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OLIEHKA BO3PACTA MYTALMM C.1621C>T
P.(GLN541*) B TEHE FYCO1,
OTBETCTBEHHOM 3A PA3BUTUE
AYTOCOMHO-PELIECCUBHOW BPOX[EH-

HOW KATAPAKTbI,B NONYNALUU AKYTOB

OCHOBHOW MPUYMHON BPOXAEHHON UMW IOBEHWUINBHOW KaTapakTbl C ayTOCOMHO-PELECCUMBHBIM TUMOM HacrnegoBaHus B FAKyTUM siBNsieTcs
HoHceHc-MyTauust €.1621C>T p.(GIn541*) B 8-m ak3oHe reHa FYCO1. MNpoBefeHHble paHee UCCnenoBaHns nokasanu, 4to mytaums c.1621C>T
p.(GIn541*) pacnpocTpaHunacb Ha Tepputopun AKyTuM B pesynbsrate adpdekta ocHoBaTens. MNepBoHavanbHasi OLeHKa CpefHero «Bo3pacra»
MyTauumn C KCnonb3oBaHWEM AaHHbIX HepaBHOBeCUS Mo cuenneHuio Tpex STR-mapkepos — D3S3685, D3S3582, D3S3561 - nokasana pesynsrat
~10,4+2,6 nokoneHus (260+65,0 net). B HacTosilem vccrnenoBaHuy Hamu Bbin MCMONb30BaH APYrol NOAXOA, OnpederneHns «Bo3pactay MyTauum
€.1621C>T p.(GIn541*), c nomoLybto NnporpaMmmHoro obecnedeHnss DMLE+ 2.3 Ha ocHoBe aHanu3sa 25 SNP-mapkepoB. PaccuntanHbin DMLE+ 2.3
«BO3PacT» MyTauuu, ¢ y4eTom 95%-Horo JOBEpPUTENBHOIO NHTepBana, BapbupyeT oT 25 Ao 67 nokoneHwin (ot 625 go 1675 nert). CoBOKynHble
[aHHble NoKa3sblBatoT, YTo MyTaums ¢.1621C>T p.(GIn541*) morna Bo3HUKHYTb B nepuog mMexay 1V n XVIII BB. ¢ Hanbonee BeposiTHbIM BpEMEHEM
akcnaHcum ¢ Xl B.

KnioyeBble cnoBa: BpoxJeHHasi ayTOCOMHO-pelieccuBHas katapakta, CTRCT18, ¢.1621C>T (p.GIn541*), reH FYCO1, sikyTbl, addekT
ocHoBarternsi, BoctouHas Cubupb.

The main cause of congenital or juvenile cataract with autosomal recessive inheritance in Yakutia is the c.1621C>T p.(GIn541*) nonsense
mutation in the exon 8 of the FYCO1 gene. Previous studies have shown that the ¢.1621C>T p.(GIn541*) mutation has spread to the territory of
Yakutia as a result of the founder effect. The initial assessment of the average “age” of the mutation using the data of linkage disequilibrium for three
STR markers: D3S3685, D3S3582 and D3S3561 showed a result of ~10.4 + 2.6 generations (260 + 65.0 years). In the present study, we used a
different approach to determine the “age” of the c.1621C>T p.(GIn541*) mutation using the DMLE+ 2.3 software based on the analysis of 25 SNP
markers. The calculated DMLE+ 2.3 “age” of the mutation, taking into account the 95% confidence interval, varies from 25 to 67 generations (from
625 to 1675 years). Comprehensive data show that the c.1621C>T p.(GIn541*) mutation could have occurred between the 4th and 18th centuries

with the most likely time of expansion from 11th century.
Keywords: congenital autosomal recessive cataract, CTRCT18, c.1621C>, T (p.GIn541*), FYCO1, Yakuts, founder effect, Eastern Siberia.

