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M.A. BapnamoBa, /.A. Hukonaesa, E.E. lN'ypuHoBa, A.J1. Cyxo-
msacosa, A.H. HoroBuumHa, H.P. MakcumoBa

AEHTATOPYBPOMNAINMNAOONIOUCOBAA
ATPO®UA B BbIBOPKE HEUMOEHTU®DU-
LUWPOBAHHbIX 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), peakoint hopmoint ayTOCOMHO-AOMUHAHTHBIX CrYHOLEPEBENnAPHBbIX aTakCUii — aTakcusi, aKc-
TpanupaMuaHble 1 NCUXMYECKVE HapPYLLEHNS — MOXHO OTHEeCTU k bornee no3gHemy AebioTy npu HebonbLuol cTeneHn akcnaHcn CAG-NoBTOPOB.

KnioueBble cnoBa: ageHtatopybponannuaontovcosasi atpocpusi (DRPLA), akcnaHcus TPUHYKNEOTUAHBIX 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 nporpeccupyolen arak-
CuK, 3NUNencum, MUOKITOHyCca, Xopeoare-
To3a u AemeHumn. 3aboneBaHve MoOXeT
HayaTbCH B Bo3pacTe OT 1-ro oo 6-ro ge-
cATUNETUS Xn3Hu. MpuunHon 3abonesa-
HUs aBnsieTca akcnaHcusa CAG-noBTopoB
B reHe DRPLA, nokanu3oBaHHOM Ha
xpomocome 12p13, kogupytowiem 6enok
C HeyCTaHOBMNEHHOW yHKumMen (aTpo-
¢uH) [3]. B HOpmMe 4ymucno TaHOEMHbIX

BAPJIAMOBA MapuHa AnekceeBHa — H.C.
AHL, KM, Bpay Hesponor BonbHuubl AHL|
KMIM, varlamova.m@yandex.ru. Mepguko-re-
HeTudeckun LeHTp 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.
na6. «leHoMHasa mMeguumHa» Knunukn Megu-
LMHCKOro MHCTUTYyTa CBOY mm. M.K. Ammo-
coBa; MAKCUMOBA Hapexpa PomaHoBHa
— O.M.H., H.c. YHJ1 «leHOoMHaa meguumHa»
Knunnkn MU CBOY.

CAG-noBTOpOB cocTaBnser <36, a npu
natonorum — ot 40 go 100 [1, 2]. BaxxHbIm
OMarHoCTUYeCKMM npusHakom JPIJIA sB-
ngaetcd BbisiBrneHne Ha MP-Ttomorpammax
rorNoBHOrO  MO3ra, MOMUMO  Hecrnew-
nuryecknx aTrpodPuyHeckux M3MeHeHUNn
MO3Xeu4Ka, CTBOMa Mo3ra u Oonblumx
nonyLapui, 04aroB JAeMUenMHMU3aLmm
B 6Genom BellecTBe MNEepPUBEHTPUKYNSP-
HOM obrnacTv M cemMuoBanbHOro LEeHTpa
6onbLlunx nonywapui [1]. B cembsx, ota-
roweHHblx [OPMJA, Hepegko Habnwoga-
I0TCA aHTULUMNauUus 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,
aTpodmenn Kopbl GomnbLIMX nonyLapui
[4]. AHanNu3 KNWHWKO-TEHETUYECKNX KOP-
pensuMin nokasan, 4YTo pasnuyHas cre-
neHb akcnaHcun (CAG)-NoBTOpPOB reHa
DRPLA npuBoanT K MaHuecTaumnm aByx
pasnuyHbIX MO KNMHUYECKOMY CUHAPOMY
N TskecTn beHoTunoB ©GonesHu. [pu
Hebonblon crteneHn akcnaHcum (CAG)-
nosTopoB reHa DRPLA Habniopatotcs
6onee no3gHUN AebOT 1 pa3BUTUE XOpe-
oaTeTo3a, aTakCuu, MCUXUYECKUX Hapy-

LLeHUN («nceBaoxopesn»), B TO BpeMs Kak
y 60MbHbIX C MakCUManbHON AfIMHOW Mo-
BTOpa reHa DRPLA 6onesHb NposiBnseT-
cs B bornee paHHeM BO3pacTe TaXenbiM
CYHOPOMOM MPOrpPeCCUpYHLLEN MUOKITO-
HyC-anunencum n gemexunen [5, 8].

