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CIIMCOK COKPAIIIEHWH U TEPMHAHOB

API' 1A — ayTocoMHO-penieccuBHas riryxora 1A tuna

AB — accopratuBHbBIe OpaKu

BO3 — BecemupHas opranuzanus 34paBoOXpaHEHHS

JHK — ne30kcupuOOHYKIEMHOBAs KUCIOTA

MPHK - maTpuuHas pubOHyKIIEHHOBAs KMCIIOTA

HM — HAaHOMETP

IH — NIap HYKJIEOTUIOB

MNJIP® — nonumopdusM JUIMH PECTPUKLIIMOHHBIX (PparMEeHTOB

P — nonuMepas3Has LEMHAas peakus
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DD - 6paku Tuma riyxou-riayxoi (deaf - deaf)

DH — Opaxu tuna riyxoit-casinamnuii (deaf-hearing)
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o0o3Havarommecs oyksamu DFN

HH — 6paku Tina cinbimaruii-casimarui (hearing-hearing)
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OMIM (Online Mendelian Inheritance in Man) — »1eKTpOHHBIH KaTajaor

MEHIETUPYIOLIUX 3a00JI€BaHUN YeTIOBEKa

STR (short tandem repeats) — kopoTkue TUHYKICOTHIHBIC TTIOBTOPHI

A — anrcrpem
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BBEJAEHHUE

AKTYaJbHOCTH UCCJIEIOBAHUSA

Haunbonee vactoli mpuUYMHON ayTOCOMHO-PEIICCCUBHOM TIIyXOThl 1A TuIa
(APT" 1A Tuna) ssnstorca mytanuu rena GJB2, kaptupoBanHoro B tokyce DFNB1
Ha JUIMHHOM Iiede 13 xpomocomsl (13q11-q12) (Mignon et al., 1996; Morton et al.,
2006). B mHacrosiiee BpeMs OIMKMCAHO HECKOJIBKO COTCH IMAaTOTCHETHYECKUX
BApHAHTOB W3MEHEHWH HYKICOTHIAHOW mocieaoBaTenbHOocTH TreHa GJB2,
accolMUpoBaHHBIX ¢ moTepeid cayxa (https://www.ncbi.nlm.nih.gov/clinvar). B
OCHOBHOM, cCIlekTp MmyTanuii reHa GJB2 mnpencrtaBieH OJHOHYKJICOTHIHBIMU
TPAH3UIUAMH U TPAHCBEPCUSIMU, BCTPEUAIOTCS TAKXKE JEICIIUU U UHCEPIIUU OJTHOTO
win HebOoubioro uncia Hykneotuaos (https://www.ncbi.nlm.nih.gov/clinvar). B
OTHOIIICHUH PaCIpPOCTPAaHEHHOCTH HEKOTOphIX MyTanuii reHa GJB2 mokaszana
pacoBasi W/WIU JTHUYECKas CHEU(UYHOCTH, OOYCIOBJICHHAas B PsJie CIydyacB
NOMYJSIUOHHBIMU 3¢ deKkTaMu, a TakkKe, BO3MOXKHO, Treorpaduyeckoil u
COLIMAJIBHOM HM30JSIUMENd HEKOTOpbIX mHomyisinui (3p¢deKkT ocHoBartens, Apend
I'CHOB, KpOBHOpojcTBeHHbIe Opaku) (Brobby et al., 1998; Morell et al., 1998;
Hamelmann et al., 2001; Van Laer et al., 2001; Yan et al., 2003; RamShankar et al.,
2003; Rothrock et al., 2003; Tekin et al., 2004, 2010; Balci et al., 2005; Abidi et al.,
2008; Kokotas et al., 2008; Dzhemileva et al., 2011; Narouzi et al. 2011, Barashkov
etal., 2011, Gallant et al., 2013; Tsukada et al., 2015; Carranza et al., 2016; Bliznetz
etal., 2017; Erdenechuluun et al., 2018; Shinagawa et al., 2020; Zytsar et al., 2020).

B nonosiHeHME K XOpPOIIO W3BECTHBIM MOMYJSIUOHHBIM 3¢ deKrTam,
YBEIMYCHHUIO TEHETUYECKOTO TPy3a, CBA3aHHOTO ¢ MyTamnusamu reHa GJB2, mornm
CIIOCOOCTBOBATh W Apyrue (akTopbl, HAPUMEP, COIUAIbHBIC (IITKOJA TIYXUX H
xecToBbl s13b1K). B 1883 rony, Anekcanap I'psiiam benmn — 3HaMeHUTHIN
nzooperarens TeiaedoHa, BIEPBHIC BHICKA3a MPEANOI0KEHNE O TOM, YTO YaCThIC
Opaku MEXIy TITyXUMH JTFOJbMU MOTYT IPUBECTHU K POCTY BCTPEUAEMOCTH TITYXOTHI.
B 2000 romy sta rumoTe3a Obljla BHOBb MepeocMbIciieHa YonrepoMm HaHcoMm,
KOTOPBIM MOKa3all, YTO PENPOAYKTUBHBIE BO3MOKXHOCTH TIyXUX YBEIUYWIWCH, U

Opakn MeXIay TJIIYXUMH TPOUCXOJIAT HE CiIy4yailHO, a [0 NPUHIUITY
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aACCOPTAaTUBHOCTH, YTO B CYMME MOIJIO IPUBECTH K yBeIHUYEHUIO 4acToTel API" 1A
tuna B CIIA mocie mupokoro BBeJACHHS B 00ux0/1 skecToBoro si3bika (Nance et al.,
2000). B mocneayroImieM 3Ta THIOTe3a OblJIa MOJKpPEIUIEHAa IPH TMOMOIIU
KOMITBIOTEPHOTO ~ MOJEJIHMPOBaHUSA, KOTOpPOE IOKa3aJlo, YTO YBEJIWYEHUE
PENpOlyKTUBHBIX BO3MOKHOCTEM W WHTEHCHUBHBIE accopTaTuBHble Opaku (ADB),
JNEUCTBUTENILHO  MOTJIM  TMPUBECTH K  YABOGHHMIO  YacTOThl  HauOoliee
pacnpoctpanénroi popmsl riayxotel B CIIA menee yem 3a 200 net (Nance et al.,
2004). Ha ocnoBe uero Yonrep HaHC 1 ero Kosuieru BoIIBUHYJIU MPEIOI0NKEHUE O
paHee HEM3BECTHOM MeEXaHU3Me (uKcanud B TONYISAIUA ONpPENeIEHHBIX
HeOJIaronpusITHBIX MpU3HAKOB. C 3BOJIOIMOHHON TOYKHW 3pEHUS MOSIBIICHUE S3bIKA
KECTOB (S3bIKOBAsi TOMOTaMusl) MPHUBEJIO K OCHabJeHUIO JaBJICHHUS OTOOpa IO
HEOJAronpusiTHOMY TPU3HAKY U TIOBBICHUJIO PENPOJYKTUBHBIE BO3MOXHOCTH
TIIyXHUX, KOTOPbIE NP APYTHX YCIOBHIX collnymMa Moriid 0wl ObITh HIKe (Nance et
al., 2004). B 2010 rozay, Cpro3aH biiaHTOH ¢ KOJIeraMu BBISIBUJIA BBICOKHI YPOBEHB
Ab cpenu BBIMYCKHUKOB YHHMBepcuTeTra lautone mid TNIyxXuxX, Y KOTOPBIX
PENpOyKTUBHBIE BOZMOKHOCTH 3HAUNUTEIBHO YBEIUYMIUCH, XOTS U ObUTH HUXKE TI0
CPaBHEHHIO C TAKOBBIMH Yy MX CJIbIanux cuocos (Blanton et al., 2010). Ab Hapsay
C IPYTUMH MOMYJIAIIMOHHBIMU MEXaHU3MaMH (Ipeii( TeHOB U KPOBHOPOICTBEHHBIE
Opaku) Tak»X,e, BO3MOXHO, CHITPAJIA KIIFOYEBYIO POJIb B COBMECTHOM IBOJIIOIIUU U
YCKOpPEHHOU (puKkcaiuu reHoB peur y yesnoBeka pazymuoro (100,000 — 150,000 net
Haszana) (Nance et al., 2004). YuuTsiBasi, 4TO B MUPE CIIEKTP M 4YaCTOTA MyTallUi reHa
GJB2 xopomio usyuensl (Chan et al., 2014; Tsukada et al., 2015), mocneayromniue
MCCJIEIOBAHMS, KACAIOIIMECS 3BOJIOLIMOHHBIX 3aKOHOMEPHOCTEN pacipoCTpaHEHUs
API' 1A Tunma, B HacTosimiee BpeMs, MPEACTABISIOT 3HAYUTENIbHBIM HAay4YHBIN U
MIPAKTUYECKUN HHTEPEC.

Heap uccaenoBanmns: MojenupoBanue AUHAMUKU pacrnpocTpaHeHust APT
1A Tuma, B 3aBUCUMOCTUA OT MHTEHCUBHOCTH JEUCTBUS 0TOOpa B M30JIMPOBAHHOMN

MOMmyJIsIruKU YCJIOBCKA.



3agaum uccjie10BaHUA

1. [IpoBecTn  reHETHKO-SMUAEMHOJIOTHUECKUNA  aHAmU3  Hauboiee
BEPOSITHBIX «OYaroB HaKOIUICHUS» HACJIeJCTBEHHBIX (OpM TIyXoThl B Poccuu Ha
OCHOBE JaHHBIX O PACHPOCTPAHEHHOCTHU JKECTOBOrO s3blKa (IO JAHHBIM
Bcepoccuiickori mepenucu Hacenenus 2010) s onpeneneHus TOMYISAINH,
UCIIOJIb3yeMOM B KauecTBe pepepeHCHOMH;

2. OxapakTepu30BaTh T'€HETUKO-AEMOTrpaUIecKoe COCTOSHUE TIIyXOTO
HaceJleHUus: pedepeHCHOW  MOMyJNSIUH, TMYTeM  OIpeAelieHUs OCHOBHOM
MOJICKYJIIPHO-TEHETUYECKON OJTHOJIOTMM TIOTEpU ClIyXa, aHaim3a OpadHoin
CTPYKTYpPBI U PENPOAYKTHUBHBIX [1apaMETPOB;

3. Pa3paboTaTh KOMIIBIOTEpHYIO MpOrpaMMy, JUIsi MOJAEIUPOBaHUS
OVHAMUKHA pacrpoctpaHeHuss APIT 1A Tuma B H30JIMPOBAHHOW MOIYJISLANA
YeJIOBEKA, MO3BOJISIONIYIO YUUTBIBATh PA3JIMYHbBIE CLICHAPUU, Pa3IUYarOlIUecs I10
MHTEHCUBHOCTH JIEUCTBUSA 0TOOPA;

4, [IpoBectn MogenMpoBaHue TMHAMUKH pacripoctpaneHus API' 1A tuma
B pedepeHCHON MNOomyssiuu, B ycloBUsX orbopa (Ab mo mnartosornyeckomy
(eHOTUITY OTCYTCTBYIOT — HET COOOIlEeCTBA TIYXUX); B YCJIOBUSX OCIa0JICHUS
neiictBus orbopa (B momynsiuuu umerorcs Ab o matojormdueckoMy (peHOTUITY —
€CTb COOOIIECTBO TJIyXHMX); B YCJIOBHUAX OTCYTCTBUS JaBieHUs oTOopa (Bce
WHJUBUBI CBOOOHO BCTYMAIOT B OpaK HE 3aBUCUMO OT (DEHOTHUIIA).

HoBusHa ucciieroBanus

BrnepBbie, HA OCHOBE JaHHBIX O PACHPOCTPAHEHHOCTH >KECTOBOIO SI3bIKA (110
naHHbIM Beepoccuiickoit nepenucu Hacenenus 2010 r.), ObuIH BBIsIBIIEHBI HauboJiee
BEPOSATHBIE «OYaru HaKOIUICHUS» HaCJIENCTBEHHBIX (opm riyxoTsl B Poccum.
BrnepBble n3yueHa OpadHas CTPYKTypa U PENpOJyKTUBHBIE BO3MOKHOCTH TIIyXHX
monen (mpeumyinecTBeHHO sKyToB) B PecmyOmmke Caxa (Sxytusi). Ha ocHoBe
MOJIEKYJIIPHO-T€HETUYECKOT O aHaIM3a, BBIIIOJIHEHHOTO C MOMOILBIO
cekBeHupoBaHus o CrHrepy Koaupyromux paitoHoB reHa GJB2, npoeacH pacuér
JIOJTM KOMIUIEMEHTApHBIX U HEKOMIUIEMEHTApHBIX aCCOPTAaTHBHBIX OpakoB cpeau

riryxux nHIuBUAO0B ¢ API" 1A tuna B flkyrnn. Ha 0OCHOBE MOy4YEHHBIX JTaHHBIX O
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OpayHOU CTPYKType, MapaMeTpax PenpoayKIIMH, TOJIH KOMILUIEMEHTAPHBIX OpaKoB
u yactote myTtanuii rena GJB2 cpenu rimyxux mroaei pazpaboTaHa KOMIBIOTEpHAS
nporpamma, MoJIeJIiupyrolas AuHaMuKky pacnpocrpanenust APT 1 A tumna, anroputm
KOTOPOM CHOCOOEH YYMTHIBATH PAa3JUYHbIC CIEHApPHH, pPA3TUYAOMIMECS 10
WHTEHCUBHOCTH JCUCTBUS 0TOOPA M0 MPU3HAKY «TIYXOTay.

Teoperuyeckasi U MPAKTUYECKAsA 3HAYNMOCTh

Teopetnueckas 3HaYUMOCTb pPaOOTHI 3aKIIOYACTCSI B  BO3MOXHOCTH
KOMITBIOTEPHOTO MOJICJIMPOBAHUSl PACTIPOCTPAHEHUS] AyTOCOMHO-PELIECCUBHBIX
dbopMm moTepu cayxa U30JIMPOBAHHOM MOIMYJISAINK YyeloBeka. B wactaoctu, st APT
1A Tuma Ha OCHOBAaHWH MMHUTAMOHHBIX MOJIEJIEN BO3MOKHO MMOCTPOCHHUE TEX WIIU
WHBIX CLIEHAPHUEB B 3aBUCHUMOCTH OT JAJbHEUILETO0 PaCIpOCTPAHEHUS PAZTUUHBIX
(bopM SA3BIKOBOM TOMOTraMuH (JajbHENIIee PACIPOCTPAHEHHE S3bIKA )KECTOB W/WIIH
BHEJIPEHUE PA3rOBOPHOM peud B KauecTBE CHOCO0a KOMMYHHUKAIIMH y TIYyXUX
JIOJIE HAa OCHOBE BHEAPEHMS HOBBIX MEIUIMHCKUX TEXHOJOTrWid). Pe3ynbTaThl
UCCJIEIOBAHMS MOTYT OBITh aKTyaJbHBI JJI1 COCTABJICHHS TPOTHO30B 10 I'€HETUKO-
AIUJEMHUOJIOTHYECKON cuTyannu pacrpoctpaHenus APIT 1A tuna npu paznmyHbIX
YCIIOBUSIX Cpebl U cOLMyMa. B MpakTUYeCKOM IUIaHE pe3yibTaThl UCCIIEOBAHUS
MOTYT OBITh MPUMEHHMBI B MPOrHO3UpoBaHUU 3aboneBaemoctd API" 1A Tumna B
ommxkaimme 400 ner. Pe3ynbrarhl HCClieOBaHUS MOTYT HCIIONB30BATHCA TIPH
MOATOTOBKE CIEIHATMCTOB OMOJIOTHYECKOT0 U METUIIMHCKOTO MPO(UIISi B BBICIIIUX
y4eOHBIX 3aBEJICHUSX, a TAKXKE OyIyT MOJIE3HBI JIs1 pa3pabOTKHU KypCOB JIEKIIUM 11O
TeHETHKE YeJIOBEKa M MAaTEeMaTH4eCKO OMOJIOTHH.

OcHOBHBIE M0J102K€HN I, BBIHOCHMbI€ HA 3aIIIUTY

1. PacmpocTpaH€HHOCTh ayTOCOMHO-PEIIECCUBHOM TIIyXOThl 1A Tuma B
SxyTHn, CBsi3aHHAs C BRICOKUM BKJIaJIOM OMalienbHbIX MyTaiuii rena GJB2 (6onee
40%), Kogupyromero 0eJ10K KOHHEKCUH 26, B HACTOSIIEE BpeMsl MOAICPKUBACTCS
KaK TeHETUYECKUM TPy30M MOMYJISALNH, TaK U CI0XKHUBIIEHCS CTPYKTYPOU TIyXOTo

HACEJICHUS], XapaKTepU3YIOIIecsl BBICOKOW JI0JIe accopTaTUBHBIX OpakoB (OoJee

77%).
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2. Jlunamuka pacmpoCTpaHEHHs ayTOCOMHO-PELECCHUBHOW TIIyXOThl 1A
TUIA B U30JIMPOBAHHOM MOMYJISIIUKA YEIOBEKA, COTJIACHO JJAHHBIM MAaTEMAaTHYECKOTO
MOJICIMPOBAHUS, 3aBUCUT OT MHTEHCUBHOCTH JaBJIEHUS OTOOpa MO TIIYXOTE,
KOTOPOE€ B MOJICJIM OIPEACIISICTCS COYSTAaHUEM IapaMeTPOB areHTOB: TUIT Opaka
(accopTaTHBHBIN/HE aCCOPTATUBHBIN), (EHOTHUIT (TITyXOM/CIBIMIAIINKN), S3BIKOBAs
roMoramus (BiaJIeHUE A3bIKOM JKECTOB) U POKAAEMOCTb (CPEHEE YUCIIO JETEN ).

CreneHb J0CTOBEPHOCTH M anipodanus pe3yjibTaTOB

PesynbraThl, modydeHHble B pabOTe, OCHOBAaHbBI HAa COBPEMEHHBIX
TCHETHYECKUX U OMOMH(POPMATHUUECKIX METO/IaX UCCIIeI0OBaHus. Bricokas cTerneHb
JIOCTOBEPHOCTH M OOOCHOBAHHOCTH BBIBOJIOB OCHOBHBIX HAYUYHBIX TMOJIOKEHUN
JUCCEPTAINK OTPEIEISIETCS, TEM, YTO OCHOBHBIE ITAPAMETPhI MOICIMPOBAHUS ObLIN
BepUPUIIUPOBAHBI U BAJIUIUPOBAHBI KaK C peaJbHBIMU JJAHHBIMU, TaK U C JaHHBIMU
MOJIy4YeHHBIMU B O0Jiee paHHUX paboTax 1Mo MOJAECITUPOBAHUIO PACTIPOCTPAHEHHOCTH
HACIIEICTBEHHON MOTEpU ciyxa. s MHTepnpeTanuu MOIYyYEHHBIX PE3YyJIbTAaTOB
MPUBJICYECHO JOCTATOUHOE KOJMUECTBO JAHHBIX JTUTEPATYPbl, CBUACTEIHCTBYIOIINUX
0 TmpopaboTaHHOCTH u3ydyaeMoW TMpoOjemMbl. Pesynbrarel paboThl  ObLIH
MPECTABICHBI HA MEXKIYHAPOJAHBIX U POCCUUCKUX KOH(PEPEHIIUSIX B BUJIE YCTHBIX
U CTEHJOBBIX JOKIAMOB: «AKTyalbHbIC MPOOJIEMbl MEAUIIMHCKON TEHETHKH Ha
Kpaiinem CeBepe» (Skytck, 10-12 urons 2014), VII cbe3n Poccuiickoro oOmectsa
MeauuuHcknx renetukoB (Cankrt-IlerepOypr, 19-23 mag 2015), European Human
Genetics Conference (Glasgow, UK, June 6-9, 2015), European Human Genetics
Conference (Barcelona, Spain, May 21-24, 2016), The Tenth International
Conference on Bioinformatics of Genome Regulation and Structure\Systems
Biology (Novosibirsk, August 29"-September 2" 2016), The 2" International
BioDesign Research Conference (Virtual, December 6M-17" 2021), European
Human Genetics Conference 2022 (Vienna, Austria, June 11-14, 2022).

JIMYHBIN BKJIAJ ABTOPA B MPOBECHUH MCCJIEI0BAHUSA

ABTOpPOM TIPOAHAIM3UPOBAHBI JIaHHBICE OTEUYECTBEHHOW U 3apyOeKHOMU
JUTEpaATypbl MO TEME UCCEPTALMU. ABTOP NPUHUMAJ y4acTUE B IUNIAHUPOBAHUU U

OCYUIIECTBUJI HKCIIEPUMEHTAJIbHYI0 UM AHAJIIMTUYECKYIO 4YacTh pabOThl. ABTOPOM
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NPOBEJCH AaHallM3 TMOJYYEHHBIX pE3yJbTaTOB, OOCYXICHBI pPE3yabTaTbl U
copMynUpOBaHbI BBIBOABL. Bee aTamnbl paboT aBTOPOM BBITIOTHEHBI JTHYHO.

Myoankanuu

[Io MarepuanmamM HAaCTOSIIETO HCCIEIOBAHMS OMYOJHMKOBAaHO 4 CTaTbu B
JKypHaJIaX U3 NEPEUHS PELEH3UPYEMbIX HAYUYHBIX W3JAaHUM, B KOTOPBIX JTOJKHBI
OBITh OITyOJMKOBAHBI OCHOBHBIE HAYYHBIEC PE3YyJIbTaThl IUCCEPTAIIMI Ha COMCKAHHE
YUEHOM CTeleHu KaHauaaTa Hayk, yreepxaeHHbix BAK Muno6puayku PO.

CooTBercTBHE IHCCEPTALUM NACTOPTY HAYYHOM CNEIHAJTbHOCTH

OcCHOBHBIE BBIBOJIBI M ITOJIOKEHUS TUCCEPTAMOHHON pabOThI COOTBETCTBYIOT
crieranbHOCTAM: 1.5.7 — renetmka m 1.5.8 — wMaremaTtmueckas OHOIOTHS,
ououHdopmaTuka.

Crpykrypa U 00beM JUCCEPTALUA

Pabota u3znoxkena Ha 104 cTpaHuIaX MAaIIMHOMUCHOTO TekcTa. Brirowaer
BBEJICHUE, 0030p JHUTEpaTypbl, JBE IJIaBbl COOCTBEHHBIX HCCIIEAOBaHUH,
3aKJIIOUEHUE, BHIBOJIBI, CIUCOK JIUTEPATYPHhl, BKIIOYAIOMINN 122 myOauKauu, B TOM
yucie / OTEYECTBEHHbIX, UM 115 MexXIyHapoAHbIX UCTOYHHMKOB. [luccepranus
WUTIOCTpUpOBaHa 16 pucyHkamu, coAepXUT 13 Tabauil u  JIOMOJHEHA
IPUIOKEHUEM.

baarogapuocTu

ABTOp BBIpaXaeT UCKPEHHIOK MPU3HATEILHOCTh 3a TIOMOUIL B 00CYXACHUU
pesyasTaroB 1.0.H. C.A. ®emoporoii, nmpodeccopy a1.6.H. H.H. Cazonopy (CBDY
uM. M.K. AmmocoBa) u k.0.H. O.JL. Ilocyx (®UL «MHCTUTYT muTONIOrMH U
renetku CO PAH»). PaGoTa BbIonHeHa B paMKax roCyJIapCTBEHHOIO 3aJaHus
MunucrepcTtBa Hayku u oopazoBanus PO (FSRG-2020-0016) u rpanta POOU (16-
34-00564 wmon a).
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I'JIABA 1. OB30P JIUTEPATYPbI

1.1 HacsencTBeHHas1 OTePsI CJIyxa U KapTupoBaHue jJokyca DFNB1

[ToTepst cnyxa, BbI3BaHHAs KaK »JHIOTEHHBIMH, TaK W JK30TCHHBIMH
daktopamu, 3arparuBaer Oosiee 10% HaceneHHMs] IUIAHETHI, NPUBOJUT K
WHBAJMTHOCTH W 3HAYUTEIBHO CHIDKAET KA4YECTBO JKM3HU TIyXUX Jroae. B
cpeaeM oauH Ha 1000 HOBOPOXKIAEHHBIX poXkKaaeTcs riyxum, u B 50-60% ciryuaes
aTOJIOTHSl MUMeeT HacheAcTBeHHyro npuurnay (Morton, Nance, 2006 Korver et al.,
2017). HacmencTBeHHBIE — CIy4aW IOTEPH  CllyXa  IOAPA3NEISAIOTCS  Ha
HECUHJIpOMaJIbHbIE (M30JIMPOBAHHBIC) U CUHJIPOMAJIbHBIE (B COYETAaHUU C JIPYTUMU
KJIIMHWUYECKUMH Tpu3Hakamu) Gopmel. B Hacrosimee Bpemsi onucaHo 6ornee 400
CHUHJIPOMOB, aCCOLIMUPOBAHHBIX C MOTEPEH CiIyXa, KOTOpbIEe COCTaBISIOT ~30% Bcex
ciy4aeB moTepu ciiyxa, u ~70% mnpuxoautcss Ha HECUHAPOMAJbHBIE (OPMBI
(Toriello, Smith, 2013). HacnencTBeHHass HECHHIpOMaJIbHAsi TIOTEpPs CIIyXa
SBJIIETCSI MOHOTEHHBIM 3a00JIEBAHMEM C YHUKAJIBHO BBICOKOM T€HETHYECKOU
reTeporeHHocThi0. Ha ceroasimHuii JIeHb HU3BECTHO OKoJI0 160 reHeTuyeckux
JIOKYCOB, CBSI3aHHBIX C HECHHAPOMAIBHOU MOTEPEH CiiyXa, W HACHTU(PHUITUPOBAHO
124 rena, MyTaluu B KOTOPBIX MPUBOAT K HapyIieHuto ciayxa (Van Camp G, Smith
RJH. Hereditary Hearing Loss Homepage. https://hereditaryhearingloss.org).

AyrocomHo-perieccuBHas riyxora 1A tuma (APIT 1A), oOycioBieHHas
myTtanusmu B reHax GJB2, GJB6 u GJB3 (OMIM #220290), sBiusercss Hanboee
pacripocTpaHeHHON ¢GopMoOil moTepu ciayxa B OOJBIIMHCTBE MOMYJSIUNA MHpa
(Chan, Chang, 2014). Kak npaBuio, nanHas ¢opma 3a00JIeBaHUS BBI3BIBACTCS
OWaIINIETPHBIMA MYTAIMSIMU, HAXOMAIIAMUCS B TOMO3WUTOTHOM WJIM KOMIAYH/I-
reTePO3UTOTHOM cocTossHUM B TeHe (GJB2. OpHako, W3BECTHHI Clydad, KOTa
JaHHOE 3200JI€BaHNE MOXKET OBITh BBHI3BAHO HAIMYUEM T'€TEPO3UTOTHBIX MYTAIIUM,
HaXOJISAIIUXCS B Pa3HBIX T'eHaX (AWTeHHOE HacjeloBaHME). Tak, B MUPE OIHMCAHBI
ciydan gureHHoit ¢dopmel  APIT 1A  Ttumma, o00ycnoBICHHOW JIBOWHBIMU
reTepo3UroTHEIMU MyTalsiMu B Tenax GJB2 u GJB6 (GJB2/GJB6), n11bo B renax
GJB2 u GJB3 (GJB2/GJB3) (Richard et al., 1998; Wenzel et al., 1998; del Castillo
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etal., 2002; Pallares-Ruiz et al., 2002; del Castillo et al., 2003; Feldmann et al. 2004;
Liu et al., 2009). Oxnako, mogoOHBIC CIIydad AUTCHHOTO HACJCIOBAaHUS CKOpEe
UCKITIOYeHHE, YeM mpaBwmio. [logassroniee 60apmmHCTBO cimydaeB API'l A tuma B
MUPE BCE K€ MPUXOATCS HA TOMO3UTOTHBIC M KOMITAYH/[-T€TEPO3UTOTHBIC MyTaIllN
rena GJB2.

[lepBbie pe3yabTaThl WCCICIOBAHUN TO KApTHPOBAHUIO TaHHOW (HOPMEI
rIyxoThl Obutn omyOnukoBanbl B 1994 romy. Guilford et al. (1994) mpoenu
CPaBHHUTEJIHHBIA aHAU3 C HCIIOJIB30BAHHEM TOJUMOP(GHBIX MHUKPOCATEILTUTHBIX
MapKkepoB B JBYX OJIM3KOPOJCTBEHHBIX CEMbSIX U3 TyHHca C JIOpedeBOi
TYrOYXOCTBIO TsDKEJIOW cTeneHr. MakcumainbHoe crervienue (Lod-6amn 9,88 mpu
0=0,01) Oput0 oOHapyxeHo ¢ STR-mapkepom D13S175, pacmonokeHHOM Ha
xpomocome 13. TecHoe cremieHue HaOmoAanoch Takke ¢ STR-Mapkepamu
D13S115u D13S143, pacnionosxennsiMu B o0mactu — 13012, Ha Toii ke Xpomocome
13. B 1994, Guilford ¢ coaBTropammu Ha3Banmu JaHHOE PACCTPOMCTBO Kak
HECUHJpOMaJIbHAsL PEIECCUBHAS TIyX0Ta, M B TMOCJIEAYIONEM HCIOIb30BaIU
ob6o3nauenue DFNB1 (Guilford et al., 1994).

[locnenyromue wuccnegoBaHus 1O  KapThupoBaHuio Jokyca DFNBI,
MPOBEJICHHBIE C TIOMOIIBI0 pa3nuuHbIX TaHenedr STR-mapkepoB Bo ®dpaniuu,
Ncnanun, Utanuu, HoBoit 3enananu u ABCTpaJinm, TaKKe MOATBEPKAATN HATTUYNE
cuerieHus ¢ onauM u3 okycoB (DFNB1) xpomocomsr 13 (Chaib et al., 1994; Maw
etal., 1995; Gasparini et al., 1997). B nenom crajio oueBH1HO, 4TO B JIokyce DFNB1
MOKET pacrojiaraThCsl TeH, MyTallid B KOTOPOM MOTYT BHOCHUTH CYIIICCTBCHHBIN
BKJIaJl B MPUYMHY ayTOCOMHO-PEIIECCUBHOMN TIyXOThI, PACIPOCTPAHEHHON Cpeau
esponeonubix momyssiui (Chaib et al. 1994; Maw et al. 1995; Gasparini et al.
1997).

B 1997 roay Kelsell u np. yoeauTenbHO T0Ka3aaM aCCOLMALIMIO BPOXKICHHOM
dbopmbl TIIyxoThl ¢ MyTauusmMu reHa GJB2, pacnonok€HHOTO B KPUTHYECKOM
peruone cuerienns B Jokyce DFNB1 (Kelsell et al., 1997). IlpoBencHHbIi
aBTOPAMM TalyIOTUITMYECKUIA aHaIn3 C UCITOIb30BaHueM nanenu STR-MapkepoB Ha

obpasnax JIHK naruenToB ¢ ayrocomHo-perieccuBnoi riryxoroit (DFNB1) mokazan
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KPUTUYECKOE HEPABHOBECHUE MO cLEIIEHUIO B JIokyce 13(11-12, pacnonoxeHHOM
Ha TesomepHOM yuactke 13 xpomocomsl (Kelsell et al., 1997). 'enHom-kaHamIaTOM,
JIOKQJIM30BAaHHOM B KPUTHYECKOM pPETHOHE cCIIeIuieHus, Obl1 BeIOpaH ren GJB2,
KOJUPYIOIMUN B-TUIT TpaHCMEMOpPAHHOTO Oelika — KOHHEKCHUH 26. BriO0p MMEHHO
ATOTO reHa ObLT 00YCJIOBJIEH TeM, 4TO MPpOAYyKT reHa GJB2 Bxomut B cemelcTBO
OEJIKOB-KOHHEKCHHOB, KOTOpPBIE CO3/Ial0T MEXKKJIETOUYHbIE IIeJIeBbleé KOHTAKTHI.
Panee, y TO3BOHOYHBIX OpTraHU3MOB ObljIa TOKa3aHa IKCIIPECCHUS PA3TNIHBIX OCITKOB
storo cemeiictBa B Tkanax yiautku (Kikuchi et al., 1995). C momormisio TP Obu1
aMIUTUUITIPOBAH KOIUPYIOMTNI pernon reHa GJB2, momydeHHbIe IPOYKThI ObLTH
MIPOCEKBEHUPOBAHbI. B pe3ynbrare MPOBEACHHOTO MPSIMOTO CEKBEHHPOBAHUS Y
nanyeHTa ObUla BBISIBJICHA TOMO3UIOTHAasi HOHCEHC-MyTallusi, MPUBOMASIIAS K
IPESKICBPEMEHHOMY CTOM-KOJ0HY — C.231G>A p.(Trp77X), a y ux poautenei ¢
HOPMAJIbHBIM CIIyXOM JaHHasi MyTalus ObuUla OOHapy»KeHa B TeTepO3UTOTHOM
cocrosinud. JlanbHeitmee cexkBenupoBanue o6OpasnoB JIHK mnpobGanmoB wu3
ITAKUCTAHCKOM CEMBU C HECHHIPOMAJIBHOM ayTOCOMHO-PELIECCUBHOW TIIyXOTOU
MIO3BOJIMJIO OOHAPY)KUTH JPYTYI0 HOHCEHC MyTanuto — C.71G>A p.(Trp24X). Dtu
UCCIICIOBaHMsI BIEpPBBIC TIOKa3alnM acconumanuio wmyrtamuii reHa GJB2 ¢
HECHHIPOMAIILHON BPOXKIECHHOW (POPMOl ayTOCOMHO-PEIECCUBHON TIIYXOTHI Y

yenoBeka (Kelsell et al., 1997).

1.2 MexaHu3M notepu ciayxa npu myramusix rena GJB2

I'en GJB2 (MIM #121011) xommpyer Oenok koHHeKcHH 26 (Cx26)
(Goodenough et al., 1974). Ilpu nDOCTTpaHCISLUMUOHHONW OJIUTOMEPHU3AIUU B
HHIOIIIA3MATHYECKOM PETHKYJIYME, JIA B CETH TpaHC-1 0JIbJIKH, IIECTh OT/IEIbHBIX
KOHHEKCHMHOB 00pa3yroT TpaHCMEMOpaHHBIN XeMuKaHal — KOHHEKCOH (PucyHok 1)
(Thomas et al., 2005; Aasen et al., 2018). ITociie BcTpanBaHUsl €r0 BO BHEIIHIOKO
MeMOpaHy U TpPU CTHIKOBKE C KOHHEKCOHOM Jpyroi KIeTKu (opMupyeTcs
MEXKIIETOYHBIN KaHaJl (Goodenough, 1996, 2009). CornacHo
KpUCTAUIOTpaUIEeCKUM HUCCIIEIOBAHUAM, JTUAMETP OTKPHITOW MOPHI KOHHEKCOHA

coctaBnser ~14 A (Maeda et al., 2009; Zonta et al., 2013). B mecTax coeuHeHuUs
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JIBYX KJIETOK KJIaCTepbl KOHHEKCOHOB 00pa3yroT IIesieBbie KOHTAKTHI (gap junction),
KOTOPBIC, B OTJIMYHE OT IUIOTHBIX KOHTAKTOB, MMEIOT MPOCBET B 2-3 HM MEXKIY
memOpanamu kietok (Goodenough et al., 1996, 2009). IllecineBbie KOHTAKThI
SBISIOTCS OJHOM M3 KJIIOUEBBIX CTPYKTYP, YYaCTBYIOIIUX B MEKKICTOYHBIX
KOMMYHUKAITMSIX, 1 BO MHOTUX TKaHSAX W THUIIOB KJIETOK SKCIIPECCUPYIOTCS JBA HIIH
0osee wienoB cemetictBa konHekcuHoB (Nielsen et al., 2012). B koptueBom oprane
Cx26 CcHHTE3UpPYeTCS BCEMH MMOIACPKMBAIOIIMMH THIAMH KIECTOK W HIpaeT
PEIIAIONIYIO POJIb B MIOHHOM U METa0OJIMYECKOM TOMEOCTa3e BO BHYTPEHHEM yXe,
HE00X0IMMOM JIJIsl HopMalibHOTO Tiporiecca 3sykoBoctpustus (Nickel, Forge, 2008,
Jagger, Forge, 2015). IIpu 3TOM, OTIENBHBIA KOHHEKCOH TAK)KE MOXET CIYXKHTh

00BIYHON MeMOpanHo# topoi (Li et al., 1996).

KOHHEeKCUH KOHHEeKCOH MeXKNeTo4YHbINn KaHan

Mem6paHa —

Lenb {

MembpaHa —

Pucynok 1. Cxema 00pa3oBaHUS MEKKIETOYHOIO KOHHEKCHHOBOTO IIEJIEBOIO
KOHTaKTa (pucyHOK agantupoBan u3 Goodenough, Paul, 2009).

HeiipoceHncopHast motepst cityxa, cBsi3aHHas ¢ myrtanusmu rena GJB2 (Cx26),

9acCTO BbI3BaHa ITIOBPCIKACHUCM NN HOTepef/‘I BOJIOCKOBBEIX KJICTOK KOPTHUCBA OpraHa,
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YTO HE OYEBHJIHO, YUYUTHIBASA, YTO BOJOCKOBBIC KJIETKU HE CBA3aHBI C COCEIHUMU
KJIETKaMHU TOCPEICTBOM MIEJIEBBIX KOHTAKTOB M HE IKCIPECCHUPYIOT KOHHEKCUHBI
(Mammano, 2019). OxHako KpymHBIE IICJIEBbIC KOHTAKThI, coiepxainue Cx26 u
Cx30 B 6071b1110M KOJTHUYECTBE, BCTPEUAIOTCS B OKPY>KAIOIIEH CETH KIIETOK SIUTENHUS
YIUTKHA, 9TO YKa3bIBa€T HA HEOOXOJMMOCTH INEJCBBIX KOHTAKTOB M, BEPOSTHO,
XeMHKaHAJIOB 111 HopMajbHOro ciayxa (Mammano, 2019; Ceriani et al., 2016; Zhu
et al., 2013). IIpexamomnaraercs, 4To MOTEPsT BOJIOCKOBBIX KJIETOK, CBsi3aHHas ¢ CX26,
SIBIISIETCS CIIEICTBUEM JaedexTa i u3MeHeHueM QyHKIuu Cx26 B HECEHCOPHBIX
KJIETKaX Ha paHHHX 3Tarax pa3putus opranusma (Johnson et al., 2017).

