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NOCTNUHIBAJIbHAA NMYXOTA B 3BEHO-
BEbITAHTAUCKOM PAUOHE AKYTUWU: AYOMU-
OJNTIOM'MYECKUN U KINMHUKO-TEHEANOTI K-
YECKWUU AHANU3

B HacTtosien pabote BnepBble MpeacTaBneHbl peaynbraTel ayANONOrMYeckoro U KIMHWKO-TeHeanormyeckoro MCCneafoBaHus HaceneHust
c.bataran-Anbita u c.Kyctyp 3OBeHo-bbiTaHTanckoro HaumMoHanbHoro panoHa (ynyca) Pecnybnukn Caxa (AKyTusl) ¢ Lenbio n3ydeHust NOCTINHI-
BasnbHOM pOpMbI FYyXOTbI/TYroyXoCTW HEM3BECTHOW 3TUONOrUK, BEepBble BbIABNEHHOW HAMMN paHee y Tpex 3BeHOB. B pesynbsrate ayanonornyecko-
ro obcrnenoBaHus 6bino BeisiBNeHo 10 NauneHToB U3 6 SAEPHbIX CEMEeN, COOTBETCTBYIOLLMX KPUTEPUAM MOCTIIMHIBaNbHOM hOpMbI MOTEPK CryXa.
[poBeaeHHbIN B aHHbIX CEMbSAX CerperalMoHHbIi aHanus NoATBEPANN HAacNeACTBEHHbIV XapakTep NOCTNMHIBaNbHON NOTepu cryxa, cerpernpy-
toLLieVi Mo ayTOCOMHO-peLieccBHOMY Tuny. OTaaneHHoe poacTBO 06CNeAoBaHHbIX NALMEHTOB C MOCTIVHIBANBLHOW MMyXOTON/TYrOyXOCThI0, MPOXK-
BaloLLMX B ABYX cenax OBeHo-bbiTaHTalckoro paioHa Pecnybnuku Caxa, MOXeT CBMAETENbCTBOBATL O ponu adpdpekTa ocHOBATENS B NTOKaINbHOM
pacnpocTpaHeHHOCTW 3TON NaToNoruu.

KntroyeBble crnoBa: ayanonornyecknin aHanms, KNvH1KO-reHeanormyecknii aHanma, cerperaumoHHbIN aHanns, NoCTnMHreansHasa opma riyxo-
Tbl, OBEHO-BbITaHTaNCcKMn HaLMOHANbHbIVA PanoH, AKYTUs.
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In this paper we present for the first time the results of the audiological and clinical-genealogical research of the population of settlements
Batagai-Alyta and Kustur of the Eveno-Bytantaisky National District (ulus) of the Sakha Republic (Yakutia) for studying the postlingual form of
deafness of unknown etiology firstly identified by us earlier in 3 Evens. As a result of an audiological examination of 72 people, 10 patients from
6 nuclear families who met the criteria of postlingual form of hearing loss were found. The segregation analysis carried out in these families
confirmed the autosomal recessive type of inheritance of this form of postlingual hearing loss. The distant relationship of the examined patients
with postlingual hearing loss living in two villages of the Eveno-Bytantaisky National District of the Sakha Republic can indicate to the role of the

founder effect in the local prevalence of this pathology.
Keywords: postlingual deafness, audiological analysis, clinical-genealogical analysis, segregation analysis, Eveno-Bytantaisky National

District, Sakha Republic (Yakutia).

BeepgeHue. MyTtauuu reHa GJB2 npu-
3HaHbl OCHOBHOW MPUYMHOWN BPOXAEHHOW
1N [0OpeYeBON HECUHAPOMArbHOMW MnoTe-
pu crnyxa BO MHOrMX cTpaHax mupa [5,
10]. B HacToslee Bpemsa Tepputopus
BoctouHon Cubupn (Pecnybnuka Caxa
(AkyTunA)) oxapakTepusoBaHa no cnexkTpy
1 YyacTtote myTauun reHa GJB2 (Cx26)
Ha MacwTabHbIX BblIOOpKax NaLMeHTOB
C BPOXOEHHBbIMU HapyLIeHUsaMKU cryxa
(n=393) 1 MHOMBMOOB C HOpMarbHbLIM
cnyxom (n=187) 13 nonynsuMoHHbIX Bbl-
6opok skyToB u pycckux [1, 9]. B paHee
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* OKBMBaNEHTHbIV BKaj aBTOPOB.