B HacTosiLee Bpems OPMJA cunTaeTt-
Cs1 9THMYECKMM 3aboneBaHreM SMOHLEB,
pacnpocTpaHeHHOCTb coctasnset o1 0,2
no 0,7 Ha 100 000 [8], B TO BpemMs Kak
B EBpone n Amepuke onucaHbl TOMbKO
eOuHnYHble cnyyan [3, 4, 7, 8]. Mo aak-
HbIM PecnybnukaHcKoro reHeTn4eckoro
perncrpa, B AKyTUM KONMYECTBO nauu-
€HTOB C MO3XXe4YKOBbIM CUHAPOMOM 519,
80% 13 HMUX MPUXOAUTCS Ha ayTOCOMHO-
OOMWHaHTHYKO  criMHoLepebennspHyto
atakcuio (AACLA) 1-ro Tvna, npu aTOoM
20% dopm ocTarTcsa HemageHTUULnpo-
BaHHbIMU [2]. Kak n3BecTHo, Pecnybnuka
Caxa (AkyTus) sBnseTca knacTepom Ha-
konneHus CLIA1, yacTtoTa pacnpocTpa-
HEHHOCTM KOTOpou 3a nocnegHue 21
rog ygosounacb, OOCTUIHYB 46 crnydvaeB
Ha 100 000 HaceneHus [6]. YuuTbiBas
pacnpocTpaHeHHocTb OPTMIA B BocTou-
Hol A3umn (AnoHus), akTyanbHbIM npea-
CTaBnAeTCcs u3ydeHne OaHHOW dopMmbl
MO3)XEYKOBOW aTakcum B CUOMPCKUX MO-
nynaunsix, rae perncTpupyroTcs HeuaeH-
TncmumpoBaHHble oopmbl ACLIA.
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. AKYTCKUM MEOVLIMHCKNN YKYPHAI

Lenb paboTbl — KMUHMKO-reHearno-
TMYECKUA N MOMEKYNSPHO-FEHETUYECKNIA
aHanu3 Ha Hanuuve MyTauui B reHe
DRPLA y 60nbHbIX C HEMAEHTUULMPO-
BaHHOW (hOPMOM MO3XKEYKOBOro CUHAPO-
Ma B AKyTUN.

MaTtepuansbi 1 MeToabl uccnenosa-
HuA. B nepuog ¢ 2008 no 2012 r. B na-
OopaTtoputo HacnegCTBEHHOW NaTonorum
oTaena MorekynapHon reHetukn AHLL
KMIT 6binn HanpaeneHsl obpasubl 6mo-
noruvyeckoro matepuana 80 nauuMeHToB,
B TOM 4ucrie 66 co cnopagudeckon op-
movi CLA 1 no 2 GonbHbIX 13 7 cemen
¢ CUA. MonekynsipHo-reHeTu4eckas
yacTb uccriegoBaHui Gbina npoBegeHa
coBMecTHO ¢ konneramu 3 HUW mos-
ra Yuueepcuteta r. Huurata (AnonHus).
Ha 6ase otgena monekynsipHOM reHe-
Tvkn AHL, KMIM pa6oTta npogormkmnack
Ha reHeTnyeckoM aHanusatope Applied
Biosystems 3130. PesynbraTbl cekBeHu-
poBaHusi o6paboTaHbl C MOMOLLbIO MPO-
rpammHoro obecneuvennsi GeneMapper.

OHK Bblaensnu n3 10 mn nepudepu-
YeCKOW KpoBM CTaHAAPTHbIM METOAOM C
nucnonb3oBaHnemMm npotevHassl K n no-
cnegyrowen eHonsHO-X1opodopMHON
akcTpakumen (MeguunHckne naboparop-
Hble TexHororuu, 1999). MNMpenBaputens-
HO y BCcex obcnegyembix GbIno nony4yeHo
NMCbMEHHOE WH(OPMUPOBaAHHOE corna-
cve.

Pesynbratbl 1 obcyxaeHue. [Oud-
depeHumnanbHasa pguarHoctuka 80 na-
UMEHTOB C  HenaeHTMdULMPOBaHHOM
dhopMoii MOKEYKOBOTO cnHApomMa bbina
npoBedeHa Ha nsatb opm ALl CLIA. Oke-
naHcuss CAG-nosTopoB B reHax ATXN2
(CLUA2), ATXN3 (CUA3), CACNL1A4
(CLUAB), TBP (CLUA17) B obcneposaH-
HoW BblOOpKe He bbina BbisiBrieHa. O6Ha-
pyxeHa akcnaHcus CAG-noBTopa B reHe
DRPLA y 4eTBepbIX GOMbHbLIX U3 OAHOW
SIKYyTCKOM ceMbM (puc. 1). Y npobaHga u
y 6pata 63 myTaHTHbIX CAG-noBTOpa, y

maTtepu 1 cecTpbl NpobaHaa — 62 (nopor
HopMbI < 36).