Panee mnpeanosaranoch, YTO HapylleHHEe QOpMUPOBaHUS W (DYHKLIHH
HICJIEBBIX KaHANOB Tpu MyTanusx reHa GJB2 mnpuBoIuT K OTCYTCTBUIO
penupkysiuu noHoB K*. BriepBeie Mexanm3Mm penupkyisiuu K™ mpu momomu
IIEJIEBbIX KOHTAKTOB OBbUT MPEUIOKEH C MOMEHTa OOHapyKEeHHUs IIEJIEeBbIX
KOHTAaKTOB BO BHyTpeHHeM yxe (Santos-Sacchi and Dallos, 1983; Kikuchi et al.,
1995). Ilocne TOrO, Kak OBLIO YCTaHOBIEHO, 4TO MyTamuu B reHe GJB2
accoruupoBanbl ¢ BpokaeHHou riayxoroi (Kelsell et al., 1997), stor Mexanusm
CBSI3aNIM C ToTeper ciayxa mpu HapymeHmsx Cx26, mockonbky Cx26 sBisercs
npeobnanaromieit n3odopmoit B ynmutke (Kikuchi et al., 1995; Lautermann et al.,
1998; Forge et al., 2003; Zhao and Yu, 2006; Liu and Zhao, 2008). IIpeamnosnaranocs,
yto npu myTarusax GJB2 mpoucxoaut HapymieHne QyHKIMH MIETEBbIX KOHTAKTOB
BHYTPEHHETO yXa, 4TO MPUBOIUT K HapyIICHUIO perupkysaiun K™ B yauTke, TeM
CaMbIM BBI3bIBasi TOKCUYHOE HakoruieHHe K' BOKpPYr BOJIOCKOBBIX KJIETOK, YTO B
KOHEYHOM HMTOT€ MPUBOAMT K JIETCHEPAIMH BOJOCKOBBIX KJIETOK M TOTEpE ClyXa.
Perupkymsumss K™ B ynuTke sBIsSeTCS HEOOXOMUMOW JUIS  TMOJAJCPKAHHS
HOpPMaJIbHOM (PYHKIUM BOJOCKOBBIX KJIETOK M ciayxa. OmHaKo, JOCTOBEpPHbIC
JI0Ka3aTeNbCTBA TOTO, YTO ATO SBJSETCS MPSMBIM MEXaHU3MOM TOTEPH CiIyXa MpH
HapymeHusx CX26, oTCyTCTBYIOT, XOTSI Ha 3TO IIUPOKO CCHUIAIOTCS B JINTEPAType
(Zhao, 2017).

HenaBuue nccnenoBaHus Ha MbIIIax MOKa3bIBalOT, YTO B OTCyTcTBHE CX26

BCC €IIC COXPAaHACTCS MPOHUIACMOCTDb IICJICBLIX KOHTAKTOB BHYTPCHHECTO yXa IJIA
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WOHOB, TIOCKOJIBKY CYIIECTBYET COBMECTHO 3kcmpeccupyembiii Cx30 (Zhu et al.,
2015). ¥V meprmei ¢ nepurmrom Cx26 motepst Ciryxa MPOUCXOAUT JI0 JIeTCHEpaIuu
BOJIOCKOBBIX KJIETOK MJIM JIaXke Oe3 moTepH BOJIOCKOBBIX KieTok (Liang et al., 2012).
[Tpu 5TOM OBLIO TIOKA3aHO, YTO pelUPKYIsIHs K* B yTUTKe CBsI3aHa ¢ aKTUBHOCTBIO
penentopa ATP-P2X, a He ¢ skcnipeccueit Cx26 (Zhu and Zhao, 2010). Dtu nanHbIe
CBHJICTEIILCTBYIOT O TOM, UTO THITOTE3a HapyIIeHHs perupKysiiun K He sBisercs
NpsSIMBIM MEXaHHU3MOM IOTEePH ciyxa mpu HapymeHusix Cx26 (Zhao, 2017).

XoTs To4Has (PYHKIUS KOHHEKCHHOB BO BHYTPCHHEM yXE& OCTAeTCsA HE JI0
KOHIIA YCTaHOBJICHHOW, UMEIOTCSl YOCIUTEIbHBIE J0KA3aTelIbCTBA TOTO, YTO CETH
KaHAJIOB IIEJICBBIX KOHTAKTOB, KOTOPBIE OHU (JOPMHPYIOT, CHA0KAIOT PAKTUICCKH
0ecCOCyAUCTBIA CEHCOPHBIM JMUTENNUA TIIOKO30H U, BO3MOXHO, JIpPYTrUMU
KJIFOYEBBIMH MeTabomuTamMu. Kpome TOro, KOHHEKCHHOBBIC XEMHUKAHAIBI UTPAIOT
byHIaMEHTAIBHYI0 TIApPaKpUHHYIO (QYHKIIMIO B pPa3BUBAIONICIHCS YIHTKE B
COYETaHMM C BHEKJIETOYHBIMU perentopamMu P2Y © BHYTPHKIETOYHBIMU
penenTopamu IP3, oGecrieunBast pacpoCTpaHEHUE MEXKIETOYHOro motoka Ca??,
BJIMSISI HA CO3PEBAHME BOJIOCKOBBIX KJIETOK W HEHPOHHON CETH KOpPTHEBa OpraHa.
Taxke paccMaTpuBanach IIOTEHIUANbHAS pOIb KOHHEKCHUH-3aBHCHMBIX Ca®*
CUTHAJIBHBIX MEXaHW3MOB B (opmupoBaHUM (DYHKIMOHAIGHO MPaBUIBHON

CTPYKTYPbl CEHCOPHOTO J3MHTeNus TyTeMm ayTtodarum u amomnrto3a (Mammano,

Bortolozzi, 2018).

1.3 IMomyasIMMOHHO-TEeHeTHYEeCKH e dakropsl, 00ycJ1aBJIUBAKOIIME
pacnpocTpaHeHHOCTh MyTanuii rena GJB2

Jlonst ayTocoMHO-perieccuBHOM rryXoThl 1 A tuna (API” 1A), 00yci0BiaeHHO#
myTtanusmMu reHa GJB2 (Cx26), cpeaw HacleACTBEHHBIX (HOpPM IMOTEPH CIIyXa
cocrasisieT 17,3% Bo Bcem mupe u nocturaet 27,1% B nomynsinusix €eBporencKoro
npoucxoxnaenus (Chan, Chang, 2014). Becero uzBectHo okosno 400 myTanuii B reHe
GJB2, 1 601BIIMHCTBO U3 HUX HacyeayeTcs perneccuBHo (Stenson et al., 2017). [pu
3TOM ObLJIa MTOKa3aHa BbICOKasl CIIeUU(UIHOCTD B PaCIPOCTPAHEHHOCTH Pa3INYHbIX

mytainuii rena GJB2 B momymsimusax mo Bcemy mupy (Brobby, Muller-Myhsok,
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Hortsman, 1998; Van Laer, 2001; Shahin et al., 2002; RamShankar, 2003; Yan et
al., 2003; Tsukada et al., 2015; Shinagawa et al., 2020). YHuKaIbHBIN MyTallMOHHBIN
ciiektp GJB2 u BBICOKOC HAKOIUICHHE OIPEICICHHBIX MYTAIlMii B HEKOTOPBIX
STHHYECKUX TPYIIAX 0OBSICHICTCS PA3IMYHBIMA MOMYJISIITHOHHBIME YD heKTamu.

MyTtanus c.35delG p.(Glyl2ValfsX2), SBIIICTCS HauboJee
pacrpoCTpaHEHHBIM BAPHAHTOM BO MHOTHX MOMYJISIMSX, HA HEEC MPUXOIUTCS JI0
70% Bcex maronoruueckux amieneit GJB2 y rmyxux Jrofe eBporencKkoro
IPOMCXOXKIACHHUS U3 CEBEPHOH U 10)kHOUM EBporibl 1 CeBepHO AMEPHUKH, ITPH STOM
4acTOTa reTepO3UrOTHOTO HOCUTENhCTBA KoJiebnercs ot 1,3% 10 2,8% (Green et al.
u 1p., 1999; Gasparini et al., 2000). Beuto mokaszano, 4To Beicokas yactorta ¢.35delG
p.(Glyl2ValfsX2) B rene GJB2 B momyisiusx €BPOINEHCKOTO MPOMCXOXKICHUS
sBIIIETCS pe3yibTaToM 3¢ dekxra ocHoBatens (Van Laer et al., 2001). ITpeakossbrit
raryIoTHI, acCOIMMpOBaHHbIM ¢ MyTtaHTHBIME c.35delG  p.(Glyl2ValfsX2)
XpoMOcoMaM#, ObUT BIIEpBBIE OOHapyXeH B BBIOOpKax W3 BenukoOpuTanuw,
bensrum u CIHA (Van Laer et al., 2001). I'arutoTrIibl, acconMupoBaHHbBIC C JAHHON
MyTaluei, TOCTaTOYHO CHJIBHO JTMBEPTUPOBAHBI BO MHOTHUX TOMYJISAIUAX (HAYaIIO
nuBeprenimu ~ 10 Toic. get Ha3axn) (Van Laer et al., 2001). Bo3pact MmyTanuu Takxe
OOBSCHSET €€ TIOBCEMECTHYIO PACIPOCTPAaHCHHOCTh B MOMYJIAIUSIX EBpoTHI,
CpenmzeMHOMOpbst ¥ Amepuku. [Ipy 3TOM B OTHENBHBIX TOMYJSIHIX 3THX
PETHOHOB BCTPEYAIOTCSA CBOM CHCIHM(PHUUHBIC TalUIOTHIIBI, OTACIUBIIMECS OT
CIMHOTO OOIIETO «Ipe/IKa», eANHAs 00JIACTh COXPAHHOTO TaIlJIOTHIIA OCHOBATEIIS
MOXET HaOJIIOAaThCA B OU€Hb HEOOJIBIIIOM XPOMOCOMHOM MHTepBasie (Van Laer et
al., 2001). beuto moka3zaHo oOmiee mpoucxoxacHue Mytamuu c¢.35delG
p.(Glyl2ValfsX2) B ITanectune u M3paune (Shahin et al., 2002). B 2003 roay B
nonysiiusix CIIA, Wtanuu, bpa3zunuu u eBpeeB-allikeHa3Hu, ObLIO OOHApYKEHO,
YTO BCE XPOMOCOMBI, coaepxarue mytaimio ¢.35delG p.(Glyl2ValfsX2), necyr
OUYCHb PEIKUH TAIIOTHUIT HEXapPaKTEePHBIN ISl HOPMAIBHBIX XpOMOCOoM (0e3 TaHHOU
myraruu) (Rothrock et al., 2003). Myranus €.35delG p.(Glyl2ValfsX2) oueHs
PEIKO BCTPEUYASTCS B IMOMYJISAIUAX HE €BPOIEHCKOTO TIPOUCXOXKICHHUS, B KOTOPHIX

npeobiianarT Apyrue mytanuu reia GJB2.
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Tak, B monynsanusix A3uu HanOoJiee PacIpOCTPAHCHHOW SIBJISIETCSI MYTaIlUsI
€.235delC p.(Leu79Cysfs); xoTopas coctaBiser 10 80% MaTOreHHBIX aJlIe/Iel TeHa
GJB2, ¢ yacroToii rerepo3urotHoro Hocuteiabcta B 1,0 — 1,3% y smonnes (Fuse et
al., 1999; Abe et al., 2000; Kudo et al., 2000), kopetines (Park et al., 2000) u
kutaiies (Liu et al. 2002 r.). Hurepecno, uro c¢.235delC p.(Leu79Cysfs)
MPaKTUYECKA HE BCTpEYaeTcss B I0KHO-a3WATCKUX momyisiuuax u3 Wunuw,
[Takucrana, banrmagem u [llpu-JlaHky, y KOTOPBIX Ma>KOPHBIMU MyTalUsIMHU I'€Ha
GJB2 smstores apyrue myrtanuu reHa GJB2: ¢.71G>A p.(Trp24X) u ¢.231G>A
p.(Trp77X) (Kelsell et al., 1997; Scott et al., 1998; Richard et al., 2001). B 2003
roay B Manuu taxke ObUT Moka3zaH >PQeKT ocHoBarens njis myTamuu C.71G>A
p.(Trp24X), a ee ycinoBHBIM Bo3pacT aatupoBan nmpuMepHo B 8800 et (Ramshankar
etal., 2003).

Opnako, Hapsgy ¢ 3¢@deKToM OCHOBaTels Ha pacHpoCTPaHEHHOCTh
onpejnieneHHbIx MyTanuid reHa GJB2 oka3piBaeT 3HAYUTENBHOE BIIMSTHUE
W30JIMPOBAHHOCTD TOMYJISIUHN, BRI3BaHHAS COUYCTAHUSIMH T€OrpaPUIECKUX yCIOBUN
U coIMaibHBIX (hakTopoB. Tak, y eBpeeB-alllkeHa3! BbICOKAsI paCTIPOCTPAHEHHOCTh
sTHOcenupuuHor Mytamuu C.167delT p.(Leu56Argfs) rema GJB2, ¢ wacroToit
reTepO3UTrOTHOIO0 HOCUTENIbCTBA paBHOM 3—4%, BEPOIATHO OOBSICHAETCS COUYECTAaHUEM
CHJILHOTO 3(eKTa OCHOBATENS M BBICOKOW CTEMeHHu HaoraMueix opakos (Morell
et al.,, 1998; Sobe et al., 2000). ¥ 6enyunoB CepepHoii Adpuku u BbirmkHero
BocToka Takke BbBICOKAa YacTOTa HACJIEACTBEHHOM TIIyXOThl. Mcropuuecku
CJIOXHUJIOCH TaK, YTO OCIyWHBI OBLTM KOYEBBIM HAPOJOM, M, XOTS B TOCICIHUE
JECATUICTUS OHU TIOCTEIICHHO Hadajdd BECTH OCEMIbI 00pa3 KU3HHU, OHU
COXpaHWIM  TPAJAMIMOHHYIO  OpayHyl0  CTPYKTYpy, KOTOpas  BKIJIOYaET
MHOT'OEHCTBO U BBICOKHI ypOBEHb KPOBHOPOJACTBEHHBIX OpakoB B 30 — 40%, c
MpEeAnoYTeHUEM OpaKkoB C ABOIOPOIHBIMHU POJCTBEHHUKAMH IO OTIIOBCKOW JTMHUHU
(Jaber, Halpern, 2000; Kenan, Burck, 2002). Kak u cnemoBano 0Xujaath, B
nocjeAHue TOoAbl cpeau OeIyWHOB OBLUIO BBISBJICHO OoJjiee 35 peErecCUBHBIX
CUHAPOMOB, B TOM 4YHCJE, MO KpalHEW Mepe, YeThIpe pa3IUyHBIX (POPMBI

HacienctBenHo rayxotrel  (Nance, Kearsey, 2004). bBosbiioii wuHTEpecC
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MIPEICTABIISICT CyOTIOmyJISAIIHS O0emynHOB Anp-Cann C BBICOKOM
pacnpoctpaneHHocteio API" 1A (P = 2,6-3,3%) (Sandler et al., 2005; Scott et al.,
1995; Kusters, 2010). Benyunsl Anb-Caupg sBISIOTCS BBICOKO HHOPEAHBIM H
SHAOTaMHBIM cooOmiecTBoM u3 3500 MHAUBUIOB, KUBYIIUX B MycThiHe Heres B
N3zpamne. CoobmrecTBo 66110 0CHOBaHO 0K0JI0 200 JIeT Ha3a1, ¥ HAaUWHAs C TPETHETO
IIOKOJICHUSI KPOBHOPOJACTBEHHBIC Opaku crajaun Hopmoi (Scott et al., 1995).
BbIcOkMil ypoBeHb 3HIIOTAaMUU  OMpENEssUICs OTKa3aMu 3aKIIOYeHUs OpakoB ¢
MECTHBIMU COCEJICTBYIOIIUMHU COOOIIECTBAMH U3-3a CHJIBHBIX KYJBTYpPHBIX
pasimunii (Scott et al., 1995). [Momymsmus Ans-Caunp cefivac Ha 7-8 MMOKOJICHUA W
pacrosaraeTcsi B €AMHCTBEHHOH IEpeBHE, OTACIIEHHOW OT APYTrUX COOOIIECTB
O0enyuHOB. YPOBEHb BOCIIPOU3BO/ICTBA HACEICHUS cpeau OeTyHHOB BHICOKUM, KaK U
4acToTa NoJiMramuu, paBHas 33% (co cpeqHUM 3HAYEHHEM B 2,3 JKE€HbI Ha OJHOTO
Myx4nHy B mosmramaoMm cemerictee) (Al-Krenawi, Graham, 2006). Xots Opaku
MEXIy TIIYXUMHU B IIEJIOM H30€raroTcsi, 4acTOTa IIyXOThl BO3pOC]a B CBSI3U C
TICEBIOJIOMUHAHTHBIM THIIOM HACJICIOBAHUS B PE3YIbTATE MPEAMOUYTCHUS OPaKOB C
JIBOIOPOJIHBIMU  POJCTBEHHHMKAMH 110 OTIOBCKOWM JIMHMM. Bbicokas wyacTtoTta
TJIyXOTHI, BBI3BaHHAS CHJIBHBIM 3(G(EKTOM OCHOBATeNs, B COYETAHWU C
O0COOEHHOCTSIMU OpayHOM CTPYKTYPHI U OOJBITUMHU pa3MepaMu CEMEUCTB, MPUBEIN
K TOMYy 4YTO B KaXJI0OH cemMbe Oyner xoTa Obl oauH riyxoi. OmHako, Haubolee
3HAYMMBIM OTJIMYHUEM OT MHOTHX JIPYTHUX H30JMPOBAHHBIX TOMYJISIHA SBISCTCS
MOSIBJICHUE U PA3BUTHUE JIOKATBHOTO SI3bIKA KECTOB, KOTOPBIH MTMPOKO UCTIOIB3YETCS
Cpev BCEro HACEeJICHHS, B TOM YHCJIC U CIIBIIIANMMU diecHamu coooiecta (Kisch,
2007, 2010). biarogapst TOMYy, TJIyXyU€ WHJIUBUABI MOJTHOCTHIO UHTETPUPOBAHBI B
COOOIIIECTBO, UMEIOT HOPMAJIbHBI YPOBEHb BCTYIUICHHS B Opak M COIOCTaBUMOE
xomdectBo neteir (Gialluisi et al., 2013). Bce atu dakTopsl, B CBOIO ouepeib,
BEPOSITHO, IPUBOJIAT K erie Oobiieit pacpoctpanéHHocTd APT 1A Tura B nanHon
MOMYJISTIUH.

Cxoxasi cuTyanusi CIOXHWIach B JepeBHe beHkanma Ha octpoBe bamu B
Nunone3un. AyrocomHo-penieccuBHas (opma riayxorsl — DFNB3, Boi3BanHas

mytanuei rera MYO15 (OMIM 600316), BctpeuaeTcs 31ech ¢ yactoToi 2% cpenn
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2385 xuTeneu JepeBHH, C YACTOTOM F€TEPO3UTOTHOTO HOCUTEILCTBA paBHOU B 17%
cpenu capimaniero Hacenenus (Friedman et al., 1995). Berpewaemocts DFNB3 B
benkaia Oosee ueM B 20 pa3 peBbIILIAET BCTPEYAEMOCTh HACIEICTBEHHOM ITyXOThI
B OOJBIIMHCTBE PETHOHOB MHUpa B COBOKymHocTH. Kurtenu benkama, MHOro
IOKOJICHUI Ha3aJl, BIpabOTaJIl CBOW SI3bIK )KECTOB, KOTOPHIM B HACTOSLIEE BpEMs
BJIQ/ICIOT BCE JKUTENIN JIepeBHU. biarogaps ux MHTErpauuu B COOOIIECTBO, INIyXHUE
JFOAM, TAKXKE KaK U CIIbIIIAIINe, CBOOOIHO co3aaBaiu ceMbH. [Ipu aToM, B oTiIndme
oT 6enynHoB Anb-Canp, B benkana Opaku Mexay AByMs IIIyXUMH HE PeIKOCTh. B
cuty Toro, yto DFNB3 siBisieTcst enuHcTBEHHOM (pOpMOit HACTIEACTBEHHOM TITyXOTHI
B OTOH MOMYJSIMU, MOTOMCTBO OT MPAKTUYECKH BCEX OpakoOB MEXAY JBYMs
IJyXUMU WHIUBUAAMM Takke OyleT IMOJHOCThIO TJIyXUM U Takue Opaku
HA3BIBAIOTC  Hekomniemenmapnoimu®. YacTele  nexomniemenmaphvie Opaku
cuuTarTcs GakTopoM, MPUBOALIMM K POCTY BCTPEUAEMOCTH PELIECCUBHBIX (OpM
HACJIEICTBEHHOW MOTEPH CIIyXa B MOMYJIALUHU, B CUIIY YBEIMUYEHHON TpaHCMHCCUU
MYTaHTHBIX aJIJIeNIel B Clieayrolee okojieHne. B urore, MOXKHO CKa3aTh O MOJTHOM

OTCYTCTBUU HABJICHUSA 0T6opa I10 I'IYXOTC B IIOITYJIAIUHU benkarna.

Hexomnaemenmapnvie 6paxu — Gpaku MeXLy TIIyXUMH OPa4HBIMHU IAPTEPAMH C OIMHAKOBOM IIPUYUHON 2y TOCOMHO-
peLeccuBHOM IITyXOThI, B TAKMX Opakax poKIaroTcsl TOJIBKO TIIyXHUe JETH ¢ TOH K€ caMOM ITPUYNHOM IITyXOThI, 4TO 1
y ux ponureneit; Komniemenmapuvie 6paxku — Opakm MEXAy TIIyXHUMH OpauyHBIMH IAapTHEPAMHU C pPa3IM4YHON
NPUYUHOM MOTEPH CITyXa, B TAKUX Opakax posKAal0TCs NPEUMYIIECTBEHHO CIIBIIAIINE JETH.
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1.4 Poab accopTaTMBHBIX OpPaKoB MO TIJIyX0Te B PacHpOCTPAHEHHOCTH

BPOXKACHHOM MOTEPH CJIyXa

1.4.1 IlosiBjieHHe CHCTEMATHYECKOro O0y4eHHMs IJIyXHMX JIIOeli HA OCHOBe
SI3BIKA JKeCTOB

XVI Bek

Hanbonee panHHuil W3BECTHBIM Ciydail CHEIHATBLHOTO OOYUYCHHS TIyXHX
natupyercsa XV Bexom. Jlopa ropoga Oubs npoBuniuu byproc B Mcnanuu, Xyan
ne Benacko, HampaBWJI CBOMX JIBYX INIYXHX CbiHOBeH, @panuucko u llempo, B
moHacThipb Can CanbBajgopa (Ruben, 2005). x oOydenuem 3anssicst MoHax [leapo
[lonce ne Jleon. B oOyuenun OpaTheB OH mnpumeHsn Oosiee 360 KecTos,
HEOOXOJIMMBIX B PA3IUYHBIX OBITOBBIX CHUTYallUsIX, KOTOPBIE HCIOJI30BAIMCH BO
BpeMs 00eTa MOJTYaHHs B MOHACTBIpe. Takke MpeInoiaraeTcs, 4To JOMOIHUTEIHHO
MPUMEHSUIUCH KECThI, KOTOpPhIE OpaThsi BHIpaOOTAIM JOMa BO BpeMsi OOIIEHUS CO
CBOMMHU JABYMs TITyXuMHu cectpamu. Beero y ne Benacko 6bu10 9 feteit, uetBepo u3
KOTOpbIX ObUIM TiyxumH. Ero sxena Xyana Dupuke ne PuBbepa siBisiach emy
KPOBHOM POJICTBEHHUIIEH, UYTO OBUIO OOBIYHOM MPAKTUKON JIsI COXpaHCHUS
ooraTcTBa BHYTpHU CeMbH B TO BpeMs. OTel TIyXUX MaJIbUMKOB XOTEN JIaTh UM
BO3MOXXHOCTh HACJIEJIOBaHUs BJIAJICHUM B Cilydyae TMOEIM CTapIlero CJbIIIAIIEro
CBhIHA U TTOJIYYHJI Ha ATO pa3pellieHne ummneparopa. B cBs3u ¢ 3TuM, OH 1 03a00THIICS
ux o0pa3oBaHUEM, B XOJI€ KOTOPOTO OHU CMOTJIM HAYYUTHCS YUTATh M MUCATh Ha
HMCMAaHCKOM, TpeuyecKoM M JaTblHHU. Jle JIeoH mpuMEHsUT CMEIIaHHBIA MOJXOJ,
BKJIFOYABIINM MUCHMO, KECTOBBIN (JIaKTHJIbHBIN) an(aBUT, MOHAIIECKUE KECTHI U
«aoManraue» xectol OpatheB (Ruben, 2005). [Tosxke, y ne JleoHna Takxke o0ydainch
U Jpyrue riyxue IeTH UCIaHCKOW 3HAaTH, BKIIIOYAs OJHY U3 cectep PpaHIUCKO U
[enpo. [To3naHee o omyOIMKOBa CBOM OMBIT B BUAe pykomucu Doctrina para los

mudos sordo, opuruHai U KOMMKU KOTOPOTO HbIHE cunTatoTcs yrepssuabiMu (Ruben,

2015).

XVII Bek
B 1615 roay nns obyuenust Jlynca ®epnanne3a ne Benmacko, BHy4aToro

MJIEMSTHHUKA TIEPBBIX YdeHUKOB ne Jleona, B Maapun Obul mpuriamieH Manyaib
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Pamupes ne Kappuon. Jle Kappuon oOywan Jlywmca, ucmons3ys NaKTHIIBHBINA
andasut. Marp Jlynca mpwrarana ycwimst Juisi ero o0pa3oBaHmsi, 4TOOBI OH MOT
MOJIYYUTh MIPaBO HACJIEIOBAHUS, YTO MO3BOJIUIO ObI €l ObITh €r0 PETeHTOM JI0 €ro
coBepiieHHoneTus. YUepes detbipe rona ne Kappuon ObLT BBIHYXKACH yexaThb U
obyuenuem Jlynca ne Benacko 3ausics XKan [1a610 BoHeT, KOTOPBIN CIyKHIT y HUX
nepeBoquuKkoM. biarogapst cocenctBy ¢ ne Kappuonom boner Hayuwmics ero
meTozaM. B 1620 roxy on omyomkoBan Reduction de las letras y arte para ensenar
a ablar los mudos (mep.: «CokpaieHue OYKB W HCKYCCTBO, OOyYEHHS HEMOIO
TOBOPHTHY), KOTOpasi BIIOCIEICTBUU MMelNia OObllIoe 3HaueHue, Oyaydu MepBOit
KHUIol o crocobax oOyuenus riyxux. Cam Jlync ne Benacko Takxke cwirpal
BKHYIO POJIb, MOKAa3aB HACKOJIBKO BBICOKOOOPA30BAHHBIM MOXET OBITh TIIyXOH
yenoBek. B 13 nmer on Obut mpexacrasied cdpy Kenenmy JlurOu, tormamnemy
aHTIIMHACKOMY mociy B VicmaHuu, KOTOpbIN ObLT OUYEHb BIIEYATJIEH CITIOCOOHOCTSIMU
Jlyuca u onmcai ero B CBOMX MeMyapax, TEM CaMbIM BIIEPBbIE HITUPOKO COOOIIUB O

BO3MOXKHOCTsIX 00yueHms rryxux (Ruben, 2005).

XVIII Bex

[Ipu3HaHue sA3bIKA KECTOB IMOJTHOIIEHHBIM SI3BIKOM, a TaKXe pa3padoTKa u
BHEJIPCHHE YU4eOHOH ITporpaMMmel 110 ero o0ydeHnuto HaunHaetcs ¢ llapins Mutmens
ne JI’Ome. JI’'One poawicst B 3HaTHOUM ceMbe B Bepcarne, momyunn oOpazoBaHue
CBAILLICHHUKA, HO €My 3alpeTHWiIM IponoBeaoBaTb. CBOE NPHU3BAHUE OH HAIIEI
CIy4ailHO, KOTJja BCTPETHJI JIBYX TJIYXHX JI€BOYEK, KOTOPHIX OOydaau II0
kapTuHKaM. OH CUMTAJI, YTO BEPA U CIIACEHUE YU HE TOJKHBI 3aBUCETH OT ClIyXa
U MOTYT OBITh JIOCTUTHYTHI uepe3 >KecTbl. MCmonp3ys 0M CBOEro OTla H
coOcTBeHHBIE cpecTBa, JI'One ocHoBan B 1760 roxy nepByro OECIIaTHYIO IIKOTY
st rinyxux. IlepBas ero myOnukauusi mosiBwiiack B 1774 r., B KOTOpoM OH
OIpeICIIAI U OITyOJIMKOBAJl CHHTaKCHUC s13bika xkectoB (Ruben, 2005).

B 1o xe Bpems, B 1778 r. Obuta OTKpBHITA MEpBasi MIKOJA I TIyXUX B
I'epmanun. E€ ocHoBarenem Ob11 Camyaiib ['eifHuKe, KOTOPBIM Hayand 3aHUMAThCA
oOyuennem riyxux ¢ 1754 roga. Cunrtan 3ByKOBOM METOJ M PA3rOBOPHBIN S3BIK

HEO0OXOIMMBIM TSI MOJTHOIIEHHOT0 00pa3oBaHus. B cBOrO ouepeib OH OCHOBBIBAJICS
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Ha TpyJaax rojuaHackoro Bpaya Moranna KoHpaga AMMaHa, OCTaBUBLIETO JBa
counHeHust «Surdus Loquens» (Amcrepmam, 1692) u «Dissertatio de loquela»
(Amcrepnam, 1700). DT 1Ba COYMHEHUSI MHOTO pa3 Mepen3iaBainuch (7-¢ u3gaHue
B 1740 r.) m ObUIM TiepeBeleHbl Ha (PpaHIy3CKUH M HEMENKUH s3bIkH. OHU
MOCITYKWJIM OCHOBAHUEM JJIS TIOCIIEYIOIINX YUUTENEH TITyXOHEMBIX, 0COOCHHO /115

I'elinuke, B UX JadbHEHUIIIMX MCCJICTOBAHUIX.

1.42 I'mmore3a AJjexkcanapa be/uia o B3auMOCBSI3U BpPOXKIAEHHBIX (opMm
IJIyXOThI ¢ OpaKaMu MeXKIy TJIyXuMH

XIX Bek

B 1883 romy, Anexcanmp ['paiiam bemn — 3HameHuUTHI H300peTaTesb
tenedona, B cBoem BbicTyrieHun B HanumonanesHoit Axanemun Hayk CIIA
BIIEPBBIE BBICKA3aJl MPEANOJIOKEHUE O TOM, UYTO YacTble Opaku MEXIy TIIyXUMHU
JIOJbMUA MOTYT MPHUBECTH K POCTY BcTpedaeMocTH riayxoTbl. Cam bemn Obui
JIOCTATOYHO OJIM3KO 3HAKOM C IpoOieMaMu CIa00CbIIIAIUX U IITyXUX, TaK KaK €ro
MaTh HaJajia TepsATh CIyX, korna emy 0buto 12 net (Gray, 2006). UtoObr oOmaThes
C HEeH ¥ IOMOTaTh €I IOHUMATh OKPYKAIOMIUX besut Berydm skecToBbIiH 361K (Gray,
2006). K Tomy ske ero orem W JeAyIlIKa OBUIM W3BECTHBIMH JIOTONEIAMHU W
yunutensiMu kpacHopeuus. Oteny bemna, Anexkcanap Mensuwin bemn, Oymyun
JIMHTBUCTOM, pa3paboTan Tak Ha3bIBAEMYIO CHUCTEMY «BHIMMOW peun». Bunnmas
peub — 9T0 (OHETHUECKHI alipaBUT U CUCTEMa MHUCHbMA, TJIABHOW OCOOEHHOCTHIO
KOTOpPOM  SBJISIETCS ~ BH3yaJlbHAas  pENpe3eHTalusi  IMOJOXKEHHUS  OpraHOB
apTUKYJISIIIMOHHOTO ammapara npu npousHoiienun ¢pounem (Bell, 1867). Anexcanap
benn B Hawane cBOel Kapbepbl MOMIEN MO CTONAM OTLA B KA4eCTBE YUYUTENs
KpacHOpEUrs U CYLIECTBEHHO aopaboTan cucremy Buaumon peun. B 1871 romy
Anexkcannp benmn Op11 mpurnames B mkoy Juis TyxoHeMbix B boctone (CIIIA)
yTOOBI OOYyYHMTh WX yuuTened naHHoM cucteme. [locrme ycmemmHoW mnepeadu
METOJAMKH €ro MPUIJIAIIAIN U B LIKOJBI IPYTUX IITATOB, MOCJIE YETO OH 3aAyMaJics
0 BeJIeHUM coOcTBeHHOW mpakTuku. B 1872 romy on otkpeiBaer «llkomy

(u3noNOruy rojloca U MEXaHUKU peun» B bocToHe, koTopas npuBieKaeT 00JIbLIOE
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KOJIMYECTBO TIIyXuUxX ydeHukoB. [lapamnensHo bemn mnpoBoaus MHOXECTBO
HKCIIEPUMEHTOB IO Tepeiaye CUTHAJIOB Mo Tenerpady, BCKOpe pelirB MOCBITUTH
»TOMY OOJIBIIE BPEMEHHM W YWUTHU OT mpenojaBanus. [Ipomorrkas 3aHUMAaThCs C
TIIyXUMU AETbMU B YaCTHOM TMOPSAIKE, OH TO3HAKOMHMJIICS CO CBOEH OYIyIIe sKeHOM
Mpbii6n Xab6ap/, B IeTCTBE MOTEPSIBIIEH CIyX HU3-3a CKapJIaTHUHBI.

Kak u mHOrme yuenwsie Toro BpeMenu, bemn Obul O4eHb 3aMHTEpPECOBaH B
HayKe O HACJIEJCTBEHHOCTH, CTABILIEH MOIYJISIPHOM ¢ MOMEHTA ITyOJUKaLMU TPYaa
UYapnwsa [lapBuHa. B cBoeM MMEHUU OH MPOBOJUI JJIUTEIbHBIE SKCIIEPUMEHTHI B
MOTIBITKAX BBIBECTH OBEI] C YETHIPHMSI MOJIOUHBIMH KeJIe3aMU, KOTOPbIE MOTJIH Obl
OJTHOBPEMEHHO BCKapmiiBaTh srHAT OnmsHernoB (Castle, 1924). HaGmronenus
bernna 0THOCUTENBHO TTYXOThI MOKa3aju, YTO JAOJS TIIyXUX JETeH, POXKIECHHBIX OT
TIIyXUX POJIUTENICH, BO MHOTO pa3 MPEBBIMIACT JOJI0 TIYXUX JETeH, POXKICHHBIX B
obmeil nmomymisaiuu. CBOM HaONIONEHUS W Pa3MBIIUICHUS OH OIyOJMKOBajl B
noknazae 1883 roma, kotopsiii Bei3Bas OypHbie quckyccuu (Greenwald et al., 2015).
XKenast pazobpaTbCsi B 3aKOHOMEPHOCTSAX HACIEAOBAaHUS TIIyXOTHl, OH TPOBEN
ucclieoBaHus Ha octpoBe Maptac Bunbspn (Martas Vineyard) B Maccauycerce,
CIIA. Ananu3 OONBIIKUX POJIOCIOBHBIX C MMOBTOPSIOIIMMUCS CIy4YasMH TITyXOThI B
HECKOJIbKHUX TTOKOJICHUSIX TTOATBEPIKIAN €ro JoTajKu. bet Takke yCTaHOBHII CBSI3b
HEKOTOPBIX PEAKUX (HaMIIINN C YACTBIMU CIIy4asiMU TIYXOThI, HO B pe3yJibTaTe OH
TaK W HE CMOr BbIpabOTaTh KAKOWU-TMOO TEOpUH, OOBSICHSIOMEH €ro
npeanonoxenus U Haomoaenus (Greenwald et al., 2015).

Hauunanune bemnma npomomkun Oasapa AiuieH Dsil, BuUllC-TIPE3UIACHT
xoimtemka s rayxux [ammome (Gaulladet) m pemakrop xypHama «American
Annals of the Deaf» (Greenwald, 2015, 2016). bemt nepenan emy Bce coOpaHHbIC
UM POJIOCJIOBHBIE U TaK)K€ MPOPUHAHCUPOBAI MOHYMEHTANIbHYIO padoTy ®as. 3a 6
aet ®d3i co CBOMMH IOMOIIHMKAMH CMOIJIM coOpath mH(popMamuio o 0ojiee yem
8500 uenmoBexk W3 aHanM3a POMOCIOBHBIX 4471 OpakoB cpeau BBITYCKHHUKOB
KoJuTepka ["amnoae v BBITyCKHUKOB IPYTHX IIKOJI-MHTEPHATOB AJIS TITyXUX CO BCEH
teppuropun Coenunennbix lltaTos, 3a nepuon ¢ 1803 mo 1894 roxsr (Fay, 1898).

WX BBIBOJBI HE MOIATBEPKIAIM apryMeHThl beia, HO M HE ONpPOBEpPrajau €ro
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kputukoB. Kak w mnpemmomaran bemr, mnpociexuBanach CBSI3b TIYXOTHI C
HACJICICTBEHHOCThIO. Tak cpemu BBHIOOPKHM JeTeH, Y KOTOPhIX OAWH WU 00a
poautens ObutM TIyXumH, 9% OBUIM TakXkKe TIYXUMH, IO CpPaBHEHUIO C
BCTPEUAEMOCTBIO TOTEPU CIyXa CpeAad OOIIero HACENEHHUs, COCTaBIISIBIICH
npuMepHo 1 Ha 1000 HOBOpOkAEHHBIX. TeM HE MEHEee, MEHBIIMI MPOLIEHT MIyXHUX
MOTOMKOB POXKIAJICS y Map, B KOTOPhIX 00a poauTesis ObLIU TIyXUMH, YEM Y Tap
riyxoi-caprmaniuid. [Ipu stom 76% mpoaHanu3upoOBaHHBIX OpaKOB OBLIA MEXIY
JIBYMSs ITyxuMu. Hanmnuue rityXxux poJICTBEHHUKOB U KPOBHOE POACTBO POAUTENIEH
ObpLTH (pakTOpamMu, HanboJiee CUIIHPHO YBEIMYHMBAIOIIMMU BEPOSITHOCTh POXKICHUS
riyxoro pebenka (Fay, 1898), omHako ST HCCICIOBAaHUS HE TMOIYYHIH

IMPOaOJIZKCHMA.