NpOBEAEHHbIX  MCCrneaoBaHusX  Obino
nokasaHo, YTo BkNag GuannensHbiX My-
Tauun reHa GJB2 B 3TMOMOrMi0 notepu
cnyxa B Akytun coctasun 49% wn npwm
CpPaBHEHUU C paHee W3yYeHHbIMU perun-
oHamu Asum (10213 npobaHgoB u3 23
CTpaH) okasancs MakcumarnbHbIM [4].
B cnektpe BbISIBNEHHbLIX MyTauun reHa
GJB2 Haubonee pacnpocTpaHeHHbIMK
okasanucb Tpu: c.-23+1G>A, ¢.35delG
n c.109G>A, Ha [pomno KOTOpbIX Mpu-
xogutca 98% Bcex naToreHeTUYeckux
annenen. bbinu onpegeneHbl Maxop-
Hble GJB2-myTauuu, xapakTepHble Ans
OCHOBHbIX 3THMWYECKMX Tpynn Hacerne-
HUS AKyTuM: onga aKkyToB — C.-23+1G>A,
ansa pycckmx — ¢.35delG. Tem He meHee
y 51% obcnenoBaHHbIX NaunMeHToB 6u-
annenbHbIX MyTauun B reHe GJB2 He
Obino obHapyxeHo (GJB2-HeraTuBHbIE
nauneHTbl) U NpuYnHa noTepu crnyxa y
HWX ocTanacb Heu3BecTHoW. C y4yeTom
pa3HoOobpa3nsi reHeTUYEeCcKoro KOHTPO-
NSt M3BECTHbIX HacrneacTBEHHbIX opMm
rNyXoTbl OYEeHb BO3MOXHO, YTO MNOTEpsi
cnyxa y 4vactu GJB2-HeraTuBHbIX nNa-
LUMEHTOB MOXeT ObiTb o0bycrnosneHa
MyTauMsIMU B APYrUX reHax, accouuu-
POBaHHbIX C HECUHOPOMAIbHBIMU Hapy-
LIEHNAMU cryxa, KOTOPbIX B HacTosiLlee

Bpemsa uaeHtTuduuymposaHo okorno 100
(Hereditary Hearing loss Homepage —
http://hereditaryhearingloss.org).

[etanbHoe  KMMHWKO-reHeanornye-
ckoe n3yyeHne Bblbopkn GJB2-HeraTuB-
HbIX MaUMEHTOB M3 PasnMyHbIX PalioHOB
Pecnybnukmn Caxa no3sBonuno BbIsIBUTb
3 naumeHTOB 13 c. bartara-Anbita (OBe-
HO-BbITaHTanckMm HauMoHanbHbIN paw-
OH), 3BEHOB, C NO34HUM AeboToM noTepu
cnyxa: 2 cmbca, y KoTopbIX NOTepst cryxa
cTana 3ameTHol B 7 net y npobaHga A
1 B 4 roga —y cubca A, n oavH NauneHT
(npobaHg B) ¢ Taknm e nNo3gHUM Hava-
nom notepu cnyxa (B 4 roga). No coso-
KyNHbIM CBeAeHMsIM (aHaMHe3 GonesHu,
pe3ynsTaTbl MOMEKYNsSPHO-reHeTUYeCKo-
ro 1 ayavMonornyeckoro nccrnegoBaHui),
MOMyYeHHbIM AN151 3TUX Tpex NauueHToB,
Mbl MPeANONOXWUIN HAaCNeACTBEHHbIN Xa-
pakTep BrepBble OTMEYEHHOW Hamu Mno-
CTNNHrBanbHoOM OpMbI FMyXOTbl.

Llenb nccnepoBaHusa — nposegeHve
ayAMorormyeckoro U KrmHUKO-reHearno-
TMYECKOro aHanunsa B CeMbsiX C MOCTIINHT -
BarnbHOW POPMOW FMyXOTbl HEN3BECTHON
atmonorum u3  3IBeHO-bblTaHTanckoro
parioHa PC(A) ans nogteepxaeHust Ha-
CnefCcTBEHHOro xapaktepa 3abonesaHus
W YTOYHEHUst TUNa HacnegoBaHus.
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Martepuansi 1 MeToabl uccnepoBa-
HuA. B xoge akcneavumoHHou paboTbl
B OBeHo-bbiTaHTanckom panoHe Pecny-
onukn Caxa (AxkyTtus) (anpenb 2018 r.),
COTpYyAHVKaMM FKYTCKOrO Hay4HOro LieH-
Tpa KOMMIEKCHbIX MeOWLMHCKMX Npo-
6nem npoBedeHO nepBuyHOe obcrneno-
BaHue 106 >xutenen c. bararan-Anbita
n c. Kyctyp. B BbIGOpKy Ans nsyyeHusi
3TMOMOTMNM  MOCTMUHIBANbHON  (POPMbI
rMyXoTbl ObINO BKMKYEHO 72 MHAMBUAA
— 65 —u3 c. bararan-AnbiTa, 4 — 13 c. Ky-
CTyp, a Takke 3 paHee obcrnenoBaHHbIX
GJB2-HeraTvBHbIX naumeHTa (npobaHg
A, cnbc A, npobana B) ns c. bararai-
AnbiTa. Jlnua My»Xckoro nomna coctaBumnm
34,7% (n=25), xxeHckoro — 65,2% (n=47).
CpenHuin Bospact — 44+17,21 roga. Ot-
HMYeCKU cocTaB BbIOOPKN: 3BEHbl — 48
yen. (66,6%), skyTbl — 22 (30,5%), aBeHK
—1(1,4%), metuc (aBeH/sakyT) — 1 (1,4%).