I1I-5 npobaHg P, 1969 r. p., BnepBble
obpatuncsa B MK B 2005 r. ¢ HapyLueHm-
eM koopauHaumu. B crartyce: 6onbHon
BbICOKOTO pOCTa, aCTEHUYECKOro Teroc-
noxexus. 3padkm D=S, doTopeakuums
XMBas, nesasi rmasHas LWemnb YyTb YXe.
O6bem OBWKEHMSA MasHbIX S6MoK YyTb
OrpaHVyeH B CTOPOHbI, FOPU3OHTanb-
HbIl ABYCTOPOHHWUIA HUCTarM. JIMuo cum-
mMeTpuyHoe. Msrkoe Hebo noaBWKHOE,
CUMMETPUYHOe. [MoTaHve He Hapylue-
Ho. [onoc c rHycaBbIM OTTEHKOM. HA3bIK
no cpegHen nuHumn, 6e3 ubpunnauni
n atpocuin. Jlerkme cumnTombl opanb-
HOro aBToMaTM3Ma. YeTkMx napesoB
KOHe4yHocTel HeT. MblIlWeyHbln  TOHYC
Onddy3HO cHUMXKeH. KucteBaa guHamo-
metpus: D=29 kr, S=30 kr. [ny6okue cy-
XOXUIbHblE pednekcbl C pyK U HOT YyTb
CHWKeHbI, 6e3 pasHuLbl CTOPOoH. lMaTono-
rmyeckux 3HakoB HeT. KoopauHaTopHble
NpoObI BLINOMHSAET C MHTEHLMEN U aTak-
cuewn ¢ OByx CTOpoH. Jlerkast aucmeTpus
N agvapoxokuHesnsa. B nose PombGepra
CTOUT C TPyAOM, atakcus Tynosuwa. lMo-
xogka atakcudeckas. OueHka TsKecTu
atakcum no wkane SARA coctasuna 25
6annos. [MoBepxHocTHass u rnybokas
YYBCTBUTENMbHOCTb HEe HapyweHbl. MPT
rornioBHoro mo3ra ot 13.10.2010 r. 3akn.:
MPT-npusHakn  atpodun  ronoBHOro
MO3ra, C MPEeUMYyLLECTBEHHbIM MOpaxe-
HMEM CTBOMOBbLIX CTPYKTYP M MO3Xe4Ka
(pnc.2). 33l ot 20.02.2012 r. 3akn.: He-
BblpaXXeHHble AN PY3HbIE N3MEHEHUS.
YMepeHHasi OUCKYHKLUMSA MOOKOPKOBO-
CTBONOBbLIX CTPYKTyp. B TeyeHue Bcen
3an1cuK perucTpypyroTCcsa peakme BCrblLl-
K/ 3NMaKTUBHOCTU («OCTpasi-meaneHHas
BOJSIHa») MO NepeaHUM OTAenam rofioBHO-
ro mosra AnuTenbHocTbio 4o 1 C.

II-1 matb npobGaHga K., 1945 rp.,
BrnepBble obpatunacb B MK B 2006 .
C >xanobamy Ha HapyLleHWe MOXOAKMU.
Cuntaer cebs
6onbHoM ¢ 50 ner,

