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3TOro TSXKenoro 3aboneBaHunsi NPOBOANT-
csa B MIK ¢ 2006 r. IHTepecHbIM chak-
TOM siBnsieTcs To, YTo AD obHapyxeHa B
SIKYTCKOW MOMNynsaumMm, KoTopasi OTHOCUT-
CS K a3maTcKon pace, cpean kotopon A
[0 cux nop He Obina 3aperncTpmpoBaHa.

C  peHTOpy6pO-NannuaontonucoBom
aTpoduelt HabntogatroTcsa 2 60MbHbIX U3
O[HOW CEMbM, C NOATBEPXKAEHHBIM MOre-
KyNSipPHO-TEHETNYECKMM aHarnm3oM.

HacnenctBeHHble  3aboneBaHust C
NPenMyLLECTBEHHBIM MOPaXXEHNEM 3KC-
TpanupaMuaHOW CUCTEMbl NpeacTaB-
neHbl B Tabnuvue 4 cdopmamu. Y Tpomx
OOnNbHbLIX U3 OBYX CeMel OMarHOCTMpO-
BaHa renaTtoneHTUKynsipHasi aereHepa-
umsa, bonesHb Bunbcona-KoHosanosa. C
xopeen MeHTUHIToHa HabnogaeTca oanH
o6onbHon. C 6onesHbto NapkMHCOHa npo-
KOHCYNbLTUPOBaHO 8 GOMbHbIX, 3CCEeHLM-
anbHbIN TpeMop BbISBNEH Y 4 GOMbHbIX.

CnacTtnyeckaa napannerus LUTprom-
nens npeactaeneHa 12 cnyyasmu, u3
HUX 2 [eTen, B cemMbsix Habnwogaetcs
ayTOCOMHO-AOMVHAHTHBIA 1 ayTOCOMHO-
PEeLeCCUBHBIN TUMbl HAacnea0BaHUs, Knu-
HUYecKas reTeporeHHOCTb.

Cpeav opyrmx MOHOreHHbIX Hacneac-
TBEHHbIX 60Ne3Hel, CONPOBOXAAIOLLMNXCS
HapyLeHUAMN HEPBHOW CUCTEMBbI, Cre-
OyeT BblAEnUTb rpynny ¢akoMaTo30B.
OgHUM 13 camblx YacTbix 3aboneBaHui
C ayTOCOMHO-AOMUHAHTHLIM TUMOM Ha-
cnepoBaHus ABnseTcst Herpodmnbpoma-
T03 PeknuHrayseHa (78 GonbHbIX 13 59
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cemei, U3 Hux 56 GomnbHbIX 13 44 aKkyT-
ckux cemen). C Tyb6epo3HbIM CKIepo3oM
Habnoaaetcsa 2 OonbHbIX.

Cpeon 3aboneBaHuM C MNapoKcus-
MasnbHbIMU paccTpoiicTBamu Habrnoga-
toTCsl 7 B6OMbHBIX C NenkoancTpodmen un
nsoe ¢ MELAS cuHgpomom.

Takum o6pasom, [uarHocTupyetcs
[OBOMbHO LUMPOKMIA, Ha Halwl B3rnsag,
CMEKTP HacneACTBEHHbIX HEBPOMOrnyec-
KMX CMHOPOMOB (26 dopma y B3pOCHbIX
n 16 dopm y geten). MNpeobnagatoT ay-
TOCOMHO-goMUHaHTHble HBHC. Bce ne-
peyuncrieHHble OPMbl BCTPEYaoTCs npe-
MMYLLECTBEHHO B SKyTCKOM Monynsuumu,
XapakTePeH MeX- U BHYTPUCEMEWHbIN

KNMHUYECKUI, TEHOTUMUYECKUA  MONu-
Mopcm3M. Hanbornee LWMPOKMIA CNekTp
pasnuyHbIX  HO30MOrMYecknx  opm

npeacTaBneH B rpynne HEpPBHO-MbILLEY-
HbiXx 3aboneBaHun. OpraHu3aunsa agek-
BaTHOW MeOMKO-TEHETUYECKON MOMOLLM
C NPUMEHEHUEM MOMEKYNAPHO-TEeHETU-
YECKUX U LIUTOrEHETUYECKMX TEXHOIOTUIA,
Mo3BOMsOLAA TOYHO AMAarHOCTUPOBaTb
y naumeHToB OOnMbLUYO YacTb Hacneac-
TBEHHbIX 3aboneBaHWii, MO3BOMUT CHU-
3UTb Tpy3 HacneacTBeHHbIX 6GonesHen
HEpPBHOW CUCTEMbI Cpeau HaceneHus
Pecnybnivkmn Caxa (Akytus).
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X.A. KyptaHos, H.P. MakcumoBa, A.B. MapycuH, B.A. CtenaHoB
NOJIMMOP®U3M JIOKYCA O®MA B nNonynAaAunAax

AKYTUA

B ctaTbe paccmaTtprBaloTCst TPU OAHOHYKNEOTUAHBIX NONMUMMOpPdHBIX yyacTka (rs2231301, rs1950252, rs2268330) B nokyce okynodapuHre-
anbHon muognctpocpumn (OPML). OPM[ - 310 MuonaTusl ¢ No3gHer MaHudecTaumen BecrieacTene mytaumm (akcnadeum (GCN)10 nosTopa go
(GCN)12-17) Ha xpomocome 14911.2-138 1-m ak30He reHa PABPN1. Pesynbrathl nccneqoBaHus no3Bonunm BblBUTb KOIMMUUNEHT reHeTnyec-
Ko anddpepeHLmaLm nonynaumMin AkyTumn B cpaBHEHUN MUPOBBIMW AaHHbIMU. OnpegeneHbl YacToTbl ranfoTMNoB, KOTOPble Mokasanu, YTo Tpu
nonynsuMmn sKyToB NPakTUYECKN NOAEHTUYHBI MO ranfoTUNMYECKOMY COCTaBy M MO YacTOTaM PacnpOCTPaHEHHbIX rannoTunoB. AHanM3 CTPYKTypbl
HepaBHOBECHS MO CLENIIEHNIO NoKa3an BbiCOkoe clenneHue no nepsor n Tpetbeint SNP (rs2231301 n rs2268330). Ha ocHoBaHMK 4acToT reHo-
TMnoB nokyca OPM[ 6bino cMoaenMpoBaHO (OUNOrEHETUYECKOE OPEBO FEHETUYECKUX PACCTOSIHUIN MEXOY LUECTbI0 U3yYEeHHbIMU NOnynsaumsaMm

AxyTnn.

