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BB O REIR G T 1A OMEST . @BCKAFZERR
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L7z 174 FREXR E L, EREREM &
AR THHEABE LI ETRbILD
IERERF AR . A O R I A ek
Hi3k DNA #E 2 UV C PCRIER L UWAEE
Rpdh o 7 — {5 % N A TR B 28 S o A 4
IR LT,

TSR I 1T 2/ NMAE MEIE O FERE %
BH & i3 A 72, Cerebellar ataxia,
neuropathy,
syndrome (CANVAS) %4 L7=,

A LN HIIER L2 36 1) 2 SB AR M B 2K G i B
UNE 51 0D R A ] 72 1] 22 6 6212 CANVAS
DERAY Y —= 0 T EATV, BRIRE - 815
TR 21T o 1o, BARMEE LTESE
JEB] 1291 Fliz >\ T, SCAL, 2, 3,6, 7,8,
12, 31, DRPLA ¥ J ' GSS (PRNP, P102L
EH) OIERMT AT, bRl 333 %
BRoN U7z, Bt 4 6521 RFCL B inF D
et 21T o, HEHEDH D
(AAGGGQ)exp, (ACAGQ)exp & BM:L #HiE
D& 5 (AAAAG)exp, (AAAGGlexp % XI5
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M8 N) HRIE L7z,

QRIERTZWI. EHIBWIT R T LADHEL
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REEZ W THR L7 Sez6l2 & /37
Ba2 R, 1G4 500 {54 L7~ n
> MEG O U TG4 il Lz,
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et al. Neurology 2017) %7z L7= 67 44D
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20 4 OBARPERT R/ KA VELE B, 18 44 D
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TNENDOERIKRG % iz L, neuropil fuik
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9 4, EABMETIE 24 4126 L C Pl
#7272, 0B DT o r— b & R
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% L FFIE 2 HEHE LT,
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CaV3.1 z=1— N9 %5 CACNAIG &isT
BRIV RIET S SCA42 DORIRIZITY
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T 5720, CACNAIG RN F 7 ARk
WCRIETRELZ T Lo, MR EMI
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synaptophysin 7 £ % A{bLSEH0E LM%
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O HARE PN RS B E L Z D AT RE A R
X7, v -tubulin <2 KIF5A 72 & Ot il
Pt ATV, D ORI JRTE & ffhT L
7

A/ ERAE 36 B (SCA36) 1.
Nucleolar protein 56 (NOP56) i&{n+ DA
v her v 1 BT 5. GGCCTG
hexanucleotide repeat (HNR) OJFHIfHE
(ZHEERT %, SCA36 MfllE 7 I TH
MR R S IR SN Db B & IREt
L7,

(K : FH) BEOMAFEEEZGOL, A
BN BB ABLLZ 2 o T B R Bk oL A
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1T#R#) & FIM SGEEICITAHBIBIMR 2785
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BHIUINEYTF—ar7al T iRnE
Hiemnoiz,

N TR s 2 L7z MSA 3 D2E5%R
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2021 4 9 J 1 H £ TITHT L7 RIIARE
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GOFEHZH. b LIXEEEOHEICET
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WX DT — X BNUE LT 1T o 7=, ki
DI % L0 U ST 5 HIE T IE DR
ATV BEOT — & bR L, &R 72
BALFRD BV D DRHT Z1T > T2,

% RREMHE ST 5 B AP RRIEE O N
AFA~v—T—& U TRITIRFAEREN D
D3, [FIFERERR A LEUHE C & BLAYREAN & IR
#CTh D, IFERTINEE ORI
B 72 B VTR IR A 2 VT ZRME
MEHE 2 & 4o BE/ NI ZE VERE B3 O B JFFIT
BEREZ 5 L, BRIRICH O RREPEIZ DUV T
Rt L7z,

1297 R e /N 5 IR ek S ESp57 i 2
SCD.,MSA OJREEFEZH LT H L &
Hiz, FRRERTROLNNC T EMHBET 85
To 7R R PRI 2 B 5% L7=, MSA & SCD ™
JRRBSE IOV TIE, 2021 4 3 HIZEAEGT
BE LY 7T — X ORMEEZ T, 2004 F
~2014 L F T OFHIRERB] Ot 217 -
77

