BT 3

RGBT TE R A D R PEIR R EBURIT TR S 36)
EEN R O EFOKHE, 5 QOL o BIZE T 0788 EanrsiamE &

NEFE B,
HHRREMTIERT IRt A

FFED A

TEENJCHAE 13, EAPET BE/ NI AE | IR
PE - (REEPE NI RFRIE(IDCA) . 2R M %
JE (MSA)) ., B{RMRMERHRE 72 &% < O
PREDNE EN D, WREIERDS 2 72D |
BN DO XIS BT o 5, AWFFEHETIE, 5
HER° H AR O RN, 2 HEvE | EERE | 29K
A RTA DO, REL YR MY —1{K
Hl DR, A FETRBR, EERT BRI L O
¥ > AMED 78 % it L C & 72, A5 T
L. ZNHDOREZ S BB IE D, FRZ
JRRFLOR Y 72 2 Re, &
FHE/IHZEVERE (X BB TR ERETR R D
R & 22 o TN D, AL, TRIRICHE O FE T
RA~ORIRPLBOMETH 5, HFFEHIH
2. WD 8 HAIZHOWTHEET S, O/NE
Bl % & o 7o KRBT @FIERTZ2 T, W2
Wrs 27 LD, @K I L UYR R
DRI 515 DT, @RCKATF TRk
EoEHE AL L, EEIRBRHEE O SR &
ED . QBEFOIEYRLE, Ve T —2 3
VR TN R T L O HEL, © R 812
Wr. b LIZEEEOHEICET DA A
~— A — W OHEE DAERFEHIFE DL
AN, QBEFEL P A b Y — DL, T
bn, O, QORRIL, BEMERAD
g, B TIRIRICIANT 5, RIERTZ %
DB R, RFECAE S HFERE I k)

WA 2% ECcora hgA 7L JBEAEY
BATEUC ., TRFEIARHIEEE, REDR 7 U —
=7 BRETECTO v o) T
K72 EICBVWTIREEZ 525, 0., @,
®. D, @DRLFIT., R Z HEHET D
FNREBEEND, FT-ODIRIL, A
RRBICKT 2B TF—2a oz
VAERUCE T D, BEfFL YA MU OHEF
(XY EERERES T B 2 D RHI
fifi S 4, HRRHER 2 IR D 7 a A
AT 5D, RGN E TE XIS
ET D7D, HEROBATHIE R AT
DONTHREOTEANHIFFI D, 5T
3 WAEIZHE Y fEEL TITV, A IHH A o
20 2235 | BT 5 AMED WF5E8E &
DL Z BRI LHEET D,

Wi R OB
OB 25 ¥ 1= FERed A

NN FEAE S 2 MM PERE O T
EEN=a CGDE AR RN HINER0S 2 RN
Z#eiE (DRPLA) (oW T, BHIT A4
A L7o, 513 14 Bl v | FLIRBIEAER] 2
Bl ShIR LA SIERIT 12 Bl TH o7,
WILVASEREF i, HRFEAACIRBRIZ 72 - 7o 42
%, CAG U v'— M LB ZFED =,
a7 5E DRPLA [IERRAVICEE T, 7#
DN L EHER LT,



IV D /ISR TR K & /NI ZE e 1B ) R
T EMEL, TORRGZIEIZHI-5 2
ERFHNTND, BIRFHIFITIC LV 2
Wit iE C & AURARTE D406 D> D BRI L2 A%
SEOZ ERMIFS L, ElTREGEICHH
EIRDATREMEDR B Do /NEHIFEIE D /NI
B & D WIT/NMZEREZ & O BEDWD
176 FRICOWTET Y V) — NN % il T
L7,

2010 4ELIE . NCNP T2l &47 - 7=/NR
HNZHIE U 7o /I E BN G RER 2 L7
FEGNZ DU T, FEAEF I, FE R RRAEIR, 87
# MRI BT R, Wi L7 L1220 T
BRGNS T RANCHE 21T o 72, /MR
HIFEIE O /)N o P S ) SR FRE IR A2 5 L 72 50
JEBID D B, FIRBENH > 7=01% 1 HiI720
TR IXIEBITH - o, /N EE) SR
FERLSMT, FNHIRETE « B1T, CAMAL R
WEEIEB) e & RIER Z o T DI
MR o lm, 209 BIRKEZKI T
L7=Dix 32 B ThH -7,

FARRERIE L & b 72 5 ZIRVED TEB) K FHNE
%5 L7z 28 ik BEG 2 s U 7o, MRRERIE
DWW 7R AR I T 2 MRk ER
DORERITAGFONT | oA RIFR BRI R
)72 BRAF {5 7 OB T AREZRE L
& A, HEEZKBS L,

FTHE/ M RRAE 1 BUSCADIZxT 2
BFIRROERMEEIRBRICT T, SR
E7e% SCA1 BARBEEZWI HMNZT R H
SRIERFSE 2 B bA LTz, 7 4 CEX)F s 51.6
OB, 2 41X 36 » HH £ Ciliiz
SEX L, 3 41X 30 » A HE Cikliz1T -
7o BEERE S 30 - H H £ T, SARA 1
11.6+£1.1 725 12.8+1.4, 6 41T
1% 344.657.5m 75 256.2+133.2m, 6

53 EIAT ELERF O fe 47 SR HRIE 13 0.0414
0.0091 m 75 0.0576+0.027m. 9-hole
peg test |X 37.189.21 /5 46.59+
17.58 Blczh (L LT,

BRI N O ZEIBEME B NN EIE SR R &
KL, TOREFHEREZH LN LT,
2012 4E 4 H 225 2021 4F 9 BT &E s fi#tT
L7- 174 ZR x5 & Uiz, BRRFREA L
AR T HBHEEZE LT ETRbIhD
FEABAR 2420 . H1EE 0 R A gk
15k DNA ik 2 H T PCRIER L OWE
Rt o AT — k% N % C R R BEEL A B oD A7 e
BARER LT,

