MEHEHHUU B
HYKJICOTHIHOM MOCJIeI0BAaTeIbHOCTH 3TOTO I'eHa.

Amvmumndukanus pa3nuuHbeix (pparmentoB TeHa GJB2 mnpoBomuiace ¢

nomonipio TIIIP Ha ammmudukarope “Mastercycler gradient” («Eppendorf»). B
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Tabnuie 2 TpuBEACHBl MpaliMephl, HUCHOJIb3yeMbIE [UIsl  aMIUTM(UKaALUN
¢parmenToB Tena GJB2. Ilpaiimepsr 835F/835R um  Ex1-792F/Ex1-2239R

110100paHbI ¢ IOMOIIIBIO mporpamMmbl Primer Premier 5, ycinoBus nposenenus ITL[P

IpeICTaBIICHbI B Tabmuue 3.

Taoauuna 2. Ipaiimepsl s amniandukannu pparmenToB rena GJB2.

®dparMeHT reia

Ha3Banue u cTpyKTYypa npaimMepos

GJB2
Koaupyromuii 835F: 5’-TGCTTGCTTACCCAGACTCA-3’
parioH (3K30H 2) 835R: 5’-CCTCATCCCTCTCATGCTGT-3’
reaa GJB2 00

CX26-F: 5’>-TCTTTTCCAGAGCAAACCGC-3’
CX26-R: 5'-CTGGGCAATGCGTTAAACTGG-3'

DK30H 1-uHTpOHHAas

obnacts rena GJB2

0o

Ex1-F: 5’>-TCTTTTCCAGAGCAAACCGC-3’
Ex1-R: 5’-CTGGGCAATGCGTTAAACTGG-3’

Ex1-792F: 5°-GCGTTCGTTCGGATTGGT-3’
Ex1-2239R: 5’-CGGAAACAGACCCTCGTG AAGT-¥

Tabauua 3. Yciaosust nposeaenus IIP.

IIpajimepsl

CocTaB peaKIHOHHOIi cMecH

TepMmonpopuib peakuuu

835F/835R

JTHK — 1.0 mkl
10 pmol/mkl 835F — 0.3 mkKI
10 pmol/mkl 835R -0.3 mkl

10X Buffer (+MgCl,) (SibEnzyme) — 2.5 mKkI

0.5 mM dNTPs —12.5 mkl

Tag-polymerase (SibEnzyme) — 0.3 mkl

Henarypanus: 97°C - 5°
ITmaBnenne - 95°C — 20’
Orxwur - 60°C — 20’

Onowrrarus - 72°C — 30’

H,0 - 8.1 mkl 36 HUKIIOB
V=25 mkl Xpanenue - 8°C
Ex1-792F/Ex1-2239R | JHK — 1.0 mkKI Henaryparus: 95°C — 17307

10 pmol/mkl Ex1-792F — 0.8 mkI
10 pmol/mkl Ex1-2239R — 0.8 mkKI
10X Buffer — 4.0 mkl

5 mM dNTPs — 1.6 mkl
Tag-polymerase — 0.2 mkl

50 mM MgCI2 — 3.7 mkl

Glycerol 50% - 12.0 mkl

H20 — 15.9 mkl

V==40 mkl

ITnaBnenue - 95°C — 10’
Orxur - 60°C — 15>
Omnonranus - 72°C - 1°30”

38 UKIIOB

Xpanenue - 8°C
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[Mpaiimeper CX26-F/CX26-R u ycnosust npoenenust [1LIP B3siThI U3 crareit
[Kelsell et al., 1997; Kelley et al., 1998], mpaiimepsr EX1-F/EX1-R u ycioBus
npoBeacHus TP B3srter u3 crarem [Sirmaci et al., 2006]. ITP-npoaykTs
UACHTU(ULIMPOBAIM TP TOPU3OHTAIBHOM 3JekTpodopese B 1-2% arapo3sHom
rene (Oydep 1XTAE) ¢ OpoMHCTBIM 3THAMEM C TIOMOIIBIO CHCTEMBI T€llb-
noxymentaiuu Molecular Imager Gel Doc XR System (BioRad) u mpocMoTpom B

yIbTpauoIECTOBOM CBETE.

Ouncrka pparmentoB JJHK or komnonenros peakuuu I[P

Ouncrtky [IIIIP-mpomykra OCYyIIECTBISJIM HA MAarHUTHBIX YacTHLAX
(Angencourt® AMPure®XP, «Bekman Coulter», USA) corimacHo BapuaHTy
npoTokoJia, jrbe3Ho mnpenoctaBieHHoro M.B. Mopozoseim (LHKII CO PAH
"I'enomuka", r.HoBocuOupck), Ha pobOoTu3upoBanHoM cranimu Freedom EVO

(Tecan, IIBeitapus).

CexBenupoBanue no CyHrepy

Hyxkieotuinyto mociie10BaTeIbHOCTh aMILTU(UIIMPOBAHHBIX (PparMeHTOB
rena GJB2 mocne npeasaputenbHoi ouncTku [I[P-mpomykToB Ha MarHUTHBIX
YacTULAX OMpPENEsIM peceKBeHHUpoBaHUEeM 1o (CaHrepy ¢ HCHOJIb30BAHUEM
Habopa BigDye® Terminator v3.1. unu v1.1.

Peakuus Coanrepa coaepxana: JJHK-marpuiy, 1-2 mxn 10MM npaitmepa, 1
Mk pearenta BigDye, 8 wMkim 5X Oydepa misd CEKBEHUPOBAHHUS M BOAY
kBanudukanuu MiliQ 1o obirero oobrema peakiuu B 40 MKIL.

Jns  mpoBeneHust peakuuu  CoHrepa  HCHOJB30Bald  CIEAYHOUIUN
TeMIiepaTypHbiil npoduins: AeHatypauus npu 95°C B Tedyenue 3 muH; 3arem S50
UUKI0B: TiaBieHue npu 95°C — 30 cek, omxur npaitMepoB mipu 52°C — 10 cek u
anonranus npu 60°C — 4 MuH.

[Iponykter  peakuum  CoHrepa  OYdMIAIM  OT  HEBKJIHOYMBIIMXCS

¢uryopecuenTHbIx Kpacuteneit BigDye u coneli ¢ momomipio renbQuUiIbTpauu
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4yepe3 MpeBapuTeIbHO 3aMOYCHHBIN B OMaHCTIILIMpOBaHHON Boje Sephadex G-
50 (GE Healthcare) u3 pacuera 700-800 Mk cycmnen3uu copoenra (Bec 1:20 /
Sephadex G50:Boja) Ha MUHHMKOJOHKY JUIs OJHOW peakiuu. Duibrpar c
npoaykramMu peakiuu CoHrepa BBICYIIMBAJIM Ha BAaKyyMHOM KOHIIEHTpaTOpe
(Eppendorf, Germany) wu pa3gensim 37IeKTpoGoOpe3oM Ha aBTOMATHUCCKUX
KanmwuIsIpHbIX cekBeHaTopax 3130XL («Applied Biosystems», USA) B LIKIT CO
PAH "T'enomuka" (r.HoBocubupck).

HyxkneoTuaHple TOCIEAOBATEIPHOCTH PECEKBEHUPOBAHHBIX (DparMeHTOB
AHATTM3UPOBAIM C HCIOJIb30BaHMEeM mporpammel FINChTV 1.4.0, comocraBisis ¢
pedepeHcHbIME TIocieoBaTebHOCTAMU M86849.2 n U43932.1 (GenBank) rena
GJB2.

CraTucruueckue METOAbI

I[JBI CTATUCTHUYCCKOI'O aHaJIn3a PC3yJIbTaTOB B pa60Te IMPUMCHSIIN TOYHBIN
MCTOJ CDPIIHGpa U CTaHAAPTHBIC CTAaTUCTHUYCCKUC MCTO/BI. Bce JaHHBIC B TCKCTC U
Ta6J'H/II_[aX MMPpCACTABJICHBI B BUAC CPCAHUX 3HAUCHUHN U CTaHAAPTHBIX OTKJIOHCHUH

(M £ SE). CtaTucTHYeCKH 3HAYUMBIMU CUUTAIH pasiauyus npu p <0.05.
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I'naBa 3. PE3YJIBTATBI

3.1. Pe3yabTaThl 31IHA€MHUOJIOTHYECKOT0 UCCJIeI0BAHUA HAPYIIIEHUH CJIyXa B

PecnnyOsinke ToiBa

Hapyiienus ciayxa OTHOCSTCS K 4acThbIM 3a00JIeBaHUSIM OPraHOB 4YYBCTB,
NPUBOJAIIMM, Kak MPaBWIO, K HWHBAIMAU3ANUM OOJBHBIX M CHIDKAIOIMIUX UX
COLIMAJIBHYIO aJanTaiuio B oOmecTBe. B ocHOBe HapyleHuil cilyxa MOTYT JIEKaTh
KaK TeHeTHYeckue (haKTOphl, MPUBOAIIME K HacleAyeMbiM (opMaM HapyIICHHMA
Cllyxa, TaKk U BHEIIHUE (haKTOPbI, CPEU KOTOPBIX HYKHO BBIACIUTH IMOCIEACTBUS
BHYTPUYTPOOHBIX HH(EKIMNA, HU3KUKH Bec peOCHKa MpH POXKICHUM, BIMSIHUE
MH(PEKIMOHHBIX (PAKTOPOB M OTOTOKCUYHBIX MpEMapaToB B paHHEM JETCTBE WU JIp.,
KOTOpbIE MPUBOASIT K  MNPUOOpETEeHHBIM (opMaM  TIyXOThl. BbIsAcCHEHUE
ATUOJIOTUYECKUX TPUYMH TIYyXOThl MMEET BAXKHOE 3HAYEHUE ISl TOCIEAYIOIIEH
JIMarHOCTUKHU OOJIE3HU, OTMPEICIICHUSI METOJIOB JICUCHUsI, COI[UAIBLHON peadunTaiuu
TIIyXUX M MEIUKO-TEHETHYECKOTO KOHCYJIBTUPOBAHMS OTSTOIIEHHBIX cemel (B
Clly4asiXx TEHETHYeCKHM OOYCIOBJICHHOW TmoTepu ciyxa). B ganHoM paszene
MIPUBOJISATCS pe3yJIbTaThl MpoBeAeHHBIX B PecyOnuke TriBa pabot mo 1) co3ganuto
0a3pl JaHHBIX JIOJIEH C TOoTeped ciyxa; 2) 3MUAEMHOJOTUYECKOMY aHAIIU3Y
HapylmieHUH  ciayxa; 3)  CerperaioHHOMY  aHAJU3y  HECHHIPOMAaIbHOM
HEUPOCEHCOPHOM TYroyxXoCTH / TIYXOThbl NPEANOJOKUTEILHO TEHETUYECKOU

9THUOJIOI'HH.

3.1.1. Co3nanue nHgpopManuoOHHOI 0a3bI JAHHBIX 0 00JIbHBIX C MOTEPeH ciIyxa B
PecnyOsiuke ThiBa

Coznana enuHas 0a3za JaHHBIX, BKJIIOYAIOILIAs CBEJAEHUS O MOJIE, BO3pacTe,

MeCTe MPOKUBAHUS, STHUYECKOW MPUHAMJICKHOCTH, ayIHOJIOTHYECKOM JIUArHO3e,

Havajge MaHudectanuu marojgorun g 1407 WHAWBUAOB C pas3IUYHBIMU

HapyLICHUSAMHU CliyXxa, mpoxuBatonmx B PecriyOnuke TriBa, B Bo3pacte oT 2 10 86

et (697 nun myxckoro u 710 — sxkeHckoro mnoJa). PaznuyHbie MCTOYHUKH
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nojlyueHuss MHpoOpManMu A7 JETCKOTO U B3POCIOr0 KOHTHMHTEHTa OOJIbHBIX
OOyCIOBWJIM OMPEJECICHHYIO AHCIPONOPIMIO COCTaBa A3TUX TPyHH OOJIbHBIX:
HauOoJiee MmojHas MHGOpMAIMs TMONIy4YeHa JUIsl «IETCKOW» TPYyMIbl, B KOTOPYIO
OBLIIM BKJIFOUEHBI OOJIBHBIE JAXKE C JIETKOM U YMEPEHHOU CTENEeHbI0 Tyroyxoctu (1-
Il cremenu) B OTIAMYME OT «B3POCJOW» TPYMIbI, TJE 3apPErUCTPUPOBAHBI, B
OCHOBHOM, OojbHBIE ¢ TspKenod Tyroyxocteio (I11-1V crenens) u riayxotoii, T.e.
«COLMAJIbHO-3HAYNMBIMI) HapyLIEHUAMHU ciyxa, oOpaTuBIIMECS B
cypaoJsoroneauuyeckuii kabuner u Owopo MCD Pecnybnmuku ToiBa. B cBszu c
OTCYTCTBUEM B  J€4eOHO-POQUIAKTHUECKUX  yudpexaeHusXx PecrnyOnnku
JUCIIAHCEPHOTO y4eTa B3pPOCIOi KaTeropuu OOJIbHBIX C MOTEPEN ClIyXa B TEUEHHUE
MHOTHX JIET, BO3MOXXHO, HEKOTOpas 4YacTh B3POCIBIX C MEHEE BBIPAKEHHOMN
tyroyxocteio (-1l cremenu) u OONBHBIX MOXKHUIOTO M CTapuUECKOro BO3pacTa,

oCTajJ1acChb HGI[OY‘-ITGHHOﬁ.

3.1.2. AHa/Iu3 cTeneHHu M THIIA MOTEPH CJIyXa Yy 00JbHBIX

CreneHp HapylIeHW CIyXOBOW (YHKIMK aHAJIU3WPOBANIACH COTJIACHO
MexayHapoaHoi kimaccudukarnmm [«Genetics Evaluation Guidelines...», 2002;
TaBaptkunaaze u ap., 2006]. Ha pucynke 5.A mnpeacTaBieHO paclpeleieHue
OOJIBHBIX, BKIIOYEHHBIX B 0a3zy maHHbIX (1407 yen.), mo CTeNeHW MOTEPH CIyXa.
Haubonwmyro gomo (982 dven., 69.8%) cocrapisieT rpymmna ¢ TsHKENIOW motepein
ciayxa (tyroyxocth -1V crenenu / rmyxora). Jlerkas u ymepeHHass TyroyXxocTh
ormeueHa y 10.1% u 4.9% Oo0bHBIX, COOTBETCTBEHHO. TouHast MHGOpMaIUs O
CTEIEHHU MOTEePH Cayxa OTCyTCTBYeT /it 159 6onbubix (11.3%).

OTaenbHO BBIZICNICHA TpPYIIa OOJNBHBIX C Pa3IUYHBIMH aHOMAJHUSIMU
pa3BUTHS HAPY)KHOTO U CPEIHET0 OTICIIOB OpraHa ciryxa (¢ aTpe3ueil HapyKHOTO
CJIyXOBOTO TIPOXOJIa U PA3IMYHBIMU AePOPMANUSIMHU YITHOW PAKOBHHBI, BKIIOYAsS
MUKPOTHIO) - 55 uen. (3.9%) (puc.5.A). bonpias 4acTs OOJBHBIX STOM KATCTOPHUU
UMEET OJHOCTOPOHHIOIO TMOTEPI0 ClIyXa Ha YXO C aHaTOMUYECKUM AEPEKTOM,

OJTHAKO, Y HEKOTOpOH uacTu OOJBHBIX HAOMIOJAeTCsl MOTEeps CiayXa pa3HOM
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CTEIIEHH W Ha BTOpOM yxe. llosHas riryxora B Ciaydasx IBYCTOPOHHEN aTPE3UH
CIIyXOBOI'0O MPOX0Ja OTMEUEHA y 4 YEJIOBEK.

Tepputopuansioe (r.Kemsur u 17 paitoHoB PecnyOnuku  TriBa)
pacnpeneneHue Bcex OOJbHBIX, 3aPErUCTPUPOBAHHBIX B 0a3€ NaHHBIX, IO CTENEHU
NOTepU CJIyXa, C BBIICICHUEM TPYNIbl OOJBHBIX C COLUAIBHO 3HAYUMBIMU
HapymieHusiMu  ciyxa (tyroyxocth |I-IV crenmenn u riyxora) (982 wuen.),
npencTaBieHo Ha pucynke 5.b. Bumno, uto mo Bceit Pecnybnuke moBceMecTHO

Hpeo6na11aeT YHUCJICHHOCTD JII-O,I[Gﬁ C TSDKEJION CTEIECHBIO IIOTCPH ClIyXa.
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Pucynok 5. A. Pacnpenesienne 00o1bHbIX B Pecny0iuke TrhiBa 1o cTeneHu nmorepu
cayxa (1407 4gen.). b. TeppuropnanbHoe pacnpenejieHue 00JbHBIX ¢ Pa3JIHYHbIMHM
HapymeHusiMu ciayxa. (Ilo ocu opauHar — 4ymcno OONBHBIX, MO OCH alcHucc —
aJIMUHUCTPAaTUBHO-TEPPUTOpHAIIbHBIE NTopa3aeneHus Peciyomnuku TeiBa. TeMHO-cuHUM
IIBETOM BBIJICIICHBI OOJIBHBIE C TSDKEIOH, COIMATFHO 3HAYMMOH, TIOTEPEH ClryXa).
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Pacrnipenenenne OONBHBIX C TSHKEION MOTEpE Ciayxa B BO3PACTHBIX IpymHmax

(mo 25 net BKIIIOUHUTENBHO, 26-50 neT, crapuie 50 JeT) npeacTaBiIeHO Ha pUCYHKE
6.
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H ctapwe 50 ner = 26-50 ner ® wmnagwe 25 ner

Pucynok 6. Pacnipenesienne 00JIbHBIX ¢ TS2KeJI0H morepei cayxa (tyroyxocts |l1-

IV cTrenenu u riyxora) B BO3PAaCcTHBIX rpynnax (10 25 jeT BKJIWYUTEIbHO, 26-50
Jaet, crapue 50 jer).

Bo Bcex paitonax PecnyOnuku cpenu OOJBHBIX C TSKEIOW TYTOYXOCTHIO /
TJIyXOTOM YHCJIEHHO Tpeodiamaer miaamas Bo3pacTHas rpynma (mo 25 mer
BKJIIOUNTENbHO). OJHONW W3 BO3MOXKHBIX MPUYUH MOXKET ObITh Oojiee MOJHBIN
JUCIAHCEPHBIA y4YeT OOJIbHBIX JIEeTEH NETCKOM CypJ0JIOTONeInYecKo ciry:x0oii
PecnyOnuku, MOCKOJBKY OKOJIO TOJOBHUHBI BCEH TPYMNIBI C TSKEIOW TMOTepei
ciyxa (982 yen.) cocTaBisieT «IETCKash 4acTh MalMeHToB (465 yei.).

MO>XHO MPEANON0KUTh, YTO OTHOCUTEIHHO BBICOKASI YHCICHHOCTh OOJIbHBIX
C MOTEpeH ciiyxa B CpelHEW M cTapliel BO3pACTHBIX Ipymlax, MPOXKUBAIOIIUX B

F.KI)ISBIJIe, B OTJMYHUE OT CEJILCKOU MCCTHOCTH, CBiA3aHa C HAJIW4YUCM TaM
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ennHCTBEHHOW B PecriyOnuke ThiBa IITKOJIBI AJ11 HECIBIMIANUX IETEH, BBITYCKHUKH
KOTOPOIA, MOCJIe OKOHYaHUS IIKOJIbI, UMEIOT B TOPOE OOJIbIlIe BO3MOKHOCTEH /ISt
TpynoyctpoiictBa. Kpome TOro, 5To MOXeT OBITb CIEACTBUEM O0OIIEH
MUTPAIMOHHON aKTHUBHOCTH CEIBCKOTO HACEJICHUsS B TOPOJ, U, HAKOHEI], B TOPOJE
CylleCcTBYeT OoJsiee MUPOKHUI, YEM B CEJIbCKOM MECTHOCTH, KPYT OOIICHHS TITyXUX
J0JIeH, MCTIOJIBb3YIOIINX KECTOBBIN S3BIK /I KOMMYHUKAIIUU MEXTy COOOM.
['enetnyeckue (akTOpbl B 3THUOJIOTUU TMOTEPU Clayxa HambOoyiee BEPOSITHBI
JUTSl HEUPOCEHCOPHOM TYrOyXOCTH TSKEJIOM CTENEHU / TIIyXOThl, BPOKICHHON WU
BO3HHUKILIEH B paHHEM JETCKOM Bo3pacTe. B CBA3M ¢ 3THM, AJiA OLIEHKH TOJU
MOTEHIIUATBHO «T€HETHYECKHX» (POpPM MOTEpH clyxa y OOJNbHBIX, BKIIOUEHHBIX B
0a3y nanHbix (1407 wuyen.), ObuUl TPOBEAEH aHAIU3 THUMOB (KOHIYKTHUBHBIH,
HEHPOCEHCOPHBI, CMEIIAaHHbIA) TOTepu ciyxa. M3-3a OTCYTCTBUSA MOJHBIX
JIAHHBIX, THI TIOTEpU ciyxa octayics HeBbisicHeHHBIM y 130 uyenmoBek (9.2%).
KonayktuBHass mnotepss ciayxa, OOYyCIOBJIE€HHas, B OOJBIIMHCTBE CIIy4aes,
BOCTHIAJIMTEIPHBIMU TIPOILIECCAMU OpraHa ciyxa (XpOHHMYECKH ME30THMIIaHHUT,
aATre3WBHBIM M OSKCYJAaTHUBHBIM OTHT, THMIIAHOCKIJIepO3), HabOmomamace y 430
(30.6%) OONBHBIX M OKOJO TMOJOBHHBI OOJBHBIX B 3TOM KaTErOpUU HUMEIH
TSKEIIYIO CTEIIEHb TYTOYXOCTH WM TIyXoTy. bonbHbIE ¢ aTpe3uel 1 pa3nuyHbIMU
nedopmalsiMyd  YITHOW  PAKOBHHBI  XapaKTEPU30BAIUCh MPEUMYIIECTBEHHO
KOHAYKTUBHBIM THIIOM MOTepH ciyxa. Kareropusi 60JbHBIX CO CMEIIAHHBIM THIIOM
(3aboJyieBaHMs MPOBOMSIIIUX MYTEH OpraHa ciiyxa B COYETAaHUHU C HEUPOCEHCOPHOM
KOMITIOHEHTOM) coctaBunia 187 yenosek (13.3%). HeitpocencopHblil TUN motepu
ciyxa (1MaTojorusi 3ByKOBOCIPUHUMAIOIIETO OTJIeNia opraHa ciiyxa) BoisiBiieH y 380
60mbHBIX (27.0%) ¥ y TOAABISIONIETO OOJBITUHCTBA OOJNBHBIX M3 ATOU TPYIIIIBI
(318 wuen.) ompegenena tyroyxoctb |-V crenenu u rimyxora. OtnenbHy1o,
JOCTaTOYHO MHOrounciieHHyto (280 uen., 19.9%), rpynmy coctaBuiu OOJIbHBIE C
JTUAarHO3aMU  «BPOXJICHHAsT  TJIYXOHEMOTa»,  «BPOXKJICHHAs  TIIyXOTay,
«TITYXOHEMOTa», «TJIyXOHEMOTa C JI€TCTBa», «HACJEICTBEHHAs IIyXO0Ta», aHaJIU3

ayJIMOrpaMM KOTOPBIX CBUAETEIBCTBYET O HEHPOCEHCOPHOM THUIIE TOTEPHU CIYyXa.
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Takum oOpa3oM, Ha OCHOBaHUM aHAJIW3a CTEIEHU U TUIA MOTEPU ClyXa y
OOJIbHBIX, 3aperuCTpUpPOBAHHBIX B 0Oaze naHHbIx (1407 den.), ObuIa BbIFEICHA
rpyIina OoJIbHBIX HEHpOCEHCOpHOU Tyroyxocthro/ryxoToit (HT/T'), BpokaeHHOM
WM BO3HUKIIECH B paHHEM JETCKOM Bo3pacTe (598 uen.). Y dactu OOJIBHBIX W3
ATOM TPYIIIBI B aHAMHE3€ UMEIUCH JTOMOJIHUTEIBHBIE CBEICHHUS O COITYTCTBYIOIINX
3a00J1eBaHUAX (MUIICTICHS, BPOXKISHHBIA THIIOTUPEO3, dHAeMudeckuit 300, JIIIII,
TeTparnapes, CUHJIpoM JlayHa W [Ip.) U OPEANOJIOKUTEIbHBIX MPUUYMHAX TOTEPU
cillyXa, Cpeld KOTOpBIX: HAaCJEICTBEHHAas JSTUOJIOTHS (MMEIOTCS  IIIyXHe
POJICTBEHHHMKH), TSKEJIO€ THIOKCUYECKOE (TpaBMaTUYECKOE) MOpPAXKEHUE OpraHa
CJIyXa Y TOJIOBHOTO Mo3ra (acukcusi, MpexIeBPEMEHHBIE POJIbI, POJIOBAs TPaBMa),
HU3KHUHN BEC MPHU POKICHUH, IEPEHECEHHbIE HEpouH(eKuu (CEpO3HbI MEHUHTUT
u J1p.), orotokcuueckue nopaxenuss [HHC, nmcuxoneBposornyeckne HapylIeHHs
HESCHOTO TeHe3a, BO3pacTHbIe HapylieHus ciyxa (mpecOuakysuc). Ilocne
UCKIIIOUCHUS CIIy4aeB CO CPEJOBBIMH (paKTOpaMH, BEPOATHO, MPUBEAIMIUMU K
pa3BUTHIO HapylleHus ciayxa (58 den.), Obuta chopmHpoBaHa rpymnmna OOJbHBIX
(540 gen., 38.4%) c BpPOXICHHOW WMJIM BO3HUKIICH B PaHHEM JICTCKOM BO3pacTe

HT/T", B aTHON0THH, KOTOPOM HanbOJIee BEPOATHBI FT€HETUUECKUE (DAKTOPHI.

3.1.3. PacnpocTpaneHHOCTh HapymeHuii ciayxa B Pecnydinke ToiBa

B Tabmuue 4 mnpeacTaBieHbl JaHHbIE O PACHPOCTPAHEHHOCTH (opMm
TYrOyXOCTH /TIIyXOThI, TOJYyYEHHbIE Ha OCHOBE HHGpOpMAIMK O OOJBHBIX C
noTepeit ciayxa, 3aperucTpupoBaHHbIX B 0asze gaHHbIX (N=1407), y HaceneHus
aJIMUHUCTPATUBHO-TEPPUTOPHUATBHBIX  ToApazaeneHuit  Pecriyonuku  ThiBa
(rKe3put u 17 paiionoB). CpenHsas pacupOCTPaHEHHOCTh TYTOYXOCTH / TIIYXOTBI
paznuuHoi 3THoJioruu (B pacdyere Ha 10000 4denm. u HA OOIIYH0 YHCICHHOCTH
HaceneHus: PecyOnuku TreiBa) coctaBuna 45.5+1.21 u 1 : 220, COOTBETCTBEHHO,
Bapbupys oT 25.5+4.44 (1 : 392) B Tanaunckom paitone go 117.9+12.09 (1 : 85) B
Cyr-XonbCckoM paiioHe, a pacnpoctpaneHHocts HT/I' mpeamosiokuTeabHo
reHeTudeckout atuonoruu - 17.5£0.75 (1 : 573), Bapeupys ot 7.3£2.97 (1 : 1375) B

Op3uHckoM paiione 110 31.4+6.26 (1 : 319) B CyT-X0abCKOM paiioHe.
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Tab6anna 4. PacnpocTpaHeHHOCTh TYTOYXOCTH / IJIyXOThI pa3iu4HoOro rene3a B Pecny0iiuke ToiBa.

