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chloride(HC) 1Z i1 & GGCCUG V &— h
RNA %4 U 7o M 3 A AKJ8 L 72, SCC &
HC 1ZBEICERREH T2 bEamToh
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DB, EERREMRA COMAPIRIBIX T, Pk
AEREERER Cdecrement #3297, £7=, #HHE
X Cl%fibrillation/positive sharp wave, fasci
culation potential WA H AL, fAi2 EdDfascicula
tionlXE Dfasciculation: & x H7-.

D. &%

CANVASIEF 6B DEE R ORI 21T 72 & 2 A,
ACAGG Y v'— MERIZ L 526 T2 LD fascicula
tionZ gD 7=, FHIE T D72 7= Ll R AR5
D1 TlL, fasciculation potential ZELH T, i
nactive neurogenic change?SBIZH, contractio
n fasciculationZ&t->7-. KT H - 7=l
RORGEm D] TlX, inactive neurogenic cha
nge & & HlZfasciculation potential #Fd, H
Dfasciculation& &z HAL7=. CANVASTIE, &Eix
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b, ERAEHFIICHETT 5 L B D IRRe A e L
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5-HIAA WF5E D3 G224 ik (2B £ 72 13 AR
&1 % 5 MSA 58 fil(possible 6 f3, probable 52 1.
MSA-C 38 i, MSA-P 20 4], %t 30 4. 1k 28
4. R 6256 k. FEIMEREIE 2951 0 H)
Lar ha—VRE 3045 M 214, &Mk 94,
R)iF v 65.6 %) MSA FfL = b o — LHECRERK
5-HIAA Z iz L, MSA BED 5 5 24 f5il(possible 1
i, probable 23 f5], MSA-P12 4. MSA-C124. %
PE 134, etk 114, %6 63.3 5%, XM
B 39.4 72H)THERR 2 27 L OB A BE LT,
tr k= ORIz OV TIiE, MRI X Titan 3T
(XY /AT ANV AT AR) TL wEEGE |
SPECT %5/ X GCA-9300R (Y /v AT 4 IV
AT AR | JEESAEE FH OFEE CT #5213 Somatom
Definition AS_mCT (PET-CT) (v —A > X) | =2V
A — %1% HR-fanbeam % FH\, INEE~ R U 7 &
128x128. U] 32 4. TEW HLELAAH E. CT-AC
(CT based attenuation correction) T CT7 — % OULE
EAT- 72, fEiezm B9 5 BT, phantom 5
THRAMZHEER L2 ) A= OMES AV,
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B % A& A 1L . Ordered Subset Expectation
Maximization (OSEM). Hiff~ =—3 3 > & ROl i
E 121X MIRADA XD, J& T SBR (specific to
nonspecific binding ratios) Z3AfE{4(Z1% Viria 2 {5
L7z, SBR B E MHDOSIEAITEIHE L L, #
B8 MRI Ef§ & SPECT ifg 2 (L& &%, MRI IZ
THREBEBERE 2 L, 155472 ROl % SPECT
BAREVAFTTH T M EFH LT, RIS, #ER
W2 B S A7z y BREL BRI TlEs 21T %
7o), G TR S AL D y RO REITHE TR D
KRR LT e D, FEIZ SPECT TlE, —FE o i
FET 1 OO LK Lo T B3 O ET
EECTHDH, —MITIEFE U < KN OFEE 2 JE S
% CT fii% Bilinear JEIC X W #1925 Z L THLA
% MR A A W7o S E 2N R <R ST
WD, —J7, MRRAEMEREE2IE TIL. MRI Z VW5
728, MRI ZHIWWIZEs~ v 7 OVER & A T2,