Ayduonoeauyeckoe uccredosaHue. C
MOMOLLIbIO OMpOCa BbISCHANN anobbl Ha
COCTOsiHWE Cryxa, Hanuyue oTaensiemo-
ro U3 yxa, WymMa B yLlax, rorioBOKpYyXe-
HYS. BbiScHANM aHamHe3 3aboneBaHus,
aHaMHe3 XW3HW, BKIOYasi NepeHeceH-
Hble 3aboneBaHusi, TpaBMbl U/Mnn orne-
pauun, KOHTaKT C MPOV3BOACTBEHHbLIM
LWyMOM, cBefeHust o6 annepruyeckmx
peakumsax. OTonornyecknii 0CMOTp MNpo-
BOAWMM C NpuMeHeHnem oTtockona KaWe
Kombunamt no yHMUUMPOBaHHbLIM arn-
roputmam. [lonHoe aygmonornyeckoe
obcnenoBaHne NpoBOAWMM C UCMONb30-

BaHWeM TMMMNaHOMETpa W ayaMoMETpa
AA222 («Interacoustics», [daHus). MNMopo-
M CrbILWMMOCTM U3MEPSNM MO BO34YLL-
HOMYy npoBefeHutio Ha 4actotax 0,25;
0,5; 1,0; 2,0; 4,0 n 8.0 k', 1 NO KOCTHO-
My npoBefeHuo Ha yactoTtax 0,25; 0,5;
1,0 n 4,0 kl'y warom 5,0 ab. CreneHb
noTepu crnyxa oOLeHVWBanu no noporam
CMbILUMMOCTI fyyLle Criblallero yxa B
peyeBOM Ouana3oHe 4acToT Mo Mexay-
Hapo4HOW Knaccudumkaummn, CorracHo
KoTopou | cTteneHb cooTBeTcTBYeT 26-40
nb B POM, Il — 41-55, Ill - 56-70, IV - 71-
90, rnyxota >90 agb.

KnuHuko-eeHeanoau4yeckuli  aHanus.
Ha kaxpgoro y4yacTHuka uccrnegoBaHust
Oblna 3anonHeHa paspaboTaHHasi Hamu
WHOMBMAYanNbHas KapTta, BKI4akoLas
ceegeHus: ONO camoro y4vacTHuKa, a
Takke ero poauTenen v pepyliek/6a-
Oywek, BO3pacT; 3dTHUYecKkast npuHag-
NEXHOCTb A0 TPexX MOKOMEHUn, MecTo
POXOEHMS 1 NPOXUBAHUSA, @ Takke npo-
deccus. B nHoneBuayansHom kapTe 6binn
oTpaxeHbl cBedeHust 06 ocHoBHOM JIOP-
OmarHose, BEpOSITHas Mpu4MHa noTtepu
cnyxa, BO3pacT Ha MOMEHT Hayana nore-
pu cnyxa, Hanu4ine WUnu oTcyTCTBUE Ha-
CNeACTBEHHOWN OTATOLLEHHOCTM U COMyT-
cTBylOLWMX 3aboneBaHuii. MNocne cbopa
Heobxoaumon nHgpopmaumm (CemenHoro
aHaMHesa) 6bInn NOCTPOEHbl POAOCOB-
Hble C NocrneayL M NPOBEAEHNEM KITn-
HMKO-TeHeanorn4eckoro aHanusa.

[nsa noaTBepxaeHusa HacrneaCcTBEHHO-

00CIeIOBAHHBIX HHAUBHIA

72

/\

35 MHOUBHIOB
6e3 OTOJIOTHYEeCKHX NpodiIeM

TIOPOTH CIIyXa B IIPeIenax HOpMBbL

JlaHHBIe 1151 cCerperaiMoHHOr0 aHAJIU3a
ceMeii NaMEHTOB ¢ NPH3HAKAMHU
MOCTJIMHIBAJIbHOMH (hopMBbI

[JIYXOTBI/TYTOyX0CTH

Pasmep | Yucio syep- | Uucno nopaxken-
cubcTBa | HBIX ceMmeli/ | HBIX B ceMbe (T)

(s) npobanyos (a)| | 2 3

2 2 2 - -

3 2 1 1 -

7 1 - - 1

9 1 - 1 -

Bceero 6 3 4 3

ro xapaktepa NnoCTNMHrBanbHON hopMbl
TMyXOTbl ¥ YTOYHEHWS TUNa HacnegoBa-
HUSA natonorvn Gbin NPOBEAEeH cerpera-
LMOHHbIN aHanm3 Ha BblIbopke, B KOTOPYHO
BOLUMO 6 AAepHbIX CemMel, BbIGPaHHbIX No
npobanay (Tabn.1). Bce pogutenu B aTnx
ceMbsiX ObInM 300pOBbI, YTO MO3BOMMIIO
NPEeAnonoOXuTb PeLecCUMBHBIN xapakTep
HacrnegoBaHUst AAHHOTO MpusHaka. Ans
pacyeTa cerperaumoHHon YactoTtbl (SF)
npusHaka B Cembsix ucrnons3osanv ¢op-
myny BanHb6epra Ans eaMHUYHOTO BbI6O-
pa [11]:
SF=(r—n)/(s—n), (1)

A€ r — YUCIOo NopaxeHHbIX BO BCEX CMO-
cTBax, n — obuiee ymcno npobaHooB, s —
obLee Yncno NOTOMKOB B BbIOOPKE.