¢ 2001 r. Hapywe-

1
L

| HUe peuun, uspen-
Ka nonepxmBaHue.
PopocrnoBHast He-

BOCMNU-

V
1

Puc.1. leHeanornyeckass cxema SIKyTCKOW CeMbW C 3KCMaHCUen

CAG-nosTopa B reHe DRPLA

4 U3BECTHa,

TblBanacb B AeTckoM gome. B craryce:
B CO3HAHWW, MOIOXEHNE BbIHYXOEHHOE,
YepTbl N 3a0CTPEHHbIE. 3padkun OKpYy-
rmble, paBHble, hoTOopeakuusi ocrnabne-
Ha. OOGbeM [OBWXEHUs OpOuT orpaHu-
YeH npu B3rNsS4e BBEpX, HUCTarMa HeT.
HocorybHble cKknagkym CUMMETPUYHbIE,
rny6okune. Msrkoe He6o cUMMETpPUYHOE,
noagwxkHoe. MMoTtaHue He HapyLleHo. [o-
110C rHycaBbIN. A3bIK — nerkasa gesnauns
BrnpaBo, 6e3 atpoduii n UbpuUnAaLmnii.
YMepeHHbI X060TKOBbIN pedhriekc, cnm-
ntom MapuHecky — PogoBuym ¢ aByx CTO-
poH. Peub — rpybas gusaptpus. He cro-
NT, CAMOCTOSTENBbHO HE CaguTCsA, CUauT
Cc nopaepxkon. B nokoe Habniopaetcs
TPEMOP TOMOBblI M TYNOBULLA, HAaCUIlb-
CTBEHHbIE [OBWXEHUSA HWXHEN YencTu,
ry6. MbilweyHbIn TOHYC AUGdY3HO CHU-
*eH. KucteBas agmHamometpus: D=10
Kr, S=9 kr. lMnoTpodma rMNOTEHOPOB Kn-
cTenl. B Horax cuna cHwxeHa go 3,5 6.
KoHTpakTypa npaBoro KOfeHHoro cycra-
Ba. CyxoxunbHble pedriekchbl C pyK: Kap-
nopaauvansHble xuBble, D=S, ¢ buuenca
N Tpuuenca 4yTb CHWXeHbl. KoneHHble
N axunnoBbl pednekcbl Huskue, S>D.
MaTonornyecknx 3HakoB HeT. MNanbueHo-
COBYIO NpPOBY BLIMOMHAET C MHTEHLUMEN,
nerkum xopeoateto3oM. OueHka Tske-
cTun atakcum no wkane SARA coctaBuna
33 Ganna. vnepecTe3ansi KOHEYHOCTEN.
Cnerka HapylueHa rnybokas 4yBCTBU-
TENbHOCTb. Ta30BbIX HapyLUEHUA HEeT.
HenpaBunbHO Ha3biBaeT Aaty, nyraerca
B MMeHax BHyKOB. CTOUT OTMETUTb, YTO
y matepu npobaHaa MO3KEYKOBbIA CUH-
OPOM COYEeTaeTcs C IKCTpanupamugHomn
HEeJOCTaTO4YHOCTbI0 U AeMeHUMnen. ITn
KIMHUYECKME CUMMTOMbI COBMafalT C
AaHHbIMKU NUTepaTypbl no APMIIA.

I1I-3 cubc npobaHma H., 1966 r.p.
JKeHwimHa BnepBble obpartunacb B Ae-
kabpe 2010 r. ¢ xxanobamu Ha HapyLue-
HWe NOXOAKU, U3MEHEHME peyu, nodepka,
pe3Koe CHWXKEHWe 3peHusi, HapylLleHue
KoopauHaumm, 3abbiBunBocTb. Mocne 40
NeT 3aMeTun HapylleHWe MOXOOKN Cy-
npyr 6onbHoW, 3aTeM MNPUCOELAUNHWUMUCH
N3MeHeHne peyn 1 3abbiB4MBOCTbL. OKpY-
Xawlme ctanu genatb 3amedaHusi, 4To
3abbiBaeT cneyuansHo. C Havana 2011 .
3amMevyaeT 3a cobou BCMbIWKM THEeBa.