(B~ DR RE)
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X EEICED < MEFAIA ST L CEM L7, bF
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THEHERRF e & N4 W BRI Fa fm Hik
BEEEEOFELZ T, AW TIL
LT HRFEERA 27, BAERERA 2 & DK
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a7 B L7-MSA 24411235 1F 5 #E#R5-HIAATL
GDS & fHE3 A 2 78D 7-(r=0.34), & 512, BEiK
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FHE/ KA PESE BB O B A U S D ERIRAONA A~ — D — %R T H L2 HW
2, Fox X EBGEEIIEEETM O 72D DT A RV, EEGEENVTH O E B A 1T o 7o, FFMm
FTNA ANV, S RITTARR/ IRA v H—T = A AT A A TH D Geomagic Touch® (3D
Systems Corporation) Zfli il LFHAlI L7z, ARMEELIL, Bric 2B 2884 5 L & bio, SHHL
T — X i U, B OES) I E € &I EHE T 5 B O FEHE distortion index % BA%E L
T2 FHOEEOZ GRS L OMEEME., BEEOZ (L EZHEIC R TE 22 matLiz & 2 A,
distortion index IIERDOFHIIEEE & & L <AL, EEMEL & <. EROFANFEE ClIMmH T
T RVUN R B BRI T D Z LR ARECTh o 7=, A [RIBA%E L 7= distortion index I%, &
B/ IMIKZEMERE OTRBRIZ 36 1T 2 HfEEE~DICH BB T&E 5 L& 2 T2,
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FFBE/ NI ZE PERE 1T ST S MU T AR AR TR IE D
TEE LI W TIE D B VIR BRECTH 5,
W ORFFEIZ L0 75 L O JR REMRE I A3
ATED | WEZ BT 5 BBIATEEE Z [FE
L. BB E A O BRI % E &I %
Z LW, SRR EAREEIEO BRI AN THE
Lo TETCWNDH VY, Ll HiEvarsEs
HEA TN D L RMEMIE R &, ThE/ D NZ
MDA F~— T —C R T 5572
R Z24T o T2AF9R 13D 7oy 99

ARBFFED B fé B HIIE, /MM ZE e R
O _FEEEEEE 2 E BAICEHME L, & O EAE
FE 2 i U BT D ERIR I N A A~ — T — %
BT 52 & Th b, REFEITHT7- 2 pRE
EARGRTHELBIC, BMECEE LT —X
ZARAT U, B O ER) S & 8 B R
HHROEE LR Lz, £/, FIHOEED
MR L OMEREME, IR 02 b A2 Sl
B ATEEMNICEE L TR 24T - 72,

B. WA

B34 A A 443 H £ TITYPE
MAPRRNE 2252 Lo, BARPER /N
JEMEER L T2 ILZ DRV OB HBE L. R
WBRE ekt G & LTz,

FHIT S R1IX, 8 oL/ 1A v ¥
— 7 A4 AT XA A TH 5D Geomagic
Touch®(3D Systems Corporation) z i H L .
EGEEVCIHFHAH O E A BIEL7Z, EH)
KAROFHHNZIE, YT 11.0cm OFREREZ 3% &
L. AKFEH M 18.0cm B 7z 2 mffICE &
8.0cm D/KFS IR L o Z5kiE L AKF
FFIENZ 12.3cm B 72 2 SNSRI (2 TR E
FmicHd Ry oaEELEZ (K1),
Geomagic Touch® Tl 10m FbfgED -~ S
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D 3 WILHEENHERBETH H T2, LEAD
A2 UM% 9.5 FET DD D HUNE ., Kf
M, &, 1R mOERE - Kef) - FHE DL E)
R NE LTz, E8BF0 D% E 8L
T BT, FEEEOEBRT Kk} U Tl 722 41 {2
HEBR 2 ER L. REEOBE & Rl & o3
AU LT iR E A AV Tk L7
distortion index ZPBA%& L. #HHIL 7=,

BRI ZIEX 1 IR T A DY T, &R
ZUEREFLIERIEX BT, ENEN 951
BWIOREI T I H IR Lz, HERFD
BhOEEST 7 — DL F/NMRICT 57
. 9.5 FEEHD 5 LAl 1{EE itk 0.5 1114,
RO AZE L 1 HEE TG & L,
AEE T IHEE TR & Uie, 7o iEsh G
DEFZEDRELR 20, Ait 8 ¥ A7 D
SR & TSR & LT,




A7 A 22 K DBEITINZ T, fEkD
FHiEIE CTd 5 SARA, ICARS, SARA L%
Z a7, ICARS {227 9-hole peg test

(9HPT) Z ¥l L7, KRBT ATRE 2R R & 121X
12 » H#ZIZ b IZJB*QO)ET-{E%??O 72 FTRAE
OFFEMMER B, REO/ LNV ED
BEBRE 2 XI BT 1~5 PﬂF'aEJf& Al 21T -
72

(i ER i ~DECRE)

AHFFE 14 1 R KR i R Be (s s
éﬁﬁ%é DEFBE =T E LT, #BRE
IEETHALCEICLARIEEST,

C. Wroeht R

FEAM SR, EARPEE RN R B 42
% (SCA2 1 {ﬁJ\ MJD/SCA3 9 f5], SCA6 10
5, SCA31 10 i, 5T FRAASENE D BARME
F/ M ITE 12 1) | S OVERE#E R 33 151
ThD, Z0DH HLIBIEMERBE/ MM THE R
30 il & fdERER B 16 ok L, 12 » AR
b [FARE D FHN % 5266 L 7=,