KniouyeBble cnoBa: okynodapvHreansHas MbileyHas auctpocgpus, PABPN1, ogHoHyKNeoTuaHbIn nonuMopdumam, ranmoTur, Nonynsaumm ye-

JloBeKa, HepaBHOBeCKE MO CLUENJIEHUI0.

In article three one-nucleotide polymorphic sites (rs2231301, rs1950252, rs2268330) in a locus of oculopharyngeal myodistrophy (OPhMD) are
examined. OPhMD is a myopathy with late manifeSTATion due to a mutation (expansion (GCN) 10 repetitions to (GCN) 12-17 on a chromosome
14911 in the 1st exon of gene PABPN. Results of research have allowed revealing factor of genetic differentiation of populations of Yakutia in
comparison with world data. Haplotypes frequencies which have shown, that three populations
of Yakuts are practically identical on haplotype structure and on frequencies of extended
haplotypes. The analysis of unequilibrium structure on coupling has shown high coupling on the
first and the third SNP (rs2231301 and rs2268330). On the basis of frequencies of genotypes
of OPhMD locus the phylogenetic tree of genetic distances between six studied populations of
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BBeneHue
AyTOCOMHO-AOMUHaHTHas OKyno-
dapvHreanbHasi MbllleYHass OUCTPO-

duna (OPMI, MIM 164300) - mmonatus

C nosgHen MaHudpecTauuen, KoTopas
pacnpocTpaHeHa Bo BceM Mupe. OHa
OObIYHO HauyMHaeTcs B TeYeHue MATo-
ro UMM LUECTOro AeCATUNETUSA XU3HU C



NporpeccupyoLwmnM NTo3oM, aucdarvei
1 crnabocTbio NPOKCUManbHbIX OTAENOB
KoHevHocTen. B 1998 r. Braise ¢ coaB-
TOpaMn M30MMpOBanM Ha XpOMOCOME
14911.2-13 reH nonu-(A)- cBsAsbiBatoLLE-
ro 6enka 2 (PAPB2, PABPN1) [4]. MyTa-
UMM  ayTOCOMHO-AOMMUHaHTHoro O®M[
Obinv  MaeHTUUUMPOBaHbI Kak KopoT-
kne (GCN)12-17 akcnaHcum B 1-m 3K30-
He reHa. (GCN)10 noBTOpbl KOAMPYOT
N-KOHEYHbI MonNManaHWHOBLIA  JOMEH
nonu-(A)- cBA3bIBaloLLEro sigepHoro 6en-
ka (PABPN1), cnyxauiero daktopom no-
nunageHunupoBanns MPHK. YHukanbHbie
AnepHble  (OUNaMeHTO3HbIe BKHYEHMUS
B pmbpunnax CKeneTHOM MyCKymnaTypbl
ABMSOTCA MNaTOMNOrM4YeCKMM MPU3HAKOM
OdMI. MyTtaHTHbIN PABPN1 npoteunH
SIBNSIETCSI COCTaBHOW 4acTbl AOEPHbIX
PMNaMEHTO3HbIX BKNHOYEHWI [6].

Yactota OPM[ B dAkyTCKOM Mnonyns-
umm coctaenset 1:11680 [3], yto B 10-
20 pas BbllLe YacTOTbl, perncTpupyemMmomn
Bo ®paHuun n Espone [4]. B Axytun
3aboneBaHve BrepBble ObINO 3aperuct-
puvpoBaHo B 1932 r. nog Ha3BaHvem «be-
TIOreH - cBOeobpasHasi HacneaCcTBeHHas
dopma OynbbapHoro napanuya cpegu
AKYTOB», OnMcaHa KnuHuka 6onesHu B
BMAE OMyLUEHUs BEPXHWUX BeK, 3aTpyn-
HEHWS MPOXOXOEHWUsT TBEPAOW MWLM No
nuwesony [2]. Mocneaytowme vcecneno-
BaHUSA BbISBUIIN BbLICOKOE HaKOMieHne
OoM[ y gakytoB. MonekynsipHO-reHeTu-
YeCKUi aHanua3 no onpefeneHuno AnvH
annenen n npsiMOMy CEKBEHUPOBAHUIO
reHa PABPN1, npoBefeHHbIN B nepuog ¢
2005 no 2006 r. COBMECTHO C SINOHCKUMM
konneramn B HAW mosra YHuBepcuteta
r. Havrata (AnoHns) BbISBWA, YTO NpuU-
YMHOW Pas3BUTUS OKyrnodapuHreansHon
MUoAMCcTpodrmM Y GOMNbHBIX AKYTOB ABMS-
ercsa ysenmyeHne (GCN) nostopos Ao 14
konun B reHe PABPN1 [3].

[Ona HenpsaMoW MOMEeKynspHO-reHe-
Tn4yeckon auarHoctukn OPM/[ HeobXxo-
OVIMO U3YYnTb CTPYKTYpYy HepaBHOBECKS
no cuennenuto (LD) nonumopdunsmos,
pacnosfioXeHHbIX B Onuanexawumx ¢ my-
Taumen nokycax.

Uenb Hawel paboTbl — onpeaenutb
YacTOTbl FEHOTMMOB W ranmoTUMNoB Tpex
SNP B nokyce O®M[], onucatb CTpyk-
Typy HepaBHOBECUSI MO CLEMNIEHUO Yy
npeacraBuTenen pasnuyHblX STHUYECKNX
rpynn AkyTun (SKyTbl (BUMONCKME, LEH-
TpanbHble N CEBEPHbIE YIYCbl), 3BEHbI,
3BEHKW, lOKarnpbl) B CpaBHEHUU C MUPO-
BbIMW [aHHbIMW MO monynaumsam Asum,
EBponbl n Adpukn.