PacnpocTpaHeHHOCTH Yucs10 60JbHBIX
) YuciaeHHOCTH Yucao " " PacnpocTpaneHHOCTH
AIMHHHCTPATHBHO HaceJeHUs 00JILHBIX € Tyroyxocru HEHPOCEHCOPHOM HelipoceHcopHoii Tyroyxoctu III-1V
TeppUTOPUAJILHBIE Pa3IUIHOTO tyroyxoctsio III-1V N
Pecny0auku TriBa TYro- v cTeneHu / T1yXoThl BEPOATHOM
o0pa3oBaHus rene3a Ha 10000 veu. CTeneHu / rIIyXoToi .
Pecvémicn Trisa (1m0 JaHHBIM YXOCTbI0 (Ha o6uyI0 eDOSITHO reHeTH4ecKoii I THOI0run
TTYOTHKH % bIB "TeiBacTaT" Ha Pa3JIMYHOrO0 Ha ooty BEPOATHOR Ha 10000 geJ.
(r.KbI3bLJ1 M paiioHbI) 01.01.2012) remesa YHCJIECHHOCTH TeHeTH4eCKoi (Ha OBIIYI0 YHCICHHOCTH HACE/ICHHST)
o HaceJIeHUs1) THOJIOTHH y
r.Ke3bu1 111995 459 41.0£1.91 (1 : 244) 226 20.2+1.34 (1 : 496)
baii-Taitruackuit 10572 63 59.6£7.49 (1 : 167) 20 18.9+4.23 (1 :529)
bapyn-Xemunkckuii 26257 120 45.7+4.16 (1 : 218) 26 9.9£1.94 (1 :1010)
J3yH-X eMYHKCKUi 19634 104 53.0+£5.18 (1 : 189) 36 18.3+£3.05 (1 : 545)
Kaa-Xemckwuit 12157 37 30.4£5.00 (1 : 329) 10 8.242.60 (1: 1216)
Ke3prickmii 28237 92 32.6+£3.39 (1 : 307) 45 15.9+£2.37 (1 : 627)
Mourys-TairuacKuit 5643 44 78.0£11.71 (1 : 128) 13 23.0+£6.38 (1 : 434)
OBropckwii 6871 42 61.1£9.40 (1 : 164) 12 17.5+5.04 (1 : 573)
[Mui-Xemckuii 9998 35 35.0£5.91 (1 : 286) 12 12.0£3.46 (1 : 833)
Cyt-Xonbckuit 7973 94 117.9+12.09 (1 : 85) 25 31.4£6.26 (1 : 319)
TanauHckun 12923 33 25.5+4.44 (1 : 392) 12 9.3+2.68 (1 : 1077)
Tepe-Xonbckuii 1860 13 69.9£19.32 (1 : 143) 3 16.1+£9.30 (1 : 620)
Tec-Xemckuit 8184 31 37.946.79 (1 : 264) 10 12.243.86 (1 : 818)
TomKUHCKMI 6067 25 41.248.22 (1 : 243) 7 11.5+4.36 (1 : 867)
VYayr-Xemckuid 19109 96 50.2+5.11 (1 :199) 41 21.5+3.35 (1 : 466)
Yaa-XonbCKuit 6013 35 58.249.81 (1:172) 13 21.6+5.99 (1 : 463)
Uenu-Xonbckuit 7603 59 77.6+£10.06 (1 : 129) 23 30.3£6.30 (1 : 331)
Op3UHCKUU 8251 25 30.3£6.05 (1 : 330) 6 7.3£2.97 (1:1375)
BCEI'O 309347 1407 45.5+1.21 (1 : 220) 540 17.5£0.75 (1 : 573)
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3.1.4. CerperaliluoOHHbI aHATU3

[locne wuCKIIOYEHUS CIIy4aeB IMOTEPH CIyXa, BEPOSITHO OOYCIOBICHHBIX
cpenoBbiMu (pakTopamm, Oblna ompenerneHa rpymnma 6ompHBIX ¢ HT/I' (540 den.)
MPEANOJIOKUTEIPHO TeHeTHYecko aThojiorud. Ha ocHoBe  wuMmeromieiics
uH(OpMAIUU O POJOCIOBHBIX ObUIM CGHOPMHUPOBAHBI 3 TPYNIBl CeMEW IS
TECTUPOBAHUS PA3IUYHBIX TUIIOTE3 O THUIE HACJIEA0BaHMs naTojoruu: 1) 267 cemeit
C TPEITOJIOKUTENHHO PEIIECCUBHBIM TUIIOM HaclieloBaHus (00a poauTes 3J0pOBbI,
«HOpMa» X «HopMay, «H x Hy), Bxmrouaromas 314 O0JIbHBIX NOTOMKOB; 2) 24
CEMBU C TMPEINOJIOKUTECIIBHO TOMHUHAHTHBIM THIIOM HAcJeI0BaHUsA (OAWH U3
poauteneit 60jeH, «riyxoi» X «HopMmay, «['JI x H»), Brmtouaromas 17 60abHBIX
noTOMKOB; 3) 49 cemeit, riae ob6a poauTesns OOJbHBI («TIIyX0h» X «riayxoi», «'JI x
I'JI»), Bxmrouaromas 21 6omapHOro moromka (tabmnmia 5). Cembu ¢ X-CHEIICHHBIM
tuniom HacienoBanus HT/I', odeBUAHBIM W3 aHalM3a POAOCIOBHBIX, HE OBLIU
OOHapy>KEHBI.

['mmote3a o peneccuBHoM KoHTposie (P,=0.25) TectupoBasmach B TpyIe
cemeit «H x H». CeMbu ¢ enuHCTBEHHBIM O0JBHBIM MpobanaoM (50 cemeit) Obuin
WCKIIIOUCHBI W3 aHanu3a Kak HewHdpopmatupHbie (Tabnuma 5). Ha mepBom aTame
CErperalMoOHHOrO aHajin3a B 3TOM KaTErOpuu CEMEW aHaIu3UpoBaioch 217 cemeil ¢
pasmepom cubctBa OT 2 10 12 1 uyncmoMm GOJIbHBIX MOTOMKOB OT 1 10 4 (Bcero 264
O0onpHBIX). [lomydennass oueHka cerperaiioHHod dvactotel P=0.128 +0.019
(C1=0.091-0.167) He cootBeTcTBOBajda oxkumaemoit (P=0.25). DT0, BeposATHO,
CBSI3aHO C OTPECICHHBIM YHCIOM CHOPAIUYECKUX CIydaeB, 0OYCIOBJICHHBIX Kak
HESIBHBIMU T€HETUYECKUMU, TaK U HEBBIICHECHHBIMU CPEIOBBIMU ATHOJIOTUYECKUMHU
daxkTopamu. OlleHKa YaCTOThI TAKUX criopagudeckux ciydaeB Ps=0.270+0.017 Oblna
paccuWTaHa KakK OTHOIICHHE YHCIa TOTOMKOB, SBJISIONIUXCS €IMHCTBEHHBIMHU
O0onmpHBIME B ceMbe (179 denm.), k oOmeMy 4Yuciay BCEX MOTOMKOB (662 uen.) B
rpynme Takux ceMmei. Ha BTOpoMm 3Tame TeCTUPOBaHMS THUITOTE3bI O PEIECCHBHOM
TUIIC HACTIEAOBaHUS aHAJTU3UPOBAIKNCH CEMbU, UMECIOIINE HE MEHEE JABYX OOJBHBIX
notoMkoB (38 cemeit ¢ 85 OonbHbiMM). [lomyueHHass B 3TOM ciy4yae OLIEHKa
cerperaniionHoir  yactotel P=0.197+0.039 (CI=0.120-0.274) nocTtoBepHO HE

oTiauyanack ot oxkugaemoit (p<0.05).
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Ta6auua 5. Tunsi cemeii ¢ HeiipocencopHoii Tyroyxoctsio |11-1V crenenn / rayxoroii (HT/T).
Cembu ¢c HT/T Cembu ¢c HT/T Cembu ¢ HT/T
(06a poauTedisi 310poBbl, «H x H») (oxuH u3 poautesnei 6osaen, «H x I'J» (06a pomutesist 6oabHBI, «JI x T'JI»)
n=267 n=24 n=49
Yucyi0 00JbHBIX Yuc10 00JbHBIX Yucio Yucio 00JIbHBIX
Yucao Yucao
Bcero CHOCOB B ceMbe Bcero CHOCOB B ceMbe CHOCOB Bcero CHOCOB B ceMLe
CHOCOE B ceMmeii CHOCOE B ceMmelii B ceMen
ceMbe 1 2 3 4 ceMbe 0 1 2 0 1 2 13
ceMbe
1* 50 50 1 8 6 2 1 11 3 8
2 54 49 5 2 5 3 2 2 19 15 2 2
3 59 51 8 3 4 3 1 3 13 10 1 1 1
4 46 36 9 1 4 3 2 1 4 6 5 1
5 25 22 1 6 2 1 1 Bcero 00JIbHBIX CHOCOB 21
6 13 8 4 7 1 Bcero cutcos 112
7 8 4 2 1 12 1 1
8 4 4 Bcero 00JbHBIX CHOCOB 17
9 4 3 1 Bcero cutcos 73
10 1 1
11 1
12 2 1 1
Bcero 00JLHBIX CHOCOB 314
Bcero cuocos 891

* CeMBH C CAMHCTBCHHBIM OOJILHBIM ITOTOMKOM HMCKJIFOUEHBI U3 CCrperaiiOHHOr0 aHajin3a
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['umote3a 00 ayrocoMHO-IOoMUHAHTHOM THne HachemxoBanus HT/T' (pg=0.5)
TecTupoBaiach B rTpymme cemeit «[JI x H» (n=24), perucrpamusi KOTOpPBIX
OCYHIIECTBJISUIACH METOJOM TIOJHOTO OTOOpa KaTeropuu OOJIbHBIX POJIUTENEH,
COCTOSIIIUX B Opake ¢ HOPMAJIbHO CIBIIIAIIMM OpadHbIM mapTHepoMm. B 12 u3 24
cemeit «['JI x H» Obumm TOIBKO 310pOBBIE MOTOMKH, B 10 — u OoOJIbHBIC, U
3JI0pPOBbIE, M JIBE CEMbU UMEIH TOJBKO MO OJHOMY O0bHOMY (Bcero 17 O0IbHBIX
noToMkoB) (tabmuma 5). Ilomyuennas cerperamwonHas dactota P=0.233
(C1=0.135-0.330) He cootBercTBOBasa oOxkumaemoi (P>0.1). OueBumHas
«HEXBaTKa» OOJIbHBIX MOTOMKOB, BO3MOXXHO, OOYCIIOBJIEHAa CHOPagUYECKUMU
CIy4assMH TOTEpU cliyXa y OOJIbHBIX POJUTENCH B CEMbSX, IJI€ BCE MOTOMKH
3/I0POBBI.

B Tpetbeii rpynmne, rae ob6a poaurtens OonbHbl («I'JI x I'JI», n=49), cembu
pacnpeieNuiInuch ClaeayomuM oopa3oM: B 33 cembsix ObUIM TOJBKO 3J0POBBIC
MOTOMKH, B 5 CeMbsiX — U OOJIbHBIC, U 3JJ0POBBIC MOTOMKH, B 11 CEMBbIX — TOJIBKO
O0onpHBIE TOTOMKH (Tabnuna S5). [locnenHsss kareropusi ceMeid OTHOCHTCSI K THITY
TaK Ha3bIBaEMbIX HEKOMILIeMeHTapHbIX OpakoB [Nance et al., 2000], B KoTOpbIX
noTepsi cliyxa y poauTened, ¢ HauOoJbIIeH BEPOSITHOCTHIO, OOYCIOBJIEHA
MyTallMsIMU OJHOTO M TOTO K€ PEUECCUBHOTO TI'eHa. B 3TOM KOHTEKCTe, K
KOMIUIEMEHTapHbIM OpakaM Mo>kHO oTHecTu ceMbH «['JI x I'JI», rae Bce mOTOMKH
310pOBBI (33 ceMbH), JJIsi KOTOPBIX BEPOATHBI HECKOJBKO CUTYallUM: MATOJIOTHUS
ciyxa y o0oux poaurenedt oO0ycloBiIeHAa MYTallUSIMH  Pa3HBIX T'EHOB,
koutponupytomux HT/T'; y pomuteneit MoryT ObITh pa3jiMuHble KOMOWHAIUU
npuobperenHoir HT/I' u peneccuBHo wim aoMuHantHo Hacinenyemoit HT/T. B
ceMbsix «I'JI x I'JI», B KOTOPBIX BBISABJICHBI U OOJBHBIC, U 30POBBIE IMMOTOMKH (5
cemeil), HanOosiee BeposiTHO coueTaHue AoMuHantHou ¢opmsl HT/I' y onHoro u3
pomuteneit u mnpuobperennoit HT/I' — y npyroro. C yuyeTtom oueBUIHOU
HEOHO3HAYHOCTH ompeacieHuss TumoB HaciemoBanus HT/I', cerperanuoHHBIN
a"Hanu3 B ceMbsx «I'JI x I'JI» He nmpoBoguiics.

[Ipu paccMoTpeHMH POAOCIOBHBIX OOJBHBIX C TMOTEpell ciayxa ObLIo

BBISIBJICHO HECKOJIBKO CJIOXKHBIX POAOCIOBHBIX, BKIIOYAIOINHUX B cebs Pa3JIMYHbIC
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KaTeropuu SIIEPHBIX CEMEN ¢ motepen ciayxa (pucyHOK 6). [leranbHOe M3ydyeHUE
TaKUX POJIOCIOBHBIX MO3BOJISIET MPEANONOKUTH HalTMUKe O0jiee 4YeM OJTHOTO TeHa,

KOHTPOJIMPYIOIIETO MOTEpIo ciayxa, B Pecrrybnuke TriBa.
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Pucynok 7. Poxoc/ioBHbIe 00JIBHBIX € MOTEped CJIOyXa THKEJOH CTeIleHH,
BK/IIOYAKOLIME HECKOJIBKO AAepHbIX ceMell. HacienoBanue naronorun B ceMbsX,
BBIICJICHHBIX ~ MPEPBIBUCTON  JIMHUEH, TMPEAINOJOKUTEIBHO MOXET  ObITh
OOyCIIOBJIGHO MYTallUSIMM DPAa3HBIX Te€HOB. MHIMBHUAYyyMBI C TMOTeped ciyxa
BBIJICJICHBI YEPHBIM LIBETOM.
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Takum o0OpazoM, B pe3yiabTaTe SIHUICMHOJIOTHYCCKOTO WCCIICIOBAHUS
paznuyHbBIX (OpPM TYroyxocTH/ TIyXOThl BHepBbie B Pecrybnmuke ToiBa co3mana
enuHas 0aza JaHHBIX, BKItOUYaromiasi ceeaeHust 0 1407 OONBHBIX C MTOTEpEH Ciayxa.
Tsoxenble (colManbHO-3HAUUMBbIE) (HOPMBI MOTEPH Ciyxa, TPeOyIOlMe OKa3zaHUs
MEJIMKO-COLIMAIPHBIX PEeaOUIUTAIIMOHHBIX Mep UMEIOT 0KoJio 70% OosbHBIX (982
yen). DNUAEMUOJIOTHYECKU aHaIn3 OOJIbHBIX C PA3JIMYHBIMU TUIMAMH TIIYXOTbI
MO3BOJIWII BBIJICIUTH TPYMITY OOJBHBIX C HEUPOCEHCOPHOM TYTrOYXOCTBIO TSXKEIOU
crereHu/Tmyxotod — 540 wen. (38.4%), moTeps ciayxa KOTOPBIX, BEPOSTHO,
00ycCJ0oBJI€HA TEHETUYECKUMU (PpaKkTopaMu.

PacnipocTpaHeHHOCTh  TYrOYXOCTH/TJIYXOTBl ~ Pa3IMYHOM JTHOJIOTUU B
PecnyOnuke ThiBa cocTtaBisieT, B cpennem, 1 : 220 den., Bapsupys oT 1 : 392 yen.
B TanguHckom paiione gm0 1 : 85 wen. B Cyr-XoabCKOoM palioHe, a
pacnpoctpaneHHocTh HT/I' mpeAmnonoXutenbHO TEeHETUYECKOW HTHOJIOTUM B
cpeaHem, pasHa 1 : 573 wen., Bappupys ot 1 : 1375 yen. B Dp3uHcKoM paiione a0 1
: 319 yen. B CyT-X0abCKOM paiioHe.

[IpoBeneHHBII HaMU CETPETAlIMOHHBIA aHAJIW3 TMO3BOJWI TOATBEPAUTH
ayTOCOMHO-PEIECCUBHBI THUI HACJEAOBAHUS TYTOYXOCTU/TIYXOTHl TOJBKO B
qacTu OOCHEOBaHHBIX CEMEH, YTO, MO-BHUAMMOMY, CBSI3aHO C TPUCYTCTBHUEM
OMPEICICHHOTO YKCJIa CIIOPAJUUYECKUX CIy4aeB MOTEPH CIyXa B aHATU3UPYEMbIX
ceMbsix. Pe3ynbTaThl CErperallMoOHHOrO0 aHadu3a M JIETAIbHOE U3Yy4YEHUE
POJOCIIOBHBIX Ppsiia SACPHBIX CEMEW IMO3BOJIMINA BBIIBUHYTH MPEIINOJI0KEHUE O
Haauyuu Oojiee 4YeM OJHOTO TEHa, KOHTPOJIUPYIOIIETOo TMOTEpr0 Ciiyxa, B

Pecny6nuke TrwiBa.

3.2. Pe3yabTaThl MOJIEKYJISIPHO-TEHETHYECKOT0 UCCIEeI0BAHUS

HAcJIeACTBEHHOM ri1yxoThl B PecrmyOimke TriBa

I/ISBCCTHO, dTO OKOJIO IIOJIOBMHBI BCCX CJIYy4dcB HCCHHI[pOMaHBHOﬁ

ayTOCOMHO-PEIECCUBHOM TIIYXOThl CBsi3aHbl ¢ MyTauusiMu B rene GJB2 (Cx26).
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[Toatomy BeIsiBIeHue wmytanuii B TeHe GJB2 (Cx26) sBmsercs BakKHBIM
g depeHInanTbHO-TUarHOCTHYECKUM KpUTEPHUEM, pasrpaHUYUBaAIOIIUM
HACJIEICTBEHHBIEC U MPUOOPETEHHBIE POPMBI TTTYXOThI, U UMEET BaKHOE 3HAYEHUE B
IIPOBEIECHUH MEIUKO-TEHETUYECKOTO KOHCYIbTUPOBAHMS CEMEMN C HACJIEICTBEHHOM
riyxotoil. B gaHHOM pasjene NpUBENEHBI  pe3yJbTaThl  MOJIEKYISPHO-
TeHETHYECKOr0 MCCIIEIOBaHUS MAIlMEHTOB C HECHMHAPOMAIbHOW HACIIeICTBEHHON
TYrOyX0oCThI0/TTyx0Toil B Pecriybnuke TriBa 1 KOHTPOJIBHON BHIOOPKU TYBHHIIEB,

HC CTPpaJal0IINX HAPYIICHUCM CJIyXa.

3.2.1. GIB2-renoTunbl, BbISIBJ€HHbIE B HCCJIEJ0BAHHBIX BHIOOPKAX

Onenka Bkiana myrtamnuii rena GJB2 B stuosnoruto HapyiieHuid ciiyxa B
oOcneryeMoi BbIOOpPKE OOJIBHBIX MMEET BaXKHOE MEIUKO-COLIMAIIbHOE 3HAUCHUE
KaK I TOCTAaHOBKM TOYHOIO JHAarHo3a caMuM OOJbHBIM, MPUHSATHUSA
COOTBETCTBYIOIIUX PEAOMIMTALMOHHBIX MEPONPUITUA M MEIUKO-TEHETHYECKOIrO
KOHCYJTBTHPOBAaHUSI ~ OTATONICHHBIX  CeMei, Tak ©W g  T[pOrHo3a
pacnpoCcTpaHEHHOCTH 3TOM HanboJIee YacTON reHeTUYECKON (POpMBI IOTEpHU CliyXa
B n3y4yaemoM peruoHe. [larorenernyeckuii Bkiaag rena GJB2 (Cx26) B 3THOIOTHIO
HapyIIEHUN ciyxa y 00cieayeMbIX OOJIbHBIX OMPEACNSICA KaK 0 OOJbHBIX, Y
KOTOpPBIX OBUIM BBISBJICHBI OMaJUIEIbHBIE peleccuBHbIe MyTauu rena GJB2 B
TOMO3UTOTHOM MJIM KOMIAYHJ-T€TEPO3ZUTOTHOM COCTOSIHUH («CX26-TI03UTUBHBIE
MAIUEHTHI).

B pesynbraTte pecexBeHupoBaHus 1o CoHTEpy BCEro OENOK-KOAMPYIOIIETO
paiioHa (3K30H 2), O9K30H |-MHTpPOHHON oOsactTh U  (IAHKUPYIOLIUX
nocienoBarenbHocTet TeHa GJB2 Owbuio BeIsiBIEHO 26 paznuunbix GJB2-
T€HOTHUIIOB, U3 KOTOPBIX 8 — ¢ OMAIIIENbHBIMU PEIIECCUBHBIMU MyTauusamu; 10 — ¢
OJTHOM PEIECCUBHON MyTamueil; 7 TEHOTUIIOB C Pa3IMYHBIMH TOJUMOP(PHBIMH
Bapuantamu reHa GJB2 u nopmaneubiit GJB2-renotumn (wt/wt).

Pacnpenenennie renotunoB mno reny GJB2 y oOGcnenoBaHHBIX OOJIBHBIX

npuBefeHO B Tabimie 6. PomocnoBHBIE 1711 BCeX OOCIEMOBAHHBIX OOJIBHBIX
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(N=201) c¢ pesympraTamu reHoTunupoBanusi rena GJB2 mnpencraBnensr B
[Tpunoxenusix |-111.

PenieccuBnbie mytaruu p.W172C (¢.516G>C), IVS1+1G>A (c.-23+1G>A),
c.235delC, p.V371 (c.109G>A), ¢.299 300delAT, c.35delG B romMo3uroTHOM,
KOMITayHJ-T€TEPO3UTOTHOM WM E€IUHUYHOM (T€TepO3UTOTHOM) COCTOSIHUSX
BbIsiBIICHBI Y 70 GonbHBIX (34.8% 00CIeI0BaHHBIX), U3 KOTOPBIX Y 38 OOJIbHBIX
(18.9%) obHapyxeno ne GIJB2-myranuu, a y 32 60abHBIX (15.9%) - ToNbKO O/THA
peueccuBHass wmytanus TeHa GJB2 (tabmuma 6 u Ilpunoxkenus | u |,
COOTBETCTBCHHO).

VY 4 pycckux OOJIBHBIX, IPUHAMISKANINX K JTBYM HEPOJCTBEHHBIM CEMbBSIM
(Bcero o00cnenoBaHO 7 PYCCKUX OOJIBHBIX M3 IMSATH HEPOJCTBEHHBIX CEMEN),
BBISIBIICHA XapaKTepHas Juis eBporeiineB myranus ¢.35delG B romo- (2 4en.) u
TETEPO3UTOTHOM (2 YeIl.) COCTOSHUSIX.

[Tonapmnsiroriast yacTh 06cienoBaHHBIX 00ybHBIX (192 13 201) mpencrasiena
TYBHHIIAMH W OIICHKAa [IaTOTEHETUYECKOro BKiaga wmytanuii rena GJB2 B
ATUOJIOTHUIO CITyXa y TyBUHIIEB cocTaBisieT 18.8% (36/192).

[Momumopdupie Bapwantel Tena GJB2: p.V271 (c.79G>A), p.E114G
(c.341A>G), p.V153I (c.457G>A), p.F191L (c.571T>C), p.1203T (c.608T>C),
obOHapyxxenbl y 20.4% O60nbHBIX (BCe TYBUHIIBI). [ €HOTHIBI OOMBHBIX, UMEIOIINX
pasnuyHble monuMopdHble BapuaHnTel reHa GJB2, mpuBenensr B Tabmuie 6 U B

[Mpunoxenusx 1-111).
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Ta6anua 6. Pacnpenenenue reHorunoB mo reHy GJB2, BbIAABJIEHHBIX Y
00CJ1eI0BAHHBIX 00JIbHBIX U B KOHTPOJbLHOM BHIOOPKEe TYBUHIIEB.

Oo0uias BbIOOpPKA
006c/1eI0BAHHBIX KonTpoabHas
FenoTHIbE 00JBHBIX BbIOOpKA
(3THHYecKast TYBHHIEB
NMPUHA/JIEKHOCTD) n=121
n=201
p.W172C/p.W172C 17 (tyB.) -
IVS1+1G>A/IVS1+1G>A 6 (TyB.) -
L eHOTHIILE IVS1+1G>A/p.W172C 6 (TyB.) -
C AByMsI c.235delC /p.W172C 3 (tyB.) -
MYTAUMSMH | ¢ 299 300delAT/p.W172C 2 (TyB.) -
rena GJB2
IVS1+1G>A/c.299 300delAT 1 (TyB.) -
p.V371/c.235delC 1 (tyB.) -
c.35delG/c.35delG 2 (pyc.) -
Yucs10 HHAMBUAYYMOB € OHa/L/IeIbHBIMHA 38 (18 9% ) )
peueccuBHbIME MyTanusvMu GJB2 (%)
p.vV271/ p.W172C 1 (TyB.) -
p.W172C/wt 6 (TyB.) 6
IVS1+1G>A/p. V27l 5 (TyB.) 2
L eHOTHIILE IVS1+1G>A/p.1203T 1 (TyB.) -
C O/THOI IVS1+1G>A/p.V271+p.E114G 2 (TyB.) -
MyTammeit | |\/5141G>A/wt 13 (12 1ys., 1 MeT.) 3
rena GJB2
p.V371/wt 1 (TyB.) 2
p.vV271/ p. V37l - 1
€.235delC/wt 1 (TyB.) -
c.35delG/wt 2 (pyc.) -
Yucjio MHAMBUAYYMOB ¢ 0HO# MmyTanueii GIB2 (%) 32 (15.9%) . 14 (11.6%) .
OO0uree YMCJa0 HHIUBHIYYMOB ¢ MyTanusavu GJIB2 (%0) 70 (34.8%) 14 (11.6%)
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Oo0mast BbIOOpKaA

00cJ1e10BAaHHBIX KonTtpoasnas
Ieno 00JBHBIX BBIOOpKaA
HOTHIEL (3THHYecKast TYBHHIIEB
NPUHANJIEKHOCTD) n=121
n=201
p.V271/wt 20 (TyB.) 21
p.V271+p.E114G/wt 11 (TyB.) 12
Tenorumer ¢ p.\V271/ p.V27I 6 (TyB.) 5
NOJMMOP(HBIMH

BapaITAMH p.V271/p.V271+p.E114G 1 (TyB.) 2
rena GJB2 p.V271+p.E114G/p.F191L 1 (TyB.) -
p.V271/ p.F191L 1 (TyB.) -
p.V271+p.E114G/p.V153I - 1

O0mee YK CJI0 MHAUBHIYYMOB C OJMMOP (PHBIMHU

apuanTamu rena GJB2 (%)

41 (20.4%)

41 (33.9%)

HopMmaabHblii

90
TEHOTHII MO TeHy | wi/wt (86 TyB., 3 pyc., 1 66
GJB2 MeT.)
Oo611ee KOIUYECTBO 00CIENOBAHHBIX 201 121

Ilpumeuanue: Ilatorennsie perieccuBHbie MyTanuu rena GJB2 BoieaeHb! )KUPHBIM
mpudTOM; TYyB. — TYBUHIIBI, PYC. — PYCCKHE, MET. — CMEIIaHHas JTHUYECKas

MPUHAIICKHOCTD. *

OOJIBHBIM) ¥ KOHTPOJIbHOU BbIOOPKO# TyBHHIIEB (P=0.202).

