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kucnoTel. CrnegosaTtenbHO, MOXHO npea-
NOMNOXWTb, YTO BbICOKAs YacToTa MyTaHT-
Horo annens G nonumopdwmama [148M
reHa PNPLA3 y akytoB ¢ C[1 2-ro tuna
MOXET SBMATLCA OAHOW U3 NPUYUH Hapy-
LEeHNss MexaHusma nunuaHoro obmexa
B MneyveHun, 4To TpebyeT TLaTenbHOro uc-
crnegoBaHusa Ha Gonee KpynHbIX BbIGOp-
Kax nonynaumi AkyTun v ganbHenwero
uccrnegosaHus reHa PNPLA3 y sikyTOB €
caxapHbIM gnabeTtom 2 Tvna.
UccnedosaHue noddep>kaHO rpozpam-
Mol pa3zsumusi 6UOPECYPCHBIX KOIIEK-
yuti ®AHO (npoekm Ne0556-2017-0003).
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C.N. CodbpoHoBa

APTEPUATNbHAA TMINEPTOHUA N METABO-
NTMYECKUA CUHOPOM Y KOPEHHbIX MAJO-
YUNCINEHHbLIX HAPOOOB CEBEPA B AKYTUU

WccnenoBaHue npoBoAMIioch Ha ceBepe AKyTUM, rae NpoXUBAOT KOPEHHbIE MarnodncreHHble Hapoabl CeBepa. BoisiBrieHa Bbicokasi pacnpo-
CTPaHEHHOCTb apTepuanbHOM MMNepTeH3nmn y B3pOCHoro HaceneHus, Hambonee Bbicokasi YacToTa e€ oTMevanack B AHabapckoM paioHe. N3yueHa
yacToTa BcTpeyaeMoctn metabonuyeckoro cuHapoma (MC) y KopeHHbIX ManovmcreHHbix Hapogos Cesepa B AkyTun. Hanbonee yacto MC BcTpe-
YaeTcs y 9BEHKOB, HaMMeHee — Y Yykyen. Y xeHLwmH MC BcTpeyarncs 3HaunTeNbHO Yalle Mo CPaBHEHUIO C MYXXYMHAMMU.

KniouyeBble croBa: kopeHHble MarioymcrieHHble Hapoabl CeBepa, apTepuanbHasi TMnepTeH3unsl, MeTabonMYecknii CUHAPOM.

The research was conducted in the north of Yakutia in places of compact residence of indigenous people of the North. High prevalence of
hypertension in the adult population was revealed, it's the highest rate was observed in Anabarsky district. We studied the frequency of metabolic
syndrome (MS) in the small indigenous people of Yakutia. The highest frequency of MS was
identified in the Evenks and the lowest among the Chukchi. At women MS was met significantly

CO®POHOBA CaprbinaHa WBaHoBHa
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more often compared to men.