BEBRE DI, FBE/ MM MEE B 60.6
+10.7 % FEEWIBRE 59.6£11.6 i CTh 7=,
FHE /KIS FRIE O MR I 1L 9.2124.8 £ T
SARA 21713 14.4+58 S Th o1,

LAHRIERRIC L DT A—% (R - B
o« B - SEREKL - distortion index) (XU
b EFRE & L U CHERHF M H B =%
Rl (F£1),

K1ENRTA—F DRBER L REHOLE

SCA(n=42) HC@®=33) pff
R (mm) 3764 + 294 3478+ 182 <0.001
R#Rf (sec) 13.7+5.6 71+1.1 <0.001
@M (mm/sec)  311+93 510+ 80 <0.001
g AEME 0065+ 0016  0.045+0.009 <0.001
KR ZEMAEC 0.097+0.032  0.060+0.020 <0.001
JEE FEMAE 0081+0021  0.053+0.012 <0.001
Distortion index 1.07+0.33 055+0.11 <0.001

HZRTA—=2DHH SARA A=27  ICARS

2ar7itEkbI<HE LD

SARA L2 =7,
F<HHBIL7ZD
(%2),

TR C
ICARS Fif2=a7 L&t
1% distortion index Td -7~

7T X OWERE T 1 BB DS 5 A% ER
HZATV AR COMANFEBIFEER ICC (1,1)
RO, BERELUIND/RT A= 130 T
NHLIEFICEHNVEEMEZ RO 7= (LB E
ICC=0.967 . W [ ICC=0.963 . & Ji

ICC=0.972. distortion index ICC=0.984),

R 2VERDIEIRE L K//3T A — & DMEERRE

SARA  SARA X TCARS  ICARS LJig

Ay Ay
9HPT 0.711 0.614 0.712 0.672
BN E 0.392 0.474 0.413 0. 382
F [ 0.695 0.518 0.724 0. 660
S -0.792 -0.563 -0.797 -0.718
R R ZERE 0.322 0. 450 0. 343 0. 387
IR 25 EhEREk 0.348 0.463 0. 384 0. 470
M 2R 0.574 0.619 0. 588 0. 602
Distortion 0.636 0.647 0. 683 0.722
Index

PR 72 2 IZBI LT 30 4 DIEFERET 12
rABICEB LT 2 A, SARA. ICARS X
12 7 H CHEALBM 238D 7223, SARA EiEA
27, ICARS EfiA =7, 9HPT <TiX 12 »
ATae<< ZElkez@ldehrhol, —FH.
distortion index | 12 » H THE 2 EAL %7
. adjusted Effect Size b iz~ L7- (3
3). 30 L DEHERED SARA 227 Ol

(13.5 ) ZbH &IZ, SARA 227 13.5 siLL
TOBIEREL . SARA A7 14 1l EOFESE
BEE T, REF 2 A a7 OBbERE LT &
A, WEEE HIT distortion index 1% 12 #» H
THERE(LZ /R L, adjusted Effect Size &
ReEfEZ R LT,

R BEHNT A—F DRBEH LEERHOLE
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11 [m FEffflkz 127 AR pE aE$S
(SD) (sn)
SARA 14.3(5.6) 15.1(5. 4) 0.115  0.14
SARARREZR =T 4,0(1.7) 4,0(1.6) 0.687 -0.05
ICARS 34.1(13.4) 36.5(12.8)  0.029 0.18
ICARS FiE2 =7 8.6(3.5) 8.7(3.4) 0.855  0.03
9HPT (sec) 44.5(20.1)  44.5(19.6)  0.988 0.00
B F (mm) 3716(280) 3821 (392) 0.054 0.29
B (sec) 13.2(5.1) 13.2(5.0) 0.900 0.01
HEE (mm/sec)  316(93) 323(96) 0.455  0.07
BB Z£EERE 0,066 (0.015) 0.073(0.023) 0.054  0.37
g ] S EER S 0.095(0.030) 0.100(0.040) 0.294 0.14
R EEMREL 0.080(0.018) 0.085(0.020) 0.138 0.25
Distortion Index 1.04(0.30) 1.21(0.41)  0.004 0.45
F7z, 12 » AORIFENE S &1, 80%D
B TIDH & 50% DRI & MR T 2 DI

W IREGIE R T L7z, #5253 SARA A= 7

TIiX 715 4.

