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W.A. Hukonaesa, M.H. Kopotos, E.E. 'ypnHoBa, C.K. CtenaHoBa,
H.P. MakcumoBa, A.J1. CyxomscoBa, A.H. HoroBuLbIHa

HACNEOCTBEHHbIE BOJIE3HN HEPBHOWU CUCTEMBbI
B PECIMYBJIUKE CAXA (AKYTUA)

Mo paHHbIM PecnybnukaHcKoro reHeTMYEeCKoro peructpa HacneacTBeHHOW U BpoxaeHHowW natonorun Pecnybnukn Caxa (Axkytus) ¢ 2001 no
2008 r. Bcero gmarHoCTMpoBaHo 26 oOpM MOHOreHHOW HaCNeLCTBEHHOW NaTonornv HEpBHOW CUCTEMbl, U3 HUX 16 -- y OETCKOro HaceneHus.
MpeobnapatoT ayTocomHo-AomuHaHTHble HBHC. Hanbonee wvpokuii cnektTp pasnuyHbix HO30Mornyecknx opm npeacTasrneH B rpynne HepBHO-

MbiLLIEYHbIX 3a60neBaHui.

KniouyeBble cnoBa: HacrneacTBeHHble 60Me3HN HEPBHOW CUCTEMbI, MEAUKO-TEHETUYECKOE KOHCYnbTMpoBaHue, AHK — anarHoctuka.

According to the Republican genetic register of a hereditary and congenital pathology of Republic Sakha (Yakutia) from 2001 to 2008 26 forms
of a monogenic hereditary pathology of nervous system are diagnosed in total, from them 16 - in the children’s population. Autosomal dominant
HINS prevail. The widest spectrum of various nosological forms is presented in group of nervous-muscular diseases.

Keywords: hereditary illnesses of nervous system, medical-genetic consultation, DNA-diagnostics.

lMepeveHb MOHOTEHHbIX HacneaCTBEH-
HbIX 6onesHel HepeHow cuctembl (HBHC)
Bkntovaet 6onee 350 chopm [2]. OgHako
BOMbLUNMHCTBO U3 HUX BCTPEYaEeTCH PEAKO.
Mo pesynbratam reHeTuKo-anMaeMmnorno-
rMYECKUX MCCreaoBaHU, HacneacTBeH-
Has naTtonorusi B SKyTCKOW MOMynsuuu
OTNNYaETCH BbICOKMM pasHoobpasnem u
TEpPUTOPMAnbHOW TeTEPOreHHOCTbI0 B
pacnpegeneHuun [3,4]. Begyuwee mecto
B CTPYKType reHeTM4ecKon natonoruv B
Pecnybnuke Caxa (AkyTus) 3aHumatot
HacneacTBeHHble 60ne3Hn HepBHOW CUC-
Tembl [5]. Hanbonee pacnpoctpaHeHbl 13
HMX CMMHOMO3Xe4koBas atakcus | Tvna
(CLIA1), MumoToHudeckass guctpodms
(M), okynodapuHreansHass MWOOUCT-
podwms (OPM[). PacnpocTpaHeHHOCTb
CLUA1 coctaenset ot 43,8 oo 243,2 Ha
100 TbIC. SIKYTCKOro HacemneHusi, O4HUM
13 MecT HakonneHust 6onbHbix CLIA1 aB-
nsetca ueHTpanbHasa (JleHo-AngaHckoe
MeXaypeybe) 1 ceBepHas rpynna ynycos
(6acceinH pekn NHamrnpku) [7]. MMOTOHM-
Yyeckas AucTpodumsa BCTpeyaeTcs C yac-
Toton 21,3 Ha 100 TbIC. cpeamn AKYTCKOro
HaceneHusi ¢ MpPevMMYLLECTBEHHbIM Ha-
KOnneHneM B BUIIOMCKOW U LieHTpansHon
rpynne ynycos [8]. Beicokoe HakonneHune

CotpygHukn OMIT AHL, KMIM CO PAMH:
HUKONAEBA WpuHa ABepbeBHa — H.C.,
nia0505@rambler.ru, KOPOTOB Medopaui
HukonaeBuY4 — Bpa4 HeBpOOr BbICLLEN KBa-
nng. kateropuu, H.c., 'YPUHOBA EnunsaBeTa
EropoBHa — Bpay-reHeTuk MK MNepuHaTtanb-
Horo ueHtpa PBNe1-HLIM, H.c., CTEMAHO-
BA CBetnaHa KumoBHa — 6uonor MK ML}
PBNe1-HLIM, H.c., MAKCUMOBA Hapexaa
PomaHoBHa — k.M.H., m.H.c., CYXOMACOBA
AntanuHa JlykmyHa — k.M.H, 3aB. MI'K, 3aB.
na6., HOFOBULUbIHA AHHa HukonaeBHa
— K.M.H., Bpay-reHeTuk MI'K, 3aB. nab.