Martepuanbl u meToabl

Xapakmepucmuka  Uccried08aHHbIX
nonynsayud. MaTtepvan wuccrnegoBaHus
COCTaBUNM TPW NOMYNSILMOHHbIE BbIGOP-

KM SIKYTOB: LIeHTparnbHas rpynna yrnycos
(N = 96), suntonickasa rpynna (N = 93),
ceBepHas rpynna ynycoB (N = 88); no-
nynsiynoHHble BbiGopku aBeHoB (N = 50),
aBeHkoB(N = 39) u tokarmpos (N = 21).
TeppuTtopun LIEHTpanbHOW rpynnbl yry-
COB, Kyda Bxogdat Xadranacckui, Meru-
Ho-KaHranacckun, [opHbin, Hamckun,
TaTTuHCKuin, YypanynHckun, YcTb — An-
OaHCKMN, AMIVMHCKUIA yrycCbl, pacnosno-
)KEHbl B 9KOHOMMYECKN Gonee pa3BuTon
LeHTparnbHom Yyactu AkyTun. Bunitonckas
rpynna ynycos (Buntonckui, BepxHesu-
nioricknii,  HiopOuHckmin, CyHTapckuii)
pacnonoxeHa no ycTbto pekn Bunion Ha
3anage Axkytun. CeBepHas rpynna yny-
COB pacronoxeHa Ha cesepe AKyTuu,
3aHMMaEeT OOLUMPHYKO TeppuTopuio, B
OCHOBHOM 3a NOMspHbLIM Kpyrom. B aTtnx
yrnycax — MecTa KOMMaKTHOro npoxuBa-
HUsi Marno4dmcneHHbIx HapogoB Cesepa.
/13-3a Hepa3BMTOW TPAHCMOPTHON CUCTe-
Mbl 1 6ONbLUMX PACCTOSIHWUIA OHW XapaKTe-
pu3sytoTcs reorpadyeckon N3onmMpoBaH-
HocTblo. MaTtepuan 6bin cobpaH B xoge
COBMECTHbIX 3KCMEeauLUii COTPYAHUKOB
oTAena MonekynapHou reHetukm AHL
KMIM CO PAMH n Meaunko-reHeTnyeckom
KoHcyneTauun PB  Ne1-HauuoHanbHoro
LleHTpa MeauLMHbI 3a BeCb nepuop pabo-
Tbl. B uccnenoBaHme Bknovanuck skyThl,
3BEHbl, 3BEHKM U lOKarnpbl, He CBA3aH-
Hble POACTBEHHLIMU OTHOLLEHUAMK. Ons
CpaBHEHMS C MUPOBbLIMU AaHHbIMU Obinn
B3ATbl J@HHbIE MO YeTbIpeM NonynsaLmsam
n3 pecypca HapMap (asmatbl (Kutai)
N=40, asnatbl (AnoHus) N=38, esponen-
ubl N=77, adpukaHupl N=77) [5].

OkcnepumeHmanebHass Yacmb. B ka-
4YecTBe MapkepoB Obiny BeIbpaHb! Tpu of-
HOHYKNeoTUAHbIX nonmmopduama (SNP):
rs2231301, rs1950252, rs2268330, Ha-
xogawmxca B nokyce OPM[. [lMepsbini
n BTopoin SNP pacnonoxeHbl B reHe
BCL2L, a TpeTuin B MEXIeHHOM HeKoau-
pytoem yyactke mexay reHom BCL2L n
PABPN1.

OHK Bblgensnu ns numdoumTos ne-
pucepnyeckon KpoBM CTaHAAPTHbIMU
MeTogamu
[1].  Awmnnu-
dbunkaymto
yyacTKOB
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Tepmounknepe BIORAD MJ Mini PTC-
100. AHanu3 npoayKToB amnnMdmrKaummn
NpoBOAMMM METOAOM PEecTpuKummn dep-
meHTamu Asu HP | (rs1950252), Bst4 CI
(rs2231301), Rsa | (rs2268330). B noky-
ce rs1950252 vpeHTudumumpoBanu asa
annens: A (44 n 195 n.H.) n G (239 n.H.),
BO BTOpoM rokyce rs2231301 Takke ABa
annens: A (1651 33 n.H.) n G (198 n.H.)
N B TpeTbeM rnokyce rs2268330 aga an-
nens: annenb G (204 n.H.) n annenb C
(34 n 170 n.H.).

OnucaHue ycnosut TUP u pecm-
pukyud. AMnnudukaumlo  NpoBOAMIM
B 15 MKkn oGbeMa peakLMOHHOW cMecu
cnepytouwero coctaea: 100 Hr reHOMHON
OHK; no 0,3 MKkn opuriHanbHbIX OMWro-
npanmepos (Tabn. 1) no 200 mkM kaxpgo-
ro HykneosugTpudocdara; 0,5 eguHuy
aktmBHocTn [HK-nonumepasbl (Applied
Biosystems), Mg2+ 40mMM, Gydep SA
(160 MM (NH4)2S04, 650MM Tris-HCI,
pH 8,8; 0,1 % TWIN 20, H20), DMSO 10
%. Bbinu ncnonb3oBaHbl cnegyoLmne aH-
[OOHyKneasbl pecTpukummn ansa rs1950252
2 edvHUUbl aKTMBHOCTWU (ed.akT.) dep-
MmeHTa Asu HP |, gna rs2231301 2 ep.
akT. Bst4 Cl, pna rs2268330 2 ep.akT.
Rsa |, Bce epmeHTbl npon3BoacTBa
dumpmbl: OO0 «Cnb63H3MM» (r. HoBocK-
6upck). Tak kak onsa nokycos rs2268330
n rs2231301 HeT eCTeCTBEHHbIX CalToB
pecTpuKuun, B npariMepax obinm cosga-
Hbl WCKYCCTBEHHbIE CaWlTbl PECTPUKLUN
(MmrcmaTyumn) nyTem 3ameHbl OOHOTO HyK-
neotupa (tabn. 1).

MpoaykTbl amnnudmrKaLmm u pecTpuk-
UMM aHanu3npoBanu ¢ NOMOLLIbIO 3MEKT-
pocopesa B 3 % arapo3HOM rene B Te-
yeHne 30 muH npy 120 BT unu 8%-Hom
nonvakpunaMmMaHoMm rene B TedeHne 14
30 muH npu 300 BT 1 nocneaytoLlero ok-
palwvBaHusi 6GPOMUCTBIM STUAMEM.