MSA 28T, g 5-HIAA & X3
NI UVAR—=Z—A A= T RISEH LT
Yo b= A A=V T OFH%EDOEES
FRES UTzo 7o B BT AT RE 72 I 2 FE I 1
R, ZRMEMIE O RIZWIC BT 5
B AME O CTRET L7z, #fiik 5-HIAA (2
DWTIE, MSAB8 I, = kr—/L 30 #l
EXRIRE LU CHELZEZA MSA BECH

BT LWz (P<0.001), ERr b=V
N U AR—=Z —=OAHUIZ OV T,
E AL FIEOBT 2D 7=, E I IK 7 FE
BfiENT > A7 5 GVAC) 12 K D REt T,
FHTEE IS L, BIfE, Splink Inc. & H:[F]
THEFEEAT THED TV D,

MSA-C @ R H# 2 Wr i< o /)
sT1w/T2w ratio fEHH TH L0 E 9 )
et Lz, BETSRE (SCA3, SCAS6)
SOfEE St L, /MK sT1w/T2w ratio
X MSA-C THEIKETH 7=, /MK
il sT1w/T2w ratio @ MSA-C & %= HEk}E
B, JEEOMBICEBIT D AUC 1ZWTi
£ >0.9 L EfETh 72, MSA-C & SCAS,
SCA6 & O #E R EHB W T, W/ id
sT1w/T2w ratio DZWHEEIX, Fy 7 nm
AR A RHU NN T2 R S E
T ORTERFHE & ik LT, %L ETH

277,

@A RFBHF 78 D B
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@BEFEL VA b Y OIEFEEAH
HEENVRTRIE 2 M5 & LT AR AT
2 J-CAT(Japan Consortium of ATaxias) %
L | BRRTE RO, Bl FRAEICL D
TR E | R O TR & E AREETR AL, BT
SRR T HRBE & 1T - 72, 2022 4 3 HREAL
T 2207 FlOGDF i, DNA 1659 i
A + Cell line 334 ffiff -+ M4E 429 FiRDIL
HEEER L, 1659 Bl TR A (—kA
7V —=27) BFET L, 779 #l(47.0%) T



W A e E U 7o, AR RRAT O R FIL.
SCA31: 255 f5](15.4%). SCA6: 222 fi
(13.4%) . MJD/SCA3: 148 i (8.9%) .
DRPLA:56 f41(3.4%). SCA2: 28 #i(1.7%).
SCA1: 24 51(1.4%), SCAS: 14 {5(0.8%).
SCA36: 13 1(0.8%). HD10 #1(0.6%) T &
S 7o WRIRPER AR E OIEFI D 5 6 Fhk
JEERS A « AT A 0T T18 Billcds
WX BT 7 Y — LT 2 R T L. 28 £
QW IR E R 2RO -, WFRIL,
SCARS8 (SYNE1): 10 fil, EA2 (CACNA1A):
9 i, SCA42 (CACNA1G) : 6 5], Hypotonia,
ataxia, developmental delay and tooth
enamel defect syndrome (CTBP1) : 1 3,
GM2 gangliosidosis (HEXA): 1 i |
Developmental and epileptic
encephalopathy 32 (KCNA2): 1 ] To -
7o (FEINWITRR &R ), £72 7 #T
CANVAS OJi[Ai#Ef5 7 RFC1 @V v©— |
EZEED (AAGGG) n Ol 7 U VEEIZ
FELBROWEERN GO, B E2RT
814 11(49.1% )2 I TR AHEE L 7=,

IS NRES T SIHR
O/NRBIZ & O T- EERE

NV IRSEAE O /NI M TR BN S FRE 1 X 2 <
WIVEHETH Y | FIREN SR 5 Z
CIXIFEARFRE T D, FRITHI R/ NI
PEEB)FRIE & ek & T 551X, 2
WrinKEETH D,
FERRERIELZ & 2 AT PR EE CFRAE (X, AF
FENEHE CIE 0 IS S TR0,
PWTA RTA4 2B TH, “ikMEES
KAIVEOEREBOHFITMZ, H#RE 5
W SELINERD D,