ICARS A =7 Tl 359 4,

distortion index Tl 193 4 ThH - 7= (X 2),
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5, AlalFk 2 BBFE LT KGHEHE T S A A2
K AL CTlE., HMIC LA TH D720
TR« BRI R 22 IR U A TREtE I 72 <
FTREOHBNES BRIFTH o7, A FIFTS
L 7= distortion index /% SARA kA =7
ICARS Efix a7 & X<HHBE L, BRAOEH
HEbEm < BEOBREEICEAKRS 12 7 AT
DEALEPEITIRZ D FENARETH -7,
512 distortion index % FV 7= & &AFHMIE
SARAXCICARS X 0 /b 7ot 7 b g4 X
THERRBRAEET L ENTEHI LD,
SBIBERIZ BT 5 AR F ~DISH b BT
TXBHEEZT,
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e EE ) G O E BRI FEm AR & L TR
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F— DGR BIFE LR EE 2T,

D. &%

CIAPOJER D —> ¢ L CRFCIFR TR E
HEIET DMLED D D, MRS, B IELUK OB,
R = 22— ) RXF—FIRIB T DR R
BT TH Y 7203 5 el BN S MR- 5 =
ElE. AR ERET D REOREEEN S D,

E. fEi
= a—aRXF =N IT LI RFCIFR T AR
12 L 5 CANVASH| 2 #8r LT~

G. WrEFsE
1. FwsCER
L

2. FRREFK
L

H. ZMPEMED HFE - BEekil (PEZ&Te, )
1. FFrBds 2L

2. ERBEERE el

3. FoM L



TN 3R AT R P SR B & CEETATEIR RBORITTE 2 3€)

B IE DK YE, A QOLOD[A) EIZE 5 HFFEHE

Sy TR TR

P SN His A Al & U 72/ INIM PR ) 2R FRE |2 36 1 2 REC LI M AfT

SRR S D,

WESER 0E  RRIERY, RROHE RS, WRLfAAT1Y, = EEY, SEAED, R WY, R A, s

PASN 1 N Y R A S (e

D) BWRERFRFEERFGE A NE: - B AR

2) BRIV BRI AR O R AL E PRy 7

Dt 9=

WRLTIX 2000 FELARE, FE I FE TUMNHBEIZ 351 B B ARMEIEB) JCFRE e VIE 5 O Bl G RO B AR AT %
FEhi L CE 7208, RFCI BAnF 2 OWTIIRMNT T - 72, AWFFE TIIRIKAR R E H 2 Yt R v
BB E & 5720 842 SEH & BRI RFCI B st OB MEICOW TN 2170, iR « Bis:
BRI 21T o 72, FER, BEhEZ 17T EFIRE Lz, Hsi22 B85350 < WEMICHFEEL TV D
EEZ BN, FIEFERNT 50.5E17 1% & EEIE T, ZBAIT CANVAS, /MMETHHE T =2 —n
RF—, HF MR MM+ Parkinsonism, /MMACTR+HERAEERERE E e P TH o2, AR IT
U B — MEOFRATC, IEEIZIIT D RFCI & T ZIT IO LERH 5.

A. WFER

WRHCIZ20004ELARE, T2 JUN ek O Ve i,
HIR, K53, MR - ZaRIRIZIS T 2 B{RrEEE) K
AESE\ MEF O TUFEHIES Ti#T [SCAL, 2, 3,
6, 7, 8, 12, 17, 31, DRPLA, FXTAS, GSS] #
M LT LT\ D, 201941 ZCANVAS (Cere
bellar ataxia with neuropathy and vestibular
areflexia syndrome) DK Ex - & L CRFCLE
B4 brAZBT 5 REBEAEDOAAGGG
U B — MEBREE NG SN, AL T O THER
FEDHIBWA R ZN TN DD, YR CIRMAT
ThoTo. AT CIIRRARFE G S D725 Y
EARBAYERAR 2 bR <) & G RFC LR IR T- DAL 5
ATV == T &2ATV, BRIRAY « B FAORGET 2
1To7=.