BBegeHune. BpoxaeHHas kaTapakTa
SIBMSETCH OOHOW W3 OCHOBHbLIX MPUYMH
petckon crienotbl [20]. N3BecTHO, YTO OT
8,3 0o 25 % BpOXOEHHON UNK IOBEHUIb-

WH-T ecTecTBeH. Hayk CB®Y um. M.K. Ammo-
cosa: BOPUCOBA Tysipa BanepbeBHa —
acnupaHT, borisovatv96@gmail.com, ORCID:
0000-0002-5019-067X, POMAHOB rleopruii
MpokonbeBu4 — M.H.c., ORCID: 0000-0002-
2936-5818, ®E[JOPOBA CappaHa Apka-
AbeBHa — A4.6.H., rn.H.c., ORCID: 0000-0002-
6952-3868.

AHL KMM: NWEHHWKOBA Bepa leHHa-
aveBHa — k.6.H., B.H.c., ORCID: 0000-0001-
6866-9462, TEPKOTUH ®epop Muxannosuy
— K.M.H., c.H.c., ORCID: 0000-0002-8659-
0886, BAPALLKOB Hukonan AnekceeBu4
— k.6.H., B.H.Cc.-pykoBog. na6., ORCID: 0000-
0002-6984-7934, COJIOBbLEB AiiceH Bacu-
nbeBny — k.6.H., H.c. UTMMTMHC CO PAH,
ORCID: 0000-0003-0914-3609.

HOW KaTapakTbl NepedarTcsa No Hacnen-
ctBy [7, 11, 16] N0 ayTOCOMHO-AOMUHAHT-
Homy [20], pexe Mo ayTOCOMHO-peLec-
CUBHOMY U X-cuenneHHomy Tunam [13,
20]. B nonynauum siKkyTOoB BPOXAEHHas,
WIN HOBEHUIbHAS, KaTapakTa C ayToCOM-
HO-peLeCcCUMBHbIM TUMOM HacneaoBaHus
SABNSIETCA OAHMM U3 Hambonee 4acTbix
opdaHHbIX 3aboneBaHUn 1 BCTpevaeTcst
c vyactoton 1 Ha 8257 yen. [22]. B cBA3un
C 9TUM paHee Hamu 6biny NpoBeaeHbl UC-
crnenoBaHust C LIEMb MOMCKa OCHOBHOWM
reHETUYECKOM MPUYUHBI ayTOCOMHO-pe-
LeCCMBHON KaTapakTbl B AkyTuun. [NonHo-
3K30MHbII aHanuM3 Mo3BOMWI BbISIBUTb
HOBYKO HOHCeHc-myTaumio ¢.1621C>T
p.(GIn541*) B 8-m 3k3oHe reHa FYCOT
(NM_024513.3) [9]. DaHHaga 3ameHa npu-
BOAMT K 0OpasoBaHWUi0 NpexaeBpeMeH-
Horo cton-kogoHa p.(GIn541*) B dpyHKuUK-
OHarnbHO 3Ha4yMmoM gomeHe Coiled-coil,

yKopauvBas nonunenTuaHyo Lenb benka
FYCO1 [9]. Cpean nccnegoBaHHbIX Na-
LMEHTOB C BPOXAEHHOW KaTapakTon B
Axytnn y 86% naumeHToB (25 u3 29) my-
Taums ¢.1621C>T p.(GIn541*) 6bina 06-
Hapy>XeHa B TOMO3UrOTHOM COCTOSIHWMW.
C y4etom Becomoro Bknaaa (86%) myta-
uun ¢.1621C>T p.(GIn541*) B aTnonoruio
JaHHoro 3aboneBaHusi Ha TeppuTopUK
AkyTun 6bIN NpoBedeH aHanva rannoTu-
NMOB MYTaHTHbIX XPOMOCOM C WCMOSb30-
BaHneM 6 STR-mapkepoB. Pesynsrathbl
nccrneaoBaHns nokasanv eaMHCTBO Npo-
WCXOXOEHNS1 BCEX WUCCNEAOBaHHbIX MYy-
TaHTHbIX XPOMOCOM, YTO yKa3biBaeT Ha
pacnpocTpaHeHne MyTtaumm €.1621C>T
p.(GIn541*) Ha TeppuTOopUM HAkyTUM B
pesynstate addpekta ocHoaTens. du-
TNIOreHEeTUYECKUIA aHanm3 BbISIBUN Hau-
fonbluee pasHoobpasve rannoTvnoB B
LeHTpanbHOW cybronynaumm  SKyTOB,
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4YTO CBMAETENbLCTBYET O Hadane pac-
NPOCTPaHEHUS MyTaHTHbIX XPOMOCOM Ha
Tepputopun AkyTun ¢ JleHo-AMrMHCKoro
mexaypedbs [9]. YacTtoTta reteposumror-
HOro HOCUTENbCTBA AAHHOW MyTauun B
nonynsuum sikytoB coctasuna 7,9%, y
3BeHoB — 2,0, 3BeHkoB — 1,7%, B nonyns-
LUMSIX PYCCKUX, toKarmp, 4OMNraH 1 YyKkyen
3TOT BapmaHT OTCYTCTBOBAI.