CrtaHgapTHOe OTKIIOHEHWE paccHUTbI-
BaloCb Kak:

0=,/SF1-SF)/(s—n). (2)
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Puc.1. Pe3ynbraThl ayaMonormyeckoro aHanmaa.

26 pOACTBEHHHKOB —I

[MpumeyaHune: 26 NHAMBMOOB 13 BCex 0OCneaoBaHHbIX SABMASIOTCA POACTBEHHMKAMM (pa3HoW cTeneHn poacTsa) npobaHaa A C NOCTIIMHIBANbHON

OPMOWN rMyXOThl.



Ons TecTMpoBaHUsi rMNoTesbl O TuNe
HacrnegoBaHUst BbIMUCIANM [OBEPUTENb-
HbIn nHTepean (Cl):

Cl=SF+1,96*0. (3)

lMnoTtesa nNpuHUMaeTcsi, ecnu oxuaa-

emMoe 3HayeHue cerperalmoHHON YacTo-

Tl (0,25 npu peueccuBHOM Hacnegosa-
HWW) NnonagaeT B 3TOT UHTepBar.

O6cnenoBaHns,  nNpegycMOTPEHHbIE
pamkamMu [aHHON Hay4Ho-uccrenoBa-
Tenbckon paboTbl, MPOBOAUNIUCH MOCne
WHPOPMMPOBAHHOMO MUCbMEHHOTO  CO-
rmacusi y4acTHUKOB WMU UX poauTenen.

Hay4yHo-uccnenosartensckasi pabota
opnobpeHa nokanbHbIM KOMUTETOM MO
GrnomeauumHckon atuke npu AHL, KM
B 2014 r. (npoTtokon Ne41 oT 12 HosGps
2014 r.).

PesynbraThl n o6cyxaeHune

Ayduonozuyeckuli aHanu3. W3 72
obcnegoBaHHbIX UMHAMBMAOB 35 uen.
»anob Ha CHWXeHWe crnyxa He NpeabsaB-
NANU 1 NpU ayamonornyeckoMm ocMoTpe
0OBbEKTMBHO OTOMOrM4yeckux npobnem y
HUX He ObINo BbIABMEHO (MOpPOrn crnyxa
B npegenax Hopwmbl). Y 37 vHAMBMAOB

42018 (NN 8

ObINIO YCTAHOBMNEHO OOHO- UMW OBYXCTO-
POHHEEe CHWXeHWe crnyxa (BeposiTHble
NPUYMHBI NOTEPU CIyxa MpeacTaBreHbl
Ha puc.1). M3 Hux y 14 nauneHToB 00b-
eKTMBHO Oblna obHapyxeHa naronorus
3BYKOMPOBOASILLEN CUCTEMbI W OfHO-
UNM OBYXCTOPOHHSSI MOTEpsi cryxa no
KOHAYKTUBHOMY WX CMELUaHHOMY TuMy,
a y 23 nauueHToB — OAHO- UIM ABYX-
CTOPOHHSASI MOTepsi cryxa MO CEeHCco-
HeBpanbHOMYy TWMy Mpu OTCYTCTBUM
BM3yanbHOW OTOMOrM4yeckon npobnemsl
(cyObeKkTUBHbIE MPUYUHBI NOTEPU Chy-