- OTCYTCTBYIOT CTAaTHCTHUYECKH 3HAUMMBIE Pa3IU4usl B YHCIIE
UHAUBUAYYMOB ¢ omHoi GJB2-mytarmeit Mexmy BBIOOPKOW OONBHBIX (IS
KOPPEKTHOCTH COMOCTABJEHUS] pPACUET MIPOU3BOAWICS TOJBKO MO TYBUHCKUM
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3.2.2. GIB2-reHoTunsl B NOoArpynnax 00JbHbIX

JlaHHbBIE KIMHUYECKOTO0 aHaMHe3a OOJIbHBIX ¢ IOTEpel ciyxa, MOJIy4YeHHbIE B
HaIllEeM HUCCJEeI0OBaHUHU, CONIEp KA, MOMUMO MHGOPMALUU 00 ayIuoIOTHYECKOM
JIMarHo3¢ MaI[MeHTOB, U JTOTIOJHUTEIbHBIC CBEACHUS O COMYTCTBYIOIIMX BHEUTHUX
dakropax, BO3MOXXHO, MPUBEAIIMX K MOTepe ciyxa. Ha ocHOBe Haiuuus Wiu
OTCYTCTBHUSI TakoW HH(oOpMaIuu oOciieJoBaHHbIE OOJIbHBIE ObUIM MOIpa3/eICHbI
Ha JBe moarpymmsl — | (B aHaMHe3e HeT ykazaHuil Ha cpenoBbie (aktopsl) u |l
(ectb  ykazaHMs Ha  BO3MOXKHOE  BO3JICHCTBHE  CPEIOBBIX  (DAKTOPOB).
Pacnpenenenne monydeHHbIX TeHOTHNOB mo reny GJB2 B moarpymmax | u |l
npuBeAeHO B Tabnuie 7. Mexny 3TUMH MOArpynnamMu OOJbHBIX OOHApPYKEHBI
cratucTuiecku 3Haunmbie (p=0.0235) paznuuus B [10J1€ UHAMBUIYYMOB C JIBYMS
GJB2-myramusamu (22.4% u 9.3% B moarpynmax | u Il, cooTBeTcTBEHHO), B TO
BpeMs Kak B J0Jie MHAUBUAYYMOB c ogHot GJB2-mytarmeit (15.0% u 18.5% B
noarpynnax | u Il, COOTBETCTBEHHO) 3HAYMMBIX pa3IM4YMil HE HaAOII0IATIOCh

(p=0.340) (Tabnuma 7).
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Ta6anua 7. Pacnpenenenne GJB2-renoTnnos, BeIsiBJeHHbIX B noArpynmnax |

u |l 00ciie10BaHHBIX 00JIBLHBIX.

O0caenoBanHLIe 00JILHEBIE
Oomas
TenoTumnel BBIOOPKA Moarpynmna | | Moarpynma 11
00JIbHBIX n=147 n=54
n=201
p.W172C/p.W172C 17 17 -
IVS1+1G>A/IVS1+1G>A 6 4 2
r IVS1+1G>A/p.W172C 6 4 2
€HOTHIIBI C
myTanuamu | €.299 300delAT/p.W172C 2 2 -
rena GJB2  ["1\/S14+1G>A/c.299 300delAT 1 - 1
p.V371/c.235delC 1 1 -
c.35delG/c.35delG 2 2 -
Yucsi0 60JIBHBIX 0 * *
¢ asyms mytanusimu GJB2 (%) 38 (18.9%) | 33 (22.4%) 5(9.3%)
p.vV271/ p.W172C 1 - 1
p.W172C/wt 6 5 1
IVS1+1G>A/p.V27I 5 3 2
I'enorunsi ¢ | |[VS1+1G>A/p.1203T 1 1 -
OMHOH IVS1+1G>A/p.V271+p.E114G 2 1 1
MyTanuen
rena GJB2 IVS1+1G>A/wt 13 8 5
p.V37l/wt 1 1 -
c.235delC/wt 1 1 -
c.35delG/wt 2 2 -
Yucino 00abHBIX # #
32 (15.9% 0 9
¢ oxHoii myrauueit GJB2 (%) ( ) | 22 (15.0%) 10 (18.5%)
O0mee ync10 00JIBHBIX
70 (34.8% 55 (37.49 .89
¢ mytamusavu GJIB2 (%) ( 2 (37.4%) 15 (27.8%)
O0mee ynCc10 MHANBHIYYMOB C
NoJIMMOP(PHBIMU BApHAHTAMM H 131 (65.2%) | 92 (62.6%) 39 (72.2%)
HOPMAJILHBIM IeHOTHIIOM 1o reny GJB2
Ilpumeuanue: Tloarpynmna | - OGonpHble 0e3 Kakux-1uOO yKa3aHWW B aHamMHe3e Ha

IpearnojaraeMblii CpeJJOBOM 3THOJOTHYECKH (hakTop moTepu ciyxa, moarpymma Il —
OoNIbHBIC, Y KOTOPHIX B aHAMHE3¢ TaKWe yKa3aHWs ecTh (CM. B Tekcre). PeriecCHBHBIC

mytaiun  reHa GJB2  BeimeneHbl KHpHBIM - mpudTOM; * - pasnuuMs  MEXITY

cpaBHuBaeMbiMi moarpynnaMu | u Il B uncne GombHbix ¢ aByms GJB2-myranumsmu
#

cratuctuuecku 3HauyuMbl (p=0.0235); "- OTCYTCTBYIOT CTAaTUCTUYECKH 3HAUMMBbIC

pazmuuus Mexay moarpynmnamu | uw Il B uucne OGompHBIX ¢ omHoM GJB2-myrtanmeit
(p=0.340).
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3.2.3. MyrauuoHHblii ciektp rena GJB2 B ucciienoBanHoii Bbioopke
00JIbHBIX

VY o0cnenoBaHHBIX TyBHHCKHX HanueHToB (N=192) pelieccuBHBbIE MYTalUH
reHa GJB2 Obumi BBIABIICHBI y 65 00bHBIX (Y 36 OONBHBIX B TOMO3UTOTHOM HIIA
KOMITayH-T€TEPO3UTOTHOM COCTOSIHUM U Y 29 OO0JIBbHBIX MPUCYTCTBOBAJIA TOJIBKO 1
KOIus Kakou-nmbo peneccuBHot GJB2-myTtanuu B coueranuu ¢ aywuieneM Wt wiu
MOJIUMOPGHBIM BaPUAHTOM).

Myrtatmonssiii criektp reHa GJB2 y TyBUHCKHX OOJNBHBIX MpEACTaBiICH
IATBIO periecCUBHBIMU MyTarusamu - P.W172C, IVS1+1G>A, ¢.235delC, p.V371l u
€.299 300delAT, cpenu xoTopeIx mpeoOiamator wmyrtanun P.W172C wu
IVS1+1G>A: nons p.W172C cpenu Bcex MyTaHTHBIX XpPOMOCOM 00CII€IOBAaHHBIX
TyBUHCKUX mnanueHToB (N=101) cocraBmser 51.49%, IVS1+1G>A - 38.61%, a
nonst mytanuii €.235delC, p.V371, ¢.299 300delAT - 4.95%, 2.97% u 1.98%,

COOTBETCTBEHHO (PUCYHOK 8).

2,97% 1,98%

38,61% 51,49%

mp.W172C
mIVST+1G>A

¢.235delC
mc.299 300delAT
mp.V37I

Pucynok 8. Cnekrtp peueccuBHbIXx myTanuid reHa GJB2, BbIsiBJEHHBIX Yy
TYBHUHCKHX MANMEHTOB, U MX OTHOCUTEJIbHAS [0JIsl CPeId BCEeX MYTAHTHBIX
GJB2-anaedeii.
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Mytamus p.W172C. Myramus p.W172C (c.516G>C) mnpeBanmpyer y

TYBUHCKHX MaIiMeHTOB. HeCHHOHMMUYHAST OTHOHYKJICOTH THAS 3aMEHA TyaHWHA Ha
IIUTO3WH B MO3UIMHU 516 mociaeaoBaTeIbHOCTH Koaupyroiei obnactu rena GJB2
(c.516G>C) npuBoauT K 3aMeHe Tpunrodana Ha muctenH (p.W172C) Bo BTopoM

BHEKJICTOYHOM JIOMeHe Oelika KoHHeKcuHa 26 (Cx26) (pucyHok 9 A, b).

W172C
CGCCTGGCCTTGTC
A
516G BHEKNeToYHble
nomeHbl Cx26
41 75 155 192
TpaHcMeMbpaHHble
nomeHbl Cx26
CGCCTGNCCTTGTC
A 208 99 131 216
516G>C BHYTPUKINETOYHbIe
nomeHbl Cx26
PolyPhen-2 wi72C
0.901
CGCCTGCCCTTGTC ( -
i B
516C 0.00 0.20 0140 060 0.80 1.00
cxB2_HUMAN p29033 SMQRLVKCNAWPCPNTVDC
cxs2_mouse 00977 FMQRLVKCNAWPCPNTVDC
cxs2_rar p21994 FMQRLVKCNAWPCPNTVDC
cxs2_ovinN a2ve67 AMQRLVKCNAWPCPNTVDC
cxs2_macmu gsMiTes SMQRLVKCNAWPCPNTVDC
cxs2_nyria Q79613 SMQRLVKCNAWPCPNTVDC
cxB2_Gorco g8Maws SMQRLVKCNAWPCPNTVDC
r cxe2_poney osmMiT9 SMOQRLVKCNAWPCPNTVDC
A cxs2_sHeep P46691 AMQRLVKCNAWPCPNTVDC

Pucynok 9. Myramus p.W172C (¢c.516G>C) B rene GJB2 (Cx26).

A. CekBeHorpammbl (pparmenta rena GJB2 (cBepxy BHH3): roMo3urora Wt/wi;
rereposurora ¢.516G>C/wt;. romosurora €.516G>C/c.516G>C. b. CxemaTtnunoe
MpEeACTaBICHHEe aMUHOKHCIOTHOM TIOCIIEIOBATEIbHOCTH KOHHEKCHHA 26 (Cx26) ¢
mytaruedn p.W172C. B. Myranusa p.W172C knaccupuuupoBaHa ¢ HOMOUIBIO
nporpammbl PolyPhen2 kak «Bo3moxno mnoBpexpaatomas» (PolyPhen2 score =
0.901). I'. BeipaBHUBaHNE aMUHOKHUCJIOTHBIX TOCJIEIOBATEILHOCTEH KOHHEKCHHOB
y pa3HbIX OPraHU3MOB.
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C momometo mporpammbl  PolyPhen2, cormacHo wucmonb3yemoil Mopenu
HumVar [Adzhubei et al., 2010], mo3Boisromell pa3iauuaTh MYTAaHH CO
3HAYUTEIIFHBIM MOBPEKIAONIIM 3()PEKTOM U OCTaNBHYIO BapuabeIbHOCTh T€HOMA
YEeJIOBEKa, BKIIIOYAs «CIIa0o-TIOBpeXxaaroniuey amiend, wyrtamus p.W172C
(c.516G>C) Opuia kmaccudummpoBana kak “probably deleterious” («BO3MOXKHO
noBpexaaromas», PolyPhen2 score = 0.901) (pucynox 9 B). BripaBHHMBaHue
AMUHOKHCJIOTHBIX TIOCIIEOBATEIIBHOCTE KOHHEKCHHOB y Pa3HBIX OpPTraHW3MOB
BBISIBWJIO BBICOKYIO KOHCEPBAaTUBHOCTh TpunTodana B 172 aMUHOKHUCIOTHOM
no3unuu Cx26 (pucynok 9 I).

BnepBrie, »Ta MyTanus (B KOMIAYHI-TE€TEPO3UTOTHOM COCTOSIHUHM C
perieccuBHoi  Mytarert  ¢.2350delC), Ha mepBOM 3Tame  HMCCIEIOBaHUM
HaCJEICTBEHHOW IIyXxoTbl B PecnyOnmuke Aunrtail, Oblia OOHapyXeHa y OIHOTO
nanueHra-aiaraiina [Posukh et al.,, 2005]. B pabore [Tekin et al., 2010]
cooOmiaercss O HaOMIOACHUM OTOM MyTallid B KOMIIAyHJ-T€TEPO3UTOTHOM
COCTOSIHMM y Tjiayxoro manueHta w3 Monroauu [Tekin et al.,, 2010]. Ilpm
JManbHEHIIeM H3yYeHUHM HaCIeACTBEHHOW TiyxoThl B PecrmybOnuke Aunraii Ha
pacIIMpPEeHHON BBHIOOPKE MAIMEHTOB alTallleB OBLJIO MOJITBEPKACHO MPUCYTCTBUE
TON MyTanuu Ha Tepputopuu ['opHoro Aunrasi, rpaHuyaiiero ¢ PecmyOnukoi
TriBa (O.JI. [Tocyx, HeonyOnukoBaHHbIe AaHHBIE). CBeaeHus o mytanuu P.W172C
B JPYTHX PETHOHAX MUPA HAa CETOMHSAIIHUNA MOMEHT B JIUTEPATYPE OTCYTCTBYIOT.

CekBeHOTpaMMbI  JPYruX perieccuBHbIx Mytarmit:  IVS1+1G>A  (c.-
23+1G>A), ¢.235delC, 109G>A (p.V371), ¢.299 300delAT u mamboiee wacThix
noaumopdubix BapuantoB 79G>A (p.V271) u 341A>G (p.E114G), BBISBICHHBIX Yy

TYBUHCKHX TAIIUEHTOB, TIPe/ICTaBlIeHbI Ha pucyHke 10.
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Pucynok 10. CexkBeHorpammbl (pparmenToB reia GJB2 ¢ BbisiBJIeHHBIMH

BapHAIMAMHU HYKJIEOTHIHOI M0CJIe10BATEIbHOCTH.
A. Myranus €.-23+1G>A (IVS1+1G>A).

B. Myrarus c¢.235delC.

B. Mytanus 109G>A (p.V371).

I'. Myrtanus €.299 300delAT.

M. TNonmumopdusiii Bapuant 79G>A (p.V271).

E. ITomumopdusiit Bapuant 341A>G (p.E114G).



71

3.2.4. Yactora myTaumii reia GJB2 y TyBUHCKHX (00JIbHBIX
1 B KOHTPOJIbHOH BbIOOPKe TYBHHIIEB

B Tabnune 8 npencraBieHbl YaCTOThl MyTallMi U MOIMMOP(HBIX BApUAHTOB
rena GJB2 B BbIOOpKE TYBUHCKHX OOJBHBIX M B KOHTPOJBHON BBIOOpPKE

HCCBA3aHHBIX POACTBOM TYBHUHIICB.

Tadauua 8. Yacrorsl MyTanmii u mnoauMopdHbIX BapuantoB resa GJIB2 vy
TYBHHCKHX 00/IbHBIX H B KOHTPOJIbHOM BbIOOpPKE TYBHHLEB.

Hucao Hacrora Yuciao Yacrora
MYTaHTHBIX MyTaHTHOro MYTAHTHBIX MYTAHTHOI'O
MyTtanus / anene y 192 aznend y 192 ajiesied B ajuiesis B
NOJMMOP(HBII TgBHHCKHX TYBHHCKHX KOHTPOJIbHOI | KOHTPOJILHOM
OJIBHBIX 00JIBHBIX
BApPUAHT (y 167 (y 167 BbIOOpKe BbIOOpKe
TYBHHIEB TYBHHIEB
HEPOACTBEHHbIX HEPOICTBEHHBIX n=121) (n=121)
00IbHBIX) 00JIbHBIX) (
52 0.135* *
p.W172C (44) (0.132 %) 6 0.025
39 0.102 ** .
IVS1+1G>A (36) (0,108 %) 5 0.021
3) 0.013
c.235delC (5) (0.015) - -
3 0.008
c.299 300delAT ) (0.006) - -
2 0.005
p.V37l ) (0.006) 3 0.012
Bcero myranTHbIX 101 0.263
XpPOMOCOM (89) (0.266) 14 0.058
40 0.104
p.V27I 38) 0.114) 36 0.149
15 0.039
p.V271+p.E114G 12) (0.036) 15 0.062
1 0.003
p.1203T O (0.003) - -
2 0.005
p.F191L @ (0.008) _ ]
1 0.003
p.V153I % (0.003) 1 0.004
Bcero 384
XpOMOCOM (334) 242

Ilpumeuanue: peueccuBubie Mmytanuy rea GJB2 BoiaeneHs! sKUPHBIM MIPUPTOM;

* - CTaTUCTUYECKU 3HAYMMBbIe pa3nuuus B yactore mytauuu P.W172C mexay BeIOOpKOit
GONBHBIX M KOHTPOIBHOI BBIGOPKOiT TyBuHIEB (p<10™); ** - craTicTHyeckn 3HAUNMBIC
pasmuuus B yactore myrauuu 1VS1+1G>A mexay BIOOPKOH OOJIBHBIX M KOHTPOJIBHOU
BBIGOPKOIT TyBHHIEB (p<107").
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JUis MCKJIIOYeHHsS] BO3MOXKHOTO CMEIIEHHUS OIEHOK YacTOThl MyTaluid B
o011eil BBIOOpKE TYBMHCKHUX OOJBHBIX 332 CUET MPUCYTCTBHS B HEW HEKOTOPOTO
Yuclia pOACTBEHHBIX MHIMBUJIOB, OblIa chopMupoBaHa BHIOOPKAa HEPOACTBEHHBIX
OonpHBIX (167 uen.). CTaTUCTHUECKH 3HAUMMBIE PA3IUYUS MEXKIY BBIOOpPKOU
HEPOJCTBEHHBIX TYBUHCKHX OOJIbHBIX M KOHTPOJIbHOM BBIOOPKOM TYBHHIIEB
noTydeHsl 11t myrtamuit p.W172C — 0.132 u 0.025, coorBerctenso (p < 10™) u
IVS1+1G>A — 0.108 u 0,021, coorBerctBeHHO (p < 10™) (Tabnuma 8).

3.2.5. YacToTa rerepo3uroTHOro0 HocuTeIbLCTBa MyTauuii rena GJB2 B
KOHTPOJIbHOH BbIOOPKE TYBHHIIEB

B  kontponbHOW  BbIOOpKEe TyBUHIEB (N=121) oOnapyxeno 14
WHINBUIYYMOB, T€TEPO3UTOTHBIX 10 peneccuBHbM GJIB2-mytammsm: p.W172C (6
yein.), IVSI+1G>A (5 4en.), u p.V37l (3 uyen.) (tabmuma §). Kpome Toro, y
3HAYUTENIbHOM YacTH TYBUHIIEB ObUIM BBISBJICHBI MOJUMOP(HBIE BapUaHTHl I'€HA
GJB2 (p.V271, p.E114G, p.V1531 u p.F191L), xapaktepHble g a3uaTCKUX
peruonoB [Dai et al., 2009; Liu et al., 2002; Ohtsuka et al., 2003; Park et al.,
2000]. CymmapHass YacToTa TeTEPO3MIOTHOTO HOCHTEIBCTBA PEIECCUBHBIX
myTanui rena GJB2 B uzydeHHol BpIOOpKe TyBUHIEB cocTaBmia 11.57% (14/121),
B ToM uucie: p.W172C - 4.96% (6/121), c.IVS1+1G>A — 4.13% (5/121) u p.V37l
— 2.48% (3/121). Tpoe W3 MATH WHAMBHIYYMOB, YKAa3aBIIHUX IPH ONPOCE Ha
HEKOTOPOE CHU)KEHME CJIyXa, HO HE COCTOSIBILIMX Ha CYpJOJOTMYECKOM YYEeTe,
OKa3aJIMCh reTepo3urotHbiMu no mytamusm p.W172C, IVSI+1G>A u p.V37l.
WNunuBuayym ¢ rerotunom P.W172C/wt (1956 r.p.) npeamnonaraer, 4To CHIKECHHE
cllyxa y Hero, BO3HHUKIIEE BO B3pPOCIOM COCTOSIHUH, OOYCIIOBJIEHO
runeproHndyeckoil Oonesnpro. MuauBuayym c renotunom |[VS1+1G>A/p. V271
(1973 1.p.) cBsA3bIBaeT YXY/AIICHHE CIyXa C 3a00JieBaHHEM, IMEPEHECEHHBIM B
BO3pacTe CEMH JIET, a WHAWBHAYyM c TeHoturom P.V37l/wt (1980 r.p.) — ¢
MOJTy4YE€HHOM BO B3POCIIOM COCTOSIHUU TPaBMOM.

[Ipu comocTaBneHUr OJIM MUHIUBUIYYMOB, T€T€PO3UTOTHBIX MO MYTalUsM

GJB2, B BbIOOpKE OOJBHBIX (IJII KOPPEKTHOCTH COMNOCTABJEHUS pacyer
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MPOBOJUJICS TOJIBKO TO TYBUHCKUM OOJIBHBIM) W B KOHTPOJBHOW BBIOOPKE
TYBUHIICB CTATUCTHUYCCKH 3HAYMMBIX pa3muuii He HaOmomganock (p=0.2019)
(rabmuna  6). Kpome Toro, pacnpeneneHue T€HOTHUIIOB, BBISBJICHHBIX B
MOMYJISIIUOHHON BBIOOPKE TYBHUHIIEB, COOTBETCTBYET PaBHOBECHIO Xapiu-
Baitn6epra.

**k%*

B Pecnybnuke TwiBa, B pe3ynbrare MOJICKYJISIPHO-TE€HETHYECKOTO
UCCJIEIOBaHUS BBIOOPKU OOJIBHBIX C HECHMHAPOMAIBHOM TYrOYXOCTbIO TSKEIOU
CTENEeHU/TIIyX0To, BKItouvaromend 201 dven., y 70 6onbHbIX (34.8%), BBISBIICHBI
myTtaruu rena GJB2. ¥V 38 6ompHBIX (18.9%) Obun 0OHApYKEHBI OWAIICTHHBIC
peuieccuBHble GJB2-mMyTanuyu B TOMO3MTOTHOM WJIM KOMIAYHJI-T€TEPO3UTOTHOM
COCTOSIHUY, a y 32 OonbHbIX (15.9%) — BbIsIBNIEHA O/1HA pelECCUBHAsA MyTallus reHa
GJB2.

[TockonpKy monaBisitoiee 4uciao OonbHbIX (192 den.) mnpencraBieHO
TYBUHIIAMH, TO OIICHKa NAaTOT€HETHYECKOTO BKiIama MyTamui rena GJB2 B
ATHOJIOTHIO CyXa Yy TpeJAcTaBUTENIed KopeHHOro HaceneHus PecmyOnuku TriBa
cocraBuia 18.8% (36/192).

Myrtammonssiii ciektp reHa GJB2 y TyBUHCKHX OOJBHBIX MpEIACTaBJICH
IATBIO perieccuBHBIMU MyTarusamu - P.W172C, IVS1+1G>A, ¢.235delC, p.V37l u
€.299 300delAT, cpean kotopbix mpeobdmamaror mytanuu P.W172C (51.49%) u
IVS1+1G>A (38.61%). VY 3HauuTeNbHOW YacTH TYBHHIIEB B oOCIeIyeMOi
BBIOOpKE OOJIBHBIX W B KOHTPOJIbBHOW BBIOOpKE TYBHHIIEB OBUIA BbISBICHbI
nonumopdueie Bapuantel reHa GJB2 (p.V27I, p.E114G, p.V1531 u p.F191L),
XapaKTEPHbBIC IS a3UATCKUX PETUOHOB.

CyMmMapHasi 4acToTa TETEPO3UTOTHOTO HOCHTENIhCTBA  PEIIECCHUBHBIX
myTaruii reHa GJB2 B KOHTpPOJBHOW BBIOOpKE TyBUHIIEB cocTaBuia 11.57%
(14/121), B Tom umcne mytamuii: p.W172C - 4.96% (6/121), c.IVS1+1G>A —
4.13% (5/121) u p.V371 — 2.48% (3/121).



74

3.3. AHa/m3 coumno-aeMorpapuuecKux napaMmeTpoB, Opa4yHoro craryca /
Opa4yHoii CTPYKTYpPbI, IapaMeTPOB PeNPOAYKIMH U CTeNeHH COLMATbHOI

ajanrauum Jjaei ¢ morepeii ciayxa B Pecnyosuke ToiBa

JIJIsi MHOTMX MOHOTE€HHBIX 3a00J€BaHUM, B TOM YHCIE M JUIsI HEKOTOPBIX
(dbopM HacIeICTBEHHOM MOTEPHU ClIyXa, YCTAHOBIIEHO, YTO UX «HAKOIUICHHE» B TOU
WM WHOW TOMYJISAIMHM ONpPENeseTcs TaKuMHu (GaKTopaMu KaK JSTHHYCCKHH H
MOJIOBO3PACTHOM COCTaB HACENICHHUS, W3OJSIUSA, J0Ji1 OJIM3KOPOCTBEHHBIX
OpakoB, 3(pdexTh OCHOBaTENS U «OyTHIIOUHOTO TopbInTka» [Groce, 1985; Scott et
al., 1995; Winata et al., 1995; Van Laer et al., 2001; RamShankar et al., 2003; Ben
Arab et al., 2004; Lezirovitz et al., 2008; Sirmaci., 2009; Barashkov et al., 2011 u
zp.].

Psnom wuccnenoBateneit Oblia MpeasiokKeHa THUIOTE3a O TOM, 4YTO Ha
MIUPOKYIO PACHpPOCTPAaHEHHOCTh TJIYXOThbl, OOYCJIOBJIEHHON MyTalUsIMH TEHa
GJB2, B oTimumne oT OOJIBITMHCTBA MOHOTCHHBIX 3a00JICBaHMM, MOTJIN TIOBJIHATE U
oTpeJelIeHHbIC COIMANIbHBIE (DAKTOPHI: CYIIECTBYIOIIAs B Psiieé PETMOHOB MUpPa
JIOJITOBPEMEHHAs TPAJIULIMS 3aKJIFOUEHUSI aCCOPTATUBHBIX OpPaKkOB MEXKY TTyXHUMHU
moapMu  (BBIOOp OpadyHOro mapTHepa MO TNATOJOTUYECKOMY (DEHOTHUITy), B
COYETAaHMU C POCTOM UX COLUMATBHOM ajanTal W OMOJIOTHUYECKOU
npucrnocobierroctu (genetic fitness) [Nance et al., 2000; Nance, 2003; Nance,
Kearsey, 2004].

B  nganHOM  pazzmene  OpuBEACHBI  PE3YyJbTAaThl  aHaly3a  COLMO-
neMorpaduyeckux TmapaMeTpoB, OpayHOTO cTaTyca W OpayHOM CTPYKTYpBHI,
MapaMeTpPOB PENPOAYKLIHUHN U CTEIIEHU COLMAIIBHOM aJanTallly JIOAEH C MOTepen

ciyxa B PecniyOnuke ThiBa.