PaHee oueHka «Bo3pacTa» MyTauum
Obina mpoBedeHa C MOMOLLbI MeToaa,
onuncaHHoro B pabote N. Risch u co-
aBT. [12]. Ons onpegeneHuss «Bo3pac-
Ta» MyTauuy Obiny MCNOnbL30BaHbl AaH-
Hble HEpaBHOBECUS MO CLEMNINEHUI0 TPEX
STR-mapkepoB: D3S3685, D3S3582,
D3S3561 (~6,3 Mb). aHHbIn MmeTog AaeT
OLIEHKY «BO3pacTa» OTAEMbHO AN Kax-
[0ro uccrnegyemMoro Mapkepa u OCHOBaH
Ha NOAXOAe «reHeTMyeckux Yacosy» [14].
CpenHun «Bo3pacT» myTtauum ¢.1621C>T
p.(GIn541*) B nonynsuun sikyToB CcoCTa-
Bun ~10,4+2,6 nokoneHusa (260+65,0
neT), YTO yKasblBano Ha Bpems Havana
3KCMaHCMM MyTaHTHbIX Xpomocom B XVIII
B. [9] n cooTBeTCTBOBaNo BpPEMEHU Mo-
SIBMEHWS B AKYTUUN NEpPBbIX PYCCKUX 3EM-
NenpoxoALeB, OQHaKO pe3ynbraTbl CKpu-
HVHra ykasbiBanu Ha OTCyTCTBME AaHHOMN
MyTaumu B nonynsaumm pycckux. C Lenbto
YTOUYHEHUS MOJTyYEHHbIX paHee AaHHbIX
B HacTtosien paboTe Mbl MPUMEHWUNN
Opyrov nogxod K OLEeHKe «Bo3pacTay
myTtaummn ¢.1621C>T p.(GIn541*) — wuc-
nonb3oBanv nporpaMMHoe obecneyeHne
DMLE+ 2.3 [19], koTopOe no3BonseT ocy-
LLeCTBMTb pacyeTbl Ha OCHOBE aHanu3a
HepaBHOBECKS MO CLEMNINEHNI0 HECKOMb-
KMX FreHETUYECKNX MapKEPOB.

Martepuanbi 1 MeToAbl uccnepoBa-
HuA. Viccnegyemyto BbIGOPKY cocCTaBu-

a

YpOBEHb 3HaYHMMOCTH
=
o=
—
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nn o6pasubl OHK 24 nauneHToB siKyTOB
C BPOXOEHHOW KaTapakToW, Y KOTOPbIX
6bina obHapyxeHa MyTauus ¢.1621C>T
p.(GIn541*) B rene FYCO1 B romo3nroT-
HOM CcOCTOAHUN. KOHTPOMbHY BbIGOPKY
coctaBunu obpasubl AHK 22 300poBbIx
AKYTOB.