XapaKTepuCTHKA MAIHEHTOB ¢ MPH3HAKAMH NOCTINHIBAILHOMH ()OPMBI IIIYXOThI/TYTOyX0CTH

- q Cybnex- CormyTcTByIOIIHE
a- GJB2- amHo- OcHOBHOIf 1ma-| JleGror mo- | /BHad 3aboneBanust
nuen-| udp | [Hox Hanb- | Bospacr TpUYKHA Peun
TeHOTHI THO3 TepH CiTyxa
TBI HOCTb rlC?Iijavl JIOP O6mme
| N
Tpo- . JIByCTOpOHHSS Hu cuem| Cucremuoe |POIIL Cucrem-|2KecToBslii-
6an A—-1V2| X |[c.[Wt];[Wt]| OBenka | 19 ner vXOTA B 7 1er |He cBA3BI- |HEZOPA3BUTHE| HOE HEOPa3- | JAKTHIIb-
A A Y BaeT peun BUTHE PEYN | HBIH S3BIK
Muxportus
2 [79G>Al; i Hucuem| carpesueit JKecToBBIii-
Cubc|A-IV1| M [T ’| OBen | 20 mer yeTop B4roma |He cBA3BI-| Hapy»KHOTO - JAKTUIIb-
A [Wt] TTyXoTa BacT o o
YXOBOTO HBIH SA3BIK
IIPOX0aa
KecToBblii-
3 |A-1I7| M |[c[Wt;[Wt]| DBen | 65 mer JBycToponsis B 7 ner Tpasma | Peun oteyr- Tnaykoma OBITOBOM
) ’ IyXoTa B 1eTCTBE? CTBYET (cremora) I3BIK
JI0THast O6apa-
4 |A_mm3| jk [Hemecneno-| JIByCTOPOHHSISI Antbuo- 6aHHa’,[ TCPE~ | % ponmueckuit JKecroBpii-
- BeHKa | 59 zer B9 ner [IOHKA; XPOH. JIAKTHIIb-
BaH TITyXoTa THKH TacTPHUT M
nuctpod. pu- HbIH SI3BIK
HODAPUHIHUT
5 t o
Hu ¢ uem KecroBbrii-
gp O IA_MI17| M [MEHCCICRO| ooy | 57 e |ABYCTOPOHHAL | p 4 rofga |He CBSI3bI- PurocKkomos. - JIAKTHIIb-
AHJT BaH ITyX0Ta WITH. s
B BaeT HBIIT S3BIK
XpoHudecKuit
S —— TBycTopoHss Mpocrvia: [Inotnas  |ractpur; Heii- |’KecToBbii-
6 |A-1II18 M Ban A Open | 29 nmer ym )&Ta B 4 roga cp OTP}I?? ’| GapabaHHast | pOAEpPMHT; | OBITOBOI
y p- " | mepenonka | Ienarut B; SI3BIK
IOX.
JIBycToponHss Hu BCJI o
cuem| Ilnornas
7 |B-1Iv3 | M [HOHCCHCNO quor | 38 per |CCHCOHCBPANL| B 36 et |He cssbl-| GapaGammas | oooPTOHMICTC oy panena
BaH Hast TYroyXoCTb CKOMY THILY,
1 or BaeT HeperoHKa Mutomis
JIBycTOpOHHSS Hacnen- XpoH.1Hesno-
8 |p_r1ve| o [mewmccmeno- ScyTia | 42 rona CCHCOHEBPAIb- | [ 3 |CTBCHHAs ) He(bpm.; Xore- Coxpanena
BaH Hast TYroyXoCTb OTSATOIICH- IMUCTHUT, XpOH.
IVer HOCTh MaHKpeaTuT
HE HCCIICI0- fle]ilyccoT}?g];) HaIJ{I}:f Hu ¢ uem Tﬁg;ﬁ%ﬂ_
9 B-1I7 | X A0 Spenxa | 54 rona P B 48 nmer |He cBaA3bI- - puas; Xpon. |CoxpaHena
BaH Has TyTOyXOCTh .
M or. BacT nnﬁg;ééj)ggn
JIByCTOpOHHSIs H :
U ¢ 4eM
10 | B-119 | K [HCHCCICAO 5popka | 50 mer |CSCHCOHEBPAIE- | B30 et | He cossbI- - YmcTBeHHas Coxpanena
BaH Hasl TyTOyXOCTh OTCTaJIOCTh
ML cr pact
GJB2-ne- JBycroponnss | CpenHuii Huc V Tpoux Peub oTCyT-
M — |raruBHbIe —| OBeHbl— |Cpennuii| miyxota — 6 BO3pACT: YeM He | OTMEYaeTcs CTByeT — 6
Hroro 50%; | 3 (30%); |8 (80%);| Bo3pact: | (60%) [BycTo- | FOBEeHMIIBHBIH |CBS3bIBACT|  IUIOTHAS ) (60%);
XK — |ne uccneno-| SAxyrel —| 43,3+ | ponnss tyroy- | —5,6+1,9; |—6(60%)| OapabanHas Peus co-
50% BaH — 2 (20%) (13,7 roma|xocts HI-IV cT.| 3pensiii — | [pyroe — | mepenoHka — XpaHEeHa —
7 (70%) —4 (40%) 36+6 4 (40%) (30%) 4 (40%)

IIpnmeuanne. UITH — nckpusienne neperoponku Hoca, POIT — pesungyansras sanedanonarus, [10X — nosicaudHbli octeoxonapo3, BC/ —
BereTococynucras auctonus, Al' — aprepuanbuas runeprensus, CJI 11 — caxapueiii auadet 11 Tumna.
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Xa: HA C YeM He CBsi3bl- A
BaeT (n=12); BO3MOXHO, I

B [ETCTBE NEPEHECEHHbIN
otut  (N=2); BO3MOXHO,
TOKCMYECKOE BO3AENCTBMUE
aHTMbMoTNKOB (N=2); BO3-
MOXHO, TpaBma rornoBbl
B getcrtBe (n=2); Hacnea-
cTBeHHas (n=1); BO3MOX-
HO, TpaBMa TOmfoBbl Mpu v
poxaeHun (n=1); npocTya-
Hble 3abonesaHusa (n=1);
Bogpact (n=1); npowus-
BOACTBEHHbIN Wwym (n=1)).
Cpean 23 naumeHTOB C
CEeHCOHeBparnbHOM noTe-
peri cnyxa y 9 6binu BbIsiB-
neHbl MpusHakn npecbu-
aKkysuca, y 2 — npu3sHaku
BO3OENCTBUSA LIyMa, eLle y
2 noTepsi cnyxa 6eina go-
nuHreansHon (go 1 roga),
a y 10 nauymeHToB Obinn
ObOHapy>xeHbl  NpU3HaKkn
NOCTNMHIBaNIbHOM NOTepu