$72 SCA31 X° SCA6 73 & D H SR IEER(T A
A - BRARIERE O b D72, SCA31
(2R3 2RIt A s LT,

FALKFOFHAE TITA 9 FIDNEHIRN D
FEIRHEB D ORIR T, FIEME 128 1 (&
KD 74%) DHH, 97 5% (56%) THIA
BinfZ2RE L, HEIL SCA6 Mik%

(18%). 2T SCA31 (14%). SCA3
(11%) .SCA1(8%) . % L T DRPLA (5%)
DIETH 7=,

RV T CANVAS il ZFH4& L., 2
R A/ DBREEZRDT, WEHT OFHE
LMEIE BE OMEE W 21T > TR D
I3 a ERR LTV D,

P SN HIIERZ 35 1) 2 S8 AR M B 2K Gl i B
VIEBID 5 6, RFC1 s DRFHE%
17 JEBICRIE L., VE—FETF =TI
(AAGGG)exp / (AAGGG)exp 8 JiE #l |
(ACAGG)exp / (ACAGG) exp 4 JiE # .
(AAGGQ)exp / (ACAGG)exp 4 JiE i .
(AAGGQ)exp / (AAAGG) 10-25
(AAAGG)exp 1 ERITH 7=, H /AL
FEY I 8 FEMFI, B 3 FEMFI, T 2 SiE |
Koy« Bl - FEhE - AR 1 EEIT, HiskAY
REFEIT VW E B X bz, FIEF X
50.5E17 T, BEHED LBV mliFEIE T
bolz, FET CANVAS CUMMKHH, =
2 — o NF— JEEREE) LAAMNIK R+
R = 22— m T — iR IR /NI S
7N R+ B R o
72 EDRL B VT, BEE MRI Tl IMsZHE O
FDIERF IR ZEAE (hot cross bun sign,
MCP sign & 251 & 588 2 FEB] & 588
7=,

Ji~E 7V SIEEOAIRIZB T DR
WEFEREFA, FIRRp & D AT o 72, HlkR

E3
7N

&
O S

+Parkinsonism,



Bl & DHEIZ E V| Ao FEREFIA R R D
IEFEVED HER TE T2,

SPG31 ZARITHAREIZHAM L TEY,
HIREY 2R 01X 7220 o 72, FR-RHE Sk
REEP1 % %13 14 {# T, missense 225273 5
&, nonsense 2 %73 3 f#l, frameshift 25 %
2% 4 fi, splice site ZZ % & large deletion 4
HEHRENZN 12T OTHY, 13 1
RET D o T FIEFE L) 22.4 7% T 10
L FCORIERFEH Y, FIEFEIT 10
LA R & 41-50 %I peak % &0 IgEMED
DT H o, B TITMEFRIRAE
IR E RN ST b OO, BN 19.6 5%

(n=15). ZMEAN 32.8 3% (n=5) & HMET
FEFEMR S B NMEAIZ B o T,

QFIERTZHT. BHBWIT AT LOREL
Sez6l12 FLIRIZ DWW T, /MMM EEh JFRE
146 il 2 I CREME & HIE LT, ER =y
~a— b & VR A CIE R TR TH
D Z L DHER ST, BT 2 B O BRIRGI,
EBIZHMETH Y | 1T 55 sl iR
D /NI E B R FRAE CHRE L. i R oo
it ERO LR EZRH TS OCB 1X
EfEThole, b O 1ENTHEAMEDORE T
65 ik CHIE L. Bt mrR o EAIT
BHOTELT, OCBIIARHETH- 7,
ARG B O FE R . SAOA Tix.
neuropil HUARGIEREIZEZ Y T 5 BE TS,
ZOMOBEE - fFE LR LA EIZES )
>72 {SAOA: 124 (18%), MSA-C: 14
(3%), EAPEF M/ INHAMIERSE 0 4,
ftEE 0 4, F£72 neuropil HriEGIED
SAOA A& X, ME P MAIIEZ 2 L, #E
RBBIEO G R DN L 2B BT L
7oo S DITHIERIENIEIT S 4172 neuropil