OueHka  «s03pacma»  Mymauyuu
c.1621C>T p.(GIn541*) e ceHe FYCO1 ¢
nomowbto DMLE+ 2.3

Mporpamma DMLE+ 2.3 nossonsiet
caenaTb BblBOL O «BO3pacTe» MyTauuu
(B nokomneHusx) Ha ocHoBe Habntoga-
€MOro HepaBHOBECMS MO CLUEMMEHMNIO
HECKOIMbKMX TFeHETUYEeCKUX MapKepos,
C wucnonb3oBaHuem anroputma MoH-
Te-Kapno no cxeme wuenn MapkoBa
[19]. Ons KOpPPEKTHOM OLIEHKM «BO3pac-
Ta» MyTauuMm C WCMONb30BaHWEM Mpo-
rpammHoro  obecneyeHnss DMLE+2.3
HeobXxoQuMO paccuuTaTb [0 MyTaHT-
HbIX XpOMOCOM B Bblbopke (proportion
of population sampled) un Temnbl pocta
HaceneHusa (population growth rate, d).
[ona MyTaHTHbIX XPOMOCOM B BblOOpke
Obina paccuyntaHa Ha OCHOBE 4acToThbl
reTeposuroTHOr0 HOCUTEMNbLCTBA MyTa-
unn ¢.1621C>T p.(GIn541*). Mockonbky
TOYHAs YUCINEHHOCTb SIKYTOB W3BECTHA
TONbko co BpeMeH [lepBoii BceoObLuel
nepenucu HacerieHus B Poccuiickon UMm-
nepvn 1897 r. [4], BbINO HegocTaTOYHO
[aHHbIX Ana pacyéta TeMMNOB pocTa Ha-
cenenus. B cBa3u ¢ aTum Hamu GbIn Npu-
MEHEH napameTp Temna pocTa Hacene-
Hus d=0,085, ncnonb3oBaHHbIN B paboTe
B. Rannala n J. Reeve [18] ansa oueHkn
Bo3pacta myTtauuu B reHe SLC26A2 B
dUHCKOM nonynaumMu, KoTopas, npen-
MOMNOXWTENBHO, TaK e Kak U sIKyTCcKas,
npousowrna OT HebonblWoW Mo 4uc-

(@)}

Y poBeHE AHAYHMOCTH

ve}
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BUSPHCT MYTAlHMH B MOKOJIEHHAX

0,01 -

0,014

NEeHHOCTU npegkoBon nonynsuumn [15].

Pesynbratbl U o6cyxpeHue. B pe-
3ynbTate CpPaBHEHUSA 4acTOTbl annenemn
OBYyX BbIOOPOK WMHOMBUOOB C UCMOIb-
30BaHMeM kpuTepusi x? Oblno Bblgene-
Ho 25 SNP-mapkepoB (69,851 kb) aona
AanbHenwero aHanusa. Mbl paccuutanu
OXuaaemMoe Kornm4yecTBO roMo3uroT B Mno-
nynaunm skyToB (0,3%) no m3BecTHOW
4YacToTe reTepo3nroTHLIX HOCUTENEN My-
Taumm ¢.1621C>T p.(GIn541*), koTopoe
coctasngetr 7,9 % [9], n onpegenunu
OOM0 MYTaHTHbIX XPOMOCOM B BblIGOp-
ke — 0,05. CpegHuin «Bo3pacT» MyTauum
c.1621C>T p.(GIn541*) B reHe FYCOT1
npv [ofne MyTaHTHbIX XPOMOCOM B Bbl-
6opke 0,05 6bin oueHeH B 38 nokoneHumn
(950 ner), c yyetom 95% [N «Bo3pacT»
HaxoauTcsa B npegenax 25-67 nokoneHumn
(oT 625 no 1675 nert) (puc. 1, a).

YTtobbl OLEHUTb TOYHOCTbL pac4yeTa
«BO3pacTa» MyTauuum U BbISIBUTb BO3-
MOXHbIE€ MOrPELIHOCTH, Mbl UCMOMb30Ba-
nu elle ABa 3HAYEHUSI JOMM MYTaHTHbIX
XxpomMocom B Bblbopke — 0,04 1 0,06 (puc.
1, 6, B). Ecnn npegnonaraemasi gons
MYTaHTHbLIX XPOMOCOM HWXE BbIYUCIIEH-
Hon n pasHa 0,04, cpegHuin «BO3pacT»
myTauumn - 39 nokonexHun (975 ner), ¢
yyetom 95% [ coctaenseT ot 28 oo 72
nokonenun (ot 700 go 1800 nert) (pwuc.
1, 6). Ecnu gonst MyTaHTHbIX XpPOMOCOM
BblLLUE BblYUCIIEHHONM 1 paBHa 0,06, «BO3-
pacT» MyTauum paBeH 37 MOKOMEHUAM
(925 ner), a npu 95% AW coctasnset
23-66 nokonenu (ot 575 go 1650 ner)
(puc. 1, B). Takum obpa3oM, U3MeHeHne
3HaYeHWs1 JONN MYTaHTHBIX XPOMOCOM B
BbIOOpKE HE3HAYUTENbHO MOBMMUSNO Ha
KOHEYHYIO OLIEHKY.