Puc.2. dparmeHT pogocnoBHon sikyTckon cembn ¢ APITTIA



C 2010 r. 6bIBalOT NPUCTYMbI CUIBHOMN rO-
noBHoN 6onu B NnobHon obnactu ¢ 4yB-
CTBOM TOLLUHOTbI U PBOTOW, CBA3bIBAET
CO CTPECCOBbIMY CUTYaUUSMU, YacTOTOMN
1 pa3 B 2-3 Mec., B 3TO BPEMS HUYETO HE
NPUHUMAET, 32 MEOULMHCKOW MOMOLLbIO
He obpallaeTcs, nNpyu 3TOM OTMeYaeTcs
cHwxkenne Al po 60/40 mm pt. cT. B Te-
YeHue AByX NeT He paboTaeT, MeeT 2-10
rpynny nHeanugHocTtu. B 2000 r. 6onbHas
norny4mna 4YepernHo-Mo3roByto TpaBmy B
aBTOMOOUNbHOM aBapuv, CBOEBpPEMEH-
Hoe rneyeHue He nonyyuna. CemenHbI
aHaMHe3: MauueHTka B pasBofe, UMeeT
OfHY 300POBYI [OYb U BHYYKY, KOTOPYHO
3abupaeT 13 getckoro caga. Y matepu n
pogHoro cubca umeetca nogobHoe 3a-
oonesaHue. O6bEKTUBHO: BonbHas HOp-
MOCTEHNYECKOrO TEMOCIOXEHUS, pocT 164,
Bec 55 kr. HeBponoruyeckun craTyc: 3pe-
HMe CHWKeHO (npecbuonus), 3padku n
rnasHble wWenu paeHble. OObem aBuke-
HUSi OpOWT MOMHbIN, HUCTarM rOpPU30H-
TanbHbll B 06e CTOpOHLI. MeHee 4eTko
npaeas HocorybHas cknagka. Msrkoe
HebO cummeTpuyHoe npu hoHauun, Ha-
npshkeHne ocnabneHo. Pednekcbl ¢ mar-
koro Heba ¥ 3agHEen CTEeHKWU [MNOTKA Co-
XpaHeHbl. [NonepxuBaetcs TBEpAON nu-
Lien penko. A3sblk B NOMOCTU U NpU Bbl-
COBbIBaHWM MO CpeaHen NMuHuK, atpocun
n mbpunnaumm Mol HeT. Pedpnekchbl
opanbHOro aBsTOMaTM3Ma oTpulaTesb-
Hble. YeTknx napes3oB KOHEYHOCTEN HeT.
CyxoxunbHble M HagKOCTHUYHbIE ped-
NeKCbl C PyK U HOT BbICOKNE, paBHOMEp-
Hble C [AByX CTOpOH. [laTtonoruveckux
CTOMHbIX 3HAKOB HeT. MbilleYHbIN TOHYC
anpdy3HO  CHWXKEH. YyBCTBUTENbHbIX
HapyLUeHn YeTknx HeT. Jlerkas aucme-
Tpus u aucagunanoxokuHesus. KoopavHa-
TOPHbIE NPO6bI BLIMOMHSET C UHTEHLMEN.
Jlerknn Tpemop ronoBbl NpU BOMHEHWW.
Bo Bpems pasroBopa NpuvYMOKMBAET ry-
6amu. B no3e Pombepra atakcusi Tyrnosu-
wa, B TaHgeme He ctout 6onee 10 c. Mo-
XodKka aTtakcumyeckas, B TaHgeme 10 no-
CrneagoBaTenbHbIX LIAroB He BbIMOJHS-
eT. OueHKa TSXeCTW aTakCuu Mo Lukane
SARA coctaBuna 16 6Gannos. Peub —
ON3apTpursl, MO3XKEYKOBbIA CUHAPOM C
NErkon 3KCTpanMpamMuaHOM HenoocTaToud-
HOCTbO. PekomeHOoBaHa KOHCynbTauums
ncuxvatpa B CBSI3W C HapylleHuem na-
MSATK.

-6 mnagwun cnbc npobanpa I,
1975 r.p. MyxunHa BnepBble obpaTtuncs
B MEOUKO-TEHETUYECKYIO KOHCYNbTaLuio
19 anBaps 2012 r., xanob aKTUBHbIX He
npeabsiBnsieT. Co CroB XeHbl, peyb Y
My>a cTarna 3aMefeHHOW, NoxXo4Ka cTa-
na HeyBEepEeHHOW, ObIBAOT NPUCTYMbI TO-
TNOBOKPYXXEHUSI, U3peaka nonepxusBaHue
CnioHon BO Bpemsa cHa. [logowen gns