1.4.3 IloaTrBepxneHue runore3nl Youarepom Hancom

XX Bek

Hay4dnoe coo6111ecTBO 0OBIYHO HE TPUHUMAJIO BO BHUMAHUE MPE/OJI0NKEHNE
benna, yuuthiBasi OOJIbIIOE KOJUYECTBO T€HOB, CBSI3aHHBIX C TIyXoTou. Tak,
Jxerimc Kpoy u JIxkozed Denp3eHINTEH, OCHOBBIBAsSCH Ha KJIACCHYECKUX padoTax
Ponanpna ®@umepa u Crrodsuia Paiita (Fisher, 1918; Wright, 1921), noka3zanu, 4to
accopraThBHbIC Opaku (OpakH Mo CX0KEeCTH MPU3HAKOB) MPU OTCYTCTBUU JIaBICHHUS
oTOOpa BIUAIOT TOJBKO HAa YACTOTHl TEHOTHIIA, a HE YacToThl TeHoB (Crow,
Felsenstein, 1968). OTHOCUTENBHO TIIYXOTHl OHHM TPUILIM K BBIBOIY, YTO €CJIH
dbenoTun oOyCIOBIIEH TeHaMH C OJIMHAKOBOW 4acToTO# B 35 jokycax (Kak Toraa
cunurtaiock — Chung et al., 1959), To nake MHTEHCUBHBIC aCCOPTATUBHBIC OpaKH, B
OTCYTCTBUHU OTOOPA, TaxyT JUIIb B 2-3%-HOE YBETNUECHUE BCTPEUAEMOCTH TTYyXOTHI
(Crow, Felsenstein, 1968).

B 1970-x BbIIIen cpaBHUTEIbHBIN aHaIM3 paboTel DaBapaa das (Fay, 1898)
C aKTyaJbHbIMH, HA TOT MOMEHT, IaHHBIMHU €KETOJTHOTO HCCIICIOBAHUS JETEH C
noTeper cinyxa B yHuBepcutere ['amnmone, BkirodaBmmM uHdopmarmioo o 12665
cubctBax (Rose, 1975; Rose et al.,, 1977). B padorax Crro3an Poy3 BrepBbie
MIPUMEHSIOTCS TIOHATUE KOMNJIEMEHMAPHBLIX U HEKOMNIEeMEeHMApPHbIX OpaKkos npu

aHaJu3e acCcopTaTUBHBIX OpakoB (ADB) rimyxux Jrojell Mo COCTOSIHUIO CilyXa HX
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noromctBa. llon xommniemenmapnvivu OpakaMy TOHHMAIOTCS Opakd MEXAY
MIyXUMU OpayHbIMM TApTHEPAMH C PA3IM4YHONM ATHOJOTHEH MOTEpU CIIyXa
(mpuoOpeTeHHas MoTeps ciiyXa y OJHOTO U3 MapTHEPOB WM MyTalluU B PA3IMYHbIX
reHaX, CBSI3aHHBIX C MOTEpEl cllyXa); B TaKUX Opakax MOTYyT OBITb TOJBKO
CHBIIIAIINE WM, B HEKOTOPBIX CIyyasx, Kak TIJIyXue, TaK W CIbIIIAIlUe JETH.
Hexomnnemenmapnuvle Opaku — 3T0 Opakd MEXAYy TIYXUMH JIIOJbMHU, KOTOpHIE
UMEIOT OJHY M Ty >X€ TEHETUYECKYI0 MPUUYUHY NOTEPU CiIyXa — HaJIUYHe
OMaIIIENIbHBIX PELIECCUBHBIX MYTallMM OAHOTO M TOTO K€ reHa. Bce aeTw Takoit
CYyNpPYXECKOW mapbl Takxke OyAyT TIIYXUMH U HMETh Ty XK€ T'€HETHYECKYIO
ATHUOJIOTUIO TIOTEPHU ClIyXa, 4TO M uX poaurenn. Pesynbratel Chrozan Poy3
MOKa3bIBatOT, 4To MexXay XIX u XX BekoMm, 705 JeTed, UMEIOIUX OAHOTO WU
JIBYX TIyXux poautened, ypennuwiack Ha 38% c 0,064 mo 0,089. Cpemn
accopTaTuBHbIX OpakoB (AB) 1075 HEKOMITJIEMEHTApHBIX OPaKOB TaK»Ke BhIPOCIA
Ha 23% c¢ 0,29 mo 0,36. Ha stux nByx macmrtaOHbIX BbIOOpKax Cero3zan Poys
IIPOBEJIA CETPETallMOHHBIN aHAJIW3 U CAenana BeIBOJ, 4TO B 49% ciydaeB riyxora
ObL1a ciopagaudeckoil. Cpenu HacneACTBEHHBIX popm, 12% - 14% OblIM OTHECEHBI
K ayTOCOMHO-IOMUHAHTHBIM C HEMIOJITHOW MEHETPAHTHOCTHIO, M 86% - 88% ciryuaes
OBLIIM OTIpe/ieNieHbl KaK perieccuBHbIE. [Ipu 3TOM OBLIO CAENaHO AOMYIICHUE, YTO
OHM 00ycOBJIeHBI TeHaMHU B 10 HE3aBUCUMBIX JIOKYCax, BEPOSTHO, C OJJUHAKOBOMN
yactoroii (Rose, 1975; Rose et al., 1977).

B konme XX Beka TMpeACTaBICHHS O BBICOKOM TE€TEPOreHHOCTH
HACJICJICTBEHHOM TOTEpPH CilyXa KapAWHAIBLHO MOMEHsUMCh. CTano sICHO, 4YTO
HacJeICTBEHHAas IIyX0Ta, cBsizaHHas ¢ Jokycom DFNB1 (API" 1 A tuna), B koropoM
obu1 kaprupoBan ren GJB2, ssasercs mambonee uacrtoit (Kikuchi et al., 1995;
Kelsell et al., 1997). Bbuto ycTaHOBJIEHO, YTO MyTaIllMd B 3TOM T'€HE SIBJISIOTCS
OCHOBHOM MPUYUHON ayTOCOMHO-PELECCUBHOW HECHUHAPOMAIBHOW BPOKIACHHOU
norepu ciiyxa Bo MHorux nonyssiusx (Gasparini et al. 1997, Kelsell et al., 1997,
Zelante et al., 1997, Denoyelle et al., 1997, Estivill et al., 1998; Lench., et al., 1998;
Kelley et al., 1998; Morell et al., 1998; Green et al., 1999). HoBsle MosekyisspHO-

IFCHCTHUYCCKHUEC JAaHHLIC O TOM, 4YTO JO ITOJOBHHBI BCEX CJIYUaCB HaCHeI[CTBCHHOﬁ
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norepu ciyxa oOycloBieHbl MyTarusiMu omHoro rema — GJB2 (Cx26), cramm
oonpmmM oTkpeiTHEM (Gasparini et al., 1997; Kelsell et al., 1997; Zelante et al.,
1997; Denoyelle et al., 1997; Estivill et al., 1998; Lench., et al., 1998; Kelley et al.,
1998; Morell et al., 1998; Green et al., 1999), u B mocienyroniem, MpUBEIU K
NePEOCMBICIICHHIO MHOTUX paHee CyIECTBOBABIINX KOHIIEIINA O KpailHe BEICOKOM

ICTCPOrcHHOCTH HaHHOﬁ I1aTOJIOT'HH.

XXI Bek

Cam ¢akT uaeHTUGUKAIMU OAHOW MaXOpHOM (opMBI TOTEpU cliyxa
MPEIOCTaBUII BO3MOXKHOCTh MEPEOCMBICIUTD TUNOTE3y Aliekcanapa bemna o Tow,
YTO aCCOPTATHUBHBIC OPaKM MEXIy TIIyXHMH MOTYT CIIOCOOCTBOBATH YBEIHMUEHHUIO
UX YHUCJa 3a CYET pOCTa J0JIM HEKOMILJIEMEHTApHBIX OpakoB, B KOTOPBIX MOTEPs
ciiyxa y o0oux cynpyroB oOycCIOBJI€HA OJHON U TOM e reHETUYECKON MPUUHNHOM.
Taxk, B 2000 roxy Yonrep HaHC npenrnonoxui, 4To BO BCEX HEKOMILIEMEHTAPHBIX
Opakax u3 HabopoB aHHbIX DaBapna Oas (Fay, 1898) u Cerozan Poys (Rose, 1975;
Rose et al., 1977), motepst cmyxa Moria ObITh 00ycioBiIeHa MyTanusaMu reaa GJB2
(«<KOHHEKCHHOBAs IITyX0Ta»). B TakoM ciydae, BO3MOKHO KOCBEHHO OLIEHUTh BKJIA]]
ATHX MYTallMi MO JI0JIe HEKOMIUIEMEHTapHbIX OpakoB. [lons Takux OpakoB Oyaer
MPOTMOPIIMOHANIEHA YE€TBEPTOM CTEMEHU YaCTOTHI COOTBETCTBYIOIIETO MYTAaHTHOTO
aJuIeNs B JaHHOM IOMYJISALKY, T.€. (°X0%, rae §° SABIeTcs J0JeH «KOHHEKCHHOBOM
rIIyXOThI» B nonyssauuu. U3 qanusix Poy3 cienosano, uro cpeau 1299 peptunbHbix
Ab HexkommiemeHTapHbIMUA ObUTH 4,2%, U TOrAa BKJIAJ KOHHEKCHHOBOUN (hOPMBI
notepu ciyxa B XIX Beke 651 mpumsuTeIsHO paeH 2 = V0,042 = 0,204 (Nance
et al., 2000). HaHc ¢ coaBTOpaMy OTMETHJIM 3HAUMTEIBHOE YBEIUYCHHE IOJIH
«xoHHEKCHHOBOM IryXxoTh» B CIIIA Mexay XIX u XX Bekamu npu CONOCTaBIECHUN
storo nokazarens — 20,4% ¢ coBpeMEeHHBIMH, Ha TOT MOMEHT, JaHHBIMU — 35,6%
(Green et al., 1995).

Ha ocHoBe »5TOro Obuta BBIBUHYTA THIOTE3a O TOM, YTO 4YacCThIC
aCCOpTaTUBHBIC OpaKy MEX Y TTYXUMHU HHIUBHUIAMH, B COUYCTAHUH C MX BO3POCIIICH
npucnocobieHHocTho (genetic fitness), Morau mpuBecTH K pOCTy BCTPEYACMOCTH

HacneacTBenHoi motepu cinyxa B CIIIA (Nance et al., 2000; Nance, 2003; Nance,
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Kearsey, 2004). Yonrep HaHC U ero KOJUIErd IPeIIoIOKUIIM, YTO B MIPESABLIYIIIEM
TBICSTYCIICTHH TIPUCIIOCOOJIEHHOCTh JIMIl C BPOKIACHHOW TJIyXOTOW ObLIa OYCHb
HU3KOM, U YTO YacTOTHI I'EHOB TIIyXOThl HaXoAWIuCh B paBHoBecuu (Nance et al.,
2004). Beeaenue s3pika xectoB B EBponie ~300 et Hazan (Ruben, 2005) seisercs
OJTHMM M3 KJIFOUEBBIX COOBITHH, KOTOPOE 3HAYUTEIHHO YIIYUIIHIO COIMAIbHBIC U
YKOHOMHYECKHUE YCIOBHUS IIIyXUX, a TAK)KE UX MPHUCIIOCOOICHHOCTh. [ eHeTHYeCKast
npucroco0ieHHocTh (genetic fitness) riryxmx, B paborax Nance m coaBTOpOB,
U3MEPSICTCS OTHOCUTEIIbHOW  (DEepPTUIBHOCTHIO, KOTOpas OMpPEICNIICTCS Kak
COOTHOIIIEHUE CPETHETO YHCTIa JeTel B BRIOOPKE TIyXUX U CIBIIIANINX WHIUBUIOB.
Bo MHOTHX cTpaHax ObLIM CO3JaHBI MIKOJIBI JUIS TIIXUX U CJIIA0OCIBIIIANINX, YTO
CIIOCOOCTBOBAJIO BHIOOPY MapTHEPA Ha OCHOBE BJIAJCHUS SI3bIKOM JKECTOB, TO €CTh
SI3BIKOBOM TOMOTamMud. Bo3pociias mpucrnocoOJeHHOCTh TIIyXUX WHAWBHIOB, B
CBOIO O4Yepe/ib, MOXKET ObITh HHTEPIIPETUPOBAHA KaK OCJIabJIeHHe AaBlIeHHs 0TO0pa,
HAMpPaBJICHHOTO MPOTUB TIIyXOThl. Takke OBUIO MPEIOI0KEHO, YTO COUYETaHHE
«OCIIabJICHHOTO O0TOOPa» U aCCOPTATHBHBIX OPAKOB JODKHO JaBaTh MPEUMYIIECTBO
HanboJiee pacIpoCTpaHEHHOM opMe PeleCCUBHOM TIyXOThl B omyssiun (Nance
et al., 2000), a Takke MOKET UMETh OTHOIIIEHUE K YCKOPSHUIO DBOJIIOIMH YEJIOBEKa,

KOTOPYIO corpoBosxaano nmpuodperenue peun (Nance, Kearsey, 2004).

1.5 KoMnbloTepHOE MO/AeJIMPOBAHNE PACHPOCTPAHEHHOCTH HACJIEACTBEHHBIX
¢opm nmorepu ciayxa npu ocaadJeHnu JaBJIeHUs 0TO0pa

Jlnss mpoBepku cBoel Tumnote3bl, Yourep HsHC ¢ coaBropamu mnposenn
KOMIBIOTEPHOE  MOJICIMPOBAHWE, HAMpPaBIEHHOE HA  OIEHKY  BIWSHUA
aCCOPTAaTUBHBIX OpaKOB W CHIDKCHMs JaBJCHUS OTOOpa IO TJIyXoTe Ha
pacrnpocTpaHEeHHOCTh ayTOCOMHO-peneccuBHOM riyxothl (Nance, Kearsey, 2004).
PesynbpTaThl MOACIUPOBAHUS TIPOJEMOHCTPUPOBATH U3MEHEHUE YACTOTHI TITyXOTHI
C MOMEHTa Haydajia ocjabyieHust 0TOopa, KaKk Mpy HAIWYUH, TaK U TIPU OTCYTCTBUH
accopratuBHbIX OpakoB (Nance, Kearsey, 2004). Kpome toro, uzBectHo, uto Ab
YBEIMYHUBAIOT (PEHOTUITMYECKOE MMPOSBIICHUE aJUIeIel, TO OHU MOAYIUPYIOT (et

JdaBJICHUA 0T60pa Ha 3TH aJlJICIIN, CJICAOBATCIBHO, ITOBBIIIICHHAsA
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MPUCIIOCOOIEHHOCTh OyAeT CmocoOCTBOBAaTh YBEIMYEHHUIO YHUCHA TIyXHX
unauBuaoB (Nance, Kearsey, 2004). Ilpu 3ToM, poCT BCTPEUAEMOCTH TIIYXOThI
COIIPOBOXIAJICS POCTOM YaCTOTHI PEIIECCUBHOTO aJUIENSI U 3HAYUTEIIBHO YCKOPSIICS
B TIPHCYTCTBHH aCCOPTATUBHBIX OpaKoOB, YTO MOXET OOBSICHHUTH YIBOCHHC
BcTpeyaemoct APIT 1A tuma B CIIIA B Teuenue 200 ser (Nance et al., 2004).
Taxxe ObUTO TOKa3aHO, YTO 3PQPEKT acCCOPTATUBHBIX OpaKOB OTpPaHHYEH TOUH
dbopMoli periecCCUBHOM TITyXOThI, KOTOpas Obl1a HanOosee yactor B Havane (Nance,
Kearsey, 2004).

Cnenyroieir paboToll mo maHHOW mpoOjeMe CTajd aHaliu3 COBPEMEHHBIX
naHHbIX 0 311 Opakax BeImyckHUKOB yHUBepcuTeTa ["aimone (Gallaudet University)
B comocrtapiiennu ¢ ganHeiMu ®as (Fay, 1898), koTopsiil BhIABII OoJiee yeM 5-
KpaTHOE YBEJIMYEHHE J0JIU HEKOMILIEMEHTAapHbIX OpakoB: ¢ 4,2 % 1o 23% (Arnos
et al.,, 2008). 13 »Tux maHHBIX MOXXHO KOCBEHHO OIICHHTH YBEJIMUYCHHE BKJIaja
KOHHEKCHHOBOU (OpMBI ToTepH ciayxa B 3tuosioruro riayxotel B CHIA. Jlomm
HEKOMITJIEMEHTapHBIX OpakoB 1O Tiyxote, paBHbie 4,2% B XIX Beke (Fay, 1898) u
23% B Hauanme XX Beka (Arnos et al., 2008), npuOIM3UTEIHLHO COOTBETCTBYIOT
20,5% u 47,95% Brimamy GJB2 00ycioBiieHHON TOTEpU CIyXa, COOTBETCTBEHHO
(\/0,042 = 0,2049, V0,23 = 0,4795). B pesynbrare, pocT AOIH «KOHHEKCHHOBOM
riyxotel» 3a 100-200 net B CHIA cocrasun 134% (Fay, 1898; Arnos et al., 2008).
[Tpu 3TOM OBLTO YOETUTENHHO TTOKA3aHO, YTO ATOT POCT CBSI3aH MIMEHHO C SI3BIKOBOU
romoramueii (Arnos et al., 2008).

[To3aHee ObUTH OIMyOJMKOBAaHBI AKTYaJIbHBIC JAHHBIC 1O PEMPOIYKIIUU U
Opa4yHON CTPYKType y TJyXUX HHIWBHJIOB Ha OCHOBE BBIOOPKH BBIIYCKHHKOB
yauBepcureta ['amone (Blanton et al., 2010). Cpennee kou4ecTBO AeTeH y MTyXUX
OBLJI0O HUXKE, YeM Yy X CIBIIANMX CHOCOB, W OTHOCUTENbHAs (PEPTUILHOCTH
cocraBuia 0,88 (Blanton et al., 2010). Ho ona ObLia BbIIIe MOKa3aTescii mepenucu
rinyxoro Hacenenus CIIA tpuauartunerneit napaoct — 0,74 (Shein, Delk, 1974),
4TO CBUACTEIBCTBOBAIIO O Bo3pociiel mpucrnocodneHHocTH (fitness) rimyxux moeit
U CHWKEHHMH JaBjcHHs otOopa mo rayxore (Blanton et al.,, 2010). [dons

accopTaTuBHBIX OpakoB cocraBmwia 0,79, m aHanu3 TMoOKa3aTelield POXKIaeMOCTH
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nocine cTpaTuuKaluy Mo TUmaM OpakoB MOKa3al, YTO B aCCOPTATUBHBIX Opakax
poxpaaercsa Ooinble aerei (2,11), uemM B Opakax MEXIy TIYyXUMH U CIbILIAIIMH
uaauBuaamMu  (1,85), nmpeamonaras BIMsSHHE ~MHOXeCTBa  (haKTOpOB  Ha
deprunsHOCTh Tayxux (Blanton et al., 2010). Takum 0Opa3oM, B IpeacTaBICHHON
cepuu padbot (Nance et al., 2000; Nance, Kearsey, 2004; Arnos et al., 2008; Blanton
et al., 2010), Nance u coaBTOpBI CMOIJIH IIPEIOCTABUTH CBHICTEIHCTBA B I0JIB3Y
TUTIOTE3hI O TOM, YTO YaCThle Opaku MEXKAYy TIIYXUMHU JIFOJBMH, B COYCTAaHUU C
oclla0JieHHeM JaBlieHUus OTOOpa, ACUCTBUTENBHO MOTIU TPUBECTH K POCTY
BCTPEYAEMOCTH KOHHEKCMHOBOM riyxoTsl B CIIIA ¢ XIX Beka.

Hpyrasg rpynma wucciaefoBaTeled U3 yHUBeEpcuTeTa lamnone Takxke
paccMoTpeia BOIPOC BIUSHUS aCCOPTATUBHBIX OPaKOB MEXKTy TIIYXHUMHU JIIOJbMU Ha
pacnpoCcTpaHEHHOCTh ayTOCOMHO-PEIIECCUBHOM  TIIyXOTBI U 4acTOTy
COOTBETCTBYIOIIUX aJuielied JUis TepenpoBepku Tumnore3sl Yonrepa Houca,
OCHOBaHHOW Ha mpeanojoxeHnn Anekcanapa bemma (Braun et al., 2020).
Hcnons3oBaB nanHbie U3 paboThl o moxaenupoBanuto Hanca m Kupcu (Nance,
Kearsey, 2004), Iepex bpayH c coaBTOopamMu TMpOBEIU BBIYUCIUTEIbHBIC
DKCIIEPUMEHTHI C TPUMEHCHHEM areHTHO-OPUEHTHUPOBaHHOW Moxaenn. OHHU
MOKa3aJId, YTO JI0JIsl PELIECCUBHBIX TOMO3ZHUTOT Obli1a Ha 23% BHIIIE B MOIMYJISIITUN C
90% AB no riyxore (g = 0,022%), uem B nomyssauuu 6e3 Ab (g° = 0,017%) npu
MoJieIMpoBaHuu Ha npoTsbkenuu 20 mokonenuid (Braun et al., 2020). Beuio Taxke
MOKAa3aHo, YTO POCT BCTPEYAEMOCTH ayTOCOMHO-PEIIECCUBHOM TITyXOThI OTPAHUYEH
MEPBBIMU TPEMS TIOKOJICHHSIMH, YTO TakK)Ke€ COOTBETCTBOBAJIO BBIYHUCIICHUSM,
BBITIOJIHEHHBIX COTJIACHO TeopeTndeckuMm pacueram Kpoy um Denb3eHmTeriHa
(1968). J[lomonHUTENBbHO OBLIO MPOBEACHO MOJCIUPOBAHUE C Pa3IUYHBIMU
3HAQYCHUSIMU CPEHEro 4ucia JeTed y TIIYXuX, B pe3yjbTare KOTOpPOro ObLIOo
MOKa3aHoO, YTO YacTOTa PEIEeCCUBHOTO aljiesisl YBEJIWYWBAJaCh TMPU 3HAYCHUU
OTHOCHUTENIbHOM (epTHIIbHOCTH B 1,5 witu BhIiiie, npu couetanuu ¢ Ab (Braun et al.,
2020). BeiBopl, cienaHHble B pabote bpayHa v cOaBTOPOB, B LIEJIOM, COTJIACYIOTCS

¢ BeiBoZlamMu kosutektuBa Hanca (Nance, Kearsey et al., 2004), no6assisist HEKOTOpbIE
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YTOUYHEHUS B YACTH BIUSHUS CHIPKEHHOM PENPOAYKIUH U JOJIM HEHACIEICTBEHHBIX
dbopMm motepu ciyxa (Braun et al., 2020).

OpHako, HEOOXOAMMO 3aMETUTh, YTO MOJEH, Ipeaaokenusie Nance et al.,
2004 u Braun et al., 2020, ocHOBaHBI Ha PETPOCIEKTUBHBIX JaHHBIX XIX Beka, u
OBLTM HaMpaBJICHBI HAa MOJATBEPIKICHUE POIM aCCOPTATUBHBIX OpPaKOB IO TIIYXOTE B
YBEJIIMYCHUH BCTPEYAEMOCTH KOHHEKCMHOBOM ITyXOThI, TPOU3OIIEAIIEH C MOMEHTA
MOSIBJICHUS] TMOCTOSIHHBIX COOOIIECTB Iyxux JiroAed Oonee 200 mer Hazan. B
HacTosIIcE BpeMsi OTCYTCTBYIOT MOJICIIH, MMO3BOJISIOIIHE OILICHUThH
pacnpocTpaHEHHOCTh HACJIEICTBEHHBIX ()OPM TIOTEPH CiIyxa B OyAyIIeM, ¢ YIETOM
W3MEHUBIICICS COIMAIbHONM Cpefbl U COBPEMEHHBIX TEHACHIMWA B OOIIECTBE,
HamnpaBJICHHBIX HAa TOBBIIICHUE COIMAIBHOTO PABEHCTBA 110 OTHOLICHUIO K TITYXHM.
Pa3BuTHe COBpEMEHHBIX MEAMIIMHCKUX TEXHOJOTUM U COIHUAJBHBIX MPOrpamMm
peaduIuTaluK TIyXUX TPUBOAUT K MX OOJbIIEH MHTETpallMK B OOIIECTBO U, Kak
CJICJICTBHE, OTCYTCTBHUIO CHIDKEHHS PENMPOAYKTHBHBIX BO3MOXKHOCTEW. B Takux
YCJIOBUSIX, TTPOTHO3bI PACIIPOCTPAHEHHOCTH HACIEAYEMBIX (OPM TIyXOThI MOTYT
OBITh BOCTPEOOBAHBI C MPAKTUUECCKON TOUYKH 3pEHHUS IS ITJIaHUPOBAaHUS 0O0BeMa
HEO0OXOIMMON MEIUIIMHCKON U COLIMAIbHOM MmoMolu. B cBsi3u ¢ 3TUM, aKkTyajabHa
pa3paboTka KOMITbIOTEPHBIX MOJICTIEH, MIPOTHO3UPYIOITUX JTAHAMUKY
HACJICJICTBEHHOM TIIYXOTHI MOJ JCHCTBUEM OCIA0JICHUS WM MOJHOT'O OTCYTCTBUS

JdaBJICHUA 0T6opa I10 TIIYXOTC C UCITIOJIb30BAHUEM COBPCMCHHLBIX JAHHBIX.
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I'TABA 2. MATEPHUAJIBI U METO/IbI

2.1 /Iu3zaiin uccjie10BaHuUsA

JIns cocTaBieHHs HAACKHBIX IPOTHO30B JAWHAMHUKU PACIPOCTPAHEHUS
HACJICJICTBEHHBIX (OpPM TIYXOTHl B 3aBUCHUMOCTH OT JaBJCHHs OTOOpa Oblia
HeoO0X0ouMa H30JIMpPOBaHHAs MMOMYJISIUS YEIOBEKa, C MOHOTEHHOW 3THOJIOTHEN
HACJICJICTBEHHOW MOTEPHU CIlyXa M OMHUCAHHBIMH (DaKTOpamu, BIUSIOIMIMMHU Ha €€
pacnpocTpaHeHHOCTb.  Takumu  ¢akropamMu  SBISIOTCS ~ CpaBHUTENIbHAs
POXKIaEMOCTh TIIIYXUX M CIBIIANIMX WHAMBUAOB M BCTPEYAEMOCTH PA3IMYHBIX
couetaHnii (peHoTHNoB y OpauHblXx mnapTHepoB. Ha pucyHke 2 cxemaTuyHO
IpeJCTaBICH JU3aiiH UCCIIEOBaHUs, HA KOTOPOM OTOOpa)KEHbI OCIEA0BATEIbHbIC

3Tansbl padoTHI.

/- BbIsSiBNEHHe PErHoHOB C HaKOMNEHUEM
HacneacTseHHol NoTepu cnyxa Pecnybnuka Teisa — 0,26%
Pecnybnuka Caxa (Fkytua) — 0,18%
Pecnybnuka Afbires — 0,15%
[eHeTHKa- PacnpocTpaHeHHOCTk AdkiKa XecTos 8 PO Pecnybnuka Antaii — 0,14%

. _< M0 AaHHLIM Nepen1cu Pecnybnuka Xakacws — 0,13%
annaeMM1onornyeckum (n=138 312 635) Opnoeckan obnacts - 0,13%
aHanum3 {," BpsaHckan obnacte - 0,12%,

Mckosckan obnacte — 0,12%,
11 pernoHos P® ¢ Hanbonbwelt gonei Pecnybnuka Kanmeikna — 0,11%,
A3LIKA KECTOB Meraenckan obnacte — 0,11%,
\ MensabuHckan obnacts — 0,11%

f | BuiBopka rnyxux vHAWBKMAOB (N = 167) 1 ux cnblwauyx cubeos (n = 271)

ik

MoneKynapHo-reHeTMYECKWiA aHanua Ans
nuarHocTukd APT 1A Tina

FeHeTUKO- : (n =102 rnyxux uHOMBKAA )
pemMorpadu4ecknia aHanma |

Axanua BpayHoi CTPYKTYpLI
(n =105 BpakoB rMyxux)

AHanua napameTpoB penpoayKLmMm
\ (rnyxue n = 121, cnblwawme cubebl n = 271)

Bknag API 1A Oons accopTaTUBHBIX Cpeqatee uicno getei Cpegree yncno getei
0BycnoBneHHsIA MyTaLuAMIl Bpaxoe no ryxote (77,1%) y ryxux (1,76) y cnblwawwmx (2,24)
reHa GJB2 (42,2%)

Cuexapuii 1
«OT6op»

:d BBoaHble napamerps |
KomnbloTepHoe < ‘ Cuenapwii 2 — | U

moaenvpoeaHue «OcnabneHneii oTGop» | AnropuTh BeiBopa BpauHbix NapTHepoB |

| CueHapmii 3 — | ll

« »
Otcyreteue otGopa | AnNropuTiM reHepaLyn noToMcTea |

Pucynox 2. Jluzaiin wuccrnenoBanus. [IpeacTaBiaeHbl  OTIEIbHBIC  ATarlbl
UCCIIEIOBaHMS U 00bEM BBIOOPOK.
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2.2 T'eHeTMKO-3NMNIEMHOJOTHYECKUH aHAJIU3 PACHPOCTPAHEHHOCTH S3bIKA

KReCTOB

JIns  wmccnenoBaHMsT PACHPOCTPAHEHHOCTH  S3bIKa KeCTOB B Poccunm
HCIIOJIBb30BAIMCh MaTepuainbl Bceepoccuiickon nepenucu HaceleHus Poccuiickon
Oeneparun (PD) 2010 roma (Ilepermmmch, 2010). Ilepenucs mnpoBoAMIACH
denepanbHON ciyk001 rocyapcTBeHHOM cTaTucThKU (PoccTaT) Bo Bcex pernoHax
Poccun. CormacHo agMUHHUCTPAaTUBHO-TEPPUTOPUAIIBHOMY JAeieHui0 Poccuiickoi
®depnepanuu, B Hel HacUUTHIBaeTCsA 85 cyOBeKTOB. J[aHHBIE O KOJWYECTBE JIIOACH,
yKa3aBUIMX BJIAJEHUE )KECTOBBIM SI3bIKOM, ObLIIM U3BJICUEHBI U3 OTAEIIBHBIX OTYETOB
pervoHanbHbIX oTAeneHuit Poccrara u ob6miero urtoroBoro otuera (Tom 4.
HanunonanbHbId COCTaB M BIAJICHHE S3BIKAMH, TpaxaaHcTBo; [lyOnukanuoHHas
Ta6nuna 5. Bnaaenue si3pikamMu HaceneHueM Poccuiickoit @enepanun) (I[lepenucs,
2010).

Janupie B 3TuX Tabnuuax Obui c(OpMUPOBAHBI HA OCHOBE OTBETOB Ha
BOIIPOCHI B MEPENUCHBIX JINCTaX: «9.1 Bnameere au Bbl PYCCKUM SA3BIKOM?», TI€
PECIIOHJICHTHI BBHIOUPAIOT «J1a» WU «HET», CTaBs TaJlOYKy B COOTBETCTBYIOIIEM
nose, U «9.2 KakuMu Ipyrumu si3pIkamu Bbl BiaAeeTe?», I/i€ pECIOHACHTHI MOTJIH
yKa3aTh JI0 TPEX SI3bIKOB, a TAK)KE MOCTABUTh TAIOUKY B rpade «I3bIK )KECTOB». Mbl
paccuntasin  95% noBeputTenbHbli  uHTEepBaN (M), dYTOOBI OmNpeaenuts,
CYIIECTBEHHO JIM OTJIMYAIOTCS 3HA4YeHus, ucnonb3ys ¢yuknuio BETAINV B
tabymie Microsoft Excel, coctaBnennoit M. Mercnany (DctoHckuii bruorieHTp).
Kpome Toro, Mbl paccuuTanu MeIUaHy, BEpXHUM U HUKHUN KBAPTUIIU ISl OOLIETO
Jyarna3oHa 3HaUCHUH.

CornacHo o01IeMy UTOTOBOMY OTUeTy O pesyibrarax nepenuvcu 2010 ropa,
Ha BOIIPOC O BJIAJICHUM s3bikamMu oTBeTwiM 138312535 uvemosek, n3 Hux 120528
yKa3zajgu BIIaJICHUE S3BIKOM eCTOB. M3 He HMHOCTpaHHBIX $3bIKOB, 18591655
YEJIOBEK YKa3aJIH, YTO KPOME PYCCKOT0, BIAJICIOT pOAHBIM s136IKOM. Beero B Poccnn
JIOJIA yKa3aiu BiaaeHue 172 s3bIkamMu, 4acTh U3 KOTOPBIX ABJISIIOTCS TUAJIEKTaMU

(ITepenuch, 2010). IlatbaecsaT ABa W3 HUX OBUIM OMNpEACICHbl HAMH Kak
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WHOCTPAHHbBIE, TaKWe KaK AaHTJIMUCKUHM, (PPAHIy3CKUW, HEMEIKHM, HMCITAaHCKUH,
ATMOHCKUHN, KuTalickuii u apyrue. [lociae ux uckiarodeHus, ObUIM BhIAEICHB! 119
A3BIKOB, KOTOPBIE SIBJISIOTCA POJHBIMU JUII KOPEHHBIX (A0OPUTE€HHBIX) >KUTENEH,
BKIto4asi pycckuid s3bIk (IIpunoxxenne A). Cpeau HUX KECTOBBIN SA3bIK 3aHUMAET

32-¢ mecto mo uuciay Hocutenen (120528 — 0,0871% ot oOiiero kKojaudyecTBa

pecnionienToB) (Pucynok 3).

TaTapCHUi e 4 280 718
YeyeHCHUid s 1 354 705
BaLUKMPCHAT s 1 152 404
YHpauHCHWA s 1 129 838
YyBALICKUIA s 1 042 989
ABapCKWIA s 715297
APMAHCKWA e 660935
KabapayHo-yepKeccknii w515 672
JapriHckmii w485 705
AsepBaiaMaHckuii e 473044
OceTUHCHKWiA s 451 431
ARYTCKWIA w450 140
KyMbIKCKWIA s 426212
Jle3arHCKuii e 402 173
Kasaxcuwit mssm 401455
Mopaosckuii = 392 941
MapuiAcKuiA mem 365316
YAMYpTCHWiA e 324338
MHrywckmid - mem 305 868
Kapauaeso-bankapckuii w305 364
Y30eHckuii = 273451
TyBMHCKUWA mm 253673
BypATckmiA  mE 218557
benopycckuii = 173980
TpysuHCKuiA = 170659
Komn m 156099
JlaKckuit = 145895
Ta/HUHCKMIA ™ 141938
LibiraHckwiA ™ 128 197
TabacapaHckuii m 126136
| PyCCHUIA 3HeCTOBBIN A3bIK Myxux W 120528
Apnpirelcemiac = 117 489
Monpasckuii  ® 96061
Horaickmic B 87 119
Kanmbiukuic = 80 546
Kuprusckuii 1 80 306
Komu-nepmauknii 1 63 106
AnTaiickmit 1 55720
Xakacckwid 1 42 604
ABasmHCKMA | 37 831
3p38-MOpAIOBCKUIA | 36726
TypKkMeHcrMiA 1 30767

TONbKO PYCCKUIA
118903 238

[pyrov A3bIK
KPOME pyCCKoro
817 642

PyTynbckuii | 30 360 PyccKuid n
Aryneckmid | 29 287 ron A3bIK
Hapenbckuid | 25605 ARY
18 591 655

lopHOMapuiAcKKiA | 23 062

HeHeukuid | 21926

UspuT | 24642

Lesckmit | 12 467

Llaxypckuid | 10596

[arectaHckuid | 10228
Jpyrve asbikm - = 118 506

Pucynok 3. PacnpocTtpaHeHHOCTHh $3bIKOB B Poccuu cOrnacHO KOJUYECTBY
pecnionnentoB ([lepenucs, 2010).
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CBeneHus 0 YNCIECHHOCTH JIIOJIEH, OTBETUBIIIUX HA ATOT BOMPOC B PA3TMUHBIX
pernonax Poccum, OBUTM W3BICYEHBI W3 OTACIBHBIX OTYETOB PETHMOHATBHBIX
otnenenuit Poccrara. Tak, JaHHBIE O KOJMYECTBE JIIOJIEH, YKa3aBIIUX BJIaJCHHE
KECTOBBIM SI3BIKOM, OBUIM JOCTYMHBI B 73 permonax u3 85. OOmiee uymcio
PECNOH/ICHTOB B 3TUX peruoHax coctaBmwio 122527891 wyenoBek, U3 KOTOPBIX
107064 (0,087%) Biaenu A36IKOM JKECTOB, UYTO MCHbIIE Ha 13464 yenoBeka, YeM B
o01miemM UToroBoM otdete. B o6iiem uroroBom otuete ykazansl 120528 HocuTenen
JKeCcTOBOTO si3bika cpeau 138312535 pecionieHTOB, uTO cocTaBiset Te ke 0,087%.
Takum 00pa3oM, MOXHO TMPEANONOXKUTh, 4TO 13464 uyenoBeka, BIANCIOIINX
YKECTOBBIM SI3BIKOM, pacmpenesieHbl 1no cyowbekram Poccuiickoit ®denepanuu c
HEJIOCTYITHBIMU JTaHHBIMU. JI7s KjaccUUKaIMM TOJTYYEHHBIX JaHHBIX MBI
pasleNid TAAla30H 3HAYCHUH KOJIMYECTBA JIIOACH, BIIAJICIOIIUX KECTOBBIM
S3BIKOM, HAa TPU TPYNNbl IO HIKHEMY W BEpXHEMY KBapTWISAM. 3HAauYCHUS
JIOCTOBEPHO HUXE 25-TO MPOLECHTUIIS (HUKHUN KBAPTHIIb) CUUTAIIUCH «HU3KUMUY;
3HAUCHUS C JOBEPUTCIHHBIMU HHTEPBAIAMH MEXKIy HIDKHUM W BEPXHUM
KBapTWISIMU CUUTAINCh «CPEAHUMU»; a 3HAUYCHHS, 3HAUUTEILHO MPEBBIIIAIOIINE

75-1 IPOTIEHTUIIb (BEpXHUN KBAPTUIIh), CAUTAIUCH «BBICOKUMI.
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2.3 AHaau3npyemble BbIOOPKHU

VY ryxux moae, coctodammx B SKyTCKOM oTaeneHun Bcepoccuiickoro
oOmiecTBa riayxux (r. SIKyTcK), ¢ MOMOIIBIO CYPIONEPEBOTUMKOB OBIJIO MPOBEICHO
CTHEIMATU3UPOBAHHOE AaHKETUPOBAHUE, HANpPaBICHHOE Ha BBIICHEHHE OpadyHOTro
cTaTyca, COCTOSIHUS Cilyxa OpayHOro mapTHepa, 4ucia JeTell Kak y caMHX
PECIOH/ICHTOB, TaK U y UX POAHBIX OpaTtheB U cectép (maiee — cubcoB). [loTeps
cliyXa y TOAABJISIONIETO OOJBIIMHCTBA PECIOHACHTOB ObLIa BPOXKIACHHAS WITU
BO3HMKJA B JopedeBoM mnepuoae, 92% (112 uz 121 coobmmBiimx) oOy4anoch B
HIKOJIE IS TIYXHX WM CIa0OCIHBIIIAIINX, BCE OMPOIICHHBIE BIIAJEIN >KECTOBBIM
A3bIKOM. B pe3ynpTaTe aHKeTUpOBaHMs ObLITU CPOPMUPOBAHBI BBIOOPKHU, COCTOSIIIINE
U3 NpOoOAHJOB C HApPYIIEHUSAMHU ClIyXa M UX CHOCOB C HOPMAJbHBIM CIIyXOM
(koHTpONBbHAs BbIOOpKa). BpIOOpKa INIyXuX HHIAMBUAYYMOB cocTosuia u3 167
yesioBek (83 xeHIMHbl U 84 My»X4uHBI) B Bo3pacTe OT 35 nmo 67 ner (cpeaHwuii
Bo3pacT 46,7+7,9 net). Bo3pactHas rpanunia B 35 neT, BoIOpaHHas 10 aHAJIOTHH C
paboroit (Blanton et al.,, 2010), npuGmmxkerna K BO3pacTy 3aBEPIICHUS
PENpOAYKTUBHOTO NEpHOAa. DTHUYECKUN COCTAaB BBIOOPKU TIIyXUX: SIKYThl — /6
yenoBek (45,5%), pycckue — 20 yenoBek (12%) u ocTanbHble (MHAUBUIYYMBI
CMEIIIaHHOW THUYECKON NMPUHAAJIEKHOCTH, a TAaK)KE €IMHUYHBIE NPEICTaBUTENIN
JIpYrux HanmoHanbHOCTEN) — 71 yenoBek (42,5%). B KOHTpoIJIbHYIO BEIOOPKY OBLI
BKIIOUEH 271 yenosek (122 sxeHiuHbl 1 149 myxuun) crapiie 35 ger. DTHUYeCKUui
COCTaB KOHTPOJILHOM TPyMIIbL: IKYTHI - 177 uenoBek (65,3%), pycckue - 26 yenoBex

(9,6%), ocranbHbIC - 68 yenoBek (25,1%).