PUARBGME SAOA B 4 4 O Ifik 2 FH\V )%
FfaYeta 217U neuropil FUIRNY, FHRHH
falER R 2R T ok Th Lo L &

LT, Fo, REFRIEORICEL T
%, 4 4 2 AITH B2 IBIRBOGHE 2 7
& T, BRIRFZWT ESUE 23 7o TR IR EL T
D ANFE M RN FEREL /NI M T ) S i e AR
D HFNNT, S FIEDONRBHIFFTE 5, M
PRARIA R LR 2 A3 5 BE P FEET D
AIREMEDS R ST,

QX FHAEM I X UREBE DIERFTAMEHED
i AVA

probable IDCA O [ SR % Rij ) Z (ZFRA
T 57D, REPICHER 1035 5
TV RTLEME L, Thbb, (D) /)
N AR D EIEE DA 72 B3, HHEAEIEDH
SNEARET S Z LAz lo, 103HHE
DT o r— Mt (D7, @fifiFr, @
PRI 28, @BR, OB
Ke, O T 21X <EE, OB HaE, O/
B, QR b r—L, @l O
JB) #EBR LT, £z (2 BMNKFHEPLEE
KXk 2 — %7 =4k 2 —bF
% electronic data capture (EDC)> A7 A
Z3H BT,

CANVAS ® ACAGG V v'— NMEEHIT
I fasciculation 234 H LT, Z DIFAEITE
® fasciculation Td 2 H D & | contraction
fasciculation (2 &2 & DAELEL TWDH A
BEMER R SN, — T AAGGG Y v —

NERE % £ 9 4 45Tl fasciculation % 5 %
BRI Z2 B R DR FE T BT, EX
EHFHIMRAE THRE 2RO ol

ORCKITIEER e DB ZRL L, ERE



BRAEHE D EMRE Y
DRAPLA, ZPEB{PERH/MMATEE, (2

DWTIE, & & EERMFFEHEE 2D THRES
L7z, 2T, U 7 LVOSFKIZIRETSH
ST, BFZERFEE O/, ZOOM (2
LAEBESECTRAAOHIRERE L, £
EEIRERIZFT To, SMOERF2TO
VURTD T AS~OWMY A EFERE L, WRIE
LT, TV TIEB MR AREY 72, ED X 51T
[E BRI 2 HEEE L TN ey, AR &
LChFohi, FAMTa—2 =y
& OEBEIFEINIE T, SCA3 Z#fik, i T
WESTZZ x2S L, ZO JRBRICANT
TRERMR L RoT,

OBRFEOEYEE, VNEYTFT— g K
%, EITHRRTIEOREL

SCA42 OIEHRICY =4 3 RNEHT+ 5
B 2 Bt L7o, 258 CACNALG #BLH
JTIEY T T ADAX ¥ 7 4 —)L K& R
7T % PSD-95 O JRIEIC B A
R BTz, PSD-95 @ Hifa PN 5 1
KIF5A NG T5EEZE2 LN TNWH I &
M, TOWMPERFEIZBIT D T L

FERAFMEZ R L T 5,
SCA36 il €7 /L IZFB T sodium
copper chlorophyllin(SCC) hemin

chloride(HC) 1Z i1 & GGCCUG V &— h
RNA %4 U 7o M 3 A AKJ8 L 72, SCC &
HC 1ZBEICERREH T2 bEamToh
V. ENSORENE RIERICET 27 —4
THDCEEIN TS, Ty T7 URY
Ta = U T ORLENG, b DILEWIT
SCA36 (Zxf7 HiaEmmMiibam e LTH
BBz b,

HIPIBE LT k92 TR (A MR I S 3

L. MM BHEICE -7~ DRPLA OJER]
Z R U 7o, [ARE Cid, IEFERYIC f s &
AOFL WD EREMENR B 0 | IRBHIREA %
FEMRAIIZAT 5 BN B 5

TBEMEVERE 16 FllTxh4 2 mHE
Ue Y TF—a U EFE LT, KE (B
FHRE, TEEERIE, SRR kL
U TFT—varyral T A00ANE
IZOWTHlEL, FEHER Y Y T —
2 NCBT HEBILH . ADL odGEL %
HH U NN T —arrul 7 A AE
D BIENEIZ SN THRE LT,