oKkyrnodhapuHreansHo  MUOLAUCTPOOUM
HabrogaeTcsa Takke B LLeHTPanbHbIX yny-
cax, NpeuMMyLLecTBEHHO B YCTb-AngaH-
CKOM, NpY 3TOM Y BCcex GOMbHbIX SKyTOB
BbISIBMISIETCA O[MHAKOBOE YBENuMYeHue
GCG - nostopoB (oo 10) B reHe PAPB2
[6]. CoBpemeHHble MOneKynsipHo-reHe-
TUYECKMe TEeXHOMOrMn B AMarHoOCTUKe
HacneacTBEHHbIX 3aboneBaHWin MOMO-
raloT YTOMHUTb TEHETUYECKYID MPUYUHY
0O0nbLIOro YMcna HO30M0rMYECKNX POpM
HacneacTBeHHbIX OonesHel HepBHOW
cuctembl. OnpefeneHne nokanusauun
reHoB, pacluMdpoBKa TUNa MyTauuin nos-
BONSAOT NPOBOANTL TOYHYIO ANArHOCTUKY
OTAENbHbIX TEHETUYECKUX BapUaHTOB,
OCYLLIECTBMATb NPEKMMHUYECKYHO, NPeHa-
TanbHY AUArHOCTUKY, BbISBIATb reTepo-
3UroTHOE HOCUTEMBLCTBO.

Llenbto pgaHHOM paboTbl SABNSANOCH
N3y4eHne CrnekTpa 1 4acToTbl OTAENbHbIX
dopM HacnencTBeHHbIX OonesHen He-
pBHOM cuctembl B Pecnybnuke Caxa
(AxyTus).

MaTtepuan M meToabl MccrnenoBa-
Hus

Matepuan nonyyeH B xoge obcne-
noBaHNs OOnbHbIX B  MeAUKO-TeHeTu-
yeckow koHcynsTaumn PBNel - HUM n
3KCNeauLMOHHbIX Bble3goB OTAena Mo-
NEKYNAPHOM TEeHETUKN HAKYTCKOro Hayu-
Horo ueHTpa KMIT CO PAMH B ynycebl
n ropoga PC(A) (Buntowickuin, CyHTap-
ckuin, JleHckuin, OnekMUHCKUA, AMIUH-
ckun, YypanymHckuin, YcTb-AngaHckun,
[opHbIN, ABbIckniA, BepxHekonbiMCKui,
r.MupHbIn, r.HeptoHrpu, rAngaH) B ne-
puog 2001-2008rr. OuarHo3z HBHC oc-
HOBbIBAIICS Ha aHanM3e POAOCIIOBHOW,
OOLLENPUHSATBIX KITUHUYECKNX KPUTEPUSX
(KNUHMKO-hbeHOTUNNYECKX MPU3HAKaXx),

a Takke AaHHbIX psga AOMNOMHUTENbHbIX
nccnefoBaHuni, TakUX Kak areKkTpokapam-
orpadms, axokapauorpadus, anekTpo-
mMuorpadus, anekTpoaHuedanorpadus,
MarHMTHO-pe30HaHCcHas Tomorpadusi ro-
FIOBHOTO 1 CMIMHHOTO MO3ra, onpeaernexHve
CTENEHN YBENUYEHUs aKTUBHOCTU HEKO-
TOpPbIX (DEPMEHTOB B CbIBOPOTKE KPOBMW.
MonekynapHo-reHeTuyeckas  avarHoc-
Tvka (CUA1, MO, O®MM, HeBpanbHON
amutpochum Lapko-Mapu-Tyc 1A Tuna,
cnunHanbHoM amwunotpodun BeppgHura-
lodmaHa, cnnHanbHo-6ynbbGapHon amu-
oTpodunu KeHHeawn, atakcumn Ppugpenxa),
Onoxnmudeckasi guarHoctuka (6onesHu
BunbcoHa-KoHoBanosa)  ocyuwiecTens-
nvcb B nabopatopun MeAUKO-reHeTnyec-
Kow koHcynbTauun PENe1-HLM, moneky-
NSIPHO-reHeTMYecKkasi AMarHOCTUKa XOpeu
leHTnHITOHa n geHtatopybpo-nannuao-
noncoson atpocumn nposepeHa B HAN
Mo3ra YHuepcuteTa Huumratol (AnoHus).