B EAE I D SCD OJFTL i <2
FERRE M ZH O NCTHZ L2 HME L
7o JSIURET 1998 4 4 H~2018 40D
20 £ TR & iz SCD D43 IE 20 4ER(T
DA L [FEEIC SCA6 DBEEN RS m <
SCA3 DBEEENMERV, BB EE 2 fisk T
® SCD OAJHHEE L OVFREIBIBEEE O i
Tt ADSCA O#EHBISEE L SCA6 23
kb2 <, SCA31 BNZITHEE, Z OHA
1X 1998 4E & AETH Y | milinb 2 KKk L C
RRHMLTND EEBZ bR, &bHE
DEOHE MM SCD - (SCA6 - SCA31 -
CCA) 1 @, FEEEVEIR b 5 6O TR IR
DRFE AR 5 72012, flik MK SCD
BEDEPE L TV D RNO FZERRHEPE~T
V— MNREEIToT,

TR 2 B/ NN MEIE D FE e %
G2 T D72, TEE RO /INKICFRAE D
B 275 41238 T, SCA1,SCA2,SCAS,
SCA6. SCA7. SCA8. SCA12, SCA1l4,
SCA15,SCA16, SCA17, SCA31, SCA36.
DRPLA DA J—=> T %{To7T=,

B /IR R FE B RSB 70> © SR I I



UL RIEPEFETRINZ 0T B D, #lE N
BOPICHEROBRBNRELTEY, 2
WM LTV D, FRERHEERTFIC
BT, Ml MK 44 FEFI OB IR T2 R
O RBHE L BRIRPOBOPAE 21T > 7=,
ALK T, WY AREE (51F) Bis
M9 R Cerebellar ataxia with neuropathy
areflexia

and vestibular syndrome

(CANVAS) OFHIZRIZE T, [Fia 3
BlOREHR, BILOEREEIZOVWTEIIR
FHIRAEZITV., 2WzfE L, K - W
o B RR R R LT,

F 72 CANVAS X RFC1 1 > b & o HElk
D AAGGG £ 7213 ACAGG V &°— RELSI D
M7 LAMEREHRRICE OV RET HRET
b5, ABFFETIESE %~ DY E— MY E
Z A3 D HIRG OFRE BRI 21T o 7o,

A LN HIIEAZ 35 1 2 S8 AR M dh 2K Al i B
VNI 1 D JRL IR AR E 451 22 5f 8212 CANVAS
DERRAY ) —= 2 T 2TV BRIR - Bis
FHIRE 21T o 7o, B sMEE) RFRAERE
JER] 1289 Bl SWT, SCAL 2, 3,6, 7, 8,
12, 31, DRPLA # L ' GSS (PRNP, P102L
EF) OERMEH 24TV, Bt 330 414
BRON LTz, Bl 2 x40 RFC1 s
fRHT 24T o0, W EMEDH D
(AAGGG)exp, (ACAGG)exp & B L i
D& 5H(AAAAG)exp, (AAAGG)exp % %52
& L. repeat-primed PCR (2 TiT772 o 7=,
REFEEMED B R 2B TEFIZ OV
CIIIEIEF s, KRB, BT e El2o
WTERR BB 21772, £
RFC1 EGFBHEALY b T AREEDRRK
B % 5 C T 572912 Charcot-Marie-
Tooth #i5 (CMT), BEAVEREF = 2 — /X5
— (HSN)JEFNZ R LT b RIERIC RN 21T

ot

% RREENE (MSA) X MER B L &
R OITEIER, FRWICHEBEORIES )
FAET % MSA ZR20OHENHAIND,
BT, [Al—ZFRWNIZ MSA JEF] & /8—%
v 9 (PD) JEBINFET D550 bilis
INTW5D,

MSA O&E (s fERAF & LT, COQ2
DORERERE EM: D variants 2 =2 — 3 = I D5
K& (a1 CTdh D GBA OIFJFEMED variants
DHEINTND, —HFTINHDORFIE,
PD OBIRIZRfERRIN T, & 5V MEZ D Al RE
HERHDHZENRMBNT NS, [F—F%N
IZEBMBENIE & S —F 0 Y LR ERD D
F% (MSA,PD Z55%) 22\, ZDRK
1), BRI DO FRAT 24T - 7=,

% RRBERIE DE BT, ZHOAR
EFEZORENH D | ETEN T4, 229R5E
DY AT EARZ DMBEMEN DD Z LD
BB ~DORE L HHBEEOH TEMENET
TWLZENTREND, ZOREHE)
2T 27201, AAREN TS RHEMIED
A A IR D M E L XIRIC, AT
AT = M EIT 0T

M~E YTV AALEEDARIZEB T ik
BERRZPOICHE L, 77— &
ZUHTITV, BEOIEEERE L O %
1To72,

QFIEATZ I, FHIRZW S X7 L ORENL

H O % & M/ M E B K E
(autoimmune cerebellar ataxia : ACA)D
JRIK & 720 %% Sez6l2 HUARIZ- OV T, BEA
O 7N b TR R RE 3 75 S AL T /N
BRFEO R 171 flomiGE, 2> ba—
vl U T ME & A MR BB L TE



115 2 X S IC ks L7z, Sez6l2 %
HEK293T #fl fw (2 i %l 7 Bl L | fixed
microscopic CBA JEIZ TR L7, £72
ACA DBEFEIZ D\ T RN 72 AT %47
27,

I, Bl ANFEIE C | RBIREETTME D JF K A
B D/ MR B JCFR Lok LT EBRICIE
Idiopathic sporadic ataxia (ISA) &\ 9 95
ADMER SN D, US4 & LTOR
FRTIX 2018 AT Re 8 ME /I O R E

(idiopathic cerebellar ataxia ; IDCA) @
PZWIERIERRIE STV DS, B CAEE
/NI M B R FRIE D BRI e & T
WD EIEFWEE, [ERREAEICAID ISA &
W LTCEf 2 x5 & U<, B iUk Bk
IMHTIR) ORRERZATV, £ DOEEIRG 2 Mt L
7

SCA3 292 f5l, DRPLA 203 il % %5 & L
T, B30 random survival forest

(RSF) {2 T, CAG U &' — M & FIEF
R OWT ORI 21T o 72, PRIKEEICD
W, TERDIRT AN 7 AR E &
g U,

@K F K O BT D e IR FEAT 7 1%
DL

3/ NIMISHRIE (idiopathic cerebellar
ataxia, IDCA) O HREAZHSNZT 572
OB DT 7 — MlEEEZER L, 2
> Electronic Data Capture ¥ A7 A%
Lic T — 2 WL Z L LTz, 77— b
AT, BEATEICET 22 2\ L, Al
YIRS BTSN « AL THIRE/2 b D & L
7o (ORANOBT, ONfrfiFr, @2EHIC
IET 5, @B %, © R Fash, OFFE A K.
OEFER O T 213, OR= b