Cmamucmu4eckue MemoObl. Ypo-
BEHb TEHETMYeCcKoro pasHoobpasuns u
MeXnonynsunoHHon AunddepeHumaumnm
Ha YpOBHE rEHOTUMOB Onpedensany B
nakete nporpamm ARLEQUIN. ns aHa-
nu3a cuenneHnst n Grio4yHon CTPYKTYpbI

IocnenoBaTe/ibHOCTH NpPaiiMepoB M TeMIIEPATypa OT:KUIa u3ydyeHHbIX SNP
B JIOKyCe FeHa OKy/J10(hapuHreanbHON MbIIIECYHONH JHCTPOQUH

OHK, co-
pepkalunx Homenkiarypa SNP\[TocsietoBare/ibHOCTH NpaiiMepoB T
nonumonp- rs2231301

N o F: 5- TCATGCCAGTCTTTCATCCTT-3" 61°C
HBIA - carlT R: 5°- AACTCATCTCCAGCTGCCCGCATGGCTTGGTACAG-3’
pecTpukunmn, [rs1950252
nposoaunu |F: 5'-TGTGCATGCTGGGCTGCCTGGCAAATCTGGTGGTG-3' 60°C
METOAOM R: 5- CAGAACTGCTCTTCTCTCCAAAG-3'

rs2268330

nonnmepas-  |r:5'- GAAAAGGTAGCTGGGTGCAG-3’ 60°C
HOM uenHom |R:5'- TACTGACCTAATGGCGCTTTTGTGTGCTCCTGGTA-3"

peakuum Ha
nporpam-

MUPYEMOM  peCTpPUKIHH).

IMpumeyanue. XKupHbIM mpHGTOM M KYPCHBOM € NMOAYEPKUBAHUEM 0003HAYCHBI
MHCMaT4H (CIeNnaabHO 3aMEHEHHBIE HYKJIEOTU/IBI, 1JIs CO3/IaHHUsI CAliTOB
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ranfioTUNoB MCMonb30Banu nporpammy
Haploview 3.2. [eHporpammy reHeTtu-
YECKMX B3aMMOOTHOLLUEHUA Mexay Mo-
nynaumMsaMm CTPoOUnM nMpu nNoMoLm npo-
rpammbl PHYLIP.

Pe3ynbraTthl U 06CcyxaeHune

MpoaranuauposaHbl Tpu SNP mapke-
pa B nokyce O®PM[, pacnonoxeHHble B
y4yacTtke pasmepom okorno 19 T.n.H. Yac-
TOTbI annenem, reTepo3NroTHOCTb U ypo-
BEHb CTaTUCTUYECKOW 3HAYMMOCTU CO-
OTBETCTBUSA pacnpefeneHus reHoTunoB
paBHOBecuio Xapau-BanHbepra m3y4deH-
HbIX MapKepoB NpeacTaBneHbl B Tabn.2.
PacnpepneneHvne 4yactoT annenen Bcex
MOKYCOB 1 BO BCEX M3YYEHHbIX MOMnyns-
UMax, a Takke B 4 nonynsymsax u3 npoekx-
Ta HapMap cooTBeTCTByeT paBHOBECUIO
Xapou-BanHbepra, 3a UCKIIOYEHNEM MO-
nynaumMm aBeHKoB Ansa rs2231301. 370
HECOOTBETCTBME paBHOBECUO Xapau-
BariHbepra aBnsieTcsa cnegcTemeM yBenu-
YeHnsa HabrogaemMon reTepo3nroTHOCTU
Ha 19,4 % NO CpaBHEHUIO C OXXMOAEMOW.
Yactota annenst «A» rs2231301 meHs-
etca o1 2,6 % y adpukaHueB, gocturas
MaKCUMasIbHOTO 3HAYeHUsl Yy KUTanleB
— 56,2 %. B Tpex nonynsuusix sKyToB
3HayeHune 4acTtoTbl aToro annensa 35-37
%. eHeTu4eckas N3MEeHYMBOCTb JTIOKyca
rs1950252 He BbicOKa, oXugaemas rete-
posurotHocTb 10-15 % pna nonynauuin
n3 npoekta HapMap n 2-3 % ans nony-
naumn n3 Akytuun. Mpu aToM nonynaumm
SIKYTOB U3 LIEHTparbHbIX YIyCOB, SBEHOB
M 1OKarmpoB MOHOMOPHbI. MeHeTuvec-
Kas W3MEeH4YMBOCTb nokyca rs2268330
BbICOKa, OXMOaeMasi reTepo3vroTHOCTb
MoYTU Mo BCEM MonynsuMam pasHa 38-
49 %. OpHako nonynsuus HapoOQ4HOCTU
nopyba mMoHomopcHa Nno 3TOMy IOKYCY,
a oXupgaemasi reTepo3uroTHoCTb B Mo-
Nynaumnsx sikyTOB M3 LEeHTpanbHON U BU-
MONCKON rpynn yrycoB MoHmwkeHa — 32,3
1 20,2 % COOTBETCTBEHHO.

YpoBeHb reHeTn4eckon guddepeHLum-
auum Tpex Nonynsauui SKyToB B CPeLHEM
no yactotram annenen Tpex SNP nokyca
OOM[, OLEHEHHbIN C MOMOLLBI KO-
¢puumenTa F_, coctaeun -0,00166. AHa-
M3 MeXxnonynsauumoHHon auddepeH-
uMauum no yacrtotam annenen Inokyca
O®dM[ BbISBUM, YTO 3 NOMNYNALUM SIKYTOB
NPaKTUYECKM HE PasnUyYaloTCs MeXay Co-
6own. CpegHee 3Ha4yeHne koapdumumeHTa
reHeTnyeckon anddepeHunaummn nveet
oTpuuaTtenbHoe 3HaveHue, cBuAeTenb-
CTBYHOLLIEE O TOM, YTO BHYTPUMOMynsLM-
OHHas MexvHavBuayanoHasa Bapnabens-
HOCTb MO W3Y4YEHHbIM JIOKyCaM Bbllle
MEXMNOMynsAUMOHHOW  BapunabenbHOCTY.
Mpu aHanuse 6 nonynaumi (K 3 nony-
nauusiM sIKyToB fobaBneHbl Tpu nomny-

YacToThl ajlieseii, reTepo3uroTHOCTh U YPOBEHb 3HAYMMOCTH
no Tpem SNP-mapkepam B Jiokyce ODPM /|