3.3.1. BpauHblii cTaTyc U OpayHasi CTPYKTYypa IJIyXHX JIojaeil B
PecnyOunke ToiBa
Ceenenusi 0 OpayHOM cTaTyce W OpadyHON CTPYKType JoJed C moTepen

ClIyxa IMOJIYYCHEI, B OCHOBHOM, n3 JaHHBIX NepCoOHAJILHOIO u
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CHELHUAIN3UPOBAHHOT O (COLMOI0rNYECKOr0) AHKETUPOBAHUSA LIy XUX
WHIUBUYYMOB, OIpPOCa POJCTBEHHUKOB H JIOMOJHEHBI COOTBETCTBYIOIMMU
JAHHBIMU M3 PETrHOHAIBHOTO OTAeNeHus Bcepoccuiickoro oOmiecTBa TIIyXHX
(BOTI') u 610po meauko-conuanbHon skcnepTussl (MCO) PeciyOnuku ThiBa.

CootBercTBytomas uHdopmaiusi mnoxydeHa mig 456 HUHIMBUIYYMOB C
TSDKEJION MmoTepel ciryxa B Bo3pacTe oT 19 g0 86 ner (cpenumii Bo3pact 39.6+0.7).
[To »THWUYECKON MPUHANICKHOCTH aHAIM3UpPyeMas BBIOOpKA IIPEICTaBIICHA
MPEUMYIIECTBEHHO TyBUHIIAMHU (379 4ei.), KpoMe TOro, B Hee BXOJASAT pycckue - 42
Yenl., JPyrde HAWOHATBHOCTH - 4 dYem., w aua 31 dYermoBeka STHUYECKAsS
MPUHAJJICKHOCTh He ompenaenena. s 335 denosek (6osnee 70%) M3BECTHO, UTO
MoTeps ClyXa y HUX BO3HUKIIA C POXKJICHUS WM B paHHEM JETCKOM BO3pacTe.

B Tabmuue 9 npuBeneHsl aeMorpapuyecKkue XapaKTEpUCTUKH, OpadHbId
CTaTyC W CTpyKTypa OpakoB Tiayxux Joaed B PecmyOiauke TwiBa. 235
oocnenoBanHbix (51.5%) mnpoxkuBaer B T.KbI3bule, a B CEIbCKUX pailloHax
PecniyOnuku TeiBa - 221 uen. (48.5%). 127 ugenoBek (27.9% ot obmiero uucina
TIIyXuX JroJiei), B Bo3pacte oT 19 mo 74 ner (cpemnuii Bospact 30.3+£1.0), He
COCTOSITM B OpavHBIX OTHOIICHUSX HA MOMEHT MCCIIEIOBAaHU, U3 HUX 59 dermoBek
npoxkuBaeT B ropojae Kwbuie, 68 — B CeIbCKOM MECTHOCTH, XEHIIUH — (4,
MykurH — 53. Monoabie moau (B Bo3pacte oT 19 no 22 ner) cocrasistor 28.3%
(36 4en.), U3 HHUX JHII MYXCKOTO Tojia — 23, KEHCKoro mona — 13; rpymma
WHUBUYYMOB PENPOTYKTUBHOTO Bo3pacta (23-40 net) — 56.7% (72 yen.), u3 HUX
MYX4YUH — 24, )KeHIIUH — 48; 1 Tpymnmna crapuiero Bo3pacta (> 40 net) — 15% (19

YeJl.), U3 HUX MYXYHUH — 7, )KeHIIUH — 12,
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Ta6muua 9. Jlemorpaduyeckne XapakTepuUCTHKH, OpayHbIii cTaryc o
CTPYKTYpa OpakoB riyxux Jgwaei B Pecnyosiuke ToiBa.
Bceero r. KoL Ce.nul,cmle
paiioHbI
Bcero rimyxux nrozeit 456 235 221
(%, moJist OT 0OIIEro YKcClia TIyXUX), (51.5%) (48.5%)
U3 HUX:
JKEHIIIUHBI 244 130 114
(%) (53.5%) (55.4%) (51.6%)
MY KYHHBI 212 105 107
(%) (46.5%) (44.6%) (48.4%)
Cocrosimue B Opake (329 yeit., 72.1%)
Yucio rryxux JIF0ACH, COCTOSAIINX B Opake 329 176 153
(%, moJIst M3 OOIIETO YKCIIA COCTOAIIMX B (53.5%) (46.5%)
Opake)*
O6miee uncno Opakos, 200 103 97
U3 HUX: (51.5%) (48.5%)
opaku «['JI x T'JI» 129 73 56
(%, mosst OT 001IEeTo YnciIa OpaKoB) (64.5%) (70.9%) ** | (57.7%) **
opaxu «I'JI x H» 71 30 41
(%, nomst OT 00IIero Yuciia OpaKoB), (35.5%) (29.1%) (42.3%)
U3 HUX:
xena (I'JI) x myx (H) 42 20 22
(%) (59.2%) (66.7%) (53.7%)
xeHa (H) x myx (I'JT) 29 10 19
(%) (40.8%) (33.3%) (46.3%)
He cocTrosimmue B Opake (127 veut., 27.9%)
Yucrno riryxux JIro/iei, He COCTOSIIUX B Opake 127 99 68
(%, nomnst OT OOIIETO YKCIIa TIYXHUX), U3 HUX: (46.5%) (53.5%)
YKCHILMHBI 74 38 36
(%) (58.3%) (64.4%) (52.9%)
MY>KYHUHBI 53 21 32
(%) (41.7%) (35.6%) (47.1%)
*

- BKJIFOYEHBI Takke BIOBBI W BAOBII. bpaku «['JI x I'JI» - Opaku mexmy

riyxumMu moasmu; Opaku «IJI x H» - Opaku Mexay IIyXuMd U HOPMaJIbHO

CIBIIIANIAMU JIOOAbBMH. **

TOYHBIN TecT Duriepa).

- craructudecku 3HaumMble pazmmuusa  (p=0.036,
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3.3.2. AHA/IU3 CTPYKTYPbI OPaKoOB IIyXHX JH0Jei

N3 oOmeit BBIOOpKH, cocTaBistonieit 456 den., B OpayHBIX OTHOIIEHUSX
coctosiu 329 uenosek (72.1%). B 3Ty kaTeroputo ObUIM TaK)Ke BKIIOUYEHBI BIOBbI
u  BAOBUB. Bcero mpoanammsupoBano 200 OpakoB  (4actb  OpakoB
PEKOHCTPYHpPOBaHA Ha OCHOBE aHaJIW3a POJOCIOBHBIX MHAMBUIYYMOB C MOTEpen
ciyxa), u3 koropbix 103 (51.5%) Opaka otHocstcs k r.Kembuty u 97 Opakos
(48.5%) - x cenpckuM paiioHam (Tadsmia 9).

Ha ocHoBaHuM HalM4yus WM OTCYTCTBUS HapyILIEHUW ciyxa y OpaudHbIX
napTHEPOB, Opaky MHAWBHUIYYMOB C TIOTE€peH ciiyxa OBLIM MOApa3/ieieHbl Ha JBa
tuna: 1) Opaku, rae ob6a OpayHbIX MapTHEpa UMEIOT MOTEPIO ciiyxa (Tum Opaka
«JI x TJI» - 64.5%) u 2) Opaku, rje TOJIBKO OJUH U3 CYNPYTOB UMEET MaTOJIOTUIO
Cllyxa, a y Apyroro — ciiyx HopmaibHbii (Tun Opaka «['JI x H» - 35.5%) (Tabnauna
9).

Hons ©OpakoB «IJI  x TI'JI» xapakrepuszyeT cTeleHb OpayHOM
aCCOPTAaTUBHOCTH IO MATOJOTHYECKOMY (DEHOTUITY — OTCYTCTBHIO ciiyXa. B menom,
B PecnyOmuke TwiBa accopTaTUBHOCTH OpakOB MEXIy TIyXUMU JIHOJbMU
cocraBisieT 64.5%, onHako, B T.KbI3bute 3ToT nmokasareis (70.9%) cratucTuyecku
3HAYMMO BBIIIE, YeM B CeIbCKUX paioHax Pecrnyomuku (57.7%) (p=0.036)
(Tabmuma 9).

B cBoro ouepenp, 10715 OPaKoOB MEXKAY TIYXUMH U CIABIIIAITIMA OpadyHBIMH
naptHepamu (tun OpakoB «I'JI x H») B cenbckux paitonax (42.3%) mocToBepHO
BbIlIe, yeM B ropojie (29.1%). bpaku «I'JI x H» Obutn Taxke npoaHalIn3upOBaHbI
JUISL BBISICHEHHUS TPEATNIOUTEHUH BBIOOpA HOPMAIBHO CJIBIIIAINIETO OpavyHOTO
napTHEpa B 3aBUCUMOCTH OT moJja. J{onst OpakoB MEXIy TIIyXUMU KEHITUHAMU U
HOPMAJIBLHO CJbIIAIUMUA MyxX4uHaMu (59.2%), B 11€710M, MPEBBINIACT OO
OpakoB MEXAy TIAyXUMH MYKUYHHAMU M KCHIIMHAMH C HOPMAJBHBIM CIyXOM
(40.8%), u sta TeHmeHIMs Ooyiee BhIpaxkeHa B ropojae (66.7%), 4eM B CEIbCKUX
paiionax (53.7%). 21y ¢GakTbl CBUAECTENBCTBYIOT O TOM, YTO KEHIIUHBI C MOTEPEH

CllyXa, BEpOSTHO, HMEIOT OOJbIlIe ITAaHCOB HAWTH OpadyHOrO TapTHEpa C
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HOpPMAaJIbHBIM CIYXOM, YeM TIyXUe MY>KUYUHBI, OCOOEHHO B CEJIbCKHX pailoHax, rie
KOHLIEHTpalus TIyXHUX JIIOAEH B OTAENBbHBIX MOCEIKAX W PallOHax CYLIECTBEHHO
HUXKE, YEM B TOPOJIE.

[lo HaMOHANBHON TPUHAJICKHOCTH CYNPYTOB, OTHOCSIIMXCS K Opakam
tuna «['JI x ['JI», 3HAUUTENBHYIO JIOJIO0 COCTAaBISIOT OJHOHALMOHAIbHBIC
TyBUHCKHE Opaku — 63.3%, Opaku wmexay pycckumu coctaBuian 10.1%,
CMElIaHHbIe OpaKu MEX]y TYBHHIIAMHU U PYCCKUMU — 5.4%, MeXy TyBUHLIAMHU U
NpeACTaBUTEISIMU  Ipyrux HanumoHanbHocTed — 3.1% u B 17.8% Opakax
ATHUYECKAsl IPUHAJJICKHOCTh OJIHOTO U3 CYNPYroB (WM 000MX) HE YCTaHOBJIEHA.
AHanu3 STHUYECKON NPUHAMIECKHOCTH CynpyroB B tumax OpakoB «IJI x H»
NoKa3aj, 4TO Ha JOJII0 OJHOHALMOHAJIBHBIX TYBUHCKHUX OpaKkoB NPUXOJIUTCS
64.8%, 101 OHOHALIMOHAJIBHBIX OpakoB MEXIYy pycckuMu coctaBuiia 2.8 % (2
Opaka) u B 32.4% cemeil 3THMUECKAs] MPUHAJJIEKHOCTh HOPMAJIbHO CIIBIIIALIETO

cynpyra He ObllIa YyCTaHOBJICHA.

3.3.3. AHaJIU3 PenpoAyKINH IJIyXHX JIIoaei

OepTUnbHOCTh (PETPOAYKTUBHBIM TMOTEHIIUAN) SIBISETCA BAXXKHOU Mepoi
OMoIorHUecKoi (reHeTHYeCKOo#) mprcnocoOaeHHOCTH HHauBKAa (genetic fitness).
HauGonee JOCTYIHOMN OLICHKOM OHOJIOTHYECKOM (reHeTUYEeCKOM)
MPUCIIOCOOJICHHOCTH aHAJTU3UPYEeMOW TPYNIbl WHAUBUAOB (MU ONpeAeIeHHBIX
T€HOTHUIIOB) SIBJISICTCS OTHOIIEHUE CPEIHEro Yuclia JAeTed y mpeactaBuTenen
aHATM3UPYEMOM TPYIIBI K TAKOMY MTOKA3aTENI0 B KOHTPOJILHOM BBIOOPKE.

Ha nepBom »srtame pa®OThl aHaNM3HPOBAJIOCH CpPEAHEE YHUCIO JETel B
BBIOOPKE TIIYXUX WHAUBUAYYMOB. OCHOBHBIMH KPHUTEPUSIMHU I BBIOOPKHU
aHAJM3UPYEMbIX TJIYXUX WHJIUBHUIOB OBUIM: BO3pacT crapiie 35 JeT, Haaudue
nH(popMarmu 0 OpavyHOM CTaTyce U MOJHOTA HH(pOopMaluK o penpoaykiuu. Panee,
B paboTe MO M3YYCHUIO T€HETUKO-IeMOTpaQUUECKUX XapaKTEPUCTHK HACETICHUS
PecnyOnuku ThiBa, Ha TMpuUMepe 4YEThIpEX TEPPUTOPUAIBHO Pa300IICHHBIX
CyOmomyJsisuii, ObIJI0 TTOKA3aHO, YTO HAYAJIO0 PENPOAYKTHBHO aKTUBHOTO MEepUoaa

y KEHIIHUH (BO3pacT POXKACHHSI MEPBOro peGeHKa), COOTBETCTBYET, B CPEIHEM,
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BO3pacTy 22 roja, a 3aBepUIEHUE PENPOAYKTHUBHOIO neproaa (Bo3pacT pOXKIACHUS
MOCJIETHET0 pedeHKa) COOTBETCTBYET Bo3pacTy oT 33 mo 38 mer [Kywep u ap.,
1999 a,6]. B HeMHOrouyuciIEHHBIX paboTax MO OICHKE PENPOTYKTUBHBIX
[IapaMeTPOB TIIYXUX JIOJACH AaHAIM3UPOBAIUCh HWHIMBUAYYMBI cTapme 35 Jer
[Blanton et al., 2010; Tekin et al., 2010].

Takum oOpa3oM, Ha OCHOBAaHMM OIMCAHHBIX BBIIIE KpPUTEPHUEB, Oblia

chopmupoBaHa BEIOOPKA TIIYXHX JIIOACH, BKIOYaromas 229 yenoBek crapiie 35

JeT, cocTosimux B Opake (118 sxenmun u 111 myxunn) (tadnaumna 10).

Tabmmma  10. CpaBHHTeIbHAs  XaPAKTEPUCTHKA  PeNpPOAYKTHBHBIX
napaMeTpoB O0OJIbHBIX € MOTepeH CJayXa M HX 3J0pPOBBIX CHMOCOB (POJHBIX

OpaTbeB M cecTep).

. Culcbl ¢ HOpMATIBHBIM CJIYXOM
boabHble ¢ morepeii ciayxa
(KOHTpOJILHASA BHIOOPKA)
KCHINUHBI | MYKYHUHBI BCEro KCHIIMHBI | MYKYUHBI BCEro
Hucao moned, 118 111 229 135 103 238
cocTosilMX B Opake
Cepe:['*ee uedo 2.20+0.08 | 2.32+0.08 | 2.26+0.06 | 2.25+0.06 | 2.57+0.01 | 2.40+0.05
aereit
260 248 508 307 288 595
(4ucy10 Beex aereil) (260) (248) (508) (307) (288) (595)
OTHocHuTeIbLHASA 0.98 0.87 0.93
depTHIBLHOCTD

DTHHUYECKUI cOCTaB JaHHOM BbIOOPKU: TyBUHLBI — 82.1% (188 uvein.), pycckue
— 11.4% (26 uen.), ykpaunisl — 0.9% (2 gen.) u y 5.6% (13 den.) sTHUYECKas
IPUHAISKHOCTh HE YCTaHOBJICHA. JlaHHBIC O PENPOAYKIIMU TOTYYCHBI Ha OCHOBE
WHMBUTyaJIbHOTO ONPOCa TIIYXUX M WX POJICTBEHHUKOB M aHAIHM3a POJIOCIOBHBIX.
J{nst cpaBHUTENBHOM OLICHKHU PENPOAYKIIUU JIIOACH C TOTepei ciyxa ObLIM TakKe
MOJTyY€Hbl COOTBETCTBYIOIIUE JJAHHBIC [ UX POJAHBIX OpaTheB U cectep (cuOCoB).
B momoOHBIX WCCIIeIOBAaHUSAX, aHAIM3 psija MapaMeTpoB y  OOJBHBIX
WHIUBHYYMOB YacTO TMPOBOAWTCS B CPaBHEHWW C WX POJHBIMU OpaThsiMU H

cecTpaMu, TIOCKOJIbKY WX OOBeAMHSET OOMmMHA YKIaJd CEeMbU, XapakTep
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BOCITUTAHUS, COITUATIBHBINA CTATYC, OOIMHOCTh TEHOTHUIIOB M MHOTOE Apyroe. Takum
00pa3oM, C IIeJIbI0 CPAaBHUTEIBHOTO aHAIN3a PENPOTYKTUBHBIX TApaMeTPOB JIOCH
C ToTepel ciayxa U MHIUBUIYYMOB C HOPMaJbHBIM CIIyXOM Oblila chopmMupoBaHa
BbIOOpKA U3 135 xeHmH u 103 My)X4MH C HOPMaJIbHBIM CIIyXOM, SIBJISIFOILIUXCS
POIHBIMU CEeCTpaMH U OpaThsIMU TIYyXUX JIIOJIEH, BBICTYIMBINAsS B KayecTBE
KOHTPOJILHOM Tpymiibl (Tabiuma 10).

Cpennee uucio aeteil y rimyxux xeHuuH - 2.20+0.08 (ot 0 1o 6 nereil), y
rryxux MyxauH - 2.324+0.08 (ot 0 go 7 nmereii) U B 1EJIOM JIJIsi BBIOOPKH TITyXHUX
uHauBUAYyMOB - 2.26+0.06 (ot O mo 7 pereit). Ilpu momapHOM CpaBHEHUU
BBIOOPOK TIYXHUX U 3I0POBBIX JKEHIIUH, TIIYXUX U 3JI0POBBIX MYXYHH M OOIIUX
BBIOOPOK TJIYXUX W 3J0POBBIX HMHJMBHAYYMOB BCE OTH TIOKa3aTeIN y TIIYXHX
J0JIe ObUIM HUMKE, HO pa3jIiMuusl HE SBJSUIMCh CTAaTUCTUYECKU 3HAYMMBIMU
(p=0.799, p=0.144 u p=0.209, coorBeTCTBEHHO). B03MOXHO, CHU)KEHHbIE
PENpOlyKTUBHBIEC MOKAa3aTeIN TIIyXUX JIIOACH, 0T4acTh, OOYCIOBJICHBI OOJIBIICH
J0Jiel 0€37ETHBIX UHIUBUIYYMOB B BBIOOPKE TITyXHMX, YUCIO KOTOPBIX COCTABUIIO
19 4yen. (8.3%), Torma kKak B KOHTPOJBHOW BBIOOPKE BBISBICHO TOJBKO 3
0e31eTHRIX MHANBUAYYMOB (2.1%).

ITokazarenb OTHOCHTENBHOM (EPTHIBHOCTH HWHIWBUAYYMOB C IOTepei
CIyXa, pACCUUTAHHBIM KaK OTHOILIEHHE CPEOHEro 4Yuciaa JeTed y TIIyXux
WHJMBUAYYMOB K CpEIHEMY YHUCIYy JeTeld y HMHAUBUIYYMOB U3 KOHTPOJHHOMU
BBIOOPKH, 0Ka3aJICs TOCTATOYHO BBICOKUM (0.93), 4TO CBUIETEIILCTBYET O TOM, UTO
rJIyXHe JIIOJU B OJIMHAKOBOW CTENEHH CO CBOMMHU 3J0POBBIMH CHOCAMHM CMOTJIH
peanu30BaTh CBOM PENPOIYKTUBHBIN NMOTEHIMAI. [I[py CpaBHEHMH OTHOCUTEIIBHOM
GepTIIIBHOCTH TIIYXHX JKEHIIWH W MY)KUMH, JTOT IOKa3aTelb y MYXYHH ObLI
HECKOJIbKO HWXe 1Mo cpaBHeHUIo ¢ xkeHimuHaMu (0.87 u 0.98, cOOTBETCTBEHHO)
(Tabmuma 10).

Ha cnenyromiem starne aHann3sa, penpoIyKIus MIyxXux jroaei B PecryOmiuke
TriBa OblIa MpoOaHAIM3WPOBaHA B 3aBUCMMOCTH OT TUIa Opaka, ompeneisieMoro

CTaTyCOM II0 CITyXy y OpadHbIX MapTHEPOB: Opaku Mexay rimyxumu Jmoapmu («I'J1



81

x ['JI», 101 Opax) u Opaku, rae TOIBKO OJAMH U3 OpayHBIX MAPTHEPOB ObLT TIYXUM
(«I'JI x H», 38 OpakoB) (Tabnunua 11).

Cpennee uucino aeteit B 6pakax tumna «['JI x I'JI» cocrabnser 2.14+0.08 (c
Bapuanuein yucna gereid ot 0 10 5), 4TO HUXKE COOTBETCTBYIOUIETO MOKA3aTells B
opakax tuma «I'JI x H» (2.50+0.16, ot 0 10 7 nmereit B Opake), HO pa3aU4Ms HE
SABJISIIOTCS cTaTHCTHYecKku 3HaunMMbiMu (p=0.146). Tem He MeHee, HaOIIOIACTCS
TEHJEHUMUSI K CHI)KEHHUIO CPEHEro yucia jereid B kareropuu Opako «['JI x T'JI»
no cpaBHeHHO ¢ Opakamu «I'JI x H»: y skenmun - 2.18+0.08 u 2.27+0.17,
COOTBETCTBEHHO, a Y MYXYHMH pa3auuus OoJjiee BbIPAXKEHbI M JIOCTUTAIOT

CTaTUCTUYECKH 3HauyMMbIX 3HaueHui (2.14+0.08 u 3.0+0.31, cCOOTBETCTBEHHO,

p=0.032) (tabmuma 11).

Taoauua 11. ITapameTpsbl penpoAyKUMH [JIyXHX JIOJAEH B 3aBUCUMOCTH OT
THIA Opaka.

Cpeanee uncjio gereu
Tun 0paka
Ha Opak HA JKEHIIUHY / MYKIUHY *
JKCHIITHBI 2.18+0.08
«J1x TJI» 2.14+0.08 (n=92) (0-5)
(N=101) (0-5) MYKYHHBI 2.14+0.08 **
(n=99) (0-5)
JKCHIITHBI 2.27+0.17
«['JI x H» 2.50+0.16 (n=26) (1-6)
(N=38) (0-7) MYKYUHBI 3.0+£0.31 **
(n=12) (0-7)

Ipumeuyanne: *- YUUTHIBAIMCL BCE JIETH, POXKICHHBIE, B TOM YHUCIE, B

HOBTOPHBIX Opakax; ** p=0.032.

Takum oOpazoM, aHalIW3 OAHOTO W3 HamOoJiee 3HAYMMBIX MapaMeTpPOB
penpoAyKLIUN — CPEeIHEro 4yucia jaered, y riayxux jojaeil B PecnyOnuke TriBa
BBISIBWI clieaytolue TeHaeHuu: (1) cpennee yucio AeTeil y riiyXxux, COCTOSAIIUX B
Opake (2.26+0.06), HWKe II0 CpPaBHCHUIO C AaHAJOTMYHBIM IIOKa3aTelieM B
KOHTPOJIbHON BBIOOPKE HOPMAJIbHO clblmaiiux HHAUBUIOB (2.40+0.05), u, xots

9TU pas3jindvsia HC ABJIKOTCA CTATUCTHUYCCKHW 3HAYMMbIMH, HO OHH OTPA3UIIMCH B
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HE3HAUNUTEITLHOM CHIDKCHHMH OMoJIoTHMYecKou mpucnocoonenrHoct riyxux (0.93)
10 CPAaBHEHHUIO CO 3/I0POBBIMH MHAMBHAAMU; (2) cpeaHee 4Hcio AeTed B Opakax
MEXIy TIIyXUMH OpadHbIMH napTHepamu (2.1440.08) CHHKEHO MO CPaBHCHHIO C
Opakamu, rA€ OAWH W3 OpayHBIX MHAPTHEPOB TIYXOM, a APYro CIbIIIALIIIA
(2.50+0.16) u sTa TeHaeHIIU HanboJiee BEIpakeHa B Opakax, Ijie My — IJIyXoH, a
YKEHa — CIIbIIIAIIAs.

Crnenyer 3aMeTUTh, YTO CTPOTHM CTATUCTHYECKUH aHAJIN3 MOJO0OHOTO pojia
JAHHBIX OTrPAaHUYEH PSIAOM JIOMYIIEHUH, OOYCIOBJICHHBIX KaK CIOXHOCTHIO
MOJYYEHUs] HUCYEPHBIBAIOIIMX TEPBUYHBIX [JIAHHBIX VY TIYXUX JIIOJAEH MpHu
OTCYTCTBUU CHBIIAIIUX POACTBEHHUKOB WM CypJIONEPEBOIYUKA, TaK H
BO3MOXXHBIMH TIOTPEHIHOCTSMHM CaMOI'0 aHallu3a, BO3HUKAIONIUMU, HAIpPUMED,
BCJIEJICTBUE MEHEE CTPOroro BO3PACTHOrO KputTepus (ctapme 35 1er),
MPUMEHSEMOTO N (POPMUPOBAHUS KOHTPOJIBHOM BHIOOPKU POJHBIX OpaTheB U
cecTep TIIyXUX WHAMBUIYYMOB, CYIIECTBEHHBIX Pa3IMuMil B BO3pAcTe CYIPYTrOB B
psae aHAIU3UPYEMbIX OpakoB, U OOBEKTUBHO MEHBIIMM YHUCIOM OpakoB MEXIY
TIIYXUMH W CHBIIANIMMHA JTIIOABMH IO CPAaBHEHUIO C YHCIOM OpakoB MEXIy

[IIyXUMU JII0AbMU (CM. pazfen «bpadHslil cTaTyc v OpayHasi CTpYKTYpay).

3.3.4. OueHka couuaJbLHOrO CTATYCA JIIOAEH C TSKeJI0H moTepeH ciayxa B
PecnyOuinke ToiBa

JlaHHBIC TS OLIEHKW COLMAIBHOTO CTaTyca JIFOJIEH C THKEIOW IOTeper
cinyxa B Pecniy6uke TriBa ObUTH MOTy4eHBI M 000OIIEHBI HA OCHOBE CIEIIUATIBEHO
pa3paboTaHHBIX aHKET, 3aMOJHEHHBIX PECIIOHACHTAMU CAMOCTOSITEIBHO U (WJIH) C
MOMOIIBIO pOACTBEHHUKOB 1 coTpyaurukoB PO BOI'. B ankere chopmynupoBaHsl
0JIOKH BOIIPOCOB, MTO3BOJIAIONIUX MOJTYYUTh HHGOPMATHBHBIC TaHHBIE O BO3pACTE,
MECTEe POXKJICHHS, HAIMOHATBLHOCTH, OpayHOM CTaTyce, BPEMEHH BO3SHHUKHOBEHUS
HapyIIeHUH CcIyxXa, CaMOOIICHKE CTENEeHW TMOTepH Ciyxa, OOpa30BaHUH,
TPYA03aHATOCTH, MaT€pUAIbHOM IOJOKEHUHU, THUMAaX KOMMYHUKAIUH, CTEICHU

BiI1aaCHUA XCCTOBBIM A3bIKOM I/I(I/IJ'II/I) PCYbLO. P?II[ BOIIPOCOB ITO3BOJISICT TAKIKC
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OIICHUTHh  TICUXOOMOIIMOHATBHOE  COCTOSIHME  TJIyXuX JIoJed W HX
B3aMMOOTHOIIIEHUS C OOIIECTBOM.