Keywords: small indigenous people of the North, arterial hypertension, metabolic syndrome.
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CeppeyvHo-cocyanctble 3aboneBaHusi
B AKyTuu, Kak n B uernom no Poccun, B
CTPYKTYpe BCEX MPUYMH CMEPTHOCTU Ha-
CeneHusl 3aHMMatoT NUAMpyoLee noro-
XeHwne (45,4%). Mo paHHbIM MockomcTa-
Ta, ¢ 2013 no 2015 r. 3abonesaemMocTb
BCEro Hacenenuns SAkytun 6onesHsmu
cuctembl kpooobpalleHusi (BCK) co-
XpaHseTcs Ha OOHOM YpPOBHE, a CMepT-
HOCTb OT HUX CHU3WMACb HE3HAYMTENbHO
— Ha 0,9%, 4to cocrtaensieT 45,4% [2].
HecmoTps Ha TO, UTO OTMEYaeTcsl TeH-
OEHUMS K CHKEHMIO cMepTHocTM oT BCK
(403,7 Ha 100 TbIiC. 4Yen. HaceneHus B
2013 r,, 406,5 B 2014, 386,7 B 2015 1),
cmepTHOCTb oT MIBC nmeeT TeHaeHumio K
pocTty (152,3 Ha 100 Tbic. yen. B 2013 T,
162,7 B 2014, 167,5 B 2015), Takke Kak
N OT uHdapkta muokapaa (23,6; 23,2;
37,7 cootBeTcTBEHHO). OnpepeneHHas
pornb B 3TOM MpuHAAnNexuT metadonu-
yeckomy cuHgpomy (MC). OaHHbIA CUH-
OPOM — OfHa M3 LIMPOKO 0bCyKaaemblx
npobrnem B COBPEMEHHOW MeauunHE.
AKTyanbHOCTb €ro u3ayveHus obycrnos-
NeHa BbICOKOW pacnpoCTpaHeHHOCTbOo B
Mupe (No gaHHbIM psaa aBTopos, oT 20
80 40%) n BbICOKOW 4acTOTOM paHHero
pas3BUTUSI aTepocKrnepo3a MU ero OCrnox-
HEHWI, TakuMX Kak WHapKT Muokapaa
M MO3TOBOW WHCYnbT. PacnpocTpaHer-
HocTb MC yBenuumMBaeTcs ¢ BO3pacToM,
0cobeHHO B cpeaHer BO3pacTHOM rpynne
(30-40%) [1,6,7], 3aBMCUT OT nona, BO3-
pacTa, 3THUYEeCKOW NPUHAANEXHOCTU U
KonebneTcs B AOBOMbHO LUMPOKOM Auna-
nasoHe: cpeam MYXCKOro HaceneHuss —
ot 8% B Vnaun no 25% B CLUA, cpegmn
»KeHCckoro — oT 7% Bo PpaHumm 0o 46%
B WpaHe [4,5]. Mo paHHbIM npoBeaeH-
HbiX B Ha4ane 2000-x T. nccnegoBaHum,
cpean KOPEHHOro HacerneHust JBeHKUn
OTMEYaETCHA 3HAYUTENbHOE YBENMYEHNE
pacnpoCTpaHEeHHOCTU apTepuarnbHom
runeptoHun (Al (44,6%) n un3bbiTou-
Hon Macchl Tena (42,4% y MyX4vH K
51,7% y xeHwmH) [3]. B AkyTumn kpome
KOPEHHBIX XXUTENEN — AKYTOB MPOXUBAKOT
NPeaCTaBUTENN KOPEHHBIX Mano4YnCIeH-
Hbix Hapoaos Cesepa (KMHC) (gonraHbl,
3BEHKW, 3BEHbI U T.4.). BolgeneHune nx kak
OTAENbHbIX 3THOCOB B paHee BbIMOJSIHEH-
HbIX MCCNEAOBaHMAX MO U3YYEeHUO pac-
npocTtpaHeHHocTn MC He npoBoaunocs.
OpHako npoBefeHne Takoro nccrnenosa-
HUS Ccpean KOPEHHbIX Mano4YMCrieHHbIX
HapopoB CeBepa MMEET BAXHOE KIMHU-
YecKoe 3HaYeHue, yunTbiBas U3MEHeHUs
TPaaWLMOHHOIO YKNaga WX >XKU3HW, Xa-
pakTepa nuTaHus, BbICOKOI pacrnpocTpa-
HeHHocTuM Al

Lenb wuccnepoBaHuAa — u3y4veHve
4YacTOTbl BCTPEYaeMoCTN apTepuarnbHom
r’MNepTeH3nn 1M MeTabonM4eckoro CuH-
OpOMa Y KOPEHHbIX Marno4YnCIieHHbIX Ha-
ponoB CeBepa B AkyTumn.

MaTtepuanbi u MmeToabl UccrenoBa-
HuA. Habop matepuana ansi uccnego-
BaHWS OCYLLECTBMNEH B 3KCNEANLMOHHBLIX
YCINOBUSIX B CEBEPHbIX panoHax AkyTun
B MecCTax MpOXWBAHUS KOPEHHbIX Ha-
ponoB Cesepa: B cenax Konbimckoe,
AHAPIOWKUHO  HkHekonsIMcKoro  pam-
oHa, HOptoHr-Xas, Cackbinax AnHabap-
CKOro pavioHa, TornonuHoe TOMMOHCKOro
panoHa, HenemHoe BepxHeEKONbIMCKO-
ro pawoHa. Bcero B 4 paiioHax: AHa-
Gapckuii  (AHabap), HwxHekonbIMcKuiA
(H.Konbima), BepxHekonbimckun (B. Ko-
neima), TomnoHckui (Tomno) ocmoTpe-
Ho 686 yen. B Bo3pacTte ot 20 go 70 nert
(tabn.1). Cpean OCMOTPEHHbIX XXEHLUMH
ObiNo oguHakoBO OonblUe, YEM MYXXUYUH
(p<0,05). CpegHuii BO3pacT He WMen
0COObIX pasnuunii.