Jloxyc/Tlonynsims T eHOTHIIBI MAF P Hobs Hexp
1 2 3 4 5 6 7 8

rs2231301 GG | GA | AA A
SIxyTel (Burolickue yiycel) 39 38 16 0,376 | 0,2785 | 0,409 0,469
SIkyTtel (LleHTpasIbHBIE YIIYCHI) 37 51 8 0,349 | 0,1628 | 0,531 0,454
SIkyThl (CeBepHbIE VIYChI) 36 43 9 0,347 0,656 0,489 0,453
OBensl (SIkyTus) 15 31 4 0,390 | 0,0709 0,62 0,476
OBeHkH (SIKyTHs) 11 26 2 0,385 | 0,0277 | 0,667 0,473
TOxkarups! (SIxyTus) 10 11 - 0,262 | 0,3375 | 0,524 0,387
Aswuars! (Kurait) (HapMap) 6 23 11 0,438 | 0,5059 | 0,575 0,492
Asuarsl (SInonus) (HapMap) 14 18 6 0,395 1 0,474 | 0,478
Erpomneiinnt (HapMap) 41 34 2 0,247 | 0,1871 | 0,442 0,372
Adpukanis (HapMap) 68 9 - 0,013 1 0,026 0,026
rs1950252 GG | GA | AA A
SIkyThl (Bumolickue yirycol) 90 3 - 0,016 1 0,032 0,032
SIxyTel (LleHTpaJIbHBIE YIIYCHI) 96 - - 0 ] 0 0
SIkyTel (CeBEpHBIE VIYCHI) 86 2 - 0,011 0,023 0,022
OBenbl (SIkyTHs) 48 2 - 0,020 ] 0,04 0,039
DBenku (SIkyTus) 39 - - 0 ] 0 0
FOkarups! (SIkyTusi) 21 - - 0 1 0 0
Asnarsl (Kurait) (HapMap) 35 5 - 0,062 1 0,125 0,117
Asuarsl (SInonus) (HapMap) 34 4 - 0,053 1 0,105 A
Esponeiiust (HapMap) 66 11 - 0,071 0,143 0,143 0,133
Adpukanus! (HapMap) 75 2 - 0,058 1 0,117 0,11
rs2268330 GG | GC | CC G
Syl (Butrolickue yirycel) 26 41 26 0,5 0,3232 0,5 0,3232
SIkyTel (LleHTpaJIbHBIE YIIYCHI) 25 55 16 0,453 | 0,2021 | 0,496 | 0,2021
SIxyTel (CeBepHBIE VIYCHI) 23 46 19 0,477 | 0,8574 | 0,523 0,499
OBeHbI (SIKyTHsI) 8 28 14 | 0,440 | 0,5437 0,56 0,493
Dpenku (SIkyTns) 14 19 6 0,397 1 0,487 0,479
IOkarups! (SIkyTust) 10 10 1 0,286 | 0,9363 | 0,476 0,408
Asuarsl (Kuraii) (HapMap) 12 22 6 0,425 | 0,6976 0,55 0,489
Asuarel (SInonus) (HapMap) 7 17 14 | 0,408 | 0,8365 | 0,447 0,483
Esponeiits (HapMap) 3 34 40 0,26 0,4420 | 0,442 0,385
Adpuxanus (HapMap) - - 77 0 1 0 0

[Mpumeuanue. P — ypoBeHb 3HAYMMOCTH COOTBETCTBUS paBHOBecH0 Xapau-BaiinOepra; MAF
-4acTOTa MHHOpHOTro atenst; Hobs — Habmonaemas, Hexp - oxxugaeMas reTepO3HrOTHOCTH.

NALMK - 3BEHOB, 3BEHKOB, tokarnpos) F_
coctasun 0,00252, a npu gobasneHun kK
HUM YeTblpex nonynauun m3 HapMap
cpepHuii F pocturaet 0,08877.
CoueTtaHue Tpex AuannenbHbIX FOKy-
COB TEOpEeTUYeCkn AaeT 8 rannoTunos.
B un3yyeHHbIXx nonynsumsix obHapyxeHo
6 13 Hux (Tabn. 3). B nonynauum ueHT-
panbHbIX SKYTOB BbISBMEHbl 4 rannotu-
na, y BUIIOWACKNX SIKYyTOB 5, y CEBEPHbIX
SKYTOB 5, y 9BEHOB 4, y 9BEHKOB 4 1 y
tokarvpo 3. Tpu nonynsummM SKyTOB
NPaKkTU4eCcKN MAEHTUYHbI MO rannoTunm-
4YeCKOoMY COCTaBy 1 M0 YacToTam pacnpo-
CTpaHéHHbIX rannoTunos. B Tpéx akyTc-
kux nonynaumax rannotunel «GGG» un
«AGC» BCcTpeyarTcsi C CymmapHoi vac-
TOTON 77-86 %. Y UEeHTpanbHbIX SKyTOB
He obHapyxeH rannotun «GAG». Y aBe-
HOB, 9BEHKOB U1 OKarMpoB NpeacTaBneHbl
rannoTunbl, KOTopble ObIMM N y AKYTOB,
Ho otcyTctByeT rannotun «GAG», no-
apnsietcs rannotun «AAC» y aBeHOB (2
%), NPUCYTCTBYIOLLNIA TOMNBKO Y AMOHLIEB
(1,3 %). Mannotnn «GAC» npeacTtasneH
Yy KuTanueB, SAMNOHLUEB, eBponenueB u
apukaHueB, a B nonynsauusx Akytun
otcytcTtByet. Mannotun «GGG», cambin
pacnpocTpaHeHHbIi cpean Nonynsuui
AkyTun (Hamborblias yacToTa y LeHT-

panbHbIX SKyTOoB — 52,9%), Y KMTanues,
AMNOHLEB, €BpOMNenueB NpeacTaBreH C
O4eHb HM3KoW YacToton (B cpegHem 3%)
1 y adpukaHueB 1iopyba OH NOMHOCTbLIO
oTcyTcTByeT. B cBowo ouepenp, ranno-
TMn «GGCy», npeacTaBneHHbI BO Bcex
nonynsauusax, ¢ Havbomnbluen 4acToTow
BCTpeyaetcs y nopyba (92,9%), a Ha-
MMEHbLLYI0 4acTOTy MMEET Y LieHTpanb-
HbIX siKyTOB (12,2%).