2.4 MoJieKkyJISIpHO-TeHEeTHYEeCKUI aHAIu3

Boiaesienne renomuoi JTHK

st Beigenennst reHomHor JIHK wccmemyempix ObuT oCyIiecTBiIeH 3a00p
BEHO3HOW KPOBHM M3 JIOKTEBOW BEHBI B OJIHOPA30BbIC IUIACTHKOBBIE MPOOUPKHU C
anturoaryiasarom (0,5 M DJITA, B cootHomenun 1:10) wnu B BakyyMHbIE

poOupKku (BakyTeWHEpHI) ¢ MHPOPMUPOBAHHOTO corjacusi Ha oOcnenoBaHue (Y
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neTel - mocie nHGOPMUPOBAHHOTO COTJIACHS POIUTENICH UITH OTICKYHOB). | eHOMHas
JIHK BbIieIeHa MeTO10M (heHoI-XIopodopmHoit skcTpakiuu (Mathew, 1984).

Koan4yecTBeHHBIN 1 KayecTBeHHbIH aHaaun3 JIHK

KonuyectBeHHOE M KadecTBeHHoe omnpeneneHue oOpasuo  JIHK,
BBIICJICHHBIX (DEHOI-XTOPOOPMHBIM METOJIOM, OBUIO MPOBEACHO C IMOMOIIbIO
criekrpodoTomerpa NanoDrop 1000 (Thermo Scientific, CIIIA). OueHky YuCTOTHI
obopasnioB JIHK, cBoGomubix ot PHK, u3mepsuin mo onTHYECKOW TIJIOTHOCTH
pactBopa npu utnHaX BOJH 260 HM u 280 HM [OD260/OD2go]. [iist uucThIX Mpoo
JIHK cootHOmenune A260/280 paBusiioch 3HayeHuto 1,8 - 2,0.

IMosumepasnas uennas peakuus (III[P-ananu3s)

Awmriudukaiuto Becex uccienyemoix pparmento JJHK npoBoaumu Mmetogom
[P wa nmporpammupyemom tepmormkiepe 1100 (Bio-Rad, CIIIA). Pa3znenenue
npoayktoB [I[P mpoBoaunu B 37eKTpoQOpe3HBIX KaMepax B arapo3HoM U
MOJIMAKPUIIAMUTHOM TeJISIX, B PA3IMYHBIX KOHIEeHTparusax. CocTtaB peakimoHHON
cmecu: 0,8 Mmxn renomHon JIHK, cooTBeTcTByOlllEE KOJUYECTBO KaXKIOTO
OJIMrOHyKJIeoTHAa, 125 MKM ne3okcunykieosuarpudocdaros, 12,5 mxm 1%
(omHOKpaTHOTO) Oydepa mis [P ciaemyromero cocraBa: 67 mM Tris- HCI, pH 8,8,
6,7 mM MgCI2, 16,6 Mm (NH,4),SO4, 0,01% Tween-20. K nony4deHHo#t cmecu
no6asisy S eguHuUIl TepmoduiabHoi JJHK-mommmepassl. Y cnosus ammdukanuu

npuBeIeHbI B TabuIe 1.

Taoauna 1. Ycaosus TP

DparMeHT
Oran del(GJB6- del(GJB6-
Jczon 1 Jic30m 2 D13(81830) D1£(9>81854

HauanbHas nenaTypauus 94°C -5’ 94°C -5’ 94°C -5’ 94°C -5’
Jlenarypanus 94°C —45" | 94°C—45"" | 94°C—-45" | 94°C-45"
OTxur npaiiMepoB 64°C—-45" | 68°C—-45" | 64°C—-45" | 68°C—-45"
DnoHranus 72°C—45" | 72°C—-45"" | 72°C—-45" | 72°C—-45"
KonmgectBo nukion 28 29 28 29
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Mouck myraumi

Ammumndukanuio gparmenToB rena GJB2, Bkmouaronmx 3k30H 1 u1 5k30H 2
rena GJB2 ¢ dmankupyronmuMu obmactaMu, mpoBoawiu ¢ nomompbio TIHP ¢
WCITOJIb30BAaHUEM OJINTOHYKJICOTUAHBIX TIPAMMEPOB, TIPEICTABICHHBIX B TAOIHUIIE 2.
Ananuz npoaykroB I[P mpoBomunu  anektpodope3om  (MCHOJIB30BAIU
rOpU30OHTaJIbHBIE AJIeKTpodopesHble kamepbl 15 x 15 cm) B 4%-HOM arapo3HoM
rene. Busyanuzamuio renmeit mocne 3nekTpodopesa MpOBOAUIM C TMOMOIIBIO
CHCTEMBI I'elib-BuacookyMenTanuu Molecular Imager Gel Doc XR («Bio-Rady,
CIIA). AmMmmudunmpoBaHHbie (parMeHThl ouMIanu oT KommoHneHToB [IIIP Ha
MarHuTHbIX yactuax AMPure XP u nmpoBoaunu peakium CEKBEHUPOBAHUS II0
Courepy ¢ ucnonb3oBanueM BigDye® Terminator v3.1 Cycle Sequencing Kit
(Applied Biosystems, CIIIA). HeskmtouuBimecs ¢uroopecuentaoeie BigDye
TEPMUHATOPHI YA TPU TOMOIIM Telb-PUIbTpAllUd Yepe3 KOJIOHKY C
copoentom Sephadex G-50 DNA grade (GE Healthcare, TI'epmanus).
CexBennpoBanue ¢pparmeHToB reHa GJB2 nmpoBoauiay Ha aBTOMAaTHYECKOM T€HHOM
ananmusatope ABI Prism 3130XL (Applied Biosystems, CIIIA).
JIJ1s aHanmM3a CeKBEHOTPaMM HCITOJIb30BaNIM IporpaMmbl Sequence analysis v.5.4 u
Chromas v.2.0. ITouck HYKJICOTHIHBIX M3MEHEHHH B IOCJIECIOBATEIBHOCTH TI'CHA
GJB2 mnpoBoawiM, CpaBHUBas TOJYyYEHHBIE CEKBEHOTPAMMBI HCCIEIYEeMbIX
dparmenToB JIHK ¢ pedeperncasiMu mocnemoBarensHoCcTIMU TeHa GJB2
chrl13(GRCh38.p13): NC_000013.11.

Cxpununr aesenuii del(GJB6-D13S1830) u del(GJIB6-D1351854)

CxkpunuHr npoTspkeHHbIX genermii 309 kb u 232 kb - del(GJB6-D13S1830)
u del(GJB6-D13S1854) Obu1  BBINOJHEH C  KCIOJB30BAaHHEM  JIBYX
nocnenoBarenbubix [ILP, oxBaTeiBarOmMX pailoH J€Neuid, C [OMOIIBIO
OJIMTOHYKJICOTHIHBIX TpaiMepoB MO3BOJSIONIMX BBIABIATH breakpoints-junction

¢dparmentsl mmHOM 460 H 1 564 1H, cooTBeTcTBeHHO (Tabwuia 2).
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Ta6nmuma 2.  TlocnenoBaTenbHOCTh  OJMTOHYKJICOTHAHBIX  MPaMEpOB,
ucnons3oBaHubix i [IP-ammmdukanuu  ¢parmentoB rteHa GJB2 wu
MPOTSHKEHHBIX JISJICINI 3aXBaThIBatoX objacth rena GJB6.

ITocaenoBaTeIbHOCTE OJTUTOHYKIIE Pa3Mep
®parmeHT a . YITCOTHIHBIX ¢dparmenra Ccpuika
npaiimepos (5' - 3') (1)
GJB2 F-CCGGGAAGCTCTGAGGAC 363 Sirmaci et al.,
Oxson 1 | R-GCAACCGCTCTGGGTCTC 2006
GIB2 | F-TCTTTTCCAGAGCAAACCGC ag | herehetal,
Oxson 2 | R-TCTAACAACTGGGCAATGC stal 1998y
del(GJB6- (GIB6 - IR-TTTAGGGCATGATTGGGGTGATTT
D1351830) [BKR - 1-CACCATGCGTAGCCTTAACCATTTT 40| ) Castillo et
del(GJB6- |DeIBKI-TCATAGTGAAGAACTCGATGCTGTTT] al., 2005
D1351854) [DelBK2-CAGCGGCTACCCTAGTTGTGGT 564

2.5 Pacuyer penpoayKTHBHBIX IAPAMETPOB M AaHAJIHU3 OPAYHOH CTPYKTYPHI
Nudopmanus o konuyecTBe aeteit Oblia goctynHa as 121 royxoro u ajs
271 uHIUBHAYyMa W3 KOHTPOJIbHOW BBIOOPKH (HOPMAJIBHO CIIBIIIAIINUE CHOCHI).
OtHocuTesbHas m1oaoBuTOCTh (relative fertility) Beibopku riiyXxux HHIAMBHIYYMOB,
no aHayioruu ¢ padoramu (Blanton et al., 2010; Tekin et al., 2010), onpenensiach
OTHOILIEHHEM CPEIHEro 4uciia JIETe B TPYIE FIyXUX WHIAUBUAYYMOB K 3TOMY
MOKAa3aTeNlI0 B KOHTPOJIBHOW IpynIie (CIbIIIAKUE CUOCH TIIyXUX WHIUBUIYYMOB),
HE3aBUCUMO OT HAJIMYHUS WM OTCYTCTBHUSl Y WHIAUBUIYYMOB OpayHOTO MapTHEpa
W/WJY IeTel Ha MOMEHT MCCIIEOBaHUS B TOU U Ipyroit rpyrre. CpeaHue 3HaueHus
BO BCEX TIpYyIIaxX CpPaBHEHUS MPUMEPHO OBLIM pPaBHbI MOJE U MEAHaHe, 4YTO
CBUJIETEIBCTBYET 00 UX HOPMAJIBHOM pacripezesieHuu. JJOCTOBEpHOCTh pa3iuyuuit
CPEIHETo YKcia AeTel Mex Ay BHIOOpKaAMU TITyXUX UHJIUBUAYYMOB U UX CIBIIIAIIAX
CUOCOB OIIEHMBAJach IMapHBIM [-KpUTEepUeM JJii HE3aBUCHUMBIX BBIOOPOK C
nomotneio «STATISTICA v. 13.3.0» (StatSoft Inc, CIIA). CraTucTUYecKu
3HAYMMBIMU cuuTaau pazauyus mpu p < 0,05.
Jlist aHanm3a CTPYKTYphl OpakoB TIIyXHX JItoAe nHGOopMaIus Oblia TOCTYIHA JJIs
105 OpakoB (YYHUTHIBAINCH TAaKXKe MOBTOPHBIC Opaku). UHIWBHIYyMBl CUNTATUCH
COCTOSIIUMU B Opake Mpu HAJIMYMUK 3apErUCTPUPOBAHHOTO Opaka W/Wiv TpH

HaJIMYUK OO0IMX jaeTei. AccopTtaTuBHbIM Opakom (AbB) cuutancs Opak, B KOTOpom
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o0a Opaunbix mapTHEpa Obun Tiyxwe. HexommiemeHTapubeiM cuutaiiu Ab B
KOTOPOM BC€ JIETH ObUIU TIIyXUMH, & KOMIUIEMEHTAPHBIM - B KOTOPOM XOT$ Obl OJIMH

peOeHOK OBbLT CJIBIIAIIIM.

2.6 Pa3padoTka KOMIBLIOTEPHOH MO/Ie/IH

JIJIsl OLIEHKH pacrpoCTPAHEHHOCTH BPOXKIECHHOW ayTOCOMHO-PEIIECCUBHOM
MOTEPH CllyXa B YCIOBUAX OCHabNeHUs WIM OTCYTCTBHUS JaBlIeHUs OTOOpa Ha
IIIyXOTy MBI pa3padoTalid areHTHyl0 MOJellb, HMUTHUPYIOIIYIO JAHHAMUKY
nonyisiiiui. Hamu ObLT MCHONB30BaH sI3bIK mporpammupoBanust C++ U cpena
pazpadotku Microsoft Visual Studio 2019. KirodeBbIM 3JI€MEHTOM MOJEIU
SBJIETCS CTICHTPATU30BAHHBIN areHT, KOTOPBIN MpeACTaBIsIeT COO0N UHIIMBHIA C
3aIaHHBIM QJITOPUTMOM TOBEJICHUSI, 3aBUCSIIUM OT ero (peHoruna u «¢hakTopoB
OKpyxaromen cpenb». Cpelod Mg OTAEIbHOTO areHTa SIBISETCS OIS,
COCTOSIIAsl U3 JIPYTUX areHTOB. ATEHTHl HE MMEIOT BO3pPACTa U <OKUBYT» TOJIBKO
onHo nokojieHue (1 nokonenue = 20 net). [lokoneHus B MOIENIN HE MEPECEKAIOTCHL.
B kax1oM 1mokoseHuu (IIMKJI€) OCHOBHOM aJlfOPUTM 3aIlyCKaeT MpoIecchl moaoopa
OpauHbBIX MAPTHEPOB JJI areHTOB Ha OCHOBE (heHOTUMA (TIIyXOM / CIBIIIANIUH,
3HAHHE S3bIKA KECTOB) U POXKIICHUS JETEH B 3aBUCUMOCTH OT T€HOTHUIIOB POAUTENICH
(PucyHnok 4).

JI71s1t makeTHOM pabOThI MPOTPAMMBI U CTATUCTUYECKOM 00paOOTKH BBIXOAHBIX
JTAHHBIX MBI pa3paboTaiv CIyKEOHBIM CKPHUIIT, KOTOPBIM YIPaBIsSeT KOJIMUYECTBOM
3allyCKOB MpPOrpamMMbl, 3aJaeT HayajdbHbIE MapaMeTpPbl MOJEIU, BBINOIHSICT
CTaTUCTUYECKHUE pacueThl U popMupyeT rpad)uKu COrIacHO JaHHBIM, BbIJIaBaEMbIMU
Mozaenbto. CKpuUNT HamucaH Ha sA3bIke TporpammupoBanus Python ¢

UCIoJb30BaHueM OubanoTek pandas u matplotlib.
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CBoWcTBa areHTa

y « [lon
N =BpeMsi MOLENMPOBaHUS (B NOKOMNEHMUSIX) + renHoTun (AA Ag, ag;
PacnpepgeneHue areHToB (male/female) a — naToreHHbIN anneb)
T « eHoTun (rNyxou unm Her)
v *  A3bIK XXECTOB
Hosoe nokonexune * socialP
(Bpemsa utepauun mogenu — 20 ner)

l <3<

BbiGop OpauHbIX NapTHEPOB OLeHKa; =
fi(deroTun, s3bik xecTos, socialP)
l —igpafc napTHepos ij Korga
LeHKa; MaKCUManbHas.

Co3paHue areHToB - NOTOMKOB

Yucso0 areHToB NOTOMKOB U UX
* CBOMCTBA 3aBUCAT OT p€HOTHUNOB 1

PerncTtpauusa gaHHbIX O NONyNAUUN reHoTnnoB napTHepos
YnaneHune poanTeNbCKUX areHToB
AreHTbl NOTOMKMW CTaHOBATCA
I'lOI'I)’J'IFlLlHEl‘;l HOBOIO NOKOJIEHUA

NocneaHee
NnoKoneHune?

Pucynok 4. biiok-cxeMa OCHOBHOIO IMKJIAa mporpammbl. Ha HadanbHOM 3Tane
CO3/Ia€TCSl TOMYJIALMS areHTOB (MHAWBUIIOB) B COOTBETCTBUU C 3aJaHHBIMU
IOJIb30BaTeNeM napamerpaMu. [lomynsuus Cleayromero MoKOJEHHUS COCTOUT M3
MMOTOMKOB areHTOB MPEIBIAYIIETO MOKOIEHUS.
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2.6.1 Anroputm nporpaMmsI

Nuannuanu3anus

Ha nepBoii xe urepauuu IpOUCXOAUT I'€HEepalus HAYAIBHOW MOMYJISALUH.
Cozparorcst MaccuBbl “men” W ‘“women”, KOTOpPbBIE 3alOJHSIOTCS areHTaMH
COrJacHO  3aJIJaHHOMY  KOJHMYECTBY MY)KUYMH M SKEHUIMH  (MapaMeTpsl
INIT POP SIZE Mwu INIT POP SIZE W). 31ech, IpU I€HEPAMU KaXI0IO
areHra, IPOMUCXOIUT OIIPENEIICHUE TIE€HOTUIIA C HCIOJIBL30BAHUEM IIAPAaMETPOB
alleleFatherualleleMother, KOTOpble MOTYT IpUHUMATH 3HaUCHUS O MK
1, rne 1 — periecCUBHBIN MYTaHTHBIN alljieNb (aIeNb IIYyX0Thl), a 0 — JOMUHAHTHBIN
HOpManbHbIN ayuienb. [lepBeiit amiens (alleleFather), B CBOIO oOYepelb,
ONpEENSIETCs CIEAYIOIUM 00pa3oM: €CiM CIIy4allHO€ YHCIIO U3 PaBHOMEPHOIO
pacunpeneneHns or O mo 1 MeHbIIe 33aJaHHOTO HAaMH  3HA4YEHUSA
DEAF ALLELE RATIO, TO 3HadeHue mapaMmerpa alleleFather Oymer l.
3HaueHne BToporo mapamerpa (alleleMother) Oyaer paBHo 1, eciu
CIIPaBEUIMBO YCJIOBHE, UTO alleleFather = 1 W ciy4allHO BBINABIIEE U3
paBHOMEpHOrO pactpeneneHus ot 0 1o 1 4uciio MeHbple WM PaBHO 33JaHHOMY
HaMm¥ 3Ha4yeHur0 DEAF HOMOZYGOTES. B nporuBHOM ciiydae alleleMother
oyznet 0. [lepedyenp mapaMeTpoB areHTa M MapaMeTpbl MOJENH, YCTAHABINBAEMbIE
[0JIb30BaTENEM, IIPUBEAEHBI B Ta0nu1ax 3 u 4, COOTBETCTBEHHO.

Jlng ompeneneHuss (eHOTUNA IO TIYyXOTE€ HOBOIO areHTa Ompenesercs
CyMMa 3Ha4yeHHM mapaMeTpoB alleleFather m alleleMother u ecnu oHa
Oonblie 1, TO MBI CUUTaEM, YTO areHT riyxoi (mapamerpy i sDea f npucBanBaercs
3HauY€HUE true), B NPOTUBHOM CIIy4yae areHT CYMTAETCs CIbIIAIINUM (apameTpy
isDeaf npucBamBaeTcs 3HaueHHe false). 3aTem ompenensercs, OyaeT U y
areHTa TpuoOpeTeHHas (HEHACJICACTBEHHAs) TJIyXOTa AaHAJOTUYHO 3aaHHUI0
NpEAbIAYIIMX I[apaMEeTpPOB - €CIH CIyYalhHOE€ YHMCIO M3 PAaBHOMEPHOIO
pacpeneneHus, MEHBIIIE 3aJaHHOTO HaMU 3HA4YCHUS rnapamMerpa

SPONTANEOUS DEAF, TO areHT OyJAeT IIyXUM, HE3aBUCUMO OT T'€HOTHIIA.
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Ta6auna 3. Habop mapameTpoB areHTa B MOJIEIH.

ITapametp Jlnana3oH 3Ha4eHUI Onucanue
1 | mGenome {0, 1} (1 — peueccuBHBIH | Aienb,  yHAcJACIOBaHHBI  OT
ajenb, 0 -TOMUHAHTHBIN) | MaTepu
2 | £Genome {0, 1} (1 — peueccuBHBIi | AJIeNb, YHACICIOBAHHBINA OT OTIIA
ajenb, 0 -TOMUHAHTHBIN)
3 | isDeaf true/false Hamnume ryxoTel y  areHTa
(true=rmyxoit)
4 | knowsSignLanguage | true/false Bnanenue »xeCcTOBBIM SI3BIKOM
5 | socialPosition 0<x<1, xeR HwxHuil mopor cymMmbl 3Ha4eHHI
napaMeTpoB IIPpH BBEIOOpE MapTHEpa
6 | fatherID Wnentuduxarop oTia areHra
7 | motherID WnentudukaTop MaTepu areHTa

Taoauua 4. [lapameTpsl MOJENHN, YCTAHABINBAEMBIEC ITOJIH30BATEIEM.

[Tapamerp Huamnazon Ornucanue
3HAYEHUN

1 | MAX GENERATIONS 1<x<e~, x€N | KonuuecTBo urepauui

2 INIT POP_SIZE_M 1<x<e, x€N | HauanpHbIil pa3mep NOMYJISIUU MY>KUYUH

3 | INIT_POP_SIZE W 1<x<e~, x€N | HavanpHplii pa3Mep NOMYJIALUUH KCHITUH

4 SPONTANEOUS_DEAF 0<x<1, x€R | [ons areHToB CO CHOHTaHHOM TJYXOTOM IO
HEICHETUYECKUM IIPUYUHAM.

5 | DEAF ALLELE RATIO | 0<x<1, x€R | /lodd MyTaHTHOTO amieias B  HA4YaJbHOU
MONYJIALIUN

6 | DEAF_HOMOZYGOTES 0<x<1, x€R | Jlons IyXxuX B HAYaJbHOU MOMYJISALUH

7 BIRTH RATE_H 0<x<e, x€ENp | CpemHee 4yUCIO JETEH y CIBIIIALIEIO areHTa

8 | BIRTH _RATE D 0<x<=, x€Ng | CpeaHee 4MCIIO JETEH y INIyXOro areHra

9 |BETA A, BETA B x>0 ["panuip! nHTEpBaa OeTa-pacupeneaeHus

10 | SOCIAL _MEAN_H 0<x<1, x€R | Hwxnuii mopor cymMMbl 3Ha4E€HHI ITapaMETPOB IIPU
BbIOOpE MapTHEpA ISl Cibliiaujeco areHTa

11 | SOCIAL VAR H 0<x<1, xER CpenHekBaipaTUYHOE OTKJIOHEHHWE HOPMaJIbHOTO
pacnpenenenus st pacdiera SOCIAL MEAN H
KOHKPETHOI'O CIblilauje20 areHTa

12 | SOCIAL MEAN D 0<x<1, x€R | Hwxnwuii mopor cyMMbl 3Ha4E€HHI TapaMETPOB IIPU
BbIOOpE MapTHEpA ISl 271YX020 areHTa

13 | SOCIAL VAR D 0<x<1, x€R | CpeaHeKBaJApaTUYHOE OTKJIOHEHHE HOPMAJIbHOIO
pactipenenenus ans pacuera SOCIAL MEAN D
KOHKPETHOI'O 2/1yX020 areHTa

14 | WEIGHT_ PHENO_ H 0<x<1, x€ER | 3HAYUMOCTb AJIA CIblUiaUje20 areHTa COBMAJICHUS
110 (PEeHOTUNY C MOTEHIUAIBHBIM apTHEPOM

15 | WEIGHT SIGN H 0<x<1, =xER 3HAYUMOCTh IS Cablilaujec0 areHTa HaIMYHs
YKECTOBOTI'0 s13bIKa Yy MOTEHIIUAJIILHOI'O IapTHEpa

16 | WEIGHT_ PHENO_D 0<x<1, x€ER | 3HAYUMOCTb Ul 271yX020 areHTa COBIAJAEHUS IO
(deHoTHIy C MOTEHIIMAIBLHBIM TAPTHEPOM

17 | WEIGHT_SIGN_D 0<x<1, x€R | 3HAUUMOCTb JUI1 27IYX020 areHTa HaJIu4us

KECTOBOI'O SA3bIKA Y MOTCHIWAJIBHOI'O IMapTHEPA
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Jlanee ompenenseM 3HauyeHWE napaMmeTpa socialPosition areHra,
KOTOpOE SBJISIETCS MUHUMAJIHLHO HEOOXOIMMOW CYMMON 3HAYEHUH OICHUBAEMBIX
napamMeTpoB apTHEpa JIJIsi BO3MOXKHOCTHU BCTYILUIEHUS B Opak. 3HaueHue nmapaMmerpa
socialPosition 3amaercs Kak CIydalHO€ 3HAY€HUE W3 HOPMAJIBHOTO
pacnpeeneHus CO CpeIHUM 3HaUYCHUEM paBHOMY napaMeTpy SOCIAL MEAN Dwu
CTaHJIAPTHBIM OTKJIOHEHHEM paBHOMY SOCIAL VAR D B ciy4dae, €CIM arcHT
IJIyXOou. EcCiu are’T CIiblalinii, TO CpeIHEE U CTaHAAPTHOE OTKIOHEHUE PaBHBI
SOCIAL MEAN Hu SOCIAL VAR H, COOTBETCTBEHHO. byner mu areHT Baaaersb
JKECTOBBIM SI3BIKOM — OIIPEIEIACTCSA CIIyYalHbIM 3HAYEHHEM K3 PAaBHOMEPHOIO
pacnpenenenus, eciiv oHo oyaet Menblie 0,5.

[Tocne co3maHusg MNONMYJNSIUUM  3alyCKAaeTCsl OCHOBHOM  MPOLECC —
dopMupoBaHue mnap u poxiaeHue jaeredd. s MoaenupoBaHus Ipolecca
BCTYIUICHHSI areHTOB B Opak QopMupyercs MaTpuia, NepBas CTPOKa KOTOPOH
COOTBETCTBYIOT areHTaM MY>KCKOTO I10J1a, a MEpPBbIi CTONOE areHTaMm >KEHCKOTO

noja (Pucynok 5).
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Pucynok 5. CxemMa B3aMMHOr0O OLICHMBAHUS areHTOB B MOJENM MPU HAIUYUU
coobuiecTBa Iyxux Beigenenue 3eneHbIM MpUPTOM — Opak, 3eJeHble KIETKH —
NOTEHLMAIbHBIN Opak, OeJble KIETKU — OpaK HEe BOZMOKEH.
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B kaxaon sderike 3TOW MaTpULbl 3alMCaHa TaK HAa3blBa€Masl «OLIEHKa» S,
KOTOpasi BBICTABIISIETCS KaXKJIOM MOTEHIUAIBHOW IMape COTJIaCHO aJIrOpUTMY
B3aMMHOT'O OIICHMBAHUs IMapTHEpOB. Jlagee MHOCTpOYHO I KaKJIOro areHra
MY’KCKOTO TIOJIa BBIOMPAETCS areHT KEHCKOTO T0JIa C HAWBBICIICH «OIICHKOW,
CO3/laeTcsl Mapa, TEeHEePUPYETCS TOTOMCTBO, TIOCJIE€ 4Yero BBIOpAHHBIA areHT
YKEHCKOTO T10J1a CTAHOBUTCSI HEJOCTYITHBIM JIJIS1 JPYTUX KaH/IUIATOB.

AJITOPUTM B3aHMHOT0 OIIeHUBAHUS NMAPTHEPOB /Uil BCTYILUIEHHS B Opak

Ha nepBoM mrare npoucxoauT npoBepKa, He SBJISIOTCS JIM KaHIU1aThl OpaToM
u cectpou. [nsg 3TOro cpaBHHBAIOTCS 3HaudeHHs napameTpoB fatherID wu
motherID KaxA0ro KaHAuaaTa COOTBETCTBEHHO U B CJIy4ae COBITQJICHUS XOTS OBl
M0 OJJHOMY M3 HUX, pacueT B3aUMHOM OILIEHKH HE TPOU3BOJUTCSA U CO3/JaHUE TaKOU
mapbl CTAHOBHUTCS HEBO3MOXKHBIM. EcCiIM KaHAMAAaThl HE SBISIIOTCS OpaToM U
CECTpOM, TO JlaJie€ HAUMHAETCS PacyeT OLICHKU S COTJIACHO CJIEAYIOIIUM MpaBUIaM
(YpaBuenue 1):
1. Ecnu xannupatel coBmagaroT mo ¢deHotuny (oba criplmamuye uim o06a
TIIyXHE), TO:
1.1. B cayuae, ecnim o0a KaHIujaTa CIbIIIANIME, K OICHKE S J00aBISIOTCS
3HAQ4eHUs mNapaMeTpoB WEIGHT PHENO H oOoux kaHaupgatoB (T.e. 2%
WEIGHT PHENO H).
1.2. B cuyuae, ecniu 00a kaHauaaTa TIIyXHe, K OLIEHKEe S 100aBIseTCs 3HAUCHHE
2* WEIGHT PHENO D. Taxkxke B cymMMy S goOaBisieTcs 3HadyeHHE
WEIGHT SIGN D, eclM OJAMH H3 KaHAWJIATOB 3HACT )KECTOBBIM SI3BIK, U
2*WEIGHT SIGN D, eciau 00a KaHIUIaTa 3HAIOT XKECTOBbIM SA3bIK.
2. Ecnu kangupatel pasnuuaroTcs mo ¢GeHoTury (OAuH TJIyXOoH, Ipyrou
CIBINIANINI), TO K OIIEHKe S n00aBUTCA TOJNBKO cymma (WEIGHT SIGN H +

WEIGHT SIGN D) B cityyae, ecii 00a KaHIu1aTa 3HAIOT KECTOBBIH S3bIK.
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Sij(My)K‘{I/IHai,)KEHH.lI/IHa]-) =
2 X weight_Pheno_H, ecnu My>41Ha;. QEHOTUI = XEHILIMHA ;. EHOTUIl = JIOKb
f 2 X weight_Pheno_D, ecnu My»4nHa;. EHOTHUI = >KEHIIUHA ;. QEHOTHI = UCTHUHA
= { 2 X (weight_Pheno_D + weight_Sign_D), ec/in My»4YnHa;. QeHOTHI = >KeHIIWHA ;. QeHOTHUI = HCTHHA U A3BIK )KECTOB = MCTHHA

l weightppeno, + wWeightsign,, if (ecnu MY’KYMHA;. QEHOTHI | = KEHIMHA;. c]>eHOTun) 1y 060UX SI3bIK )KECTOB = HCTHHA
0, B Apyrux ciayvasx

(1)

Ilocne TOro, Kak OLEHKa S PACCUATAaHA, MBI CPaBHHUBAEM €€ C CyMMOW
3HauYeHUH socialPosition, MOAyYEeHHOR OT Kaxxaoro kanauaara (YpaBHEHUE
2). U ecnu o1ieHKa S MpeBbIIIaeT CyMMY TIOPOTOB socialPosition, To JaHHOH
nape KaHJIuJaTOB B COOTBETCTBYIOIIYIO SUEMKY MaTpPHUIbl 3alIUCHIBAECTCA 3HAUYEHUE

S.
Mij =

S(Myxcqm-xai, )KeHLLU/IHaj), ecsu S(Mqum-xai, >KeHI.L[I/IHaj) > max(min(MyxchHai. socialP, »xeHImuHa;. socialP))
0, B Ipyrux ciyyasx

(2)

Hauunas co 2-oi urepanuu, HoOBas MOMYJISALINS COCTOUT UCKIIOUYUTEIBHO U3
ITIOTOMKOB OT MpEABbIAyIIEN UTEpauu. Bece mapameTpsl areHTa, ONMCAHHBIE BBILIE,
ONPENENSIOTCA UHBIM CIIOCOOOM, ONMKMCAHHBIM B Pa3fielie — «aJIrOpPUTM T'€Hepaluuu
ITIOTOMCTBA».

AJITOPUTM reHepauuu MoTOMCTBA

Eciu Opak wmexny KaHauaaTaMd COCTOSUICS, TO HAYMHAETCS IMPOIIECC
reHepanuu noromMctBa. (CHauana ompenensercss TUI Tapbl Ha OCHOBaHUU
¢dbenotunos naptaepoB (DD, DH unu HH, rne D - rinyxoit, H - cnprimanuit). J{ns
nmap tuna HH B pganpHeMmmx pacyerax MCIONB3YETCs 3HAYCHUE IapaMmerpa
BIRTH RATE H, mug nmap tuna DD u DH ucnons3yerca 3HadeHue napamerpa
BIRTH RATE D. Jlanee onpenenseTcs YUCIo AETEN B TEKYIIEH ape ¢ IOMOLILIO
OeTa-pacnpenesieHds ¢ mapameTpamu BE TA A, BETA B, 3Ha4YCHHUE KOTOPOIo
KOpPpEeKTUpYyeTCs coryiacHo nmapamerpam BIRTH RATE D wnmm BIRTH RATE H

B 3aBUCHUMOCTH OT THIIA 6pa1<a. Ha ocnoBanumn CTCHCPHUPOBAHHOI'O YHUCJIa IIOTOMKOB



47
CO3/Ia€TCSI COOTBETCTBYIOIIEE YMCIO HOBBIX areHTOB, KOTOPbIE PABHOBEPOSTHO
MOTYT OBITh IPEACTABUTEIISIMU MY>KCKOT'O HJIH KEHCKOTO OJIa.

['eHoTun HOBOro areHTa (OPMHUPYETCS HA OCHOBAHUM T'€HOTHUIIOB OTLA U
MaTepu U XpaHUTCS B TapaMeTpax mGenome (aJijieab, yHACIEOBAHHbBINA OT MaTEPH)
u fGenome (amnenb, yHaclaeJAOBaHHBIA OT OTIA). ATreHT OyAeT TIyXuM IO
TEHETUYECKUM MTPUYMHAM TOJIBKO B CITydae, eciid 00a ajjiessl B TEHOTUIIE SBJISIIOTCS
pELeCCUBHBIMU, B 3TO cliydyae napamerp isDeaf Oyner UMeTh 3Haue€HHE Lrue.
Byzner nu rmyxoTa areHta npruoOpeTeHHOW ONpeeseTcsl aHAJIOTMYHBIM 00pa3oM,
KaK OMNHUCHIBAJIOCH BBIINIE B ciaydae (HOPMUPOBAHMS HAYAIBHOW MOMYJISIUU.
[Tapamerp knowsSignLanguage (3HaHUE KECTOBOTO fA3bIKA) OIMpEAEIsIeTCS Ha
OCHOBAHUW CEMEHWHOW CHUTYallMd - €CIIH B CEMbE XOTh OJWH TJIIyXOW POIUTEIIb
BJIAJICET >KECTOBBIM SI3BIKOM, TO BCE JIE€TH ABTOMATUYECKU OyIyT UM BIAJCTh.
[TapameTp socialPosition ompenensercss Kak cpeaHee apudMeTuyeckoe
nmapamMeTpoB socialPosition poauTeneil ¢ NONPAaBKOM HAa HEKOTOPYIO
HOPMAJIbHO pacIpe/iefieHHyI0 BenuuuHy. B pesynbrare paboThl mporpamma
dbopmupyeT TabIauIly CO 3HAUCHUSIMU UHTEPECYIONIHNX MTapaMeTPOB MO MOKOJICHUSIM.