PesynbraTbl uccnegoBaHus U 06-
cyxaeHue

Mo paHHbIM PecnybnukaHcKkoro reHe-
TUYECKOro perncrtpa HacrneacTBEHHON
N BpPOXAEHHOM naTornorun Pecnybnuku
Caxa (AkyTtns) c 2001 no 2008 r. NpoKoH-
cynetupoBaHo 593 6onbHbix ¢ HEHC 13
349 cemen. Bcero gnarHoctuposaHo 26
¢OpM MOHOreHHOW HacneacTBeHHOW na-
TOMNOrNN HEPBHOW CUCTEMBI, U3 HUX 16 —y
JeTckoro HaceneHus (tabnuua).

HepBHO-MbILEYHbIE 6ONE3HN 3aHNMa-
10T NepBoe MecTo no Yactote B Pecny6-
nuke Caxa (AkyTusi) cpeav Bcex Hacneac-
TBEHHbIX MOHOFEHHbIX HEBPOMOrM4eCcKnX
3aboneBaHuii, kKak n Bo BceM mupe [1].
Bcero Ha HabntopeHun B MIK coctosaT
312 60nbHbIX C HEPBHO-MbILLEYHOW NaTo-
norunen n3 206 cemen. B ganHyto rpynny



HacneacrBennble 3a001eBaHisI HEPBHOM CHCTEMBI 110 JaHHBIM Pecnydankanckoro
reHeTH4YeCKOr0 perucrpa HacJaeACTBeHHOI H Bpo:kaeHHol narogoruu PC(51)

o Tun nacne- Bceero
Ne Hosororus | OMIM | noBanusi | Bonpueix | Cemeit
HacieicTBeHHbBIE aTaKCHU
1 |CromHonepebeisipHas arakcust 1 Tuna 164400 ALl 147 33
2 |Arakcust @punperixa 229300 AP 12 12
3 |deHTOpYyOpO-NAJLINI0IIONCOBA aTPOhusL 125370 Al 2 1
Bcero 161 46
- Hacnec)ll)cmgﬁﬂme HEPBHO-MBIIIIEYHBIE 3a00I€BAHUS
HMOTOHMYECKast AUCTpodust Pocconnmo-
1 Kypmvanna-Illtefinepra-barrena 160900 Al 114 o1
2 gxynod)apuﬂreanbﬂaﬂ MHOIUCTPOGHS 164300 ALl 50 45
aCIIeICTBEHHAs MOTOCEHCOPHAsI HeBPOIIATHSI,
3 goneqm, ITlapko-Mapu-Tyc 118200 Al 37 22
acJIeACTBEHHAss MOTOCCHCOPHAsl HEBPOIIATHS,
4 6onesup [lapko — Mapu-Tyc 214400 AP 49 47
5 | Meimeunas gucrpodus, tun JJromenna/bekkepa| 310200 XP 24 18
6 |Muotonus TomceHa 160800 AJl 18 7
7 |CnunanbHO-OyinbbapHas amuorpodus Kemnenn | 313200 XP 6 4
8 |CnmnanpHas amuorpodus Bepauura-I'opdmana | 253300 AP 2 2
9 |Muonarus Dpba 253600 AP 4 2
10 [ITapokcu3MalibHas MUOILIETUs 170400 AJl 2 2
11 %\{/Inonncmocbm Dwmepu-peiidyca 310300 XP 2 2
aclie/ICTBEHHAs MOTOCEHCOPHAsi HEMPOIaTHs
12 PCvccn-HeBn N - 180800 ALl 2 2
TIHAIbHAs aMuopTpodust Kyrenboepa-
13 Benariena 253400 AP 1 1
14 [Pedbcyma cuHIAPOM 266500 AP 1 1
Bcero 312 206
. Hacnenczgeﬁﬂme MaparIeruy
aparierus CriacTHYECKas ceMeHast (00JIe3Hb
L S 270800 | AJl, AP 12 8
Bcero 12 8
Hacnencreennsie 3a00J1€BaHMs C IPEHUMYIIICCTBEHHBIM BOBICUYCHUEM
OKCTPAMPAMHUIHON CHCTEMBI
1 |boae3us Bunbcona-Konosanosa 277900 AP 4 2
2 |Xopest 'eHTHHITOHA 143100 AJl 1 1
3 |Bonesns ITapkuacona 601508 AJl 8 8
4 | DcceHuaIbHBINA TPEMOp éggf%g Al 3 3
Bcero 16 16
IIpoure HaCIEICTBEHHbIE MOHOTEHHBIE 3a00ICBAHMS
dakoMaTo3bl
1 [Heitpodhubpomaros 162200 | AL | 78 | 59
2 [Ty6epo3Hslii ckiiepos 191100 | AJl [ 5 [ 5
Jlelikoguctpobun
1 |He171K0;lyICTpoq)m | 5%368 AJl, AP | 7 | 7
MuToXoHApUAIbHBIE DHIIe(aTOmaTHN
1 [MELAS cunapom 540000 AP [ 2 [ 2
[Bcero [ 92 | 73