—/b, OTOEEEO 10 HA) & L7z,

F o E R ORI BN IK A ERAE 9 B
(ARCA2)D 1 JEFIT, HEDKY > MfE %
APFEL. U UHIFEIC K o TIER O —EBk#
RO 2R LT,

VR (Virtual Reality) % W 7=7HHFik
W&V BBV 2 E ERICEHE T S Ak
ERENLT D R AL Lo, BERKRFE
FER B T BT AR R N BT ARE U 7o AR
PEIRED 5 B /NHHEEE) TE (B -
M R/ K ZEPESE & MSA) 36 LUV S—
Fr Y =X b BRER LT HRE(PD 72 L)
Xt e Lic, E7H 007 Bk oEshkE
FEEDBORVEFE G REEE LT3 HEMT
iR R 21T o 7o, AAUEGIEBIISREL B
30 Bl Ch b, EEOEBLT A M 57
D, Ny YT R T 4 AT VLA THD
Oculus Rift® &> R T v X 7734
AT 5 LeapMotion® % #l A& o 7 4
EZHWT, SARA IZBIT5FHHEE Th
o HEBWiER) & &R —fERER) 25 L
oo M7 NA AEMAEDESHZ LT, VR
ZEMICH 1T D LA DR S OB
TR EREPOEEMICEIT S Z & & H]
RIC LT, £FMT A 2 THDH Hib
VR Glove % H\WTC I Fo[EIA - [E141 55
BRI L7z, T3 R SNz W
—IC XV EM EOFEHROAEZRET D
Z & T FORIW - ESMEB D U R L LTES)
OFRNMEZ FEEAICFHI L7z, EFLoT AN
A R HWTCFHE T s . BTREN
mETCBEIRNERBHE ThoTH Ny N
A RCFAGNAIRE T D 7o iR A &
Bz,

SCD HB&F O EBEL E RN T 2 2
& T, X ORRRASOMHEEARIZ OV T O



MRt 21T o7z, EERERHIFERER BT
Mg AR PES 2 2 L2 DICx L,

SCD #1311 /= B PAIE Eh 25 p AT Y - 22 RIS
AHAITH Y SCD BETAH LAV 7258
AR D —REs IR AY, FERHO ML A R 7R
9 —KToH D A REME DRI S L7z, JEER

AV SR E TA b L FERERFH O IE R 13,

i 7@ IR I L 5 b0 TiEe <,
e Z 2n B OB 3 ZZMAY « FERIAIC AR HLH
2D ZERFRRDO—D2ThdEEZ LN
Too TD XD 7pidEB X DRI, HARGE
DR TH 5 “T— T HRHE” OMFEIZ D72
DoTWND EEZ BT,

@WCKAFZERRR & Ol A (b L, [EES
TRERHEE D FARIE

DRPLA, S ERMEFF#/ MMV,
DWTIE, & & [EERBFFEHEE I DU THRES
L, FleAA4a—2 0=y 7 LOEEIL
[FIfF9EC, SCA3 D /3A A~ —J1— (T
% LRI IE 2 HEE L 7=,

OREFOEY WL, Ve T —va v
Wik, AT HINRIR L OREREAL

CaV3.1 #=2— K79 % CACNA1G EIs T
ERIZEVIIET D SCA42 DOIRHEIZITY
=% I RREDTDH, SCA2 ET L~ T A
P KOG 2 AV T, A58 Cav3.1 (2
Lo L EnE X —5 > ML
7RI OV TR 21T o 72,

FHE/MRFRIE 36 A (SCA36) 1.
Nucleolar protein 56 (NOP56) i&fs+ DA
W BT 5. GGCCTG
hexanucleotide repeat (HNR) ODJiE iR
(ZHK %, SCA36 MiIfdE T LZdun T
R MR R R S IR S Db B & it

NV N =S |

L7z,

HEOMBEEZGOFL, AEENEBAE
(228 o T W REZ AR B BV A AR ZEMARE D
FEBNZ DWW T, IRBH 2 &, sk IR
W BRIV A ARZEMENE OO A IR 2 DUV TR
AT o7,

ABERER 2 %65 & LT, R/ MM MEE
WX BHIER Y U T — 3 VIRE
2 X HIEENEI KOV ADL OdGERN RN
RN K> TR DNE I MEMGEL T2,

BARYET /DI HIE B E TR 5,
HAL® (Hybrid Assistive Limb®) &4 1
7k T AR EENRIE O B & e
ZEH 5 2 &2 BRUIZ, REREAERIRER
ZNLEE - RHE U T AEEITRRRDIZE 7 1 |
a— /)L OERL, RERMIKFZEEAZ B SO
R WEIRAFFEERR M - A & 27 A (GRCT)
SO L A& T L, R O/ A
AU & R A FEHE L7z,

N LRE g A L7 MSA B DZE9%
FEDR AT L 7=, 200041 H 1 AN D
2021 £ 9 H 1 HE TITFEL L7z RWIARE
FID DK EIRE - N LB AT > 70
definite ¥ 7213 probable MSA 3 139 4
xtGrl U, a2Rekd % HAICHRE L
7

RY TNEIJRICR LT, L7 r¥=
YL ZOETFE T v m AEIT &0 TR
fEAHSE & 72 > TV D (Minakawa EN. et al.
Brain. 2020), SCA6 (ZxI7 % [EhlFETE
B (AJA-030 1plR) % L. [FREIT%
T OIRBIEDO AN, LM R Lz, &
TINE IS A 5 A 20 151), o REEER A 20 1]
B BT CTL-7 ¥ =L 1L T0.38
glkg/H (Wik&EE LT 0.5g/kg/H) T, $
GRS 48 M (BRI 52 ) | T2HF



MHTE 1 48 i1 D SARA At A a7 DX
—ATAUNEDOELEE LT,

Ubapl iB{5 72 B4 JR K & 3 2 BB PER
Mt R SPG80 (12 oW T =7 LB D E
ATV, TARIERTZ AR & L7ciist 4
1177,

@Rz, b L ITEEEOHEICE
T DA A~ — T —HFFE D HExtk

MSA 1T31) 2 BEMREEE DO AN 4~
— =& UTRITIR TR 9 203,
(R RE IR A | L EME C R BLAYREAN & N EEC &
Do ITBRAFE S AT M E DI IRAY 72 e
JERITHSRERM A (SUDOSCAN) % HW T,
MSA % & T/ NS HRIE B3 D B2 %6
ITHERE 2 5Fm L. ERIRISH O vIREMEIZ D
Tt L7,

