BT 4

TN 4 AR R A GRS SRR i B CEEB IR S BRI IR S 5%)

BN RFIE DR KHE, BAQOLODIA EIZE 4 2 W5t

Sy HAMIF R

D RYZVH I RIS D R FVE R SO 5 TTHRR
2) WCEENEE VR Y 7B X RIEE TR

Uiy ity

WHIEm#E B, AR B

NEPSE PR OHIRORTE BMATIERT AR A

[ _E

R E

7= (P=0.0582),

FEREDFERE TS IRE & 72 o 72,

1) RYTNE I [T D LT X = OFME L e 23 M4 55 TGS (AJA030-
002) % FEfi L7z, BB L-TNAX = RERETIEIT 7R L L U CEERMEEE 48
%D SARA BH AT T OR—AT A b O LE ] IZTHRE TRV S OO ZENG B i

2) MR E L TR Y 70 2 L RRIE T 2T > 7o, B EETIISkIEL Y bEn

A. WHEEP

1) AU TZE IR, RREEFPOCAGY
v — MR MERREORY 72 I 8z kv 5
THEZEND, FEAZITHEERN OEES LA
oL, RMEEoEAKRERKTS (®) , 20
BRHEOMEZRITEE 52, R’ T 4 7T
DEHEZETESEHEG by ek
E&5, HBxZ7 A RICLDMEEN A7 Y —
=T BLUEEREZE LT, by e
TERIC X 1B EmE S L CL-T ¥ = % JH
L7- (Minakawa EN. et al. Brain. 2020) .

AWFFETIIAR Y 7V 2 RISk 5 ERf
B8R 2 06 L, [RRBICKHT AI8EBR3E DA 2k,
e ERTTT D,

2) WU TNE I AFOIIEFMT T DCAGY
E— Mg EFERVAB 2 RS, TERIZAETFRRITIEIC
KA RIEFEE TR TON TE 7=, a3k iE
72 T ZAT 5 T2 DI =5 15 2 W T2 e
W 2 20 L7,

B. Wik

1) BEA1D /NI M D JFRE 23 15 7 S AT/ N
EENRBRT VA 137 7 B ARAx IR EEREES
{EREM e EGARR (EMEE, B IMHEER) T
D, FERT RIRKSE, R ERER R, H
SERER « AR TR X —, ITEE R DBk
THEME L TWD, RGUIERE/IMMICTRE6R (SCA
6) DR AGITH D, FEFIFIIHERIERE200], xR
HE200 CTH D, BEEIFFEEHTL- 7 LX=
& 1 7T0.38 glkg/H (NfikiEE LT 0.5g/kg/H)
T, BHHIMIT48EM (BlIEHIR521) Th 5,
TR E H 12488 % ODSARARFF A2 7 D_—
ATAVINEDENETH D,

2) YRHC CTEIs FFf 2 540 L 7-SCA3 292
i, DEPLA 203f1%Z x5 & LT, g1k
andom survival forest (RSF) 7Ei2C, CAGY ¥
— MK ERIEEIRIC OV C O 21T - 72,

(i R ~ D ELJE)
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1) AJBBRIT. ~V Y R ESITHES < MEAER]
WICHE L, B3N, ERESRSOMNE., AL
O MO ZEE T 215, RfefT4. [RfE
ITHIAL, GCPAS. GCPE S IBET 5%, 15
BRFEMFHEEAESTF L CEMmL TV 5D, £ARE
BROERBIZIENI D, KRB ELREERICL 55
HEZIFTTND,
2}Kﬂ%ﬂﬁ%¥ﬁﬁ%§éééﬂ;é%§%%
FTWn5,

C. HWrgestE
1) FEMRIFICAIES TOBIEIM 2K T Lz,
2406510 5 B IEEII3E] (FEEER25] (g, PR
=) | 7R (FERE) ) Thotz, EE
TREIVERNE. SEERREC2MI2( (iZe 23145 (5.0%)
MF (GEEEE, ®ehrpik, 3E1D) | ATREREREE N 141
(5.0%) 11F (S£3EpE, R, &) ) ThoTe,
FHEGHMEE O 48 $E 5% DSARA &5t A
a7 OEbE] X, FEEEELE 7T B REEE DFEEN-L
52 (95% CI : -3.101~0.055, P=0.0582) &. A& T
W20 H OO, FIRBEO HFMRVMEA 2R LT, F
7o, #aEmf, —B LU CEERICBITAN—RT 1 v
NEOBLEIT T TR E FRl-7- (K1) .
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Mtk 1E (RSF) 12 X A RIEEE TR, 50
P AR 7 — v (RMSE MAE, Integrated brier s
core) IZBWCEKETH-T,

fiATIZ LV . SCA3, DRPLAD 4G & CAGY v —
Nt U T2 38 EMESR T IIAS AT RE & 72 o 72 (X2

in press) .
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D. &%
1) AKIBBRITIARY Z V2 2 98 DOIRRERE 2% B

Ltﬁt&%ﬁ%@%%%am&bfwéAK%%
IZEMTERBRTH Y | RO NTIEGECTRIEAE
AT O WMBENBH DH Z LD ARELTOREFIEAS Hrigk
1% < SEBIOEIEE O 22BN D 72 SCA6 % k5
L7,

KIEBR CIIAREDERIZEL R -T2 H DD,
JEFIE A S L7 A DIE BRI CRIF R FE RS 2
HIARREMEN S D, AEZEETG S T2 DM EEH]
B RKIRERIZESW TR T 5 &, MEEOSARA A
a7 DFEH-1.52. SE 0.549. A EAKNESY% () .
RHT180% &35 & KR TH - T,

L-7 VX = 3 BRI R BB B W TR R &
NTWALDOTHADA, ZDO-DERE. Zotkok
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FMHICBWTEMER DD (R v 7 VRT3 =
V7)o ET-HESNAHEFFIL. N TH IR
EI@%LZ{H: ?Tﬁ‘%)ﬂ:%/ﬂ”\ﬂ VR TH B,
ZDZ LIE, WBEEMNSCAGIZE EEHT, AL
TJ?W& IR &%ﬁ%&bjé LA E
T3, EEE. v~ A2 HAWZERTIL. BTFEE/INE
PESE 1Y DRPLA & W5 72 SCAG6LISN DO FF it/ NIMZS
fif:ET/V TL ﬁ%ﬂib)ﬁﬁnméﬂfb\é

2) SCA3, DRPLAIZ X3 Db 7=V E %2 VT, %8
SEAIR T &2 520 U 7=, BITEDAFMRD B O IERE7/2 3
SEER TN, B v o) o700, REIEX ¥
U 7ICxtT 18BN A~DISHN IR S5, AR
WHOREL LV EDAT-DI2iE, ERNSOT — 2R
éifﬁﬁL“%ﬁﬁWﬁ%%%bfw<:&ﬁi

2D,

E. fEi

1) TRBRSE I T S R E G O BIZR I A 45 T L,
RN 2 F2i UT-, L- 7 VX = > OF FED =
B NDREREETEY ., FBIHAHRERO L IZ T
. BELORWEGT D,

2) /KM ZEENEIE O ERE 72 RIE TR, RIRFE O
BT Y TR0 RBIET ¥ ) TSR DR
BRAANICHEREHESN S,

G. Wr7Es#k

1. G SCHEE

1. A machine learning approach for prediction of
the age-specific probability of SCA3 and DRPLA
by survival curve analysis, Yuya Hatano,
Tomohiko Ishihara, Sachiko Hirokawa, and
Osamu Onodera. Neurology genetics (In Press)
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Sezbl2fiffz Hfrlr & L7z H 9t/ MM ARFAE (2 B9~ D b e
R RE KRB ALHEE R RFBEE A TE e MR RE T AR

IR E

BBT0 D,

it 2014 £ H S =M/ MK ICTIAE  (autoimmune cerebellar ataxia : ACA)BI T
Sez612 HURZ[FE L. 2018 HZZF DI JEIMERE T2~ LT, BIEARIS XL U ORFERIKR OB E
FIToTEY, #irzlc1plzREE s Lz, FHAERTICB TS ACADOL YA M 1EK%E

A. WFERRY

bivbii: 2014 1 B 5 M/ ik o< 36 iE
(autoimmune cerebellar ataxia : ACA) #f] T
Sez612 Hiik % [FE L. 2018 =12 % DO FMEHEF
Z o~ L72, 2020 #1Z Dalmau 513, Sez612 fiif
1L IgG1 & IgG4 iz g b 2 & &, BEah
RARFIE D B 2o e/ NN RFRIE O 72 22 [ BT
IREGPERBI S 4.2%1F(ET D 2 & e L. “Sez6l12
autoimmunity” & W\ 9 EEBEE LB L7z, i
AN D, Sezbl2 HURGMEZIR#HLE LTU >
X~ 7 B IR & I U T SE A
EHEINh-o2oH 5, DILOILUIEEDOREEIC
BWT, RFETE 5T 2 B Sez612 HLikGPEH]
ZRELIEZ E 285 Lz, 2022 412 ACA 2
WL HER 24208 L, Sez6l2 HUikt, Z D2 WL
RIZEFZINTWDH, KEF, OFICFEE S
7= Sez6l12 HURGMHEFIOHE, @ACA LA |
VRSO RGBT B—Jiskick i 5
ACA OBEORFET, GBEE DOHUIRREMEFIR A%
AW HRBUREE DA, @ 3 U L TE
RE R COMEPEZHRE LT 5,

B. Wik

OARFH Sez6l2 HUIARHEMIE A M L. BifEE
T ACA %W 171 #ill 2> bue—)L 115 #il%
fixed CBA £ HWCHIE L7z, 7=, @AuifiE
KEHRRNEHNZ BT 5 2002 4F 4 H~2022 4 3
A 20 BT 5 ACA OHEE % 1% R
at L7,

(i R ~ DB JE)

FEHEE R B A K R8(019-0261, 022-0254)

C. WRgEmiR

OHHUC Sez612 HLRBEFIZ 1 HllFE L7z, [
filix 35 BBIETH Y | AR F3%E1T L
O/ NP KA DN FRAEAL L T T
Bo ANBPEEBIRFIIRAES 3 4 A THEIIH
U To, RIZHEMAMEIEIR b A~ T/, i MRI
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TR D/ NMZEHE % 786D D D Z T, DaTSCAN
2.0 MIBG 2> F 2757 4 —IZE#H THh-o
72 AT HA RV AEIEDNIEAT ST DR
ERERTH -7, @Al KFHRARHCE
W, 20024E4 H 1 H~2022 43 H 31 HE T
DN ABEREES 24T - 72 578 0 /)N i M 3 Fh 5 5
JEFIIL 335 BT, & D 95 BRI TENE/ MMM E
BhAFHAE 1L 15 1172 - 72, @VGCC Hiik & & TeBE
HPURRRME T, SERRIEIC UG L T o e
I PEEEN SERGE B 7> 5 CACNALA % Hi bR
& LCHE LT,

D. &%

AFRIZ BT 4 611 H D Sez6l2 HUIAFGMER] % [ &
L72. ZOFREMEFEIZOWTEASE S I
T 5, £72. H—Jifigk T O FEME N )
JFRAEIT 20 F-f C 15 451 & Fi T - 723, Sez612
Pk Z2 & O Z OFRENMER PR BTFET 5 2
EHH Y EMNTEMEINKTEES) JCERIE D2k
IR THDEENZ N LD, BKIHIES
ZWIEEE DRI, ARSI RN RO H %
INETDHZEZHME LIV A U BENE
EFNb, £7-.1gG 7 T A ANHE L EZ SN HH
RICE LTI REI O O ME b 45 %R E
W BERFE N EfE S D 2 EmRO B
Do ZHUHOED LRI, B 22 LI A
AT O T2 2 BURRIE « A2 U —=V
TIHEDRRE AN DRSS,

E. f&&
AINZ BT D Sez62BUIR G4 2 & e B CL o M/
I SFRIE D2 W L EREST N E N D,
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2 SRR BERE D F 2 Wi A YE MDS criteriall DV N T O ET

WHFE T HHE

RES—ER ALERFERZFGCE AT AR B

FREPI R

IR E

U & Lol U OB AL TR S EAT |

2022 FATHRR ST L R EMIE DTz Wi R EO A AMEZ fEt L7, AbiE Ttk L T\ b
LY A b UFZ2 HoORC-MSA OF — X ZiEH L. #
HETHICB W THRE S RESCRRENMET 5 2 L1372<
e LARFREIT ER Lz, A% OKRBR CORGEREI B THEAEREWEE BN,

=

WriLE~OEAEEZRA L7z & 2 A, IRk

A. WIFER
20224F(ZWenning 5 (2 & > TL RFHEZEMIEMSA)D
BT 722 W UE(MDS  criteria) M2 R S 17-, MDS
criterialZ 3V TIL, Clinically Established MSA73FX
EENIZZ LK VRREN ERL L L BT, Cli
nically ProbableZSi¥E S 4172 Z & TRE S E3 %
EWVbN TS, JLiffiE TiE20144E7> & Hokkaido
Rare-disease Consortium for MSA(HoRC-MSA)73 85
B L. 5 1 EHEETEIZ IR DOZWHELET H HMSA
second consensus statement(|H J&HE)CIE IR TG A &7
—/V78 EORFRIE @A TCERER L T2, AlElb
IO FLIZHORC-MSA A BRI G #H 2 IV TMDS  er
iteria® A FAMEIZ DWW TRIET L7,

B. #F5E5E
HoRC-MSA|ZEGE SN TWAOMSABED 9 H, M
RISOHEAE L CREHAER G 72 & OB ANE AR
SNTEBIZfh U7e, E7-kEEE LT, MSA
OFELFEAPD, DLB, PSPYOEFD H ., HAHH
FRIEIR S/ INIMIE IR 2 1 > T D BB D IR G %
HWz, ZabiziksnT, [REHE 2 MDS criterialZ
DWTC, EORKE & R R 2 I ET Lo, 72
B AWML TIXIHIEAEIZ IV Tprobable MSA$, L
<1IX possible MSAIZEZ Y 5B T, 7>OMSA &
U CHRI G PT R 2 V), EERE RETE S
H D EMSAREEZWIH & EF LT-, MDS criteriall
DWW TIX, Clinically Established, Clinically Probabl
e. Possible Prodromal s T% & b Catfi L 7=,