CTpyKTypa HepaBHOBecusi Mo cuen-
NEHN0 Mexay W3YyYeHHbIMU JToKycamu
nokasaHa B Ta6.3 B nocnegHem ctonbue.
BbisBneHbl otgenbHble Onoku u3 OByx
SNP, xapakTepusylolimecss BbICOKUM
ypoBHeM cuennenus (D’>0,85). B 6onb-
LUMHCTBE MOMYNSLMA CUMBHO CLENSEHbI
nepebii 1 Tpetun SNP (rs2231301 un
rs2268330), KoTOpble pacrnonoXeHbl Ha
paccTosHuMM Apyr oT gpyra B 18 T.N.H. n
o6pasytot 6rnok LD. Cnaboe cuennexue
aTmx SNP Habrntoganochk y 9BEHKOB, toKa-
rmpoB un acdppukaHues. Mexay nepsbiM u
BTOpbIM SNP cuenneHus He HabnogaeT-
Csl HECMOTPSI, YTO OHU O4eHb BNM3KOo pac-
nornoxeHbl (NpumepHoe paccrosiHue 1
T.M.H.), BEPOSITHO, N3-3a HU3KOW reTepo3u-
roTHOCTU BTOpOro mapkepa (rs1950252).
[annoTunbl, BCTpEYarLLMECs C YacTOTon
6onee 4 % B NGO 13 rpynmn, Ha3BaHbI



CTpyKTypa HepaBHOBeCHs 110 CLENJICHUI0 U YACTOThI rafJIOTHIIOB
Joxkyca O®M/I B nonyasiuusx SAkyrun (BuiIlolickue, HeHTPaJIbHbIE,
ceBepHbIe AKYThI; 3BeHbI; 3BEHKH M OKATHPBbI),
asnaros (Kuraii, $Inonus), esponeiines u appukannes

TIOITY-
JISIOANA

IATIJIOTHUIIBI

Bmoxu LD

GGG

AGC

GGC

GAG

AGG

AAC

GAC

SIkyTBI
(Buuoii-
CKHe

YIIyCbl)

0,440

0,333

0,167

0,043

0,016

SIKyTBI
(Uen-

TpaJbHBIC
YIIyCbl)

0,529

0,331

0,122

0,018

SIKyTBI
(Cesep-
HbIE
yIyChl)

0,498

0,333

0,144

0,011

0,013

DBEHBI
(SIkyTHs)

0,440

0,370

0,170

0,020

OBeHKH
(SIkyTHs)

0,309

0,091

0,307

0,294

FOxarupst
(SIxyTHs)

0,452

0,286

0,262

A3sunarsl
(Kurair)
(HapMap)

0,025

0,013

0,350

0,550

0,062

A3suarsl
(Smonus)
(HapMap)

0,040

0,015

0,525

0,367

0,013

0,040

Espo-
TTeUILIBI
(HapMap)

0,020

0,665

0,238

0,069

Adpu-
KaHI[bI
(HapMap)

0,013

0,929

0,058

ITpumevanue.

B nmnocnenHeit KoloOHKe,

B sYeHKax yKa3aHO 3HAYCHHE
kodpduumenta cuemwtenus (D’). OTTeHkH ceporo ykas3bIBalOT Ha CHILY
CHEIUICHHS: TEMHO CEpblii — CHJIbHOE CLEIUICHHE, Cepblii 3HAYUTEIbHOE
CLeIIeHHE, Oelblii — crraboe creruieHne. YepHble paMKU — pa3/ie/ieHIe Ha OIIOKH
metozoM «Solid Spiney», KOTOpBIIl MOKa3bIBaeT Ha CHIBHOE HEPABHOBECHE 10
creruieHno. OTcyTcTBre 3HadeHust D’ B sidelike o3Ha4aeT HEBO3MOXKHOCTh

pacueTa HEPAaBHOBECHS MO CHECIVICHUIO U3-3a HHM3KOM 4aCTOTHI aJlIeIs.

2’2009

[peBO reHEeTUYECKNX PacCTOSHUIA Mexay Mnonynaums-
MU AKyTUM, MOCTPOEHHOE MO YacToTaM reHOTUNOB TPEX
SNP nokyca OdM[

HamMmM  OCHOB-
HbIMW rannoTu-
namm (Or). Mo-
por  4acTtoThl,
paBHbll 4 %,
BblOpaH B CO-
OTBETCTBUN C
NpYMeEHSEMbIM
nogxogom  [5].
Bcero y sikyToB
obHapyxxeHo 5
rannoTunos. U3
HUX 4 y BUNon-
CKUX SIKYTOB U
no 3 y UeHT-
panbHbIX U ce-
BEPHbIX SIKYyTOB
BCTpeYarTCcs C
yactoton 60-
nee4 %, a3 us
HUX SIBRSOTCA
obwmmn  ansa
TPEX nonyns-
uui SKYTOB.
Hanbonbwn-
MU YacToTamu
XapakTepusy-
foTcs  ranno-
Tmnel  «GGC»
(adppukaHubl)
" «GGG»
(ueHTpanbHblEe
akyTbl). Bonee
HM3Koe ranmno-
TUunmnyeckoe
pasHoobpasne
B nonynsuum
adpukaHueB
CBSI3aHO C Bbl-
COKOM  YacTo-
TOW rannoTtuna
GGC =929 %
(Tabn.3).

Ha pucyHke
npeacTaBneHo
NOCTPOEHHOE
Ha OCHOBaHUM
4acToT reHoTU-

nos nokyca O®PM[] apeBO reHeTn4YecKkmx
PacCTOAHUA Mexay LIEeCTb0 U3YYeHHbI-
My nonynsaumamu. Ha gpese Buntonckne
AKYTbl M 9BEeHbl 00pa3yloT OTAEeNbHbIN
Knactep, 4TO BMOfIHE COOTBETCTBYET
3THWUYECKOW ncTopun n reorpadmmn pac-
ceneHust 9BeHOB 1 AKyToB. Bcneacteue
MPOXUBAHWUSA Ha OQHOW TEpPUTOPUM, BO3-
MOXXHO, MPOM3OLLIIAa METUCALIMS 3BEHOB 1
sKyTOB B Bunorickom pervoHe. Nonyns-
LM 3BEHKOB U1 toKarmp obpasytot Apyrom
OTAEenNbHBIN Knactep, a nonynauum aky-
TOB M3 LieHTPanbHbIX ¥ CEBEPHbIX YIyCOB
3aHMMaIOT MPOMEXYTOYHOE MOMOXEHNE.
Tononorns ppesa, BepOATHO, OTpaxa-
€T TeppuTopManbHOe MPOXUBaHWE ITUX
rpynn, a He CTPYKTYpY 9BOMIOLIMOHHO-Te-
HETNYECKUX B3aVIMOOTHOLLEHUI.