[nsa cpaBHuTENbHOro aHanuaa n3 410
npeacTaBuUTENen KOPEHHbIX Marnoync-
NEHHbIX HapodoB OblNM chopMMpoBaHbI
5 rpynn nvy no STHUYECKOMY MpPU3HAKY
(Tabn.2).

Kputepun BkntoyeHust: MNpencrasure-
1IN KOPEHHbIX MarloYUCEeHHbIX HAapoaoB
CeBepa (OonraHbl, 3BeHbl, 3BEHKN, YyK-
4, roKarvpbl).

KpuTepun ucknoveHns: npencrasu-
TEeNW HEKOPEHHbIX HauWOHanbHOCTEN W
AKYThI.

3a apTepuanbHyl0 TMNEPTOHUIO MpU-
Humarncsa yposeHb A12140/90 mm pT.CT.
(Poccwiickne pekomeHgauuu, paspabo-
TaHHble Komutetom akcneptoB BHOK,
2004, 2009). Bbibopka copmumpoBanach
COrnacHo cnuckam paboTHUKOB, HaxXoas-
LWMMCS B aaMUHUCTpaumm nocenkos. OT-
Knuk coctaBun 76%.

Mporpamma wnccregoBaHnst BKIOYa-
na B cebs: onpoc No aHKeTe ANs OLEHKN
OGBEKTUBHOIO COCTOSHUSA; MHPOPMUPO-
BaHHOE corracue pecrnoHAeHTa Ha npo-
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BeEHNEe KnccrnenoBaHuin, caady KpoBu
(cormacHO NPOTOKOMY 3TUYECKOrO KOMMU-
TeTa); aHTponomMeTpuyeckoe obcnenosa-
HMe C N3MepeHneM pocTa 1 Macchl Tena;
3a60p KPOBU 13 NOKTEBOW BEHbI B YTPEH-
HMe Yackl HaTowak ¢ 12-4yacoBbiM BO3-
[epXaHWeM OT MULLIK; U3MEPEHME OKPYX-
HOCTU Tanuu B CaHTUMETPax NpOBOAMIU
HVKe TPYAHOW KMEeTKWU Hag Nnyrnkowm, B ce-
penvHe pacCTOsHUSE MeXAy HWKHUM 60o-
KOBbIM KpaeM pebep 1 BepLUMHOW rpebHs
noagagowHon koctn (NIH,1998); okpyx-
HocTu Gefiep Ha YpPOBHe sirouu, rae Haw-
OonbLuas OKPY>KHOCTb.

JlabGopaTopHble MeToabl Uccrenosa-
HWS BKIKOYanu onpeneneHne nunugHoro
cnektpa kposu (OXC, TI, XC-NBI1, XC-
JIHI), onpeneneHue ypoBHS rMOKO3bI.

MC 6bin guarHocTMpoBaH MO Kpu-
Tepuam BHOK, 2009 r.: ocHoBHOM npu-
3Hak: AO (abgoomuHanbHOe OXMpeHWe)
(OT 280 cm y XeHLuH, 294 cM y MyX-
YMH); [OMONHUTENbHbIE Kputepun: Al
(A0 >130/85 mm pr.cT.), ypoBeHb TI
>1,7 mmonb/n; ypoeHb JIBIM-XC <1,0
MMOIb/MN Y MY>XUYUH, <1,2 MMOb/N Y XeH-
WuH; yposeHb JIHIM-XC >3,0 mmonb/m;
rMnepriMkemMmnst  Hatowlak (rnwokosa B
nnasme KpoBW HaTowak = 6,1 mmonb/n)
UNN HapyLleHWe TOnepaHTHOCTU K Ito-
Ko3e (rmoko3a B Nna3me KpoBu vepes 2
4 nocrne Harpysku rroKo3oK B npeaenax
27,8 n <11,1 mmone/n).