(fm B~ D ELE)
ABHRE R FRE B FERRAFZE (H013-0208)

C. WS H

2014411 A 72520224210 H F TIZHoRC-MSAIZ &
Pk ST B EF2344 O BB T A ERAR TG <0
B AIREESEOREARIEFREMRE LTz, 2D biB
MG % MR PTRE T - 726544 & *HIREE2544 129
WA BB B 2 Bt L7z, I EEYE TPossible
DHE T > TIEBD 5 H33%I%, MDS criteria T
1% & Y FESEEE @O Clinically Established(Zi%24 L
77 ZAUIEMDS criteria CiE 7 MHAK LE O L YEH R
fFEi=Z &2 X 5, PIRGHE RS ORI 2 H
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VW5 & MDS criteria CIHEE92.3%, 45 5 E96.0%.,
PR 2898 3% Tdb o 7=, F 7= E TR O EA 2 H
WD &L S 4%, FFFLE96.0%., BEMERIHIERIS.
3% T o7, [FIEHEZIB N TIL, BEE100.0%., e
EET76.0%. HERTRERIIS% THY . AEEEY - T
MDS criteria® & 9 THrE LD 570> 72 (p=0.027. x
2=4.9), —J5. MDS criteria?® ZFFIIFT 7% KT IE
FIRo, BRI 2N H S 72 22V ERFTTIEMDS cri
teria % ¥i 7= S 72Vl BUR S v,

D. &%

MDS criteria CIZIHFEHE L U § 2% < OERKRE RO
PRMNMLEE L 72 5 )3, Possiblen)» & Clinically Establishe
AW SEEE N B DIERI S 2\, —J5 T, Possi
ble Prodromal®ZEYEIZEI L T, & T 7 A D E
RN, A~ =N —DRERENLETH 5,

E. #am

A EEHUE & bl L CMDS criterial IFGEQIET . TR
WICEBWTHRERESCRRENMET 62 &1F
B L LARREIZEA T Z LD, 2D
DI REAE i 15 D B R 3B C D e B R A 12k 0
THEHMEORWZEEETH L LB XD,

G. WHFesEE

1. G SCHER

L

2. FRBER

Masaaki Matsushima, et al. Epidemiological study o
f multiple system atrophy in Hokkaido: data from
HoRC-MSA project 2014-2021. Z563[m] H AfHRR
RIS (A, 20224E5H 181
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CANVAS —5Z5% DG R IE s 2RI AT

WHFEr A HARIER

FALRZERZFE TR TER AR R 25 B
W A EIE

G NE i

HREET, A, AT BUERTREE BEF
KRR B [ESCEMREERIT Y o 2 —Jile e R

SRS e~

ISR T EOE s AR

IR E

% R E R AR N2 MEE & U CIE R B S A L S 4172 CANVAS (cerebellar ataxia,
neuropathy, vestibular areflexia syndrome) (%, ZE2MAIEREZ E L 5 DHREMEETHS Z
EMBRZEHI B YRERIAENDH, EOZEEDORFITH G0 E o TV, ARAF5E
TiL., CANVAS 235Ebid 1 FRIZEWT ACAGG OREREAMEMELAME L, U E— M
EOLZEMERB L OEE = = —a UEERE L COMEZ I 5 Lz,

A. WFEHEBY

FNIRPETEEN R, R, B KX ORTERCH
HRZ =L T 2 5 QORI MR R B O JRIA
DUTEER B0 E 720 . CANVAS & L CREMEAN
ML S 7= (Cortese A &, Nat Genet. 2019) , 4%}
IZTHIT2IZ CANVAS OZWHZE 72 1 FHRIZOWN
T, Z DK B - BRI A B B 2T 5,

B. #F5E5E

BIRPEREAE I CRIE L7 th. FEEMEREMEZR,
ISR MR MR R EE 2 R L 1 K
KM 3F (TN HRER) 2xt5 LT 2,

(1) PRAEE 3N FRINIEREE SAITH I 215 T,
A I HAZER I 3 DNA 30k 2 VLT 7 V) — Afif
Hr.RFC1 &5+ U & — R HEIE D short-flanking PCR.
repeat-primed PCR, %> 7 1> | Sanger 52T
CANVAS B U & — MiR OF A HE L7z
) [A—Y = h & 2T 5BEH & ARREE 34 O
PRI B RO RFE 2 LEB RS L 72,

(fi B~ DOECE)

AWFFRIE T NZ G &3 2 EmBlT - R/
(ZBAT A fmERfE S i E RN BAL R PR PP E R
WFEEMREEZ B2 TRRR A/ TR Y | IRfEH 72
bbb e N7 A BB FRITIFECBE T 2 fm s
B BRI TAEZRGR LT DEFRIIUCET DM
HfREH) ANESF L CHEm I T,

C. WA

T 7 — LM TR I 2 R A B
LT NU T A S e o7z, RFCL 85T
intron 2 @ short-flanking PCR CIIHEEE 3 4 Dt
MEN 72 7R 7o T2, F 7= repeat-primed PCR Tl
AAGGG DO EIE72 < \ACAGG DI R DM R S,
long PCR (2 & % Sanger £ T & [FIBdAI 2 i T & 72,
LLEX 0 FREE 3412 ACAGG DREHAMEME
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ERH L, B 7oy MOTREE 3 4 KON
FHRNA~T A MHERRAE 2 412810 5. [FAL
FREIZ VT HK 1000 U B — hET, 7 LV -
AR - [FAER CIRIE € & BRI S 7
o T,

TR 3 4 ofkEE X OWERER T L TR
0| PIRIERIT AR AR (2040 R TR - fRep
) . DUWTHRAEMERMEER (35-55 %) . TR
ZIE (4854 m%) | FRREE (45-54 %) 23,
55-59 OB EICB W T (LR, 3 #1F) | R
R Qpl) | Mk (16 | mAahZERE Q6 |
REFRFFREIREE (2 1) . Romberg M= (2 #1)
RS SHES ~TH 0 B B) . mAEALERRREE (3
) | BRAESCPENGRE (1 1) | BEAREFEEREDL (2 1)
TR, POIFEREREE . N E BIEMUE TR O /R0
7o REARIRENEENL & AR FE R B, 3 41
&b EH R T BRI AR S TR & s
(A BERRHEDNF I D (1,420-2,253/mm?) 184 D i
REM AR LT, £/, M CK fEIFIER ~1%
EEH (150600 TU/L) L CTEY AEREHKTG CILE
PR EZE AL 2 586D TV - MRI CUI S BE 2[5
SO/« iR« FRBE O R ERE 2 RO T,

EHLEMIAIEECTH 72 1 LITBWTIE, £ 20 &
D ERARFEE O HIRIZIN T, FIHPER OB X
THEEALVRIE « O o TR E S < VBT - BROE . (AL,
PER B E 72 & DI R S B A e 5 ol T A%
RHEDHEN L BTV D, MR EERE I BT
B EINEEENNITER TH O RN 5, FilkoE
LOIKT 2788, FHanama-CAR L~ v o
BEENRIESND,

D. #%%
ACAGG V v'— FMZ X% CANVAS IZ7 V7 Al
2 < A5 ST Y (Scriba CK &, Brain.



2020 ; Miyatake S %, Brain.2022) . AAGGG V ¥
— NI L CER = — e U EETEHEETH S,
PR &t 42 & | RERIT A S NS AR M

AR CHIE LTV 2 RUTKFED B V) | (LR ZEM

RRHERVENGHE . BRI L, F BEEH SRR
T REIRSEICRT DALY | )= o —

=

— T, V= FRIZEEHZE L TaZESNL TV 5,

VIRBE L TCOMmERT b,
[FIfE 3 AT THIEE S VTR BT I3y

M7 LC) BE— M &2 AT 556 DIRER T <
HERI S D03, ~T m G M AR A B N I E 5 C
DM BREDOER = o — 1 EES 245 A hek:
D0, BMOEERERFNIGT 2 H5 5,

E.
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TN

CANVAS OZWCE 72 1 FRIZOWT, D

BRIR - L BAR PRV DO — w2 b & Zr o 72,
Atk Hi% ) B P REMENZRMOMRREE &
BEEIITHRFOER = 2 —u kT A RIER
BEWLNET D20, & B DT 2N AR REME
Bz 39,
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7o PR AR U L0 | BUNMTUR R L. By
PERZBFETHI L7z, IRWT, S an
AN DRERRHUR DA % 7T, G NIMHUAR ML
SA % neuropil pattern & intracellular pattern, & 512
PEMEREIC 0B L, BRIRAURFER Feat L7z,

(fi B~ DELIE)
Uhiak BV TR EREAR 21T - 7o,

C. WFFTht R

DI DDFLNFF BT,

@ : ISAIZEIT DU IMETURERIL, LT T
L CHEIZHETH 5, BRI, ISA, MSA-C,
TEASMERFRE  fEHE BT D SRR Y T O
PEERIT, 30/67 (44.8%) | 3/30 (10%) . 0/20 (0%) .
1/18 (5.6%) TohH-o7 (p < 0.001) , F£7=. neuro
pil patternZ 9 EIAIE, 12/67 (17.9%) . 1/30 (3.
3%) Thotz (p < 0.05) ,

@ : neuropil patternZ 7~ J ISATTHMUAR NIM I FRIE 2
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£3 5, BARMIZIZ, neuropil pattern, intracellular

pattern, FEMEREA LT 5 & /NISMIERE A £ 5 R
HOFEAIL, TNENn212(16.7%) . 12/18(66.7%)

23/37 (62.2%) ToH-7= (p < 0.013) .

@ : PUNKPURBGIEISA TIXIEE LU EN IR T X
%, SBIOHUNMHTAGIEISA (neuropil pattern 4451,
intracellular pattern 4431) 12, SaE%%E (IVMPHIMR

5, TVMP - IVIghff 261, TVIgHAl 141) 235E1T
Eh, M (#2497 0) 12BN T, mRSTILL LDtk
ERBO BN,

D. #%%
ISA L BEIRHIICZr S nT-BED 55, K45% TH
INIEUIR DB & 72 0 | DN B TR S
PR ENTZ, 2D XD IRIREEDBREF IR DIEHE
DORESTRVEE L 2 F 2 132021451 H 2> S HU/ NN
PUAZ£E 9 IDCAERE 200 2 %12 & Uiz TR
IINIM S FRE W2 63 2 S R D A 5 i K OVZ2 e
ERRRET D T & MU TRERRRER ) 25295 =
LT L7z, JeihiEit (1, 3BT AN) L 1RIRERE
(5, 7THEIZATA) 121 1TEfF L, 2O RATH
A ROV APEETITT 5, EEHEEH X 28f
B, XR—2AF 4 641 B F TOSARA score®
b EDZE) & Ui, BEIMI32021451 H4H ~20
FEILH3IA L L7z, T TICEBIN iR BR 2#& T L,

E. f&&

ISASCIDCA & ZWr S5 EBFITB W T, H B mEH
AT ABENNLZ AR LT, 2NHDBEE
ZRGC LT-R R BR 2 D TN B,

G. W

1. A SR

Takekoshi A, Takayoshi A et al. Clinical Features and
Neuroimaging Findings of Neuropil Antibody—Positive
Idiopathic Sporadic Ataxia of Unknown Etiology.
Cerebellum. 2022

2. FRBER

5 63 [a] A AR FE RIS (2022/5, HUR)
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2. EHHEEsE 2L

3. Foft 7L



T4 AR ERA TR A SRR B & (EEE IR B SF BRI IR S 58)
SRR

RFFEME/ MK JRRTE O B SRR DRI LZ B4 H AFJE

WHIErHE
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202243 H 9 H),

FRREME/ NI ISERIE  (idiopathic cerebellar ataxia, IDCA) @D HARFEZ B 5T 572D MBE O T >~
r— NRAEAE SR L. D Electronic Data Capture v A7 A &I LT=T — X WEEZ ST LT-,
2022 FEN D S hnak 2R ORiM X A 2 Bdh L7= (UMIN &k ID: UMIN000047133, %6k H:

A. WFERRY

AAFGEO H NI EEMIC 2B ISR Y T 5
JiE 5] 3 D 7 HRE RS PR /N i K B iE - (idiopathic
cerebellar ataxia, IDCA) @ HAREZ A M35
ZEThBD,

B. WFE)iE

*F4:1% IDCA, B X OERIRAYIZ IDCA & DR
MHEIZ 72 5 MSA-C, SCA6, SCA31 & L7=,
IDCA, MSA-C 32 K235 T probable, &£
721X possible & Z2Wr S 7-0iEf] %, SCA6, BL W
SCA31 LB FRINCHEE ST IER 235 & LT,
7o — MRER, BEARICET A2 2 EN
L. Ml RA 7R 8IS - AL CHIRBZR b D & LTz

(DEAN DT, ONAIIRFF, QR EBRITENT 5,
DR F, OH W, OB, ORFEIN
BT 21X <, QR = e —)b, Ofal ORREIEL
D10HHE) & L, HYEIITIAT 7 — Mk
% 6 7 HEB X250 L, Electronic Data Capture 3
AT LEN L CT =2 ANNEEKE LT, T—4~
R A L MIAFIN R 25 B I o e B PR AT 9232
B X =K LT,

(B ~DELE)

NZE G & T D 4EmET - EFRUFEICET %
B FE 2 2 85T UAFZEEHE 2 /ERC L, BN R
EEm R B ST CTRR SN, #RE I3ER
IRV EA LRSI, GRS FIRESER - &