MonyyeHHas B HacToswem uccne-

HUIEPHCT MNTALMH B IOKOICHRAX

Puc. 1. OueHnka «Bo3pacta» mytauum ¢.1621C>T p.(GIn541*) B reHe FYCO1 ¢ nomoLubto nporpammbl DMLE+ 2.3 [19]: a — «Bo3pacT» myTauum
npu Jone MyTaHTHbIX XpomocoMm B Bbibopke 0,05; 6 — npu 0,04; B — npu 0,06
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CpaBHeHHe pe3yJbTaTOB OLleHKH Bo3pacTa myTanuu ¢.1621C>T p.(GIn541*) B rene FYCO!

Meron Mapkep Bospact myTanuu (B oxonenusx) | Cpeqree 3HaueHne Bo3pacTa (B MOKOJIEHHSX ) ABTOp
D3S3685 185 (~ 7.4)
o Risch et al.,
1960 1151 D383582 317,5 (12,7) 260 + 65,0 (10,4+2,6) 9]
D383561 277,5(11,1)
DMLE+ 2.3 [19] | 2 %"ég‘f‘i‘l‘:’)p“ 625 — 1675 (25-67) 950 (38) [llausas paGora]

AOBaHUM OLEeHKa CpefHero «Bo3pacTa»
mMyTaumm c¢.1621C>T p.(GIn541*) no 25
SNP-mapkepam (~950 nert), 3HauuTenns-
HO MpeBbIaeT pe3ynbTaT npeblaylue-
ro uccnepgosaHusa (260+65,0 ner), roe
ObIn Mcnonb3oBaH METoA pacyeTta no 3
otaenbHbiM STR-mapkepam (Tabnuvua).
ObGa aTux noaxopa NPUMEHSIOTCS B re-
HETUYECKUX UCCNEAOBaHUSX U HWU OOUH
N3 HUX He MOXeT cymTaTbecs bGonee Ao-
CTOBEPHbIM, OfHaKo uccnegosaHve M.
Clendenning et al. [17] nokasano, 4To
MoZenb Ansi OLUEHKU HepaBHOBECUS MO
cuenneHnto, ncnonb3dyemas nporpamm-
HbiM obecneveHnem DMLE+ 2.3 [19],
MOXeT ObiTb Gonee adpdbekTuBHOM Ans
onpegeneHns NPOUCXOXAEHNSs OTHOCK-
TENbHO «MOSOAbIX» MyTauui B nomnyns-
uun ¢ BbICTpbIM TEMMNOM pocTa Hacene-
HWS, B CPAaBHEHUM C METOAOM, KOTOpbIiA
JaeT OTOenbHYyK OLEHKYy Bo3pacTa Ans
Kaxgoro mapkepa [12]. BoamoxHo, nog-
xop ¢ npumeHeHvem DMLE+ 2.3 saBns-
ercs bonee KOPPEKTHbIM AN SKYTCKON
nonynsiyumn.

PaHee npoBeneHHas oLeHKa «Bo3pac-
Ta» myTtaumm ¢.1621C>T p.(GIn541*) B
~260 net ykasblBana Ha pacnpocTpaHe-
HVe JaHHOW MyTauun B Nepunog 0CBOEHUS
BocTouHo Cubupu pycckmmu 3emnenpo-
xopuamu. OfHaKo y4nTbIBasi OTCYTCTBUE
AaHHON MyTaLuuy B NONYNSLMN PYCCKUX U
HanMbOmMbLUYH YacTOTy reTEPO3UrOTHOIO