FRENIMZEPERE (X, ARV RIRFIED 2
PRI EBHECd D23, 7o 7R IB R IEDBR%E
BED LN TEY, WL O OEEERBR
FHE E ATV D, — 5T, BRRREBR O E il
BRL T, RHEEZ R TIC WA ERIZ D
WTIE ES ., U 7T — )L RF—% (RWD)
DIERAREE STV D, ARFZE TR, 4%
PREBREIZXE L C 2003 225 2014 4R & TR
ATTEE S REBE CINELZITo TE T
RWD %M+ 2 Z & TRIENDEHOH
IREE A R BURNC I BT 5 Z & T, il
IRBR OB D m b, FHRIEFFOT=H D
R—=RF A L EWET D,

MSA & BHIRZH-e, Rl T DERIED T
XN TH 5, FHZWrTiL, MRI {E5]
M AFR G DB Lt FIE LD H 2 &
ZHME LI 21T o 72, FI2220REICH
Wi e = DG ThH 5 5-HIAA
RO CHIET DL EHIC, Er b=k

7 v AR—%— (SERT) Otz %
ZEEHAMLE L, Mot r b=k
HIRRBLTE S MSA 1231 2 M - fifBR RS
WEBZRIETZENPHESINTNDZHT
BH5,

TN D 2% B9 541 MSA-C D%
WH A 2R B DR 2 B B 2§ =<
SER MRI 5 L OV ECD-SPECT % A
VN T RRIREY « SO BT 24T - 72,
WIHNZ TR O B L, %I MSA &
EEZW L7 MSA-pc # 7 5l &, MSA LA
D /INIEISFRIE D> B 72 5 non-MSA-pe #f 5
Bl =V REE IO DX EE T
il Creiz LT,

DARTEMIF T D FAZ R A

B I (S D A A~ — B — 58
FAgRfE & LC, (DARREHZE R 0%
fi5., @FHZW. b L IFEEEOHEIC
BT O, A~ — I —REOHEEEZTT- T,
R4 FEEIT(DICBE U AR O I i %
DD EEHIZ, QICEL TS A ~—T
—WFIEICE T DMK 7 Y Y — DD PR
BRE1T -T2,

®BEfF L VA b U OYEF e i

2023 4= 3 H I C 2618 Bl OBEEN D
AL, DNA 2164 {4k - Cell line 334 fRik -
1MAFE 730 MK DUEE 2 =R L | 2033 i Cilt
BARE(—RAZ ) —=2 ) BET L,
910 1511(44.8%) T Z e e LTz, 1BAR TR
Hroofsix, SCA31: 294 $511(14.3%) ., SCAS:
255 11(12.5%) . MJD/SCAS3: 171 11(8.4%).,
DRPLA:68(3.3%), SCA2: 3311(1.6%).
SCA1: 29 #1(1.4%), SCA36: 16 #1(0.8%).
SCA8: 15 #1(0.7%). HD: 12 £(0.6%).



CANVAS: 9 $i/(0.4%). SCA17: 5 #1(0.2%).
SCAT:3 $51(0.1%) T d o 7=, I IEZE FA[H]
TEDIEBID 5 B 1058 D8RR/ Lk
Br 520 L, 838 BIDMRMT 7 — & Z Hif% L,
59 B (7% )\ BEEIR A S 258D 7=, R
I%. EA2: 13 f], SCA42: 8 #il, SCARS: 8
. SCA5-SCA13-SCA25-GSS: % 3 f4il,
DEE32 - GLUT1DS2:4 2 fij, SCA1l -
SCA14 - SPG8 - DEDSM -
Alzheimer disease - GM2-gangliosidosis *
HADDTS - HMSN-P - Marinesco-Sjogren
syndrome * NESCAVS - SMALEF2A/B: %
LB Tdh o7z, PLEAERT 969 1(47.6%) I
BWTHANHEE LTz, B CAREME/NKK
FESE VO MAERRIA 29 BiKD B CHUARH
ExAT o7,

2014 FEpHAbHEE TL Y A U B
Hokkaido Rare-disease Consortium for
MSAHoRC-MSA)##f# L T\ 5, [FLY
Z MY OBRRIE @A LI, ZREEMIE

(MSA) DF 2 e, MSA criteria &
TE K D2 W B T H 5 MSA second
consensus statement & O M A ik L
7=

familial

WFFE 0> S hE it

O/ N % 5 ¥ 7 FEREF A

/NEEAFIE DRPLA (ZOW T VT D
TR & 1T - 7=,

176 F%H 96 FERNHEBOFHERE & 72
HBETFANT T v A S 72(54.5%),
INIIRTERE & L CliE, Joubert SEMEREDIH
KR 123 ) 72 b AS 11 F5%. 6/ NN
RRAY 6 R, F 27U ) S8F—0 3 F R
EThole, —H /IMMERZRIRE L L
TRNRYU T RS o -z I

CACNAIA (8 55%). KIF1A (8 FR).
ITPR1 (6 %5%) Th o7z, i APTX (2
Z#%). KCNC3 (2% %), flc b2 D&
BT MRRM STz, FETRE
IZ. ARG1 & FOLR1 XY 7> h &>
BEIIIBRER D o720 T, T ITBE
LA L PRUEGEICKRNL T Z ETho Tz,

SCA1 HREMFIEIZ, BHIZL T 6 4
TN ATRE R BB FE I EZ B S iz
SCAl1 & z%ek L. 12 » HEON MRI-
iy SPECT, 6 # Hfi:d> SARA, =kt
D EEFT 2 O T2 THENT . 9-hole peg test
2iTo77,

NCNP OFf# Tl /NEHIFRAE D /M
EECHIE X2 < BNIEMETH O | FIEE
NHBWT 52 LIXTEARATRETH D, Fr
(AR 2 /NI PR R A S R 2 SR & 7
BAX. BEERECTH S,

FARRERIE 1 & 2 M1 THEEN R 1, A
FEANEMEIE ClE - I B S T,
BIRAA RT 4 2BV ThH, kithiES)
KAEOERIE B ORI, FH#E 5
W SELINERD D,