coaum kposu gnsa OHK-guarHocTukm Ha
HOCUTENbCTBO MyTauuu B reHe DRPLA.
PaboTaeT negarorom B LEeHTpe TEXHU4e-
ckoro TBopuyecTBa. XKeHaT, uMeeT OBYyX
OeTeNn, CTapLnii CbiH OT 1-ro 6paka XXeHbl.
TpaBMbl rOMoOBbI C COTPSICEHUEM TOIOB-
HOro Mosra B aHamHese, 6e3 ageksar-
Horo neyenusi. Co crnoB, ankorornem He
3noynotpebnset. Kyput, 1 nadku xsataet
Ha 3-4 aHa. OOBbEKTMBHO: aCTEHNYECKOrO
TENOCMNOXEHUs, BbICOKOrO pocta. B He-
BPOIIOrMYECKOM CTaTyCe: 3peHne N Criyx
coxpaHeHbl. CnesoteyerHne OU. 3pauku
OoKpyrrnon opmbl, paBHble, hoTopeak-
uus xuBasi. MNMpaBasi rmasHas Lwenb 4yTb
yxe. O6bem OBMXEHUA OpOUT MOMHbIN,
HUcTarma Het. MeHee 4YeTKO npaBasi HO-
corybHas cknagka. Msrkoe Hebo cuMm-
METPUYHOE, NOABWXHOE. A3blk — rpybasi
AesBnauus Bnpaso, 6e3 atpocduii n du-
opunnaumi. POA — nerkuin xo60TKOBbIN
pednekc. YeTknx napesoB KOHeYHOCTEN
HeT. MblilweyHbI TOHYC 06bIYHbIN. Cyxo-
XWUMbHbIE U HAOKOCTHUYHbIE pedriekchl
C PyK ¥ HOr cpegHen xuBocTn, 6es3 pas-
HUUBI CTOPOH. [Mpy BbINOMHEHUN Nasnb-
LIeHOCOBOW MpOObI: crpaBa BbINOMHSAET
HeyBEpPEHHO, creBa YAOBMNETBOPUTENb-
Ho. Jlerkas aucmetpus. Wmeetcsa ner-
KOEe OrpaHvyeHve B MpPaBOM Mre4eBOM
cycTaBe npu MOOHATMM pPyK BBEpPX, B
pasBefeHMN B CTOPOHbI (TpaBma mnreya
B ceHTsibpe 2011 r.). KoneHonaTouHyto
npoby BbINOMHSAET YOOBNETBOPUTENBHO.
YyBCTBUTEMBLHBIX HAPYLLUEHWI HET. B nose
Pombepra nerkoe nokaynaHue. B TaH-
neme ctout <10 cek. TaHoemHas noxopa-
Ka ypaetca ¢ TpygoMm. Mo wkane SARA
8 6. Peub — nerkas agmsaptpus. MPT ro-
nosHoro mosra ot 29.02.2012 r. 3akn.:
MPT-npusHaku KopkoBon aTpodum nony-
Lapuin Mo3xeyka ¢ obenx cTopoH. [Mo-
cTpaBmaruyeckas sHuedganonatusa. 93
ot 07.02.2012 r. 3akn.: HeBbIpaXeHHble
Anddy3Hble nsameHeHnss BOA rornosHoro
mosra. OyaroBoW napokcuM3mMaribHON ak-
TUBHOCTM HET.

IV-5 nnemsiHHMK npobanga, 2000 r.p.
>KanoObl: Ha MOBbLILWEHHY YyTOMMse-
MOCTb. B KnuHWKe: nerkum nupamugHbIni
cuHgpoM. 33l ot 18.02.2012 r. — 6e3
0cobeHHOCTEN.

TakMuMm 00pasoMm, KIMHUYeCcKne CuM-
nTombl GonbHbiX APMIA U3  SKYyTCKOW
CeMbUW — aTaKcusl, IKCTpanupamMmuaHbie
NCUXNYECKNE HapYLLUEHUs — COBMagarT
C AJaHHbIMU nuTepaTtypbl no APMNA 1 nx
MOXHO OTHecTu k Gonee nosgHemy fe-
610TYy Npu HebomnbLUIOW CTeneHn 3KcnaH-
cum CAG-nosTopos [4, 5, 7].

3aknroueHue. Cpean BbIGOpKM pocC-
CUMINCKUX NauMeHTOB [AeHTaTtopybponar-
nupononcosasa atpodus, pegkas cop-
Ma ayTOCOMHO-AOMWHAHTHBIX CNUHOLEe-
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pebennsapHbIX aTakCuii, BbIsIBNEHa Bnep-
Bble C MOMOLLbH MOMEKYNSAPHO-TEHETUYE-
CKUX METOOB AMarHOCTUKU. OKcnaHcust
CAG-nosTopoB B reHe DRPLA obHapy-
XKEeHa Yy 4eTBepbIX YNEeHOB SKYTCKOW ce-
Mbu. Y npobaHga u martepu npobaHaa
Habntoganacbk No3gHsisi hopma atakcum
MU BHayane Oblna MCKIYeHa MyTauusi
B rene ATXN1 (CUA 1 Twmna), 3atem
npoBepeHbl Ha Apyrue, Gonee yacTtble
Tunbl arakcun: ATXN2 (CLUA2), ATXN3
(CLIA3), CACNL1A4 (CLA6), TBP
(CUA17). U3-3a Toro, 4to matb npobaH-
[a sIBMsieTcsl CMpOTOW, BOCNUTbIBaNach B
[ETCKOM OMe, BbISIBUTb ApYrux Grm3kux
POACTBEHHUKOB CEMbW  3aTPyAHUTESb-
HO. AKYTUSI SIBNSIETCS KNacTepoM Hako-
nneHus CLA1 Tuna, a Takke mmetoTca
HengeHTuduumnpoBaHHole dopmbl CLIA
[2]. B Hawwen paboTe moneKkynsapHo-reHe-
TMYECKMM METOAOM uccrnenoBaHusa y 80
NnauneHToB C HeuaeHTUOUUMPOBaHHOM
dopmoit CLIA 6bina ncknodeHa mytaums
B reHax: ATXN2 (CLUA2), ATXN3 (CLLA3),
CACNL1A4 (CLIAB), TBP (CLLA17).