CraTtuctmnyeckyto 06paboTky AaHHbIX
NpoBOAWMMM C MOMOLLBI0 CTaHOAPTHBIX
METOOB MaTeMaTU4yeCcKON CTaTUCTUKM,
ucnone3ysi naket nporpamm SPSS (Bep-
cusa 17.0).

WccnepoBaHne npoBoaunock B pam-
kax HUP AHL KM «Bknag metabo-
NMYecKkoro CMHApoMa B pasBuTMe aTe-
pockrnepo3a KOpOHapHbIX apTepun y
xutenen Axytumy», HUOKP «PaspaboTka

Tabnuua 1

I'enpepHas xapakTepHCcTHKA KOPEHHBIX MaJIOYHCJICHHBIX HapoaoB CeBepa
1o paiionam B SIkyruu

Amnabap H. Konsiva | B. Konbima Tommo
Bcero, n 274 182 89 141
Myxunn, n(%) 81(29,6) 66 (36,3) 35(39.4) 51 (36,2)
Kenmmn, n(%) 193 (70,4) 116 (63,7) 54 (60,6) 90 (63,8)
Cpenuii BO3pacr, JieT 46,33+0,81 47,04+0,87 473 +£2,5 | 43,02+0,98

I'engepHasi XapakTepHCTHKA KOPEHHBIX MATI0YHCIeHHBIX HapoaoB CeBepa B SIkyTnn
110 ITHUYECKOIf NPUHANIeKHOCTH

Jonranet OBeHbI OBEHKHU Uykun IOxarupst
Bcero, n 85 141 67 40 77
Myxunn, n (%) 26 (30,6) 51 (36,2) 13 (19,4) 20 (50) 34(44.,2)
Kenmun, n (%) 59 (69,4) 90 (63,8) 54(80,6) 20 (50) 43(55,8)
Cp.BO3pacT, JeT 44.93+1,56 | 43,02+0,98 | 48,37+1,64 | 39,73+1,93 | 46,49+1,54
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Puc.1. YacTtota BCTpeyaeMocCTu apTepuanbHON TrMnepToOHUn
Y KOPEHHBIX MarnoYMcreHHbIX HapodoB Cesepa B AkyTum

HOBbIX TEXHOMOTMIA NEYEHUs1 U MPOrHO-
3MpOBaHUsi pycka apTepuanbHON runep-
TEeH3un n nHcyneta B Pecny6nuke Caxa
(AxyTunsa)» (MockoHTpakT Ne1133).

Pe3ynbraTtbl U 06cyxaeHue. B xoae
NPOBEOEHHOr0  UCCNEefoBaHUA  HaMu
Obina BbISBNIEHA pPacrnpoOCTPaHEHHOCTb
Al' y B3pOCMOro HaceneHns B CEBEPHbIX
panoHax AkyTuM, NPOXUBAKOLWNX B paB-
HbIX KNMMaTU4Yeckux ycrosusix. Tak, BO
BCEX parioHax oTMe4anacb BblcoKas pac-
npocTpaHeHHocTb Al npnyem Hanbonee
Bbicokasa yactota Al — B AHabapckom
parioHe (puc.1).

Y4unTbiBasi, YTO OCHOBHbIM KPUTEPUEM
MC, no kputepuam BHOK (2009), siBns-
eTcsi abOooMMHanNbLHOE OXMpeHWe, Hamu
Obina onpeneneHa yactota AO y pasnuy-
HbIX 3THWYECKUX rpynn HaceneHus. Bo
BCEX rpynnax oTMe4yaeTcsl BblCOKas 4a-
ctota AO — o1 47,5% y yykyer 0o 79,1%
Y 3BEHKOB (pUC.2). Y XEHLLMH OTMeYatoT-
CSl CTaTUCTUYECKM 3HaYMMBblE Pa3nuyns B
yactote AO Mo CpaBHEHUIO C MY>XYMHA-
mu. CnegyeT OTMETUTb, YTO OOUHAKOBO
Bbicokas yactota AO, Kak y MY>X4uH, Tak
W Y XXEHLLMH, OTMeYanach Y oKkarmpoBs no
CpPaBHEHUIO C APYTMMU STHOCAMM.