UccnengoBanneMm oxBadyeHo 118 denoBek B Bo3pacte oT 19 mo 63 et
(cpennmii Bo3pacT 35.1+1.3) (MyxuuHbl - 44, *KeHIIUHBI - 74), 4TO COCTAaBHUJIO
okoso 17% oT 4ucnma Bcex JOAEM ¢ TsHKENOoW moTepei ciiyxa crapue 19 jer,
3aperucTpupoBaHHbix B PecnyOnmuke TeiBa (683 uen.). [logammstoinee
oosbiHCTBO (89.8%) pecnionneHToB siBistorcss TyBuHuamu (106 uen.). B
r.Kem3puie npoxuBatror 53 pecnionnenta (44.9%), B celbCKOM MECTHOCTU - 65
(55.1%).

Hapsny ¢ MeaquuMHCKUM 3aKkIIOYEHHEM O CTENEeHU MOTepH cliyxa, ObLIu
MOJIyYEeHBI JaHHBIE O CAMOOIIEHKE PECIOHJIEHTaMH COCTOSIHUS uX ciyxa. 64% (75
YyeJl.) ONMPOIIEHHBIX, 0 KX MHEHUIO, «COBCEM He cibimaty, 15% (18 den.) capimar
Py TIOMOIIM CIyXOBOro ammapata u 21% (25 4en.) caplmaT TOJBKO TPOMKYIO
peusb. [lo muenuto 44% aHKeTUPYEMbIX, MPUUUHOMN MOTEPHU CiIyXa Yy HUX SBUIACH
007e3Hb, Yy 5% - TpaBMbl, 28% OTBETHIIH, UTO «POJUINCH TIIYXHUMMW», OCTAJIbHBIE -
3aTPyIHUIMCH HAa3BaTh MIPEANOIaraeMyro MpUINHy MOTEPH CIIyXa.

[To ypoBHIO 00pa30BaHMsl PECIOHJCHTHI PACTIPEACTUIUCH CICAYIOIMINM
oOpa3oM: HauajgpbHOE U HUXKE — 6%, HenmomHoe cpennee - 36%, obIiee cpegHee -
18%, cpennee crneruanbHoe — 36% M BBICIIEE WM He3aKOHUEHHOE Bhiciiee — 3%.
PaboTtaronumu Ha MOMEHT ompoca SBISAOTCS 22% pPecnoHIEHTOB (B OCHOBHOM,
paboune CHeHHAIBHOCTH), ydamumucs - 24%, BpeMEHHO He pPaboTalT WU
3aHATHI JOMAIIHUM XO3SICTBOM - 9% 1 7%, COOTBETCTBEHHO, TIEHCHUOHEPAMHU TIO
BO3pACTy WJIM COCTOSHUIO 310poBbs - 38%. Ilpu oTBerax Ha BOMPOCHI O
MaTepUaIbHOM TOJOXKeHUU, 57% ONpOIICHHBIX BBHIOPAIO BapuUaHT OTBETA
(MPUXOIUTCS OTKa3bIBaTh ceOE BO MHOIOM, JE€HEr XBaTaeT TOJbKO Ha camoe
HeoOxoauMoe (MUTaHue, KOMMYHAIIbHBIE pacxoibl)», 19% oTMeTnIn BapuaHT «Ha
€XETHEBHBIC PACXOJIbl U MTOKYIKY OACXKIbI, 00YBHU JIEHET XBaTaeT, HO HE MO CHUJIaM
NOKyIaTh TOBApbl JUIMTEIBHOTO IMOJIb30BaHUS» H TOJdbko 3 uen. (2.5%)
OCTAaHOBWJIMCh HA OTBETE «IOKYMKa OOJBIIMHCTBA TOBAPOB JIIUTEIHLHOTO

IIOJIB30BaHHU HE BBI3bIBACT pr,Z[HOCTCI‘/’I, HHUYEM ceOs HE OTpaHUYIUBAIO)».
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OnHuM U3  BaXHBIX I[IOKa3aTelield, XapaKTEPU3YIOIIUX COLHAIbHYIO
ajanTalMieo TIyXHX JIIOAEH, sBIAETCd CMoco0 WX KOMMYHHKauuu. Y
MOJIABJISIIOIIETO YKCJIa PECMOHACHTOB MOTEPS CiIyXa SIBISETCS BPOXKICHHOW WIIH
BO3HHKJIA B PAHHEM JETCKOM BO3pacTe (IOJIMHIBaJbHASA MOTEPS CIyXa) U B 3TOM
cillydae pa3BUTHE pPEYM HEBO3MOXKHO 0€3 JIOMOJHUTEIBbHON CTUMYISALHUH C
NOMOIIBI0  CHEHaJIbHOrO 00ydeHus. Jlnsi aHanu3a TUIOB U CPEACTB
KOMMYHHKAIIUM TIYXUX JoJed Obuio cHOopMyIHpOBAaHO HECKOJIBKO OJIOKOB
BOIIPOCOB, TO3BOJISIONIUX OXapaKTEPU30BaTh OCOOEHHOCTH HX OOIIEHUs CO
CJIBIIIAIIMMH JIFOJIBMH U € JIIOJbMH, CTPAIAIOIIUMHU ITOTEPEH CiryXa.

OCHOBHBIM CITOCOOOM OOIIEHHUS C HECIBIIIAIMMH WX CIa00CIIBIIIAIIIMA
noutu y Bcex aHketupyembix (114 u3z 118 pecnonmentoB, 96.6%) sBiseTcs
JKECTOBBIM S3bIK (MJIM JKECTBl U peyb), KOTOPOMY OHHM OOYyYHJIUCh B
crieruanu3upoBaHHoi mkose (83.9%), ¢ moMoIbl0 poJIHBIX U 3HAKOMBIX (12.7%)
uwin  camocrositebHo  (1.7%). Ilpm  XxapakrepucTuke CBOMX  CIIOCOOOB
KOMMYHHUKAIIMU C HOPMAJIBHO CJIBIIIAIUMU JIFOJAbMU OOJIBIIMHCTBO aHKETUPYEMBIX
(78%) yka3amo Ha UCIOIb30BAaHUE IKECTOB, KaK EIWHCTBEHHOIO CIIOco0a
KOMMYHUKAIIMHU, TaK U B COUYETAaHUU C JAPYTMMHU BapUaHTaMH OTBETOB «IIOHUMAIO
1o Try0am cobeceHUKay, «<MOTY HEMHOT'O TOBOPUTDY, KITUCbMEHHOY, «C TTOMOIIIBIO
npyrux nonaei». Kpome Toro, s oOmIeHHs KaK ¢ TIIYXHUMH, TaK W CIBIIIAIAMHU
monbMu, 83% pecrnoHIEHTOB HCMOJb3yeT coToBbie TeiedoHbl B Buiae CMC-
coobmenuii. [logasmstomiee OONMBIIMHCTBO pecloHeHTOB (> 90%) ykasano, 4To
UM Jierde oOmIaThbCsl C HECHBIIAIMMH JIIOJABMHU, TOT/Aa Kak MpU OOIICHUU C
JIOJIBMU ¢ HOPMAaJIbHBIM CITyXOM OCHOBHBIMHU MPOOJEMaMH SIBJISIFOTCSI TPYJIHOCTU
B3auMornonumanusi. Kpome toro, okono 30% aHKETUPYEMBIX NPUICPKUBAECTCS
Te3uca «y Hac (HeCHbIIIAIINX) — «CBOM MHUp»: 00IlIM€ UHTEPECHI, MPOOJIEMBI, Y HUX
(cHbIIANIUX) — «APYTON MUPY.

Psin BompocoB B aHKETE MOCBAIICHBI BBISICHEHUIO MCUXOAMOIMOHAIBLHOIO
COCTOSIHUSI HECHBIIIAMX WU CIa0OCHBIIIAMX IO/ B CBS3M C UX TMOTEpei
cinyxa. Ha Bonpoc «kak Bel cunTaere, riryxoTa WM INIOXOM CIIyX - 9TO HEJOCTATOK

I 4yenoBeka?» - 76% ONpOIIEHHBIX OTBETWUJIM YTBEPIAWUTENbHO, 8% - He
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COrJIaCWJIUCh C 3TUM YTBepxaeHueM, 16% — 3aTpyJHWINCh C OTBETOM WA HE
OTBETWJIA Ha 3TOT BOIpoc. 68% PECHOHIEHTOB CUHUTAIOT, YTO OTCYTCTBHE CIyXa
HEraTUBHO OTPA3WJIOCh Ha BO3MOXXHOCTSAX BblOOpa pabOTbl W HU3KOM
MaTepHaIbHOM IOJO0XKEHUHU, OTHAKO, 32% ONPOIIEHHBIX YBEPEHBI, YTO OTCYTCTBHE
y HUX CJIyXa HE MOBIUSIIO Ha BBIOOP PaObOTHI M «BCE 3aBUCHUT OT JIMYHBIX KAYECTB U
YCHIIUI.

B onieHKe OTHOIIEHHS K HUM OKPY’KaIOIIHX JIFOAEH C HOPMaJIbHBIM CITyXOM,
MHEHUSI aHKETUPOBAHHBIX PACIPEACIUIUCh CIeAyomuM obpaszom: 64%
CUMTAIOT, YTO OKPY’KAIOIIHE, B LEIOM, «OTHOCATCS HOPMAJIbHO M HE oOpamaroT
BHUMAaHHs Ha OTCYTCTBHE y HHMX ciiyXa», 18% maymaror, 4yTo ciblIaluye JOIu
OTHOCATCA K HHUM «C COYYBCTBHEM, COCTPaJaHHEM» H TOJBKO OKOIO 9%
PECIIOHJICHTOB OTMETHJIM HETaTUBHOE (MPEHEOPEKUTENBHOE, IPE3PUTETBHOE,
MOJIO3PUTENFHOE) OTHOIIEHUE WM YYBCTBO CTpaxa cO CTOPOHBI OKPY>KaIOILIHUX.

B  ankere (¢urypupoBaJii  BONpOCHI, KacaroIIMecs  OTHOIIECHUS
PECIIOHJIEHTOB K MEKHALIMOHAJIBHBIM OpakaM. 47% aHKETUPYEMBIX BBICKA3aJIH
MOJIOKUTEIBHOE OTHOIIEHHWE K MEXHAIMOHAJIbHBIM OpakaMm, 8% OTHOCSTCS K
MEKHAIIMOHAIBHBIM OpakaM HeraTuBHO U 45% pecrnoHJIEHTOB 3aTPYIHUIIOCH
OTBETUTH Ha 3TOT BOMPOC.

45 u3 118 (38%) MHTEpBBIOUPOBAHHBIX UHAMBUAYYMOB C MOTEpEH Ciryxa
(27 xxeHmH 1 18 My>kuuH) B Bo3pacte oT 18 110 46 et (B OCHOBHOM, MOJIOABIX
monen - cpeanuit Bo3pact 23.2+1.1 rogma) He cocTosuin B Opake HA MOMEHT
uccienoBanus. Heckoabko BOMPOCOB B aHKETE OBbLUIM CBSI3AHBI C BBIICHEHHUEM
OTHOUIEHUS MTyXUX UHAUBUAYYMOB, HE COCTOSIIMX B Opake, K COCTOSIHUIO ClTyXa
Oynymero cynpyra u nereid. bomee momoBunsl (55%) pecnionaentoB (22 u3 40
OTBETHBIIMX HAa BOMPOC O ClyXe OyAyLIEro Ccynpyra/Cynpyru) BbIpa3Hiid CBOE
IpeInoYTeHHe UMETh CIBIIIAIIETr0 napTHepa B Oyayuiem Opake, 15% - xorenu
Obl UMeTh Tiyxoro Opaunoro maptHepa u st 30% - cocrosHue ciyxa y
OyIyllero cynpyra He SIBJISUIOCh BaXKHBbIM. UTO KacaeTcsi OTHOUIEHUS K CIyXY Y
oynymux nereid, To 31 uz 42 (74%) OTBETUBILIMX HA 3TOT BOMPOC XOTEIU OBI,

qTOOBl HMX JI€TH, B OTJIMYHE OT HUX, HUMEJIM HOPMaIbHBIM ciyx, s 24%
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PECTIOHACHTOB OBLIIO HEBAXKHO - KaKOM ciyx Oyaer y Oyaymmx AeTel, U TOJIbKO
OJIMH YEJIOBEK BBHIOpa BapUAHT «XOTEJIOCh Obl, YTOOBI MOM JIETH, TaKXKE KaK U 4,

ObLIH HCCIbIIIAIITUMID) .

**k*%k

BnepBbie momydeHbl colpo-IeMorpaduueckue M - ICUXOCOIMAJIbHBIE
XapaKTepUCTHKHU cOo00IIecTBa rTyxux JroAeit B PecrryOnuke TriBa, MO3BONMBIIHIE
BBISICHUTH OCOOCHHOCTH OpayHOM CTPYKTYpBI JIIOJIEH C MOTEpel ciiyxa, OLEHUTh
YPOBEHb UX OHMOJOTMYECKON MPUCIOCOOIEHHOCTH (IapaMeTpbl PEnpoayKLINUN) U
CTENEHb COLMAJIBHOM ajanTalMd M KoHcoiuaauuu. HMcciaemoBanuem ObLIO
oxBaueHO 456 den., UMEKIMHUX B OOJIBIIMHCTBE CIIy4acB BPOXKICHHYIO WIIU
BOZHHUKIIYIO B PaHHEM JETCKOM BO3pacTe TSKEIYI0 MOTEPI0 ClIyXa pa3IudyHOU
THOJIOTHH.

AHanu3 OpadHOro craryca W OpayHOM CTPYKTypbl mokazai, uto 72.1%
00CJIE€IOBAaHHBIX COCTOAT B OpauyHbIX OTHOLIEHUSX, & CTEIIEHb aCCOPTATUBHOCTHU
OpaKoB MEXIy TTyXHMH JIFOJIbMH, COCTaBJIsAA B cpeaHeM 64.5%, cTaTUCTHYECKU
3HAYMMO paziaudaeTcss Mexay ropoackum (70.9%) u cenbCkUM HaceIeHUueM
(57.7%) Pecnyonuxku ToeiBa. AHanu3 mnapamMeTpoB PENpPOAYKIIUU JIIOJEH C
NOTEPEN CllyXa BBIBUJ TEHJICHLUIO K HEKOTOPOMY CHWXEHUIO CPEIHEro 4Hciia
JeTeld y TIIYyXuX HUHIAUBUAYYMOB (2.26+0.06) 1o CpaBHEHHIO C KOHTPOJBHOU
BbIOOpKOH (2.40+0.05), B KayecTBE KOTOPOW aHAIM3UPOBAIMCH MX HOPMAJIbHO
CIbIIIAIINE POJHBIE OpaThsi U cecTpbl (CUOCHI), XOTSI CTATUCTUYECKU 3HAYMMBIX
pa3Myuil 1Mo 3TOMY MapaMeTpy He ObuUio BbIsiBIEeHO. CpeaHee 4YHUCIO JeTed B
Opakax MEXIy TAyXUMH OpadnbiMu TapTHepamu (2.14+0.08) CHMXKEHO T10
CpPaBHEHUIO C Opakamu, T/€ TOJbKO OAMH W3 OpayHbIX MAPTHEPOB TIIyXOH
(2.504+0.16), u »Ta TeHaeHIUs HambOojee BBHIpAKEHA B Opakax, riae MyxX —
IIIyXOM, a )KeHa — CIIbIIIalas.

AHanu3 pe3ysbTaToOB CIEUUATU3UPOBAHHOTO aHKETUPOBAHUS MOKa3al, YTO
NoJIaBJsitolee OONBIIMHCTBO PECIOHIACHTOB 00Yy4anoch B CIELHUAIN3UPOBAHHBIX

IIKOoJax JId TIIYXUX U cna6ocn51mam1z1x, raic MMHu OBLI OCBOCH JKECTOBBIN A3BIK,
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SBIISIOLIUICS JUJIsl HUX TPeoOsagaromyM crnoco0oM KOMMYHHKAuu. OTCyTCTBUE
cllyXxa paccMaTpuBaeTcs OOJIBIIMHCTBOM  PECIIOHJIEHTOB KaK  CEpbEe3HBIN
HEJOCTaTOK, OrPAaHUYMBAIOIIMKA BO3MOXXHOCTM TIOJy4YyeHUs oOpa3oBaHUS WU
TPYILOYCTPOMCTBA, CHIKAIOIIMKA WX YPOBEHb KU3HM M COLMAJIBHBIM CTaTyC.
BonbmMHCTBO  00CIEI0OBAaHHBIX COOOIIMIO O CEPbE3HBIX 3aTPYJHEHUSIX U
HEJONOHMMAHUU IMpU OOIIEHWH C HOPMAaJbHO CHBIIIAIIMMU JIIOABMH U O
NPEANOYTEHUM KOHTAaKTOB ¢ TrayxuMmud JoapMua. Okono  30%  royxux
TG depeHIUPYIOT OKPYKAIOIIMNA COLUYM Ha «MHUP IIIYXHUX» U «MHUP CIBILIAIINAX.
Tem He MeHee, Oosiee IOJIOBUHBI HE COCTOAIIMX B Opake MOJOIBIX JIIOAEH
IPEeANnowWIn Obl UMETh CIBIIIAIIEIO OpPavyHOTrO MapTHEpa U OONBIIMHCTBO U3 HHUX

XOTeJI ObI UMETh I[GTCfI C HOPMAJIBHBIM CJIIYXOM.
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I'naa 4. OBCYXKXJIEHHUE

4.1. InnAeMHUOJIOTHYECKHA M CerPeraiMOHHbINA AHAJIHU3 MOTEPH CJIyXa y
Hacejienusi Pecnyosmku ToiBa

Ha ocHoBe akkymymsliMM COOTBETCTBYIOIIEH HMH(OpPMALMU U3 Pa3TUUHBIX
MCTOYHUKOB HaMM ObUla co3faHa eauHas Oa3a maHHbIX O 1407 OOJBHBIX C
pa3MyHBIMM  HapylieHusMu ciayxa B PecnybOnuke TwiBa. CymmapHas
pacupoCTPaHEHHOCTh TYTOYXOCTH/TJIYXOThl pa3jIMYHOrO reHe3a cocTaBuja 1 Ha
220 xuTelew ¢ Bapualuyded Mo aaIMHUHUCTPATUBHO-TEPPUTOPHUATBHBIM panlOHaM
PecniyOnuku ot 1 : 392 B Tanauackom 110 1 : 85 B Cyr-XoabckoM paiioHe.

[upokas BapuaOETbHOCTh PACHPOCTPAHEHHOCTH TYTOYXOCTH/TIYXOTbI
pa3IMYHOM ATHOJIOTUH, B TOM YHCJIE€ M HACJIEACTBEHHO OOYCIOBIEHHOH, B
Pecniy6iinke ThiBa, BO3MOXKHO, CBSI3aHA C TEPPUTOPHUAIBHON MOAPA3/IEIEHHOCTHIO
HacesieHus: TyBbl. B mpoBeneHHBIX paHee MOMYJISIMOHHO-TEHETUYECKUX padboTax
M0 W3YYCHHUIO Pa3MYHBIX MApPKEPHBIX CHCTEM Oblla Takke IOKa3aHa
BHYTPHIIOMYJISIIUOHHAS M3MEHYUBOCTD TEPPUTOPUATHHO yAQJICHHBIX
cyononysaumii PecniyOnuku TeiBa [Kyuep, 2001; Crenanos, 2002, Kyuep u ap.,
2003].

Onpenenena kateropusi OOJBHBIX C COLMAIBHO 3HAYMMBIMHU TSKEIIBIMU
HapymeHussMA ciayxa (tyroyxoctb -1V cremenu u riyxora) (982 GobHBIX,
69.8% oT 0011ero uncia 3aperucTpUpPOBaHHBIX B 0a3e JaHHBIX). DTH JIFOAU UMEIOT
CYIIECTBEHHbIC OTPAaHUYCHUS] B BO3MOXKHOCTSAX OOIICHUS U HYXKJIAIOTCI B
peabWIMTAlMOHHBIX MEpax W COIMANIbHOW mojaepkke. Cpenu 3TOW TPYMIbI
npeobiaiatoT 0obHBIE MJIAIIIE 25 JET, YTO, BO3MOXKHO, CBSA3aHO ¢ 0oJiee TOJHON
U YETKOM peructpamue OONBHBIX JETCKOTO Bo3pacta (cMm. «Marepuansl u
METOJIBI»).

AHaJIU3 TUIOB TMOTEPHU ClIyXa U ITHOJOTHUYECKUX (PAKTOPOB, M3BECTHBIX U3
aHamMHe3a OOJIbHBIX, TTO3BOJIUII BRIABUTH IpyIiny u3 540 OonbHbIX ¢ Tspkenot HT/T'

BCpOHTHOﬁ F€HETUYECKOMN OTHOJIOTHMH, YTO COCTAaBHJIO OKOJIO 38% ot 06HICFO
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yucia OOJBHBIX C MOTeped cilyxa, BHECEHHBbIX B 0a3y manubix (1407 uen.).
PacnipocTpaHeHHOCTH MPEANONIOKUTETFHO «TE€HETUIECKIX» (OpM MOTEPH CIyXa, B
cpeaHeM, coctaBuiia 1 Ha 573 xutens Pecy6iauku TriBa.

Crnenyer 3aMeTUTh, 4TO, BEPOSITHO, 3TO OPUEHTUPOBOUYHBIE MHUHHMAJIbHBIE
OLICHKM OTATOIIEHHOCTH HaceineHus PecnyOnuku TreiBa mnaTtosoruen ciyxa
TsDKEJION crerneHu. Tak, uMerolrecs NCTOYHUKU CBEJEHUN O OOJIbHBIX ¢ TOoTepen
ciyxa (cM. «Marepuaiasl M METOJbDY) HE TMO3BOJWIM HAJEKHO BBISIBUTH
CUHApPOMAaJbHBIE CIIy4au IMOTEPHU CiIyXa W 4YacTh CIIy4aeB JIETKOM W yMEpEHHOM
TYrOyXOCTH y B3pOCHBIX 00JIbHBIX. KpoMe TOro, B qUTEpaType ONUCAHBI CIy4aw,
KOI/Ia OYEBHUAHBIE DJTHOJOTMYECKHE CPENOBbIE  (PAKTOPbl  «MACKHUPOBAIIM»
TEHETUYECKYIO MTPUPOY NOTEPHU ClIyXa WIH K€ NOTeps CllyXa, paccMaTpuBaeMast
KaK OJMH W3 KIMHUYECKUX MPU3HAKOB CHUHAPOMA, HMENAa HE3aBHUCHMOE
npoucxoxaeuue. Tak, B padore [Salvador et al., 2000], onuceiBaeTcst cutyarus,
KOIJIa y JBYX OOJIBHBIX C BPOXKJIEHHOM IIyXOTOM, /Uil KOTOPBIX 3THOJOTHYECKUM
(GakToOpoM MOTEpPU ClIyXa CUHMTAIUCH IMOCJIEICTBUS NEPEHECEHHOW BO BpeMs
BHYTPUYTPOOHOTO pa3BUTHUS KpPACHYXH, IIOCJI€ MPOBEICHUS MOJEKYJISIPHO-
TCHETUYCCKOr0 MCCJIeA0BaHus Oblia BbIsBIeHa Mytarus c.167delT rema GJB2
(Cx26) B romo3urotHom coctosiuuu [Salvador et al., 2000]. B pa6ote [Venail et
al., 2004], y nByX CHHApPOMAIbHBIX OOJBHBIX C TOTepel ciayxa (OOJMBHOU C
cunapoMom [layna u OonbHOU ¢ Mukponenenueit Del(22ql1)) Obuia BbIsiBIEHa
romo3urotHas mytanus c¢.35delG rena GJB2 (Cx26), sBisromascs caMoi 4acToi
npUYrHOM perieccuBHO Hacienyemoit HT/T' B eBponeiickux nomyssiiusx [Venail et
al., 2004]. B pa6ore [Kenna et al., 2007], nmoka3ano, uro y 18% wu3 163
UHAMBUIYYMOB C  HEHPOCEHCOPHOM  TYroyXxOCThIO, OOCJIEIOBaHHBIX Ha
npucyrctBre mytanuii rena GJB2, kpome norepu ciyxa, ObUTH BBISIBICHBI APYTHE
KJIMHAYECKHE CUMIITOMBI M aHoManuu pa3sutus [Kenna et al., 2007].

Panee, B T€HETHKO-3MHIEMUOJIOTUYECKUX HMCCIEIOBAHUAX, MMPOBOJIUMBIX B
pa3IMyHBIX peruoHax Poccuu, OBLIM BBISBIEHBI 3THUYECKHWE M PETHOHAIbHBIC

oTJIMiuA  paClpoOCTPAHCHHOCTH  HACJICACTBCHHBLIX  CJIy4daCB IIOTCpU  ClIyXa

[Bunuenko u ap., 2003, 2007, 2009a,0, 2012a,0; Ily3eipeB, Hazapenko, 2000;
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TaBaptkunanze u np., 2006; llokapes u ap., 2005]. B 6onpmuHCTBE Takux padoT
BBITOJIHSUICS.  KJIACCUYECKUM  CETPErallMOHHBbIM  aHAJIW3, HAIMpPaBJICHHBIA Ha
MOATBEPKIACHUE  ONPEACICHHOTO  THUIIA  HACIEIOBAHUS  NOTEPU  CiIyxa
(peueccuBHBIN, TOMUHAHTHBIN, CUEIUIEHHBIA C X-XpOMOCOMOM) B aHAJIM3HPYEMBIX
CEMbSIX  C  TATOJOTHEW, HAa  OCHOBAHMM  KOTOPOrO  OLEHHBAIACh
pacrpoCTPaHEHHOCTh  TYTOYXOCTHM  pa3MYHBIX  THUIOB  HACIEOOBaHUS B
HCCIIEIYEMBbIX PETHOHAX.