B. #5551k

[xf4:] Ficpgiun ek (EEVE S UR, BiFIR, K
Oy UR PRREIR) « BRI SN OB A ER) K
A SEVMERT1291611C >V TDNAZIE Lz, A&
WFFE ClIBA PR B SRFRE S8\ ERI 12916112 -DU
T. SCAL, 2, 3, 6, 7, 8, 12, 17, 31, DRPLA,
FXTAS# X O'GSS (PRNP, P102LZ#) OZ&H
FEAT 72 & N —EBOFEFNZ X L TlE BT 7 Y — 4
ATV, BEB1833%1 A FRAN L 7o, & 7o Yt i
P& e T 2 FIEEZ AT 2 1165E6] & frit L 728
A2ER BRI R L LTz,

[5i£] £, RFCIEE DY v — MiRRE O
HAE A2 PCR-ESIKENEIC TITo /2. WIZ, U E—
MEBEDESN 2R T H7-012, FHIEREDH
5 (AAGGG)exp, (ACAGG)exp & BEEEWEDH
5 (AAAAG)exp, (AAAGGexp% k5 & L, repeat
-primed PCRIZCTE Z7e~7=. FSEEAMEDORE

40

(-5 % 280 7= FEFIC DU C IR EAE RS, F25 57,
BT R 72 E1Z oW TR B IR F IR G 21T 78 -
7-.

(fwEL i~ DR )

INHOERIZHEHAT S DNA BIKOEHIZS
Wik, BREBRFEOE N7 AEHFRIZET
LM EES CTRAR I, HHBR GEBIEMEMRRE
BOBE 2R, BFEHE BT OJRE SR O e
ITB X OEERRT) IO OWTEREERIIFERE
Blz+oiciiA L, XECTERB FHREICET SIHE
EEEHTHD.

C. WrIERESR
RFCIERFOREMEZITEGIFRE L7z, VE

— FEF— 7 1FAAGGR)exp/(AAGGG)exp SIEH,

(ACAGG)exp / (ACAGR)exp 4JEH], (AAGGG)e
xp / (ACAGG)exp 44EHRI, (AAGGG)exp / (AAA
GG)10-25(AAAGG)exp VERITH > 70, Hil/ A
I ZREVE S SERB, ZAgSAER], HMH2SER], Koy - =
6y - f2lE « BARVEFI CTH -7, AL BAEE
BB RenMmEL TR, My ERIL <
ESRANZAFAE L T D EE X v, BEARTEROfE
HHZ BV CRIEF#R1E50.5:175% C, BE@RE D L%
0 EEVRIE T o 7. KHRUZCANVAS UMK,

= —aXF— FIEEREE) AN M R+
= —aNF— KL MK +Parkinso
nism, /NMEEFHHRERERE 72 E R b7z, BA
EMRI C I3/ MM ZEiHiE 0 A OSE B2 ZE4E (hot c
ross bun sign, MCP sign % 3:1Zp5) 2388 5 JiE
BlH RO, 5%IT Y ©— MO, kA
B D RFCIES T 24T O BN H 5.

D. &%



20194E1ZCANVASDOJFH & L CTRFCH&E T D

A b B2 REEANY B— FgE S
M, RKEREED TEBWMMN R I TNDD, e
BEICBT 2EAEITE WV S ITWV 2220, Fox bHBE
R TIIRIEHT CTdh o 7-. CANVAS & U 9 K
BIRFHMN S D720, EEEOEB AT T A
DEREMENRHE VSN TN E b s, 4l
[[E L7 1TEFNC W T, CANVASEZan s
JEBNL2B DA TEH 0, 15FEFNTHEY MK 25 D
-2 RERFEIN A LW, RFCI&EG T BhEsE
BTG DIERIF/ NN AR, =2 —r T
—, BIREREEDIIMIRIEGE, ERREREE, HERSL
PREEE, PRERERRIN T, AREEES), BAREEE,
fiig e Bk 2 T, THHOFERBE—H L <X
K Il EHET, Bdobnb. VU E— hEF—
TN X 5 TORBAOE NI BIO AT TILE D
P, A% E— MU R EITY, TR tED S
VERHD.

E. fE

ABFFE CIIR R AR EREF] 842 i % BT
RFCI #fs1V v— B ME DM 2170,
17 SEBI 2%) % [FE LT=. RFCI i&fn1 B
BUTHRBA N ZEETH U, CANVAS LIFkDFK
BANCEBWT Y, BIE T Z1T) 2 &N E
BThD., A%V — RN D5 B
B DN AHETH D.

ABFFETIT O BB/ MKZEMESE (SCD) DW=
. KRZWrE B o RREEEIZBE T 2058,
SCD (245l T DAREMEA =X LD S 578
2 IR AR 3 L OV 12 OTRIEBH IS IZH IR 5
Lol Ebhs.