LT,

C. HWrgestR

2022412 H RKEF . TOB G I90ia% 524 (IDC
A 1244, MSA-C: 134, SCA6: 104, SCA31: 1
T4) . ek - WIEFAE D%, 314 T64- A%, 164
T127 HRRORENTE T Uiz, BEIFORERET &
DN, IR, 7 v r— FEEHE (B + 1=
#FE7%2) 1%, IDCA: 73.0 = 13.5 7#%,11.4 + 8.0
#,79.0 + 5.8, MSA-C: 61.5 + 10.65%,5.0 + 2.
0 4,716.3 + 5.3, SCA6: 57.2 + 12.9 %, 11.0
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+ 7.6 4,794 + 7.2, SCA31: 71.8 + 6.1 % 13.
4+ 75 4,91+ 55CTh-7-, IDCARELSCAS3
1R E < . MSA-CHE CIIfBE & ik LR
WNEL, 7o — MARHEREWMERA 2 R S
7o FIElFHA 5244 th 3944 Tl [RIFFICSARA ) A
SNTEY, 7o r— FEFME L EWHBNTRD &
7= (FHB9F%%% 0.830. p < 0.001) , HFRFIT—
X I RIBRIBIREET VB2 HWTHEE L
=BT v — A THEDOEAL EDOFE IR HE
TEfE CE) + %) 1XIDCA (6 H %7464 .
127 A% F&14) 2.4 + 2.0 (p = 0.239) . MSA
-C (67 A6 4 . 12 A% FHA64) 3.2 + 1.
5 (p = 0.049) . SCA6 (6 H & &5s4. 12+ A
%R #44) 0.5 £ 0.8 (p = 0.530) . SCA31 (64
A#%i&144 ., 12 HERES4) 1.6 £ 0.3 (p <
0.001) ThH o7,

D. #%%

B C127 AR ORE A& 2 - BE L1642
ME->TBY MO EZITI IS+l —4
PELN TR, TD X ) RBREZEE 27~ ET
H, MSA-CTIIFRI U< AERZE L& %R L7ZSCA3
LTkl U Tl RN, & N Ez b7,
F7-. SCABLIZRFRHINT —H NEH N L HEEL
TH, T o — NEEFHMEDFERZEA & OHEEE DR
HEFE T b/ & < . IDCARCSCABITH L T
F@@ﬁﬁ@@%o%ﬁ@ﬁw\béié#%bn
A%

E. #&im

IDCA. SCA6. SCA31, MSA-CO4JFMTI Z %5\
RMZaER LI=T7 v — M2 X D S htiak R o
M & H R 2 Btk Lz,

G. WFE¥R
1. fCE 2L
2. FEFE L

H. FnHpEMED HIFE - BE&iRin (PEZETe, )
1. FRrlus 72 L
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SRR

CACNAIGZE 5705 ¥ F~ 7 A IR RAF 4O KRGS

R E

DIVOIVUTFBE KZNELE 42 8 (SCA42) DOJRIKERT-& LT CACNAIG % FIEL, SCA42
BEOIRKRICY =V I FPAENTHL Z E2ME L. AIFSETIX, CACNAIG BRI X DhitE
\CV T T AR E NG LTS EDOERGHOL &, MR E Wi ©, ZHRA Ca3.1 12
KXV FTADARX ¥ 74—V RZ 7 EThH % PSD-95 OFENRENELT 2L L,
=Y I RRINRNTIUNENMADZETZOENLETHZ L ZHLNIT L.

A. WEEB

DIVOIVTE /NN NEIE427 (SCA42) DR
EETLE LT, TRV AF v 3 Cad. 1%
2 — RFHCACNAIGZE[AIE L7=. SCA42IZ134F
RO IRER 2 3R DIEBINFIE L, BREEAYIC Y =
W RPRENTHZ L 2WE Lz, AW TIESC
ADRET I~ T A L ORI A AW T, 2R
HCa 3.1 L DIHEMF B L OV E % —57 > b
WZ LTIRRIC OV TIHRET 2175 2 &2 B E 7
5.

B. Wik

INFE TOMBIT, BTV~ AIBITHRHEE
OFH L ZRMCa3. 1T DY =% I KOF L
VERZBR SN Lz, TOfEERE2 S LI, ER
BRI E AL DTS T2 2 T AT R 23 B
HLTWD &EDRFTHRETZIT> T 5. SFE
I, MRECRESERMINTH D Neuro 2alZ BFAT R &
OWAERMCa3 1 2 RBLSH, 7 ARH Z L
7 B DZENFS I OVRITE & i L2 a9
% LEIERIC, CaT v /L% PHET 2 A 2 i
L, TO&ExE kL.

(B A~ D EL &)

Fh FEERSE D FHEIZRE L R B RFZOMEES
DRORREZITIES ZBETF LT T TN 5.

C. WFEREE

oA ST DS B, A BUCa 3.1 2 5 HL
S5 L, PSD-9SHEZAMIZIRAE Llarge puncta’
BT % & Vo e HIlNRIEDZE LR R oisd 2
ERABLN o7, THRICaT v xABLEEH Z2A
TAHY=HINR, IRNTIULERMNMLEZEZ A,
5 BRI Ca,3. 112 & 5 PSD-95 D REJE I D JH(E AN B A=
& [FlRE D434 122 L, large puncta®FZEL & I8
L7-.

D. #%%

PSD-95|IKIF5A Y DE— X —Z L X7 EIZ &
S TRUNEIZI » THEIE SN D . BUNE IR - 724
JaNERE D —ERIX I T AEEIKFET D LS
bITEY, ARt ClIFn2 T +oR L o
7=, 5%, A EBIEE S 7-PSD-95 DRI N FIfEZ Ak
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MANT T DMEEPEICSI S Z ShTW b0z fif
s TETHS.

E. #&im

ZFERMCa3 1LY, T FAEL LRI ET
& HPSD-9S OMIIAN JRTENZALT 5 Z L 23 & 72
(o dz. 72, ZOBRTY =9I FeINT T
VbW ETHICaT v ROVIREANC K - Tl
L7z, 51&1%, BEMCa3. 11T X5 X0 FEM7RHRE
A2 OMNIT D & & B, VT 7T AR
ERAEHEFRE 2 UGE I MR Z A7 U
—= VT HREEETDHTETHD.

G. WHEsE#

1. FmCHER

Hara N, Morino H, Matsuda Y, Satoh K, Hashimoto K,

Maruyama H, Kawakami H. Zonisamide can ameliorate

the voltage-dependence alteration of the T-type calcium

channel Cav3.1 caused by a mutation responsible for

spinocerebellar ataxia. Mol Brain. 2020 Nov

26;13(1):163.

2. FRFER

Zonisamide can ameliorate the conduction of the m

utant CaV3.1 that causes spinocerebellar ataxia. i

B2, RS2, HBET, EEE—, B —,

L SE, 1 BB BE62[0] B AR T P R
EHEE) ,

Transcriptomic analysis using model mice of spinoc

erebellar ataxia 42. MAHMET, HREFEZ, S

I, AESGE, AN, IR Fe2lal H A

RPN E, TAD

H. M EMEDO HFE - BEekil (FPEZ&Te, )
1. REEFEUS:

Ba WAL NE K OF /NN PEE DR
P NI PO A7 ) —= o 7Yk, BriFHFE, &
JiE2018-031706, HiFEH : ERk304E8 H29H | [EN7 K
=S YNIN YN
2. FERHT ek

L.

3. =0
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SRR

RN ITE DEESFKYE, BAQOLODIE EIZE 5 WFSEHE

WFFE TR

R R R BRI

IR E

BN RFIE D — D Td D % RMEMIAE B OKE YIBH 2 M OV TR R H 5 1% O R I 22 s
RFERNZOWTII I N E THE DD 2o lz, ABFEICE W TAEMTRUGED AR RR S
Tedy, [RIRFIZZEIRBE Y A 7 DF%AFH KL OV QOL ICB T D B 2R b I b & 7 o 7z,

A. BFERE

TRIIINETOIRZHET, ATHFRGEZEARSE L
7= % % ZMEiE  (Multiple system atrophy : MSA)
BHE DR LY PEC A TR g 2255 LT
T L7=MSAEE OAEFHIM 28t Uiz, SERIT
YUEN IS E o To, BREIZIFOAHTHY . M
SABHE TIZ N LA ERIER 1T L W 28R 5ED Y X 7
DT D EEBEZ b, £, NLHaRIss
FRIRUE UIBA DA 2 AT U 7B & bl U Cfss)
FHIRNA BICIER LT\ e, N TSR 2 255
L 7-MSABH OEAAFICET 28I 2N ET
IE &AL, FEEREE L7 SE i 2 A
ABEH D BE SO TN TR ERIRFRIC L 5487
R~ 2 Pl L 72,

B. W GiE

20004F1 H1H 225202149 A 1 B & Tl 4 Berhk it
IR IR BT LSUE OIBE « N LR siaiE 21T -
7-definite & 7= {Fprobable MSARE Z XI5 & L=,
DI D N TR 25 % 5 TR B AL ELT - 7o I
%% FECHE L, AR >WTRET L
Tro NTIERZRZHERE UG BT EE R DADLE
UMSARS part IV % U CEEf L 72,

(i R ~ D ELJE)
YRR AL B2 OB AT,

C. HWroestR

S 73 g PR T R TA S IR 5 7 i 51 2 B\ N 72 139451 D
MSABRE & x5 & U=, £2BE ORIEFEH OV
6135 C. EHAEFHIRIL.0EZ - 7=, 3B TRE
YIBA AN FHE S AL, F DO F D215 N TR, 50 % 425
L7, N TR EREESERT, KAEYIBR DA EIT -T2
BE L Ll U CORIEAFR DA B E o T2 (58.75% v
s 64.15%, p = 0.005) ., A TLFEZR4A %55 L 7-MSA
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BH DOLEE R OUMSARS part IVIiZ4~T5 (Totall
y dependent and helpless, bedridden) 7257z, AT
FE e A 2555 L 7 MSABE 13, KUEBIBH D - D55
&G U O AN A BICIEE LTz (1
7.8 vs. 9.24F, p = 0.023) .

D. #%2 BIXW E. #m
MSARBFEIZEB T, N LR ZRERIZZSRIED U A
7 b St AR A LR S D ATREE 2 R
ST, —FH T, NTIERERZ 259 HBEOADLIL
RKESETLTEY, Z2RELERTIT T TE 22
W N TRERSIERIL, IEMEIRTE 1T Tid72 < QOL
SCADL G & O I B 72 8BS D bR R& T
b, EHERHEALETH D,

G. WHFesE

1. G SCHEE

Nishida K, Sakashita K, Yamasaki H, Futamura N.
Impact of tracheostomy invasive ventilation on survival
in Japanese patients with multiple system atrophy.
Parkinsonism Relat Disord. 2022;97:107-111.

SR EIN 9 £ O TIPURERSEH 1 00 % T 50

JEREOES T, WFEA, WEHEBL, &
EAR. #m e T 27 (7), 58-60
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SUDOSCAN % FH\ V7= 2 32 % ZEHiaiE D F& T HERE S LA

WHIErHE

Bl B SIURSEEZEE

J Ao [ ok S R A e e P AR} 0 B

IR E

FEITHERE 2 O BBICHIE T 5 Z LN TX 28 LWEYE (SUDOSCAN) #HW T, %
AIRZEREIE I T D IITHERE 2 E LTz, 2 RMEMIE IS B W TR B/ MK M & ik
L CHEIDHEITREMET L TED . B 92.9%. FrRE 90.0% CTERINARETH-7T-, Fi-.
TR DLW EEHE IR SN TV A ST ILE ., HEREE
W, AR TR AMREERTICE A TH 5 aTetE R S 7,

PO IRUWER] T b FETTHEREIR T 278

A. WFEHEBY

% ZIRLERIE (MSA) Tl B AR IE E 3 22
ICREREWE O, ITH, MSATILEEAI A
BARHE~D o VX7 LA LB E Y R L LT RN
HEORITIR FNEL D EHE SN TNDD, 16k
DOFITRERERMR AL T H O IEME & 0E Rl O L
ID, BRROEG TS LD Z &7,
Fox L, fENOTEMNZH LWRETFHRE (SUD
OSCAN) Z W T, MSAZ & Lo/ MMZEMESE
FOFRITHERE A T L, BRI/ A A ~—T
— & L CoIHATREME 2 Mt L7z,

B. Wik

%I421%. MSA 144 (MSA-C 94 . MSA-P 5
£ BT RE MM PEIE(SCA) 1044 (MID/SCA
3 14, SCA6 54, SCA31 44%). Hikr A AR
HE(PAF) 34, fd&% A(HC) 104, SUDOSCAN (I
mpeto Medicalfl:8) % TR &R KO FEITHEEE
ZHIE L7z, SUDOSCAN(L, AT v L ARF—)L
AR Ol 5 - [l K A g7 RIET, 4
VA DIREIEZ 0T 5 Z & T, gl&EoiF ik
TIROEFE A 4 L EBO= v 7L & D TER
EEEROG L Z 2 B 2R H LT, FITHERE Zelec
trochemical skin conductance (ESC ; Hifif u S) & I
ENAEMETHETX 5, FMHE & LTl A
OERNZH M2 UE L7=TE - BIEDECSIZ
RBREE OZEN S 570>, ROCHIERZ W -
FEDORED 2) MSADASA F~—T1—L 72 5n?
(& FEEG PR FRIE L ESCOAHBIfRNT) 74T LT,
(i R ~ D ELJE)

SRR TPEFNMEZESICURREZ T TV
%, BMEITERZAOCTHN - FEZ257,

C. HWrgeftR

FHEOESCIEL. MSARETSCARER L OHCEE &t
RCHBEIREZ 72, £7-PAFEE TIXSCARE -+ M
SARE - HCEEDO W & T H A EICESCAMED
72, SCAREELHCEEDMITH & 272 22 25RO 720
S7=, —Ji. RJEDESCIIMSA « SCA « HCO3RED
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NI BN 22 7 23R D IR dy o 1208 . PAFRE Tl
3SEHEOWNWT N E T HAREICESCHEE TH - 7=,
ROCHE#R & W= it Cld, FEDESCO D v b A
TE%60.13 u SE T 5 LJEE2.9%, RFFLEE90.0%.
AUC 0.907 (95%CI:0.7455-1.000) TMSA & SCA % [X.
BT B ENTE,
WRABOEIEHE (UMSARS part 1+11) & EEDE
SCICIZA DA AR T, LRI E DO FRES
HEIRBEE OFREE & FEITHRAEIZIZE] & 22 72 FHBA I3 7E
D770 T, BTV T SCPE R B 2 58 8O 22 U ViE
B DOHNZIITFAME T L TV DIEBIAFLE LT

D. &%

SUDOSCANIIMSA & SCADERNCAH TH D =
EVIRR S Tz, oo BATEREE N RWVEE T
FIFK TR H Y | 16k D B EMRER IR ITHRA 2
Mz 52 &T L0 BN SMSAD B At 2
R CX B FREMENH D, £72, BIEESCIIMSAD
NAF~—T1—EL LCTHATE D a[REMERH D | 2
R 72 B BIZ OV TR L TS TETH 5,

E. f&
SUDOSCAN % H 7= F& T FHEBERR AT I XIMS A D2 [k
NS e —H—L LTHIHLES,

G. WFE¥R
1. FSUFER
B
2. FERE
1) WEKEZ, SFLZIERRL, MR, AHK, F
JNF—, L1 FIHREN L ERITHERE %
A= 2 R ZERIE BB 12 1T 5 E BRI HEBE
I OFRA. FES208] B ARG AR AR A B R TR
£ 20224E11 H 241, . DTH.