Hacnenyemass HT/I' sBisieTcss MOHOTEHHBIM 3a00JI€BaHHEM C YHHKaJIbHOU
TEHETUYECKON TeTepOreHHOCThIO: B HACTOSAIEE BpeMsl UICHTUPUIIUPOBAHO OKOJIO
140 reHeTHYeCKHX JOKYCOB, W3 KOTOPBIX ~ S50 JIOKYCOB XapaKTEpHU3YIOTCS
ayTOCOMHO-IOMUHAHTHBIM HacyenoBanueM (DFNA), ~ 80 nokycoB HacnemayroTcs
ayrocoMmHo-perieccuBHO (DFNB), HeCKONBbKO JIOKYCOB CILIETIEHO ¢ X-XpPOMOCOMOM
(DFENX), kpoMe TOro, B HEKOTOPBIX JIOKyCaX HAXOJATCS T'€HbI, UMCIOIINE Kak
JOMHMHAHTHBIE, TaK M peneccuBHble MmyTtanumu [Van Camp, Smith, 2015]. C
Bo3HHKHOBeHMeM HT/I' accouuupoBanbl u HekoTopble MmyTtanuu MTIHK
[MITOMAP: A Human Mitochondrial Genome Database.
http://www.mitomap.org. 2015]. Kpome TOro, pasiauyHble CpeloBbIC (GaKTOPHI
MOT'YT NMPHUBOJNTH K Bo3HHMKHOBeHHMI0 HT/I', deHOTHMIMYECKM HEOTIMUYUMOM OT
HacienyeMbix (opm 3TOM marosoruu. Takum  oOpa3oMm, pa3zHOOOpaszue
reHeTnueckoro KoHTpodss HT/I' m mpucyrcrBue (eHokonuid, 00yCIOBICHHBIX
CpenoBbIMU  (daKTOpamMHu, OTpPaHUYMBAIOT  BO3MOXKHOCTH  KJIACCHYECKOTO
CerperaioHHOro0 aHanu3a, Haubosee dPGHEeKTUBHOTO B MPEANOI0KEHUN EIUHOMN
MOHOT'€HHOU MPUPOJIbl aHATM3UPYEMOTO Tipu3Haka. Hanumuue nByx u 6ojiee reHoB,
OTBETCTBEHHBIX 33 aHAJU3UPYEMbId MPU3HAK, JI0 MPOBEICHHUS COOTBETCTBYIOLIUX
MOJIEKYJISIPHO-TEHETUUECKUX HCCIEAOBAHUN, MOKHO OLIEHUTH TOJIbKO KOCBEHHBIM
obOpazom.

Knaccnuecknil cerperallMOHHbBIN aHAIU3, MPOBEACHHBIM HAMH B CEMBSX C
MaToOJIOTUEH CcllyXa MNPEANOJ0KUTEIbHO TE€HETHYECKOW STHOJIOTUH, TMOATBEPIAMII
pELIECCUBHBIN TUIT HACJIEAOBaHUS MATOJIOTUU TOIBKO B 38 cembsix «H x H» ¢ aByms

u Oosiee OONBHBIMU MOTOMKaMH (Bcero 85 OOJBHBIX), a cerperalmoHHas 4acToTa
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p=0.233 (CI=0.136-0.330), mosryuennas npu aHanmmze 24 cemedr «[JI x H» ¢
IPEINOJIOKUTENBHO JOMUHAHTHBIM HacnefgoBanuem HT/I', He cooTBeTcTBOBaja
oxumaemot  (Pg=0.5). Yacroty cnopagudyeckux ciaydaeB Ps—0.270+0.017,
paccunTaHHyro s rpynnel cement «H x H», BeposAtrHo, ciemyer cuuTarth
OPUEHTUPOBOYHON OLIEHKOH, MOCKOJIBKY JOJIF0 BEPOATHBIX CIIOPATUYECKUX CITy4acB
B Kareropusix cemen «I'JI x H» u «I'JI x ['JI» mocTtatodHo ciio)kHO oueHuTh. Panee,
OIICHKA JIOJIM CHOPaIUYEcKUX clydaeB, Bappupytomas ot 23.8% mno 49.3%, Obuia
MOJyYeHa B HECKOJIBKUX KPYMHOMACIITA0OHBIX  SMUJIEMUOJIOTHYECKUX
uccinenoBanusx, npoeAcHHbIX B CIIIA B pasHble roasl y BBITYCKHUKOB U
ydamuxcsi 00pa3oBaTeNbHBIX yupexaeHuid A ryxux [Marazita et al., 1993]. B
Typuuu, npu aHATOTUYHOM UCCIEAOBAHUN MTYXUX YYAIIUXCS, IO CHOPATUUECKUX
ciydaeB coctaBmia 25.7% [Tekin, Arici, 2007]. Oumenka 4uciia CHOpaJHyYecKuX
Clly4aeB TOTEpPU CiIyXa MOXET 3aBUCETh OT CTEMEHH IMOJHOTHI MHpopManuu o0
aHaMHe3€ JKU3HHU O0JIbHOTO (yueT (DakTOpoB pHCKA), B KAKOW-TO CTEIEHH OBIThH
OTPAKEHUEM  DMNUACMHUOJIOTUYECKOM  CUTyaluM 1O  psiay  MH(EKIMOHHBIX
3a0oneBaHuil (KpacHyxa, IUTOMErajoBUpyCHas WHQEKIHUS U Jp.) B HU3y4aeMOM
peruone [Marazita et al., 1993].

Pe3ynbTaThl  CcerperalMoOHHOIO  aHalu3a W JCTalbHOE  HM3Yy4YEHUE
POJIOCIIOBHBIX, BKIIFOUAIOIINX B C€0sl HECKOJIBKO PA3JIMUYHBIX KaTEropui SACPHBIX
ceMmelt ¢ motepelt ciayxa (pHCYHOK 7), MO3BOJIMIIM BBIABUHYTH HPEIIOJIOKECHUE O
cioxHOoM renetnyeckoM kountpodie HT/I' (mo kpaiineir mepe, Hanmuue Ooliee yem

OJIHOTO T€Ha, OTBETCTBEHHOI'O 3a MOTEPIO ci1yxa) y 00abHbIX B PecniyOmnuke ThiBa.

4.2. MyraunoHHbIi crieKTpP reHa GJB2 u onieHKa ero naroreHeTu4ecKoro
BKJI/I1a B BO3HNKHOBEHHUE MOTEPHU CJIyXa y KOPEHHOr0 HacejeHus PecmyOankn
TbiBa

B Pecny6nuke ThiBa BHEpBbIE OXapaKTEpPU30BaH CHEKTP MyTalUid TreHa
GJB2, nmnony4yeHbl OLEHKM NATOTEHETHMYECKOrO0 BKJIAJa JTOr0 TIeHa B
BO3HUKHOBEHHUE IIOTEpU CllyXa B BBIOOpPKE OOJBHBIX C BpPOXKICHHOW WU

BO3HUKIIIEH B paHHEM BO3PACTE HEUPOCEHCOPHON TYTOYXOCTBIO TSAKEJION CTENEHH /



92

[IyXOTOM, paccMaTpUBaeMOil B KadeCcTBe HamOoJiee aJeKBAaTHOW KOTOPTHI IS
OLICHKM TE€HETHUYECKOM KOMIIOHEHThl MOTEPU CIIyXa, W MPOAHAIM3UPOBAHA

pacnpocTpaneHHOCTh GJB2-MyTaluii B KOHTPOJIbHON BEIOOPKE TYBUHIIEB.

MyTanuoHnHbli cnekTp rena GJB2 y TyBuHIEeB

MyTtanuonnbsiii ciektp reHa GJB2 y oOcneoBaHHBIX TYBUHIICB C MOTEpe
ciryxa orpanmdeH matbio Mmytamusmu (P.W172C, IVS1+1G>A, ¢.235delC, p.V37I
u C.299 300delAT). CymmapnHas npons amwiened ¢ wmyrammsmu P.W172C u
IVS1+1G>A (n=91) cocraBusier 90.1% cpenu Bcex OOHAPYKEHHBIX MYTaHTHBIX
xpomocoMm (N=101) (tabauma 8). Jons myrammm €.235delC, xoTopas sBisercs
MaXOPHOW [IJIsl  anTalleB, MPOKUBAIOIIUX HA COMPEACIbHON TEPPUTOPUU
PecniyOnuku Antaii [Posukh et al., 2005], cocraBnser okosio 5%, U CTOJIBKO Ke
OPUXOAUTCS HAa CyYMMapHyl JoJt0 JAByX JApyrux wmyrauuid: p.V37/l u
€.299 300delAT. Takum obpa3om, BepostHo, MmyTtanuu P.W172C u IVS1+1G>A
SIBJITFOTCSI OCHOBHBIMH (MaKOPHBIMH) JIJTISI TYBUHIICB - TIPEACTABUTENICH KOPSCHHOTO
HacesneHus TyBbl.

CymectBennoe mnpeobnaganue wmyrtauuii p.W172C u IVSI+1G>A B
MyTaIllMOHHOM criekTpe reHa GJB2 y TyBUHIIEB MO3BOJSET MPEANOIOKUTH POIh
sbdexTa ocHOBaTeNnss B MPOUCXOXKICHUM OTUX MYyTalldid, a HX IUpOKas
pacnpoCcTpaHEeHHOCTh MO Bceil Tepputopun TyBbl (pUCYHOK 11) MOXKET KOCBEHHO
CBUJICTECIILCTBOBATh 00 OTHOCHUTEIBHO JaBHEM Bo3HUKHOBeHHH p.W172C wu
IVS1+1G>A B nomynsinuu KopeHHoro Hacenenusi PecnyOnuku TeiBa. Myrtanus
p.-W172C Obina panee oOHapykeHa Toibko B PecryOnuke Anraii [Posukh et al.,
2005] u B Monromuu [Tekin et al., 2010], rpannuamux ¢ Pecnyomukoit Thia.
Bricokas uyactora wMyramumu p.W172C 'y TyBUHIEB U €€ IMIMUpPOKad
PacpOCTPAHEHHOCTh 10 BCEH TEPPUTOPUM TyBBI, BCTPEYAEMOCTh 3TOW MyTaluU
Ha TeppuTopuu Antas u MOHTOINH, €€ OTCYTCTBHE B JPYTHX PETHOHAX MHUpA H
TOT ()aKT, YTO COBPEMEHHbIE KOpEHHbIE xuTenu Anrtas, TyBsl 1 MoOHTOIMH, B TOU
WM WHOW CTETEeHH, SBISIOTCS TIOTOMKAMH JIPEBHUX KOYEBBIX TIOPKO- U

MOHTI'OJIOA3BIYHBIX IINIEMCH, MUIPUPYIOIIMX B IIPOHLJIOM II0 TEPPUTOPHUHA
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[{entpanpaoii A3uu [[lotanos, 19696; Cepno6os, 1971; Mannaii-oon, 2004] - Bce
9TH (aKThl TO3BOJSIOT BBIIBHHYTH THUIIOTE3Y O BO3HUKHOBCHHHM MYTaIluU
p.-W172C B TyBe wu Bemymedl ponau d>Pdekra ocHOBaTenss B €€
paclpoCTpaHEHHOCTH Ha TEPPUTOPUH coBpeMeHHoU Pecmybnmuku TreiBa u

reorpau4ecku OJIM3KUX pETUOHAX.

ABAIAH WUPKYTCKASA
OBNACTb

KPACHOSIPCKW#
KPAM

PECIMYBJIMKA
XAKACUA

TOMKUHCKUMA P-H

PECNYBJ/IMKA
BYPATUA

0® ©
00 © Kbi3bINCKUA P-R
o0e

KAA-XEMCKWA P-H

® e
© [eHoTUNBI nHaMBMAyymos C

myTtauuamm p.W172C n IVS1+1G>A:

p.W172C/ p.W172C
IVS1+1G>A/IVS1+1G>A
p.W172C/IVS1+1G>A

pW 1 720/npyrue MyTaumm

DAW 172C/wt unu nonumopd. sap-T
IVS1+1G>A/npyrve myrauum
IVS1+1G>A/wt wnu nonumopdp. sap-t

©
TEC-XEMCKUIA P-H

TEPE-XONbCKUA P-H

ANTAN

OP3UHCKUM P-H

PECMYB/UKA

MOHronus

90006000

Pucynok 11. TepputopuajbHOoe pacnpenejieHMe MYTAHTHBIX aJljiesed ¢
p.W172C, IVS1+1G>A u ¢.235delC rena GJB2 B Pecnybiauke TohiBa. bBouin
UCIIOJIb30BaHbl JAHHBIE O MECTe pPOXACHUS (B OTACIBHBIX CiIydyasX, MECTe
MPOKUBAHUS) BCEX WHAWBUIYYMOB, UMEIOIIUX JaHHbIE MyTaluu (OOJbHBIE, HX
POJICTBEHHUKH U T€TEPO3UTOTHBIE HOCUTEIU KOHTPOJIBbHON BHIOOPKU TYBHHIIEB).

B nanpHeMmMxX McciieTOBaHUAX, BBIXOAAIIMX 33 PAMKH HACTOSLIEH padoThl,
Mbl IUIAHMPYEM IIPOBENECHHE JI€TAJbHOTO aHajiu3a TaIuIOTUIIOB Y4YacTKa
xpomocoMmbl 13, Bmroyatromiero red GJB2, nist moaATBep kKACHUST ATOW TUIOTE3bI U
ouleHkn Bo3pacta wmytauuu p.W172C. Beipaxennsii 3¢dexT ocHoBarens,
NPUBEMIINNA K YHHUKAJIbHO BbICOKOW yacTtore MyTtauuu [IVS1+1G>A y sKkyTOB,
KopeHHoro Hacenenusi PecnyOnuku Caxa (SAkyTusi), ObL1 HEAaBHO MOKa3aH IMpHU
PEKOHCTPYKIMHU TallVIOTUIIOB XPOMOCOM, HECYLIUX 3Ty MYTALHUIO, YTO MO3BOJIUIIO
TaK)K€ OPUEHTHUPOBOYHO OIICHUTHh BpeMsi e¢ BOSHUKHOBeHUs B SAxytun (~800 ser)
[Barashkov et al., 2011]. PexoHCcTpyKIus ramioTunoB xpomMocoM ¢ IVS1+1G>A y

TYBUHLEB, MPUHALJIEKANIUX, KAK U SIKYThl, K OJHOU (TIOPKCKOMW) S3BIKOBOW CEMBE
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1 UMEIOIIMX C HUMH OOIMe dTambl 3THOreHesa [Amnekcees, 1996; I'orones, 2004;
Mannaii-oon, 2004], BeposiTHO, NO3BOJUT YTOYHUTH BO3pPACT U PETHOH
npoucxoxaeHus mytanuu [VSI+1G>A.

Myrammst €.235delC, oOHapykeHHast y TYBUHIICB C HEBBICOKOW YacTOTOM,
SBJISIETCSI MAXKOPHOM ISl MHOTUX a3MaTCKUX CTpaH, B TOM YHUCIIE U JJI aJITallIeB -
KOpPEHHOro HacejcHus PecryOnamku Antaii, rpannvameii ¢ Tysoit [Park et al.,
2000; Liu et al., 2002; Ohtsuka et al., 2003; Posukh et al., 2005 Dai et al., 2009].

Takoke y 3HaUMTENIbHON YacTH TYBUHIIEB B 00CiIe1yeMOil BHIOOpKE OOJIBHBIX
¥ B KOHTPOJIbHOUM BBHIOOpKE OBLTH BBISBIICHBI MOJIUMOPGHBIC BapuaHThl reHa GJB2
(p. V271, p.E114G, p.V1531 u p.F191L) (Ttabmuusl 6 u 8), XxapakTepHble IJs
MHOTUX asuaTckux pernoHoB [Park et al., 2000; Liu et al., 2002; Ohtsuka et al.,

2003; Posukh et al., 2005; Dai et al., 2009].

IMaToreneTnyeckuii BkJjaaja reia GJB2 B BO3HMKHOBEeHHE MOTEPH CJIyXa y
KOpeHHOro HacesneHus Pecny0iuku ToiBa

VY 70 6onbubIX (34.8%) 13 001Iel BHIOOPKH 00CIETOBAaHHBIX OOHAPYKEHBI
penieccuBHble MyTanuu reHa GJB2, onnako, Toiapko 38 u3 Hux (18.9%) nmenu nBe
GJB2-myTainuu, B TOMO3UTOTHOM WM KOMMAYHJ-TETEPO3UTOTHOM COCTOSTHUU
(tabmuna 6, [Ipunoxenue |), 4To MO3BOJIAET CACIaTh OJJHO3HAYHBIN BBIBOJ O TOM,
YTO TOTEPS ClyXa Yy 3TUX OOJBHBIX OOYCIOBJIEHA TCHETUYECKOW MPUUMHOU —
MyTanusmu reHa GJB2.

AHanu3 pONOCIOBHBIX OOJIBHBIX TO3BOJWJI HaM MOAPA3ICIUTh OO0
BBIOOPKY OOJIbHBIX HA TPYIIY CIOPAANYECKUX (€IUHCTBEHHBIN O0NIBHOM ¢ oTepen
ciiyxa B ceMbe, n=112) u rpynmy ceMelHbIX cilydyaeB MOTEpU ciiyxa (Oojee yem
OIMH OOJILHOW cpenu OJMM3KUX POACTBEHHUKOB, n=89), HO pasznuuus B J0Jie
O0onbHBIX ¢ OmamnenbHbIMU GJB2-myTanusaMu MexAy STHUMH JIByMs TpylnnamMu
(17/112 u 21/89, cooTBEeTCTBEHHO) OKa3aduch HeaocToBepHbIMU (p=0.092). Takum
o0pa3oM, HacJeICTBEHHAs! TOTEPs CiIyXa, 00YyCIOBICHHAs] TOMO3UTOTHOCTBIO WJIH

KOMIAyHJ-TE€TEPO3UTOTHOCTBIO 1O pelecCuBHbIM MyTamusiMm reHa GJB2,
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BBISIBJIEHA, B CPEAHEM, Y KaXKIOro TMSATOrO W3 OO0CIETOBAaHHBIX OOJBHBIX, BHE
3aBUCUMOCTH OT «OTATOIIEHHOCTH» UX POJIOCIIOBHOM.

[Tonamnsromas yactb o6cienoBaHHbIX 00bHBIX (192 u3 201) npencraieHa
TYBUHIIAMH, TOJTOMY IIOJIy4Y€HHBIE JaHHBIE O BKJaae MyTanuid rena GJB2 B
ATUOJIOTUIO cliyXa y TyBuHIEB cocrtasimser 18.8% (36/192), uyto, B 1eoM,
COOTBETCTBYIOT CBEJICHHMSIM 00 OTHOCHUTEIIBHO MEHbIeH pgoie ciaydaeB GJB2-
OOyCTIOBJICHHOW TMIOTEPH CJIyXa B a3MATCKUX TMOMYJSIUSX 10 CPaBHEHUIO C
esponerickumu [Gasparini et al., 2000; Liu et al, 2002; Tekin et al., 2010; Yuan et
al., 2009].

Heo0x0aMMoCTh reHeTHYEeCKOr0 TeCTUPOBAHMS B 00J1ee IIMPOKOH KATeropuu
00JILHBIX C MOTepeii ciryxa

[loTeHuManbHBIE CPEOBBIE 3THUOJIOTUYECKUE (PaKTOphl (TIEpEeHECEHHbIE
WH(DEKIUU, OCJIOXKHEHUS B pojax, HU3KUX BEC NPU POXKIECHUU U T.JO.) H
JIOTIOJTHUTEIbHBIC KIMHUYECKHE TPU3HAKK pPaHEe YacTO SBIBUINCH KPUTEPHEM,
WCKJTIOYAIOIIUM TIPOBEJIEHNE TeHETUYECKOTO TECTUPOBAHUSI HA HAJIMYUE MyTalui
reHa GJB2 y manmeHToB ¢ motepelt ciyxa. B Hamieir pabore, y OOTBHBIX OBLTH
oOHapy»eHbl MyTaiuu rena GJB2, kak B moarpymme | (60sbpHbBIC 0€3 yka3aHHul Ha
CpEIlOBbIE ATHOJOTHYECKHE (PAKTOphl TMOTepU ciyxa), Tak u B moxarpymnme |l
(OonBHBIE C OTATOIICHHBIM aHaMHE30M) (Tabnuua 7). DTU JaHHbIE TOTBEPKIAOT
MHEHHE COBPEMEHHBIX HCCiefoBaTelied O HEOOXOAUMOCTH  IMPOBEICHUS
reHeTUYeCKOM nuarHocTuku myrtauui reHa GJB2 B Oonee mmpoxoil kareropuu
OONBHBIX C TOTEpel CllyXa, TIOCKOIbKY OYEBHIHBIC, Ha TIEPBBIA B3I,
ATHOJIOTHYECKHE CpeloBbie (aKTOpbl, MPUBEIIINE K MOTEpe ciyxa y OOJBHOTO,
MOTYT «MAacCKHpOBaTh» TEHETHUYECKYI0 TMPHUPOAY TATOJOTHUH  CiyXa, a
HaOMIOMaeMble  JOTIOJTHUTENbHBIC  KIMHUYECKWE TPU3HAKHM  MOTYT  OBITh

ITHUOJIOTHYECKH HE CBSI3aHBl C HapylleHHWeM ciyxa y OonbHoro [Salvador et al.,

2000; Venail et al., 2004; Wiley et al., 2006; Mapkosa, 2007; Kenna et al., 2007].
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I'pynna 60abHbIX, Mermux ogny GJB2-myranuio

Panee, BO MHOTHX HCCIEIOBaHHUIX OBLJIO MOKa3aHO, YTO Y OMPEIEICHHOM
70 OOJBHBIX C MOTEPEH Cilyxa BBISIBISETCS TOJbKO oJHa pereccuBHas GJB2-
MyTarysi, ¥ MPUYUHBI TTOTEPH CIyXa y TaKUX OOJBHBIX OCTAIOTCS HESICHBIMHU. B
PecniyOsuke ThiBa MBI HE BBISSBUJIM JOCTOBEPHO 3HauMMbIX paznuuuii (p=0.202) B
qyucjie UHAUBUAYYMOB ¢ ogHou GJB2-myrtarueid B BHIOOpKE TYBUHCKUX OOJIBHBIX
(29/192 - B oOmeit BBIOOpKE, 27/167 - B TpyIIie HEPOACTBEHHBIX OOJBHBIX) C
YUCJIOM TeTepO3UroTHeIX HocuTenaeh GJB2-myTtanuii B KOHTPOJBHOM BBIOOPKE
tyBuHIeB (14/121) (tabmuma 6 u Ilpunoxenue Il). MoXHO TPeaIONOKUTh, YTO
OTIpe/IeICHHAs] 9acTh CIIOpPaANYecKuX OOoNbHBIX ¢ oaHou GJB2-myTtammeit Takxke
SBJIIOTCSI CIIyYalHBIMU T€TEPO3UTOTHBIMU HOcuTensiMu GJB2-myTanuit, u moreps
cllyXa y HUX HE CBs3aHa C HaJW4WeM OJHOW Kormmu myTtanmu B reHe GJB2.
OxugaeMoe KOJIMYECTBO TaKUX CIyYalHBIX TeTEpO3UTOTHBIX Hocutenen GJB2-
MyTaluii B BBIOOpKE OOJBHBIX MOKHO OIEHUTHh HA OCHOBE CyMMapHOW YacTOTHI
reTepo3uroTHoro HocurenbcTBa GJB2-myTanuii, 0OHapy>kKeHHOW B KOHTPOJIHHOU
BBIOOpPKE HECBsi3aHHBIX pojacTBoM TyBuHIEB (0.116=14/121) (tabmuua 6). Ilpu
TaKOM TTOJXOJE, OKHUAEMOE YHCIIO WHAMBUAYYMOB ¢ omHoi GJB2-myTtarueii B
rpynie HepOACTBEHHBIX TYBUHCKUX OOJBHBIX, HE UMEIOIMIMX OnamienbHbix GJB2-
myTarui (N=167-31=136), cocraBmwio 16 yenosek (136 x 0.116=15.8) u, Takum
oOpa3oMm, B aHaJIUM3UPYEeMOW TPYIINE TYBUHCKMX OOJIbHBIX HaOII01aeTCs
OTIPEJICTICHHBIA  «M30BITOK» pEeaJbHOTO 4YHhcia TreTepo3urotTHeix mno GJB2-
MyTalusM OOJIBHBIX TIO CpaBHEHHUIO ¢ oxujaembiM (27 u 16, p<0.05). Ananuz
POIOCHOBHBIX 00JBHBIX ¢ ogHOM GJB2-MyTanuei mokasan, 4yTo y CyIIECTBEHHOU
gacTh OOJBHBIX, TeTepo3uroTHeix no GJB2-myranusam, umeroTcs OJau3Kue
pOACTBEHHUKU (OIMH WM 00a poAMTeNs, OpaThs, CECTpPbl) C IMOTEpeil ciyxa
(cemeitHbIe Ciy4yau), YTO MOXKET CBUACTEILCTBOBATH 00 YYaCTHH KaKHUX-THOO
reHeTHYEeCKUX ()aKTOPOB B BO3SHMKHOBEHHWM TATOJOTUM CIIyXa y 3THX OOJBHBIX
(ITpunoxenune |1). Tak, Hampumep, 3TO MOTYT OBITh HEBBIICHCHHBIC ITOKa
HapYIICHUS PETYIATOPHBIX CTPYKTYp reHa GJB2, o6ycnoBieHHbIe MPOTSKEHHBIMU

JeNenusMd B Onm3iiexainux ydactkax xpomocombl 13 [Wilch et al., 2010],
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IPUCYTCTBHE KOTOPBIX HE aHATU3WPOBAJIOCH B paMKax JaHHOW pabOThI, a TaKxke

MyTAalllH B IPYTUX I'€HAX.

«Cx26-HeraTuBHbI€)» 00JbHbIE

VY cymecTtBeHHOM dYacTH o00cienoBaHHbIX OosbHbIX (131 uwen.), Tak
Ha3bIBaeMbIX «Cx26-HeraTuBHBIX» 00JbHBIX, MyTaluu reHa GJB2 (Cx26) ne Obun
BbIsBJICHB! (TaOimma 6 u [lpuwnoxenwme Il1). ¥V 28 Takux OONBHBIX HWMEIOTCS
OJIM3KHE POJCTBEHHUKH (OJMH WM 00a POAWTENss /WU OpaThs, CECTpPhI) C
moTepel ciyxa, MPUYEeM TSTh OOJBHBIX - M3 CEMEH, BEPOSTHO, OTHOCSIIUXCS K
HEKOMIUIEMEHTapHOMY THUIYy OpakoB. B Takux Opakax moteps ciiyxa y poauTenei
oOyCJIOBJIeHa MyTalUsIMd OJHOTO M TOTO K€ PEIECCUBHOIO TIeHa W,
COOTBETCTBCHHO, Bce et — ¢ motepedd cimyxa [Nance et al.,, 2000]. Takum
oOpa3oM, moTtepsi ciyxa y ompeneiaeHHoW dacTh «Cx26-HeraTUBHBIX» OOJIBHBIX
MOXKET OMpPEAeNATbCS APYyruMH, Hexenn myranuu reHa GJB2, renermyeckumu
daktopamu. OgHUM U3 BEpPOSATHBIX Te€HOB-KaHauaaToB sBiseTcs reH SLC26A4
(MIM 605646, 7922-q31), KoaupyIOIIMKA TpaHCMEMOpPaHHBINH OEIOK TEHIPUH —
MHOTO(YHKIIMOHAJIbHBII aHMOHHBIA TPAHCHIOPTEP, KOTOPBIA 3KCIPECCUPYETCS B
TKaHSAX BHYTPEHHEro yxa, IIMUTOBHMIHOW ene3bl u mouek [Mount et al., 2004].
Myrtanuu B rene SLC26A4 moryT nmpuBOIUTh K HECUHIIPOMAIBHON MOTEpPE CIyXa
(DENB4, MIM 600791). Y manuentoB ¢ DFNB4 yacTo HabmoaeTcs pacimpeHune
BecTuOysipHoro Bogomnposoaa (EVA, enlarged vestibular aqueduct) w/mmm
mucrnasus Mouauau (Mondini dysplasia). Myranuu rera SLC26A4 moryT Takxke
NPUBOJUTh K HEKOTOphIM Qopmam cuHapoma llerapena (MIM 274600) -
3a00JIeBaHUs, XapaKTEPU3YIOMIEToCs MUCHYHKIIMEH IMUTOBUIHOM KENe3bl U
notepeit ciyxa [Everett et al., 1997]. Kpome Toro, B tuteparype ONMHMCaHbI PEIKHE
cillydau TIOTepHU Ciiyxa, OOyCIIOBIEHHOUM cerperanueid myrtamuii reHoB GJB2 u
SLC26A4 B cembsix ¢ HapyiieHusimu ciyxoBoi ¢yuakimu [Ben Said et al., 2012;
Huang et al., 2013]. Tak, y oAHOro u3 4YICHOB OOJBIIONH CEMbU C
OJM3KOPOACTBEHHBIMU Opakamu u3 TyHHCa BBISIBICHO COYETAHHOE MPHUCYTCTBUE

nByx komuii mytanuu p.E47X B rene GJB2 u onnoit myranuu ¢.451delG B rene
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SCL26A4 [Ben Said et al., 2012], a y 6onpHOTO M3 KuTas - yHUKaIbHOE COUYEeTaHUE
nByx OuamnensHbix mMyTanuil (p.T86R u ¢.299 300delAT) B rene GJB2 u nByx
ounamnensupix Mytanuid (p.T410M u p.A360V) B rene SLC26A4 [Huang et al.,
2013]. ManuBuayanbHBIM MaToreHeTndeckuil 3(GeKT MyTaruil KaXXa0ro U3 3TUX
F€HOB M HX BO3MOXXHOE€ aIMTHBHOE HETAaTUBHOE BO3/IEHCTBHE HA CIIYXOBYIO
(GYHKIHIO OIEHUTh MOKa CIOXKHO H3-3a PEAKOM BCTPEYaeMOCTH MOAO0OHBIX
CIIy4aeB.