MopaenupoBanue

MBI IpOBEJIM YKCICHHBIE YKCIEPUMEHTHI C TPEeMs pa3IMuHbIMH HabopamMu
KOMOUWHAIIMN HavaJbHBIX MapaMeTpoB momysiiuu mojaenu (Tabmuma 5). B mepBom
CUEHApUU areHThl (MHAMBUJIbLI) HE 3HAIM $3bIKa YKECTOB U HE CYIIECTBOBAJIO
coobmiecTBa riyxux (nmapamerpsl sign_lang d=0; deaf community model =0). Bo
BTOPOM CIICHApUU TIIyXUE JIIOJU HCIIONb30BAIM S3bIK JKECTOB W 00pazoBasin
cooOmectBo (sign_lang d = 1; deaf community model = 1). B tpeTheM cuieHapuu
BCE€ areHThl ObUIM (DEHOTUNMUYECKU CJIBIIIANIMMUA HE3aBUCUMO OT UX T€HOTHINA
(sign_lang d = 1; sign lang h = 1; deaf community model = 0), npencrapss
MOMYJISIIIUI0O C TIOJIHOCTBIO CIIydalHbIM BbIOOpoM mapTHepa. [lapamerpsl miis
KKJIOTO CIICHApHUsl MpEJCTaBiIeHbI B Tabmwuie 5. [ momydeHus HOCTOBEPHBIX
CTATUCTUYCCKUX JaHHBIX MOJCIMPOBAHKME KaXI0ro crieHapus nposoauiock 1000

pa3. Cratuctuueckass o00paboTKa MPOBOJAMIACH IyTeM BbluMcieHus 99%



48

JIOBEPHUTEIBHBIX HWHTEPBAIOB Uil Kaxkmoro HaOopa 3Hadenmid (n = 1000)
IIEPEMEHHBIX, TTOJIYYEHHBIX IIPOTrPaMMOM.
Taﬁ.m/lua 5. 3HaUeHUA INEPEMCHHBIX JISI  pPa3/IMYHBIX  CHCHAPHCB
MOACIUPOBAHUA.
3HaueHus MO0 CHEHApUIM

No [Tapametp Cuenapuii 1 Cuenapuii 2| Cuenapuii 3| Bepudukarn BCI;JP}II‘PHI’;KaU

«OT60p» «OSJIB.@HCHH «OTCYTCTBH|S 110 JAHHBIM AHHBIM

bIii 0TOOpY» | € oTOopay» CIIIA
SAxyrun
1 generations 21 21 21 20; 7
2 init pop men 100000 100000 100000 100000; 115000
3 |init pop women 100000 100000 100000 100000; | 115000
4 candidate pairs mean| 150 150 150 50; 50
5 |candidate pairs var |0 0 0 15; 15
6 beta ad 300.0f 300.0f 300.0f 100.0£; 100.0f
7 beta bd 700.0f 700.0f 700.0f 100.0%; 100.0f
8 |spontaneous deaf 0.0025f | 0.0025f | 0.0025f | 0.00f; 0.00f
9 deaf homozygotes 0.0025f | 0.0025f | 0.0025f | 0.0002f£; | 0.00f
10 |hear homozygotes 0.8975f | 0.8975f | 0.8975f |0.9715f;|1.0f
11 |birth rate hearing 2.24f 2.24f 2.24f 2.24f%; 2.24
12 |birth rate deaf 1.76f 1.76f 2.24f 2.016f; 2.1
13 |birth rate mixed 1.7f 1.7fF 2.24f | 2.128f; |2.1
14 |beta a 2.0t 2.0f 2.0f 2.0f; 2.0f
15 |beta b 5.0f 5.0f 5.0f 5.0f; 5.0f
16 |social mean h 0.3f 0.3f 0.3f 0.55f; 0.55f
17 |social mean d 0.3f 0.3f 0.3f 0.55fF; 0.55f
18 |social var h 0.0f 0.0f 0.0f 0.0f; 0.0f
19 |social var d 0.0f 0.0f 0.0f 0.0f; 0.0f
9o |"eight_phenotype heal, ,. 0.4f 0.4f 0.6f; 0.6f
ring

21 Vgeight—phemtype—dea 0.0f 0.6f 0.0f 0.3f; 0.3f
22 |weight sign h 0.0f 0.4f 0.4f 0.6f; 0.6f
23 |weight sign d 0.0f 0.4f 0.4f 0.3f; 0.3f
24 |sign lang d 0.0f 1.0f 1.0f 1.0f; 0.0f
25 |sign lang h 0.0f 0.0f 1.0f 0.0f; 0.0f
26 |deaf community model| 0 1 0 1; 0

2.6.2. Banuaamusi u Bepudpukanus MoaeIu

Jns  Banmupanuu  pa3paOOTaHHOM MOJIENIA MBI

IMPOBCJIN  YHUCIICHHBIC

9KCIICPUMCHTHI 110 BOCTIPOU3BCACHUTIO ATMHAMUKN YUCJIICHHOCTH ITOITYJIAIIHUHN AKYTOB

10 apXHBHBIM JaHHBIM H OJaHHBIM COBpCMCHHOﬁ 11(51019005(¢ 51 oe3 yucTa 4aCTOThI

MATOTEHHBIX AJIJIEIe U XapaKTePUCTUK OpavyHbIX COr030B. [10 maHHBIM mepenucu

HacesieHus B 1897 rony umncio sikyToB cocTaBisuio 227384 uenoseka, a B 2010 roay
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- 466492 yenosek. CpegHee YUCIO IETEH y Mapbl areHTOB B MOAETH ObLIO0 2,24, 4TO
COOTBETCTBOBAJIO CPEIHEMY OT 3HAYEHHM 4YHCIa JI€TeH, JOXKHUBIIUX JO
penpoaykTuBHOro Bo3pacta B 1897 roay (2,18 Ha »xenmuny) u B 2010 roay (2,31
Ha JKCHILMHY), COIVIACHO AapXMBHBIM JaHHBIM Iepenuceid HaceneHus. llocne
npucBoeHuUs 3TuX 3HaueHuit (Tabmuua 5) uepes 100 et (MATh TOKOJICHUH ) IPUPOCT
HaceJIeHUsI B MOJIeNId ObUI COMOCTABUM C JAHHBIMHU IEPENUCH 3a TOT e MEepPHO]l
(Pucynok 6). TeHneHmus yBeIWUYCHWsI YHCICHHOCTH HACEICHUS B PE3YJIbTATE
MOJICIUPOBaHUs (YepHAsi MyHKTUPHAS JTMHUS ) COMIOCTaBUMa C (DAKTUYECKUM POCTOM
YHCIICHHOCTH HacelieHust SIKyTUH 110 TaHHBIM Tiepenuceid (cepast CIUIONIHAS JIMHUS)

(PucyHok 6.A).

500000 - 05
[ [ |
450000 - x i(‘CI
> 04+ T ~o
400000 - ,2’ =1 - ~.
0. -~ X : -7 A
350000 tl- i -,
‘IJ’ -~ 03 + . ”
300000 - a” x [ 7
- L - - == Mogenb
250000 { . A X lepenuck HaceneHus 02 1%~
[ | A X [ A Nance et al,, 2000
200000 - L
BMoaens 01 + B Arnos et al., 2008
150000 1 % Fay, 1898
100000 00 F

0 1 2 3 4 5 6 7 8 9 10
NMokoneHusa

2006
2010
2019

Pucynok 6. Bamupnanus u Bepudukauus moaenu A. CpaBHeHUE pe3ysbTaTOB
MOJICJIMPOBAHUSl C apXMBHBIMU JaHHbIMM B SkyTuu. IlokazaHo cooTBeTCTBHE
TPEHA0B U3MEHEHUS YHCIEHHOCTH MOIYJISILIUU B MOJEIH U B IEPEMUCAX HACEICHUS
Axytun ¢ xkoHna XIX Beka. B. ComnocraBiienue pe3ynbTaTOB MOJCTUPOBAHUS C
ucrtoprnueckumu naHHbIMHA B CIIIA. VBenudueHue A0au pelieCCUBHBIX MYTaHTHBIX
rOMO3UTOT B  Mofenu (MyHKTUpHas JIMHHUS) OBLJIO  COMOCTaBUMO  C
OIMyOJIMKOBAaHHBIMHU JIaHHBIMU IO HM3MEHEHUI0 pacnpoctpaHeHHoctn APIT 1A B

CHIA ¢ XIX o XX BB.

Mbl mpoBeNid JAOMOJHUTEIbHBIC BBIUUCIUTEIbHBIC JKCIECPUMEHTHI IS
BepuUKaIMu JaHHBIX, TOJYYEHHBIX NpU MojenupoBanuu. IIpaBusbHas
peanu3amus MexaHn3Ma acCOPTaTUBHBIX OpaKOB Ha OCHOBE S3BIKOBOM rOMOTIaMHUU
(3BIK  JKECTOB) B Hamled Mojenu Obula MOJATBEPXKICHA BOCIPOU3BEICHUEM

pPE3YJIbTATOB MPCALIAYIICTO HCCICAOBAHUA 110 aHAJINM3Y BJIASAHUA SI3LIKOBOM
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TOMOTaMUU Ha PACIPOCTPAHEHHOCTh AyTOCOMHO-PEIIECCHBHON HACIEICTBEHHOM
riryxoTel (DFNB1) B CIIIA (Nance, Kearsey, 2004; Arnos et al., 2008) (PucyHoxk
6.b).

J11st TOrO 4TOOBI y4eCTh COBpEMEHHOE cocTosiHuE Tiyxoro Hacenenus CIIIA,
MOIeIMpOBaHUE ObLIO MPOBEJIEHO C YYETOM JaHHBIX OOIIEHAIMOHAIBHON BEIOOPKHU
POJOCIIOBHBIX TIIYXUX OpaKoB, 3aKJIOUCHHBIX 3a mepuoa Mexay 1803 u 1894
ronamu (Nance, Kearsey, 2004; Arnos et al., 2008; Fay, 1898). Pacuetnas momns
J0JIEN ¢ ayTOCOMHO-PEIIeCCUBHOM noTepei cityxa cpenu rinyxux B CIIA cocraBuiia
0,35 (Nance, Kearsey, 2004) u 0,47 (Arnos et al., 2008), uto B 1,5-2,4 pa3a Bsiie,
yeM B XIX Beke (0,2) (Fay, 1898). Ilapamerpsl Mojenu ObUIM YCTAaHOBJIEHBI B
COOTBETCTBUH C 3asiBICHHBIMU xapakTepuctukamu (Nance, Kearsey, 2004; Arnos et
al., 2008; Fay, 1898), a ucxonHas BCTpeuaeMOCTh TOMO3UTOT MO MyTallMsiM TI'eHa

GJB2 6bina ycranoiieHa Ha ypoBHe 0,2% (Ta0mwuma 5).

Ta6aunua 6. Pe3ynbraTel MOAETUPOBaHUS CIICHAPHS AJI1 BEpU(PHUKAIIUHU TI0 JAHHBIM

CIIIA.

Pa3zmep nonymsinun | I'myxue unauBuael | o peueccuBHOTO Jlos TOMO3UTOT 1O
Toaer (0,99 A1) (0,99 1N) MYTaHTHOTO aJUIeNI  |PEIIECCHBHOMY MYTaHTHOMY
(0,99 1N1) amremo (0,99 1)
0 200000,0 (+0,00) 40 (+0,00) 0,0144 (+0,00) 0,000200 (+0,00)
20 209643,4 (+0,37) 82,207 (+0,00) 0,0143 (+0,00) 0,000221 (+0,00)
40 219954,7 (£37,22) 52,134 (£0,62) 0,014 (+0,00) 0,000236 (+0,00)
60 230566,2 (£30,93) 65,677 (£1,08) 0,0138 (+0,00) 0,000281 (+0,00)
80 241112,9 (+44,78) 76,19 (+0,37) 0,0137 (+0,00) 0,000319 (+0,00)
100 252775,2 (£32,35) 88,931 (+0,22) 0,0136 (+0,00) 0,000364 (+0,00)
120 264626,0 (£62,97) 98,005 (+£1,21) 0,0134 (+0,00) 0,000379 (+0,00)
140 2761458 (+43,97) | 112,332 (+1,18) 0,0133 (+0,00) 0,000390 (+0,00)
160 289561,1 (£10,13) 121,13 (+2,08) 0,0131 (+0,00) 0,000420 (+0,00)
180 303148,4 (+21,35) | 117,908 (+0,25) 0,0129 (+0,00) 0,000401 (+0,00)
200 316880,6 (+58,76) | 120,677 (+2,98) 0,0128 (+0,00) 0,000383 (+0,00)

Hcxons n3 MOMydeHHBIX HAMU JAHHBIX, JTOJISI aCCOPTATUBHBIX OpPaKOB Cpeau
TIIyXUX COCTaBISIET 76%; ypOoBeHb OPAYHOCTH M PEMPOTYKTUBHBIX BO3MOKHOCTEH
CIBIIAIMX W TAYXUX JIOACH B Moenu ObUTM paBHBI: B CPEIHEM Ha Opak

npuxogmwiock 2,1 peGeHka; Tpeanosiarajoch, YTO TIYXUE JIIOAW 3HAIOT S3BIK
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YKECTOB; BpeMsl MOeIMpoBaHus ObuT0 ycTtaHoBIeHO Ha 10 mokonenuit (200 met) u
BbInosiHIIOCh 1000 pa3; u Opun paccuutansl 95% MOBEpUTENIbHBIE MWHTEPBAJIBL.
MonenvupoBaHue C HCIOIB30BAHUEM 3TUX MTAPAMETPOB MOKA3aJI0, YTO JOJIS TIIyXHX
roMo3uroT no mytanusm rena GJB2 ysemmuunacs B 1,9 pasa (¢ 0,2% mo 0,38%) 3a
200 J5ieT, 4TO COOTBETCTBYET yBEIMYEHHUIO B 1,5—-2,4 paza, 3aperucTpupoBaHHOMY B
CIIA (Tabmuua 6, PucyHok 6.5). CMomenupoBaHHas TakuM 00pa3oM JUHAMHUKA
BCTPEUAEMOCTH  WHJWBHUJIOB, TOMO3UIOTHBIX MO MYTAaHTHOMY  aJUJIEINIO,

cOOTBeTCTBOBaJa onyOnukoBaHHbIM JaHHbIM (Nance, Kearsey, 2004; Arnos et al.,
2008).
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TI'JIABA 3. PE3YJIBTATBHI U OBCYXIAEHUE

3.1 T'eHeTHKO-3MUAEMHUOJIOTHYECKHA AHAJN3 PACHPOCTPAHEHHOCTH S3bIKA
’KECTOB B KadecTBe KOCBEHHOI0 MOKAa3aTejsi BCTPEYAeMOCTH BPOKIEHHOWM
IOTEPH CJIyXa AJIs onpeaeseHus: pedepeHCcHON Moy AU

Ha nepBom »Tamne paGoThl Oblia BBISIBIICHA JOJIs W paclpeielieHUe S3bIKa
*ecToB B Poccun Ha OCHOBe aHaM3a IaHHbIX Beepoccuiickol epenucu HaceneHus
(ITeperrucy, 2010). SI3bIK XKECTOB — TPAKTUYECKA CIUHCTBEHHBIH CIIOCO0
KOMMYHUKAIIUM W OOIEHUS TIyXUX, OCOOCHHO OOYYaBIIMXCS B CHEIHUATIbHBIX
mkonax-unrepHarax (Ilennn, Kpacunbaukosa, 2018). V mroneit ¢ no3aHei notepei
Cilyxa, Kak MpaBujo, €cTh copMmupoBaHHas ‘“‘ciblmianias’ CcOUMAIbHAs cpela U
MIOATOMY >KECTOBBIH SI3bIK MU U3YYa€TCA U UCIIOIb3YETCS 3HAUUTENBHO peke. Mbl
M0JIaraeéM, 4YTO YKECTOBBIM S3bIKOM TOJIB3YIOTCSI NPEUMYIIECTBEHHO JIIOIU C
BpPOKIAEHHOM WJIM PaHHEW MHBAMAN3UPYIOLIEH TOTEPEN CllyXa, a TAKKE HEKOTOPOE
KOJIMYECTBO UX POJACTBEHHHUKOB M JIFOAEH, KOTOPBIE UCIIOJIB3YIOT KECTOBBIH SI3bIK B
pO(ECCUOHATIBEHOMN IEATETbHOCTH, TAKHX KaK CypJONEPEBOUMKH, COLUAIBHBIE U
MEIUIIMHCKHE pPaOOTHUKU. B TO 3Ke BpemMsi H3BECTHO, YTO T'€HETUYECKUMU
npuYMHaMK 0OYCJIOBJICHBI TOYTH MTOJIOBUHA clTydaeB norepu ciryxa (Morton, Nance,
2006). Takum 00pa3oM, OTHOCHTEIBHO BBICOKAs BCTPEUAECMOCTh KECTOBOTO sI3bIKa
B OT/CJIbHBIX PETHOHAX MOXET SBISATHCS WHJIUKATOPOM BEPOATHOTO HAKOIUICHUS
T€HETHUYECKOr0 Ipy3a, CBI3aHHOTO C HACIEACTBEHHBIMU (POPMaMHU MOTEPH CITyXa.

KonunuecTBo nmronei, BIaJerOIUX )KECTOBbIM S3bIKOM, B Poccun coctaBuio
120528 (0,087%) u3 138312535 pecnonaentoB (mpunoxenue A). KonwmuecTso
JFOZICH, BIAICIOIINX KECTOBBIM SI3BIKOM, BapbHpoBaiio oT 29 Ha UykoTtke 10 9342 B
Mockae, co cpeaaum unciom 1466,63 Ha pernoH. AGCOIOTHOE YHCIIO BIIaICHOITNX
JKECTOBBIM SI3BIKOM, B II€JIOM, COIJIACYeTCs C YHUCJICHHOCTbIO HACEJIEHUsS B
COOTBETCTBYIOIIMX peruoHax (PucyHok 7). KonuyecTBO 3HAIOMIUX AKECTOBBIN S3BIK
B PETHOHAaX ¢ Han0oJiee MHOTOYMCIICHHBIM HACEJICHHUEM OBLIIO 0’KHUIAEMO BBICOKHM.
Hanpumep, B Mockse u3 11133239 pecrionientoB 9342 3HaIM )KECTOBBIN SI3bIK, YTO
cocrasisiet 0,084%, uTo 6yM3K0 K 001Ie# J0J1e TakoBBIX M0 Beer Poccuu — 0,087%.

AHanoruyHeIM 00pa3oM, B IPYruxX peruoHax ¢ Hacenenwem Ooisiee yem 3000000
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PECIIOHIEHTOB J10J15 JIFOJIEM, 3HAIOLLUX KECTOBBIN 5A3bIK, BappupoBaiia ot 0,062% 1o
0,102%. DTu gaHHBIE MOTYT OBITH IPUMEHEHBI JJIs1 TUTAHWPOBAHUSA PA0OTHI OPTaHOB
3JIpaBOOXPAHEHUS U COLIMAIBHOTO 00ECTICUeHHUS.

Pernonamu ¢ HaMOOBIITMM YKCIIOM JIFOJIEH, BIIAICIONIUX KECTOBBIM SI3bIKOM,
ctanu: ropoa Mocksa — 9342 yenoBeka (4To B JBa pasza OO0JIbIle CIEAYIOLIEro Mo
BeJIMUMHE 3HaueHMs); MockoBckas oonacth — 4162; Pecrmy6iuka bamkoproctan —
4059; CepmitoBckas oomacth — 3887; UensOunckast oomacte — 3732; PocToBckas
obnacte — 3557, Caunkr-IlerepOypr — 3553. Peruonamu ¢ HauMEHBIIUM YHCIIOM
JHOJEH, BIAJACIOUIMX KECTOBBIM SI3bIKOM, ObUIM UyKOTCKMI aBTOHOMHBIN OKPYT —
29; Espetickas aBTOHOMHas obmacte — 111; Maramganckas obmacte — 161;
Kamuarckuit kpaii — 215; CeBacrononp — 243; Smano-HeHeuxuil aBTOHOMHBIN
OKpyT — 255; PecriybOnmka Anraii — 284.

Mpl mosaraem, 4TO JaHHble 00 aOCONIOTHBIX 3HAUYEHUAX HOCUTENEH
KECTOBOTO  $5I3bIKA, BO3MOXHO, OyIyT BOCTpeOOBaHBI OpraHU3aTOpPaMH
3PaBOOXPAHEHHUS, TUIAHUPYIOIINM padOTy OPTaHOB COIMAIBLHOTO OOECTIeUeHUsI U
rOCyJapCTBEHHBIX YUpEeXIEeHUN 3apaBooxpaHeHus. OOIliee KOJIMYeCTBO JIIOJEH,
BJIQ/ICIOIINX KECTOBBIM SI3BIKOM, COIIOCTABUMO C pa3MepaMH STHUYECKUX TPYMI B
Poccuu, yTO MO3BOJISET BBIIEIUTD UX KaK OTJIEIbHYIO COLMOKYIBTYPHYIO OOIIHOCTh

JMOIEN.



1 Anvaiickuii xpaii 2457

2 Amypckan onacts 680

4 Actpaxauckan ofnacts 396

S Genropoackas ofnacrs 1358

6 BpamWckas ofnacre 1533

7 Pecnybauka Yeuna 662

§ “enabuHckan obaacts 3732

9 YYHOTCKMH ABTOHOMHBIA DKPYT 29

10 Pecnybauka Yysaums 1186

11 i obnacts 111

12 VpKyrceas obnacs 1984

13 MeaHosckan obnacts 961

15 KanuHuHrpagckan obaacte 647

16 Hanymckan ofnacts 765

17 Hamuarckuid kpai 215

18 ofinacrs 2269

19 XaGaposcknit kpait 1000

20 XanTerManckiickui AQ 650

21 ofnacte 1067

22 PecnyBauxa Komu 739

24 HpacHOApCKWi Kpad 2715

26 Hypramckan obnacts 80O

27 Hypckan obnacTe 787

28  JNlenmnrpaackan obaacte 1083

29 Nuneuxan cbnacre 876

30 Maragarckan ofinacrs 161

32 Mocksa 9342

33 Mockoeckan obaacts 4162

34 Mypmanckan obnacte 472

37 Hosropoackan ofinacts 538

38 oBnacte 2459

39 Omcwas obnacTe 1788

40 Opnosckan 0BnacTs 1032

41  Openbyprekan obnacts 1754

42 Menzenckan ofinacts 1501

43 MNepmcunit kpaii 2141

a4 0 ii kpaii 1189

45 McroBcian obnacte 779

46  Pecnybanka Appiren 637

47 Pecnybauka AnTai 239

48 PecnyBauka BawdopToctan 4059

49 BypaTaa 992

50 Kpoium 1590

51 Pecnybanka Qarecran 1931

52 Pecnybauka HHrywemn 308

53 MbikMA 321

10000 54 PecnyBauka Rapauaenu Yepkeccua 402

B 56 PecnyBAMKa XaKacHAa 704

57 Pecnybanka Mopaosia 582

9000 58 Pecnybamka Ceepian Ocetna 605

59 Caxa [Ayrua) 1678

8000 60 Tarapcran 3341

61 PecnyBauka Teiea 791

7000 62 Pocroeckan obnacts 3557

63 Pasanckan oGaacte 905

64 Cankr-Nerepbypr 3533

6000 65 o6nacrs 321

66 Camapckas oBnacte 2784

5000 68 Cesactonons 243

69 Cmonexckan obaacTs 831

4000 70 CraspononbekHii Kpain 2260

71 {aepAnoBcHan ofnacts 3887

BEPXHMI KBAPTH/L 3000 72 obnacrs 111

\ 73 Tomckan cbnacre BBL

_______________________________________________________________________ 2000 74 Tynockan obnacts 1342

— 77 Pecnybauka YamypTHR 1453

MEAMAHA-— ol anzl 78 Vnumnosckan onacts 1102

S CITITIIIITIIIIIN ﬁ _|F H ‘H’ r ﬁr T * 'H _H _T 1 1000 79 Bnagumupckan obnacts 1232

80 obaacts 2498

——— e VL T ) L] I"“' ” T| r -‘ } 0 82 Bopowesckan oBnacts 1964

T RC BRSPS ARSRSUR T ANSSNUNEAN TSNS RSNRIRNSIRN T RY RATEAN IR SSIEET I RIS 85 wano Hereuni A0 53

84 obazacte 1101

Aarrbie Soian HegotTy B 3= obnacrs; 14 y pAl 3= obnacrs; 25 - # kpai; 31 puii-3n; 35 = Henenuknii i oxpyr; 85 3aBaiikanbckuil Kpan a21
36 —~HHKErOpoAcKan 06AaETE; 55— 67— C; oBnacTs; 75 — Teepekas aBnacTs; 76 — TiMeHcKas a6aacts; 81 —BoAaroackan aBAACTL.

PucyHnok 7. Yucro nrojiel, BIaetoIUX S3bIKOM JKECTOB, B pernoHax Poccuu. A. UuncIio jro/ieH, BIaICIOIIUX S3bIKOM JKECTOB, B CYOBEKTaxX
Poccuiickoit denepanun. Pernonsr 6e3 moctymHo mHGOpMaIMU MoKa3aHbl cepbiM 1BeToM. b. CpaBHeHHE 4ucClia JIOJel, BIaJCIOMINX
A3bIKOM JKECTOB, B Pa3jlM4yHbIX pernoHax Poccuu. PernoHsl mnoka3aHsl TpeMsl pa3HbIMM LIBETAMU B COOTBETCTBUHM CO 3HAUECHUSIMU 10U
MOJIb30BaTeNiel s3bIKa JKECTOB: BBICOKHE 3HA4YeHUs (BBINIE 75-TO MPOIEHTUIIS) - KPAaCHBIM, CPEeIHHME 3HadeHus (Mexay 25-M u 75-m

MPOLICHTWIISIMU) - KE€IThIM, HU3KUE 3HaUCHUSI (HIKE 25-TO IPOLICHTHIIS) - 3€JICHBIM.



1 Aavaicewi kpai 102,79

2 Amyperan nEnacTe 8239

4 Acrpaxamcian onacre 96,98

5  Benropoackan obnacts 90.71

6 Gpancean ofinacme 12128

7 Pecnybauna Yewna 5237

8 MeanGumcran obnacts 109.66

& Myknrcknii aETanOMHEI oRpyT 60,04

10 PecnyGauka Mysauwnn 98,01

11 Espeiickan aeTonomwan obnacts G369

12 Wpkyrckan ofinacts 84,04

13 Weanosckan obnacts 95.04

15 Hanmsunrpapckan ofinacte 7160

16 Kanywckan abnacrs 148

17 Kamuarcenii npaii 7152

18 HKemeposcwan nGnacts 323

18 Xafiaposciuii upait 76.01

20 Xautei-Mancuiicenis AD 4495
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12 PecnyBauka Komm a5.43

24 Kpacuoapcaui wpai 9871

76 Kypranckas obuacts 9.43

27 Kyprian oBnacte 7283

28 Newwmrpagcran oBnacre 67.26

29 Nuneywan obnacrs 77.10

30 Maragamckan oBnacTe 104.99
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31 Mockoeckan o6nact 6195

31 Mypmaucian onacte 64.20

37 Homropogckan oBnacte 95,58
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a0 o oBnacts 13329

41 Open6yprcian oBnacte a7.22
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48 Pecnybnka GAawKopTOCTEH 10170

49 Pecnybuka GypATHR 103,57
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51 Pecnybnwka farecran 6829
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53 Pecnybnmka K 113.28

54 Pecnybnuna Kapauaeno-Mepreccus 104,28

56 Pecnybnmka Xaacun 13397

150 57 Pecnybnuka Mopaosun 5161

58 Pecnybauna Cesepras Ocetun a5.73

55 Pecnybnmna Caxa [Aiyrma) 179.66

60 PecnyBnuka Tarapcran 8853

200 51 _PecnyBauka Teiza 261.43

£2_Pocronckan obracm. aa.02

63 Przanckas obnacie 8331
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8 G ofnacre 66.74

150 &6 C oBnacts 29,21

68 C 64,04

BEPXHWH KBAPTHSIb o ¢ — 745
100 0 C K A wpait 2149

———————————————————————————————————————————————————————————————— — n ¢ o6nact 94,48
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}_ _________________ T ul 72 Tomckan ofinacn 26,98
73_Tynuckan obnacrs 26,97

HHIHHH KBAPTHAL 50 77 Pacnyenna 98.48
78 Ynuamoecian nbaacr 2347

79_Bnagsmmpcxan ofinacrs 90,57

B0_Boarorpagckan obnacrs 96,50

] = oinacrs 87,82

SERTTRABRIBREEAOARNTRAEAARENRENS EEAREYRARNORB"ARIAI " RIERTIRRPIRTERE 82 Amano-Hereuuwi AG 50.07
B Apocnaeckan obaacrs 83,68
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Pucynoxk 8. [lons nroneit, BlIaaeomnX S3bIKOM JKECTOB, B peroHax Poccuu. A - nosis Jr0Iei, BIaCIONINX S36IKOM KECTOB, B CyObhEeKTax
Poccwuiickoit ®enepanun. Pernonsl 6€3 mOCTymHON WHPOpPMAIMK TOKa3aHbI CephiM IBETOM. B - CpaBHEHWE JONU JIIOJIEH, BIAJCIOIINX
SI36IKOM JKECTOB, B PAa3JIM4YHBbIX perrnoHax Poccumn. Permonsl mokasaHbel Tpems pa3HbIMHU I[BETAMU B COOTBETCTBHUHM CO 3HAYEHUSMH JIOJHU
MOJIh30BaTeNiel s3bIKa JKECTOB: BBICOKHE 3HAueHUs (BBINIE 75-TO MPOIEHTUJIS) - KPAaCHBIM, CPEeIHHME 3HadeHus (Mexay 25-M u 75-m
MPOLICHTHIISIMU) - JKEIThIM, HU3KUE 3HaUCHUsI (HIDKE 25-TO TIPOLICHTHIIS ) - 3€JICHBIM.



JloJisi BIaACIONIUX KECTOBBIM A3bIKOM BapbupoBaia ot 0,045% no 0,261%.
Tak, 3HaueHuss B 14 pernoHax ObLIM «HHM3KUMUY», 48 — «cpegHumMum» u 11 —
«BbIcOkUMI» (Pucynok 8). HawmOombiias 107 Oblla 3aperdcTpUpOBaHa B
Pecniy6nuke TeiBa (Pucynok 8) — 0,261% (0,244 — 0,028%). Bpicokoii mois
YKECTOBOTO s3blKa Takyke OblIa B clienyronmx permonax: PecmyOnmka Caxa —
0,180% (0,171 — 0,188%); Pecnyommka Anwiress — 0,149% (0,138 — 0,161%);
Pecniy6nmka Auraii — 0,140% (0,124 — 0,157%); Pecny6nuka Xakacus — 0,134%
(0,124 — 0,144%); u Opsiockas odmacts — 0,133% (0,125 — 0,142%). Camas Hu3Kas
nons — 0,045% (0,042 — 0,049%) 3apeructpupoBana B XaHThI-MaHCHICKOM
ABTOHOMHOM OKpYT€, XOTS JIOCTOBEPHBIX OTIMYUIA 1O CPAaBHEHHUIO C HEKOTOPHIMU
npyrumu peruoHamu (SImano-Henerkuit — 0,050% (0,044 — 0,057%), MopaoBus —
0,052% (0,048 — 0,056%), Yeuenckas Pecryomuka — 0,052% (0,049 — 0,057%) n
Yykorckuii aBroHoMHBIH okpyr — 0,060% (0,041 — 0,086)) He ObUIO BBISBJICHO
(Pucynok 8).

HaGnromaemass HepaBHOMEpHas BCTPEYA€MOCTb IKECTOBOIO sI3bIKa B
OTJICJIbHBIX PETHOHAX COIIACYETCS C paHee OIMyOJMKOBAHHBIMHU JAHHBIMUA O
pacmpoCTpaHEHHOCTH TOTEepU ciyxa. [laHHBIE O AETAX C 3aperucTPUPOBAHHOM
WHBAJIMHOCTHIO BCIIEJICTBUE 3a00JIEBAaHUM yXa CBUACTEIBCTBYIOT O TOM, YTO B
2003, 2004 u 2005 rogax peruoHamMu ¢ HanboJee BLICOKUMHU MOKa3aTeIsIMU ObLITH:
Yeuenckas Pecnyonuka (10,5, 11,7 u 10,0, coorBerctBeHHo, Ha 10000 aeTckoro
Hacenenus); Pecnybnuka TeiBa (5,2, 4,6 u 4,9); Pecmy6auka Unarymerus (1,9, 1,9
u 2,0); Koctpomckas obnacts (1,9, 0,6 u 1,5); TamOoBckas obsacts (1,5, 1,4 u 1,0);
Pecnyonmuka Jlarectan (1,5, 1,2 u 1,5); Opnosckas ob6macts (1,7, 1,3 u 1,2);
Kypranckas ob6nacts (1,5, 1,4 u 0,8) (baiipakos, 2007). X0Ts JaHHBIE OXBaTHIBAIOT
TOJIBKO JIaHHBIE 00 MHBAJIUIHOCTHU BCJIEACTBUE OOJIE3HEN yXa y eTel 3a Tpu roja,
oueBH/IHO, uTO Pecmybnuka TeiBa u OpnoBckas 00J1acTh MMEIOT HAMOOJBIIIHE
MoKa3aTe/IM 10 JI0JIe BJaJeroIuX jkecToBbIM si3bikoM (Romanov et al., 2020) u
WHBAJIMJIHOCTH BCieACTBUE OonesHe yxa (baitpakos, 2007).

YeTbipe peruoHa ¢ BEICOKOM 4acTOTOM xKecToBOro si3bika (Pecrybnuka ThiBa,

Pecnyonuka Caxa (Sxyrtus), PecnyOnuka Anrtait u PecnyOnuka Xakacus)
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pacnionoxensl B Cubupu. Cubupp - oOmMPHBIN reorpauueckuil pPeruoH,
OXBAaTBIBAIOIINI 00JbIIYIO YacTh EBpa3zun. Mctopuuecku Cubups sSBISE€TCA 4YACTHIO
coBpemenHoi Poccun ¢ XVII Beka. [lpu mmomanu 13,1 MummoHa KBaapaTHBIX
kmoMeTpoB Ha Cubups mpuxomutcs 77% tepputropun Poccum, Ha KOTOpOH
MPOKMBAET OKOJIO 36 MUJIJTMOHOB 4esloBeK — 27% HaceneHus ctpansbl. [lonydueHHbIe
JTAHHBIE O BHICOKOM 4acTOTE KECTOBOTO si3blka B CHOUPHU YACTUYHO COTJIACYIOTCS C
JAHHBIMU O BBICOKOM YacTOTE€ HACIEACTBEHHON TJIyXOThl B 3THUX PErHOHAX
(Barashkov et al., 2011; 2016; Posukh et al., 2005; 2019). B npeapiaymux
VCCJIEIOBAHUSIX YHUKAJIBHBIE MYTAllMH PAJla TEHOB, aCCOLMUPOBAHHBIX C NOTEpEn
ciryxa, ObUIM OOHAPY’KEHBI C BBICOKOM YaCTOTOM Cpelr MIyXHUX JIIOJIEH pa3InyHOro
ASTHUYECKOTO MPOMUCXOXKJICHHS, B TOM YHCIE CPEAN TIOPKOS3BIYHBIX KOPEHHBIX
HapoaoB Cubupu (anraiines, skyroB U TyBuHIeB) (Barashkov et al., 2011; 2016;
Posukh et al., 2005; 2019).

B Pecniy6nuke Anrait, Pecnyonuke Caxa (Skyrtus), Pecriybnuke Anpires u
PecnyOninke TriBa HaOmomaemasi BbICOKas AOJS BIAACIOIIMX >KECTOBBIM SI3bIKOM
MOKET OBITb HAIPsIMYIO CBSI3aHA C BBICOKOW YaCTOTOM MyTalluii, MPUBOISIIMNX K
NOTepe CiIyXa, B 3TUX MOMYJSIUAX. TakuMm 00pa3oM, CyIIECTBYET TaKK€ BBICOKas
BEPOSITHOCTH BBISIBIICHHS [TOKA HEU3BECTHBIX N€HETUUECKUX MPUYUH BPOKICHHOU
MOTEPH CIyXa B APYTUX PETHMOHAX C BBICOKOU JOJIEH JKECTOBOrO sA3biKa (AJbIres,
Xakacusi, OpnoBckas u bpsanckas obnactu). B pe3yiabTaTte MOKHO 3aKIIFOUUTh, YTO
JTAHHBIE O BBICOKOU J0JI€ KECTOBOTO SI3bIKA MOTYT OBITh MPUMEHEHBI B KaueCTBE
KOCBEHHBIX IIOKa3aTeJed O BCTPEYAEMOCTH BPOXKICHHONW WHBAIUAUZUPYIOLICH
MOTEPU CIIyXa Y CBI3aHHOM C HEW HACJIEICTBEHHOM MATOJIOTUel B pernonax Poccum.