s |67 8 9 |10

1n 1213 14 15 16 17 18

12 13 14

cnyxa, cTaBLUen 3aMeTHOMN
B Bo3pacTe oT 3 Ao 48 ner.
Takum obpasom, B pesyrib-
Tate  ayauMororm4yeckoro
aHanu3a ObIno BbISIBMEHO
10 nauuneHTOB 13 6 A8ep-
HbIX cemen (5 My>4nH n 5
XEHLMH, oT 18 go 65 ner,
CpeaHuUin BO3pacT KOTOPbIX
Ha MOMEHT uccrnegoBa-
Hus coctaBun 43,3+13,7
roga), COOTBETCTBYHLLNX
KpUTEPUSIM NOCTNUHIBarb-
HOW dopMbl MOTepu Ccriy-
Xa, BrepBble OTMEYEHHOW HamMu paHee
y Tpex naumeHToB (Npobang A, cnbc A,
npobana b) (1abn.2).
KnuHuko-2eHeanozauyeckuli  aHanus.
Mo aHKeTHbIM AaHHbIM ObINIO YCTaHOB-
NeHo, YTo 72 obcneaoBaHHbIX MHAMBMAA
OTHOCATCA K 24 CeMbsiM, BKIHOHAOLLMM
B COBOKYNHOCTM 718 pOACTBEHHUKOB.
10 nauMeHToB C MpU3HaKamun MOCTIMHI-
BanbHOW POPMbI FMyXOTbl OTHOCWUMMCH
K Tpem paclumpeHHbiM (Bcero 355 poa-
CTBEHHUWKOB) pogocrnoBHbIM (puc.2). Ha
NnepBoM 3Tane aHanu3a pPOoAOCMOBHbIX
6bIno BbISABNEHO, 4To NpobaHa b (A-11117)
okasarncs poACTBEHHUKOM MO OTLOBCKOW
nuHum npobanay A (A-IV2) n cnbey A (A-
IV1) (puc.2, A). OTmMeTM, 4TO MaTepwu
(A-1111 v B-1lI1) npo6anpos A-IV2 n B-1V3
B COOTBETCTBYHOLLUMX CEMbSX SABMSOTCA
OBOOPOAHbIMU cecTpamu (puc.2, A, B).
[ns npoBefeHus cerperauyoHHOro
aHanMsa WCMnomnb30BanvCb CBeAEHUs O
6 sOepHbIX CEeMbsIX, BKMOYaKLWUX ca-
Mux 10 mauMeHTOB C MOCTMMHIBaNbHON
dopmori notepu cnyxa, uUx poauTenen
n cubcoB (puc. 2). B uccnegyembix 6
SA0EPHbIX CeMbsSX Mbl  MPEANONOoXUIN

nepegadvy 3aboneBaHus NMo ayTOCOMHO-
peLeccuBHOMY TUMy, MOCKOMbKY BCE NPO-
GaHaobl MMenu cnbllalmx poauTenen,
He MpeabsBRsLWNX Xanobbl Ha Hapy-
LWeHVe crnyxa, HO MMeKLWnX B poacTee
rnyxoro Gparta w/vnu cecTtpy (Bkmoudas
[BOKOPOAHbIX, TPOKPOAHbLIX). [Ansa ycTa-
HOBIMEHWSI UMW OMPOBEPXKEHUSA TMMOTE3bI
ayTOCOMHO-PELIECCUBHOIO TuMa Hacrne-
[oBaHusa Obin MpoBeAeH cerperaumnoH-
HbIl aHanm3 B 6 cubcTBax. YuntbiBanicb
TONbKO CUOCHI B KaXXA0N SAEpPHON CEMbE,
6e3 yyeta nonycubcoB M KOCBEHHO (CO
CMOB  POACTBEHHMKOB) 3aperncTpmpo-
BaHHbIX MOPaxeHHbIX (Tabn. 1). Kak npa-
BWIO, NS pacyeTa cerperauyvoHHON Ya-
ctoTbl (SF) npymeHsoT «npobaHaoBbIA»
metopg BanHbGepra [2, 6-8, 11]. CywHocTb
MeTo[a COCTOUT B NOACYETE OTHOLLEHUS
CYMMapHOro Yncna nopaxeHHblx cmbcoB
K 06LLEeMY YMCIy UX HEMOPaXXeHHbIX Cnb-
COB C KOppeKuMen Ha 4ncno npobaHaos
(dbopmyna 1). CerperauymoHHast YactoTa
(SF), BblumcneHHas no copmyne (1) c
MCMNonb30BaHNEM AaHHbIX M3 Tabn.1, co-
ctasuna 0,20:

SF = (r—n)/ (s —n) = 4/20= 0,20.