H. FnpEMED HIFE - B&iRi (PEZETe, )
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BA=LQ
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BHEDRY VJfEZE72L, U UHFRICSUS 2R LT G BRI B/ MM ASTREI R Z DU T OSEBIIHR

ﬂjg
Mo s Rk MR RS R IRABE R AT TSR R i f o B

TS

DEGI] 73 Bk [SEE] mEiduv & 285 CAESRREBE 2R N5 [HUREE] £ o3 E
XEF Tho7eh, DI VENCT EBCFEITEF ThoTo, 40 RIS AT T
TVERE U, EEZOCKIBOIER ORI R E 2 258D 70, 60 FIc YRt 2=2 L, Ui -
B O K, Wi EiE2i v, bO% B OBRICIRE ZllE L, BRRpCIRERIZEI 23, 3-<I
o Tz, BEE MRI C/MMOZEHE % . IMP-SPECT T/VIMD MK F 238D 7=, 70 mkiiC
ADCK3 i F DR ZFR0D e REM R IE/ M ICTRIE 2 BU(ARCA2) L 227 L 7=,
coenzymeQ10 D HIT XV | AV ICFRCTER RGN A R O L 7o, Aok TROmBLE Iz I8k
AI7ZRAK Y IE(1.7-2.4mg/d) 23880, U » OB PEbE S & B HEREIR . 1R #iPH O intact PTH -
FGF23 725, A4 Fanconi JEMERED SE Tz, [#%42] ARCA2 ITIRY v IEZEOF L7 1 il %
PR UTe, IRV MIEITf 2 ORBTTFHARKF L LT LI, BEAER(<2.0mg/dl) TIXETT
PEICH R ToB R 2 B9 5720, BRMITIERZH ST & bIRRM RSN D,
TRIRINEE 22 R FBAE & LTl b2 BB/ NIMISTRIEIZ 3T S BIIC TR AT HE 72 ARCA2 136
RIEEIZE > TEHEERERTH D, HxrBHTEDY, KY VIEZADF L72 ARCA2 1345 £ TIZ
WEN2 < ABNE ADCK3 BT REIC L 2 BHIER O F 7= 72 2R3 2 /lRetE R H 5.

A.| WEEBY
EOKY iJEEAEDFL. U miFEick - T
SEME D M 3 A 3R 1 B AR A B N

Do

E. f&

FHIER(SCARY) DIEM % 7Bk L 7=,

B. Wik

HEDIKY U fE A A DF L7 i et g il
/NI ISFRIAE 9 (SCAR9) DR IZxE L, U DA FE
2ITo77,

(fw L ~DELE)

SCEZ HWTEEARNIHA L., JEFEREICFEE
W=7,

C. HrgestR
U RSN K VIR DER 7B iR e 7=,

D. #%%

ASKIERMN N EE & XD Bt/ MM FTRE 2B W)
T, SCAR9IXCoQI10iZ—HEBIRIE SIS E & 7= 9 EH] 23
HDHTD, BRFZOFEH ZHED TS, AER T
SCARIICEHEDLY v MIEAZEHF L. U U AliFEIC &
DIER DS EE RO T, K Y » MIE & SCARID BifR
PEIZOWTIIARBATH 203, B/ MK FRAE D
(L —ERIBIR AT RE 7R SE IR DSR2 T B TREME N
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AT TR Y VIE X o 0T, U o fitic & D IE

RO e EE RO T,

G. WHFesEE
. T SLFEFR
Haji S, Izumi Y et al., Neurology Genetics, in
publishment.

2. FRREFR

TERIERER, FIRMEED . KV v IMGEZ AP L= F
Yete (RS PER ST/ ICTRAE2 L O 1451]. Z539[a] i
TBHRTFE, AKX — 2021410 H28-30H
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/IR i 7 o0 T TRAR AR R R 38 1T 2 RFC LB s -ff AT

STHRFZEE - Eilg Y,

Woeh 0 ZREIEZY, RO RS, WALy, = CEEY, HAUTY, BOF Y, B A/, B

KO, RAHEY 2, BN

D) BRBRFPRFGERFGE R NE - BRI

2) VLB R R AR R AL B R R S

M E

fH A A58 7=,

YR CIIREE I NI RTRIE IZ XS 2 RFCT B AR TATIZ DWW R RGE 2 8 Lz, S8 I3RIA
RIFE DO YR EEBBIE A & 57220 840 JEFZ X512 RFCI 51O BRI OV CTHEMT 2
1TV, BRIRAY - BARTFHIRGT 21T o 7o, KR, BEMEZL 15 EFIFE L. £72FERIC RFCI E{s1 B
AT N T AEEOFEG A S NI T 5 7= 512 Charcot-Marie-Tooth 9% (CMT) 1476 4, &M
=z —n/XF— (HSN) 79 JEHNZITV, TN 18 FER] & 20 JEHNZHEAY Y v — b B {HiELFRE L.
RELEZYE—RFEF—7F2HR0ICHLNDAAGCRexp &, 7 V7 KEFHEHI TAHALND
(ACAGG)exp, ¥ AV E7s & THE SN 7-(AAAGG)10-25(AAGGG)exp Th o 7-.
DB OENTIA S TR o 7253, (AAGGG)exp/(AAGGQR)exp % AT DIEH] TITORHBETRIE D

JE—=hFEF—7IZL

A, WFER

WRLCIE 2000 4ELARE, =1 UM R (FEVE 5,
B, Ky, i) - ZRIRIZ 31T D B R MEES)
JiEBEV VIE] O W ISR EAS T-##NT [SCAL, 2, 3, 6, 7,
8, 12, 17, 31, DRPLA, FXTAS, GSS| %k L C
T LT\ 5D. 2019 #1Z CANVAS (Cerebellar
ataxia with neuropathy and vestibular areflexia
syndrome) DJHKE(E 7 & LT RFCI &5 1DA
Y AR HREHEEED AAGGG Y B —
R E DG S, ALE GO THRAEN L
BEARINTWDN, BETIIRMEIT Th o7z,
A CIEIR R AR R E B (B S 237 Yt R BE M
BEBRL) EXGIC RFCIEG T OERA Y ) —=
T EATV, BRIRA - BIRFHIRG AITo 72, E£T2
RFCI & fn1B# 27 T ABEE DR KE % H
5 MM 5 7212 Charcot-Marie-Tooth J%  (CMT),
B = 2 —a /35— (HSNEFIZR L TH
FRRICRRT 21T o 7.

B. Wik

(4] FICp Nk VSR, B, K
VR PRI « SERIR R SICTEE OB A EE A
THREBEVVERI 1289612 DWW T DNAZINE L2, A
S I B AR E S I BE L VE ] 1289111 DU
T. SCAL, 2, 38, 6, 7, 8, 12, 17, 31, DRPLA,
FXTASE L ’GSS (PRNP, P102LZ5) DR
AT 70 B NT—EOIEFNZK L CTlELe=r vV — A
ATV, BPEBI33061 & bR LTz, &7 i YetafifE
M e T 2 FIRE 2 A3 5 1165ER] 2 Rt L 728
A0TERI A R L LT, FIRRICEBIE T RZ2K O CMT
14765ERICHSN T9MER & %5 & L=,

[ 5iE] £, RFCH&EET OV B — MiatERE O

46

F#EZPCR-EBRIKENEIC TITo 7. kiZ, U E—
MEFRDOES A2 iR $ 572012, WAL 5D H
5 (AAGGG)exp, (ACAGG)exp & Bt & MG D H
5 (AAAAG)exp, (AAAGGlexpZ %kf5 & L, repeat
-primed PCRIZTE Ze>7. MW7 LD RE
R ZIROTREFNC OV TITIEE R, KEHAL
ERFT 72 Sl oW TR B FHRT 21778 -
7-.

(fFL i ~DELE)
NS DOERIZHEHT S DNA BikOfMHIzoW
TIE, BIREBEKRFEOE N7 AMERMFZEICET 5
M EBE S TR IN, FH B GEEMEMRE R
DOBETZWikd, HF7E BB CORIKBRR O[T
BILOBERSEGT) ICOWTHEEFEHIIFEELE
ICH2ICHBA L, CECTEBTREICET 2 FE
HEE/FTND.

C. WS F
/NI SE B R FRIE 1S 3 T DT CIX RFC ST D
B R AZ1SERFE L. U E— hEF—713(A
AGGQ®)exp/(AAGGG)exp THER], (ACAGG)exp /
(ACAGG)exp 3JEHI, (AAGGGexp / (ACAGG)ex
p 4ER], (AAGGGexp / (AAAGG)15(AAAGG)ex
p UEFITH o7z, Huss 3R & TER], %2
SEG], PRIR2AER], Ky - SR - f&@h - EAR VER] T
bolo. AR EREFRITIBBOLRMEREL Tk
0, kP 7R BRI e < FEMICHFE L TV D &
Bz b, BARTEROMHTIZ W\ TIRIEF i34
9.7E1Ti% T, BERE D L B0 WIRIE TH > 7203,
(AAGGQG)exp/(AAGGG)exp DIEH] TR JELE
MR MER 2 o o T2 [FEROfFENT 2 CMT 1476/
FICxF L CAT o7z & 2 A, I8EFIZHI Y B —




N BEARIES B S 7z, ANIMIGHR & [ I R £
I <, &F & FE ek TAAGGG)exp, (ACA
GRexpDIFEM) U B — hEF—T7REIEINZ. £
7-HSNIZRT 2 AT TIE20/7THEFNTIFIY U & —
NEEMREDN R SN, & bHEEOSWRKES T T
Hoi-.

D. &%

20194 IZCANVASDOJHK & U CRFCIE( DA
Y ha B AREEAEY B— MRS S,
AR ZEGDTERN2INTWD. RFCHEE D
AT Y B — kB RR I O BARPEm R R BT FE
WIZEHETH Y, CANVASS/NMMATHIELIZMC b
JER = 2 —a XTI e N R B, T
xR L CRFCHEIE TBIEANRY T AfEE &
WIOAFRBNER ESIND L 912 s>TE TV 5. 4lnl
Box IZRFCI&EAT-EE A~ T LFEE DK,
BAEREEZB O 5720, /MKAFE, CM
T, HSNIZXf L CRFCIHER TRNT 21T 72 5 7=, /)
fM IR, TR = = — v RF—, FifERRE LA I8
UK, BEMREKRETE, SEMARSMIREETE, RSN,
AREEIES), BERED, il ks T, 2
O DOIERNE—E L < ITkEx 7ol AG bt TR
OIS, FRER G, BOREREE, miEm6e
AR TIIN T ORBT T 4 R R E 2w OB
TH LI, EIERUACTIEHEMREE N &S5
WHEECA LAV, /MBRFTE & CMTIZEB W TiE
(AAGGQ®)exp/(AAGGG)exp DIE R TIHIEE M HME
VMEM 237, KRB LY B — N ETF—T7 D
AT CTITY B — e F— 7 NERBZET DA
FTIERWZ ERHER SN T

E. f&i

AL CIEIR R AR R ESE G 840 1 2 xf 42l
RFCI #fr1V v — B MEDOMIT 21T\,
15 JEB] (1.8%) % [FE L7=. RFCI &invEiE
PEBIIRBA N ZEETH U, CANVAS LISLD
REAZBWNTYH, BT EITS 2 &n
HETHDH. F A TIE(AAGGG)exp,
(ACAGG)exp, (AAAGG)10-25(AAGGG)exp 7%
FEL, fix D) B— b EF—7Ix9 58
G FRNT RV ETH D.

AHFGETIT 2 FH/IMKZMESE (SCD) O W<
P, Rzl B o R K R E I3 281501,
SCD (@ T A MIREMNEA N =X LD I B
5 IR R R X OV 1% OIRIEBFICH IR T 5
Lo rEEphs.

G. WFE¥R

47

1w+
Ando M, Higuchi Y, Yuan JH, Yoshimura A,
Higashi S, Takeuchi M, Hobara T, Kojima F,
Noguchi Y, Takei J, Hiramatsu Y, Nozuma
S, Sakiyama Y, Hashiguchi A, Matsuura E,
Okamoto Y, Nagai M, Takashima H. Genetic
and clinical features of cerebellar ataxia
with RFCIbiallelic repeat expansions in
Japan. Front Neurol. 2022 Aug
10;13:952493.

2. Ando M, Higuchi Y, Yuan J, Yoshimura A,
Taniguchi T, Kojima F, Noguchi Y, Hobara
T, Takeuchi M, Takei J, Hiramatsu Y,
Sakiyama Y, Hashiguchi A, Okamoto Y,
Mitsui J, Ishiura H, Tsuji S, Takashima H.
Comprehensive Genetic Analyses of
Inherited Peripheral Neuropathies in
Japan: Making Early Diagnosis Possible.
Biomedicines. 2022 Jun 29;10(7):1546.

3.  Yuan JH, Higuchi Y, Ando M, Matsuura E,
Hashiguchi A, Yoshimura A, Nakamura T,
Sakiyama Y, Mitsui J, Ishiura H, Tsuji S,
Takashima H. Multi-type RFC1 repeat
expansions as the most common cause of
hereditary sensory and autonomic
neuropathy. Front Neurol. 2022 Aug
17;13:986504.