B c¢Bs13u ¢ 3THM, 13 BCEX YETHIPEX PETHOHOB C MOBBIICHHOM JOJIEH HOCUTEIIEH
YKECTOBOI0 s3blKa B KadyecTBE pedepeHCHOW MOMyJsIUd HaMu Oblja BbIOpaHa
HanOoJiee M30IMPOBAHHAS TOMYJISANNS — SIKYThI, B KOTOPOW pacnpocTpaHeHa OJHa

u3 ¢hopM BpoxkaeHHOM TiTyXoThl — APT'1 A Tuma, o0yciioBieHHas: BBICOKMM BKJIaJIOM

myTtaiuu C.-23+1G>A rena GJB2 (Barashkov et al., 2011, 2016).
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3.2 PepepencHasi monmyasinusi: AaHAJN3 UCXOHBIX JTAHHBIX IJIS MO/I€JIMPOBAHUSA
pacnpocrpanenus API' 1A tuna

SIKyTBI SBISIFOTCS OAHUM U3 CaMbIX MHOTOYMCIIEHHBIX KOPEHHBIX 3THOCOB
Boctounoii Culupu, YHCIEHHOCTbIO Oosnee 460 ThICAY YETOBEK, KOTOPbHIE
COCTaBIISIIOT OO0NbIIUHCTBO (49%) kopeHHoro Hacenenuss PecnyOnuku Caxa
(Axytus) (http://sakha.gks.ru). [Io reHeTHMKO-TIONYJAIIMOHHBIM XapaKTEPUCTUKAM
MOMYJISIIIAI0 SIKYTOB MOYKHO OTHECTH K TOMYJSAIUAM C «3(h(HEKTOM OCHOBATEISI.
JInst SKYyTCKOM TOMYJISIUU XapaKTEPHBIMH SIBIIIOTCS OTHOCHUTENBHO HHU3KHE
MOKa3aTelqn TEeHETHYECKOro pa3HooOpasus, O0OyCIOBICHHBIE OCOOCHHOCTSIMU
TCHETHYECKOM  HMCTOpHH  (MAJOYMCIACHHOCTh  MPEAKOBOM  IMOMyJSAIHH  C
MOCJIEYIONIEH 3HAYUTEIBHOW HKCIIAHCHEH, JUIMTENIbHOE pPa3BUTHE B YCIOBHUAX
OTHOCHTEIHLHOM U30JISITUH, BRIPAXKEHHBIN 3PP EKT OCHOBATEIS IO MY>KCKOU JIMHHH ).
Tak, ucciaenoBanusi nmoaumMopdusMa Y-XpoMOCOMBI MOKA3aJId BBHICOKYIO YacTOTY
TOJIbKO OJ1HOM rartorpytbl N3 (6osiee 80%) u3 12 oObnapyxkennnix (N2, N*, C3%*,
C3c, C3d, Q, R1al*, R1ala7, R1b1b2, Ju I1), (Karafet et al., 2002; I1y3sipeB u ap.,
2003; Pakendorf et al., 2006; ®enoposa, 2008, Fedorova et al., 2013). Boxuee Toro,
3¢ deKT ocHOBATENS B MOMYJISAIUN SIKYTOB TAaK)KE MPOCICKHBACTCS W IO JIMHHUSAM
MT/IHK (®emopora 2003, 2008; Fedorova et al., 2013). Tak, ~18% skyToB u3
LEHTPAJIBHOM M BWIIOWCKOW T'PYNIIBI YIIYCOB SIBISIFOTCA IOTOMKAMM KEHILHWHBI C
munuent D5a2a2 (denopora u np., 2003; Ily3sipeB u ap., 2003; Pakendorf et al.,
2006; demopoBa, 2008; Fedorova et al., 2013). Taxxke, aHamuM3 4YacTOTHI
ayTOCOMHBIX Alu-IOBTOPOB TOKa3ad, 4YTO 3HAYUTEIHLHOTO TOTOKAa TEHOB B
NOMYJISILMIO SIKYTOB M3BHE HE ObLIO 3apUKCUpOBaHO (XuTpUHCKas u ap., 2003).

Panee, B PecnyOmuke Caxa (SkyTus) MOJEKyISIPHO-TEHETHUYECKUE
WCCJICIOBAHMSI IPUIMH BPOKICHHBIX HAPYIICHUHA CITyXa, ObUTM HA4YaThl C TIOMCKOB
MyTalui TOJBKO B Oenok-koaupyroineit obmactu rena GJB2 (9x30oH 2) y 79
NalKueHTOB U3 65 HEPOJCTBEHHBIX CeMeN ¢ ceHCOHEeBpalibHOU Tyroyxoctbio |1-1V
CTeNEHU (3THUYECKUN COCTaB: SIKYTHI - 74,7%, pycckue - 14%, mauueHTsl Apyrux
HanMoHalbHOCTEW M metuchl - 11,3%) (bapamkoB u np., 2008). B pesynbrare

MOMCKOB MyTanuii B 5k30He 2 reHa GJB2 Obumm uaeHTUGUUMPOBAHBI MAThH
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naToreHHbIX BapuaHToB: c¢.35delG p.(Glyl2ValfsX2) (11,5%, 15/130), c.109G>A
(1,5%, 2/130), c.101T>C p.(Met34Thr) (1,5%, 2/130), c.313 326dell4
p.(Lys105GlyfsX5) (0,8%, 1/130) u ¢.333_334delAA p.(Lys112GlufsX2) (0,8%,
1/130). Ilpu pacnpesneneHuy MaUMEeHTOB MO ATHUYECKON MPUHAICKHOCTH BKIIA[
myTanuii reHa GJB2 B moTepro ciyxa npeobiagal y MalueHTOB €BPOIEOUTHOTO
MPOUCXOXKIEHUS (PYCCKHUE, YKPAUHIIbI, MHTYIIIN), KOTOpbIi coctaBui 53,3% (8 u3
15 naumentoB ¢ 6uannensueiMu GJB2-Bapuantamu), a y maiueHTOB SKYTOB - 6,7%
(onun maruent) (bapamikoB u ap., 2008).

Huzkuii Bkitan Ouamnensabrx GJB2-myTtanmii B moTepro ciyxa y MarieHTOB
SKYyTOB W HaJUYHE y TIYXHUX MOTOMKOB OT MEXITHHYECCKHUX OpakoB SKYTOB U
pycckux  MoHoawtedbHbIX  GJB2-myrammii:  ¢.35delC  p.(Glyl2ValfsX2),
c.313 326dell4 p.(Lys105GlyfsX5), ¢.333_334delAA p.(Lys112GlufsX2),
pacmpoCTpaHEHHBIX B €BPONEHCKUX TOMYJISIUAX, ONMPEACIIN JaIbHEUITNN TTOUCK
MATOT€HHBIX BapUAHTOB B Apyrux obnactsax reHa GJB2. Tak, mang mpogoinkeHus
nmorckoB MyTtanuii rena GJB2, 6puta chopmupoBana BeiOOpka u3 80 MmarMeHToB ¢
BPOXKICHHOM MOTEeped ciayxa M3 uucia HEPOACTBEHHBIX SKYTCKUX cemeil. B
pe3ynbTare, B MHTPOHHOM 00JIaCTH, MPUJIEKAILEH K HEKOIMPYIOIIEMY 3K30HY | reHa
GJB2, Obu1 uaeHTU(UIMPOBAH TATOTCHHBIM BapUaHT calTa CIUlaiicuHra C.-
23+1G>A (IVS1+1G>A) B TOMO3HUTOTHOM COCTOSHHH Yy 70 TaIHEHTOB,
HAKOIUICHUE KOTOporo ooOycnoBieHo 3ddexktom ocHoBatens (Barashkov et al.,
2011). PacnpocTpaHeHHOCTh ayTOCOMHO-PEIIECCUBHON TIYXOThI, 00YCIIOBICHHON
TOMO3UTOTHOCTBIO M0 MyTaruu C.-23+1G>A B Skytuu, cocraBuna 16,2 yenoBek Ha
100000 kOpeHHOTO HaceleHHus, a 4acTOTa TEeTePO3UTOTHOTO HOCHUTENHhCTBA C.-
23+1G>A cocraBuna 3% - 11% (AKyTbl, pycCKue, SBEHKH, DBEHBI, JIOJTAaHBI U
tokarupsl) (Barashkov et al., 2011). Takum o6pa3zom, B PecrrybOnuke Caxa (SIkyTus)
ObL1 3aUKCHPOBaH HanbOJIee KPYMHBIN oyar MmupoBoro HakorieHust API™ 1 A tura,

00yCJIOBJICHHBIH MaTOreHHbIMK BapranTamu rerna GJB2 (20:100000) (Barashkov et
al., 2016).
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3.21 TI'eHeruxko-gemorpaguyeckuii aHaau3 OpayHOH CTPYKTYpbl H
PENpPOIYKTHBHBIX MAPAMETPOB Yy IJIYXHX JII0Ieii

Ananu3 OpayHOW CTPYKTYphl TJIyXHX JIOJAEH TOKaszaja, dTo JOJs
accopTatuBHBIX OpakoB (AB) cocraBuser 77,1% (81 u3 105 nmpoaHaIM3upOBaHHBIX
OpakoB), a B 22,9% ciyuaes (24 Opaka) Opaku ObLIN 3aKJIFOUEHBI MEXK]Y TITyXUMU U
cnpimamumu oapmu (Tabmuma 7). Cpenu Bcex Ab 10719 KOMIUIEMEHTApHBIX U
HEKOMILJIEMEHTapHBIX OpakoB coctaBmia 76,5% (62 u3 81) u 23,5% (19 u3 81),

COOTBCTCTBCHHO.

Ta6auua /. Tunsl 6pakoB rTyXux HHAUBUAYYMOB B PecriyOnnke Caxa (SkyTus).

Bcero 6pakoB 105 (297%)

AccopratuBHbie Opaku: Tiayxoi x rimyxas (%) | 81 (77,1%)

bpaku Mexy TIIyXuM 1 HOpMaJIbHO 24 (22,9%)

crbIIAUM UHAUBUyyMamMu (%), U3 HUX:
TyXoi & X ciplmamas 9 7 (6,6%)
rayxas @ X cuplmammii & 17 (16,3%)

* — 4KCJIO0 NOBTOPHEIX OPAKoOB; & — MY>KYHUHBI, § — KCHIIUHEL

Boicokas nonss Ab mexnay riayxumu OpayHbIMH TMapTHEpaMH, Hapsay C
IIMPOKUM HCIIOJIb30BAHUEM JKECTOBOTO SI3bIKA, SIBJISICTCS OJHOW M3 OCHOBHBIX
XapaKTepUCTUK KOHCOJUIUPOBAHHBIX cooO0miecTB rinyxux jwoaen. Hons Ab B
Skytun cocrtaBuia 77,1%, YTO COMOCTaBUMO C QAHAJIOTMYHBIMH JaHHBIMH,
MOJYYEHHBIMH ISl CTPaH C JJIMTEIbHOW Tpaauiuen 3akntoueHus Ab n aktuBHOro
UCIIOJIb30BaHUs TIIYXHMH JII0IbMH skecToBoro sizbika: CIIA - 79% (Blanton et al.,
2010), Benukoopuranus — 89% (Stevenson, Cheeseman, 1956), Illseuuns - 99%
(Carlsson et al., 2004). HanpotuB, B cTpaHax, IJie¢ BHEAPEHHUE )KECTOBOTO SI3bIKa
MPOM30IILIO CPABHUTEIBLHO HENABHO, 10151 Ab oTHOCUTENBEHO HEBBICOKAs: TyHUC -
10%, Momnromaus — 46,8% (Chaabani et al., 1995; Tekin et al., 2010).

AHanu3 mapaMeTpoB PENPOAYKIMU TJIYXHUX JIOJCH BBIABUI MEHBIIIEE,
CTaTUCTUYECKHU 3HAUUMOE 110 CPABHEHUIO C KOHTPOJIBHON BHIOOPKOM (MX CITBIIIAIINE
CUOCHKI) CpEJIHEE YHCIIO JIeTeH, KaK Y IIIyXUX UHAUBUIYYMOB B 1ieom (1,76+0,10 u

2,24+0,09, coorBercTBeHHO, P=0,0018), Tak 1 nMpU CONOCTABICHUH TPYIII KEHITUH
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(1,82+0,12 u 2,34+0,11 coorBerctBenno, P=0,0046) u myxuwmna (1,69+0,16 u
2,16+0,14 cootBerctBeHHO, P=0,0497) (Tabnuma 8). Mexy BRIOOpKaMH TITyXHX U
KOHTPOJIbHON BBIOOPKOW HE OBLIO OOHApPYKEHO pa3ludMii B YHCIEe OE3ICTHBIX
UHIUBUIYYMOB. OTHOCHTENbHAs (DEPTHIBHOCTh TIYXHX B CPaBHEHWH C WX

ciblmamumMu cubcamu cocrasuia 0,78 (Tabnuua 8).

Ta6auna 8. CpaBHUTENbHAS XapaKTEPUCTHKA PEHPOAYKTHUBHBIX MapaMeTPOB
JI0JIeN ¢ IoTepeH cilyxa M MX CIBIIIANIMX CHOCOB

My»)4YuHBI KeHmuyel Bcero
[pynna Tyxue Crplmanye Tiyxue Crplaniye Tyxue Crplmaniye
(n=53) CcHOCHI (n=68) cHOCHI (n=121) cruOCHI
a (n=149) a (n=122) B (n=271)
Yucio pereit 90 323 124 286 214 609
Cpennee uncio
?;;f{fmamoeﬂ 1,69+0,16 | 2,16+0,14 | 1,82+0,12| 2,34+0,11 | 1,76+0,10| 2,24+0,09
MAKCHMAIIEHOE (0-5) (0-13) (0-4) (0-7) (0-5) (0-13)
YUCJIO JCTCH)
p 0,0497 0,0046 0,0018
OTHocheana: 0,78 0,77 0,78
IUIOJOBUTOCTE

* - OTHOCUTENbHASA IUIOJIOBUTOCTh TUIYXUX JIIOJIEM paccuuTaHa Kak OTHOIICHUE
CPEIHETo Yucia uxX JeTel K CpeTHEMY YUCITY JIeTei B BRLIOOPKE CIBIIIAIIMX CUOCOB,
N — YUCJI0 UHIUBUIYYMOB.

MBpI 1TOKa3ajiy, 4To CPeHEe YUCIIO TS B IPYIIe TIIyXUX HHIUBHUIYYMOB B
SKyTUU CHWKEHO TO CpPaBHEHMIO C WX ciblmammmu cubdbcamu (1,76+0,10 u
2,2440,09, coorBercTtBeHHO, p=0,0018), 1 oTHOCHTENbHAS TUIOAOBUTOCTH (relative
fertility) B aroit rpynne coctaBmsier 0,78. OTHOCHTEbHAS MJIOJOBUTOCTH TIIYXUX
JFOZICH, OIleHUBaeMasi 10 COOTHOIIICHHUIO CPETHETO YK CIIA JCTCH MPH COTIOCTaBICHUN
C MX CHBIIANIMMU cuOcaMu, SBJISETCS IOKa3aTeaeM oOmed TeHETHYSCKOHU
npucnocobaennoctu (genetic fitness) rimyxux unausuayymos (Blanton etal., 2010).
MOXHO MPEANOI0XKUTh, YTO B MPOILIOM A3TOT IOKAa3aTeNlb ObLI OYEHb HHU3OK.
CoBpeMCHHBIC IaHHBICE O HE3HAYNUTEIBHO CHIDKEHHOW TUIOAOBHTOCTH TIYXHUX
WHIMBUIYYMOB OTHOCHTEIBHO HWX HOpMalbHO ciblmamux cubcos (0,88),
nonydeHnbie B CIIIA, nHTEpIpeTHPYETCS KaK CIIEACTBUE CYIICCTBEHHOIO POCTa MX

COIIMAJILHOM ajanTallid B pPE3yJbTaTe€ CpPaBHUTENbHO paHHEro (okono 200 mer
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Ha3aJ]) Hayayia Creraln3upOBAaHHOIO 00YUYEeHHUS MIIYXUX JIIOJIEH )KECTOBOMY SI3BIKY
KaK OCHOBHOMY cpencTBy kommyHukarmwu (Blanton et al., 2010). Hanporus, B
Monronuu, rae o0ydyeHue KECTOBOMY SI3bIKY ObLIIO HAYaTO CPABHUTEIBHO HEJABHO
(mepBas crnenuaau3upoBaHHas IIKOJIAa JJISl TIYXUX OTKpbUIach B YiaH-barope B
1995 r.), oTHOCHUTEIbHAS TIOAOBUTOCTD MIYXUX UHJIMBUIYYMOB COCTABHIIA TOJIBKO
0,62 (Tekin et al., 2010). B sToM KOHTEKCTE, MOKa3aTellb, XapaKTEPU3YIOUIUI
OTHOCHUTEJIbHYIO TIJIOJIOBUTOCTh TIIYXHUX JItOAEH B SIKyTUH, T/ie mepBas MIKoJa s
riryxux Obiia oTkpeiTa B 1951 1. (http://rskoshi-1.ru/uctopus-mkosnsi-2/), 3aHUMaeT
«pomexxyTognoe» nonoxenue (0,78).

Onnako Ha pa3nuyus Moka3areyied penpoAyKIIMA MOTYT OKa3bIBaTh BIUSIHUE
u napyrue ¢aktopsl. B chopmMupoBaHHyt0 HaMu BBIOOPKY TIIYXUX MHIMBHUIYYMOB
BOIIUIM TOJIBKO TOpoJickue xkuteiau (r. SIKyTCK), a MeCTO MpOXKUBaHUS (TOPO/I,
CeJIbCKasi MECTHOCTh) UX CHMOCOB NMPU aHKETHUPOBAHUU HE BBISICHSIIOCH. B CBsI3u ¢
STUM, MbI JOTOJHUTEIBHO TIPOBEIN CPABHEHUE MMAPAMETPOB PEMPOIYKIIUU TITyXUX
J0JIeH ¢ 00IIEeNONyJ IAIIMOHHBIMU TAHHBIMU (COOTBETCTBYIOIINE JAHHbBIE JOCTYITHBI
TOJIBKO JIJIs1 KEHIIIMH ), TOJIy4YeHHBIMU TpH Tiepenucu HaceneHus Axytuu (2010 rr.)
(http://sakha.gks.ru/wps/wcm/connect/rosstat_ts/sakha/ru/census_and_researching/
census/). IlpoBeneHHbI HaMHU CPaBHUTENIbHBIA aHAU3 JAHHBIX O PEMPOMAYKIIHH
TIIYXUX W CHBIIAIINX KEHITUH B SIKyTUHM HE BBISBWJI CYIIECTBEHHBIX Pa3U4Uil B
CpPEeIHEM YHCIIE IETeH Yy TIYXUX U CIBIIIANIMNX XKEHIIUH, TPOKUBAIOIINX B CXOIHBIX
yCcIoBUsX ropojackon cpenbl (Pucynok 9). B cpennem, mist ceabCKoro HaceaeHUs
SxyTun xapakTepHo Oosblee Yucio aetei (2,74 Ha )KEeHIMHY), 4eM Y TOPOJCKOTO
Hacenenus (1,92 Ha xenmuny) (Pucynok 9). Takum 00pa3oM, MOXKHO 3aKIHOYHTh,
YTO IMOKA3aTeNd IUJIOJOBUTOCTH TIYyXHWX HWHIUBUAYYMOB B SIKYTHHM OTpaxaror,
CKopee, 00IIyr0 ieMorpaduuecKyro TEHISHIIMIO CHUKEHUS CPEAHEro Yucia aeTen

Y ropoacKoro HaCCJICHHA }IKYTI/II/I 110 CPaBHCHUIO C CCIIbCKHUM.
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Pucynok 9. ConoctapiieHHE CPEAHETO YHCIIA IETEN Y TIIYXUX KEHILIWH U AKEHIIUH
U3 KOHTPOJIBHOUM BBIOOPKHU (CIBIIIAIINE CUOCHI) C COOTBETCTBYIOIIMM TTOKa3aTesieM
1o JaHHbIM nepenucu Hacenenus PecnyOnuku Caxa (Sxyrtus) 2010 r. B ananus
BKJIIOYCHBI JAHHBIC O CPEHEM YKCIIC IETCH y KEHIIMH B Bo3pacTe 35—69 net. « 9»
— XEeHIIUHBI. JloBepHUTeIbHbIE HHTEPBAJIBI HA 95%-HOM YpOBHE 3HAUMMOCTH.

3.2.2 MoJaekyJsipHO-TeHeTHYeCKUil aHaau3 reHa GJB2 u AByX MpoOTsSIZKEeHHBIX
AeJienuid 151 IeHTH(PUKAIUU AyTOCOMHO-PelecCCUBHOI (popMBbI IIyXoThl 1A
THIIA

B pesynbprate MOJEKyISpHO-TEHETUYECKOTO aHaiM3a B BBIOOPKE TIYXHX
WHIUBUIYYMOB OblI0 uaeHTH(HUIMpoBaHo 15 paznuunbix GJB2-reHotumnos.
[Tporsoxkennpie nenenwu del(GJB6-D13S1830) u del(GJB6-D13S1854) ne Obumn

oOHapyxeHbl. BplsiBiennble reHoTHnbl Mo reny GJB2 B uccienyemoii BbIOOpKE
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TIIyXUX TpecTaBieHbl B Ta0uie 9. CekBeHorpaMmbl UeHTUPUITMPOoBaHHBIX GJB2
BApUAHTOB IMpeAcTaBieHbl Ha pucyHke 10. CxemaTuueckoe U300pakeHHE
cTpykTypbl TeHa GJB2 u pacnonoxenue uUASHTUPUITMPOBAHHBIX BapHaHTOB
nocnenoBarenbHoctd  GJB2  mpencraBnenst Ha pucynke 11. buamnensabie
peneccuBHble MyTanuu rena GJB2 (8 pasnamubbix GJB2-renorurioB) ObLau
oOHapy>keHbl y 43 u3 102 o6cnenoBaHHbIX TITyXuX (42,2%), 4T0 MOATBEPIUIIO Y HUX
nuario3 APT" 1A tuma. ToT mokaszaTesiab CONOCTaBUM C paHee MOJYYEHHBIMU JJIs

Sxytun naHHpIMH (Ha Jpyrod BBIOOpKE TIyXWX HWHAUBUAYyMOB) — 48,8%

(Barashkov et al., 2016).

Ta6auna 9. BrisiBiieHHbIE BapuaHThl B HCCIIEyeMOUM BBIOOPKE TIYXHX IO TE€HY

GJB2.

Ne | Tenotummt Bcero SIkyThI Pycckue | OcranbHble
n=102| % |[n=55| % [n=19] % [n=28| %
GJB2-BapuaHThI ¢ OUAIIENbHBIMU PELIECCUBHBIMU MyTalMsIMH [ mut];[mut]

1| c.[-23+1G>A];[-23+1G>A] 32 |31,4 29 | 52,7 -1 0,0 3 (10,7

2 | c.[-23+1G>A];[35delG] 3129 -1 00 1] 53 21 71

3| c.[-23+1G>A];[167del T] 1] 10 -1 00 1] 53 -1 00

4 | c.[-23+1G>A];[313_326del14] 1] 1,0 -1 00 -1 0,0 1| 36

5| c.[-23+1G>A];[334_335delAA] 1] 1,0 -1 00 1| 53 -1 00

6 | c.[35delG];[35delG] 3129 -1 00 -1 0,0 3 110,7

7 | c.[35delG];[334_335delAA] 1] 10 -1 00 1] 53 -1 00

8 | ¢.[35delG];[358_360delGAG] 1|10 -1 00 -1 0,0 1| 36

Bcero 43 (42,2 29 | 52,7 41211 10 | 35,7
GJB2-BapraHThl ¢ MOHOAJUICTBHBIMH PEIIECCUBHBIMU MyTanusmu [mut];[wt]

9 | c.[-23+1G>A];[wi] 6| 59 41 7,3 -1 0,0 2| 71
10 | c.[35delG];[79G>A] 1] 10 -1 0,0 1] 53 -1 0,0
11 | c.[101T>C];[wt] 1] 1,0 1] 18 -1 0,0 -1 0,0
12 | c.[L09G>A];[wt] 1] 1,0 1] 18 -1 0,0 -1 0,0

Bcero 9| 88 6|10,9 1| 53 2| 7,1
GJB2-BapuanThl 0e3 myTtaruii [Wi];[wt]

13 | [wit];[wt] 48 | 47,1 19| 34,5 14 | 73,7 15| 53,6

14 | c.[T9G>A];[wt] 1] 10 1] 18 -1 0,0 -1 0,0

15 | c.[79G>A(;)341A>G]; [wt] 1] 10 -1 0,0 -1 0,0 1| 36

Bcero 50 | 49,0 20 | 36,4 14 | 73,7 16 | 57,1




5" UTR 12

Exonl Intron Gly
6 ¢ A G AT G A 6 C C € 6 & €6 ¢ €1 61 6 &
-26 -25 -24 -23 2 3 4 5 6 7
ﬁ c.[wt):[wt l c.[wif:[wi]
|

|
/\ ﬂ'm\ /\MA /\/\ | /\jj

Exonl Intron Gly/Val

G G 6 G € N N N N A N

G C &2 6 R T 6 A G C C

c.[-23+1G>A];[wt]

i

c[35delG];[wt]

b

Exonl Intron Val
G C 2 6 G I G A 6 C € & 6 & &1 61 & =
e [2341G-AL[-23+1G>A] l c[35delG]:{35delG]

/J lf |
Ay /\ i /\ Ny

¢.-23+1G>A (Splice site, m.RNA) ¢.35delG p.(Gly12ValfsX2)

|
| f‘mA /\ Il /\/\MMM/\/

27 34

Val Met
o4 G T c C T c T cC A T T A T G AT c Cc
lc.[wt]:[wt] C[wt]1 ]
f
i
,I \ ’ \
Val/Ile Met/ThI
c ¥ T € C T € T €C AT T a2 N 6 A 1T ¢ ¢
j c.[79G=A];[wt] c.[10 rh'>C];[m]
|
|
\ (\ i
‘M ‘( \ ;l \ / \
| 1 I
RARVATRIRIRIRIR " ,\m \ R #\A/.ﬁl Il
Ile
e T . . - ¢.101T>C p.(Met34Thr)

' c.[79G=A:[79G>A]

HIAAVI

¢.79G>A p.(Val271le)

Pucynok 10. CexBeHorpammsl naeHTuGuumpoBanubix GJB2 BapuanTos.
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c c T c G T T <] T [} G
c.[wi];[wt]
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Val/lle

c.[109G=A]:[wt]

A
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Pucynox 10. (mpogomkenue).
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c.[wt]:[wt]

A T T T A A G

c.[334_335delAA]
A T T T A A G

¢.334_335delAA (p.Lys112GlufsX2)

Pucynok 10. (mpomomkeHue)
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G A 6 T 6 A A T T T
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i
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A

G 2 6 T 6 &2 AT T T &

[

c.[341A>G]:[wt]
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Chromosome 13 - NC 000013.11

—— G ]B2 GJB6 S LOC105370102 —
/ 7109%p

3'UTR JK30H 2 Hutpon Ix3on 1 5'UTR

41576290 bp IY YWY WWVY ) 822-977bp
¢.-23+1G>A

¢.358 360delGAC
c.341A>G
¢.334 335delAA
c.313 326dell4
¢.167delT

c.109G>A
c.101T>C
c.79G>A

¢.35delG

Pucynok 11. Cxematrueckoe nzobpaxenue cTpykrypsl reHa GJB2 (13qll - q12) u BapuaHThI
nocienoarenbHoctTd  GJB2, wupeHTHQHUIMpOBaHHBIE B JaHHOW paboTe B pe3ynbTaTe
MOJICKYJISIPHO-TCHETHYECKOTO  aHanu3a. KpacHbIM IBETOM TIOKa3aHbl IMaTOTCHETUYCCKHE
BapuaHThl rena GJB2.

3.2.3 I'enorun-peHorunuyeckuii anaau3 xkomMouHauuii penorunos u GIB2-
reHOTHUIIOB Y OpPaYHbIX NAPTHEPOB

[IpoBeneHHBI MOJNEKYISPHO-TEHETUUECKUI aHAIU3 TTO3BOJIMJI COMIOCTABUTh
GJB2-renotunsl Opaunbix mapTHepoB B 37 Ab, Brirowaromux (M0 JaHHBIM O
COCTOSIHUU CllyXa WX JeTei) 25 KOMIUIEMEHTApHBIX M 12 HEKOMIUIEeMEHTapHbIX
opaxoB (Tabmmmua 10, BemeneHo cepbiM 1BeToM). Coueranne GJB2-renoruron
[mut];[mut] x [mut];[mut] y Gpaunbix mapTHepoB ObLIO OOHapykeHO y 9 u3 12
JOCTYIIHBIX I aHalin3a HeKoMIUIeMeHTapHbIX OpakoB. Coueranue GJB2-
reHotunoB  [mut];[mut] x [mut];[wt] HaGmromamoch B 4 Opakax (2
KOMILIEMEHTAPHBIX ¥ 2 HEKOMILIEMEHTAPHBIX ), @ COUYeTaHKe TeHOTHIIOB [ mut];[mut]
x [wt];[wt] - B 11 u3 25 npoaHaIM3WPOBAHHBIX KOMIUIEMEHTAPHBIX OPaKoB U

OTCYTCTBOBAJIO B HEKOMITJIEMEHTapHBIX Opakax (Tadymma 10).
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Tab6anua 10. Coueranue renotunos no reny GJB2 y riyxux OpadyHbIX MapTHEPOB

B PA3JIMYHBIX THUIIAX 6paKOB.

Tun Gpaka
Couerarie Acco;zTaTnBHble Opaku Bpaiu
GJB2-renotumnos (rayxoit x rayxaz) (n=81) «riryxom(ast) X
Kommiemenrapueie | HekoMruieMeHTapHbIE .
CIBITIAIIasi (i )»
Opaku™ Opaku™**
[mut];[mut] x [mut];[mut] 0 9 0
[mut];[mut] x [mut];[wt] 2 2 0
[mut];[mut] x [wt];[wt] 11 0 0
[mut];[wt] x [wt];[wt] 7 1 0
[wt];[wt] x [wt];[wt] 5 0 0
[mut];[mut] x ? 8 4 7
[mut];[wt] x ? 1 1 1
[wt];[wt] x ? 19 0 6
?7x7? 9 2 10
Bcero 62 19 24

* - KOMILJIEMEHTapHbIe Opaku — Opaku MEXIy IIIyXUMU OpauHbIMU MapTHEpaMH, Y
KOTOPBIX €CTh TOJIBKO CIBIIIAIINE I€TH, INOO KaK CIIbIIIAIINE, TAK U TIIyXHe JeTH; **
- HEKOMIUIEMEHTapHbIE Opaku - Opaku MexAy INIyXUMHU OpayHbIMH MapTHEpaMu, Yy
KOTOPBIX €CTh TOJBKO IIyXue aet; [mut] - myrantHbii GJB2-amnens; [wt] — GIB2-
ajieab, HE UMEIOIIUN KIMHUYECKOro 3HAUeHUS («JIMKHUI THID WU TOJIUMOPQHBIMA
BapuaHT); [mut];[mut] - GJB2-reHoTMH ¢ MyTamUsIMHA B TOMO3WUTOTHOM WJIH
KOMITayH/-T€TEPO3UTOTHOM cOCTOsIHUH; [mut];[wt] - GIJB2-TreHoTHT ¢ MyTanusmMu B
reTepo3uroTHoM coctossauu; [wt];[wt] - GJIB2-renotunn 0Oe3 wmyramuii; ? -
MOJICKYJIIpHO-TeHEeTHYeCKHni aHanu3 rena GJB2 He mpoBoamIcs.

OcoOblii MHTEpEC MPEACTABISIET aHaIW3 HEKOMIUIEMEHTAapHBIX OpakoB ¢
TOYKH 3PEHUS UX MOTEHIIMAIBHO MOBBIIIEHHOTO BKJIaa MyTaHTHRIX GJB2-anneneit
B cieayromee nokosenue (Nance et al., 2000; Nance, Kearsey, 2004; Arnos et al.,
2008). Ilpu paccmorpennu 37 acCOPTaTHBHBIX Map C MOJHOH WHpoOpMammen o
GJB2-reHoTHmax mMapTHEPOB MOXKHO 3aKJIIOYHTh, YTO CYIIECTBEHHYIO noiit0 Ab
riyxux Joged B SAxytuun (okomo 24%, 9 w3z 37 OpakoB) COCTaBISIOT
HEKOMIUIEMEHTapHbIe Opakd, B KOTOPBIX Yy O0OUX CyHNpyroB HMPUYHMHOU TIYyXOTHI
ABJIAIOTCS MyTanuu rena GJB2. 1ot nokasaresb, BEpOSITHO, MOXKET ObITh YTOUHEH
npu noiyuyeHun Oosiee monHOW mMHopmaruu o GJB2-craryce rayxux OpadHBIX
napTtHepoB. TeopeTnyecku, B3aHMMOCBSI3b YacCTOThl PELIECCUBHOIO MYTaHTHOTO

amtens (P) OJHOTO KaKoro-Jin0o JIOKyca, aCCOLIMMUPOBAHHOTO € MOTEpen ciiyxa, u
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JOIM HEKOMILIEMEHTApPHEIX OpakoB (P*) Mexay IByMs yCIOBHBIMH TOMO3UTOTAMU
0 STOMY MyTaHTHOMY amielo (P?Xp?) MOMKET ONIpPEeNeNsaThCS BBIPAKECHHUEM:
p?xp?=p* (Nance et al., 2000). Mcxoas U3 10K HEKOMIJIEMEHTApHEIX OpPaKoB, B
KOTOPBIX TIOTEPS ClTyXa Yy OpavyHbIX MapTHEPOB ObLTa 00YCIIOBIEHA OMALICTLHBIMU
myTanusmMu reHa GJB2, teopermyeckas orenka dactorel «GJB2-TiyXoThl» B
Sxytun coctasnser 0,48 (p? = \/0,24). OTH NaHHBIE COMOCTABUMBI C JAHHBIMU,
MOJIYYCHHBIMH B PE3YyJIbTaTe MOJEKYISIPHO-TEHETHIECKOTO TECTUPOBAHUS TI0 TCHY
GJB2 B Sxytuu: 42,2% B HacTosmieM uccieaoBanuu U 48,8% B Oojee paHHEM
uccienoannu (Barashkov et al., 2016).

Kak Obu10 MokazaHo paHee, B Opakax JIBYX TIyXMX WHIUWBHUJIOB OJWH U3
MapTHEPOB MOXET OBITh TTYXHUM B CHJIy OMAJUICNIbHBIX PEIIECCUBHBIX MyTalluH, a
BTOPOH MOXET UMETh KaK HOPMAJIbHBIA TE€HOTHII, TAK U OBITH T€TEPO3UTOTHHIM
HOCHUTEJIEM peIleCCUBHOTO ayuiens. [Ipu 3TOM MOTOMCTBO OT TakuX OpakoOB MOKET
OBITh, KaK TIIyXHUM, TaK U CIBIIIANUM, U Takue Ab Ha3bIBalOTCS CerperupyonuMu.
Ha pucynke 12 mpencraBieHa poJOCIOBHAS CEMbH, coUueTaromas B ceOe pa3Hble
tunibl  Ab. Tlo cocTtosiHMIO ciyxa poauTeNned U TOTOMKOB Opak MEXIy
unauBuayyMami 1:1 u 11:2 611 onpeniesieH Kak HEKOMIUIEMEHTAPHBIH, TaK Kak 00a
ux pedeHka ObuTH TIyXuMu; MTOBTOPHBIHM Opak 11:2 ¢ 11:3 — kak KoMIIeMeHTapHBIH,
Takxke, Kak u oOpak mexay 11:3 u 11:4. Oqnako GJB2-TtecTupoBanue mokasano, 4yTo
opak mexnay ll:1 u 1l:2, He sBHsAETCA HEKOMIIEMEHTAPHBIM, & CETPETUPYIOIIUM
nockonbky naauBUayyM l1:1 umeer renotun C.[-23+1G>A];[-23+1G>A], Toraa kak
npobanx 11:2 ¢ reHorunom C.[-23+1G>A];[wt], ckopee Bcero, SIBISICTCS TOJBKO
CIIy9aifHBIM T€TEPO3UTOTHBIM HOCHTEIIEM MYTaHTHOTO ajuieiisi W MPUYHHA TMTOTEePHU
ciiyxa y Hee He cBsizaHa ¢ TeHoM GJB2. OTcyTcTBUE KakuX-11M00 HEYCTaHOBIEHHBIX
reHEeTHYECKUX (PaKTOPOB, BIMSIOIIMX HA HOPMaJIbHBIA CHUHTE3 U (DYHKIMIO Oeika
Cx26, y mpobanna Il:2-xocBeHHO MOATBEPKIAETCS aHAIU30M POJOCIOBHOM: €e

cupimaniast qoub 1:3 yHacnmenoBama ot Heé «HOpMmanbHbIDY GJB2-amnens, a ot
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orua I1:3 - annens ¢ myranueit €.-23+1G>A u, Takum o0pa3oM, TakKe SBISETCS

reTepO3UrOTHON HOCUTENBHULIEH 3TON MyTallUH.

! L. 0.

‘ ! ! ! !

" B |  rramm
I:1 / :2 l:3 I:4
C

C.[-23+162AL;[-23+1G>A] [-23+41G>A];[wt] C[-23+16>AL;[-23+1G>A] [wil;fwt]

' ' ‘ |
I . ITM . |;:2 O 03 O 4 O s

C.[-23+1G>A];[-23+1G>A]  c.[[23+1G>A];[-23+1G>A] c.[-23+1G>A];[wt] c.[-23+1G>A];[wt] c.[-23+1G>A];[wt]

Pucynoxk 12. GJB2-reHOTHIIBI, BBISIBICHHBIE B CEMbSIX TIIYXUX HHAUBUIYYMOB.
UepHbIM 1IBETOM BBIJCJICHBI TIIyXHe UHAUBUAYYMbIL. CTpelkoi Mmoka3aH mpoOaH,
3HakoM «!» — oOcnegoBanHble MHAUBUAYYMBL. GJB2-reHoTUITBI HEOOCIEeIOBAHHBIX
uaauBuayymoB (111:3, 111:4, 111:5) onpenencHsl 10 reHEaTOrHYECKOMY aHAIIH3Y.