K HIBE 22 B, N LR ERIEHR A 1T o 7z
14 o> MSA B3 T, ZERIEITN LR
WEMTHBIDRWVERTH- - (1.7%
vs 45.5%,P=0.02), £7z, NIz %
L7 MSA B#E T, [UEYIBOARDY
& L U CORAAEF IR A A BICIER L
TWiz (15.0 4 vs 9.3 45, P=0.03),

G@EHzZE. b L XEEEDHEICET
B3 A= — A — R OHERE

F G/ M ZEVEE FBFE O FRAE R B - Rl
B O BB BRERZATV, BIREROIE &
BT A 2T K D BIBOEE B REREAMN 4 %
RFHNCAT o 7o, BRIRTE R & HTHLT A 212
£ DT — 5 m R LTz,

MSA OFIFIR FIZ >\ T MSA 8 4
(MSA-C5 4., MSA-P3 %), #f=itgh/
fiZstdE 74 (MJD/SCA3 144, SCA6 3
4 SCA31 3 4)., #liFr B ALt A i (PAF)
3 &4 . W AMHO 7T 41T T,
SUDOSCAN(Impeto Medical 5% fu>
T . electrochemical skin conductance
(ESC ; B p S) ZHIEM & L CREFRIT
HEREZE LT, © OfEHE, %0 ESC I,



MSA ££C 48.3+10.1(SD), SCA £ T 66.6
+15.4(SD), PAF #£ T 16.8+5.2(SD), HC
#ET 67.69.0(SD) TH Y . MSA #£ T SCA
HBIOHC B EENTHEIZKEFLTWY
oo AIEITF /DM NESE O B2 FE R ITHERE
RBICTET 5 Z ENARETH D |
MSA & SCA O#ERNCAH T 5 I RerEs
R I T,

PR R B 2 & O T2 A TR, 2004
FEND 2014 FEETICEICREDH -
7= SCD 35,61 fil72 & NNZ SRR EMEIE D 9
B OPCA 17,275 Bz S\ TIREE F % I
HEMT LTz, F72 MSA IZOWTIEZ AL
RE & 7= fiR#HTIC & v . SND, SDS, OPCA
DOBWHZBNT, Wh7REENKE < H
HE4 22OV TH LN LT,

B 5-HIAA O WIE ITNEFHSER] % 275

L. BUERSCEERT CThH 5, tr h =
B, %“EEEDO AH ROI HEICHKSL
Specific to
ratios(SBR)EI&ERIZ T L. BUEMRHT %
DTS, iIVAC IZOWTIE, L 0if
BEITRE LT,

(FHE : 7)) MSA-C 32 5], SCA3 8 i,
SCA6 16 fiil, fEHE 17 fla x5, R
L 72BEE MRI @ T1 sRaFHE & & T2 8558
BB sST1w/T2w ratio ~ »~ 7 Z{ERk L.
SN sST1w/T2w ratio fiE 2 % H L 7=, ROC
fIERTIZ L 0 2l ERE Tl R Rl Y
yFﬁDXA/%%xﬁﬂwﬂMﬂTZ%ﬁ
B 5 7 OB ARG O 2 WrRe & Hefk L
776

nonspecific binding

DA BT FE D 2B
BARIUERICB L, MR FmBeds L O
R EIARRE N R I3 1T 2 FERE AR O S

HiTol-, Ty a ik X —iEiEDHE
M FNEA S B LT B - 3500 - PRSI
DREZATo Tz, Flo, MIERESGITO%
i BRI T — 2 _— 2 E L mE R FE 2 D
7

@BEFELV VR b Y OIS
HEE)FE O BE R - BRIERED T
DD —T N J-CAT 5L, ME
IRERIRTE W2 O B RE, Bin &I
LEWREE oM . EERIFER ORI X
Q%Fﬁw\Lh¥ SRR E IZH 1T 557
TR PRI E AT > 72

BHAOIERI O JASPAC Bk A D 5 & &
HIZ, HETARSERICEAZ Y TTEMN
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