Knuhuyeckne cumnTombl  GOMbHbIX
OPMJIA 13 SKYTCKOM CeMbM — aTakcus,
3KCTpanupamMuaHble 1 ncuxmyeckne Ha-
pyLUEHNSA — COBMaAarT C AaHHbIMY NnTe-
patypbl no OPMJIA U UX MOXHO OTHECTMU
k 6bonee no3gHemMy aeboTy npy HeGOMb-
won creneHu akcnaHcun CAG-noBTOPOB.
Kak 1 npu gpyrvmx nonuriyTaMmMHOBBIX 3a-
H6oneBaHNsIX B AKYTCKOM ceMbe ¢ OPIIA
HabnopatoTca: obpaTHas Kopennsuusi
MEXY CTEeMNeHbH 3KCNaHCuUM NOBTOPOB B
MyTaHTHOM arnrene u Bo3pacToM MaHu-
dectaumm cumnTomoB GonesHu, npsMas
B3aVMOCBSI3b MEXAY CTENEeHb 3KCMaH-
CUW MOBTOPOB U TSHKECTBIO KIMHUYECKMX
NposiBNEHUn, PeHOMEH aHTUUMNaLnmn.

B nactoswee Bpems A CLIA npu-
obpeTaloT 0cobyto akTyarnbHOCTb, Kak
B MeOWLMHCKOM, Tak M B couuaribHOM
nrnaHe, B CBSA3M C [JOCTATOYHO LUMPOKOW
pacnpocTpaHeHHOCTbI, TPYOHOCTAMU B
KMMHWYECKON [MarHoCcTWKe, OTCYTCTBU-
€M 3TMOTPOMHOro MeTofa IeyeHusi, He-
YKIMOHHO MPOrpeccupyolmM TeYeHneM,
BbICOKMM MPOLIEHTOM MHBanuamsaumm u
hatanbHOCTbIO McxofoB. oaTomy CBO-
€BpPEMEHHOE BbISIBIIEHME W HaMNpaBreHne
BOMbHBIX C MO3XKEYKOBLIM CUHAPOMOM B
MEAMKO-TEHETUYECKYIO  KOHCYMbTaumto,
paspabotka Hambonee 3MPEKTUBHBIX
METOAOB KOHCYINBTMPOBAHUS, BKIOYalo-
wmx OHK-grarHocTurky, umeroT 6onbLuoe
coumanbHO-3KOHOMUYECKOE 3HaYeHue.
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C.K. KoHoHoBa, O.I. Cugopoea, M.A. Bapnamoga,
X.A. KyptaHos, ®.A. lNnatoHos, B.J1. xxeBckas,
3.K. XycHytamHoBa, C.A. ®enoposa

BOMPOC O CYAbEE NNOOA C MYTALMEN
NPU NMPEHATANNbHOWU OAUATHOCTUKE
CMUHOLUEPEBENNAPHON ATAKCUM

| TUNA U MUOTOHUYECKON OUCTPODUN
B PECINYBJIMKE CAXA (AKYTUA)

Hamu obeyxpaaetcs ogHa 13 npobnem npeHatansHon anarHoctukm (M) — 6uoatnyeckas gunemma B Borpoce o cyabbe nnoga ¢ mytauuvei