Puc.2. PogocnoBHble npobaHaos 1-3 (A), 4 n 5 (b), 6 (B) ¢ npuaHakamMmn HacneAcTBEHHOW MOCTIMHIBaNbHON
hOpMbI FMyXOTbl: YEPHbLIM LiIBETOM 0603HaueHb! YneHbl CEMbU C JaHHON (DOPMOIA FYXOTbl, CEPLIM — YNEHbI CEMbU
C APYrMMU chopMamu FyxoTbl/TYroyxocTu (BPOXAEHHas U KOHAYKTUBHAS), MIOCOM — YNeHbl CEMbM, UMeloLLne
NPW3HaKy1 NOCTIMHIBaNbHOW OPMbl MOTEPU Cryxa, CO CMOB GMU3KUX POACTBEHHWMKOB, MYHKTUPOM BblAEneHb!
SiAepHble CeMbU, CTPENKON U HyMepaLueit cBepxy — NpobaHabl B sAEpHbIX CEMbSIX

[danee, nony4yeHHyl cerperayuoH-
Hyto yvacTtoty (0,20) cpaBHuBanu c Te-
OpEeTMYECKM OXMOAEMOW MpU ayTOCOM-
HO-pELIECCUBHOM TUME HaclnefoBaHWs
(SF0=0,25). Ncnonbaysa cdopmynel (2) un
(3), BblMMCINAM OOBEPUTENBHBIA NHTEP-
Ban Ansl NMOMyYeHHOW OLEHKU cerpera-
LIMOHHOM 4acCTOTbl, KOTOPbIA COCTaBUI
0,026-0,374. TeopeTnyeckn oxugaemoe
3HaveHne (SF0=0,25) HaxoauTcsa B AaH-
HOM JuanasoHe, YTO MO3BONSAET NPUHATD
rmnotesy o6 ayTOCOMHO-PeLECCUBHOM
TUMNEe HacnegoBaHWs W3y4yaeMoro npu-
3Haka.

Mo sTHUYECKOW MpUHAANEXHOCTN Na-
LMEHTbl MPEUMYLLECTBEHHO 3BEHbI (3Be-
Hbl — 8 4Yen., AKyTbl — 2 4en.), 4To, Bepo-
ATHO, MOXET yKa3blBaTb Ha 3THUYECKYH
crneunguyHoOCTL nccnegyemoro 3aborne-
BaHUS.

XapakTepHbiM MpU3HAKoM Ans Bcex
nauueHToB SBMSIETCS MO3AHEe Ha4vano
©0nes3Hu (N0 OTHOLLEHWIO K BPOXAEHHOM
notepe crnyxa), BO3HWUKLIEE MOCIEe OKOH-
YaHUsi CEHCUTUBHOIO Nepuoaa pevyeBoro
pasBuTuKs, T.e. nocne 4-5 net u crapue.
B aTOoM nepuoae ceHCOpHOro OHTOreHesa
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. AKYTCKUM MEOVLIMHCKA XKYPHAT

CrnoBecHasi peyb yxe chopMupoBaHa, a
pasBUTME MbILIMEHUS MNPUONMKEHO MO
CBOEMY YPOBHIO K CribILLALLUM CBEPCTHU-
kam [3]. OgHako Yyem paHblue BO3HMKaeT
noTeps criyxa, TemM paHblLUe MOXET npo-
W30MTW NonHas Aerpagaumsi CrioBeCHOM
peun. MNoTtepsa cnyxa y 6 naumeHToB 13
Halwen BbIOOPKM BO3HMKIA B IOBEHUIb-
HOM BoO3pacte (B cpegHem B 5,6+1,9
roga), a y 4 nauneHToB, y KOTOpbIX Cro-
BecHas peyb Obina 6e3 ocobbix McKaxe-
HWI, — B 3perom Bo3pacTe (B CpedHeMm B
3616 neT). Y nauMeHToB C pasHbIM fe-
OtoToM 3aboneBaHMsa oTMeYaeTcsa u pas-
Has cTeneHb notepu cnyxa. Mo gaHHbIM
ayavomeTpuu, ANs NauuMeHToB C Haya-
NIOM noTepu criyxa B HOBEHUNbHOM BO3-
pacte XxapaKkTepHbIM SBMSETCS KpanHe
Tshkenasi CTeneHb Tyroyxoctu (rmyxora)
(8 puanasoxe ot 98 no 108 ob B POY),
TOra Kak y nauMeHToB ¢ AebrToM note-
pv cnyxa B 3pefnioMm Bo3pacTe oTMevaeT-
ca lll-IV cTeneHb TyroyxocTtu (B Ananaso-
He ot 58 po 75 ab B POY) (puc.3). Kpome
TOro, MPU CPaBHUTENbHOM aHanu3e ay-
ONOMETPUYECKUX OaHHbIX, UMEKLUXCS
ansa npobanga A-llI2 3a wectb net, Ha-
ynHasa ¢ nepson ayanometpun (B 10 ner)
no nocnegHen (B 16 net), oTmevaetcs
3HauMTENbHAsA NPOrpeccus NoTepu Ccny-
xa (co ll-lll go IV cteneHn Tyroyxoctu),
4YTO NO3BONNIIO HAM BbIABUHYTb Npeano-
NOXEHMEe O NPOrpeccupyoLLeM XapakTe-
pe TedeHus 3aboneBaHus (puc.4).