AL RZOME TITA 9 FINEIREND
PESRFERA D D ORA T, FlEME 128 1 (&
KD 74%) O H 5, 97 %% (56%) CTHIA
BinfZRE L, HEIL SCA6 Mk
(18%). D\ T SCA31 (14%). SCA3
(11%) .SCA1(8%) . L T DRPLA (5%)
DIETH - 7=,

SBURRNOT o r— Mt Tl b BEE O
BRIy KT SCD %4 & LT, HK
H 72 R % B 5 DN T 5 72 8 O - TR R A
=T AREE B o7, ®EUT
FFe M SCD B A2 LT\ 5 8 i
EL,31 AMZHOWTEIZENRGELNTWVD,



T WL O/ NIMARTRIE O FBR 3 275 44, 70
AHICBWTEREZRD, TONRIL
SCA1(3 4). SCA2(1 4). SCA3(17 4).
SCA6(33 4).SCA14(1 4).SCA15(3 4).,
SCA31(1 4).SCA36(3 4). DRPLA(8 #)
ThHol,

FURERHE R R Z T oMY MK 44 JE
Bl DS T FRA Tk, SCA31 28 15 1 (34%)
T, SCA6 2% 12 i (27.3%). Machado-
Joseph(MJD : SCA3)7: 2 %1 (4.5%) . fhiZ
SCA36, SCA15/SCA29 7% 1 #l3* >, JFIK A
BRED 13 #1 (29.5%;) TH ~7-, BRI
S RSB & ERRBRREOREZIT 572,
SCA31JERI TIIpER DML & Finy | B
OB, WRFE %L 4 Bl CrEo72, Fiz
SCA15/SCA29 TiIHImAfFEHi, oo
THD Il & Tp oz,

FALKZETOH B CANVAS i iu\ﬂ%
t. ACAGG DREHEAMEMEN RS
72o 840 & B WIFEREIR 1A Toa 1 7 e A (20—
40 1 TR - RERET) T, DV TR
Wk (35-55 %) . AATARLIE (48-54 i) |
RS (45-54 %) 23V, 55-59 %
IRF DL LTI TUL 2B CHE RS ~TH
B BRI R R 2 70D D 03, FRAERE
FETE . N H B I e h o 72, MERE
RAERR T I RBEAE 2 H O S B E Y 2
WL B OEIRE M A LT, 72,
Mg CK EIXER ~E ER L, AT
IR PR R M L 2 58D 72, MRI TiEs
Fa il L BN -D /I - I - F7 88 O SRt ) ZE e
BRI,

iR CANVAS 2 JEfliz It
W 2EFT R & LT, Purkinje fifd D
I B IRDINE WEREAEE D R/ INE BEARAE D
THI, RERMRE D/ NRMER TR E T 2 A8

PRHEDH R ZRDO Tz, FT-ZIRMRHE OfoEP
PO BT & Nageotte A0 iR
CANVAS O 5 [
kI bz s, 512 ACAGG
R 1) CIIE B AE R — 0 U 72 AR O ZE A
SFHATAMROBEZRO T | HE
ME-CHRMEMECHE . MR | T ORR R M
ZALITIR BRI TALEB) = = — 1 2
KTHZEEHOLMNI LT,

P SUMN B 35 1T D 38 A 1 e i 2K A
VEBID 9 5, RFCL #EfaFOREHEL
15 JEFICRE L7z, YV E— hEF—7IX
(AAGGG)exp / (AAGGGexp 7 JiE B .
(ACAGQ)exp / (ACAGG) exp 3 JiE # .
(AAGGG)exp / (ACAGQ)exp 4 JiE #l .
(AAGGGQlexp / (AAAGG) 1025
(AAAGG)exp 1JEHITH > 7=, HURARIX
FEVE IS 7IEG, 0% 32 SER, PR 2 SER,
Ry« Bl - fEh - BAR 1 JEEIC, HusAY
REBIIRVWEEZ SR, FBIEFERIX
49.7+t17 1% T, (AAGGR)exp/(AAGGG)exp
DIERF]TRFIE AR MEME 23 & o 72,
[FEE DOfiEMT 2 CMT 1476 JERNZ R L TIT72
Slc b A 18 FEFNTHR Y B — N
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LRI R, S F I F Mk T
(AAGGG)exp, (ACAGG)exp DIFEHI Y —
NEF—T7BRE STz, £/ HSN 2k
T DT T 20779 FEGNZIRAY Y B — R
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MSA, PD12 5228\ T, MSA-P %9
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1%, MSA JEGI D[R & A2 PD SERITh
o7z, 23D DIERF OGN Tk, GBA
DIFJEMED variants 13, AT AIRETH -
721240 MSAJEFIDOWN 144, T4 O PD
JEFIDOW 2 4 CTRIE S Lz, COQ2 DI%EE
M D variants 13, MSA JEf] 12 4 O N
24 & 740 PDIEFON 2 4 CTRIE I
7o 1 %% T. GBA OJFENMED variant T
H5 G202R 73, MSA, PD JEf|CHAa &
T,

MSA OEHIZONWT, T4 T U7
— FNREEIT 572, 194 £ 1ITRERF L, 166 4
B REIE G (IR 85.5%), ARIHIZE
1% 144 4 C. 83%D ERM AN 4 15 K 4 K]
IR TEY ., 90%D ERIAZLIRIEY R 7
DI % N U T 5 EEESH 52 &
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MFRA~ETT U LBEIEIZDOWT, 82 i
RINOARBEBOBEEZZED L ORE LG
Too BB E LCiE, A8 97 SEf, [RIF
32 5 ], FERRHEL 12 EBITH Y, Zi
D DIARNT DUV TIT R 29 4FEE, Rk 30
FEEOWTORAE L g L CTRsteiald
RO Th o 7o, IROAEEIZ DN TIE,
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BEEIT> TV D EDEE Z5TZ, B
RN & L TIBBFN, U e ) | ki
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FERBETHY . —HOEFEKE ClIx L
— MHIDOTBBRIZHHAIA LTS & DRIZE SO
v, SR EOSEROE H
DA IOV TIE 46 fiigk (56%) 73 T-> T
W5 ERIZE L, 31 Mzt CITERRREE LT
STWBH EDEETH- T,