cnuHouepebennsapHoi atakcuun | Tuna (CLLA1) u mmotoHuuveckoi auctpocpum (MA). Lo Havana 3aboneBaHns UHANBUAbI — HOCUTENW MyTaLMU reHa
SCA1, no HaleMmy MHEeHWo, He MOryT Ha3blBaTbCs GOMbHBIMU, NMOCKOMbKY OHW ABMSAIOTCS abCOMIOTHO 340POBLIMU MTUYHOCTSIMU B (PU3NYECKOM 1
VHTenneKkTyansHom passutun. PeHomeH aHTuumnauuv npu M nposiBnsieTcst B 3HaYMTENbHON CTENEHW Npy nepefaye OT NoOpaXxeHHbIX maTtepen
1 NOBbILLIAET PUCK POXOEHNS NMPAKTUYECKN HEXM3HECTOCOBOHOrO pebeHka ¢ Tskernon dopmoii BpoxaeHHon M. BosHukaeT aTudeckas gunemma:
«MoxHo nu oTHecTn CLIA1 k MeHee cepbe3HbiM HacrneacTBeHHbIM 3abonesanusim ans M, a MO — k 6onee cepbe3HbIM?». [aHHbI BONPOC O4eHb
CMOXHbIN 1 TpebyeT 0bCyKaAeHUst He TOMNbKO CPpeaun CneLmanucToB, HO 1 IOPUCTOB, NMCUXOMOrOB U HaceneHus pecnybnuku.

KntoueBble crnoBa: 61oatnyeckne npobrnemsl, npeHaTanbHas AMarHocTuka, cnmHoLepebennsapHas atakcusl, MMOTOHuYeckas auctpodusi, Pe-
cnybnuka Caxa (AkyTus).

We discuss one of the issues of prenatal diagnostics — the bioethical dilemma of the fate of a foetus with a mutation. We believe that prior to the
onset of the disease, the individuals-carriers of SCA1 gene mutation cannot be called diseased, as they are completely healthy in their physical
and intellectual development. The phenomenon of DM anticipation depends heavily on inheritance from diseased mothers and increases the risk
of birth of an almost completely unviable baby with a severe congenital DM. An ethical dilemma arises: «Should we classify spinocerebellar ataxia
type 1 as a ‘less serious’ genetic disease for prenatal diagnostics, and myotonic dystrophy as a more serious disease for prenatal diagnostics?»
This is a very complex issue and requires discussion not only among the specialists, but also lawyers, psychologists and the general population

of the republic.

Keywords: bioethical issues, prenatal diagnostics, spinocerebellar ataxia, myotonic dystrophy, Sakha Republic
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BBepeHue. [peHartanbHas aguarHo-
ctuka (MA) HacnencTBeHHbIX GonesHewn
— 3TO CIOXHbIA KOMMMEKC COBPEMEH-
HbIX [AMAarHOCTUYECKMX npouenyp Ha
pasnuyHbIX CTaausx BHYTPUYTPOOHOro
pasBUTUSI C LIEMbIO BbISIBMEHUS TEX UMK
MHbIX natonorui y nnoga. B Poccum M4
LUMPOKO CcTana MNPUMEHSITbCS CpaBHU-
TenbHO HegaBHO, HaumHasa ¢ M xpomo-
COMHbIX 3ab0neBaHuii C MOMOLLLbIHO HEWNH-
Ba3uBHbIX MeToaoB — Y3W-anarHoctukm
1 onpeaeneHns GUOXMMMUYECKUX MapKe-
poB. B HacToswee Bpems N[ gocTynHbl
NpakTU4YeCckn BCe MOHOreHHble 3abore-
BaHUSI C YCTAHOBMEHHbIMU MNPUYUHAMU
— W3BECTHbIMW MyTauUUsiMU MOBPEXOEH-
HbIX reHoB. COBEpLUEHCTBYIOTCA METO-

Obl U BO3MOXHOCTU reHeTmndyeckon N0, B
yactHocTn B. BapaHoB (2015) B cBoei
paboTte gaet 0630p NATM OCHOBHBIX CO-
BpeMeHHbIX nogxonos B MNA;

1) monekynspHas AuvarHoCTuKa Xpo-
MOCOMHBIX 6ornesHew;

2) MWKPOAENEUMNOHHBIN aHanus3 ¢ no-
MOLLbIO MMKpOYMNa (CpaBHUTENbHas re-
HOMHasi rmbpuamnsauusa — array CGH);

3) goumnnaHTaunMoHHas AnarHocTuka
XPOMOCOMHBIX 1 FeHHbIX 6onesHen;

4) HenHBasmeHasa M (HAMA) xpomo-
COMHbIX U TeHHbIX OonesHen MeToaoM
cekBeHupoBaHmsa [OHK nnoga B Kposu
MaTepu (CEKBEHMPOBAHME HOBOIO MOKO-
nexusa — NGS);

5) ynpegutensHoe reHeTuyeckoe Te-
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