N

FRRFR

1. LREEZ, MO RS, SHHF, 28 HiE
RS, PTNEME, R, T A, Bl
AT, FEOIER, WA, TS, @is
HE, B LN el 2 ohuts & U 72 /N i T
FRAEIZ 31T ARFCLEAG 1-iffT. F631E H A
PR PPN 2, 202245 A

H. H0OMEEMED HFE « BEekid (FEZ &)
1LRFF IS

BB O TE (FFFEE 6378529 =, H
FEA: VR 26 44 A 28 A, BUS4EH A Rk
30 4 8 H 3 H., FIMEE: EIE 8, Al 0 —
ER)

2. FEMHFEEG
L

3.F D,
L



T4 AR ERA TR A SRR B & (EEE IR B SF BRI IR S 58)
Sy TRAF TR

RN R FE O ISR B3 5 AT SE

WHFE A T

i

TEAT

BN IR R G B WIS R 2 i P R 23

W E

W TRBRIEBAR BB & LIE 21T - 72,

Ubapl &+ R 2 RN & 3 2 st el B SPG80 (DWW C, T VEMWIDIERKR 21T

A. WFEERY

Fex L, 2019 4F, Ubapl (Ubiquitin associated
protein 1) BIn 2R\ X0 BHEFRIEMPTL O F
Yett (R VB PR M kB (SPG80) AL D
ZEHE BCKEFMS LTI L TR L, 2D
#%. SPGB0 OXRJM A B TE/LIILHOTOET
VEWY (Ubapl / v 7 A >~ A) ZER L1275,
Al 2D/ v 7 A v A% VT SPG80 DR
BIEBRZ B & LT T8> 7=,

B. Wik

Fex DL L72SPGROF AR DA (c.535G>T,
p.E179%) LB FEANCHEL LA R~ T R
ZAERR L. il Ubapl+B1T6EN23 ) o 77 A L~ 17 A
iR, FERM<T 2 (WD) (n=16), HKAIXIHE
57 v 74~ A (non X-KI) (n=13), FKHIX
Bh5 v 4~ Ax XKD (0=5), 77 &R
5904 v~ A (P-KD) (0=2) I\ T bea
m walking testZ{TV>, FBEIFITTORY v 7
M2 RIE Lz, 7236, FEAIXIE1,000me/kg/day
Z27 Al o1y AMEOHRE LT, 24 Hil~6
r Al B L2, S5, #HAIXA500mg/ke/d
ay (REERE n=4. 1,000mg/kg/day (&% &
n=4), HAEM~<~ 2 (WT) (n=10). 77 tHr&k5
v A4r~<uA (P-KD) =H)IImf, e—4&nu
Y RTFANMIT) v I AT ARENLE T
5 ETORRZFH LT,

C. HWroestR

Ubap1?7/FI76E623 ) < 7 A o< v A, HAERTIE
W CHoT=N, 3~4n A% (I 100H)
IZSPG80 & [RIERICATIE S (T OZ I EE
) 22 L7z, 27 Aln, 47 Ain, 67 Hlin~
7 A Dbeat walking test TD R U v 7 [RIELD
SEHEIL FNFRWT: 0.05 (0~0.67), 1.05 (0
~3.3), 0.84 (0~3). non-KI: 0.52 (0~2.3), 7.
38 (3.3~10), 9.23 (5~10), X-KI: 0.67 (0.3~
1), 1.11 (0.3~2), 3.39 (1~10) , P-KI: 1.5 (1
~2), 10 (10~10), 10 10~10)TH v, X-KIT
l¥non X-KIIZtt L4+ A, 64 Hlin~ 7 A TH
BIZAY o RN LTz, (Mann-Whit

48

ney U test: p<0.01)

- 6~TH AW v 7 A o~ ATk 5 HEH
XOBEHAERE BHERORIZBWNTIE, BT
B OB EIZF N ZENWT: 172.8%) (124.7~
207). P-KI: 105.75% (63.5~136.5). X (Low-d
ose)-KI: 115.2%) (103.6~128). X (high-dose)-
KI: 159.45%) (139~176)Th v . HHKIXD & H
BEERGRHICBWTHEREEN A b,
(Mann-Whitney U test: p<0.05)

D. &%

AMFRIZ L0, ERXORK OG-8 Ubabl /) > 7 A
VR ADBRITRELWESE D Z EEHD TR
T ENTE, L UARRERIL, TR ERER]
b D Al OE W~ 7 AT 5 HAF G T
b Sk, BITEEREZRD ) v 74 o~ T AT
K588, EWEEIC L2 BOF = v 7 BN
WThHLEEZD,

E. ffw

St ¥ U ADT —F e FITER L CTRARTEEIE RS
PRI B A ) = X L OFRIS, TRHIEDBFIC
BT, FARBRTHWEEAXZT, 9 TiIce
I T DAL TEN B RE D FER A A Tu 2 FEHA
T DH7=, drug repositioning® LTt k TORf
KRB ATV EB X TN D,

G. WHgEs#

1. AR

Shimozono K, Nan H, Hata T, Saito K, Kim Y-
J, Nagatomo H, Ohtsuka T, Koizumi S,
Takiyama Y. UBAP1 knock-in mice
reproduced the phenotype of SPG80. J Hum
Genet. 2022 Aug 12.

doi: 10.1038-022-01073-6. PMID: 35962060.

2. FRRR

L,

H. FEMPEMED HFE - BEeR (PEZ&ETe, )
1. FErEuUS:

2L,

2. ERHFEEG

2L,

3. F At

L



T4 AR ERA TR A SRR B & (EEE IR B SF BRI IR S 58)

SRR

R IR BRI RS I L
Rk S VT BN R FE D REGIRAT IS DT

WA SRRE  FERFPEFREFR AR  BARRET

W i R

WAL 2R PR R AR E A IER

IR E

THENIMEVEIE X, AR RIBRIEN R WVHIRIRBRETH D08, Fil- RIBHIEOBRE N ED b
TEY., WL ODORFREBRNFE SN TS, —FH T, BRRBROEMICE LT, X2
FIZ S WA EERIC W T, FES, U7 AT —L RF—4% (RWD) OJEFHRHIEE ST
Do ARFFETIE. YR BRETE LT 2003 2> 5 2014 4R £ TEAHEIE 2 E R CINE 217
S>TCE7-RWD N9 5 2 & T, FBIENDEHOARRZFBEBNCIH S22 LT,
RFBR D24 EDE F, PRI D2 DR—RA T A VB HEET 5,

A. WFEHEBY

ARG TIE, FFERBFEMIT AT AL - T
Bk S - REBE CERE/NMNEMEE, 25%E
MERFE DT — & & W THRIEESE A S\ T
5 el BT, BRRE O IS ZEEEB O
KA, PRI A R B E DO RR &7
Do

B. Wik

JEA T - R BN O A 7 A 220034
JE D 65 20144 FE NS B Gk S 7= Bl DM AR PESE
L RMBNHIE R HR L LTz, ENTRS R R
Zek 2 —MmEEES (A2019-056, 20194£9H 10
H) IZBWTEREZST, 202141 A 12845 EE
L VEmoTFT—2 a7, AEEMHCCATK X
OV MEOPCAIT AN RL AL & FEAERF & L, FIEN D
B ZEHEE F C O WIS 3FAT M DIER] 2 Fro L=,
BIMEER] (DRPLA. SCAl1, SCA2. SCA3. SCA
6) IIMEATRL R A HZEFGERE & U, fRAT R RRF R
ITARBEN D B NN ARRRIEGI 2 BRAN L=, 77 b
B L EHBITARRE, SNALARREE TORFRE] & L7=Coxlt
B AN — RFTIC C PR 2R LT,
(B A~ D EL &)

[ESL R R R o 2 — @B E S (A201
9-056, 201949H10H) IZBWTHKREZET, &
TR X 0IERT — 2 Ot EZ T, TRE
PR BIG AT S 3B 1T 2 IR R TS N O RFSE
HEOFI IR 2 250 ([20ED .

C. HWroestR

20034F B 7> 520 144 B |2 B Gk S N 7267,39261 D 9
B W UECHREAT FEEIC BT D AT 7= L7 ]
2,099%1 & it g & U=, fIEIMECCA 5,14641, 1L
FEPEOPCA 4,238, DRPLA 320, SCA1 12741,
SCA289f5], SCA3 870%1, SCA6 1309%2353%4 L 7=,
IMFEPECCA D - YPFEIEF 1 L64.55% (SD, 10.77)
IFEIEOPCA D Y FE AR 164.05% (8.83) 72> 7=,
BARTEIE B D F-34) R BRI 1 ARV IELIZ . DRPLA

49

T47.35% (SD 17.6) . SCA1T49.95% (SD15.5) . S
CA3T50.45% (SD 14.4) . SCA2T54.1i% (SD 17.
3) . SCA6T60.47% (SD 12.0) 77 o7, B =MSER]
(BT DIRMTEL SR OERRFT FAZ DWW Cid, 7BARERE
PR (52.5%) I ZDRPLA Thix & i WAL TR H a7,
NE v ZF—IKMEBE (21.4%) | £ FremEEpRER
TEFNREL(6.3%). FretE AR5 A ERR HR(53.9%) %S
CA3 TR b EVEE THRD bz, £7-. AT
[Z 2T, DRPLA Tl ARMMERE (30.6%) . K%
HERZE (36.2%) oyl b b L Tl /e g
MWERD HiT-, IFEMECCA., IVFEMOPCAIZ BT,
PRI, FIERFFERR, WIFRFD B BRI E 2 T 14 1A
FERE LT-fEAT L= & = A, IFEEOPCA Tl
ITARRE NIVEAREEWVWT LD T 7 K A KBV T H I
JEAND (FlR) & BERESE (HV) NTPEIKNT
& LTCREENTZ, IIEMHCCATITHITREE, AT
FEEWVTIOT 7 b A DTEWDTHIER ()
NFPRETE LUTRE SN, BIMEERIZBVT,
PRI, FFEREEEN, FRREREERPRPT A - Wi R - B
A TRIRToEM & L=t 2 L& Z A, DRPL
AB L USCA3 TIIAATARBE SINEARREWV T LD T &7
N 22BN T A REREE N PRI & LT
FIE STz, SCAITIIHTAREET 7 h AL E LT
M ZEHE . RIMZEMEDY . SCA6 TITHITRBE, SN
FEWTNhoOT 7 M AZBWT H4ER (FEin) B X
OIS R E N TRIK T & L CRE ST,

D. #%%

KAEFFETIEL, Coxtbfil Ny — R &2 FvC., 8
MeFE 7 BB EMESCD O BN 70 U T3 L T
NDT T N H 2TxT 2 BRI ORE A Mt LTz, 8
FEMESCDTIE, CCA & MSA-CDO[] 7 THRIEFERRN
WD Z LR EN, BIEFERNE L RDITon
TR UCHITERITESTEX R0 27 )3
TN 2AH A 23R S 372, BRI E % 5 FIER
1ZCCAT0.5%. MSA-CT53% TH V. RIERIZH
BARREIEE 2 F D JEBI D, T - NLARBED U A7
IIMSA-CTHEITE W & D3ERD b, FIERO
H AR E L, Z 1 E TMSA-CIZB W CAEm T
PEASED ZENMEINTEY | AFEORER
IZBWTH, B TIREENERIN T THDH Z &N
TRENT-, —J7. CCATIT A HphfefE | @ L AT
W#EEDfEIRINF & L CRIE S e hro 7=, BIEEs



MESCDIZBI L C, BMATIREEDfGRRIK 1 & LTS
CA6 CIIFIERF D 2y, DRPLA & SCA3TILERaN
BN, SCALTIIMMERZEME & RAMZHE 2N faRIK 1
LEZ N,

RIRICELTiE, 2rFryoversnr vy
RMEDOTRAT a7 OFERIC L B U A7 (KRR
RO Lo T, Fi-, BEEMESCDTIZIZIES
BICTRHT F o Z )M S Cun=72, CCAR &
UMSA-CIZktT ATRHT F v 7 OE L2 fdtd
B LI TERN T, IHIZ, Pioi—F 0 Y U9R
HOMHIISCANZB T 5®m I AZ N1 THDHZ &
2VHEH L7 (HR 3441) . O, gL 75 A
N A e et € 7 AN R e =l == i
ZFILFEXDRPLA, SCA3, SCA6D Y AV KT L 725
ZENRIE SN,

AT N DDDIRADRH D, & TR
TITRRE G TH D Z LN HCAGY B — oD
WEZRD TR o TmZ & ZOFFEIXEMEIC
L BB ST D Z &b | BB ER] Bk
ORERE ST, 2O, BEFENT N THhiLZ
MoTJEBI b E EN D, 728, IFEMESCD2,793%1 &
EMEBARTESCD1,53 741 2 A\ THIGE CHEM = H L 7=
L2 A, FHKEIXZZ40.95 (SD 0.07) . 0.86
(SD 0.30) &720, F—HX L LTI HHITEET
x5HLDOLEEZ LN,

ABFFRIL B D Rk — FFFE L O b RN <
HE LRV, E2, BIENMHI GIEFI 2B CX 7
ZL T, BAAH A TDOSCDIZEB T, BENHRIT
RCHVYNTE R RIS E/ETDHIENTE
77 ARHFFETH L T- BORRIE L, RIZH R 72 1R
ENR N BE S ARED ZFIEON#E RO

Bz T ETHAMTHY, TETFHIKFORE,

BEIRABR D7 A N MR B I E ORI K
E<HMT2bDEEZD,

50

E. f&

BRI VEIE DJRRBI O P % 2 52T 5 2
ElX, A% O TR OFAL, TR A LR
925 LTl CTEETHDH, AR, 2EBET
EBREINTIERZ W TEEN O REI0EMO T
HBEIMMTE DT —F _N— 2 & TR B4
ﬁj%%??%ﬁbkbfy%%ﬁ%%%aﬁmb
iz,

G. WHFesE

1. G SCHEE

1) Kanatani Y, Sato Y, Nemoto S, Ichikawa
M,Onodera O. Improving the Accuracy of
Diagnosis for Multiple-System Atrophy Using
Deep Learning-Based Method.Biology (Basel).
2022;11(7):951. P1-16.
doi: 10.3390/biology11070951.