Hamun npoBefeHo cpaBHeEHWE 4acTto-
Tbl BcTpedaemoctn MC y obecrnegyembix
3aTHocoB Mo kputepuam BHOK (2009)
(pnc.3). Hanbonblas yactota MC 6bina
BbISIBMIEHA Y 3BEHKOB, HauWMeHbluas Yy
yykyen. Ctonb Gonblias pasHuua B 4a-
ctore MC obycnoeneHa reHaepHbIMn
pasnuunsiMn B 3TUX rpynnax, a UMeHHO
BbICOKOW YacToTon MC y >XeHLLWH.

0%

70,1%

AONraHbl

9BEHb!

9BEHKMN YyK4m toKarumpbl

Puc.2. YacTtota abaoMuHansHOro OXXUpeHns CPean KOPEHHbIX MarouncreH-
HbIX HapogoB Ceepa B Akytuun. * p<0,05, ** p<0,0001 — 3Ha4MMoCTb pasnu-

ynii no reHgepHoMy npu3Haky

YuntbiBass TpaguUMOHHBIE UCTOPU-
YeCKU CIOXMBLUMECS  CYLLECTBEHHbIE
pasnuuns B ypoBHe (PM3NYECKON aKTuB-
HOCTV M B OpYrMX XapakTepucTmkax ob-
pa3a XU3HU MeXAYy MYXYUHaAMWU U XKeH-
LMHamu, pasgenbHo Ans HUX NpoBeaeHa
oueHka 4vactotel MC B cpaBHMBaeMbIX
rpynnax (puc.4). CylwecTBeHHbIN BKNaj
B yactory MC cpeadu B3pocnoro Hace-
NeHVs BHEeCNW >XeHwuHbl. Cpean Hux
MC BcTpeyvaeTtcs nopoii vawe B 3 pasa u
bornee, YeM y MyXXHUH 3BEHOB U YyKYeWn,
pasnuMuus Mexgy HUMKM CTaTUCTUYECKU
3Haunmble (p<0,001), npn aTOoM 4acTo-
Ta OOMHAKOBO BbICOKasi, AoCTWrawLlas
85,1% y aBeHKMekK.

3akntoueHue. Takum obpasom, Hamm
BbiiIBMleHa BbICOKasi pacrnpoCTpaHeH-
HOCTb apTepuvanbHOW MMMepToOHMN B OT-
[aneHHbIX ceBepHbIX pavioHax PC(A),
rAe MPOXWBAIOT NPeaCcTaBUTENN KOPEH-
HbIX ManouvucreHHblx Hapogos Cesepa.
ApTepuarnbHasa rmnepToHns Nopoun Tpya-
HO KOppWrupyetcs MoHoTepanuen rmno-
TEH3VBHbIMW npenapatamu. Bbicokun
pUCK pasBUTUA CepaevHO-COCYANCTbIX
OCIIOXXHEHWUIN OWKTYeT HeobxoaMMOCTb
fanbHenwero yrnybneHHoro wusyveHus
BCeX (PaKTOpOB, BMAMSIOLIMX HA POpMU-
poBaHWe 300POBbSl HaceneHus B pavio-
Hax KOMMAaKTHOrO NPOXMBAHUS KOPEHHbIX
MarnoyncneHHbIX HapoaoB AkyTun. Tak-

)Ke BblsIBNieHa BbiCOKasi YacTtoTa meTtabo-
NINYECKOro CUHApoMa y 06cnefoBaHHbIX
3THOCOB, OOYCMNOBIEHHas N3MEHeHMem
TPagWLMOHHOIO YKnaaa >XuW3HW, Xapak-
Tepa NUTaHWs, HU3KOM OU3NYECKON ak-
TUBHOCTbIO. Hanbonee Bbicokas 4yactoTa
MeTabonnyeckoro CuHApoOMa OTMeva-
nacb y xeHuwuH. [laHHoe nccnegosaHve
NoATBEPXKAAET BbICKa3blBaHWE Hay4HOW
0o0LLEeCTBEHHOCTM O MeTabonnyeckomM
cuHgpome kKak «naHgemmumn XXI Bekay.
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AEHTATOPYBPOMNAINMNAOONIOUCOBAA
ATPO®UA B BbIBOPKE HEUMOEHTU®DU-
LWPOBAHHbIX CMTMHOLUEPEBEJNAPHBIX

ATAKCUN B AKYTUU

MpoBeaeH KMUHUKO-TEHearnorm4ecknin 1 MoneKynsipHO-reHETUYECKUIN aHanu3 Ha Hanuune myTtauuii B reHe DRPLA y 6onbHbIX ¢ HeMaeHTUgm-
LIMpOBaHHON hOPMOI MO3XKEUYKOBOIO CMHAPOMA B AKYTUN.