VY 22 obGcnenoBaHHBIX OOJIBHBIX C MOTepeit ciyxa u3 Pecnyonuku ThiBa, B
KAaueCTBE COIYTCTBYIOUIErO 3a00J€BaHus, ObUIN BBIABICHBI HAPYIIECHUs (QYyHKUIUN
IIUTOBUIHOM KeJe3bl (300 pa3HOM CTENEHU, TUIIOTUPEO3 U JIp.). Y AEBATH TaKUX
O00NbHBIX ObUTM 0OHapykeHbl MyTanuu reHa GJB2: y nByx — nse GJB2-myrarnuu
(renotunst  IVS1I+1G>A/IVS1+1G>A  u  IVSI+1G>A/p.W172C), cemb
WHIMBUIYYMOB OKa3aJUCh TeTepo3uroTHiMu 1o GJB2-myrtamusam (6 - ¢
rerotuniom IVS1+1G>A/wt, 1 — ¢ rerotuniom p.W172C/wt). Y BocbMu OOJIBHBIX €
NoTepell ciyxa u HapymeHUSIMHU (QYHKITUH IIUTOBHUIHOM JKEJIe3bl UMETHCH OTM3KHE
POJCTBEHHUKH C HAPYLIECHUSIMU CllyXa (CeMeiHbIe Cllydyan MOTEPH CIyXa).

BoisBienne cemelHbIX (HacinegyeMbiX) ciiydaeB «Cx26-HeraTUBHON
norepu ciayxa B PecnyOnuke TeiBa siBAsieTCSl MPSMBIM CBUJETENILCTBOM HAJIUYUs
JPYTHX, IOKa HEYCTaHOBJIEHHBIX, TEHOB, aCCOLMUPOBAHHBIX C 3TOI MAaTOJIOTUEH.

Takum o00pa3oM, 07 TYBUHCKHX OOJBHBIX C MOTEped  cliyxa,
00YCJIOBJICHHOW HaJMYMeM [BYX PELECCUBHBIX MyTtaiuii rema GJB2 (18.8%),
SBIISIETCS. MHHHMMAJFHOW OIIGHKOM TEHETUYECKOWM KOMIIOHEHTHI B JTHOJIOTHH
IIOTEpU CilyXa y KOPEHHOIO HacejieHUus TyBbl, BEIMYMHA KOTOPOU, BEPOSITHO,
MOXET OBbITh BBIIIE 3a CYET JPYIHX, MOKAa HEYCTAHOBJICHHBIX, TC€HETUYECKUX

(hakTopoB.
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4.3. Coumno-gemorpadguyeckue napaMeTpbl, OpauyHblii cratyc / Opaunas
CTPYKTYpPa, apaMeTphbl PeNPOAYKIUH U CTeNeH! COUMAJIbHON alanTauuu

Jjaei ¢ morepeii ciayxa B Pecnnyosiuke ToiBa

B PecnyOnuke  TeiBa  ObUIO  BIEpBbIE  MPOBEICHO  M3YyYEHHE
neMorpauyecKux XapaKTepUCTUK JIIOJIed ¢ moTeped ciyxa, 0COOCHHOCTEH X
OpayHOM CTPYKTYpbl M TapaMeTpoB penpoiaykiuu. Takke OblTa MpearnpHHsTA
NONBITKA OLEHHUTh CTENEHb COIMAJIBHOM aJanTalu TIIYXUX, TPOKHUBAKOIINX B

PecnyOnuke TriBa.

Bpaunblii ctatyc / OpauyHasi CTPyKTypa riayxux Jjwojaei B Pecnyoanke ToiBa

Jns ananm3a OpadyHOro craTyca M OpadyHOM CTPYKTYphI TIIYXHX JIIOJEUH B
Pecny6siuke ThiBa ObUTH TIPUBJICUYEHBI CBECHUS 0 456 MHAUBUAYYMaX B BO3pacTe
ot 19 no 86 net (cpemuuii Bo3pact 39.6+0.7), uMeronuX B OOJBIIMHCTBE CIy4YacB
BPOXKIACHHYIO WM BO3HUKIIYIO B PAaHHEM JIETCKOM BO3PACTE TSKEIYIO TMOTEPIO
ciiyXxa pa3jau4Hod 3THojoruu (Tabimuua 9), mpeumyiiecTBeHHO TyBuHIEB (379
yedn., 83.1%).

breio ycTaHoBIIE€HO, YTO HAa MOMEHT uccienoBanus 6oiee 70% (329 uz 456)
rnyxux Joae B PecnyOnmuke TwiBa cocTosuii B OpayHbIX OTHOIICHHUSIX.
[lonyuyeHHbIE HaMHM JIaHHBIE OTJIMYAIOTCS OT PE3yJbTaTOB, MOJYYEHHBIX MpHU
KOMILJIEKCHOM  HMCCJIEJIOBAHMHM  COIMO-JEMOTPAQUYECKUX  XapaKTEPUCTHUK
COOOIIECTB TIYXHX JItoJeH, mpoBeAcHHOM B AByX okpyrax IlIsemum (Narke wu
Varmland), rue ypoBeHbs OpauHOCTH TyxuXx Jrojei coctasiser 37.1% u 35.1% - B
okpyrax Varmland u Narke, coorserctBenno [Carlsson et al., 2004-2005].

JloJist acCOpTaTUBHBIX OpakoOB MEXy TJIyXUMU JitobMu B Pecriybnuke TriBa
cocTaBuiia, B cpeaHeM, 64.5%, HO CTaTUCTHUYECKHA 3HAYMMO Pa3IMyaiach MEXKIY
ropoackuM (70.9%) u cenbckum HacenerueM (57.7%) Pecniyonuku (p=0.036). Dt
(bakThl, MO-BUAMMOMY, CBSI3aHBI C TE€M, YTO KOHIEHTpAlMS TIIyXUX JIIOJACH,
MPOXKUBAIOIINX B TOPOJICKUX YCIOBUSIX (B OCHOBHOM, I.KbI3bLI), CYIIECTBEHHO

BbIIIIC, Y€EM B CCJIbBCKHUX paﬁOHaX PGCHY6JII/IKI/I. B F.KBIBBIJ'IC, B OTIHNYHEC OT
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CEJIbCKUX PaioHOB PecmyOimKku, COCpPEenOTOYCHBI COIHATBHBIC YUPEIKICHUS IS
IIyXHUX JIIOJICH: eAMHCTBEHHAs B PecrmyOnmke mikomia A HECHBIIAIUX JeTeH, B
HECKOJIbKUX Y4eOHBIX 3aBEICHUSX CpeaHEro npodecCHOHaNIbHOrO0 00pa3oBaHUs
ropojia OpraHu30BaHbl TPYIIbI JJIs1 JIOJIEH C OrpaHUYEHHBIMU BO3MOKHOCTSIMU,
UMEETCS  pEeruoHajbHOE  OTACNIeHHEe  O00IllecTBa  IJIIyXUX U,  HaKOHEIl,
CYpAOJIOTONEMYECKasi TOMOIIb IETCKOMY U B3POCJIOMY HACEJICHHUIO OKa3bIBACTCS
TOJIBKO B PecmyOnumkaHCKMX — J1€4eOHO-TIPOMUIAKTHUECKUX  YUPESKICHHSIX
r.Kemspuia. Takum oOpa3zoM, B YCIOBHUSIX TOpoJa, ISl JIIOAEH ¢ moTeped ciyxa,
BEPOSTHO, UMEETCS OOJIbIIIE BO3MOKHOCTEHN JJIsl TPYAOYCTPOICTBA, MEAUIIUHCKOTO
oOcimykxuBaHusi U  KOMMyHHKanuu. KoOHTpacTHble  paziauuusi  OpayHOit
acCOPTATMBHOCTH OBUIM BBISIBIICHBI M B IIBeJCKOM HccienoBanuu [Carlsson et al.,
2004-2005], rme mpakTHYECKH NP paBHBIX YpoBHsIX Opaunoctu okpyre Narke (c
Oonee pa3BUTOM  COIMANBHOW WHOPACTPYKTYpPOM JUIsl T[IyXUX  JIHOJEH)
3adukcupoBaHo 99% OpakoB MEXIy TIYXHUMH TMapTHEpaMH, B TO BpeMs Kak B
okpyre Varmland - Bcero 10% takux Opaxos [Carlsson et al., 2004-2005]. B
HECKOJBKMX paboTax, TMPOBEJACHHBIX paHee, ObLJIO TMOKa3aHo, YTO JIOJI
aCCOPTAaTUBHBIX OpakoB MEXAy TIYXUMU HHAUBUIYYMaMu CYIIECTBEHHO
paznuyaeTcs B pa3Hbix peruoHax mupa (10-90%), B 3aBUCUMOCTH OT CTEICHU
KOHCOJUAMPOBAHHOCTH coobmecTB rayxux momaei [Schein, Delk, 1974; Rose,
1975; Rapin, 1978; Schein, 1978; Chaabani et al., 1995; Blanton et al., 2010;
Tekin et al., 2007, 2010; Txemmuuaesa, 20116]. Tak, BeICOKas acCOPTAaTHBHOCTD
OpakoB Mexay riayxumu moabmMu Habmogaetrcs B CIHIA (70-90%) tne
CYIIeCTBYIOT coobiectBa rayxux joaen “Deaf Culture” [Schein, Delk, 1974;
Rose, 1975; Rapin, 1978; Schein, 1978; Blanton et al., 2010]. CymiecTBeHHO
MEHbIIIasi J0JII aCCOPTAaTHUBHBIX OpaKkoB BBISBJICHA B PErHOHaX, Il COOOIIECTBA
IIYXHAX JIOJIEM B MEHBLIEW CTENEHUW KOHCOJMAupoBaHbl. Tak, B TyHuce wacrora
acCOPTaTUBHBIX OpPaKOB MEXy riyxumu coctapisier okosio 10-30% [Chaabani et
al., 1995], B Typuumu - 46.8% [Tekin et al., 2007] a B Monroauu - 37.5% [Tekin et

al., 2010]. B pa6ote [[Ixemunesa, 201106], mons accopTaTHBHBIX OpakOB MEKIY
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DIyXuMu WHIuBHAyymMamMu B PecmyOmmke bamkoproctan cocraBmser 45%
[ Ixemunena, 20116].

NHTEepecHO OTMETUTH, YTO MO 3THUYECKOW MPUHAIJICKHOCTH CYIPYTOB,
OTHOCSIIUXCS K pa3HbIM Tunam OpakoB - «['JI x I'JI» u «I'JI x H» B PecnyOnuke
ThiBa, 3HAYUTENIBHYIO HMX JOJIIO COCTaBISIOT OJHOHAIIMOHAJIbHBIE TYBUHCKHUE
Opaku — 63.3% u 64.8% OpakoB, COOTBETCTBEHHO. B paHHUX HCCIIEIOBAHUSAX IO
U3YUYCHUIO  TOMYJIAIHOHHO-AeMOTrpaduIecKOl  CTPYKTYpPhl TYBHUHIIEB  OBLIO
MOKAa3aHO, YTO JIOJISI MEKHAI[MOHAJIbHBIX OpakoB B MOIMYJSIMU TYBUHIIEB OYEHBb
HU3Ka Ha BCeW Tepputopuu PecnyOnwku, a A0 OJHOITHUYECKUX TYBHHCKHX
OpaxoB nocturana oomnee 90% [AnekceeBa, 1984; Kyuep u ap., 19996, Ily3bipes,
1999]. B oTo#f CBS3M, MOXHO 3aMETHTh, YTO aCCOPTATUBHOCTH OpakoB IO
ATHUYECKOMY MPU3HAKY B TIOMYJISAIIMN TYBUHIIEB COXPAHSICTCS BHE 3aBUCUMOCTH OT

COCTOSIHUSA CITyXa OpauHbIX MapTHEPOB.

Penpoaykuus rayxux jgwaei B Pecnnyosuke ToiBa

Kakx wu3BecTHO, (epTWIBHOCTDL SIBISETCS BEChbMa BaXHOM  MEpOid,
oTpakaroleld  OuWojoruueckyro mnpucrnocodiaeHHocTs  (genetic  fitness) kak
NONYyJISIIUM B [EJIOM, TaK TPyNI HMHAUBUAYYMOB C TE€HETUYECKUMU
3a00yieBaHUsIMU. B HEMHOrOYMCIIEHHBIX MCCIEIOBAaHUAX, B KOTOPBIX OBLIU
NPEANPUHATHl TONBITKK OLEHUTh MapaMeTpbl PENpoAYKIUU TIYyXHX JHOAEH
(cpeanee uucio neTei), B KaUeCTBE CPaBHUBAEMOM IpyMIbl ObUTH B3AThl BEIOOPKH
U3 POJHBIX OpaTheB U cecTep (CUOCHI) TIIyXOro MHIAWBHUAYYMA, T.K. UX CBSI3BIBACT
OOILIHOCTh T€HOTHUIIOB, COLMAIBHBIA CTATyC, Cpeda BOCIMTAHMS, YKIIAJ KU3HU U
mHoroe apyroe [Schein, Delk, 1974; Hu et al., 1987; Liu et al., 2001; Carlsson et
al., 2004-2005; Blanton et al., 2010; Tekin et al., 2010].

HccenenoBanueM penpoayKTUBHBIX ITOKA3aTeNeH JIIOAEU ¢ MOTEpPEN ciyXa B
Pecniy6nuke TriBa 0110 0xBaueHo 229 denoBek, 6osee 80% KOTOPHIX COCTABUIIU
STHUYECKUE TYBUHIIB. BBIIO BBISIBIEHO, YTO CpPEOHEE YHUCIO JAETeH Yy TIyXUX
UHIUBUAYYMOB (2.26+0.06) HECKOJBKO CHMKEHO IO CPABHEHHUIO C KOHTPOJbHOMU

BbIOOpKO# (cuOchl) (2.40+0.05), XOTs CTAaTUCTUYECKH 3HAYUMBIX PA3IU4YUN IO
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3TOMY MapameTpy He Obuto BhisABiIeHO (Tabnuna 10). Kpome Toro, cpennee uncio
JieTel BO Bcex Opakax MeXAy MIyXuMH OpadHbiMu napTHepamu (2.14+0.08) 6s110
HUKE TI0 CPABHEHUIO ¢ OpaKkaMH, IJie TOJbKO OJUH W3 OpayHbIX MapTHEPOB IITyXOM
(2.50+0.16), 1 »Ta TeHaEHIIUS HanOOJIee BhIpAXKEHA B Opakax, rje My — IITyXou, a
xeHa - cablmamas (3.0+0.31) (rabmuma 11). B Heckoabkux padoTax MOA0OHOrO
pona, BbinosHeHHbIX paHee B CIHA, Kurae m Monromuu, ObLJIO MOKa3aHO
3HAYNTEIHLHOE CHIDKCHUE MapaMeTPOB PENPOAYKIIMN Y TIIYXUX WHIUBUIYYMOB 10
CpaBHEHHIO C UX poaHbIMu OpaThsimu/cectpamu [Blanton et al., 2010; Hu et al.,
1987; Liu et al., 2001; Tekin et al., 2010]. Ho, B pa6ore [Blanton et al., 2010],
pPEeNpOAYKTUBHBIE TIOKa3aTeNu (CpelHee YHCIO JeTed) OKa3ajdnCh BHINIE B
aCCOpPTAaTUBHBIX Opakax MEXIy TiIyxuMu JojapMu (2.11), yem B Opakax Mexmy
TIYXHMH 1 HOPMaJIbHO cliblmaniumu maptaepamu (1.85) [Blanton et al., 2010].
Takum oOpa3zoMm, aHajau3 pENpoONyKIMUU JIIOAEH C TOoTeped cliyxa B
Pecniy6niuke TriBa, mokaszasn, 4To, B IIEJIOM, OHM MMEIOT JOCTATOYHO BBICOKYIO
ouosiorndyeckyro mpucrnocodseHHocth (0.93), XOTd M OTMEUarTCid HEKOTOPbIC
TEHJICHIIMU K OOIleMy CHIKEHUIO MapamMeTpOB PENPOAYKIIMH B aCCOPTATHUBHBIX

Opakax MeXay TITyXUMHU JIFOJbMH.

CreneHb cONUAJIBLHON a1aNTAIMU JIO/JEi ¢ OTepeil ciyxa
B PecnyOsinke TriBa

JIJ1st OLIEHKW YPOBHS COITMATIBLHON aJjanTaliuy TIIyXux Jrojei B PecryOnnke
ThiBa OBLIO MPOBEACHO CIELUUATU3UPOBAHHOE COLMOJIOTMYECKOE AHKETUPOBAHHUE
118 unauBugyymMoB B Bo3pacte oT 19 mo 63 ner (cpemumii Bo3pacT 35.1+1.3)
MPEUMYIIECTBEHHO C TSDKEJIBIMU HapylieHusMu ciyxa (89.8% pecnoHaeHTOB
OBLIIM TYBUHCKOM HAIIMOHAJILHOCTH - 106 yeun.).

Kak wu3BecTHO, OJHMM W3 BAXHBIX [IOKAa3aTEJCH, XaPAKTEPU3YIOIINX
COIMAJIBHYIO aJamnTalfio TIyXUX JFOJIEH, SIBISETCS CMOCO0 WX KOMMYHHUKAITUH.
Pe3ynpTarsl cienuaniu3vupoOBaHHOIO AaHKETUPOBAHMS MOKA3AJIA, YTO MOAABIISIIOIICE
OONBIIMHCTBO PECTIOHJICHTOB OO0Yy4YaldWCh B CIEIUATU3UPOBAHHON IITKOJIE IS

IIYyXUux U CJ'I8.6OCJ'II>IH.I3HII/IX ,Z[CTCﬁ, raic UMHU OBLII OCBOEH JKECTOBBII SA3BIK, KOTOpBIﬁ
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JUIT MHOTHX SIBJISIETCS €IMHCTBEHHBIM CHOCOOOM KOMMYyHHKanuu. OTCyTCTBHE
ciiyxa OOJIbIIMHCTBOM PECHOHJEHTOB pacCMaTpUBAETCA KaK  CEpPhE3HBIM
HEJIOCTATOK, OrPAHUYMBAIONIMN BO3MOXHOCTH TIOJy4eHHs 0Opa3oBaHUS U
TPYAOYCTPOICTBa U, CIIEOBATEIbHO, PE3KO CHIDKAIOIIUN WX YPOBEHb XKH3HU U
COLIMAJIBHBIA  cTaryc. bBOJBIIMHCTBO  0OOCIENOBAaHHBIX  NPEANOYUTAIOT B
MOBCEHEBHOM >KU3HU OOIIEHHE C TIYXMMHU U CJIa0OCIHbIIIAIIUMH, B TO BpeMs Kak
OOIIeHHe C JIOJbMU C HOPMAJIbHBIM CIIYXOM BBI3BIBAIOT Yy HHUX CEPbE3HbIC
3arpynHeHuss U HegomoHumanue. Okono 30% rayxux aud@epeHuupyroT
OKpPYXKaIOIIUK COIMYM Ha «MHpP TIYXUX» U «MHpP CIBIIANMX». TeM He MeHee,
0oJee MOJTOBHHBI MOJIOJIBIX JIIOJEH, HE COCTOSAIIMX B Opake, Ipearnowi Obl HIMETh
Opa4yHOro MapTHEpa ¢ HOPMaJIbHBIM CIYXOM U OOJIBIIMHCTBO U3 HUX XOTSAT, YTOOBI
ux Oyayiiue ATy, B OTIMYKE OT HUX, XOPOIIO CIBIIIAIH.

Taxum 00pa3oM, OCHOBBIBAsICh HA ATUX JAHHBIX, MOKHO MPEANOI0KUTH, YTO
B PecnyOnuke ThiBa moka emie HET KOHCOJUAMPOBAHHOIO COOOIIECTBA TIIIYXHX
moxaer, nmogoonoro “Deaf Culture” B eBpometickux crpanax m CILIA [Padden,
Humphries, 1988; Andersson, 1991; Arnos et al., 1991; Christiansen, 1991; Ruben,
1991; Prezioso, 1995; Stern et al., 2002 u ap.]. B 3tux cooOmiecTBax OTCYTCTBHE
cllyXa pacCMaTpHUBaeTCsl B COLIMOKYJIBTYPHOM AaclleKTe, a HEe KaK OTKIOHEHHUE OT
HOPMBl M OCHOBHBIM OOBEAMHSIIOIMIMM (PAKTOPOM €ro UJIEHOB SBIISETCS
UCTIONb30BAaHUE  €IWHOTO  JKECTOBOTO  sI3bIKa.  BaXXHBIMH  COIMAIBHO-
neMorpaguueckuMi XapaKTePUCTHUKAaMHU 3THUX MHKPOCOLIMYMOB TIIyXHX JIIOJAEH
SIBIISIIOTCS BBICOKAsi acCOPTATUBHOCTh OpakoB, OCHOBaHHAsI Ha JIMHTBUCTUYECKOU
rOMOTaMHUH, W, KaKk OBIJIO TIOKAa3aHO B HEKOTOPBIX HMCCIEIOBAHUAX, TOSHUTUBHOE
OTHOIIICHHUE TIIyXUX CYMPYroB K poxaeHuto rryxux gereit [Middleton et al., 1998;
2001; Stern et al., 2002].

HccnenoBanusi, HampaBlICHHbIE Ha UW3yY€HHE KOMIUIEKCHBIX COLMO-
neMorpauuecKux XapakTepUCTHK COOOIIECTB ITyXHX JIIOJCH B HACTOsIIEee BpeMs
HEMHOTOYHMCIICHHBI U OTPAaHUYCHBI B JINTEPAType TOJIBKO paboTamu 3apyOeKHBIX
aBTOpoB. B Poccuu nmogo6Hbie paboThl HE MPOBOAMINCH WITH, IO KpaiiHeil mepe, B

JOCTYITHOM nuTepatype He omnucaHbl. [IpoBegeHue AaHHBIX pabOT CBSI3aHO CO
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CJ0>KHOCTBIO TMOJYYEHHUS] UCUEPIIBIBAIOIINX MTEPBUYHBIX JAHHBIX Y TIIYXUX JIFOAEH
0€3 MOMOIIU CHBIIIANUX POJACTBEHHUKOB WIH Cyp/IONIEPEBOIUMKA U HEOCTATKOM,
a B HEKOTOPBIX CIy4asX, M IOJHBIM OTCYTCTBUEM AapXWMBHBIX M YYETHO-
neMorpaUuecKnux MaTepuajioB, KacarolIUXCs COIHAIBHBIX W MaTepUalbHBIX
YCIIOBUU KU3HU TIIYXHUX JIFOJCH.

B mpoBeneHHOM HaMM  HCCIENOBAHWUM MBI  BIIEPBBIE  IOJIYYWJIU
XapaKTEPUCTUKH  OCOOEHHOCTEW  OpayHOl  CTPYKTYphl,  OHOJOTHMYECKON
MPUCTIOCOOJICHHOCTH (TIapaMeTpoOB PEMpoOJyKIUU) JIOJeH ¢ TMOoTepel ciyxa B
PecniyOnuke ThiBa M MPEANPHUHSIN MOMBITKY OLICHUTHh CTEMEHb WX COIMAIbHOU
ajanTallid W KOHCOJMJAIMU B OOIIECTBE. OTHU JaHHBIE, B COBOKYIIHOCTU C
pe3ysibTaTaMy  MOJICKYJISIPHO-TEHETUYECKOI0  HCCIIEOBAaHUS  HACIIEICTBEHHOMN
riyxoTel B PecnyOnuke TrhiBa, BO3MOXKHO, B JajJbHEHIIEM, MO3BOJIST OIEHUTH
ITOTECHIMAJIBHYIO poib COILIMAJIBHO-AIeMOTpadhUyeCKUX dbakTopoB B

pacmpoCcTpaHEHHOCTH HaclieyeMbix (GopM riryxoTsl B PecriyOnuke TriBa.
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3AK/IIOYEHUE

Hacrosiimee  uccnegoBaHWe — MOCBSIIEHO — AMHJIEMHOJIOTMYECKOMY U
MOJIEKYJIIPHO-TEHETUYECKOMY aHAJIM3y HAPYIICHUH CIyXOBOM (GYHKIMH Y
HaceneHus: PecnyOnuku ThiBa 1 BBISBICHHS T€HETUYECKOM KOMIIOHEHTHI B
ATUOJIOTUM U30JMPOBAHHONW HEHUPOCEHCOPHOM TYroyXxocTH, OOYCIOBIECHHOM
myTtarusmu reHa GJB2.

B PecniyOommmke TriBa co3mana equHas 6a3a qaHHbBIX 0 00abHBIX (1407 gen.),
CTpaJlaloIIUX  Pa3NuYHbIMU  (HOpMaMH  TYTOYXOCTH/TJIYXOTBI W MPOBEJEH
AIUJAEMHUOJOTUYECKAN aHAIU3 HApPYLIEHUN CIIyXa. Y CTaHOBJIEHO, 4TO 0KoJo 70%
OONBHBIX UMEIOT TsDKEIble (COIMAIbHO-3HAYMMBbIE) (OPMBI MOTEPH  CIyXa,
TpeOyrollre OKa3aHus pa3sHOCTOPOHHUX MEJIMKO-COLUATbHBIX PEAOMIUTALIMOHHBIX
Mep. PacmpocTpaHEeHHOCTh TYrOyXOCTW/TAYXOThl Pa3IMYHOM JTHOJIOTUU B
Pecniy6niuke ToiBa, B cpenneM, coctaBmia 1 : 220 yern., ¢ Bapualuei mno paiionam
PecniyOonuku: ot 1 : 392 yen. B TanauHckom paitone ao 1 : 85 wyen. B Cyrt-
XonbckoM paitone. PacnpocTpaneHHOCTh HeipoceHcopHoi Tyroyxoctu [II-1V
CTETEHU/TITyXOThl BEPOSITHOM TE€HETUYECKOW STHOJIOTMM OKa3alach, B CPEIHEM,
paBHoii 1 : 573 gen., Bappupys ot 1 : 1375 uwen. B Op3unckom paitone a0 1 : 319
yen. B CyT-XosbckoMm paiione. [IpuunHbI HaKOIJIEHUST Pa3InYHBIX (POpPM MOTEPU
cillyxa, B TOM YHUCJE€ TYIrOYXOCTH HAcCJIEICTBEHHOM 3THUOJIOTMH, B OTAEJIbHBIX
pationax PecnyOnuku TbeiBa, BO3MOXHO, CBSI3aHbI C TOJPa3ACICHHOCTHIO
HaceneHus: PecniyOnuku u TpeOyloT, B najbHeileM, 6oiee JeTalbHOTO U3yUeHusl.