2. FRREFR
L

H. B EEMED HFE - &R (FEzEte, )
;%ﬁﬁ%
sL

I 26 ik

£

NN
T T

DAl

3
7R



R E M
FIRERN DHITREEE TOHIR

of - CCA e S MSA-C
09 09 B
s 08 :]
or or -
08 E- os L + )
i s i ped
8 g |
& 3
* 04 04 T
—i
03 - i 0 T J —
7 1 - quess) H
o e : o T Pl
-~ ~ @ H
o1 en ot ~ H ——
00 00 ;
o 1 2 3 4 5 6 7 8 9 10 " 2 13 ° ! 2 3 4 s e 7 s ° . " 2 »
Number at risk (number censored) Time to inability to walk (year) Number at risk (number censored) ~ Time to inability to walk (year)
1172 (0) 1085 (10) 918(25) 704 (46) 527 (68) 393 (101) 266 (124) 167 (140) 98(158) 50(162) 24(163) 9(164) 4(166) O (16 1344 (0) 1301(12) 1110 (43) 888 (117) 617 (207) 395 (301) 223 (358) 122 (384) 73(409) 32(422) 13(429) 4(431) 1(431) 043
IS 954(0) 891(8) 733(16) 535(42) I6I(67) 252(93) 151(107) 99(124) 53 (134) 30(137) 17(139) B(140) 2(M41) O(14 g 1209 (0) 1223 (17) 1010 (63) 753 (143) 473 (214) 292 (278) 165 (320) 90(351) 39(38) 17(373) B(BI) 1(377) 137D 07
& o o e o e 1 et o Fonro] 12rs o) 1221 @3 98710 117 106y 443 @54) 230,010 20 ) G7GIY) 2T T D(ES) G 1Y 108
980(0) 908 (18) 705(45) 503(74) 316(96) 200 (120) 12(132) 63 (141) 0(144) 12(148) B(150) 1(151) 0(151) 0015 1260 (0) 1199 (43) 970 (137) 644 (243) 353 (323) 184 (374) 85.(393) 39 (409) 16(415) B(419) 2(420) 0(420) 0(420) 0(2
o 1 2 3 4 5 6 7 8 9 10 " 2 3 ° B 2 3 ‘ s s 7 s ° * . 2 »
1.0 1.0
09 —J:lzi 0.9 J—‘
08 [ E— 0.8
07 07
Z 06 = 06
3
G  05] -eeeeeeeemseseesesceeceeneeiecieeeoiens s 0.5  mommmmmeee oo e
£ : 8
o 04 a 04
03 Type 03 Type H
—+ (nt38) = (Int38.5] |
02 —+ (3548) 02 ~+ (28.549) |
o1 — @s6n 01 - @9615] :
@11 “+ (615, In] H
0.0 0.0 :
0 1 2 3 4 5 6 7 8 9 10 [ 1 2 3 4 5 6 7 [
Time to inability to walk (year) N Time to inability to walk (year)
Number at risk (number censored) Number. at risk (number censored)

(nf,35) 30(16) 19(20) 13(21) 8 o (128514 32 (0 19 (0) 16 (0 15(1 701 5(2) 2(3; 13 104
8 (3548 lo@) i2(0) 8 3854911 33(0 25 (0 17 (0, 14(1 9(1 70 3 (2] 2 (2] 12
= ([@861] 14 (11) 11 (12) & (4961511 30 (0] 25(0 21(0 18 15 (0) 32 4(2 4(3 1(3]

(61, Inf] 13(8) 6 (615 Inf]{_32 (0} 23(0 18 15 (3 8(3) 4(3) 3(3 23 1(3]

0 1 2 3 4 5 6 7 []
10 1.0
09 09
08 1 08
07 ! 07
z  os z o0s
3 3
05 8 05
£ H
o 04 a 04
03 Type 03 Type
= (4nt,45] 02 = (nf,39]
0.2 —+ (45,58] . - (39,51]
0.1 ~+ (58,66] 0.1 -+ (5162)
~+ (66, I = (62, Inf]
0.0 6,10 0.0
0 1 2 3 4 5 6 7 8 9 10 0 1 2 3 4 5 6 7 8 9 10
Time to inability to walk (year) Time to inability to walk (year)

Number at risk (number censored) Number at risk (number censored)

(Inf45]{ 25 (0 15 (0 12 (0) 750 3(0) 2(0 1(0) 1(0) 0(0) 0(0) 0(0; Inf,39] 140 56 108 (,8) 79 (12, (25,

8 (55811 22 (0] 15 (0 12 (0} 7(0) 5(2 2(2 1(2] 1(2; 1(2; 1(2 1(2; 8 (39.51] 121 (4) 88}) (21

& (58.66]1 20 (0] 16 (0, 14 (1 12 (1) 9 (2] 7(3 5(3) 2 (4 1(4 1(4 1(5; = (51.62] 142 (11) 109 (14) (27,

(66, Inf{_22 (0] 171 12 (1 5(2) 3(2 2(2 1(3 0 0 (3) 0 (3] 0(3 (62, Inf] 111(7) 77 (12 18,
0 1 3 4 5 6 7 8 9 10 [ 1 2 3 4 5 6 7 8 9 10

SCA6

1.0
09 S 1
08
07
06
05]  meereeeeose e Tt
04
03 Type 1
= (nsa)

0.2 -+ (5462
0.1 -+ (62,69]
0.0 oo

0 1 2 3 4 5 6 7 8 9 10

Number at risk (number censored) Time to inability to walk (year)

(-Inf,54] 251(0) 191(1) 138 (1 10&&2 68 (5, 43(5) 23(5) 12(6 8(7) 3(7,
8 (54562 242}1 197 (4) 166(7) 121(7) 76(7) 41(10) 20(10) 9(10) 5(11) 2(1
= (62.69] 238(3) 187(4) 152(7) 143 (1) 75 %1 3931e§ 22(19) 13(23) 5(23) 3(23

(69, Inf] 229(4) 182 (13) 140 (20) 99(24) 71(31) 33(33) 25(40) 12(45) 3(46) 2 (46

0 1 2 3 4 5 6 7 8 9 10

51



b R
09 —
o7
f 06
é 05 ;
@ 04 3
03
Troe H -
02 + CCA onsetage cats(nt55]
- COAometage cate(50.64]
o + CCA cmaetage cat(64.72)
~+ CCA cnsetage cat=(72, ]
0o
[3 1 2 3 4 3 6 7 [ ] )
Number at risk (number censored) Time to inability to stand (year)
1172 (0) 1094 (3) 940 (11) 735 (25) 555 (35) 420 (S5) 283 (72) 174 (87)100 (100)55 (106) 26 (109) 9(109) 4(110) O(11
e at 1117 (0) 1052 (6) 891 (15) 646 (35) 446 (56) 307 (77) 167 (93)125 (108)70 (117) 37 (122) 18 (125) 8(125) 2(126) 0(12
- = 969 (0) 918(4) 776 (14) 586 (31) 393 (47) 262 (69) 170 (89) 101 (97) 51 (103) 29 (109) 10(110) 3(110) 2(110) 1(11
980 (0) 910(10) 716 (21) 518 (48) 335 (63) 214 (79) 117 (89) 72 (96) 35 (101) 12 (103) 7(108) 1(106) 0(106) 0(10
[3 1 2 3 4 5 [ 7 [ 5 1 1 1B
1.0
0.9
0.8
0.7
z o8
5
s o5
o
[N 0.4
0.3 Type i
=+ (4nf,35]
0.2 —+ (35.48) |
0.1 - (48,61] E :
~+= (61, Inf] H H
0.0 ' '
o 1 2 3 4 5 6 7 8 9 10
Time to inability to stand (year)
Number at risk (number censored)

(-Inf.35]{ 88 (0, 73(1 50(8) 40(10) 30(15) 20(20) 13 EZO) 8(21) 7(25) 1(26) 0(26)
& (35.48]{ 78(0 48 (0 38 (0, 33 (3, 19 (4, 12 6; 7 6? (6:2 2(7, 0(7, 0(7,
& (486111 77 (0 53 (4, 40 (6] 26 (8, 13 (9, 11 (9, 8(11) 5(13) 2(13) 1(14) 0(14)

(61, 1n11{_77 (O 52 (0 41 (3] 28 (4 14 (5 8 5(7) 2(7) 2(8 1(9; 0(9)

0 1 2 3 4 5 6 7 8 9 10
1.0
0.9
0.8
0.7
z o6
3
- Y- IR EEL LRI EIT e ELTETTITEITITEITEELETEILEELE TELTELE
o
a 0.4
0.3 Type
“+~ (4nf,45)
0.2 — (45,58) |
0.1 ~+~ (58,66] E
~+~ (66, Inf] H
0.0 '
o 1 2 3 4 5 6 7 8 9 10
Time to inability to stand (year)
Number at risk (number censored)

(-Inf.45]4 25 (0, 15 (0 12 (0; 7(0; 3 (0, 2 (0, 1(0; 1(0; 0 (0; 0 (0, 0 (0,
& 5581 22(0 15 (0, 12 (0] 7 (0, 5(1 3(1 1(1 1(1 1(1 1(1 1(1
2 (5866]1 20 (0 16 (0 14 (0] 138) 8(1 701 61 4(4 1(4) 1(4) 1(5;

(66, Inf1{_22 (0 17 (0 12 (0] 5(0) 4(1 2(1 1(2 0(2 0 (2] 0(2 0(2

o 1 2 3 4 5 6 7 8 9 10

Probability

g

>
[l

AR D BT ReE TOHAM

CCA

I EE SCA6
10 1 1
0.9 J—‘—a—o—
08 |
0.7
0.6
0.5
0.4
03 Type
= (nf,54]
02 —+ (54,62)
0.1 ~+ (62,69
~+ (69, Inf]
0.0
o 1 2 3 4 5 6 7 8 9 10
Time to inability to stand (year)
Number at risk (number censored)
(-Inf.5414 352 (0) 251(0) 191(1) 138(1) 109(1) 69 (4) 44 (4 24 (5, 12%6) 8(6 3 (6
(546211329 (0) 242(2) 196(2) 166(3) 123(3) 77 (3 42 (4 22 (4, ) 4 (5 2 (5,
(6269]1 318 (0) 238(1) 186(1) 151(3) 111(4) 73 (5 41 (6 3 (1 3(11 7 4(1
69.1n7{310(0) 229(3) 181(8) 143 (13) 100 (1 70 (1 3501 22(19) 13(21 6 5(22

MSA-C

101 -
09
o8 T
o7
i 08
2 05
&
04
03
Tipe
02 + OPCA sasstage cate(ont 58]
< OPCA cnsetagn cae(54.64]
o1 - OPCA cntagn cate(B4.T0]
~ OPCAcnsetage cat=70,
00
[ 1 2 3 ! 5 6 7 ] 5 K IS
Number at risk (number censored) Time to inability to stand (year)
1344 (0) 1308 (5)1133 (26)914 (82)642 (1STHO2 (232238 (262)129 (305)76 (333) 31 (344) 14 (348) 4 (350) 1(351) 035
s . 111 1269 (011228 (1211024 (48774 (113)199 (181295 (233170 (266)94 (298) 40 (309) 18 (318) 7 (320) 2 (320) 2(320) 1(32
= OF 20 4701 1273 (0)1226 (191006 (60744 (131459 (195060 (246147 (280) 78 (303) 37 (312) 18 (318) 9 (320) 4 (320) 1(320) 1(32
1260 (0) 1206 (30)990 (94)682 (180)388 (251207 (300)105 (316)49 (332) 18 (340) 7 (341) 3 (342) 1(342) 1(343) 0(34
[ 1 2 3 4 5 6 7 ] 5 K IS

1.0
0.9
0.8
0.7
0.6
0.5]  mmmmmmomemom e
0.4
03 Type

= (Inf38.5]
02 ~~ (385.49]
0.1 ~~ (49615]

(615,
00 - nf]
[ 1 2 3 4 5 6 7 8 9 10
Time to inability to stand (year)
Number at risk (number censored) )

(-Inf38.514 32 (0 19 (0) 16 (0 15 (1 701 5(2 2 (2 2 (2 2 (4 0 (4 0 (4,
8 (385491 33(0 25 (0) 17 (0 14 (0; 10; 7 (0, 3 (0, 2 (0, 1(0; 0 (0, 0 (0,
2 (4961511 30 (0 25 (0, 21 (0, 17 (0, 14 (0] 12 (0) 4 (0, 4 (0, 2 (0 1(1 o1

(61.5,1n{.32 (0 23 (0 18 (1 15 (2 8(2) 4(2) 3(2 2 (2 1(2] 0(2 0 (2

[ 1 2 3 4 5 6 7 8 10
1.0
]
0.9
0 i ——
07 L
0.6 [ —
0.5 ool
0.4
—
03 Type
= (nf,39]
0.2 —+ (39.51]
01 -+ (51,62]
~~ (62,Inf]
0.0
o 1 2 3 4 5 6 7 8 9 10
Time to inability to stand (year)
Number at risk (number censored)

(-Inf,39] 140 (2) 111 (4) 80&4 50 (7, 31(9) 17(10) 13(12) 4 (14, 1(14
& (3951] 1 90(8) 69 (6 50 (8 2951 ; 23(12) 14 (12 8 (14 1(14
2 (51,62] 8 7) 113(8) 81(11) 50(14) 34(16) 22(17) 11(17) 4(17 1(17

(62, Inf] 8 2 77 (4) 52(7) 30 (9 14 (9) 9(11) 6(11) 1(12 0(12

o 1 2 3 4 5 6 7 8 9 10

52



T4 AR ERA TR A SRR B & (EEE IR B SF BRI IR S 58)

SRR TE RS
/NSRS /A S B SR FRE D RRIR Y+ SBURHIBRHT 6 J OV a1 (8 2 BT 7E
WHIE A Vex RIEAT  [ESCRIR - $RREEIRAT IS o 2 — il

R E

N O IS T R & /ISR LB RIREE R = & 3% < . ZOBEE S S5 L v
BTN D, NI O/ MM ETRIER 2 T 554
IR = LSS, A TARNTIC X5 CL BRI ECRIEBMTRE L o7, THET
BT TR . BEICERT 22 L bb 0T, HMIAEE TN 2175 <X Th .