COBOKYITHOCTB ITOJIyYEHHBIX JAaHHBIX: OTHOCUTENIBHO BBICOKAs TEHETUYECKAS
IPUCIIOCOOIEHHOCTh (BBIpaXKEHHAs B IUIOJOBUTOCTH) IIIyXHX JtoAeill B SAkyTuu B
COUETAaHMU C BBICOKOW PACIPOCTPAHEHHOCTHIO MX AaCCOPTATUBHBIX OpakoB u
3HaunTeabHOM yacToToi API" 1A Tuna cBUAETENBCTBYET O BEPOSITHOM OCIabIeHUN
JaBJieHUs. 0TOOpa MPOTHB TAKOTO MpPHU3HAKA KaK «TJIyXOTa» M BO3MOXHOM pPOCTE

gacToThl GJB2-MyTaHTHBIX ajutesiell B MOCIEIYIONTUX MMOKOJICHUSX.
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3.3 AreHTHoe MOJeJMPOBaHUE [aBJieHHUs OTOOpa HAa JUHAMMKY
pacnpocTpaHeHusi ayTOCOMHO-PeleCCUBHOM I1yXoThl 1A THna

JIist pa3pabOTKK KOMITBIOTEPHOU MOJENH, KOTOpasi Morja Obl IPOU3BOAUTH
OoJee HaEKHBIE TIPOTHO3BI JUHAMUKH PACIIPOCTPAHEHUS HACICACTBEHHBIX (HOpM
IIIyXOThI B 3aBUCUMOCTH OT JIaBJICHHsI OTOOpa, Mbl IPUMEHUIIU MOTYyYEHHbIE HAMU
JAHHBIE TI0 HW30JIMPOBAHHOW IMOMYJISIMUU SIKYTOB, C MOHOT€HHOM CTPYKTYpOM
HACJICICTBEHHOM IMOTEPH CIyXa W OMUCAHHBIMH (PAaKTOpPAMH, BIUSIONIMMH Ha €&
pacnpocTpaHeHHOCTh.  Takumu  ¢akTopamMu  SBIAIOTCS  CpPaBHUTEIbHAs
POXKIAEMOCTh TJIYXUX W CHBIIIAIIMX HWHIUBUIOB U BCTPEUAEMOCTh Pa3IMYHBIX
coueTaHuil (PEHOTUIIOB Y OpAauHbIX MAPTHEPOB.

JI1s1 aHanmu3a pacupOoCTPaHEHHS HACIEACTBEHHOW BPOKICHHOM PElleCCUBHOM
MOTEPH ClIyXa B U30JIMPOBAHHOM MOMYJISAIIUMA YEJIOBEKa B 3aBUCUMOCTH OT JaBJICHUS
orOopa Hamu Obuta pazpaboTaHa KommbloTepHass Mojuenb. [lpu  paspaboTke
porpaMMbl MOJIENI ObLI MPUMEHEH AareHTHO-OPUEHTHUPOBAHHBIA TOJXOJ, MpHU
KOTOPOM KaXK/Iblii ar€HT MPEJICTABIISIET CO00M OTACIBPHOTO UHANBUIYYMA. ATEHT B
MOJIENIA OXapaKTepu30BaH (PEHOTUIIOM U TeHOTUIOM. OCHOBHBIE (PEHOTUTUYECKUE
napaMeTphl: 1mMoj (MyXK4YMHA/>)KEHILMHA), COCTOSIHUE cliyXa (TIyXOW/Clblanui) u
A3BIK KECTOB (3HaHME/He3HaHue). ['eHoTUI mpeacTaBieH OAHUM JOKYCOM / TEHOM,
B KOTOPOM pPELECCUBHBIN alljieNib SIBJISIETCS MAaTOreHHbIM. OCHOBHOUM alrOpuT™M
MporpaMMbl TIPEACTaBISET COOON KU3ZHEHHBIN LIUKJ OJTHOTO TTOKOJIEHUs (KOTOPHIN
curTaercst paBHbIM 20 rogam) MoaenupyemMon nomyasaiun. OuH UK IPOTPaMMBbl
BKJIIOUYAET: BBHIOOp OpauHbIX MApTHEPOB HAa OCHOBE (PEHOTHUIIA; CO3/IaHHE HOBOM
MOMYJISIIIUK, COCTOSIIEN HW3 TOTOMCTBA AareHTOB TEKYIIEro TIOKOJICHHUS;
MOJICIMPOBAHUE KOHCOJIMIUPOBAHHBIX COOOIIECTB TITyXUX JIFOJICH.

Mpb1 3anmycTWIM MPOrpaMMy B TPEX Pa3IUYHBIX CLEHApUsIX (KOMOMHAIMIX
HayaJbHbBIX napaMeTpoB) (Tabmwuia 5), YTOOBI CMOJEINPOBATh
pacnpoctpadeHHOCTh API' 1A Tuma mpu pa3idyHOM MHTEHCUBHOCTH JIaBJICHUS
otbopa. JlJis KaxJa0ro MOKOJEHHUs MpOorpaMma PErucTpUpyeT JAaHHbIe 00 oOriei

YUCJICHHOCTH TIOITYJIAINH, KOJINYCCTBC TNIYXUX WHAWUBHUAOB, paCCHHUTBLIBACT JIOJIIO
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PEUCCCUBHBIX MYTAHTHBIX TOMO3UI'OT U HaCTOTY PCUCCCUBHOTO MYTAHTHOT'O aJIJICIIA

H CBOIOUT 3TH IIapaMCTPLI B Ta6J'II/II_IBI.

3.3.1 Cuenapmii 1 — «OT00p»
IlepBrIif crieHapuii TpeACTaBIseT COO0OM MOJCNIb MOMYJSIHH, B KOTOPOM
TJIyXH€ WHJMBUJIBI HE BCTYMAIOT B Opak U HE UMEIOT MOTOMCTBA, TAKUM 00pa3oM,

MOJIEIUPYs IOJIHOE AABJIEHHE 0TOOpA, HAIPABICHHOIO IPOTUB IIPU3HAKA TIIyXOTBHI.

Ta6auua 11. Pezynbrarsl MonenupoBanus ciieHapus 1 — «O1Gop».

I'oper | Pasmep nonymsaumu | I'myxue mnauBuabl |[lomns peneccuBHOro| /1ot roMo3uror mo
(0,99 1N) (0,99 1N) MYTAHTHOTO aJUIe/si|  PEILIECCHBHOMY
(0,99 ) MYTaHTHOMY aJUICITIO
(0,99 J111)

0 200000,00 (£0,00) 999,31 (+0,37) | 0,0525 (+0,00) 0,0025 (+0,00)
20 222509,12 (£1,21) 111539 (+1,70) | 0,0502 (£0,00) 0,0025 (+0,00)
40 247652,42 (£12,30) | 1184,19 (+2,51) | 0,0478 (£0,00) 0,0023 (+0,00)
60 275794,02 (£10,20) | 1260,20 (+1,12) | 0,0456 (+0,00) 0,0021 (+0,00)
80 306397,56 (£29,84) | 1347,15 (+0,71) | 0,0436 (+0,00) 0,0019 (+0,00)
100 340791,57 (£2,01) 144722 (+0,56) | 0,0418 (+0,00) 0,0017 (+0,00)
120 378288,16 (+12,24) | 1550,50 (+0,46) | 0,0401 (+0,00) 0,0016 (+0,00)
140 421135,72 (+64,27) | 1677,15 (+0,74) | 0,0386 (+0,00) 0,0015 (+0,00)
160 468272,88 (+66,19) | 1816,89 (+0,40) | 0,0371 (+0,00) 0,0014 (+0,00)
180 522268,86 (+0,90) 1971,05 (+2,20) | 0,0358 (+0,00) 0,0013 (+0,00)
200 581591,03 (£52,74) | 2149,63 (+1,18) | 0,0346 (+0,00) 0,0012 (+0,00)
220 648095,30 (£181,10) 234491 (+2,26) | 0,0334 (£0,00) 0,0011 (+0,00)
240 721688,52 (+69,48) | 2557,64 (+3,53) | 0,0323 (£0,00) 0,0010 (+0,00)
260 804864,41 (+£200,44) 2801,33 (+1,02) | 0,0313 (£0,00) 0,0010 (+0,00)
280 895747,78 (£94,95) | 3065,79 (+3,04) | 0,0304 (£0,00) 0,0009 (+0,00)
300 998584,22 (+£80,36) | 3357,94 (+1,27) | 0,0295 (£0,00) 0,0009 (+0,00)
320 |1111832,63 (+83,61) | 3688,86 (+3,19) | 0,0286 (+0,00) 0,0008 (+0,00)
340  |1239994,31 (+277,73) 4060,85 (£3,50) | 0,0279 (+0,00) 0,0008 (+0,00)
360 |1382016,25 (+56,62) | 4467,03 (+0,09) | 0,0271 (+0,00) 0,0007 (+0,00)
380  |1541851,04 (+89,28)| 4928,72 (+0,00) | 0,0264 (+0,00) 0,0007 (+0,00)
400 |1721203,74 (£29,72) | 5440,07 (£2,57) | 0,0257 (+0,00) 0,0007 (+0,00)

Pe3ynbTaThl MOAENMpPOBaHUS MOKA3aJIM yBEIUYEHUE pa3Mepa MOIMYJSIUHN C
HavanbHBIX 200000 mo 1721203,74 uaauBuaoB B 20-M MOKOJICHUH, a KOJIMYECTBO
TIyXHUX UHIUBHIOB yBeauumiochk ¢ 991,31 no 5540,07 (Tabmuma 11, Pucynok 13).

COOTBeTCTBCHHO, A0JIs1 PEUCCCUBHOTO aJJICIISA B 06H.ICI\/'I nonyJsinuu CHU3UJIACh C
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5,25% no 2,57% (Tabmuna 11, Pucynok 13) mocne 20 mokonenuit. O0mas moms
rIyxux B nonynsuua ymenbmunack ¢ 0,49% no 0,31%. Monst peneccuBHBIX
TOMO3HUTOT B 00111e# nomyssiiuu cHu3uiaach ¢ 0,25% no 0,07% k 20-My MOKOJICHUIO

(Tabymmma 11, Pucynok 13), a cpenu rimyxux nHIuBUA0B ¢ 50% 10 22%.
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Pucynok 13. PesynbraThl MomenupoBaHusi ciieHapus 1 «Ot6op». A — OOmui
pasmep nonyisiuud. b — ywucno rayxux umHauBHaoB. B — Jlons uHAMBUIOB
TOMO3UTOTHBIX IO PELIECCUBHOMY MyTaHTHOMY ajuiento. I' — HacToTra perieccuBHOTO

MYTAHTHOI'O aJUICJIA B ITOITYJISAIIHUH.
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3.3.2 Cuenapmii 2 - «OcnadjieHHBII 0TOOP»

Bropoii cuenapuii, «OcnabneHHbiii oT00p», MPEACTaBIsIeT COOOW MOEINb

MOIIYyJIsIMuH, B KOTOpOﬁ BCC TIYXHC MHIAUBHUIBI HMCIIOJIB30BAJIA A3BIK KCCTOB M Ha

OCHOBE 3TOT0 MOTJIM BCTyMNaTh B Opak. J{s maHHOTO cliieHapus ObLIM MPUMEHEHbI

JTaHHBIE 0 OpayHOU CTPYKTYpPE U PEMPOTYKIIUU TITyXOTO HACEICHUS U UX CIIBIIIAITIX

cubcoB B SIKyTHH, MOJIy4eHHbIE HaMU paHee. Takum 0Opa3oM B MOJIENU TIyXue

WHIMBH/IbI BEIOMpAU riayxoro naptaepa B 77,1% ciydaeB (accopraTuBHbIE OpakH),

a CpCaHCC YHCIIO ,ZIGTGI\/'I Y Hapbl I'NIYXHUX HHIWUBHUI0B ObUIO HIKE YEM Y Hapbl

ciapimamx Ha 22%.

Tab6anua 12. PesynpTaTsl MoennpoBaHus cuieHapus 2 — «OcinalieHHbIi 0TO0p».

I'ogwt (Pazmep nonynsinuu (0,99 I'myxue unpuBuael | lons peneccuBHOro |[{oyis roMo3uror no
JIN) (0,99 1N) MYTaHTHOTO aJUIeNisi | PELeCCUBHOMY
(0,99 1) MYTaHTHOMY
atenio (0,99 JIN)
0 200000,00 (+0,00) 997,60 (£1,55) 0,0525 (+0,00) 0,0025 (+0,00)
20 223317,53 (+2,65) 1333,18 (+0,86) 0,0518 (+0,00) 0,0035 (+0,00)
40 249219,39 (+12,91) 1480,78 (+3,95) 0,0511 (+0,00) 0,0035 (+0,00)
60 278625,21 (+36,37) 1742,06 (+6,92) 0,0504 (+0,00) 0,0038 (+0,00)
80 310574,08 (+44,92) 1968,69 (+1,43) 0,0497 (+0,00) 0,0039 (+0,00)
100 346489,86 (+22,28) 2187,96 (+7,09) 0,0489 (+0,00) 0,0038 (+0,00)
120 385614,24 (+49,36) 2425,23 (£6,52) 0,0481 (+0,00) 0,0038 (+0,00)
140 430365,08 (£111,96) | 2641,69 (+3,01) 0,0474 (+0,00) 0,0036 (+0,00)
160 479762,15 (£135,99) | 2873,08 (+0,33) 0,0466 (+0,00) 0,0035 (+0,00)
180 536425,92 (+34,70) 3128,89 (+0,94) 0,0459 (+0,00) 0,0033 (+0,00)
200 599440,47 (+272,34) | 3411,63 (+3,10) 0,0453 (+0,00) 0,0032 (+0,00)
220 668929,41 (+128,45) | 3712,52 (+0,53) 0,0446 (+0,00) 0,0031 (+0,00)
240 746558,94 (+127,92) | 4083,75 (+3,58) 0,0440 (+0,00) 0,0030 (+0,00)
260 835138,41 (+50,54) 449256 (£0,29) 0,0434 (+0,00) 0,0029 (+0,00)
280 931372,24 (+5,21) 4931,38 (+0,73) 0,0428 (+0,00) 0,0028 (+0,00)
300 [1040361,09 (£59,91) 5422,27 (+0,12) 0,0422 (+0,00) 0,0027 (+0,00)
320 [1161796,74 (£269,17) | 5955,77 (£5,29) 0,0417 (+0,00) 0,0026 (+0,00)
340 [1297649,37 (£210,85) | 6544,33 (£18,61) | 0,0412 (+0,00) 0,0025 (+0,00)
360 [1451073,88 (+£672,37) | 7196,66 (£10,39) | 0,0406 (+0,00) 0,0025 (+0,00)
380 162194590 (£219,28) | 7911,25 (+13,97) | 0,0401 (+0,00) 0,0024 (+0,00)
400 [1814625,89 (£142,06) | 8719,41 (+15,80) | 0,0396 (+0,00) 0,0023 (+0,00)
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Pe3ynbraThl MOAEIMpOBAaHUS TIOKA3AJH, YTO 00Iast YUCIICHHOCTD MOIYJISIITUN
yBennumiack ¢ 200000 no 1814625,89 nnnuBuioB B 20-M MOKOJIEHHUH, @ YUCIIO
TIyXUX UHAABHIOB yBeIU4riIoch ¢ 997,60 no 8719,41 (Tabmuua 12, Pucynok 14).
[Tpu 3TOM nmOMS TIyXUX MHAUBUAOB B 00mIed momymsiiuu cHuzmiack ¢ 0,49% no
0,48%. Jlons WHIWBHUIAOB, TOMO3UTOTHBIX IO PEIIECCHBHOMY aJUIeNio, B OOIIeH
nonyisiuuu ysenuuuiach ¢ 0,25% 10 0,39% Ha 4-M 110KOJIEHUH, a 3aT€M CHU3UIIACH
no 0,23% wna 20-m moxosienuu (Tabmumma 12, Pucynok 14). CooTBETCTBEHHO,
4acTOTa PEIECCUBHOIO MYTAHTHOTO ajuielis B OOIIeH MOMYJISIIUA CHU3UJIACH C
5,25% no 3,96% mnocne 20 mokoneHuid. Jloyisi pelieCCUBHBIX TOMO3UTOT Cpeau
CIIyXHUX MEHSJIaCh COOTBETCTBEHHO: 50% B CTapTOBOM MOMYJIALIMU C pocTOM 10 62%
Ha 4-M TIOKOJICHUH, C MOCJICIYIOIIUM ITOCTOSHHBIM CHHKeHHueM 10 48% B KOHIIE

MozenupoBanus (20 MOKOJICHHUI).
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Pucynoxk 14. Pe3ynbpTaTsl MoenupoBanus cueHapus 2 «OcialneHHblid 0T00p».

A — O6wmwuit pazmep nonynsiauuud. b — yncno royxux unauBunoB. B — Jloas uHAMBUAOB
TOMO3UIOTHBIX II0 pPELIECCUBHOMY MyTaHTHOMY amienmto. I' — Yacrora peneccuBHOro
MYTaHTHOTO aJuIeJIs B MOIYJISLUN.
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3.3.3 Cuenapmii 3 — «OrcyrcrBue oTO0pa»

Tpetuit cuenapwuii mpencrasisieT co00il MOAETb MOMYJISIIUU, B KOTOPOU BCE

NHAWBUABI MOI'JIN CBO6OIIHO BCTYyIIaThb B 6paK HC3aBHCHUMO OT q)eHOTHHa H Yy BCCX

TUTIOB OpayHBIX Map ObUTM OJMHAKOBBIC PEMPOIYKTHBHBIE BO3MOXKHOCTU. DTOT

CHCHapI/Iﬁ IMpCaACTaBIIAI coOoi OTCYTCTBUC HABJICHUA 0T6opa H3-3a OTCYTCTBUA

OTpaHUYECHHUMN (PEHOTUIIA TITYXOTHI.

Tab6anua 13. PesynpraTsl MoennpoBaHus cueHapus 3 — «OTCyTcTBUE 0TOOpay.

I'on | Pasmep nonymsaumu | I'imyxue MHIMBUABI Yacrorta JloJ11 roMOo3uror 1o
BI (0,99 1) (0,99 1N) pelecCuBHOTO PEIEeCCUBHOMY
MYTaHTHOT'O QJIJIEJIsl| MyTaHTHOMY aJUIEIIO
(0,99 1N) (0,99 a1N)
0 200000,00 (+0,00) 999,07 (+0,81) 0,0525 (£0,00) 0,0025 (£0,00)
20 | 223666,00 (%0,00) 1164,12 (+1,10) 0,0524 (£0,00) 0,0027 (£0,00)
40 |250071,12 (+24,93) 1310,86 (£2,57) 0,0523 (£0,00) 0,0027 (£0,00)
60 |280034,20 (£15,11) 1464,80 (1,55) 0,0523 (£0,00) 0,0027 (£0,00)
80 |312666,16 (+8,31) 1637,01 (+0,04) 0,0523 (£0,00) 0,0027 (£0,00)
100 |349382,29 (+31,36) 1826,57 (+2,89) 0,0523 (£0,00) 0,0027 (£0,00)
120 |389421,05 (+39,87) 2036,77 (£3,87) 0,0523 (£0,00) 0,0027 (£0,00)
140 |435374,32 (+80,93) 2280,41 (+0,90) 0,0523 (£0,00) 0,0027 (£0,00)
160 |486080,33 (+22,52) 2541,44 (£3,01) 0,0523 (£0,00) 0,0027 (+0,00)
180 |544266,32 (+82,43) 2848,20 (£5,29) 0,0523 (£0,00) 0,0027 (£0,00)
200 |609276,45 (£105,20)| 3188,42 (£6,88) 0,0523 (£0,00) 0,0027 (£0,00)
220 |680797,93 (£61,70) 3556,74 (£0,00) 0,0523 (£0,00) 0,0027 (£0,00)
240 |761091,75 (£63,01) 3978,40 (£1,95) 0,0523 (£0,00) 0,0027 (£0,00)
260 |852284,26 (+128,70)| 445551 (+2,36) 0,0523 (£0,00) 0,0027 (£0,00)
280 |951729,71 (+208,89)| 4979,58 (+16,49) | 0,0523 (+0,00) 0,0027 (£0,00)
300 [1064259,76 (£250,88)| 5560,88 (£1,02) 0,0523 (£0,00) 0,0027 (£0,00)
320 [1190192,44 (+432,20)| 6226,55 (£2,61) 0,0523 (£0,00) 0,0027 (£0,00)
340 [331127,28 (£370,70)| 6968,70 (+14,91) | 0,0523 (+0,00) 0,0027 (£0,00)
360 [490730,70 (£92,00) 7805,32 (+22,52) | 0,0523 (%0,00) 0,0027 (£0,00)
380 [1668175,88 (£204,94)| 8726,21 (+17,51) | 0,0523 (+0,00) 0,0027 (£0,00)
400 [868655,58 (+345,94) 9776,90 (+0,16) 0,0523 (£0,00) 0,0027 (£0,00)

[To »TOMY ClieHapUIO YUCIEHHOCTh MOMYJISALIUU

YBCIINYWJIACh C HAYaJIbHBIX

200000 go 1868655,58 nnanBua0B B 20-M MOKOJIEHUH, & YUCJIO TIYXUX UHIUBUJIOB

yBermumiiock ¢ 999,07 mo 9776,90 (Tabmuma 13, Pucynok 15). Jlonst rimyxux

MHIUBUZIOB cocTaBwia 0,52% Ha mepBOM IMOKOJIEHWM W HE MEHsUIaCh HAa BCEM

NPOTSDKEHUH MOJIeIMpoBanus. HacToTa perecCMBHOr0 MyTanTHOro aymtess (5,25%)

IPAKTHUYECKH HE M3MEHMITACh Ha poTsokeHuu 20 nmokosienui (Tadauma 13, PucyHok



15). Jlonst pereccuBHBIX TOMO3UTOT TaKKe U3MEHUIIACh HE3HAYUTENIbHO. B o0mieit

nomysiuu oHa Beipocia ¢ 0,25% no 0,27% B 1-M mokosieHuu, a 3aTeM OCTaBalach

noctossHHOU 70 20-ro mokonenus (Tabxumna 13, Pucynok 15). Cpenu riayxux oHa

koJiebaracy 0koJj1o 3HaueHus 51,5%.
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Pucynoxk 15. Pezynbrarsl MogenupoBaHus ciieHapus 3 «OTCyTcTBUE 0TOOpAY.

A — OOmmmi#t pasmep monyisiiuu. b — ymucno rmyxux wHauBuaoB. B — Jlons
WHJMBUJ0B TOMO3UTOTHBIX IO PELIECCUBHOMY MyTaHTHOMY asuiento. I' — Hactora
PELIECCUBHOTO MYTAHTHOTO aJUIEJIsl B OMYJIALINH.
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3.4 IIporuo3 pacnpocTPaHEHHOCTH AYTOCOMHO-PellecCUBHOI I1yXoThl 1A THna
B 3AaBHUCHMOCTH OT JaBJICHUsI 0TOOpa

B  nmanmHoM pasnmene HamMu  ObUIO  TPOBEACHO  MOJCIMPOBAHUE
pacnpoCTpaHEeHUs! HACIEACTBEHHOM MOTEPH CIIyXa MPHU TPEX PA3IUUYHBIX YCIOBHIX
JaBieHuss oTOopa Ha (EHOTHN TIyXOThl. VHTEHCHMBHOCTH MdaBJICHHS OTOOpa
peryiaupoBajiacb MyTeM H3MEHEHMsI YCIOBUW BCTYIUIEHHS B Opak areHTOB U
CPEIHUM YHUCJIOM JETel y mapbl MHAMBUIOB B 3aBUCHUMOCTHM OT THUIIa Opaka
(capImaIuii — CABIIIAIINNA, TIYXOH — CIIBIIIAIINHA, TIIyX0H — TIIyX0i).

B wmonenupyemoit momymnsiuuu crueHapusi 1 — «Otbop» Habmoganoch
3HAYMTEIHLHOE CHIDKCHHE BCTPEUAEMOCTH HACJIEICTBEHHON moTepu ciyxa (¢ 0,25%
10 0,07%) u yactoTsl maTorenHoro amwieis (¢ 5,25% no 2,57%) (Pucynok 16). [Ipu
ATOM 0011ast 10715 TIIyXUX UHAUBUJIOB Takke cHuxkanach (¢ 0,49% no 0,31%) B cuty
YMEHBIIICHUSI BKJIaJa HacieacTBeHHOU riayxoTsl (¢ 50% no 22%). [lpu stom B
JTAHHOM CIIEHApUU J10JIs1 HEHACJIEICTBEHHON MOTEPH CliyXa ObljIa MOCTOSHHON. DTOT
CLIEHapH MpeAroaral, 4YTo TIIyXHe JI01 HE MOTYT BCTYIAaTh B Opak, €Clii OHU HE
UCHOJB3YIOT SI3bIK JKECTOB Jig OOWEeHUs (OTCYTCTBUE JIMHTBUCTUYECKOU
rOMOraMHUH), U COOTBETCTBEHHO HE MOTYT MMETh IOTOMCTBO. Takum o0pa3om,
reHeTHYecKasi MPUCIIOCOOIEHHOCTh TIIyXUX OJHM3Ka K HYJI0, YTO yKa3bIBaeT Ha
BBICOKOE JIaBJIeHHE OTOOpa MPOTHUB TIAYyXOThl. B Takoil MOMyJNsiMU MOTOMCTBO C
HACJIEICTBEHHOM TITyXOTOM MOXET MOSIBUTHCA (C BEPOSITHOCTBIO 25%) TOJIBKO OT
CHBIIIAIIMX POJIUTENIEH, KOTOphle 00a SIBISIOTCS TeTePO3UTOTHBIMU HOCHUTEIISIMU
pPELECCUBHOTO naroreHHoro auens. CieaoBaresibHO, HA0JII01aeMO€E HEPEPHIBHOE
CHU)KEHHUE YaCTOThl MyTaHTHOTO aJIENs SBISETCA PE3YyIbTaTOM YMEHBLIECHUS JOJIN
PEIECCUBHBIX MYTAHTHBIX TOMO3UTOT B TIOMYJISIIIUU.

B cuenapun 2 — «OcnabieHHbI OTOOp», MPU HATMYUU ACCOPTATHUBHBIX
OpakoB JOJS1 PEIECCUBHBIX MYTAHTHBIX TOMO3HUTOT 3HAYUTEIHLHO YBEJIMUYMIIACH (C
0,25% no 0,39%) B Teuenne nepBbix 4 nokosenuit (80 neT), a 3aTeM CHU3WIACH JI0
0,23% na 20-m nokonenuu (400 ner), yto B 3,2 pa3a BbIIE MO CPABHEHUIO C
nomyJssiiueit 6e3 coodmectra riryxux (0,07%). HacToTa periecCCHBHOTO MyTaHTHOTO

amtens cHuswiach ¢ 5,25% no 3,96%. Ortor cuenapuil npeacraBisul  coOoi



80
ocnabieHHbI 0TOOp M3-3a HATUYUS JTUHTBUCTUYECKON TOMOTaMHUM CPEAH TITyXHX
JroAei. OTU JaHHbBIE MTO3BOJISIOT MPEANOI0KHUTD, YTO ACCOPTATUBHBIC OpaKu MEXKIY
TIIyXUMH JIIOJIbMU, OCHOBAaHHBIE Ha JIMHTBUCTUYECKON TOMOraMHH (SI3bIK KECTOB),
IPUBOJAT K YBETUYCHHUIO YACTOTHI HACJIEICTBEHHOM MOTEPHU CllyXa, KaK 3TO OBLIO
NIOKAa3aHO paHee B JAPYIMX HCCIIEJOBAHUSAX BIMSHUS COLMAIBHBIX (PAKTOPOB Ha
HacleacTBeHHYI0 notepio ciayxa (Nance, Kearsey, 2004; Arnos et al., 2008; Blanton
et al., 2010). CHmkeHnEe IOJM PEIECCUBHBIX MYTaHTHBIX TOMO3HUTOT TOCJE 6-TO
MIOKOJICHUS, TIOKAa3aHHOE B IMOITYJISALIUU C aCCOPTATUBHBIMU OpakaMH Cpeu TIyXHX,
CBS3aHO CO CHMXKEHHEM POKIAEMOCTH TIIyXHX OTHOCHUTENIBHO Cblamux Ha 22%.
Taxast pa3HuIla B pOK/1aeMOCTH ObLTa 33/1aHa B UCXOJHBIX MTapaMeTpax CIICHAPHEB
JUIs IPEICTaBIeHUs (PaKTUYECKHUX JaHHBIX O BOCIIPOU3BOICTBE TIIyXUX B SIKyTHH
(Romanov et al., 2018). Tem He MeHee, Taxe NMPU CHUKCHHBIX PEMPOAYKTUBHBIX
BO3MOYHOCTSIX JIOJIS TIIyXuX UHAMBUIO0B B 20-M nokosienuu (uepes 400 ser) Boiie,

4CM IIpU OTCYTCTBHUH aCCOPTATHBHBIX 6paKOB.

A Llonsa peueccuBHOro annens b [lons peueccuBHbIX TOMO3UroT
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Pucynok 16. ConocraBienue pe3yiabTaToB MojaenupoBanus. A — IsMeHeHnue noau
peueccuBHoro aiens; b — M3mMenenue 1011 roMO3UroT Mo periecCCUBHOMY aJlIeIO.
[To ocu abcruce ykazanbl mokosieHus (1 nokonenue = 20 ner).

NHTepecHO OTMETHUTh HaO0IaeMOe JUIMTEIBHOEC CHIDKEHHWE YaCTOTHI
MYTaHTHBIX ajuiesiell B oOmiei momynsmuu B crieHapusx 1 — «Otbop» u 2 —
«OcnabnenHslii 0T60p» ¢ ucxoaHbIX 5,25% no 3,96% u 2,57%, cOOTBETCTBEHHO.

Uro kacaercs cuenapus 1 -«OT6op», 4acTOTa MyTaHTHOTO aJIJIENs CHU3UIIACh U3-3a
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OTCYTCTBUS OpakOB MEXAYy TIYyXHMHU JIIOAbMHU. B momymnsiuu, B KOTOpO# moTeps
ciiyxa OOyCIIOBJI€HA TOJIbKO PEIECCHBHON OJHOJOKYCHOM TIyXOTOH (Ipyrux
NPUYUH HET), Mapa TIyXUX JIIOAEH, COCTOAIIUX B Opake, CMOXXET UMETh TOJIBKO
[IIyXHUX JAETEH, TEM CaMbIM YBEJIMUMBas BKJIA] PELECCUBHBIX MyTaHTHBIX TOMO3UTOT
B crnexnymwiiee mnokojeHue. [logoOHbIl >¢dexkT Habmomancs B HCCIEIOBAHUU
Jepexa bpayHa u ero koJuier, rje J0Jisi FTOMO3UroT yBenudmiach Ha 23% (¢ 0,017%
n0 0,022%), B TO BpeMsi Kak 4acTOTa PELECCUBHOTO MAaTOI€HHOTO aJUjiesisi He
nu3MeHmach (ysenuuenue Bcero Ha 0,002%) (Braun et al., 2020).

MonenupoBanue no cueHapuio 3 — «OTcyTcTBHE OTOOpay IMOKa3alo, YTo
pacupoCTPaHEHHOCTh HACJEACTBEHHOM NOTEpU CllyXa HE HM3MEHUJIAch. OTOT
CIIEHapHil MpeArnoaraeT, YTo BCe MHIUBUJBI MOTJIA CBOOOJTHO BCTYNaTh B Opak
HE3aBUCUMO OT (DEHOTMIIAa U Y BCEX TUIOB OpadHbIX Nap ObUIM OJMHAKOBBIE
PEIpPOTYKTUBHBIE BO3MOKHOCTU. B 3TOM ciydae He CyIIEeCTBYET acCOPTAaTUBHBIX
OpakoB MO TIJIyXOT€, M TIEHETHYeCKas IMPUCIHOCOOJEHHOCTh BCEX WHJIMBU/IOB
CTAaHOBUTCS OJIMHAKOBOW HE3aBUCMMO OT uUX TreHotuna. Iloaromy nosmro
PELIECCUBHBIX TOMO3MIOT (g?) B HONMyNSAIMU OYAET ONPEAEIATh BEPOATHOCTH
OpakoB MeXay AByMs riayxumu uHmusugamu (g2 X g2). U fgons Takux Opakos
OyZAeT ropas3io HUXe, YeM B MOMYJISIUU C aCCOPTaTUBHBIMU OpakaMM MO IIyXOTe.
JlaHHBI ClIeHapUid TPEACTABISACT COO0M MAaHMUKTHYECKYIO MOIMYJISIIUI0, B KOTOPOH
BCC MHIUBHUJBI 00JIaJal0T PABHOM TNEHETHYECKOW MPUCIOCOOICHHOCThIO (genetic
fitness), a cooTHOIIEHNE TEHOTUIIOB U YaCTOThI ajuIeei OyIyT MOCTOSIHHBIMH U3
MOKOJIEHWsST B TIOKOJIEHHWE B COOTBETCTBMM C 3aKoHOM Xapau-BaiinGepra.
CnyyaliHbiii BEIOOp OpayHBIX MAPTHEPOB, HE 3aBUCSIIMKA OT (EHOTHIA, HE MOXKET
MPUBECTU K YBEIMYEHUIO PACHpPOCTPAHEHHOCTH HACJIEACTBEHHOW MOTEpH clyXa
(Pucynok 16). IlogoOHBIH «HAaHMUKTHYECKHI» CIIEHApUH B CPaBHCHHH CO
CIIEHApHEeM C acCOpPTaTUBHBIMM OpakamMH MO TJIyXOTe ObUT IPOBEPEH B JBYX
npeapinymux uccienoBanusax (Nance, Kearsey, 2004; Braun et al., 2020). B 2004
ronxy Yonmp Houc m Maiikn Kupceu cMmonenupoBanu crieHapuii ¢ aOCOIOTHO
CIy4yallHbIM BBIOOPOM IMapTHEPA W PaBHBIMU PENPOAYKTUBHBIMU BO3MOXKHOCTSIMU

NIYXUX U CJbIIAIMINUX J'HOI[ef/'I, 4TO HIPUBCIO K MUHUMAJIIBHOMY YBCIIMYCHHUIO JOJN



82
MYyTaHTHBIX romMo3uroT (Ha ~1,5%) 3a 400 ner (Nance, Kearsey, 2004). Ognako
Jepex bpayH u ero KoJieru nokasaad, 4TO B MOJICIIA MOMYJISIIUU CO CIIyYalHbIMU
OpakaMy 4YacToTa MATOT€HHOIO ajielsi M JOoJi1 MYTAaHTHBIX TOMO3UTOT He
u3MmeHmrch 3a 200 et (10 moxonenuii) (Braun et al., 2020).

B uenom, pe3ynbraTtbl MOJAEIHPOBAHUS TTOKA3aIM, YTO PACIIPOCTPAHEHHOCTh
APT 1A Tumna B HIOraMHBIX MOMYJISIIIUSAX C BHICOKOW YaCTOTOM reTepO3UrOTHOTO
HOCUTEIILCTBA TATOTC€HHOTO aJUIesisi MOXET PE3KO BO3pacTaTh IPU YaCThIX
accoOpTaTHBHBIX Opakax 3a OTHOCUTEIHLHO KOPOTKUH nepuos Bpemenu (B 1,56 pasa
3a 80 net). OgHako, IpH HEM3MEHHBIX YCIOBHSX, JIOJISI PELIECCUBHBIX TOMO3UTOT
OBICTPO BBIXOJUT HAa KOPOTKOE IIATO, a 3aTeM HeNpepbIBHO cHUKaeTcs (10 0,23%).
bonee Toro, B MOJTrOCpPOYHON TEPCHEKTUBE H3ydaeMblil 3((eKT MoxkeT ObITh
HUBEJIMPOBAH POCTOM «COIMAIIBHOTO PABEHCTBA» IIIYyXHUX, O UYEM CBUJIETEIbCTBYIOT
pe3yabTaThl MOJICTMPOBAHUS OTCYTCTBUS 0TOOPA, MPU KOTOPOM YaCTOTHI TEHOTHUIIOB
U ajuiesiel OCTal0TCsl HEM3MEHHBIMU.