@FIERTZWT, FHIZWrs 27 LOHESL

Sez612 HLRIZ DUV T, FHLIC 1 F TRtk
EHITE LTz, BRERIORRREIL, Rl 35
WAMETH Y | RAEREIK T2 EITL, £D
B/ NI E BN K FE S BE L LTz, AT |
A ROV ZFEDRHEAT ST B RIX R E
B Chole, FlAbWERFAFRNENCE
F %, 200244 A 1 H~20224-3 H 31 H
F CTOMICABEREE AT > T2 FHL O/ M
HEENRFRAEFIIL 335 T, D 5 HRES
TEVE/ NI PETEEY RFRIE X 16 Bl CTh o 72,

IR BN TIE &2 95 310 40 D
SPORTAX #:¥:4 VT, ISA67 5l &4l

L7, 2Thubid, BEMm oMol
( mGLuR1, IgLON5, GAD, VGCC,
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PARE BB UAZHIE L, BETH D
ZEEMER LT, T BN E E
R IO T Sa kg talc K 0 30/67 44

(44.8%) THUMMBURDEGE & 72 o 72, Hi
INIEUARRGE ISA 8 BillT, #afiis: (IVMP
B 5 41, IVMP - IVIg Of ] 2 51, TVIg ¥
M1 B AhEIT A, 46 (2 BiTD)
IZHBWT, mRS T 1L EOUGENRD HiL
7

SCA3 292 f5l, DRPLA 203 il % %5 & L
7=, random survival forest (RSF) %2 C,
CAG U t'— M & BIEFHIC OV TOME
Breid, 1EkD/XT7 A N » 7 BAFENTIE
&g L. RSF MBI ORI A 7 — v

(RMSE, MAE., Integrated brier score)
IZBWT, X0 PHKBE SV EHE S
7z ZHUT XV, SCA3, DRPLA D44 fif
& CAG VU v— MUTKHE LT RIEfER T
MASFRE & o T2,

@KL L OF I DIERFFA H 1
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3/ NIMISHIE (idiopathic cerebellar
ataxia, IDCA) D HREZH LT 57
OOT i — MiflEiE%Z IDCA: 12 44,
MSA-C: 13 4, SCA6:10 44, SCA31:17 4
(ZFEHE L7z, BIREA T 12 » A OFHE 2K
RICBEIT 16 HITEE > TR WK O
B2 AT 2 I+ — 2 6T
WS, MSA-C Tix SCA31 (Zkbifg L THEAL
B MEMDME 2 DTz,

ADCKS3 Bin 12887 b W Y b R A7
BE/ N CTRIE 9 TU(ARCA2) L 2l s - 1
FEGIT, U OBPREZIC LD BEOK
U EE AL, U UAETFIC L o TEER
D—HLEEEFRO T,

RN R FH o0 E BRI IZ SV T, SEBIE
L, 9HPT b FEM L7-, S HIZERK
R L L COMPERE O HFEERICA -T2,
2021 4 1 HOPERE T#E L, Sk
A COMEE 32558t bFE LI, VR & H
W RHAIFREE, THEBViRER) & [TR—15
RER ) ICRB T DR LR H O R
o3 (BREE) 2 HEREORE & L THE
fABETH D, F7= TFDOEIN - A543 |
(ZOWTITFOREIN - [ O [EEHIEF
DFYEDRIFNECE 7T 70T 2 Z &N
ARETH D, A%, BMRMIREZAES

(IRB) ~DHFERLHRHEDY 7 — &
HEHTW TETH D,

SCD JiE f5l 18 {5 % %I 4 I motion
capturesystem % 7238 35 fRAT & 1T
L7z, SCD BHFEFREICH LT, OEE)
DIENTHE < EBE I O 5o &, EH) K=
EEIFEAAEREICREVW ERRINT,
SCD TiZ, #EaeE OMER) /2 A HFH
1y« ZEMRCARERNC 72 0 P& K0T
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FEFR, FEE Y R ADRFEOCFOERNET
HEEBZ LN, 5% LIS AT %
Mz 52 &T, ZORREBABROMR I 2
B S LT,

ORICKAFZERERE & oA Rk L, ERE
TR HEE D FARE

DRPLA, B A EF R/ MMAEMEE, (1
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Lz, AA3—27 1V =y7 LOEEHLFE
Z5C, SCA3 Zffiik, MiE CHIET HZ L%
AREE L, ZORBRICIANT CTREZRMR L
Aoy

OBLFOEY L, U e T—v g v
Wik, AT HINRIR L OIEREAL

SCA42 JRHEIZ I 1T 5 B R AP 2 RF I
LD I T T AR F G- LT
WD & DRI LIRET 21T o 7o, iR
FEHIE T D Neuro 2a (B4R I OY
ZE 5 Cav3.l Z BBl S, 7 AR ¥
VR EOEENE LR E E i b
HICHERST 5 L [AIRFIZ, Ca F v RV & BRE
THHANEZRML, 2D bE i LT, %
DOFER, ZRA Cavd.l ZRBLEEDH L, ¥
FTADAX %Y T =N RKE N TETH
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T 5 Z & T Ca 7 v A THEEH
EHETLY=HIR, IRTITUMITT
DOBELRBIEI SIS Z ERHLMNI R ST,

SCA36 i il & 7 /L 128 T sodium
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chloride (HC) 1&ffif GGCCUG V v'— k
RNA %1 L 7o Mzt 258 L 7=, SCC &
HC ZBEICREREH SN T o IbamTh
D, ZNb O BERICET 7 —4
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FFSICERESN TV, FI v 7 URY
va=r T OBENL, T OEWIE
SCA36 (Zxd DiamEmMbam s LTH
BLrEZHNT,

IR LS k9~ D TR A IS M 3 e
L. AN I ZE - 72 DRPLA OJEH]
ZRER U7, [AIE Tl IETERYIC £4 B 58
BOFL TS ATREMER B 0 | IRFHAOFEA 2
FEMRAIIZAT 5 BN B 5

BFRE/MZEMEE B (SCA3, SCAS6,
SCA31) ZXBIC L CHEMER Y )T
— 3 IR X D EENIKHH S LY ADL
DYGEE 2B B LT, 72, &9
2B B JEIE & EAEE (SARA. FIM)
DEHIEF U Y T — 3 3 UIREOEHR)
Kl & ADL OUGEEIZ - 2 D8 EIZHO0
THHET L7z, AP I L) T— 9
Y BB TARE L7 FR/NMZEMEIE D~ 77
% (SCA3: 28, SCA6: 38, SCA31:11 4.,
RN - 57.8+12.8 1%, FEHEFE - 10.4
+4.74 MMSE:29.01.8 /5%, FAB:16.4
+1.3 &, SARA : 16.0+5.6 s, FIM-M :
69.9+14.2 5) x5 & Lz, STARIL,
BEEES A 6-7 [|], SREEIX 1 BICHFE 3 IRFfH]