G. WHIEH#R

1. fmSCFEFR

1)  Ando M, Higuchi Y, Okamoto Y, Yuan J,
Yoshimura A, Takei J, Taniguchi T,
Hiramatsu Y, Sakiyama Y, Hashiguchi A,
Matsuura E, Nakagawa H, Sonoda K,
Yamashita T, Tamura A, Terasawa H,
Mitsui J, Ishiura H, Tsuji S, Takashima H.
An NEFH founder mutation causes broad
phenotypic spectrum in multiple Japanese
families. J Hum Genet. 2022 Jan Epub
ahead of print.

2) Ando M, HiguchiY, Takeuchi M,
Hashiguchi A, Takashima H. The first case
of infantile-onset multisystem neurologic,
endocrine, and pancreatic disease caused by
novel PTRH2 mutation in Japan. Neurol
Sci. 2022 Jan 14 Epub ahead of print.

3) Taniguchi T, Ando M, Okamoto Y,
Yoshimura A, Higuchi Y, Hashiguchi A,
Matsuda N, Yamamoto M, Dohi E,
Takahashi M, Yoshino M, Nomura T,

Matsushima M, Yabe I, Sanpei Y, Ishiura H,
Mitsui J, Nakagawa M, Tsuji S, Takashima
H. Elderly patients with suspected Charcot-
Marie-Tooth disease should be tested for the
TTR gene for effective treatments. J Hum
Genet. 2022 Jan 14 Epub ahead of print.

4) HiguchiY, Ando M, Yoshimura A, Hakotani
S, Koba Y, Sakiyama Y, Hiramatsu Y,
Tashiro Y, Maki Y, Hashiguchi A, Yuan J,
Okamoto Y, Matsuura E, Takashima H.
Prevalence of Fragile X-Associated
Tremor/Ataxia Syndrome in Patients with
Cerebellar Ataxia in Japan. Cerebellum.
2021 Sep 9 Epub ahead of print.

5) Taniguchi T, Ando M, Okamoto Y,
Yoshimura A, Higuchi Y, Hashiguchi A,
Shiga K, Hayashida A, Hatano T, Ishiura H,
Mitsui J, Hattori N, Mizuno T, Nakagawa
M, Tsuji S, Takashima H. Genetic spectrum
of Charcot-Marie-Tooth disease associated
with myelin protein zero gene variants in
Japan. Clin Genet. 2021 Mar;99(3):359-375.

6) MHAST LREEZL, KIEE,_&I5 4.
AP5Z1 BAFIZHTHZ R 258072 spastic
paraplegiad8 @ 1 {5, ERARFHHFET:, 2020 Aug
7:60(8):543-548.

2. FRFER

1) REEZ, HFF, AORER, B, il
FIRERR, & B, AR, il &
Charcot-Marie-ToothJiE |2 35 1T 5 kA —
7 = > —% 7= copy number variationfi#
. B620A] H AL L2 IR R, 20214F5
H.

2) Masahiro Ando, Yuji Okamoto, Akiko
Yoshimura, Yujiro Higuchi, Yusuke Sakiyama,
Akihiro Hashiguchi, Hiroshi Takashima. NEFH
founder mutation in Japanese autosomal dominant
Charcot-Marie-Tooth disease and spinal muscular
atrophy families. The American Society of Human
Genetics 2019 Annual Meeting, Houston, USA,
2019.

3) LRREZ:, WA, SHPIT, P A, fl
FURE B, IR LfA AT, AATRSEIR, EE &
At/ I O FRE O R B AR T FEMT. 5560
[0] B AP RS K, 2018425 H .

H. M EEMEDO HFE - BEekin (FEZETe)

1R B
BARTEZR B O H 515 (FFaF 2R 6378529 &, H
FEA: ERk 26 424 H 28 A BUS4EH A Yk



30 £ 8 A 3 H. FIFEE: B =, AfokE — 2. EHFEES L
E[5) 3.0 7zl
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TN 3R AT R P SR B & CEETATEIR RBORITTE 2 3€)

B IE DK YE, A QOLOD[A) EIZE 5 HFFEHE

Sy TR TR

N JFIE OO SR (BRI 5 AT S

e A Wl

HH

HAL

G IBER SR G ST FE BT B IR P L 7R

Dt 3=

REEP] 152 R ZFN & 3 5 B E PR SPG31 125U T, JASPAC BEIER % H &
WCARFRIZ BT DEER « 0 TR FHIRHSR OB 21T > 1=,

AL WFER

REEP1 ( Receptor expression-enhancing
protein 1) {5 AR 2K & 3% SPG31 137 Y
EAREMEBRE HSPICB W TRCK TIE 3 FHIZE
VRTLE S TR, —RICHPRIZ 2452 &
DHISNTNWD, —F, 77 (HE - #&E) 1D
IFBHENMES RIEEDN S D LT H0MENH V| B
IR BRI EE 2 & R 2 G sBL S T
b, & Z THx 1T JASPAC BEIER] A HWVCTHA
(28T % SPG31 DERIK « 7y FBARFHIRR 21T -
7