OkcnaHcus CAG-noBTopoB B reHe DRPLA obHapyXeHa y YETBEPbIX YNEHOB sIKYTCKOW ceMbi. KnMHM4eckme cuMnTombl AaHHbIX 6OMNbHBbIX AeH-
TaTtopybponannuaontoucosoii atpocpuent (OPMJA), peakoin hopmoint ayTOCOMHO-AOMUHAHTHBIX CrHOLEPEBENnAPHbIX aTakCUii — aTakcusi, aKc-
TpanupaMuaHble 1 NCUXMYECKVE HapPYLLEHNS — MOXHO OTHEeCTU k bornee no3gHemy AebioTy nNpu HebonbLuol cTeneHn akcnaHcm CAG-NoBTOPOB.

KnioueBble cnoBa: aeHTatopybponannuaontovcosasi atpocpusi (DRPLA), akcnaHcus TPUHYKNEOTUAHBLIX NOBTOPOB, ayTOCOMHO-A0OMUHAHTHOE

3aboneBaHue.

A clinical genealogical and molecular genetic analysis for the presence of mutations in the DRPLA gene in patients with an unidentified form of

cerebellar syndrome in Yakutia was carried out.

Expansion of CAG repeats in the DRPLA gene was found in four members of the Yakut family. Clinical symptoms of patients with dentatorubral-
pallidoluysian atrophy (DRPLA), a rare form of autosomal dominant spinocerebellar ataxia, from the Yakut family — ataxia, extrapyramidal and
psychiatric disorders — it can be attributed to a later debut with a small degree of expansion of CAG repeats.

Keywords: dentatorubral-pallidoluysian atrophy (DRPLA), expansion of trinucleotide repeats, autosomal dominant disease.

BBepeHue. [eHTaTopybponannu-
pontovcoBas artpodua (OPMNA) (MIM
125370) - ayTOCOMHO-AOMWHaHTHOE
HempopereHepatusHoe  3abornesaHue,
XapakTepusytoleecs BaprMabenbHOCTbo
KOMOVMHaUUn nporpeccupyolien arak-
CuK, 3NUNencum, MUOKITOHyCca, Xopeoare-
To3a u gemeHumn. 3aboneBaHve MoOXeT
HayaTbCH B Bo3pacTe OT 1-ro oo 6-ro ge-
cATUNETUS XunsHu. MpuunHon 3abonesa-
HUs aBnsieTcsa akcnaHcma CAG-noBTopoB
B reHe DRPLA, nokanu3oBaHHOM Ha
xpomocome 12p13, kogupytowiem 6enok
C HeyCTaHOBMNEHHOW yHKumnen (aTpo-
¢uH) [3]. B HOpmMe uyucno TaHAEMHbIX

BAPJTAMOBA MapuHa AnekceeBHa — H.C.
AHL, KM, Bpay Hesponor BonbHuubl AHL|
KMIM, varlamova.m@yandex.ru. Mepguko-re-
HeTudeckun UeHTp PB Nel-HLIM (AkyTck):
HUKONAEBA WpuHa ABepbeBHa — Bpad
reHeTuk, FYYPUHOBA EnusaBeta EropoBHa
— Bpay reHetuk, CYXOMACOBA AutanuHa
JlyKn4Ha — K.M.H., Bpay reHeTuK BbICLLEN KBa-
nnd. kateropun, 3as. MIrl, HOrOBULIbIHA
AHHa HukonaeBHa — K.M.H., H.C. Y4yeb.-Hayu.
nab. «leHoMHasa mMeguumHa» Knuuukn Megu-
LMHCKOro MHCTUTYTa CBOY mm. M.K. Ammo-
coBa; MAKCUMOBA Hapexpa PomaHoBHa
— O.M.H., H.c. YHJ1 «leHOMHaa meguumHa»
Knunnkn M CBOY.