(Bl (E3E00E. SRBIRms) . H
3% 4-6 W[ (37.2+10.1 H) THHo 7=,
SCA31 (2815 FIM-M Z [\ T, 495878
THHEF Y Y T — 3 IRERIZIE
SARA (-1 -2/ -4 ) BLOFIM-M

(+14/+5.5,/+5.0 5) DF B E AR
Wiz, BB IBT HBEE (%) Zig L
72& 2%, SARA Tl SCA6 & SCA31 12
H~T SCA3 T, FIM-M Ti% SCA3 &
SCA6 (ZH~_T SCA31 THEIL/NEL 2
277,

T/ MM ZE P BB (26 5 HAL®E #
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AT EEBE=X Y 7 W EEED
WA LT 2R 7 e ha—
RS LT, BIRFHIMAE TR OMEE L
7o B/ NI E 3 AL - 6 AU - 31 BURE S
7t 20 Bilizxt L, HAL®IE X A 7 % V718
CYEEEA, 110204y, 138 31[E, 4
. At 12 [EEM T 5, FEFHEEA X,
Timed Up and Go Test |Z5% & L7, R5 4
2 A BB DA AN Z B L, R5 4R
3 HRETT, A&l 5 BIOMAAN & Bk
%S5 LT,

MSA B3 139 iz VT, K[E DI 53
Bl 5 5 21 BTN LIEREEHR I MIT S
7oo NLRRIRZRIEEREL, KB VIR DA A2 1T
S TZRE L I U CRIEF I A BT Do
7z (58.7 7% vs 64.1%, p=0.005), ALF-
W g A G L 72 MSA BE DHEEHO
UMSARS part IViZ 3 <X T 5 (Totally
dependent and helpless, bedridden) 72~
Too NLMPIRERZ 255 LTz MSA B 13, K
EEIRR O H DA L i U O A7
DA BIIER LT\ 2 (17.8 4 vs. 9.2 4F,
p=0.023),

AJA030 iRBR (AMED WFstifRE) 12T
SCA6 IZxfT % L- T A X = OFME, %%
EHEEBRE L, TESBPICRES T
B A KT Uiz, 240 Bl 5 & (4]
X3 (SR 2 5] (e, AFREE), 77
B LG (RERIE)) CTholo, EER
BITERIE, SEIRREC 260 24 (AidkAs 1 41

(5.0%) 1 = (FEHERE, HFEHHIL, EL),
FFRSREREE S 1 611 (5.0%) 114 (FEIEEE,
PRIE, BIR)) Th o 7o, EEFEMEE O 148
HEH% D SARAT AR A a7 O hE )
VR BE L 7T B AREE L O#3-1.52(95%
CI:-3.101~0.055, P=0.0582) &, A& T



T2V b DD, FEIEFED T MEVME R 2R
L. BEEZEDIZOOVIIEFIE A
BBRICESWTHRET 2 &, Wi#ED SARA
A 3T DF%-1.52,SE 0.549, A 5K UE 5%
(M) . B 80% & LC. &RE 41 4T
b7,

SPG80 % % ® % # (¢.535G>T,
p.E179%) & B FRIHEE L8 R
~ 7 A%ER L. 8l Ubapl+/E176Efx23
oI ARy AEG, BER < T X
(WT) (n=16), #H X H#&5 ) v r A~
7 A (non X-KI) (n=13), ##| X &5/
74~ A (XKD (n=5), 77 EAREE
J w7 A v~ A (P-KD) (n=2) 22\ T
beam walking test Z1T\>, &t 3 [FIATT
DAY v 7T ARIE Lz, FEH X OfkH
#5.42TC Ubabl / v 7 A~ ADHAT
fEEAARREEN LN, L LAR
Bid, ATREERER & Bbid Aok
W RZBIT ARG TH Y S &
ITREERIEZD ) v 7 A~ RZxT 5
BHESS, BRI GICE D29 BOF = v 7 R
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@FH2Wr, b L < ITEEEOHEICE
T B3 G — I — R GE O HEE

MSA OREFETIZ oW T MSAl4 4
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JMZEME 10 4 (MJD/SCA3 14, SCA65
4 SCA31 4 4 filif B AR A 220E (PAF)
3 4 . &% ANMHC 10 4 12 T,
SUDOSCAN(Impeto Medical #:%4) % Hu»
<.
(ESC ; Hifr uS) ZHRIEME L CREHIT
FEBEZMIE L7, T ESC X, MSA Bf
T SCA BEB L HC BE& R THEICK

electrochemical skin conductance
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E72~ 7=, —J5 2 KD ESC i MSA-SCA-
HC @ 3 BEOMITITEN 27222 e ho
7273, PAF BETliIftho 3 #EOWT L & b
THHEIC ESC MEETH -7z, ROC Hh
Bz O Tk, o ESC 071 v b
A 7% 6013 S T2 LIERE 92.9%.
K HE 90.0%., AUC 0.907 (95%CI:0.7455-
1.000) T MSA & SCA #XpB4 5 Z N T
=7,

JEAETHBE - FEE VBRI AT A
(2 2003 4EFE M 5 2014 EFERIC B SR S -
T/ NMANENRE 2 REZEMIED O B 2 Wt
FEUEOMRAT B IC R D s & 7o L
12,099 & fiEfrxige L Uiz, 3% CCA
5,146 fil, MFME OPCA 4,238 5|, DRPLA
320 5, SCA1127 5], SCA289 5], SCA3
870 fl, SCA6 1309 flA3i%2 Lz, IMFsME
CCA B X OFENE OPCA [ fipT 45 & %
FERE & L. FEAED O fH 22 H 55 £ COHIM A
3 AR OIEH & BRAN L Te, BASTESE B
(DRPLA, SCA1, SCA2, SCA3, SCA6)
VIARMTEC A 2 B ZE R EEIRE & L, MR RS AR
THATAREDND A NN ARREIE R 2 R4 L
oo 70 M D EBITARRE, SIVEARREE TO
IEfH & L7z Cox uffil 4 — REHTIC T 1%
K7 & BR%E Uiz, M CCA, P
OPCA 2B\ T, MBI, FIERFHD, F)%
IRE D B AR IR & T 14 IR 1l & L 7= fif
BriLiz & 2 A M OPCA Tl TAREE,
SALARBEWVT DT 7 b AZEB VDT H R
FEAE D (Filn) & BEMREE (BHY) 7
#%IRT- & UCRE S 47z, VM CCA Tl
BT AREE, SINMLARBEWT DT v b B A
BT B IR (G 8 TRETF L LT
[FE &N 7=, DRPLA ¥ X SCA3 T34k
TARRE. SIMEARRRWT IO T U b AICE