/NIRRT B 70 NI 2R 70> D3 TG R2 W 72

A. WIFER

/NS D/ INIHERTEZ R & /)N 220 a1 TR e 7 =
ENEL ZOFR S ZIGIZDIZ% Z EAmb
NTVD, BRFPRIMITIC L0 BWiEE TS h
KT REDZEME D DFERNALNLD Z & D3I S
M, ELTRUGRICAEN E R D WREMEN D 5,

B. #WrgEik

/YRR IE D /NIRRT AR 8 5 M /NI ZERE 2
HLOBEDNDHIT6ERIZONTETY YV —A
T2 AT L= . NU T R R ENTS
By BERIER &2 20d TR L7,

(i R ~ D ELJE)

ARBFIEIE, YUt ¥ —8 L UM RO M
ZESTERRINTZ, BEFHRITIISCETHH
LCRIEZ W=7\,

C. WFgehs R

176K 2 HI6FK L LR DIFIKN & 72 58 ix
SR T R R ENT=(54.5%),

INBHETZEL & L ClE, JoubertdiE i o K&

F DT 2 PSSR, B/ NMIEIERL S 655R

F 2TV ) RF—N3FE R ETHoT,

— NN FEREE SR TRBR L LAY T R
Lo -8 FIZCACNAIA (8%%) . KIF1A
(8% %) . ITPR1 (6%%) Th -7, MIZAPT
X 2%%) . KCNC3 (2%%) . o b L5 DiE
N7 MR ST,

B4+ X3, ARGI¢ FOLRID/NY 7> k
EROBEIITIRIRIEN H - 12D T, T <ITIER
RGP RUGEICENL T2 2 Y Tho T,

D. #%%

IS D NIRRT R 8 5 M T/ NIMEERE 0 95 K
[GFNEEAFET H 2 L Nd THERR S LT-,
RIESR & BHEMRIZZ VT Tl ARTE RO ZEHE DB
NREETH D Z ENE L, IEMERZEO-DIZD
T% & TR A0 eV — AENTITTR
N7eAEL 7o TV D, SR IE—RI7 AT
o TN ZENLEFLWNWEEZ S,

53

E. {5

/INYTIFIE O/ MIMATIEIR 2 529" D556, /MM
TR/ NI 20705 T (R RE WY 72 ) C U3 e I 8 7
Z BB, BIRFRNTIC Lo T, L ETRA
ZWATRE L oo, TR TS T, TRIRICH
gD 2 Lbd DT, Rl s T 217 5
NETh D, EREPEEFMITICT 72X L
RILARD L ITRERKZ X5 E T,

G. Wr7Es#k

1w+

1) Sakamoto M, Iwama K, Sasaki M, Ishiyama A,
Komaki H, Saito T, Takeshita E, Shimizu-Motohashi Y,
Haginoya K, Kobayashi T, Goto T, Tsuyusaki Y, Iai M,
Kurosawa K, Osaka H, Tohyama J, Kobayashi Y,
Okamoto N, Suzuki Y, Kumada S, Inoue K, Mashimo H,
Arisaka A, Kuki I, Saijo H, Yokochi K, Kato M, Inaba Y,
Gomi Y, Saitoh S, Shirai K, Morimoto M, Izumi Y,
Watanabe Y, Nagamitsu SI, Sakai Y, Fukumura S,
Muramatsu K, Ogata T, Yamada K, Ishigaki K,
Hirasawa K, Shimoda K, Akasaka M, Kohashi K,
Sakakibara T, Ikuno M, Sugino N, Yonekawa T, Glirsoy
S, Cinleti T, Kim CA, Teik KW, Yan CM, Haniffa M,
Ohba C, Ito S, Saitsu H, Saida K, Tsuchida N,
Uchiyama Y, Koshimizu E, Fujita A, Hamanaka K,
Misawa K, Miyatake S, Mizuguchi T, Miyake N,
Matsumoto N. Genetic and clinical landscape of
childhood cerebellar hypoplasia and atrophy. Genet
Med. 2022;24:2453-2463.

2) Kobayashi Y, Tohyama J, Akiyama T, Magara S,
Kawashima H, Akasaka N, Nakashima M, Saitsu H,
Matsumoto N. Severe leukoencephalopathy with cortical
involvement and peripheral neuropathy due to

FOLRI deficiency. Brain Dev. 2017;39:266-270.

2. FRREFR
L

H. FnpEMED HIFE - B&iRi (PEZETe, )
1. FRrls 72 L

2. EHHZEEsE 2L

3. Foft 7L



T4 AR ERA TR A SRR B & (EEE IR B SF BRI IR S 58)

SRR
WFEA~T T U IREIE OB W E OO KRB A
WHoeofid HREM  [ESIAFERR A AN ESLR N « MRRERITE T o & — BRR R A

TS

AFRNZBT DIUENETT UV P REIEDFERELZ P D MNICT D7D 23 FEDOUE~E DT
U URAERE DR FEEC X DR ORE 2 BB IR WiiEE 2 Bk, ARBEBPEEER I E S
Nizy ZTOBAKB~OBIMES EH Lz PHEENTZ2D, Rk 29 (2 B AMRFESEE
DFRERE 792 i1t LT, Rk 30 2B 101 A AR EHMEICH LT, #hEnT7T
U — MREESER L, AFICB T A2 AR EDOREE L ONREOERE AR T Z LN TE T,
Z DBABBOTIRE] & L - BRET 21TV, HERTOFEREFE/B RO IEMIEE H 2 REMR TE -
EZATh-T-, A, REEDORMB L ONREEEEZHET A2 OREOT V r— )b 54
ZRE LT AEEIC A AR ERZ L E LB RSB T DR 2 x5 L LT v —
N A LD TIToTo, ZORER., AR EHER R T 302 OERERRN OB A5, £ 0Ok
B, BB LEEBEEED S 6. 51% TZENOIRIEZITV, 56% CTHERREE DS E IR OTE
RZIT, 39% CEERRFEEZIT o 72 & ORIZ 2157, Wk 2 BIOFAEIZ LV | NEKERR RS
LMD L L BIC, ARBOBAEN EF LR, BRIEORIME &0 ) HIFR S 7=k
IZH b BT AREBOMRRNRLEL T E A AR B O BF I L TR EBE O R — MR

FLATWBEARDH SN E IR o T,

A. BFZERDY

AN BIT DUEA~E DTV VIR EIE D EREA ]
BN B T2 DI R34 D[RR BRI B4 2 0F
FRPRZ X AT B VT HAMR SR EO
REMR 2 RIZT 7 — A RITL, £OD
FER A BB W TR R A ERR, AR B EHEH
WZHRE STe, PEROFEICHEAFIZIIT 55
REAFHE L., W iR kO &% H
ST DT DEEEEIC R LT v — Rl
EEELTZEZA, AHNOZEONIZIHBUT
AFBOBENPHHREINTND Z EVHIA LT,
BRI AR BT I IFENT. S VT IRIRIEDMFAEV R NS
HED LT, AEBEBREEZHEL TODHERD 9
H61% D378 A B INOIRIENTHOIL T 2, AR
DOIEFESERERS L U ORRR il B o 05 F 3 D i
7o CHEHEROFMMAZ SO ARKBRED T
DOERRZRET L EA2HME L, BEDEAKRL
R T N & N A E B ORI E 126 LT
WHBOEIZT v — FREE T2 & 2 A, 19.
2% DEMENAKEBRETLZZELTEY ., BE5R
Bx1494 CTh o 7-, BRMRIERARE LTk
mAOEE N KxH %< (32%)  ILfAINZ -
TR CTIERAGR OB L — FHIBEH L T
HIEB G768 - 7=, AABHRITERE L2161 ThtifT S
. BGOERR S I3~ 72 FIE TARKBOIERZ
R TWVAEIRNA SN E R o728, ZhHD3E
B ClE, FrEREGIEORM e &, #anE
TEORHANRFTHD Z EIREN TV, i
[FIOFHE D B SEDRRE L, AEBIZOWT, 38E
Eh ER LRSS LA, ERRANE
L. UEEHA 2 MR T DMLENREED ST,

B. WL HE
MFEA~TE TV IREIEICOWT, ZOIREB XL
VEEYR— FORFOERELZHYET 720, A

ARSI L LT BESRS BT 5 EREE
Baktgl L7 v 7r— Mg Z %D TiTo 72,
(B~ DR E)

T — I S R O IE A TR O EEE B
SNERNCHFEO L CTRIZESOFF A 25TV

T7mo TV — ML OVINETHERICIT. BEFED
Fa4 7o K EBEE N 2 R E FTRE 7R i T & T,
TIA N —B L OME AR T HEUEE +50
24T 277,

C. WFgehsE

STAEIH | B2 7 v — FNRE IO X [ESAFSE
BRFEIE NEI SR A - MR RS © o & — T b fim B
ZEESORAEH/-, T r— FONAKEE LTI,
AEBEIETHDZ L., BIOHEEOME NI
TAHEE., HYE~OAHEZARERB VR L., £
< DEFFEEE S OBRIEEMIET Z & & BRI HE
RH0L L, BARBICIZ, AEBOLRR (i
wORET, FEMR) o EE . BEOAER IO
INZR. IR KO 55 oA B, i8R
EEOGBAIIIZOERIRETH D, ANEFIZTI
2HHICT v — b & 2 E O RS R E iR 830
JRPEIC S LT,

20234 5 T30 PE N B T v — F DL TR
SNT=, ZD OB, 82Mak D AR BD BE B2
& DREIE ST, 825k D D b 265% LK
i ChHotr, Fl-, BEEZDHL O DERBR S L
TITARREN R 8 iR & K2 TR . 2D
%m%$¢?y&~ﬁmﬁa%mﬁmﬂﬁm5%6

27,

ZIf & L Cid, dr RO TER], [RSRI32ER], JE
FRIBFUNJER TH Y . 35 DA OV TIEER
204EE | SERRB0AEE DWW ORI & bl L Tl
TeRFEIREDMET TH - 7=, 7272, Az >\l



Filt G NE ]
ToH v, RERICONTIE [K70) £ L
DB DAk >H - 77,
TBIEDOAHEEIZ SN TIL, 38fis% (51%) DOlEkic
BWTRALNPDIREEZIT>TWVWD EDRIE G
-, BRI NE L LIS T, Ve Y
EIMAI ORI NI S 10/ 5% ~ 125655 & 1 ZIZ[E
BECHY | —HOEBEKE CIXERIC T L — Ml
DOIBEBRITHIIAATE & DEIE LR BTz, IR
2 7p & DS BEIROTE H OF HEZS\W T li46/iE
& (56%) MToTWAD ERIE L., 31kER TIEEH
HEEDIT2 > TWD EDREIEThH -T2,

D. #%%
MEA~NTDT Y VILEREIL, 8 (NPT Y V) N
ibige . ISR A L i E 2 kTR TH D,
DMTEEDF T SIEW RIEBOKRIIZRBIT S
BERAORFE B T2 5 & & BT, SEAk294E, 30
FEEOEREBEICTT 57 v — bﬂﬁfﬁ%%
EORMET &) IR SR b 537,
AFR D1 N R B [ S AR BB oD R (2 kF L C Rl
TR 12 R DTERIZEL Y FLA TV D BLIR 3 e RE

T\, Lo, 1BEZDRIZER B DD ARMENL T
HDHIZWD, ﬂéﬁﬁ HER RS e © OB TRIC

K HBEEYHR— %%EET%% S HIZAEBDOR
TNEE 2 TRD | PR
DB A RT7 A AMNERORIR L LT, RIGRES
FEFRICBVWTIMEAT YT Y VIREIEDRE S
PUERL L W72 Q0214E38427) L 2 AT
bV, A, SESVICKRBOEERELIT- T,
L7 EOARIER OS54 BIROEIZ /2N H DD
FIB L ONIR. U B U 7 E OFEMRI 72 15 21T
ofwézﬁwﬁbﬁ§<%ﬁﬁé ENRTE, E
77 BRI FR 3 24T > TN B i o e [a) 25 3R
@EMKQQ&iﬁ%V~%ﬁﬁ&®ﬁﬂ@%%$
OFIRENHFEEND & ZATH DN, ARBOET
PN FEEELD I, I AT REBEY
R—FZ{THI ZENARARTH B,

[S~1001) &9 [EIED iR

BEFODREREUET H <

55

BIZIE, AT o r— Ml LT ARBOIEERE
ﬁo T D EHRHRE LO% HM 2 EmszrCk

L2 LTV DRI K o TiE, ARBA~OPR
WEﬁzE&Ebhé St b REDERI~D Z
%@%K~FV~W®ﬁ£QEﬁé@%%&£%%
A ¥ L Ok 72 f A (2 FE D < EFRI Zp T A fik
KHIDFENLIETH D,

E. f&
RS TER B L OISt oA FIT X v AR

B
HUIMEEIZE E > TV D, BRE~OBEEH O 7
EPHFESNTND N RIERFDREZAHABHD
XORHABEBOERM LY BEHE~OFFR— I
ENRMETH D,
G. Wr7Es#
1w+
1. Okamoto K, Takeda A, Hatsuta H, Sano T, Takao

M, Ohsawa M, Miki Y, Nakamichi K, Itoh Y. An
autopsy case of progressive multifocal
leukoencephalopathy with massive iron deposition
in juxtacortical lesions. Neuropathology. 2023 Feb
27. doi: 10.1111/neup.12898.