1000 +

HocuTenbCcTBa cpeam akyToB (7,9 %) [9],
6onee BeposTHLIM OyaeT NPeanonoXnTb
CBSA3b Jl@aHHOW MyTauMu C npeakamm aKy-
TOB M NPUHATbL GOnee paHHIK OLEHKY
B ~260 neT Kak HWXHWIA Nopor «Bo3pac-
Ta» myTaumun. Takum o6Gpasom, OLEHKY
MakcuMarnbHOro 3HaveHust B 1675 ner,
MOMyYeHHyt0 B OAaHHOM WCCregoBaHuu,
MOXHO CYMTaTb BEPXHUM Npenenom
«Bo3pacta» MyTtauun. Ecnv npuHaTb
oba pesynbrata oueHKM «BO3pacTta», TO
BpeMsl MOSIBNEHUS MyTauuMu HaxoawT-
cs B npegenax IV-XVIII BB. H.3. (puc. 2).

Mo mHeHuto apxeonora A.W. Torone-
Ba, usmyeckne M s3bIKOBble OCOOEH-
HOCTW THOPKOSA3bIYHbIX MPEOKOB SIKYTOB
ogopmunmce B Mpubarikanbe ¢ VI no X
B., 3atem B XllII B. aKkyTbl nepecenunucb
B [ONWHY cpegHero TeveHus p. JleHa
[3]. CormacHo A.H. AnekceeBy, HOXHble
npegku caxa MpOHMKIM Ha TEPPUTOPUIO
AKyTun ropasfo paHblue — eue B nep-
BOM nonosuHe | TbiC. H.3. 1 Kk X — XI BB.
npegkaMu sKyToB Oblnu OCBOEHbI 3Ha-
ynTenbHble Tepputopun [punexbs [1,
2]. Tlo reHeTnyeckum AaHHbIM, BpPeEMS
ausepreHumMn N3-nuHUN  Y-XpOMOCOMBbI
SIKYyTOB, paCCYMTaHHOE Ha OCHOBE MUKPO-
caTennmUTHOro pasHoobpasusi, ykasbiBaeT
Ha NepBUYHOE YBENUYEHNE YNCIIEHHOCTU
npeakoson nonynsuuun B ~IV B., 3a KOTO-
pbiM HaumHasa ¢ X| B. nocnegosana BTO-
puryHas akcnaHeus [8].

(1o DMLE+ 2.3)

500 +

» 625
950 1eT

(o Risch et al., 1995)

BospacT MyTauuu ¢.1621C>T p.(GIn541*) B rete
FYCO1

325-—@— 195
260 1etT

1
VB. H.3.

JlaTupoBka

Il

T
HacTosmee
BpeMs

X B. H.9. XV B. H.9.

Puc. 2. «Bospact» mytaumm c.1621C>T p.(GIn541*) B reHe FYCO1, OUEHEHHBIV C NMOMOLLbO
OBYX METO[OB: KpacHbIM 0003Ha4YeH «BO3pacT» MyTaLuu, OLEeHEHHbI C MOMOLLbI0 MporpamMmmel
DMLE+ 2.3 [19], cuHUM — «BO3pacT», OL€HEHHbIV C MOMOLLbIO METOAA OLEHKM MO OAHOMY Map-

kepy [12] B paboTe [9]

Takum o6pa3oM, BpEMEHHON OTPE30K
IV-XVIII BB. H.3. NONHOCTbIO COOTBETCTBY-
eT BpeMeHVn (HOPMUPOBAHUS SKYTCKOrO
Hapopga, cormacHo A.H. Anekceesy, Ha-
YMHAA C TMPOHWKHOBEHUS OTAEMbHbIX
rpynn KXKHbIX CKOTOBOAYECKUX MremMeH
Ha TeppuToputo Axytun B -1V BB. [6].
lMpu atom cpegHee 3HadeHWe Bo3pacTa
mMyTauumn ~950 neT coBnagaet ¢ nosiene-
Huem B X—XI| BB. Ha TeppuTopumn AKyTUn
(8 Hamuax n Yctb-AngaHe) naMsaTHUKOB
KynyH-aTaxCKoW apXxeornorm4eckon Kyrb-
Typbl, HENOCPEACTBEHHO CBA3LIBAEMOW C
npegkamu sikyTos [2].