W BB RERE R S TR+ & L CIRE
SNz, SCA1 TEHAMTARRET U b AL L
U CMRp 2, RANZEREAY . SCA6 TIIAMT
ARRE. MALARREVT DT 7 kI AIZRBW
THAER (Rl 3 L OV =N T
#IRT- & UCRE SN,

BB ML (Individual voxel-based
morphometry adjusting covariates, iVAC)
1%, 4B A%, Innsbruck K57, EH ER
R CHFEMEICET LTz, £7-. Splink
fh &t I~ 7 LRI 2 D 5 =
CATHEI LTz, B 5-HIAA (3. MSA 32
B, 2 Fr—L33HITHIEL, = b
—/UZH LT MSA JEfI THEIZIE T LT
Wiz (p<0.0001), £7-. MSA ZHT 2 HE
% 5-HIAA X UMSARS Part I (r =-0.4823,
p = 0.0052), Part II (r = -0.5756, p =
0.0096) . PartIV (r=-0.4798, p =0.0054)
ERERAOMBZ R Ui, EBEYER T,
PR R O EENEE & BE 5 M A
EHERADHBEZEDT,

/NSRRI D 7% 3 2 W) MSA-C D2
WA M 72 B RO R O R T I, MSA-pe
< non-MSA-pc 1 I O IREE & brilig L C,
ABIHBOmABENS /NS <, F/N g o 22
FiE% R Lz, i ECD-SPECT fi##T ¢
L. MSA-pc (% non-MSA-pc I X Ot REE
& HE LT, A EISHE O P i & e AR
T EFRD . AN D A2 A5 72 & /NI REE
DA ZIZIEOMHBEZ R LT,

DAEARFBHIF R 0 FLAE R fi

RRARIARIZBI L, IRk KON
e EI AR N B 31T D T2 AR O #E
AT o7z, B2 H, & L  IXEAEE O E
WCET DA A ~—H—F5t L LTk, &

13

WOEIC LY k= r Y Y —hEhE L L
B RERICE 5 2 L AR L, N5
Boni-omr Y Y — AEAIE, iR R
OBFRE T S vz &8 2 5 b /M
KR L IBATHZ ERHLNERS
7o IM3E & MAEDE NN MK 7 V) — A
DFFNTRE RN B R 5 2 5 AREME D /RIE X
i,

®BEfFL VA b U OYEF i

BN ICHHE O B B - B RIEFIE D=
DA =T L J-CAT ZHEFE L, SE
TRERRNE A 1 5 B B ek, BIETHRAI
L DZWEE O L, BEERER OFTm
HAREEWFZE, BIn T2 AR EICB T 55
TP TE 21T - 72, AMED #t5ME0%
RER LR L EE LT, J-CAT B8k
e EB] 140 BT 5 EaEA o # B a—IZ
L i & B RIEFIA 2 Bts L7z, J-CAT
gk SCA6 - SCA31 JEFIT x5l 7
BRI & HRERFSE J-CAT PRIME % BR4h
L7,

Hokkaido Rare-disease Consortium for
MSA(HoRC-MSA) DEERIERF D 5 5, MSA
criteria DENMIE W B AIRETH 7= 65
£ & RIREE 25 AT DUV CHTIHZ T A HEIR
H %t L7z, [HHENET Possible OH[E T
b o TIERID 5 B 33%I1%, MDS criteria T
T L0 HEEE OV
Established (Z5% % U 7=, #[EI5HMRE R O g
RIEH A H\ 5 & MDS criteria Gl
92.3%. FriE 96.0%. PERI = 98.3% T
bolz, IRFEMEIZB O T, EE 100.0%.
FriLE 76.0%. BAMERITPE 91.5%TH Y |
HEZ%H > T MDS criteria O 9 THhy

Clinically



FENE Do 72 (p=0.027. x 2=4.9), —J7.

MDS criteria O ZFEFRIAT 7L 2 RN T REFSR.

B AR R SE )N H N 72 7R VWER T MDS
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O/ % 5 ¥ 7 FERE A
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MEIZTPRTE D720 T RIS
DR U CE BRI DR ORI E I H
HTZEBLWREE 2D,
ANRHIFEIE D /N R TRIE R 2 9 5556
IINIRABSTIZ i 20>/ NI ZE A0 70> 08 B 22 W7 721 ©
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NV HAFEE D /NI S B S FRE 1322 <
DIVFEMETH Y . FEEITHD R RS T

DRWEENDZ BN Einb,
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ki SPECT, 6 # H %D SARA, =kt
D EEFE 2 O T2 B THENT . 9-hole peg test
1T-o77,
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EffE 72 R R S M DUNEE A flkfe § 2 2 & T
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& s — REIUBSE | HU SRR D iR
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MmEFTHZLIZLY, BN TOHRZEDHE
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ZH LU TN, ZHUFS L, ml ks
% HARIZEIT D, SCD BIFEOH LR A
ERONICT D E L BT, N6
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BT REAEIRT DL IO D,
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RN D A BB /NS VESE |2 1 3B AR
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FAL KA THHLUCFE L7 CANVAS
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MWnd 5,
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D BRI BITIER ISR TH D |
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LAEEEWIATPEREIND LI
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JE— MNEF—T7 DT CITY B— FET
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DHER S 7o, 26 O RIE SCD 123k
T HMIREMERA D= KX LD S 570 5 REfR
ik L OS % OIERFEICEMRT 20T
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MSA JEBI D5 — BT #3512 PD FERFI 37
TET D2F AN RS, WREOBEERR
FERRIR 7D He il AR S TR AE T 2 FTREME 2 R
e S 7z,
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Al 73 2 SRR ZEAEAE D Ipi 4 5 ENROZEIRIE Y A
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M~E TV LB REOHR R L O
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ZHUTEBA TR TR, RRIES ¥
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DT
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