3akntouyeHue

B pabote 6binm M3yyeHbl YacToThl an-
nenewn n retepo3nroTHoCTb No Tpem SNP
(rs2231301, rs1950252, rs2268330) B
TPEX NONynsAUMSxX SIKyTOB, a Takke B Mo-
nynaumMsx 9BEHOB, 3BEHKOB 1 HOKarnpos,
OLlEHEHO COOTBETCTBME PABHOBECUIO
Xapaun-BanH6epra. OnpenenéH ypoBeHb
reHeTnyeckon avddepeHumMaunm nony-
nAuMn ¢ nomoLblo KoadduumeHta F
B CpedHEM MO 4YacToTam annenen Tpex
SNP nokyca O®PM[. Tllony4yeHHble AaH-
Hble TOBOPSIT O TOM, YTO Y AKYTOB BHYT-
pUNoNynsAUMOHHAsA MEeXUHAMBUAYanbHasa
BapuabenbHOCTb N0 U3yYEeHHbLIM NTOKycaM
BbILLE MEXMNONyNALMOHHOW Bapuabenb-
HocTW. [pu cpaBHEHUM SAKYTCKMX MOony-
NAUMA ¢ APYTMMU MUPOBBLIMW  MONYNALU-
amMu (eBponeniupl, a3natbl, adpuKaHLbl)
koadbduumeHT F_ Bospactaer B 35 pa3s
n coctaensiet 8,9 %, 4To roBopuT O Bbi-
cokon guddepeHumnaumm MMpOBLIX Mo-
nynauui No n3y4eHHbIM nokycam. Onpe-
JeneHbl 4acToThl ranfoTUMoB, KOTOPbIe
nokasanu, 4To TpW MOMynsuMM SKYTOB
NPakTUYeCKN UOEHTUYHbI NO rannoTUMu-
YeckoMy COCTaBy M MO 4actoTam pac-
NPOCTPaHEHHbIX rannoTunos. CTpykTypa
HepaBHOBECUSA MO CLENNEHND Mexay



. AKYTCKUM MEANLMHCKAN XKYPHAT

N3y4eHHbIMW FIOKycaMu OBHapyxuBaeT
BbICOKOE CLienneHne no nepBon n TpeTb-
en SNP (rs2231301 u rs2268330) npak-
TUYECKM BO BCEX M3YYEHHbIX MOMYNSALMUAX
AkyTun 1 Mupa, 3a WUCKIIOYEHMEM 3Be-
HOB, SKyTOB U3 BUITIIONCKNX YryCcOB U ad-
pvikaHues. [Npu aTom y nopy6ba cuenneHsl
rs2231301 n rs1950252. Ha ocHoBaHun
yactoT reHoTunoB nokyca OPM[ 6bino
CMOAEenMpoBaHo dmnoreHeTnyeckoe
APEBO reHEeTNYECKMX PACCTOAHNIA Mexay
LUECTbI0 N3YyYEHHbIMWU NONYNALUUaMU AKy-
™MK (3 SAKYTCKMX NONynsuMM U 3BEHOB,
9BEHKOB ¥ tokarnpos). Tononorus gpeea,
BEPOSITHO, OTpaXKaeT TeppuTopuanbHoe

NPOXMBaHWE 3TUX Py, a He CTPYKTYpYy
3BOMIOLIMOHHO-TEHETUYECKMX B3aNMOOT-
HOLLIEHWI.

Paboma noddepxaHa Pocculickum
goHOOM cbyHOameHmarnbHbIX UCcCedo-
gaHuli (07-04-01629-a u 09-04-90744-
mob6_cm).
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MEOWKO-FTEHETUYECKOE KOHCYNbTUPOBAHWE, MPEHATAJIbHAA OVMATHOCTUKA

YK 61:575

A.J1. Cyxomscoea, A.H. HoroeuupiHa, H.P. Makcumosa

MEAWKO-TrEHETUYECKAA NOMOLLb HACEJNIEHUIO
PECMYBJINKUA CAXA (AKYTUA)

B cTatbe oTpaxeHbl COCTOSIHUE M NEPCNEKTUBLI PA3BUTUS MELMKO-TEHETUYECKON nomMoLLm HaceneHuio Pecnybnvkm Caxa (Akytusa). MNokasaHa
3P PEKTUBHOCTb TECHOIO COTPYAHUYECTBA NPaKTUYECKOTO U HAay4YHOro 3BEHA MeAUKO-FEHETUYECKON CIyXObl B peruoHe.
KntoueBble cnoBa: MeanKo-reHeETUYeCKOe KOHCYNBTUPOBaHNE, HacneacTBEHHbIE BONesHM.

In the article condition and prospects of medical-genetic assistance to population of Republic Sakha (Yakutia) are illustrated. The efficiency of
close cooperation of practical and scientifical sections of medical-genetic service in the region is shown.
Keywords: medical-genetic counseling, hereditary diseases.

BBepeHune

Mepguko-reHeTnyeckoe KOHCYNbTU-
poBaHue npeacTaBnseT cobow oauH u3
BMAOB CreunannsvpoBaHHOW MOMOLLM
HaceneHuto. OCHOBHOW 3agadvent Me-
OUKO-reHeTn4eckon cnyxbbl sBnsieTcs
npogunakTMka BpPoXOeHHON 1 Hacneac-
TBEHHOW MaToNorMn NyTeM opraHv3aumm
N NPOBEAEHUS PETPO- U MPOCNEKTUBHOIO
KOHCYNbTUPOBaHWs, NpeHaTanbHon ava-
FHOCTUMKW, NMPEKIMHNUYECKOWN OMNAarHOCTUKN
HacneacTBeHHbIX OonesHewn, Hanpasne-
HWSI HA NTe4YeHne u gucnaHcepHoe Habrto-
[EeHne ceMein c HacneaCcTBEHHOW NaTono-
rmen [7]. AKTyanbHOCTb JaHHOW 3adauyn
o0ycrnoBneHa CyLecTBEHHbIM BKIagoM
HaCneacCTBEHHOMW U BPOXAEHHOW Ma-
TONOrMM B CTPYKTYpY NepuHaTanbHOW,
MafgeH4YeCcKon 1 OeTCKOM CMEPTHOCTU U
nHBanugHoctn. C reHetnyecknmn dak-
Topamu cesizaHbl 20-30% aeTckon cmep-
THOCTU, 50% BpoxXaeHHOM rmyxoTbl, 70%
cnenotbl, 80% yMCTBEHHOWM OTCTanocTy,
40-50% crnoHTaHHbIX abopTOB U BbIKMK-
Opblwei. YpoBeHb 1 Ka4eCTBO MEeANKO-Te-
HETU4eCcKon nomoLum npuobpetarT Bce
fbonbllee 3HadyeHWe B obLlen cucrteme
MEeLMKO-CoLManbHbIX MEPONPUATUN [7].