BbiBoabl. [lonyyeHHble pesynbrathbl
OLIeHKM «BO3pacTa» MyTauum c.1621C>T
p.(GIn541*) B reHe FYCO1 nokasblBatoT,
YTO AaHHas MyTauus BO3HWKIA B NepMos
mexay IV n XVIIl B. ¢ Hanbonee Bepo-
ATHBIM BpemMeHeM akcnaHcum ~950 net
Hasag. O6wmi nepuod BO3HUKHOBEHUSA
myTaumm c.1621C>T p.(GIn541*) c IV
no XVIIl B. oxBaTtbiBaeT Bpems hopmMu-
poBaHust Hapoga caxa [1, 2]. YuuTbiBas
paHee Mony4YeHHble AaHHble O YacToTe
reTepo3nroTHOr0 HOCUTENbLCTBA MyTaLunn
cpeav pasnuyHbIX NoMynsaumMin, Npoxvsea-
IoWUX Ha Tepputopun AKYTUKW, Mbl MO-
XeM NpeanonoxunTb ee nepBoHavansHoe
BO3HUKHOBEHME Cpean TIOPKOSA3bIYHbIX
NnpeakoB SIKYTOB, CBSI3aHHbIX C KyryH-
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AHANN3 NOJIMMOP®U3MA TEHOB
MHTEP®EPOHA BOJIbHbIX
C HDV- UHOEKLUUEW B PECNYBIUKE

CAXA (KYTUS)

MpoBeneH aHanm3 YacToTbl BCTpedaeMocTu nonumopdunamos rs87105790 reHa IFNL3, rs368234815 reHa IFNL4, rs1831583 reHa IFNA1 cpeam
3THMYECKOW IrpynMbl SKYTOB, 340POBbIX U GOMbHBIX XPOHUYECKUM BUPYCHbIM renatutom D, npoxuBatolumx Ha Tepputopum Pecny6nvku Caxa (Aky-
T1s1). HDV-mHdekume npemmyLLecTBEHHO CTpaaatoT MoAM MOMOA0ro TPYA0CNOCOBHOro Bo3pacTa ¢ bbICTpbiM (hOpMUPOBaHEM LppO3a NeYeHu.
Bbicokasi pennukatuBHas akTMBHOCTbL Bupyca HDV conpoBoxpaaetcs nogaeneHvem HBV, HO ¢ HapacTaHveMm TspkecTu pubposa u dopmumpoBa-
HMeM OCIOXHeHWI HabrniogaeTcs MUKCT-pennukaums BupycoB renatuta B u D. o pesynstataMm npoBegeHHOro reHeTUYeCcKoro UccrefoBaHus,
puck pasBuTKs Tsbkenoro cmbposa npu HDV goctoBepHo Bhile y HocuTenen AG-annens nonumopdunsma rs368234815 rena IFNL4 n HocuTenen
C-annens nonumopduama rs1831583 reHa IFNAT.
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Analysis of the frequency of occurrence of polymorphisms rs8105790 of the IFNL3 gene,
rs368234815 of the IFNL4 gene, rs1831583 of the IFNA1 gene in healthy people and patients
with chronic viral hepatitis D among the ethnic group of Yakuts living on the territory of the Re-
public of Sakha (Yakutia) was conducted. The high replicative activity of the HDV virus in 74.1%
of cases is accompanied by suppression of HBV, but with an increase in the severity of fibrosis
and the formation of cirrhosis and liver cancer, there is observed simultaneous replication of
hepatitis B and D viruses. According to the data obtained, the risk of developing severe fibrosis
in HDV is 1.7 times higher in carriers of the AG-allele of the rs368234815 polymorphism of the
IFNL4 gene (OR=1.784; 95% CI 0.642—4.959) and 1.8 times higher in the carriers of the C-allele
of the rs1831583 polymorphism of the IFNA1 gene (OR= 1.818; 95% CI 0.340-9.713).

Keywords: chronic hepatitis, liver cirrhosis, gene polymorphism, HDV, IFNL3, IFNL4, IFNA1.