B. W5 5ik

JASPAC (2% &k X 7= HSP 488 4D 95 b
SPG31 DJER & ZDIiEE #= b & IZE DK -
o FIRR TR A e LT

(W FL A~ DR E)

JASPACK kB L IBIMFAE DX RF TR GRIZE
W L DS~ DREZ RS L W5, Kk
FIZOWTIIARAN KR OZE OBUC FIREIZEA 21T
W, RIE AR,

C. WroehtR

REEPI Bn 1 ER%EF> 15 Fik 256 N (5%
17 N, ZME8 N) ZREL, 264D 95 34

(12%) ITIJEFMETH D . WITh b LMt Th -7z,
SPG31 ZAIXAARSEICHAMA L TRY, Mk
R IXehroT,

R Eiic REEPIZARIT 14 8T, ZOWERIL
missense ZHA 5 fE. nonsense ZHA 3 fH.
frameshift Z8#7% 4 {#, splice site £ % - large
deletion ZENZFNZFIL 1 DTHOTHY, £DH
H 13N HHAR TH -T2,

FEIEAF L) 22.4 5% (4-67 7%, n=20) T 10
LA T CORIEN Y H VD, FIEFEIL 10 L T
& 41-50 J%IC peak & b O MEMED AT TH 72,
F o, PHRIEFEIIEIED 19.6£18.7 % (5-67
%, n=15). &M 32.8424.7 % (4-60 &%, n=5)
Tholo, MEAMIZITEETIEIR»>T=RHOD
BVECHRIEFIER D FUMEAIC B o 72,

EHINFEIERHISAITIEE 2 A L, Rl T

43

X 5L DT CTHEITHETH -T2, FEMZERTE
WG LN 20 Bl 5 BRI 70%, EHEM
E LT o O RMRREE A2 2325 Dl 30%
THY ., PRS2 L= Dk 2 #, pes cavus
Z RO T FERIA 5 5], hammer toe ZF8&7-H DN
2 fild> > 7o, MREMRAE N E SN2 13 Bl 5
H 2 B TlE MCV OIR FAMER S 7=,

D. #%2

ARG TIIAFRIC BT 5ADHSPDOKI5% % SPG
31235, BCKO#A & [RARIZ3%E BITHE D &)
o7, A ENTZ REEPIZE B IT14H D 5 H13H A
FHARCH Y | private mutation/3Z - 7=, it
£ O TILSPG31 Tlframeshift A B3 &b %
WETAHEEDEH T2, A REIOMEF Tlimissens
eBBNRL ThoTz, FBIEFEN L2 &5 2
ERRHMREEZ OGN AL ET L 0D
B DOITEBEORE & —F L T, FAEFEEIT v
TEWVMERICH Y | BREEME S v U 7 05 Cliid
LN, BENLMHETH 72, SPGALSPG3ATE &
JEEICHEZENS D Z EnfESINTEY, SPG31
iéjs;\f HLEBDILRDLMIANETH L L

iz,

E. f&i

AFRTDOSPGILDFEFHIRFBUILE K 0> & OIS
IR —E L= D Th o7, FIEFR - EIEFEIC
DONWTIEBLEN LN, 5% b & 57 DIEROE
BENMELEEZZ LI,

G. WrgEs#E
1. fm SR

Hata T, Nan H, Koh K, Ishiura H, Tsuji S,
Takiyama Y. A clinical and genetic study of
SPG31 in Japan. J Hum Genet. 2022 Feb 7. doi:
10.1038/s10038-022-01021-4. Epub ahead of
print. PMID: 35132160.