Onnako, HEOOXOAUMO OTMETUTh, YTO Ha MOJIYYEHHBIC PE3yJIbTaThl MOTJIU
MOBJIMATH HEKOTOPBIE OTPAHUYEHUS U IONMYIIEHUs TPU MoienupoBanuu. Hecmotps
Ha TO YTO NPU MOCIUPOBAHUU OBUIM HCIOJB30BAHBI JIOCTOBEPHBIC MapameTphl
OTHOCUTEIBHOM (DEPTUIBLHOCTH, CTPYKTYpbl OpakoB W pPaclpOCTPaHEHHOCTH
MaTOTeHHbIX BapuaHToB reHa GJB2 y rimyxux B pedepeHCHON MOmymsIiuy,
HEU3BECTHO, KaK ATU TMapaMeTphl MOTYT M3MEHHUTHCA B OJimxkailieM OymylieM.
Taxke B MOJIeIM HE YYUTHIBATUCH APyrue (GOpMbl HACIEACTBEHHOW BPOXKICHHOU
[IIyXOThI, ¥ UX BKJIQJl B 3THOJIOTHIO HACIIEICTBEHHOM NOTEPH cliyXxa B peepeHCHOM
NOMYJISIMUA TOCTOBEPHO HE YCTaHOBJIEH. bojee cinokHble MOJENH, BKIIOUYAOIINE
TH (aKTOPHl, CMOTYT OOECIEYUTH JIydlllee MOHWMAaHWE WX B3aUMOJCHCTBUSA U
MO3BOJIAT COCTAaBJIATH 00Jiee TOUHBIE MPOTHO3BL. HecMOTpsi Ha 3T OrpaHUYEHUs,
pe3ynbTaThl  JAHHOTO  HWCCJIEAOBAHHWS  JEMOHCTPHPYIOT, UYTO  areHTHO-
OPUEHTHPOBAaHHOE  KOMITBIOTEPHOE  MOJICTMPOBAHUE  SIBIACTCS ~ MOIIHBIM
WHCTPYMEHTOM IIPY aHAJIN3E THHAMHUKH HACIICICTBEHHBIX IIPU3HAKOB B MTOMYJISIIASIX

C HECJIy4JaitHOUW OpavyHON CTPYKTYPOH.
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MopenvpoBaHue ¥ MPOTHO3WPOBAHUE AMHAMUKH HACJIECICTBEHHOW MOTEPHU
ciIyXa 3aTpyJAHEHO €€ TeTEpOreHHOCThI0 BO MHOTHX mMomyssnusx. HeoOxomumo
YYHUTBIBATh O0JIbIIIEe KOJIMUYECTBO BCTPEUAIOIINXCS T€HETUUECKUX JIOKYCOB (71Ba MM
naxe Tpu). bornee Toro, yBennmuenne mMaciraba MOACIIA MOYKET BBI3BATh IMOSBIICHHUE
paHee HE PACCMOTPEHHBIX IpobsieM. MojenupoBaHue MNOMYJALNN C OOJIBIICH
YUCJICHHOCTBIO, HAI[PUMEP, METAIOJIUCOB, HE MOXKET OBITh PeaJIu30BaHO MPOCTO 3a
CUET YBEJIMYCHHS YHCIAa areHTOB B Mojenu. J[Jisi 3Toro HeoOXOoauMbl JaHHBIE O
XapakTepe B3aMMOJCHCTBUM OONBIIMX TPYNI Jrojed. Mbl mpeamnosiaraeMm, 4To
B3aMMOJICUCTBHS B OYCHB OOJIBITUX MOMYJISANHSIX (IECATKU WM COTHA MUJUTHOHOB
YeJIOBEK) Ha CaMOM JIelIe SBIISIOTCS B3aMMOJCHCTBHUSIMH OTICIBHBIX COOOIIECTB
MEHBIIIETO MaciTada (0T JIECSITKOB THICSY JI0 MIJUIMOHA). B CBsI3U ¢ 3THM JlaHHOE
HCCIIeOBaHKUE OBIIO MTOCBSIIIEHO TAKUM OTHOCHUTEIHLHO HEOOJBIINM COOOIIECTBAM.
[Tocne Toro, kak Mbl MOJy4YWM Oo0Jiee YETKOE IMPEJCTaBICHUE O XapaKTepe
B3aMMOJICHCTBUH BHYTPH HHX, CTaHET BO3MOXKHBIM H3ydeHHE OoJiee KPYIHBIX

COOOIIIECTB.
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3AK/IIOYEHUE

B  gpanHoil  pa®oTe, MOCBAIIEHHON  MOJEIMPOBAHUIO  JUHAMUKH
pacnpocTpaHeHus: ayTOCOMHO-PEIIECCUBHOM IIyXOThl 1A THIa B M30JIUPOBAHHOM
MOMYJISIIIAA YEJIOBEKAa B 3aBUCUMOCTH OT JaBJICHHUS OTOOpa, MBI OMPEIACITHIIN
BCTPEYAEMOCTh M JIOJIO JIIOJIeH, BIAJCIONUX S3BIKOM >KecToB, B Poccuu,
MpOaHAIM3UPOBAB MMeEIoIIUecss aaHHble Bcepoccuiickoir mnepenucu 2010 .
['eHeTHKO-3MH1IEeMUOJIOTMYECKUE JaHHBIE O PAcCIpPOCTPAHECHHOCTH SI3bIKA YKECTOB
MOTYT OBITh NMPUMEHEHbI B KAaueCTBE KOCBEHHOTO MOKAa3aTelsi OTHOCUTEIBHOIO
HAKOILJICHUSI HACIEACTBEHHBIX ()OPM MOTEPH CIyXa B OTACIbHBIX peruoHax. [lpum
ATOM, BBISIBICHUE TaKUX PETHOHOB MOXKET YKa3aTh Ha COOTBETCTBYIOIIWE
MOMYJISIIIMYA, KOTOpPhIE MOTYT paccMaTpUBAaThCS B KauecTBE pPePEpeHCHBIX s
pa3pabaTbiBa€MO KOMIBIOTEPHOU MOICNIU. AHATU3 JaHHBIX NIEPENUCH HACETICHUS
MOKa3aj, 4YTO KOJMYECTBO JIOJICH, YKAa3aBIIMX BJIAJEHUE JKECTOBBIM SI3BIKOM B
Poccun cocraBnser 120528 (0,087%) u3z 138312535 pecnoHIEHTOB, MpPU ITOM
uH(popmanus Obuia AoctynHa i 73 peruoHoB PO u3 85. AOCONIOTHOE YHMCIIO
BJIAJICIONIUX KECTOBBIM SI3BIKOM, B IIEJIOM, OBLIO COTJIACOBAHO C YUCIECHHOCTHIO
HACeJICHUs] B COOTBETCTBYIOIIMX peruoHax. KonmuecTBO mrojei, BIaJCrOIINX
YKECTOBBIM SI3bIKOM, BapbUpoBaiio 0T 29 Ha UykoTke 10 9342 B MockBe, CO CpeIHUM
yuciaom 1466,63 Ha pernoH. JloJid BIIaICtONIUX KECTOBBIM SI3IKOM BapbUpOBaja OT
0,045% no 0,261%. Tak, knaccudukanys mo 25 u 75 TPOLEHTUIISAM ONPEISTUIIO0
3HAUCHUS 10JIM B 14 pernoHax Kak «HU3KHe», B 48 — «cpenuue» u B 11 — «BBICOKHEY.
Haubonwimas nons Obia 3apeructpuponana B Pecnyosuke ToiBa — 0,261% (AU
0,244 — 0,028%). BpicoKo# M0 KECTOBOTO SI3bIKA TAK)KE ObLIa B CIEAYIOIINX
peruonax: Pecnyomuka Caxa — 0,180% (0,171 — 0,188%); PecriyOmrka Anpires —
0,149% (0,138 — 0,161%); Pecnyomuka Anraii — 0,140% (0,124 — 0,157%);
Pecnyonuka Xakacus — 0,134% (0,124 — 0,144%); u OpnoBckast o0aacts — 0,133%
(0,125 - 0,142%). Camas nuskas goas — 0,045% (0,042 — 0,049%)
3apeructpupoBaHa B XaHTbI-MaHCHMCKOM aBTOHOMHOM OKpYyre, XOTS IIO
CPaBHEHUIO C HEKOTOPBIMH JPYTUMH PETHOHAMU HE OBLIO BBISBIEHO JOCTOBEPHBIX

oranunii: Smano-Heneukuit — 0,050% (0,044 — 0,057%), Mopaosust — 0,052%
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(0,048 - 0,056%), Yeuenckas Pecrrybmka — 0,052% (0,049 — 0,057%) u UykoTckuit
aBToHOMHBIN OKpyT — 0,060% (0,041 — 0,086).

[Tonmy4yeHHbIe JaHHBIE O BBICOKOW JOJE JIIOJEH, BIAACIOUIMX MKECTOBBIM
A3BIKOM, B HEKOTOpPbIX pernoHax Cubupu (Pecmybnuka TreiBa, PecriyOnuka Caxa
(Axytus) u PecnyOnuka Anrait) cOrjiacyroTcsi ¢ UMEIOIUMUCS IaHHBIMU O BBICOKOM
pacpoCTPaHEHHOCTH  YHHMKAJIbHBIX  MATOTCHHBIX  BapMaHTOB B  IEHaX,
ACCOIIMMPOBAHHBIX C HAPYIICHHEM CIIyXa, CPeAd KOPEHHOTO HACEJCHUS DSTUX
PEruoHOB (TYBUHIIEB, SKYTOB M alTaiilleB). Mbl MpeAnoaaraem, 4To onpeaeaeHHoe
HAKOIIJICHUE HACJICICTBEHHBIX (POPM TYTOYXOCTH MOXKET OBITh TAK)KE BBISBIICHO U B
IpyTux peruoHax Poccru ¢ BBICOKOM JOJEH JIOAECH, BIAJCIOIINX KECTOBBIM
s3bIKkOM. Ha OCHOBE MOJIy4eHHBIX JaHHBIX, B KadecTBE pehepeHCHON MOIMyISIuu
JUIS KOMIIBIOTEPHOT'O MOJIEIIMPOBAaHUS TMHAMUKH pacnpoctpaneHus API' 1A, Hamu
ObL1a BEIOpaHa M30JIMPOBAHHAS MOMYJIAIMS SIKYTOB.

B pabote ObUT mpoBeJeH T'E€HETUKO-AEMOrpapUUYECKUN aHalu3, KOTOPBIM
BKJTFOYAJT COOp M aHAJIN3 TTapaMETPOB PEMPOIYKIIMHA ¥ OpadHON CTPYKTYPHI TITYXHX
WHJMBHUIOB B COIIOCTaBIICHHMM C JaHHBIMH O BKjJage MyTanuid rena GJB2 B
ATUOJIOTHIO HACJCACTBEHHOW TOTEPH CIyXa B MOMYJSAIUU SIKYTOB. DTH JTaHHBIC
ObLTM  HEOOXOAMMBI JJISI  JOCTOBEPHOTO  KOMITBIOTEPHOTO  MOJIETUPOBAHMS
pacnpoctpanenuss API' 1A Ttuna Ha npumepe pedepeHCHON H30IUPOBAHHON
MOMYJISAIMA. AHAW3 MapaMeTPOB PEMPOAYKIIMH TIYyXHUX JIOACH BBHISBUI OoJiee
HU3KOE, CTATUCTHYECKH 3HAUYMMOE 10 CPAaBHEHUIO C KOHTPOJIbHOW BBIOOPKOM (MX
CJIBITIIAIIAE CUOCHI), CPEAHEE YUCIIO CTEH, KaK y TIIYXUX UHANBUIAYYMOB B IICIIOM
(1,76+0,10 u 2,24+0,09, coorBercTBeHHO, P=0,0018), Tak u npu coOmoCTaBICHUH
rpynn xkeHmuH (1,82+0,12 u 2,344+0,11, coorBercrBenHo, pP=0,0046) u mMyxuuH
(1,69+0,16 u 2,16+0,14, coorBercTBeHHO, P=0,0497). Mexay BHIOOpKAMH TIIyXHUX
¥ KOHTPOJIbHOW BBIOOPKOW HE OBLTO OOHAPYKEHO PAa3INuMii B YHCIIe OE3ACTHBIX
uHAUBUIYYMOB. OTHOcuTenbHass (GEpPTWIBHOCTh TIYyXWX B CPaBHEHUH C UX
ClbIAMMK cuocamu coctaBuia 0,78. Ananus OpauyHON CTPYKTYpPBI TIIYXUX JTFOIeH
MOKa3aJl, 4TO JOJsi accOpTaTMBHBIX OpakoB coctaBmsier 77,1% (81 wu3 105

MIPOAHANM3UPOBAHHBIX OpakoB), a B 22,9% ciydaeB (24 Opaka) Opaku ObLIH
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3aKJTFOYEHBI MEXKIY TIIYXUMU U CIBIIIAMUAMHA JTI0sMUA. Cpesir BCEX aCCOPTATHBHBIX
OpakoB J0Js1 KOMIIEMEHTAPHBIX M HEKOMITJIEMEHTapHBIX OpakoB cocTtaBuia 76,5%
(62 u3 81) 1 23,5% (19 u3 81), COOTBETCTBEHHO.

B pesynpTate MONEKYISIPHO-TEHETHUYECKOTO HCCIEAOBAaHUS B BBIOOpKE
IyXuX HWHAUBUIYYMOB ObUIO wuacHTUUIMpoBaHO 15 paszmuuneix GJB2-
reHoTunoB. buamiensHbie pereccuBabie MyTanuu reda GJB2 (8 pasmuunbix GJB2-
TeHOTHIIOB) ObUTH OOHaApYX)eHbl y 43 u3 102 oO6cnenoBanHbIX TIyXxux (42,2%), 9To
noATBepniIo y Hux nuarao3 API 1A tunma. 3ToT moka3arenb CONOCTaBUM C paHee
MOJTYYCHHBIMH JIUTS SIKYTUY TaHHBIMU (Ha APYTON BBIOOPKE TMTYXUX UHANBUIYYMOB)
— 48,8%. Mp1 Takxke mpoaHaIu3upoBain 37 acCOpTaTUBHBIX OpadHbIX map ¢
U3BECTHBIMH Y 000X OpauHbiX maptHepoB GJB2-renorumnamu, BKItoUammux (Mo
JaHHBIM O COCTOSIHUU ClIyXa y WX JAerTed) 25 KoMmIuieMeHTapHeIX U 12 —
HEKOMILUJIEMEHTAapHBIX ~ OpakoB. OcoOblii HMHTEpeC MPEJCTaBISECT  aHaIu3
HEKOMILJIEMEHTAPHBIX OpakoB C TOYKH 3PEHUSI UX MOTECHIMAIBLHO MOBBIIIEHHOTO
BKimama MmyTaHTHeIX GJB2-ammeneit B ciemyromee mokosnenune. Okazaloch, 4TO
CYIIIECTBEHHYIO JOJIIO0 CPEeIM aCCOPTATUBHBIX OpakoB TIyxXux Jrojed B AxyTuu
(oko10 24%, 9 u3 37 OpakoB) COCTABIISIIOT HEKOMILJIEMEHTapHbIE OpaKH, B KOTOPBIX
y 000MX CynpyroB MPUYUHOM TITyXOTHI SABIAIOTCS MyTanuu rena GJB2.

Jns aHanu3a pacnpOCTPAHEHHUs] HACIIEACTBEHHOM BPOXKJIECHHOM TIIIyXOThI B
W30JIMPOBAHHOMN MOMYJISIIUHU YelloBeka Oblia pa3paboTaHa KOMIIBIOTEPHAS MOIEINb.
JIy1st TOoro 4TOOBI ONPENEIUTh BIUSHUE PA3IUYHON CTETNIEHU JaBJeHUs O0TOOpa Ha
TJIyXOTY MBI 3allyCTHJIM MPOTpaMMy MpPH TpeX PasIUYHbIX clieHapusx (Habopax
KOMOMHAIMI Ha4YaJbHbIX MapaMeTPOB MOJEIbHON NOMYJISIUHU) Ha poTsikeHuu 400
aet (20 mokonenwuit). OCHOBHBIM aJITOPUTMOM pa3pabOTaHHBIX MOJENEH SBISETCS
MEXaHMU3M BBIOOpa OpayHOTO MapTHEPA, OCHOBAHHBIN HA B3AaUMHOU OIIEHKE areHTOB
B 3aBUCUMOCTH OT UX (PEHOTUIMMYECKHX TMapaMEeTPOB - CIBIMIAINIUN WIA TIIYXOW,
3HAHHE WM HE3HAHHE sI3bIKa KECTOB. B pedepeHcHoi momynsiuu npu ciienapuu 1
— «Ot1b6op» HabI01a0Ch CHIbKEHUE 10U riayxux (¢ 0,25% mo 0,07%) u yacToThl
natoreHHoro ayens (¢ 5,25% 10 2,57%). DToT cueHapuii npeanoaarai, 4To rIyxue

JIOJU HC MOTYT BCTYIIATb B 6paK, CCJIM OHM HC HCIIOJIB3YIOT A3LIK KCECTOB JIA
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OOIIeHUsI, U T0ITOMY HE HMEIOT MOTOMCTBA. TakuM 00pa3oM, TeHETHYECKas
MPUCIIOCOOICHHOCTh TITyXHX OJIM3Ka K HYJIIO, YTO YKa3bIBA€T HA BBICOKOE JJaBJICHHE
0TOOpa MPOTUB IIyX0Thl. Cle0BaTeNIbHO, HAOII0AAEMOE HEMPEPHIBHOE CHIKEHHE
YaCTOTHl MYTAHTHBIX allJIeIe MOXXET OBITh pPEe3yJIbTaTOM YMEHBIICHHUS OJIA
PELEeCCUBHBIX MyTaHTHBIX TOMO3UTOT B MOMYJISIIMU. MOAEIMPOBaHUE 110 CIICHAPHUIO
2 — «OcnabyieHHbI 0TOOPY MOKA3aJI0, YTO JIOJISI TITYXUX (PEIECCUBHBIX MyTaHTHBIX
TOMO3HWTOT) 3HAYHTEIbHO yBenmumiach (¢ 0,25% mo 0,39%) B TeueHue mnepsbix 4
nokojenuit (80 ner), a 3arem cHusmwiack A0 0,23% B 20-m nokonenuu (400 ner),
9TO0 B 3,2 pasa BBIIIE MO CPaBHEHUIO C MOMYJSAHEH 0e3 cooOImecTBa TITyXuXx
(0,07%). HacToTa periecCHBHOIO MyTaHTHOTO aJIjIe)Isi CHU3MIIACh ¢ 5,25% 10 3,96%.
OTU JaHHBIE TO3BOJISIIOT MPEIINONIOKUTh, YTO ACCOPTATUBHBIE OpaKu MEXIY
TJIYXUMH JIIOJIbMH, OCHOBAaHHBIC HA JIMHTBHUCTHYECCKOW TOMOTaAMUH (SI3BIK KECTOB),
OPUBOASIT K  YBEJIMYEHHMIO YacTOThl  HACJEJICTBEHHOW TMOTEpU  CIyXa.
MopnenupoBanue mo creHapuio 3 — «OTcyTcTBHE OTOOpa» MOKa3zalo, YTO
pacmpoCTpaHEHHOCTh HACIIEICTBEHHOM TTOTEPH CITyXa HE H3MEHIIIACh U OCTaIach Ha
HAaYaJIbHOM YPOBHE. DTOT CIEHApHil mpenrnosiarai, 4YTo pa3BUTHE COBPEMEHHBIX
METUITMHCKAX TEXHOJOTUA W CONHMAIBHBIX MPOTpaMM pPeabWIUTAIliN TIyXHUX
MPUBOAUT K MX OOJBIICH WHTErpalluy B OOIIECTBO U, KaK CJIEICTBHE, OTCYTCTBHUIO
CHW)KCHHUSI PEMPOAYKTUBHBIX BO3MOXXHOCTEH, HECMOTpS Ha UX NaTOTEHHBIE
TeHOTHUNBI. B ATOM cilydae He CyIIecTBYeT acCOPTAaTHBHBIX OpakoB MO TIyXOTeE,
MOCKOJIbKY BCE WHAMBHUABI CTAHOBATCS «CJBIIIANIMMHU» U TEHETHYECKas
MIPUCTIOCOOJICHHOCTh BCEX MHAMBHUIOB CTAHOBUTCS OJMHAKOBON HE3aBUCUMO OT MIX
reHotuna. I103TOMy JOIs PELECCUBHBIX TOMO3UroT (g%) B momynsuuu Oyner
OIIPEIENIATh BEPOATHOCTh OpaKa JABYX IIyXHX UHAUBUIOB (% X q%). U mons Takux
OpakoB OyJeT TOpa3ao HUXKE, UeM B MOMYJISIUA C aCCOPTATUBHBIMU OpakaMu IO
riyxore. Takum  oOpa3oMm, JaHHBIM  CIieHApui  mpeacTtaBisier  cobOoi
MaHMUKTHYECKYIO TIOMYJISAIUI0, B KOTOPOHW BCE WHAMBHUALI 0O0JaNa0OT paBHOU
TeHETHYECKOW MPUCTIOCOOIEHHOCTBIO, @ YaCTOThl TE€HOTWUIIOB U ajulesield OymyT

MOCTOSTHHBIMU B COOTBETCTBUM C 3aKOHOM Xapu-BaiinOepra.
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BbIBO/IbI

1. AHanu3 TEHETHKO-3MUIEMUOJIOTHIECKUX, TCHETHKO-IEMOTPaPUISCKUX 1
MOJIEKYJISIPHO-TEHETHYECKUX JTAHHBIX O COCTOSIHUM TUIYXOTO HacejeHus B SKyTuu,
MIPUMEHEHHOM B KadecTBe pedepeHCHON H30JIMPOBAHHOMN IMOIMYJISAIUA YEIOBEKa,
noKa3al:

e Bricokas noiis mroie, BiIaieronux kecToBbIM si3p1koM (0,180%, BTOpoe mecTo
o Poccuiickoit denepainnm) coraacyeTcs ¢ pacpoCTPaHEHHOCThIO ayTOCOMHO-
peueccuBHOM riyxoThl 1A Tumna (20:100000), 00yclIOBIEHHONM MyTallUsIMU T€HA
GJB2, BcTpeyaromuxcs ¢ BBICOKOM 4acTOTOH B 3TOM peruone Cudupu.

e Jlons accopTaTUBHBIX OpaKOB MEXIy TIyXHMH HWHIWBHIYYMaMH COCTABIISICT
77,1%, cpean KoTopbix 24% SBISIOTCA HEKOMILJIEMEHTApPHBIMU (MOTEPS ClIyXa
y 000HX CyIpyroB 0OyCIIOBJI€HA PEICCCUBHBIMU MyTalusiMu reHa GJB2).

e Biuan OuamnenbHbix MyTanuii reHa GJB2 B sTmonoruio morepu ciayxa B
o0ciieToBaHHOM BBIOOpKE cocTaBisieT 42,2%.

o (Cpennee ymucio ered y riIyxXux WHIUBUYYMOB CHUKEHO MO CPaBHEHUIO C UX

cnpimamumu cudcamu (1,76+0,10 u 2,24+0,09, coorBercTBeHHO, p=0,0018).

2. Pazpaborana  KOMIbIOTEpHAs  areHTHO-OPHEHTHPOBAHHAsS  MOJECIb
JMHAMUKU pactpoctpanenuss API' 1 A Tuna B M30JUpOBaHHON NOMYJISILIMYA YEIOBEKA
B 3aBUCHUMOCTH OT WMHTEHCHUBHOCTU JIaBJIEHHUS OTOOpa MO IIyXOTe, KIHOYEBHIM
QITOPUTMOM KOTOPOU SIBJISIETCSI BBIOOP OpayHBbIX MApTHEPOB M CO3JIaHHE HOBOTO
MOKOJICHHS ar€HTOB HA OCHOBAaHUM F'€HOTUIIOB POJIUTEIBCKUX areHTOB U3 TEKYIIETO
MTOKOJICHHS.

e B pamkax aimroputmMa mporpaMmMbl pellieHa 3ajaya MO0 WUMHUTAlUU JaBIICHUS
oTOOpa, MyTeM HU3MEHEHHUS BEpPOSTHOCTH (opMUpOBaHUs OpadyHOM mMaphbl
areHTaMu B 3aBUCUMOCTHU OT COYETaHUN WX (DEHOTUIOB (TIyXOMH/CIbIIIAIIN),
3HAHUS A3bIKA dKECTOB U POKIAEMOCTBIO (CpeAHEE YUCIIO JETEM ), 3aBUCAILEH OT

TUIa Opaka areHToB (aCCOPTATUBHBIN /HE ACCOPTATUBHBIN).
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3. MonenupoBaHue AMHAMHUKH PACIPOCTPAHEHUS AyTOCOMHO-PEIECCUBHOU

TIIyXoThl 1A THUMa B M30JMPOBAHHOW MOMYJSIIMU YEIOBEKAa MO TPEM OCHOBHBIM

crieHapusM (0TOOp, ociabiaeHHBI 0TOOp, OTCYTCTBHME OTOOpa), B TeueHue 20

nokosenui (400 net) nokazano:

o [lpu gaBiaenun otOOpa NMPOTUB MPHU3HAKA «IIIYXOTa» (OTCYTCTBHE OpPaKOB Yy
TIIYXHX JIFOJICH ) pacripocTpaHeHHOCTh cHmkaeTcs (¢ 0,25% mo 0,07%),

o [Jlpu ocnabnenun oTOOpa (HATUYME S3BIKOBOM TOMOTaMHU Yy TIYyXHUX)
MPOUCXOAUT 3HAYUTENBHBIN POCT PAaCIPOCTPAHEHHOCTH B TEUEHHUE MEPBBIX 4
nokosiennit (¢ 0,25% 1o 0,39%), a 3aTeM IPOUCXOJIUT MOCTENIEHHOE CHUKEHUE
(10 0,23%) 1o 20-r0 MOKOJICHHS.

e [Ipu orcyrcTBHM 0TOOpA (Cay4yalHbI BBIOOp OpayHOro MapTHEPA HE3ABUCUMO

oT (bCHOTI/IHa) pPacinpoCTPpaHCHHOCTb HC MCHACTCA.
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Bcepoccuiickoi nepenucu Hacegenus 2010 r.,
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Tadamuma Al. Ilepeuens 119 kopeHHBIX $3bIKOB B Poccuu cOrjacHO JaHHBIM

Bcepoccuiickoii nepenucu Hacenenus 2010 r.

Ne | SI3bIK, KOTOPBI Yuciao %
ObLJI YKa3aH KaK | PecloH/IeH
poaHOI TOB
1 Pycckuii 137 494 893 | 99,41
2 Tartapckuit 4280 718 3,09
3 YeyeHCKUH 1354 705 0,98
4 Bamkupckuii 1152 404 0,83
5 YKkpanHCKUi 1129 838 0,82
6 Uysamickuit 1042 989 0,75
7 ABapckuit 715 297 0,52
8 | ApmsHckuid 660 935 0,48
9 KaGapauno- 515672 0,37

YEPKECCKUI
10 | JlapruHckwmii 485 705 0,35
11 | AzepOarimxkanckuii | 473 044 0,34
12 | OceTnHCcKHi 451 431 0,33
13 | Sxyrckuit 450 140 0,33
14 | KymbIkckuii 426 212 0,31
15 | JlesruHckuii 402 173 0,29
16 | Kazaxckui 401 455 0,29
17 | MopnoBckuii 392 941 0,28
18 | Mapuiickwii 365 316 0,26
19 | Yamyprckwmii 324 338 0,23
20 | Unarymickwuii 305 868 0,22
21 | KapauaeBo- 305 364 0,22

OamKapcKkuii
22 | V30ekckui 273 451 0,2
23 | TyBuHCKHIA 253673 0,18
24 | bypsaTckuii 218 557 0,16
25 | Benopycckuit 173 980 0,13
26 | I'py3uHckuii 170 659 0,12
27 | Komn 156 099 0,11
28 | Jlakckuit 145 895 0,11
29 | TamKuKCcKHUi 141 938 0,1
30 | [pranckuit 128 197 0,09
31 | Tabacapanckuit 126 136 0,09
32 | Pycckuii 120 528 0,09

JKeCTOBBIIl I3BIK

TJIYXHX
33 | Agbireickuii 117 489 0,08
34 | MoagaBckui 96 061 0,07
35 | Horatickuii 87 119 0,06
36 | Kanmpinkuii 80 546 0,06
37 | Kuprusckuit 80 306 0,06
38 | Komu-nepmsnkuii | 63 106 0,05
39 | Anraiickuii 55720 0,04
40 | Xakacckuit 42 604 0,03

41 | AGa3suHCKUN 37 831 0,03
42 | Dp3s-mopaoBckuii | 36 726 0,03
43 | TypkmeHckuit 30 767 0,02
44 | PyrynbCckuii 30 360 0,02
45 | Arynbckuii 29 287 0,02
46 | Kapenbckuid 25 605 0,02
47 | T'opnomapuiickuii | 23 062 0,02
48 | Heneuxuit 21 926 0,02
49 | Usput 24 642 0,02
50 | Ile3ckwmit 12 467 0,01
51 | [axypckuit 10 596 0,01
52 | JlarecTaHCKHiA 10 228 0,01
53 | Xaurteiiickuii 9 584 0,01
54 | A6xa3ckuit 6 786 <0,01
55 | BextuHCcKHi 6072 <0,01
56 | araysckuit 5917 <0,01
57 | Aunniickuii 5800 <0,01
58 | OBeunckuii 5 656 <0,01
59 | UykoTckwii 5095 <0,01
60 | OBeukuiickuii 4 802 <0,01
61 | Benccknii 3613 <0,01
62 | Tanpiuckuit 3402 <0,01
63 | [lopckwuit 2 839 <0,01
64 | Yaounckuii 2 266 <0,01
65 | Tunmanbckuii 2152 <0,01
66 | Moxkma- 2 025 <0,01
MOPJOBCKUH
67 | Tropkckuit 2 025 <0,01
68 | Tarckuit 2012 <0,01
69 | Agsirckuii 1974 <0,01
70 | XBapmuHCKUI 1737 <0,01
71 | Unum 1683 <0,01
72 | Kopsikckwmii 1 665 <0,01
73 | Merpenbckuii 1529 <0,01
74 | barBanuHCKUI 1447 <0,01
75 | Haunaiicknii 1 347 <0,01
76 | AmaGyratcko- 1144 <0,01
TaTapCKU
77 | JdonraHckui 1054 <0,01
78 | Vitrypckwii 1049 <0,01
79 | CenpKynckuit 1023 <0,01
80 | I'yr3ubOckuit 1012 <0,01
81 | Dcmepanrto 992 <0,01
82 | Teneyrckwii 975 <0,01
83 | ApumHCKuit 970 <0,01
84 | Maucuiickuit 938 <0,01
85 | Kapakanmakckuii 867 <0,01




107

86 | Kymanmuackuii 738 <0,01
87 | DCKUMOCCKHI 508 <0,01
88 | JyHranckuit 502 <0,01
89 | Yamanuuckuii 500 <0,01
90 | Tammiasckuit 388 <0,01
91 | FOkarupckuit 370 <0,01
92 | Caamckuii 353 <0,01
93 | Yenka"ckui 310 <0,01
94 | KpeimckoraTtapckwii | 308 <0,01
95 | Kaparuackuii 255 <0,01
96 | TybGamapckuit 229 <0,01
97 | Kerckuii 213 <0,01
98 | AxBaxckuit 210 <0,01
99 | borauxckuit 206 <0,01
100 | HuBxckuii 198 <0,01
101 | Vapuckuit 154 <0,01
102 | 'ogobepuHCKuit 128 <0,01
103 | Hranacauckuii 125 <0,01
104 | Mxopckuii 123 <0,01
105 | Y moretickuit 103 <0,01
106 | Todanapckmii 93 <0,01
107 | UrenpbMeHCKUHA 82 <0,01
108 | Hermnansckuii 74 <0,01
109 | Boxackuit 68 <0,01
110 | Vitnsra 47 <0,01
111 | Aneyrckwii 45 <0,01
112 | YynpiMcko- 44 <0,01
TIOPKCKHH
113 | Duenkuii 43 <0,01
114 | Anmrotopckuii 25 <0,01
115 | Kepekckuit 10 <0,01
116 | Opouckwii 8 <0,01
117 | CupeHuKCKHiA 5 <0,01
118 | FOurckuit 4 <0,01
119 | IOrcknii 1 <0,01




Ta6nauma A2. Pactipenenenue JrofeH, BISIOMNX JKECTOBBIM sI3bIKOM B Poccun,

COIJIACHO JAaHHBIM nepenucu HacesneHus 2010 r.

No | Cyonekt PO OO01ee KomuuectBo | Jomns 0,95
KOJIMYECTBO | BJIQJICIONIMX | BIIAJICHOIIL JIOBEPHUTEIIbHBIH
PECIIOHJICHTOB | SI3BIKOM UX SI3BIKOM unTepBai (%)
JKECTOB KECTOB
1 | ArTaHCKHi Kkpaii 2390 238 2457 | 0,103% | (98,81 -106,94)
2 | Amypckasi 00JacTh 825 370 680 0,082% | (76,43 - 88,82)
3 | Apxanrenbckasi 00J1acTh Her manHbIX
4 | AcTpaxasckaz odmacte 923 857 896 | 0,097% | (90,84 - 103,55)
5 | besiroposckas 061acTh 1 494 848 1 356 0,091% (86,01 - 95,67)
g | bpAmcKas obnacts 1264 040 1533 | 0,121% | (115,36 - 127,5)
7 | PecniyOoninka Yeuns 1263 967 662 0,052% (48,54 - 56,52)
g | lerbuncras obacts 3 403 190 3732 |  0110% | (106,2 - 113.24)
YUyKOTCKUI aBTOHOMHBII
9 | okpyr 48 299 29 0,060% | (41,91 - 86,22)
19 | Pecnybmixa Hysaums 1210 067 1186| 0,098% | (92,59 - 103,75)
EBpelickas aBToHOMHAs
11 | o6nacTp « 174 281 111 0,064% (52,92 - 76,69)
12 | Upkyrckast 061acTh 2 360 828 1984 0,084% (80,42 - 87,82)
13 | Meanosckas 00macTs 1011126 961 |  0,095% | (89,23 -101,24)
Pecny6ika KabapauHo- Her nannbix
14 | bankapwus
Kanmnaunarpanckas
15 | obnacth 903 598 647 0,072% (66,3 - 77,34)
16 | Kamysxckast 061acTh 938 883 765 0,081% | (75,91 - 87,46)
17 | Kamuatckwuii Kpaii 300 611 215 0,072% (62,59 - 81,74)
18 | KemepoBckas o6sactb 2726 229 2 269 0,083% (79,88 - 86,72)
19 | XabapoBckwii Kpaii 1 315 596 1 000 0,076% | (71,45 - 80,87)
XaHTbl-MaHcHICKU
20 | aBTOHOMHBII OKpPYT 1446 106 650 0,045% (41,63 - 48,54)
21 | Kuposckas o01acThb 1312 237 1067 0,081% (76,58 - 86,34)
22 | Pecriyoimka Komu 865 085 739 0,085% (79,49 - 91,81)
23 | Koctpomckast 061acThb Her ganHbIx
24 | KpacHosipcKuii kpaif 2 750 347| 2715] 0,009% | (95,07 - 102,5)
25 | KpacHomapckuit kpaid Her maHHBIX
26 | Kyprauckas o6yacTb 894 533 800 0,089% (83,45 - 95,85)
27 | Kypckast 061acTh 1 080 604 787 0,073% (67,92 - 78,1)
28 | Jlenunrpasckasi 0061acTh 1610 061 1083 0,067% (63,38 - 71,39)
29 | JIuneuxkas o6yacTe 1136 201 876 0,077% (72,16 - 82,38)
30 | Maranancias obmacte 153 343 161 |  0,105% | (90,01 - 122,51)
31 | PecriyOnuka Mapuii On Her nanHbIX
32 | MockBa 11133 239 9342 0,084% | (82,23 - 85,63)
33 | MockoBckast 00J1acThb 6 717 809 4162 0,062% (60,1 - 63,87)
34 | Mypmanckasi 061acThb 735 158 472 0,064% (58,67 - 70,26)




109

Henenxuii aBTOHOMHBII

Het nangueix

35 | okpyr
36 | Hmwxkeropojckast 001acTh Her nanHbpIx
37 | Hosropockas odnacts 615 171 588 |  0,096% | (88,17 - 103,63)
38 | HoBocubupckas 061acthb 2 884 805 2 459 0,085% (81,94 - 88,68)
39 | OmMmckas o0nacTb 1930 086 1788 0,093% (88,45 - 97,03)
40 | OprroBeKas odmacte 774 250 1032 | 0,133% | (125,41 - 141,67)
41 | OpenOyprckas 001aCcTh 2010970 1754 0,087% (83,24 - 91,4)
42 | Hensencias odmacts 1350 714 1501 | 0,111% | (105,65 - 116,89)
43 | Tlepmckwuii kpait 2 527 983 2 141 0,085% (81,18 - 88,36)
44 | TIpumopcKuil Kpai 1833419 1189 0,065% (61,27 - 68,64)
45 | Hlcxosckas obnacts, 653 439 779 | 0,119% | (111,14 - 127,88)
46 | Pecrybmuxa Anpires 427776 637 | 0,149% | (137.8-160,93)
47 | PeciyOnmka Auraii 203 180 284 0,140% (124,46 - 157)
PecnyOnuka
48 | bamkoprocTaH 3991 097 4 059 0,102% | (98,62 - 104,88)
a9 | Pecnyomuia bypsmis 957 776 992 | 0,104% | (97,33-110,22)
50 | Pecriy6nmka Kpeim 1840 435 1590 0,086% | (82,25 -90,74)
51 | Pecny6nuka Jlarecran 2 827 689 1931 0,068% (65,31 -71,4)
52 | Pecriy0Oimka UHrymerus 386 767 308 0,080% | (71,24 - 89,04)
53 | Pecnyomiia Kampras 283 381 321|  0113% | (101,56 - 126,36)
Pecny6nuka Kapayaeso-
54 | Yepkecus 471785 492 0,104% | (95,48 - 113,91)
55 | Pecniy6nuka Kapenus Her nanubIx
56 | Decnyommia Xaxacus 525 493 704 | 0,134% | (124,44 - 144,23)
57 | Pecriybnnka MopaoBust 1127 644 582 0,052% (47,59 - 55,98)
Pecny6nuka CeBepHast
58 | Ocerns - Ana"us 705 213 605 0,086% (79,23 -92,9)
Pecny6nuka Caxa
59 | (SIkyrus) 933 985 1678 0,180% | (171,28 - 188,46)
60 | Pecniy6nmka Tarapcran 3774032 3341 0,089% (85,58 - 91,58)
g1 | Pecnyomuxa Teisa 302 567 791|  0,261% | (243,87 - 280,27)
62 | PocToBckas 001acTh 4 233 568 3 557 0,084% (81,3 - 86,83)
63 | Psi3anckas obnacth 1 086 357 905 0,083% (78,06 - 88,91)
64 | Cankr-IletepOypr 4 308 803 3533 0,082% | (79,34 -84,74)
65 | Caxanuuckas o0y1acTe 480 996 321 0,067% (59,83 - 74,45)
66 | Camapckas 001acTh 3120 626 2784 0,089% (85,96 - 92,59)
67 | CapaToBckasi 00J1acTh Her maHHBIX
68 | CeBacTomnoib 379 442 243 0,064% (56,49 - 72,62)
69 | CmoineHckas o0acTh 949 813 831 0,087% (81,75 -93,64)
70 | CtaBpomonbCKuit Kpait 2773452 2 260 0,081% (78,2 - 84,92)
71 | CeeputoBCcKast 00J1aCTh 4114 267 3887 0,094% | (91,55 - 97,49)
7 | Tavboscias odnacts 1079 290 1111 | 0,108% | (97,07 - 109,17)
73 | ToMmckas o6acTn 1012 894 881 0,087% (81,43 -92,91)
74 | Tynsckast 00J1aCTh 1543 017 1342 0,087% (82,45 - 91,75)

75

TBepckast 061acTh

Hert nanHBIX
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76 | TroMeHcKkas 00J1acTh Her nanHbIx

77 | Pecrybmixa Yamypris 1475 411 1453 |  0,098% | (93,55 - 103,68)
78 | YapsiHOBCKas 001acTh 1231734 1102 0,089% (84,34 - 94,91)
79 | Bnagumupckast 0061acth 1 354 266 1232 0,091% (86,04 - 96,19)
go | Bosrorpazckas oonacts 2 588 723 2498 | 0,006% | (92,79 - 100,35)
81 | Bosoroackas 061acTh Her nanubIx

82 | Boponexckas 001acTh 2 236 446 1964 0,088% | (84,02 -91,79)

SImano-Henenkuit

83 | aBTOHOMHBIN OKpYT 509 279 255 0,050% (44,3 - 56,61)
84 | SIpocnaBckast 0671aCTh 1227 650 1101 0,090% (84,54 - 95,14)
85 | 3abaitkanbckuil Kpait 1092 449 921 0,084% (79,04 - 89,93)
Bcero 138,312,535 120 528 0,087% (86,65 - 87,63)