CAG-noBTOpOB cocTaBnser <36, a npu
natonorum — ot 40 go 100 [1, 2]. BaxkHbIm
OVMarHoCTUYeCKMM npusHakom JPIJIA sB-
ngaetcd BbisiBrneHne Ha MP-Ttomorpammax
rorNoBHOrO  MO3ra, MOMUMO  Hecrnew-
nuryecknx aTrpoduyHeckux M3MeHeHUN
MO3Xeu4Ka, CTBOMa Mo3ra u Oonblumx
nonyLapuii, 04aroB JAeMUenMHMU3aLmm
B 6enom BellecTBe MNEepUBEHTPUKYNSP-
HOM obrnacTv M cemMuoBanbHOro LeHTpa
6onblumnx nonywapui [1]. B cembsx, ota-
roweHHblx [OPMJA, Hepegko Habnwoga-
I0TCA aHTULUMNauus U (PEHOMEH «OTLIOB-
cko nepepayn». [NpoaomKUTENbHOCTb
6one3Hn 06bI4HO He npeBbiwaeT 15 net.
Mopdponoruyeckn OPMNA xapaktepusy-
eTcsl AereHepaTVBHbIMA U3MEHEHUAMU
B 3ybyaTtom s4pe, HapyXHOM CermMeH-
Te GnegHoro wapa u 1Mx NPOoeKLMOHHbIX
30Hax B KpacHOM W FMOMCOBOM s4pax,
aTpodpmenn Kopbl GomnbLIMX nonyLapui
[4]. AHanNu3 KNMHWKO-TEHETUYECKNX KOP-
pensuMin nokasan, YTo pasnuyHas cTe-
neHb akcnaHcun (CAG)-NoBTOpPOB reHa
DRPLA npuBoanT K MaHuecTaumnm aByx
pasnuyHbIX NO KNMHUYECKOMY CUHAPOMY
N TsKecTn beHoTunoB ©OonesHu. [pu
Hebonblon crteneHn akcnaHcum (CAG)-
nosTopoB reHa DRPLA Habniopatotcs
6onee no3gHuN AebOT 1 pa3BUTUE XOpe-
oaTeTo3a, aTakCuu, MCUXUYECKUX Hapy-

LLEeHUN («MceBaoxopesn»), B TO BpeMs Kak
y 60MbHbIX C MakCUManbHON ASIMHOW Mo-
BTOpa reHa DRPLA 6onesHb NposiBnseT-
cs B bonee paHHeM BO3pacTe TaXenbiM
CYHOPOMOM MPOrpeCccUpyHoLLEn MUOKITO-
HyC-anunencum n gemexunen [5, 8].

B HacTosiee Bpems OPMJA cunTaert-
Cs1 9THMYECKNM 3aboneBaHVeM SMOHLEB,
pacnpocTpaHeHHOCTb coctasnset o1 0,2
no 0,7 Ha 100 000 [8], B TO BpemMs Kak
B EBpone n Amepuke onucaHbl TOMbKO
eOuHWYHble cniyyan [3, 4, 7, 8]. Mo aak-
HbIM PecnybnukaHcKoro reHeTn4eckoro
perncrpa, B AKyTUM KONMMYECTBO nauu-
€HTOB C MO3XXe4YKOBbIM CUHAPOMOM 519,
80% 13 HMUX MPUXOAUTCS Ha ayTOCOMHO-
OOMUHaHTHYKO  CcriMHoLepebennspHyto
atakcuo (AACLA) 1-ro Tvna, npu aTOM
20% dopm ocTarTcsd HemaeHTUULnpo-
BaHHbIMU [2]. Kak n3BecTHo, Pecnybnuka
Caxa (AkyTusa) sBnseTca knacTepom Ha-
konneHus CLIA1, yacTtoTa pacnpocTpa-
HEHHOCTM KOTOpou 3a nocnegHue 21
rog ygosounacb, OOCTUIHYB 46 crnydaeB
Ha 100 000 HaceneHus [6]. YuuTbiBas
pacnpocTpaHeHHocTb OPTMIA B BocTou-
Hol A3umn (AnoHus), akTyanbHbIM npea-
CTaBnAeTCcs u3ydeHne OaHHOW dopMmbl
MO3)XEYKOBOW aTakcum B CUOUPCKUX MO-
nynaunsix, rae perncTpupyroTcs HeuaeH-
TncmumpoBaHHble doopmbl ACLIA.