IIpumeuyanne. OMIM - HOMep MeHenupytoriero 3adoneBanus o karajgory MakKerocuka; AJl —
AyTOCOMHO-/IOMUHAHTHBIN THIT HaclieJoBaHUs; AP — ayToCOMHO-PEIICCCUBHBIN TUIT HACIICIOBAHHS;

XP — X-cueniaeHHBIN THI HACIICTOBAHMS.

3aboneaHuii BxogAaT 14 cdopm HBEHC.
pynna MMoToHWIM B AKYyTUM NpeacTasre-
Ha AByms copmamu. B Ttabnuue npuse-
AeHbl AaHHble 0 114 KOHCYNBETUPOBAHHbIX
B MK PBNe1-HLIM 6onbHbIx 13 51 ce-
MbW C MOATBEPXOEHHBLIM MOMEKYNSIPHO-
reHeTUYECKMMN METOAaMU  [NAarHo30oM,
13 kotopbiX 111 GonbHbIX — U3 49 AKyT-
CcKknx cemen. PacnpoctpaHeHHocTb ML
cpenm Bcero Hacenexus coctasuna 10,3
Ha 100 TbIC. HaceneHus, cpean SKyTOB -
21,3, cpean pycckmux - 0,8 Ha 100 ThbiC.
yen. [8]. MuotoHna Tomcena auarHoc-
TMpoBaHa y 18 6onbHbIX, B TOM 4ucne y
yeTblpex geTen.

Cnepytowmm no 4vactote 3abonesa-
HMEM $BNsIETCA OKynodapuHreanoHas
mMuoamcTpodusa (50 GonbHbIX 13 45 ce-
MeMn, 13 HUX 48 6orbHbIX N3 43 AKYTCKUX
cemelt). PacnpoctpaHeHHOCTb oKkynoda-
puHreansHow MuoaucTpodum B Pecny6-
nuke Caxa (Akytusi) coctaenseT 5,3 Ha

100 TbIC. HaceneHus, cpeam skyTos — 11,
1 Ha 100 TbIC. SKyTCKOro HaceneHus. Ha-
bntopaetca  HakonneHwe 3aboneBaHus
B LleHTpanbHon AkyTtuu - YcTb-AngaHc-
koM, Hamckom, HiopGuHckom ynycax u .
Axytcke [6]. B MK monekynsapHo-reHe-
Tuyeckas guarHoctnka OPM[ BHegpeHa
¢ 2007 r.

M3 HacneacTBEeHHbIX MOTO-CEHCOPHbIX
HEBpPONATUN OOHOM M3 CaMbIX pacnpo-
CTpaHeHHbIX (PopM siBNSieTCA HEBparibHas
ammnotpodusa Wapko-Mapu-Tyc, oaHHbI
aunarHo3 Obin BbicTaBneH 86 GorbHbIM.
B cembsix HabntogaTca ayTOCOMHO-0-
MUWUHaHTHBIA 1 ayTOCOMHO-PELECCUBHbIN
TUMbI HAaCNeaoBaHUs, KNMHUYecKas rete-
POreHHOCTb, BapuabenbHOCTb BoO3pacTa
Hayana 3aboneBaHus. dynnvkaumun B 4
n(nnm) 5 sak3oHax reHa PMP22 npu npo-
BegeHun JHK guarHocTukmn o6HapyXeHbl
Tonbko y 29 GonbHbIX, NnoaTBepxaas 1A
TMn 3aboneBanus. [MporpeccupytoLme
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MbILLEYHbIE OUCTPOdMM NpencTaBrneHbl
yeTbipbMsa  popmamu, Bomblias yacTb
KOTOPbIX NPUXOAMTCS Ha MUOAUCTPOUIO
[OoweHHa. Hamu Bbino knuHmudeckn gua-
rHOCTMPOBaHO 24 cny4as MWOOUCTPO-
dum [Oiowena. MNpu OHK-grarHocTuke
Hanuuve geneuuy B reHe AUCTpoduHa
obHapyxeHo y 4 6onbHbIx. C grnarHo3om
muoaucTpocms bekkepa Habniopaetcs
oguH pebeHok. Muognctpodus Imepu-
[pendpyca avarHocTvpoBaHa y [ABOUX
6onbHbIX. KoHe4YHoCTHO-nosicTHas dop-
Ma muonatum Opba BbisiBneHa y 4 6onb-
HbIX U3 ABYX CEMEN.