Pe3ynbTaThl cerperallioHHOTO aHalli3a IMO3BOJWIM TMOATBEPAUTH TOJIBKO
JUIIb  TUMOTE3y 00  ayTOCOMHO-PEIIECCMBHOM  THUII€  HacleOBaHUs
TYrOyXOCTH/TIIYXOTbI, ~ YTO, TO-BUAMMOMY, CBSI3aHO C  MPUCYTCTBUEM
OTNPEETICHHOIO0 YHUCIA CIOPAJIUYECKUX CIIy4aeB MOTEpU Ciiyxa B OOJBIIMHCTBE
aHaJM3UPYEMbIX CEMEN C Pa3IMYHBIMUA THUIIAMU HACIIEOBaHUS MIOTEPHU CIIyXa.

JleTanbHOE H3yYE€HHE POJOCIOBHBIX pAld SIEPHBIX CEMEHl MMO3BOJUIH
BBIIBUHYTh  MPEANOJIOKEHHE O Haluyuu Oojee dYeM OJHOro  TeHa,

KOHTPOJIMPYIOIIEro MOTepIo ciiyxa, B PecrryOnuke ThiBa.
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Ha ocHOBaHUM NMPOBENEHHOTO 3MUAEMHOJIOTHYECKOr0 aHanu3a OOJIBHBIX C
pa3iMYHBIMM TUIAMU T[OTEPU CiIyXa Oblla BbIAENEHA Tpymna OOJBHBIX C
HEHPOCEHCOPHOU TYTOyXOCThIO TsKEIOU cTeneHu/TmyxoToit — 540 uen. (38.4%), y
KOTOPBIX HapyIICHHUE CIyXa, BEPOSATHO, OOYCIOBICHO T€HETHYECKUMH (PaKTOPAMH.
B BbIOOpKE OONBHBIX C MPEUMYIIECTBEHHO HW30JIMPOBAHHON HEUPOCEHCOPHOM
TYTOyXOCTBIO TSKEJIOW cTeneHu/rayxoTor (201 4den.) MeToqoM CEeKBEHHpPOBAHUS
no CaHrepy ObLI MPOAHAIU3UPOBAH CIEKTP MYTALMI U NOTUMOP(HBIX BAPUAHTOB
reHa GJB2, Hauboliee 3HAYMMOTO B ATHOJIOTUU HaciexyemMoi norepu ciyxa. ¥ 70
oonpHBIX (34.8%) OBLIM BBISBICHBI perieccuBHble MyTanuu rena GJB2: y 38
OonbHBIX (18.9%) - B TOMO3HTOTHOM WJIM KOMITAyH]-T€TEPO3UTOTHOM COCTOSHHH,
y 32 Oonpubix (15.9%) mnpucyrcTBOBajia TOJBKO OfHa peueccuBHas GJB2-
MyTarus.

[TonaBnsroniee uywcino OonbHBIX (192 dYen.) B wHcciemyeMoi BBIOOPKE
MPEICTABICHO TYBUHIIAMH, M OIIEHKA MAaTOr€HETHYECKOTO BKJIAJa MyTalluil TeHa
GJB2, ompenmenseMoro HaJWYWEeM Y TMalWeHTa OWAIICTBHBIX PEIICCCUBHBIX
MyTalMd 3TOr0 T€HA, B OJTUOJIOTMIO HApYIIEHWW ClyXa y NpeaCcTaBUTENICH
KopeHHoro Hacenenusi Pecnyosmku TreiBa cocraBwia 18.8% (36 u3 192 uwen.). B
npouecce paboThl ObUIO BBISIBICHO 3HAUUTEIBHOE YHCIO TYBUHCKHX CEMEU C
IByMsI U OoJiee TUIyXUMHU WHAWBUAYYMaMH, y KOTOPHIX HE ObUIO OOHApY>KEHO
myTanuii reHa GJB2 (Cx26) (Ttak Ha3biBaeMmble «Cx26-HeraTUBHBIE OOJBHBICY),
YTO TMOATBEPKIAET HAIMUME APYruX (HE aHAIM3UPYEMbIX B HACTOsIIEH padbore)
I€HOB, KOHTPOJIUPYIOIIMX MOTEPIO ciiyXa, y 001bHBIX B PecryOnuke TriBa.

Myrtamonnsiii criektp reHa GJB2 y TyBUHCKHMX OOJIBHBIX MpPEACTABICH
IAThIO perieccuBHbIME MyTarusimu - P.W172C, IVS1+1G>A, ¢.235delC, p.V37l u
.299 300delAT, cpenu koropeix mpeobmanaror mytanuu P.W172C (51.49%) u
IVS1+1G>A (38.61%). VY 3HauuTeNbHOW YAaCTH TYBHUHIIEB B 0OCIeIyeMOM
BBEIOOpKE OONBHBIX W B KOHTPOJIBHOW BBIOOPKE TYBUHIIEB OBUIH BBISIBJICHBI
nonumopdueie BapuanTtel reHa GJB2 (p.V27I, p.E114G, p.V1531 u p.F191L),
XapakTepHbIE IS a3MaTCKUX pernoHoB. CyMMapHas 4acToTa IeTepO3UrOTHOIO

HOCUTEIIbCTBA PEIECCUBHBIX MyTanuii TeHa GJB2 B KOHTPOJBHOW BBIOOpKE
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TyBUHIIEB cocTtaBuia 11.57%, B Tom uucne: p.W172C - 4.96%, Cc.IVS1+1G>A —
4.13% u p.V37l — 2.48%. IlpeBanupyromias yactota Mytauuu p.W172C y
TYBUHIIEB  [O3BOJISIET  IPEANOJOXKUTH  poiib  3ddekrta ocHoOBarens B
MPOUCXOXKICHUU ITOM MyTallid, a €€ LIMPOKas pPacHpOCTPaHEHHOCThb IO BCEi
Tepputopuu TyBbl MOKET KOCBEHHO CBUJIETEIHCTBOBATH 00 OTHOCUTENIBHO JaBHEM
BO3HMKHOBeHHMU p.W172C B mnomynsnuu KOPEHHOro HacesneHusi PecryOnuku
TrIBa.

Jliist coobmiecTBa rityxux Jitonei B Pecryonrke ThiBa MoydYeHbl €ro COIuo-
neMorpaduueckue  XapakTepUCTHKU, OIpeaeieHbl  OCOOCHHOCTH  OpadHoi
CTPYKTYpbl JIIOIEM C TOTeped cllyXa, YpPOBEHb HX  OHOJOTHYECKOU
IPUCIIOCOOIEHHOCTH (OLIEHUBAEMBIH 10 MapaMeTpaM penpoAyKIMH) U CTETIEHb UX
COLIMAJIBHOM ajanTaiuu. ACCOPTAaTUBHOCTh OpakoB MEXIy TIIYXHUMH JIOAbMHU
cocraBuna 64.5%, CTaTUCTUYECKH 3HAUYUMO pa3nMyasChb MEXIY TOPOJICKUM
(70.9%) wu cenbckum HacenenueMm (57.7%) (p=0.036). Anamu3 mapamMeTpoB
pPENpOayKIMU BBIABWJI 0o0Jiee HHU3KOE CpEAHEEe YHCIO0 JETed Yy TIyXHX
UHIUBUAYYMOB (2.26+£0.06) 1O CpaBHEHHIO C KOHTPOJBHOW BBIOOPKOM
(2.40+0.05), B xayecTBe KOTOPOW aHAIU3UPOBAIUCH MX HOPMAJILHO CIIBIIIAIINC
ponHbie Opathbst U cecTpbl (cuOchl). Kpome Toro, Obuia BHISIBIIEHA TEHICHIUSA K
CHIDKEHUIO CPEHEro 4uclia JeTed B acCOPTAaTUBHBIX Opakax MEXIy TIyXUMH
moapMu (2.14+0.0) mo cpaBHeHMIO ¢ Opakamu, B KOTOPBIX TOJbKO OJWH U3
OpayHBIX MAapTHEPOB uMeeT mnorepio ciayxa (2.50+0.16), u >Tu paznuuus
CTaHOBWINCH craTtucThdecku 3HaunMbiMH (p=0.032) mpu comocraBieHUU ¢
Opakamu, TJie TIIyXUM MapTHEPOM BBICTYMAeT My>KUMHA.

Pe3ynbrarthl crenualv3upOBAaHHOTO AHKETHUPOBAHUS WHIUBUAYYMOB C
notepeit cinyxa B Pecriyonuke ThiBa mokazaiy, 4TO IMOJABIISIIONIEE OOJBITHHCTBO
PECIIOHACHTOB  BNAJCET  JKECTOBBIM  SI3BIKOM,  SIBJSIIOIIMMCS  JUISL  HHUX
npeobaJaroM cnocoO0oM KOMMYHUKaMu. OTCYTCTBUE CllyXa pacCMaTpUBaeTCs
OOJBIIMHCTBOM U3 HUX KaK CEPbE3HBIN HEJOCTATOK, CHIKAIOIINN YPOBEHD JKU3HH
u commanbHbiii cratyc. Okono 30% rayxux AuQepeHUUupyOT OKpPY KoM

COIMYM Ha «MHUDP TIIYXUX» U «MHUP CJIbIIIAIINUX). TeMm He MCHCEC, 0oJice MOJIOBUHBI
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MOJIOZIBIX JIFOJIEH, HE COCTOSIIMX B Opake, Mpeamnowi Obl WMETh OpayHOTo
napTHEepa C HOPMAaJbHBIM CIYXOM M OOJIBIIMHCTBO M3 HUX XOTAT, YTOOBI HX
Oyayiue IeTd, B OTJIMYME OT HUX caMuX, ObUIM ciblmainMu. OCHOBBIBAsACh Ha
OTUX JaHHBIX, MBI TpeamnoyiaraeM, dro B Pecrmyonmuke TriBa moka eme He
CIIOKUIJIOCh KOHCOJIMIUPOBAHHOE COOOINECTBO TIyXHMX JrojeH, momodHoe “Deaf
Culture” B eBponeiickux crpanax u CIIA. ITonxy4yeHHbIe comro-neMorpaduyeckue
JAHHBIE O COOOIECTBE TIIYXHX JIIOJIeH, B COBOKYITHOCTH C pe3yJbTaTaMu
MOJIEKYJIIPHO-TEHETUYECKOTO  MCCJIEIOBaHUS  HACIEACTBEHHOM TIyXOThl B
PecnyOnuke  ThiBa, BO3MOXHO, B  JajbHEWIIEM, TO3BOJSAT  OIICHUTH
MOTEHIUAIBHYIO  pOJb  COIMAJbHBIX  (PAKTOPOB B  PaCIpPOCTPaAaHEHHOCTHU

HaCJICAYCMbIX (bOpM IIYXOTBI B H3y4aCMOM PCTHUOHC.
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BbIBO/1bI

. PacnipocTpaHeHHOCTh ~ TYrOyXOCTH/TIYXOTbl ~ pPa3JIMYHOM  ATHOJIOTMM B
Pecriyomuke TwiBa, B cpegHem, coctaBmsier 1 : 220 dyenm., ¢ Bapuamme 1o
pationam: ot 1 : 392 yen. B Tangunckom paitone 10 1 : 85 yen. B Cyr-XoabckoM
paiione, a HeMpoceHcopHoit Tyroyxoctu III-1V creneHu/rmyXxoTbl BepOsSTHOM
TEHETUYECKOU 3THOJIOTUH - B cpeiHeM, | : 573 uen., Bappupys ot 1 : 1375 yen. B

Op3uHckoM paiione 110 1 : 319 yen. B Cyr-XoJbCKOM pailoHe.

. [Matorenetnueckuii Bkian rena GJB2 (Cx26), ompenensieMblii MPUCYTCTBUEM
OMaJIENBHBIX PELIECCUBHBIX MYTALIMM 3TOTO I'€Ha, B 3THUOJIOTHIO TIOTEPH CITyXa y

TYBHHIIEB cocTaBisIeT 18.8%.

. [lomyyennast omnenka Bkiaga reHa GJB2 (Cx26), BeposTHO, SBISETCS
MHHUMAJIBHON OLIEHKOW T€HETUYECKON KOMIIOHEHTHI B 3THOJIOTUU MOTEPU CITyXa
y KOpeHHoro HaceneHuss TyBbl, TIIOCKOJBbKY BBISBICHHE CEMEHHBIX
(macnenyembix) ciaydaeB «Cx26-HeraTuBHOW» TIyXoThl B PecnyOnuke TriBa
CBUIETEIBCTBYET O TPUCYTCTBHUU JIPYTUX, IMOKa HEYCTAHOBJICHHBIX, TCHOB,

aCCOIMUPOBAHHBIX C 3TOW MATOJIOTUEH.

. Myranmonssiii cnektp rena GJBZ y TyBHHCKMX OOJNBHBIX OTpaHUYCH ISITHIO
petieccuBHbIMUA MyTarusamu - p.W172C, IVS1+1G>A, c.235delC, p.V371 u
c.299 300delAT, cpenu koTopbix npeodnanaroT mytauuu p.W172C (51.49%) u
IVS1+1G>A (38.61%).

. Mytanus p.W172C (¢.516G>C) oOHapyxkeHa ¢ BBICOKOH 4YacTOTON TOJILKO B
MOMYJISIIANA TYBUHIIEB, YTO TIO3BOJISIET MPE/IITOJIOKUTE KIIFOUEBYIO poib 3 dexTa
OCHOBATEJII B €€ IMIMPOKOW PACIpPOCTPAHCHHOCTH Ha TEPPUTOpPUHU PecmyOiamku

TreIBa.

. .CymmapHasi 4acToTa T€TE€pPO3UTOTHOTO HOCUTENbCTBA PELIECCUBHBIX MYTallUi

rena GJB2 B momyssiimoHHO# BEIOOpKE TyBUHIEB paBHa 11.57%, B TOM uuce:

p.W172C - 4.96%, IVS1+1G>A —4.13% u p. V371 — 2.48%.

. BiepBeie monydeHa comuo-aeMorpaduyeckas XapakTepHCTHKa COOOIIeCTBa

ryxux Joaeit B PecnyOnuke TeiBa. bpaunast cTpykTypa TriayxXux Jrojen
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XapaKTEPHU3yeTCs] OTHOCUTEIHHO BBICOKON aCCOPTATMBHOCTHIO: JIOJS OpakoB
MEXAy TIyXHMH JIOAbMU cocTaBisier 64.5%, CTaTUCTUYECKH 3HAYUMO
paznuyasice Mexay ropoiackuMm (70.9%) u cenbckuMm HaceneHueM (57.7%)
(p=0.036). He oOHapyXeHO CTaTHCTUYCCKH 3HAYMMBIX PA3IMYUN B CpPEIHEM
qucie AeTel y rIyXuX UHAUBUIAYYMOB (2.26+0.06) u B KOHTPOJBHON BBIOOPKE
(2.40+0.05). BrisBiieHa TEHACHIMA K CHHIKEHHUIO CPEIHEro 4ucia JeTed B
aCCOPTAaTUBHBIX Opakax Mexay rryxumu Jojapmu (2.14+0.0) mo cpaBHEHHIO C
Opakamu, B KOTOPBIX TOJIBKO OJIMH U3 OpadyHbIX MAPTHEPOB UMEET MOTEPIO CIyXa

(2.50+0.16).
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PoxociioBHBIE 00JIBHBIX C HECHHAPOMAJIBHONH HEHPOCEHCOPHOM TYTOYXOCTBIO TSHKEJIO0H CTeNeHH
u rayxoroii (HHT/T'), umeronmx 6uane/sibHble peneccuBHble MyTanuu rena GJB2 (Cx26).

YepHbIM 1IBETOM BbI€JIEHbl MHAUBUIYYMbI C HECUHAPOMAJIbHOM HelpoceHcopHO# Tyroyxocthio Il1-
IV crenenu u rmyxoroit (HHT/T'), cepbim 1iBeToMm - ¢ ymepenHoit ryroyxoctsto (11-111 crenens). wt —
«HOpManbHEIY GJB2-ammens, Nt- He TectHpoBamock. MHIWBUAYYMBI, TOMO3UTOTHBIE WIIH
KOMITayH/I-T€TEPO3UTOTHBIE TI0 PEIIECCUBHBIM MyTalusaM reia GJB2, BeIIEICHBI CTPEITKAMU.
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Ipunoxenune | (Ilpoodonscenue)

Cx26-n103UTUBHBIE CEMBH
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PopociioBHBIC 00JIBHBIX ¢ HECHHAPOMAJIbHONH HEHPOCEHCOPHOH TYTOyXOCThIO TSAKeI0# CTeleHH
u rayxoroii (HHT/T'), umeromux ouanesibHbie peneccuBHble MyTanuu rena GJB2 (Cx26).

YepHbIM IIBETOM BBIJICJIEHBl MHIUBUYYMBI ¢ HECUHIPOMAIbHOM HEHPOCEHCOpHOM TyroyxocTsio |1-
IV crenenu u rimyxotoit (HHT/T'), cepbim 1iBeToMm - ¢ ymepennoit Tyroyxoctsio (I1-111 crenens). wt —
«HopManbHbI»y GJB2-amnmens, Nt- He TtecTupoBanock. MHIMBUAYYMBI, TOMO3UTOTHBIE WM
KOMITayH/I-T€TEePO3UTOTHBIE TT0 PEIIECCHBHBIM MyTanusM reHa GJB2, BeIIeIeHBI CTpETKaMHy.
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Ipunoxenne | (Oxonuanue)

Cx26-n103UTUBHBIE CEMBH
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PoxociioBHBIE 00JIBHBIX ¢ HECMHAPOMAJIbHONH HEHPOCEHCOPHOM TYTOYXOCTBIO TSHKEJIO0H CTeNeHH
u rayxoroii (HHT/T'), umerommx 6uane/uibHble peneccuBHble MyTanuu rena GJB2 (Cx26).

YepHbIM IIBETOM BBIJEJIEHBI HHAUBUAYYMBI C HECUHAPOMAIIbHOIM HelipoceHCOpHOU TyroyxocTtbio Il1-
IV crenenu u rmyxoroit (HHT/T'), ceppim 11BeToM - ¢ ymepenHoii tyroyxoctoto (l1-111 crenens). wt —
«HopManbHBIY GJB2-ammens, nt- He TecTHpoBanoch. WHAWBHIYYyMBI, TOMO3UTOTHBIE WJIU
KOMIIayH/I-T€TEPO3UTOTHBIE M0 PELIeCCUBHBIM MyTanusaM rena GJB2, BeieneHs! cTpenkamu.
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IIpunoxenne 1

Cx26-HeraTuBHbBIE cCeMbH C 0JHOM peneccuBHOii MyTanueii rena GJB2 (Cx26)
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PopnociioBHBIC 00JBHBIX € HECHHAPOMAJBLHOH HEHPOCEHCOPHOH TYIrOYXOCTHIO TSIKEJIOH
crenenn u rayxoroii (HT/T'), umeromux oaHy peuneccuBHyio myTtamnuio reia GJB2 (Cx26).

YepHBIM IIBETOM BBIJIENICHBI HHAMBUIYYMBI C HECUHIIPOMAIBHOW HEHPOCEHCOPHOI TYrOYXOCThIO
I11-1V crenienn u ryxotoit (HHT/T'). wt — «HopmanbrbIiiy GIB2-amnens, Nt- He TECTUPOBAIOCH.
WMHIUBHIyyMBI ¢ OHOM periecCuBHOM MyTarueit rena GJB2 BeieneHbl cTpenkaMu.
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Cx26-HeraTuBHbBIE CeMbH C 0JIHOM peneccuBHOi MyTanueii rena GJB2 (Cx26)
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PonociioBHbIe 00JBHBIX ¢ HECHHAPOMAJIBLHON HEHPOCEHCOPHOH TYIrOyXOCThIO TsKesJoH crenmeHd W riayxorod (HHT/T), umerommx

O/IHYy peneccuBHYI0 MyTamuio rena GJB2 (Cx26).

YepHbIM IIBETOM BBIJENIEHBl WHAMBUIYYMBI C HECHHAPOMAJIbHOM HelpoceHcopHO#l Tyroyxocthio -1V cremenn u rmyxoroit (HHT/T),
CEpBIM IBETOM - ¢ ymMepeHHo# Tyroyxocteio (lI-11l crenens). Wt — «HopmanbHbIi) GJIB2-ammens, Nt- He TecTHPOBAIOCH. MHIUBHIYYMBI C
OJIHOM perieccuBHOM MyTanueil rena GJB2 BbizeneHbl CTpekaMu.
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punoxenue |l (Oxonuanue)

Cx26-HeraTuBHbBIE CeMbH C 0JIHOM peneccuBHOi MyTanueii rena GJB2 (Cx26)
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PoxociioBHBIE 00IBHBIX ¢ HECHHAPOMAJIBLHON HEHPOCEHCOPHOH TYIrOYXOCTHIO TSKeJI0M
crenenn u rayxoroii (HHT/T'), umewmux oqny peneccuBuyio myranuio reia GJB2 (Cx26).

YepHbIM HBETOM BBIJIEICHBl MHAUBUIYYMBI C HECUHIPOMAJILHON HEUPOCEHCOPHOM TYTOYyXOCTBIO
I11-1V crenenu u rimyxotoit (HHT/T'). wt — «HopmanbHbiiny GJB2-amnens, Nt- He TECTUPOBATIOCH.
WNHauBUIyyMBI ¢ OTHOU perieccuBHOM MyTanueit rena GJB2, BblieneHbI cTpenkaMu
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Ipunoxenne |11

Cx26-neraTuBHbBIE ceMbH 0e3 MmyTanmii rena GJB2 (Cx26)
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PoxociioBHBIE 00IBHBIX ¢ HECHHAPOMAJBLHON HEHPOCEHCOPHOH TYIrOYXOCTHIO TSKeJI0M
crenenu u rayxoroit (HHT/T') 6e3 myrauuii rena GJB2 (Cx26)

UepHbIM BETOM BBIJEIEHBI MHIUBUIYYMbI C HECUHAPOMAJIBHON HEHPOCEHCOPHON TYTOYXOCThIO
I11-1V crenenun u rayxoroir (HHT/T'), ceppim 1Berom - ¢ ymepenHoil tyroyxoctsio (lI-111
creneHb). Wt — «HOopManbHbI» GJB2-ammens, Nnt- He TectupoBanock. P.V271, p.E114G —
noaumopdubie BapuanThl reHa GJB2.
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Ipuaoxenne |11 (IIpooonscenue)

Cx26-neraTuBHbIe ceMbH 0e3 MmyTanmii rena GJB2 (Cx26)
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PoxociioBHBIE 00IBHBIX ¢ HECHHAPOMAJBLHON HEHPOCEHCOPHOH TYIrOyXOCTHIO TSKeJI0M
crenenu u rayxoroit (HHT/T') 6e3 myrauuii rena GJB2 (Cx26)

UepHbIM BETOM BBIJEIEHBI MHIUBUIYYMbI C HECUHAPOMAJIBHON HEHPOCEHCOPHON TYTOYXOCThIO
I11-1V crenenn u rayxoroir (HHT/T'), ceppim 1Berom - ¢ ymepenHoil tyroyxoctbto (lI-111
creneHb). Wt — «HOopManbHbl» GJB2-ammens, Nnt- He TectupoBanock. P.V271, p.E114G —
noauMopdubie BapuanTsl reHa GJB2.
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Ipuaoxenne |11 (IIpooonscenue)

Cx26-neraTuBHbBIE ceMbH 0e3 MmyTanmii rena GJB2 (Cx26)
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PoxociioBHBIE 00IBHBIX ¢ HECHHAPOMAJIBLHON HEHPOCEHCOPHOH TYIrOYXOCTHIO THKeJI0M
crenenn u riayxoroii (HHT/T') 6e3 myranmii rena GJB2 (Cx26).

UepHbIM IBETOM BBIJEIEHBI MHIUBUIYYMbI C HECUHAPOMAJIBHON HEHPOCEHCOPHON TYTOYXOCThIO
I11-1V crenenn u rayxoroir (HHT/T'), ceppim 1Berom - ¢ ymepenHoil tyroyxoctbio (lI-111
cTemneHb). Wt — «HopManmbpHbIy GJB2-amnens, nt- He TectupoBanock. p.V271, p.E114G -
noauMopdubie BapuanTsl reHa GJB2.
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Ipuaoxenne |11 (IIpooonscenue)

Cx26-neraTuBHbBIE ceMbH 0e3 MmyTanmii rena GJB2 (Cx26)
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PopociioBHbIe 00JBHBIX € HECHHAPOMAJIbLHOW HEHPOCEHCOPHOH TYIrOyXOCTbIO TSAKEI0MN
crenenu u rayxoroii (HHT/T') 6e3 myrauuii rena GJB2 (Cx26).

UepHbIM [IBETOM BBIJICICHBl WHANBUAYYMBI C HECHHIPOMAaIbHOW HEHPOCEHCOPHOW TYroyXOCThIO
I11-1V crenenn u rmyxotoit (HHT/T'), cepbim 1iBeToM - ¢ ymeperHoi Tyroyxoctbio (11-111 ctenens).
wt — «Hopmanbnbiity GJB2-amnens, nt- He Tectuposanock. P.V271, p.E114G — momumopdHbIe
BapuaHThl reHa GJB2.
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Ipuaoxenne |11 (IIpooonscenue)

Cx26-neraTuBHbBIE ceMbH 0e3 MmyTanmii rena GJB2 (Cx26)
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PopociioBHBIC 0O0JBHBIX € HECHHAPOMAJILHOH HEHPOCEHCOPHON TYIrOYXOCTHIO TSIZKeJIOH
crenenu u rayxoroii (HHT/T') 6e3 myrauuii rena GJB2 (Cx26).

YepHbIM 1IBETOM BBIICTICHBI HHIUBUAYYMBI C HECHHIPOMAILHONW HEHPOCEHCOPHOH TYTOyXOCThIO
I11-1V crenenn u rmyxoroit (HHT/T'), ceppiMm mBerom - ¢ ymepenHoil Tyroyxocteio (lI-111
cTenenb). Wt — «wHopmanbHblily GJB2-amnens, nt- He TectupoBanock. p.V271, p.E114G -
nosmMopdHbIe BapuaHThl reHa GJB2.
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Cx26-neraTuBHbBIE ceMbH 0e3 MmyTanmii rena GJB2 (Cx26)
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PopociioBHBIC 0O0JBHBIX € HECHHAPOMAJILHOH HEHPOCEHCOPHON TYIrOyXOCTHIO TSIZKEJIOH
crenenu u rayxoroii (HHT/T') 6e3 myrauuii rena GJB2 (Cx26).

YepHBIM IIBETOM BBIJICNICHBI HHAMBUIYYMBI C HECUHIIPOMAIBHOW HEHPOCEHCOPHOI TYTrOYXOCThIO
I11-1V crenienn u rmyxotort (HHT/T'). wt — «aHopmanbHbIiny GJB2-amens, Nt- He TECTUPOBAIOCH.
p.V271, p.E114G, p.F191L — nonmumopdusle BapuanTsl rena GJB2.