2. FRRER

L

H. FEMPEEMED HIRE « BRI (PEZETe, )

1. RraF S

L

FH 26 ik

T

2.
7R

3. F At



T4 AR ERA TR A SRR B & (EEE IR B SF BRI IR S 58)

SRR

TR M MEIE IS 2 IR U U T —3 g RO R BT 5 s AR

WHIEERE E R

WHFEOTHRE - RS i, AR I,

W ALK, /NI, B9 H<Sh KA —

FTE - HEREREANIOESR R B M) e 77— a UHFER

R E

B/ NN IR 6T A EHIE TR U Y T —3 g VIBERIC X HEEILTH L O ADL Ot
RPN L > TR D008 9 D ERGE Lo, #liF e (SCA6, SCA3L) ITHA~T, £%
FrbsEER (SCA3) TILEBNRFADUGEL /NS o 7203,
BN LN D ATREME 2R LT, ABFFRIC X o TIHHUC K 2 B 72 o 72 BRI E IR0/ AR R [E] 1% D 25
PR K> CHBIETR Y B Y T—2 g BB RN D 2 L Z2RmB+ 5 MR 2157,

ADL OUEEE X FIE RIS DO TR

A. WFEHEBY

FHE MV ST 2 EF ) e Y 7—
v a IR X D EENGHRE L OV ADLO S ERD R
RN L > CTRARDNE I D ERGE LT,

B. #WrsEik

FhE/ N MIE SR (SCA3, SCA6, SCA31)
BRI UCEET U LY F—1 3 UIBEIC
X HEE G L OV ADLOSESE A2 R BRI Hie
L7z F£72. BRI 2 BEIGER & BIEE (S
ARA, FIM) WEHIEFR U B Y F— a9 iRk
DOIEB) I & ADLOWEE TG 2 5 EIZHNT
HRET L7,
SRITEHEF Y Y T —2 3 AR TYRE
(Z AP U723 B/ NI PEIE D ~_7715] (SCA3 : 28,
SCAG6 : 38, SCA31 : 114, FEJHHn : 57.8412.8
k. TEEABAEEL : 104E4.74F, MMSE : 29.0+1.8
&, FAB : 164134, SARA : 16.0+5.64. FIM
M :699+1425) & L7z, SrAEIL, HEEEH6-
7], BREEIX1 BICA MR (BRRRIE, TR
5, SEEIETRE) . WIRIEK4-6H (37.2+10.
1A) Tholz, ZHRIEFEICITEDLH (SARA)
EADL (FIM) ZHWT, F45 (SARA, FIM : i&
BElF— APERE) 36 X OFEXIFITG (SARA : FlfF A
BERE, FIM : FIlf5, 91— ARBihs) ZokEE & LT
B U7z, AT, K - URIFHLIAN O JE L AE
W HEREE, IRBKEEIRETE . HEARERIRMEE, SEA
SMIEIRME, MRS S, BAARRIEE) ofF KA
HEEH LT,

Weatidr & LT, (1) #mAIcIsT 2T
U B YT — 3 URiE TOUGEE (Wilcoxon sig
ned-rank test) . (2) B HUEE O
e (Kruskal-Walis test) . (3) &WALCISIT 5 JE
TERAUGEEIZ S 72 57528 (Multiple linear re
gression analysis) . (4) FIRAELZIBIT HEERE &
UGERE OB (Simple linear regression analysi
s) & SEhE L7z,

56

(i R ~ D ELJE)

U BEmEEZE B2 CHGRIE A OB B/ MM HEIE -
LR ENEI ST D EMEFR I LY T — 3
r7a b a— Uit TR - M AEITo T, B
F o FRED D IX A2 R L O T — % O
EAALBE R % L CEEIC CRE S,

C. WFFEREE

SCA31IZIIT HDFIM-M% R\, K9 Craise
FUNEYT— 3 UTRFEZICIISARA (-1 -2
/- 4R) BLUFIM-M (+14,/+55/+5.05) @
AERBELZRO, FRHEICB T 28EE (%)
ZHEE L= 25 SARATIESCA6 & SCA3IT LA
TSCA3C, FIM-MT(XSCA3 & SCA6IZ L~ TSCA3
ICTHEILNEL IeoTz,

A TOFRBNIE U Tl b IMEBUEE O &0 B
FER I R L IREKEBIEE Cho7o, ZbIC
MNZ T, SCA6TIIHHMRRIEE & R RE (T
1#E) L HERERIRME, SCA3CIIMER I B Uik, I
559) & SEAEEIRE & B AR & ARA R E &
PERSME IR DNEIZ BB 23 @ 5> 72, SARADK
BTN B (E8) &S REE Y FIM-M
(ZIFRERC B T, 855) & SRR & R
DAL Tz,

FRROUEE L EREE OREM: & LT, SARA
TIESCA6 (y = -0.07x + - 1.40) £SCA31 (y =
-0.08x + - 1.35) [ZHXTSCA3 (y = -0.02x +
-1.36) T, FIMTIXSCA3 (y = 0.31x + 4.53) &
SCA6 (y = 0.57x + - 1.18) |ZHE-~_TSCA3IL (y =
0.07x + 2.75) THIEALIZ L D EEEN/ NS 72 HIH
mlZRDT,

D. &%

HHIER Y Y T — g UIBRIC K - TS
LFHCADLN M ET 2 = L3 HiESnTwn
B, BRI IR RN B2 D0 E 9 IR T
boTo, AL, HHEF I VT — 3 98



PRI L o THAIRE CHESN AR O UGE 1L 72 5 03,
ADLOUGEEITIFIERSE & 72 B etz R LT,
TEEYJCHH O B L IR AIR U B 1T B RO SE R
Ko/ [E] R D 2 DB 4 = L MR
EEND, fliky Mg (SCA6, SCA31) N7 /L
TR DOZEVEIZ X B WNEE T VAR FEE N FIK
LD DI LT, ZRMEER (SCA3) Tidmx
THREE D D O H D FEES KN B D AT EES
ERERNO DT 4 — Ry ZHEHROREEIZ X - T
)P EOEE NIRRT 5, BWAICE T AM
RIFEIEE GO E LCiE, (1) SCA6TIT/IMMZ
B SOHIRAE DZERE OFRE & SARATESEE /3B L C
Wiz, (2) SCA3TIIIAELRIRELD 72 DI/ MK E
SOHIRAL & SARAFESESE & 0 BB N HEZR T & 7220
S7-AlREM:,  (3) SCA3IZH~TSCA6T/MMEIE X
KL O DZFE DR RKE N -T2 ENHESINT
Wh, ITNHOMRAEERD L, AHFFEIZBVTS
CA3 CIEENRFHDOUGEE /NS Do T2 RITiE, K
JORA 7> & D AP ESC R S ER & 72 o
THELTRRENS S, FEEE, AWV TS
ARAFEE FE MO OWES 3 B L CTuve 2 &0
KGR FEE R PIC L D 7 4 — Ry 7 (58RO kE
EPIFLE LT ATREMEZ 7 RIB L QD Z DIRGEE X
Frda8iE & LT, SCA3TIEMES S DIE5/3SAR
AFEEICBE T2 Z LR SN TER Y, TS
DTN L NI E DR E &2 M3 25 2 &)
5. BET 2R L U CHEA R R E O FIES HER
INTWD, SbiT, BRI BT — 3>
TRIRIZ W T/ NI PE R FRBE IS b~ TR M R R
TIBEN DN E o T2 2 L ITARFSE O fE F & ¥
(DRSS AN

ADLIZ DWW TIESCA3RSCAGIZ X TSCA31 T
WEEDN/NE LD Z EBMRR LN, ZORERIC
IBIRRIC BT AR > T-BEREREL 7 3 3
UNAT AL LT LT aREMED SV, SCA31D
BEREE LT, (1) ABERFOFIM-MIZSCAG6 & [F]

FETholo, (2) MFE L bl U CTRERIE DD 72
W, (3) SARAISHEEEDBEHENKRSE TH 722

ENFTFHND, BEOHTE GEBIFTIFZEYEEH S
#2018) 2BV T, SARANESELT B2+ TFI
M-MOSEEIZREL 2D I L E2HR LTINS, E
BE. AHFZEIC BT HSARADN20S A B 2 125 Bl
IFFIM-MOYGEE R BV MBS o 72, Zh b OH
FEIE, SCAI NI 2 HAE E 2 i 2 72 S5 B L S I3
B & FSEOFIM-MOUBGERE L 705 Z LTI
%o AT, FIM-MIZZ O RERE I L O 5
K EEEEAT-. ART) (BT 5 RIENTE TS
FNFHGAD D720, KA 2 EHIEFR Y e
U7 — a EEOENE CIT WABEENE
2D,

E. f&
EHIET Y Y F— g UIREITERICE b

57

O RNEHIT I o 723, TEBJCHH CIIAiE M (S
CA6, SCA31) & TEZAMEER (SCA3) TH
BN/ NEL 720 ADLTIRIRIE RIS & 72 5 Al hetk %
LT, AN X DIREN R OO T, BELOAERS
7N RR (] B 0D [ 2 3 57 0D B B A8 B 2884 2 0D )
H L,

G. WREFEL

1. FmSCHER

1. AFIWSEERS, I E&TT, EH—RE, A
Z. COVID-19 /X7 X v 7 AR/ MIN A PEAE
B L UL RMENERHE OO FEEE - 158 -
SN K AET 5%, Jpn ] Rehabil Med.
202259 (7) : 714-724.

2. Funato T, Hattori N, Yozu A, An Q, Oya T,
Shirafuji S, Jino A, Miura K, Martino G, Berger
D, Miyai I, Ota J, Ivanenko Y, Avella A, Seki K.
Muscle synergy analysis yields an efficient and
physiologically relevant method of assessing
stroke. Brain Communications.
2022;4(4):fcac200.

3. Haruyama K, Kawakami M, Miyai I, Nojiri S,
Fujiwara T. COVID-19 pandemic and the
international classification of functioning in
multiple system atrophy: a cross-sectional,
nationwide survey in Japan. Scientific Reports.
2022;12(1):14163.

N

et

1. EHER. MEREE T AR U NE Y T
— g U ~FRE M EVERE 2 0T, #5470
AAU AN Y F— g U ERS fE - TUEH
e BEPE - RERKEAREHEMES. 20
22427H10H. WEBPBAf.

2. EIHBR. BN MEE - 2 RN O
YN YF— g 7al I 00EREF
OHGRIE R E2RU N Y NE Y T — g v
et 7> a vk —. 2022468 H13H. WE
BEAE.

3. BEHBE AT OUANE YT g VIR
g, U T—3 g v - AT ERFERS
T NE2022 HERIEER. 20224510 1 0. dbyA.

4. EHH. FHOMEMEO =2 —m U e
VT —3a R BUK E RS, F40[0] B A H
IR, 20224E11H2 0. &5,

5. BHE. ma—m Ut U T— g UIRE

EHEREREFRIEARY A NE Y T —v g V[E

SEOFKIRAEE S 20224E11 A5 H. [,

H. B EEMED HFE - B8kl (FEzate, )
;%ﬁﬁ%
S L,

2. FEHHFEEE
L,

3. =0
BRIZ72 L,



T4 AR ERA TR A SRR B & (EEE IR B SF BRI IR S 58)

SRR

SEENIFRIE DA A~ — T — DB
I x RN O S PN USSR s

R E

ARFFETIL, TEENRFEIC ST D30 F~—h — O 2175, BRI, (D4
REEHFZE Fu D, (2) B lr, & L IZEIEE OHIEITE T 531 4~ — T —iF5E Dt
HAEIT 9, RAFEEEIT (D ICE URIRIE DRI F 2D 5 & & Hiz, QI LTS F~—
I —HWFRICET A MR 7 Y Y — LD PR AT T,

A. WFEHEBY

ARFFECIE, EERFVEIC T 285 A~ —
— SRR 21T 5 . BRI/ IMNEMIE 2 5 D T
% < DOFFREMIR BRI TRRIESD 23 A
OMTRDDODOBY | ENLEEN E L2y T
FERNREEE OB IEDNEATND, ZIHD
TEWEEAGAR DO FNFAM D 7= 121X, SRR T
DEFRIEIR I & 357207 TlidZe <. B
T ORI L 72 F 8l CE&MEICEN T
JHEENA A~ — T — DB METH D, FFE
ORPNEREES % V&3 2 RNl CAE B2 1) 70 N
A F~—T— AT, IR RS I R 5
7o, BNEBER. JR7% E ORI E WAL
FHINA A~ — T —E, FLAMERE &y S H]
BB D,

T HbD T N—T13 % X BESE AT <4y
T Xua RNy Y Y — A E TR
BAAES IMENZ K0 i S du, REERRRR D & 1
AR R 2 RS H 2 L2 AL TEY
(Takeuchi et al. PNAS 2015) . KAz
Y — LN Doy IR BN DR ISR RE & S %
HAVZRRINA F~—Hh— & U CTHE DRI 72
HEEZEZTND, =7V —LNIRNARHK /87
Bl EH L, a0 mIS s =o/iamn
DOEREZ L TRY ., Mk, MEMER, KeL
THRHATRETH 5,

A TIE, ZHE O, T2b b
[(D) ARG e O . [(2) B2
Wi, & LIFEEEOHEICET DM A ~—T
—FREOHERE ) 21T,

B. Wik

SyPRAFZE (D) IZBI L, IERHbids L O E K
LRAHRNEHZ BN T, BERIEOIUE, R17.
T — X EEEOREI 2T D, o HEFTE (2) 1I2B
L. A A~—h—BROT=OD kit L
T, M= VY —LOHHE, K, NAWEE
FENT 21T 9,

(fiy B ~DELIE)

ABFFEZ BT D IR TS & ORISR IC DU
TR AR E TR L TR R RS L0 AR
EHTH D,

C. WFIoRER

SR WICBE L, AMEEICH EhiE, BER
ROIE, RAF, EEIBET D IRHIE R 2 D 7=,
SRR (2) 12BI LT, oA L0 iR o
AN A U R G R N [ T A
Too BIRERWNZ L, Iy ofiEonizoy VY —
AESC, MR EEE OERE TR SN EE 2D
DR S/NMa % <EAT D Z &N S
Lo T, E & fIEOENNIMET 7 VY — LD
AT HE A S B B 2 2 ATREME DS RIR STz,

D. &%, BXOE. ik

TAVE TITHE L 7o BRI EEARENCHI O | JESh K
TERE OMIKINELZED 5, £7-, BERKE
W 7 ) — AR A D 5

G. Wr7Es#*

1w+

1. Zhang X, Takeuchi T, Takeda A, Mochizuki
H, Nagai Y: Comparison of serum and plasma
as a source of blood EVs: elevated levels of
platelet-derived particles in serum confer
difference from plasma. PLoS One 2022;17(6):
e0270634. doi: 10.1371/journal.pone.0270634.

2. Takeuchi T, Nagai Y: Emerging roles of
extracellular vesicles in polyglutamine
diseases: mutant protein transmission,
therapeutic potential, and diagnostics.
Neurochem Int. 2022;157: 105357. doi:
10.1016/j.neuint.2022.105357.

2. FERE
Lﬁ#i%:§%¢%%%ﬁ@ﬂ4ﬁ7~ﬁW%
%%WébtﬁﬁmEH$Wﬁﬁﬁié.@%.m
22.11.2-4. M58



2. Takeuchi T, Minakawa EN, Ueda K, Saitoh
Y, Takahashi Y, Seki K, Nagai Y: Blood
biomarkers using extracellular vesicles for
polyglutamine diseases. %5630 H Ak F 4
AN RS, H. 2022.5.18-21. KA K —

H. M EEMED HFE - eI (FEzEte, )
1. FFRFHUS

59

BA=L

. TR %

BA=LA

. DA,

BA=LA