CnunHanbHo-6ynbbapHas  amunoTpo-
dua KeHHegn — pegkoe X-cuenseHHoe
peLeccuBHoe HacnencTBeHHoe 3abore-
BaHWe, NPOSIBMSIOLLIEECS Y MY>UYUH B NO3-
OHem BospacTe. B pecny6nvke 6onesHb
KeHHeou BcTpeyaeTcsi TOMbKO cpeau
SIKYTCKOro HaceneHusi. PacnpocTtpaHeH-
HOCTb OOmnesHu cpean AKYTOB MYXKUMH
coctaBuna 2,8 Ha 100 TbIC. KyTOB, 4YTO
COMOCTaBMMO C MMWPOBLIMU A@HHbLIMU
(2,5 Ha 100 TbIC. Hac.). MonekynspHo-re-
HeTUYeCcKUMMN MeTogamy  YCTaHOBMEHO,
4YTO MPUYMHON Pas3BUTUS CrMHASBbHO -
6ynebapHo amutpodun KeHHeu y Bcex
BOmMbHbIX SKYTOB SBNSAETCS YBENUYEHWE
uncna CAG - noBTopoB B reHe AR.

CnnHanbHasa ammotpodusa BepaHura-
loddmana Gbina BbisiBneHa y 5 petei.
[ns noaTBepxaeHusa auarHosa B nabo-
patopun MI'K nposoauntca AHK-gnarHoc-
TVKa Ha BbISIBMIEHNE YacTblX MyTaLun B 7
n 8 ak3oHax reHa SMN ¢ 2006 r. B 3 cny-
Yyasix U3 HUX 3aboneBaHune 3aKOHYNMIOCH
netanbHbIM UCXOAOM B paHHEM nepuoge
KU3HW.

OpauH pebeHok HabnogaeTcst co cnu-
HanbHOM amwuoTpodmen  Kyrenbbepa-
BenaHpepa. Tak HasbiBaeMbli CUHOPOM
Pyccu-lNleBun guarHoctMpoBaH y [ABOMX
nauneHToB, B TOM 4uUCle Yy OOHOro pe-
HeHka.

[pynna HacneacTBEHHbIX — aTakcui
npeacTaeneHa Tpems dopmamu. Hanbo-
nee pacnpocTpaHeHa B AKyTumn cnuHoLe-
pebennsapHas atakcus | Tuna, B peructpe
yuTeHo 6onee 210 6onbHbIX, a B Tabnvue
npvBeaeHbl AaHHble 0 147 60nbHbIX U3
HECKOIbKMX MOKONeHUn 33 SKyTCKUX ce-
MeW C NOATBEPXKAEHHBIM MOMEKYNAPHO-
reHeTnyeckum guarHosom CLIA1T.

B PecnybnvukaHCKOM reHeTuyeckoMm
perucTpe HacnefcTBeHHOM U BPOXAEH-
HOW naTonorMn 3aperncTtpuposaHo 12
OonbHbIX U3 11 AKyTCKMX 1 1 pyccKom ce-
Mbun C atakcuen dpupgpenxa (AP). Pac-
NpoCTpaHeHHOCTb aTakcun Ppuapeixa
B Pecnybnuke Caxa (AkyTusa) coctaens-
et 1,26 Ha 100 TbiCc. HaceneHus, cpeau
AKyTOB — 2,78 Ha 100 ThIC. SKyTCKOro Ha-
ceneHusi.  MonekynspHo-reHeTU4YecKom
npuunHorn AP aensetcs akcnaHcus GAA-
nostopoB B reHe FRDA, guarHocTtuka



. AKYTCKUM MEANLMHCKAN XKYPHAT

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

YOK 575.22+575.174.5

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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Yakutia has been simulated.

Keywords: oculopharyngeal muscular dystrophy, PABPN1, one-nucleotide polymorpHism,
haplotype, human populations, unequilibrium on coupling.

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