CYXOMSACOBA AvtanuHa JlykuyHa — K.M.H.,
3aB. MK PB Ne1 — HLIM, rn. BHewTaTHbIN re-
HeTuk M3 PC (A), e-mail: AitalinaS@yandex.
ru; HOFOBULIbIHA AHHa HukonaeBHa
— K.M.H. Bpay-reHeTuk MI'K lNMepuHatansHoro
LeHTpa, 3aB. nab. AHLl KMMN CO PAMH; MAK-
CUMOBA Hapexpa PomaHoBHa — K.M.H.,
m.H.c. AHL, KMIM CO PAMH.

B Pecny6nuke Caxa (AkyTns) yncnes-
HOCTb HacerneHusi CocTaBrnsieT Mo AaH-
HbiM nepenuncu 2002 r. 949280 yen., oHO
npeactaeneHo 6onee 120 HauuoHanb-
HocTAMKU. OCOBEHHOCTSIMU permoHa sB-
NAOTCA: OrPOMHasi TePPUTOPUS, HU3Kas
NIOTHOCTb pacceneHns, OTHOCUTENbHas
n3onsauus, noapasfeneHHocTb Mnonyns-
LA, POCT YUCINIEHHOCTM 3a CHYET BbICOKOM
pOXAaeMoCTH, a TakkKe 4YpesBblHanHO
BbICOKasi pacnpoCTpaHEHHOCTb HEKOTO-
pbiX HacneacTBeHHbIX bonesHen, B Oco-
B6eHHOCTM - cnuHouepebennapHON aTtak-
cum | TMNa, MMOTOHNYECKOW AUCTpodun,
HacneacTBEHHOW 3H3MMOMEHNYECKOM
MEeTreMornobuHemMuy,  okynodapuHre-
anbHoM muoamctpocmm, 3-M cuHgpoma
[3-6].

CTaHoBneHne MeanKo-reHeTUYeCKon
cnyx6bl B PC(f1) 6epeT cBoe Havano ot
MeOuKo-reHeTn4eckorokabumHeTta (1989r.)
[0 MeAVKO-reHETUYECKON KOHCYNbTaumm
(MrK). OkaszaHvne Me[uKo-reHeTn4eckom
NMOMOLUM Ha Tepputopum pecnyobnvku,
Kak n B gpyrmx pernoHax Poccuun, Hocut
MHoroypoBHeBbIn xapaktep [1,2]. Bpa-
Yyamu obLien nevyebHOM ceTn, Y3KUMU
crneuvanuctamu BbISBNSIOTCA OOMNbHblE
C KIMUHWYECKUMU MPOSIBIIEHUSIMU U TPYI-
na c BbICOKUM PUCKOM MO HacreacTBeH-
HOW matonoruun. B meguko-reHeTu4ecknx
kabuHeTax AByx ynycoB (r.HeptoHrpu un
r.Buniorick) ¢ 2004 rr. BegeTca KOHCYIb-
TMpPOBaHMe C OTOOPOM MaLMEHTOB AN
cneumanbHbIX UCCreaoBaHNUN.

CneunanuampoBaHHasi nomoLlb Ha-
cenennto PC (A) okasbiBaeTca B pe-

rMoHarnbHoM MeOMKO-reHeTU4EeCKon
KOHCynbTauunW, BXOAsie B COCTaB
MepuHaTanbHoro ueHtpa PB Ne1 — Ha-
LMOHaNbHOro LEeHTpa MeauuuHbl — Be-
AYLEero MeguLMHCKOro yupexaeHus pec-
ny6nukn. CTpykTypa, dyHKUMM 1 3agaum
MIK pernameHTUpyOTCS HOPMATUBHBLIMU
AoKymeHTamy MuHucTepcTBa 34paBoOX-
paHeHus P® n MuHucTtepcTsa 30paBoox-
paHeHus PC (A).

MI'K ykomnnekToBaHa Ksanuduumpo-
BaHHbIMW KagpamMu KIMHUYECKMX reHeTu-
KOB M crneumanuctoB no nabopaTtopHomn
reHeTvke, OCHallleHa COBPEeMEHHbIM ana-
rHocTu4eckmm obopyaoBaHneM. B csoem
coctaBe MIK lNepuHaTanbHOro ueHTpa
PBENe1-HLIM wumeeT KkOHCynsTaTtuBHOE
oTaeneHvne, kabMHET NpeHaTansHou ana-
FHOCTUKKM, CrneumannsmpoBaHHyo nabo-
paTopuio ¢ GUOXMMUYECKMM, LUTOreHe-
TUYECKMM, MOMEKYISAPHO-TEHETUYECKUM
oTAenamu, naboparopuio NnpeHaTanbHon
avarHocTuku. flabopaTtopHas AMarHocTu-
ka B MIK BKknto4YaeT UMTOreHeTn4eckme,
OvoxmmMmyeckne, MOMEKYNSIPHO-TEHETU-
yeckMe meToabl AMAarHOCTMKW Hacnenc-
TBEHHbIX OonesHer. [ocTosiHHO coBep-
LIEHCTBYIOTCA W BHEAPSATCH HOBblE
MeToAbl ANArHOCTUKM.

OcHOBHbIe HanpaBneHus
peaTtenbHoctyn MK

Meoduko-eeHemuyeckoe
KOHCYnbmuposgaHue
B MIK exxerogHo nony4arT KOHCYIb-
Taumo B cpegHeM 2500 cemen, pernct-
pupyeTtca 6onee 7 TbIC. MOCELLEHUN, U3