MHTepecHO OTMETUTbL Takke, 4TO
6onblnHCTBO NauneHToB (6 13 10) npu-
YMHY CBOEN NOTEPMU CryXa HU C YEM He
CBSI3bIBaNM, OTpuUas M HacnencTBeH-
HYIO NPUYUHY, HECMOTPS Ha TO, YTO He-
KOTOpblE U3 HUX UMENU B poay Onunskmx
POACTBEHHUKOB C IMyXOTOW/TYrOyXOCTbiO
(tabn. 2). BeposiTHee Bcero, 310 006y-
CMOBMEHO TeM, YTO y AaHHbIX NnauueH-
TOB NPOGMeEMbI CO CIyXOM Hayanucb Ha
¢oHEe COXpaHHOro crnyxa W pasBUTOMN
peun. Kpome TOro, NnpeacTaBnsioT UHTe-
pec 3 cnyyas HabnogeHust y B3pOCHbIX
nauMeHToB nnoTHon GapabaHHon nepe-
MOHKM, MOCKOMbKY Takas OCOOGEHHOCTb
BCTpeYaeTCcs B OCHOBHOM TOMNbKO y AeTew
(tabn. 2).

[ns noaTBep>XaeHUst HacneaCTBEHHO-
ro xapakrepa NnoCTnuHreansHowW hopMbl
FMYXOTbI/TYrOyXOCTM M YTOYHEHWs Tuna
HacnepoBaHusa Obin npoBedeH cerpe-
rauuoHHbln aHanus. CerperauvoHHas
yactota (SF), oueHeHHas C MOMOLLbIO
npobaHgoBoro mMetroga BawnHbGepra, co-

ctaBuna 0,20 n cooTBeTCTBOBaNa OXwu-
[aeMon Ans ayTOCOMHO-PeLEeCCUBHOIO
TMna Hacneposanusa (SFO = 0,25) (ClI
0,026-0,374).

Takum 06pa3om, 6bINo ycTaHOBMEHO,
yto y 10 naumeHToB (MpeumyLLecTBeH-
HO 3BEHOB) ObINM BbIABMEHbI MPU3HAKN
NOCTNNHIBaNbHOW [BYCTOPOHHEN CEH-
COHeBpanbHOM (POpMbl TYroyxocTu/riy-
XOTbl HEW3BECTHOW 3TUOMOrMK, Hacne-
AyeMon no ayTOCOMHO-peLeCcCrBHOMY
Tmny. Kpome TOro, BbISIBMEHHOE OTAa-
NeHHoe poacTBO obcrneaoBaHHbIX NaLm-
€HTOB C 3TON HhOPMOI NMOCTNMHIBaNbHOM
rMyXOTbI/TYrOyXxoCTW, MPOXMBAKOLUX B
OBYyX cenax 3OBeHo-bbiTaHTavickoro pan-
oHa PC(A), nosonsieT npennonoxuTb
ponb achdekTa ocHOBaTEnNs B NOKarnbHOM
pacnpoCcTpaHeHHOCT! 3TOM MaTonorum
CNyXoBON PYHKLUN.

Mbl Hageemcs, 4TO pesynsrarbl, no-
nyyYyeHHble B XoA4e AaHHow paboTbl, no-
3BOMISAIT HAM B JarbHENLEM He TOMbKO
BbISBUTb  MOMEKYNSPHO-TEHETUYECKYIO
NPUYMHY BO3HUKHOBEHUSI MOCTIINHIBAIb-
HOW popMbI ryXoTbl B 06CNeaoBaHHbIX
CEMbsIX, HO U PacKpbiTb MEeXaHWU3Mbl ee

HakonneHuss B OBeHO-bbITaHTanNckom
panoHe AKyTun.
bnazodapHocmu

Bbipakaem MCKpEHHIO npusHaTtenb-
HOCTb BCEMY MeAWLMHCKOMY nepcoHany
nonuknuHukn NBY PC(A) OBeHo-bbiTaH-
Tanckon LUPB n rmaBHomMy TepaneBty M3
PC(A) H.U. 3BepctoBon 3a ydactue u
nomolb B pabote akcnegnumn. Pabota
BbinonHeHa B pamkax HUP AHL, KM
«M3yyeHne reHeTM4ecKonW CTPYKTYypbl
W rpy3a HacnegcTBEHHOW MaTonormm
nonynsunin  Pecnybnukn Caxa  (Aky-
TWS)», rOCyAapCTBEHHOro 3agaHus Mu-
HUCTepcTBa obpas3oBaHWsA W Haykun P
Ne6.1766.2017 N4, npoekta CBOY um.
M.K. AMMocoBa «eHeTnyeckme ocobeH-
HOCTW HacerneHus SKyTuu: CTpyKTypa
reHodoHAa, aganTtaumns K xornogy, ncuxo-
reHeTM4ecKkne xapaKTepucTMKK, pacnpo-
CTPaHEHHOCTb HEKOTOPbIX HACNEACTBEH-
HbIX N MHMEKUMOHHBIX 3aboneBaHuiny,
a Tawke Mpu (PUHaHCOBOW MoadepKke
rpaHtoB POOUN (17-29-06-016_ocun_wm,
18-015-00212_A, 18-013-00738_A, 18-
54-16004_HUHWN_a, 18-05-600035_
ApKTuka) 1 nporpammbl passutus 6Guo-
pecypcHbix konnekunn SAHO Poccuu
«YHY Tenom Axkytumn» AHLL KMIM (BPK:
0556-2017-0003).
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