2. FRFR
55 62 [A] H AR AR IR
SPG31 DERHE - 4y T3t ekt

H. ZPMPEEMEDOHFE - Beikil (TEZ&Te, )
1. FFrBUS 2L

2. EHFEEH L

3. FoM L

AKINZB T D



TN 3R AT R P SR B & CEETATEIR RBORITTE 2 3€)
B CIPE D EFOKYE, BEQLOM BIZE T HMF788E MG &

WEES AT 31 & ) B0 S DT TR O FEBIRRHTIC > C

MR - ORI FHERFEFE R R
WHFEl A - R R RANTRR S R

=

AN I T 2 2EHE T OFRE/ N MAE 2 B 2 AL 2002 FTFEN R TH S, L
L2236, YIFXEE 2B OE IZ OV T, FrEREREIIEEICB T 2 WHEOPFHEHHE
L7 T o T, T O OBEME & B O TR 3 5 F /N PEIE O 5% HHT
SELNENDH D, £, AFEBICBIT D CAG VU B— MIE FHOBMRICHOWTHLMNIT S
T2 OFIEFRS & THRICHOW T ZED D, &0 b, BIEMEOEFICHOWTIE, =2 RRA v
he LT IMTARE) ZEERE LTTPREATFEAOMNCT S, SRMEMECOWNTIL, /I
FUPEEBICHE, N—F% Y = XA BRSO — REES R & & HICETT 52 & T
BEHE72 IR 2 BT 5, AR TIX. MSA IZXFT 2 kB2 =3RS BRI AT €, 2EFE O
FEWNCBIE T — 2 _N— 22 AW T, BEFEOREOZYUEORGEEIT ),

f5il, EAOHAOAL 54fi, =Dt 609 T - 7=,

A. BHEER)

ARFIETIE, FEEREREMT > AT ML o
TGk S U= R EBUL CHRE/ M MIE, 256
EHIERE OFT — & Z W THREEE 2 52T
T5E LB, ZWEEON ElCmiT -iEEE
DR, TR e A FEIEORR =
19,

B. WFFEiE

FEER BIRIRIF R ORI REBE T, JEAEE
B - BEEYRE BT S AT AT 20044F-FE ) 65201
MEFERNTB R S N FBE/ N TERE, 2R 60 250
JEZXG & Lz, T—4% & LT, [IPEESE,. B
bt BREREE R, [RPSEFE. [B1H w4
IR, [A1FERE, [BIWIFEIEIR. [6]FFFEFHY
AT L[]8 AT R O -, ST e 2 R A
Fet X —fmEZEE S (A2019-056, 201949 10
H) IZBWCERBES T, BAEE L0 IERT
— X O EZ T2,

(fir BRI~ D BLE)
MRS TE IR IR R 2E 2 B 1T 2 R IR A A (S A
SEOMZEH IR BE9 2 21 (20E D,

other SCAs (unknown mode of
inheritance) 1.6%

AR-SCA 1.9%

AD-SCA

39.6%

SCAsD 3% (n=35,261)

C. WFFERER

1 SCAsDIERIEKL
SARMIEMIED 5 . OPCA (MSAC) 1E, 2004~
20L44FJE & TLZAT7 27501 DB GRS HER T & 72, F7z,

B/ NIMZEMESE (SCAS) 12 DWW TE, IIsTEE LT
CCA16,738f5], % Dfh3,329%1 D45 3120,06 7151 D % g3k
MR TX 7=, BEMEICSWTIE. AD (autosomal
dominant) 13,9547, AR (autosomal recessive) 683
B, ZF OB E U TSRO BGER H > T,
BEAEME - ADDOFERIZ ST, SCA6 4,309%1 (3
0.9%) . SCA3 3,353f5] (24%) . DRPLA 1,510 (1
0.8%) . SCA1 513 (3.7%) . SCA2 419 (3%) .
SCA7 49%5 (0.4%) . Zfth 38014 (27.2%) T
Holz, Bt « ARDFEIZ OV TIL, AVED 20

44

SCA7 0.4%

soa2 3% / /
" N DRPLA SCA3

SCA13.7% /
10.8%

AD-SCADONFR (n=13,954)



sporadic SCA

(53.7%)

PSS PEEEN L O LR (n=37,342)

2 SCASDIRIEF MR

SCASDFRIEAFMEIZOVT, VA (58.675%) . &
fEPEAD (48.585%) . BAIPEAR (26.445%) DIEIZH
HECOIIE DM DR STz,

il 5 Y
Mean=58.67
002
N ?/1~/T/
0.00- ‘ ‘
- AR (AD)
T Mean=48.58
00- -
001- ’q/(ﬂ/é
000- ‘
003 BT (AR)
Mean=26.44
002-
001
- ‘ ‘ ,
0] 50 100
FEE FEHD
| SCA6
b Mean=53.64
00- —
el T TThe
0.00-
003 T SCA3
: = e
Mean=44.26
0.02- 7£ l‘
=
e TTTL N
0.00-
1 2]
L mﬂ" DRPLA
00- Mean=38.24
0.03-

oaz- e Y Y S S S S | = —— =

FEIE S

45

BEMEADIZ DWW T, KB IBBORIEFMRIZ OV
TlX. SCA6 53.645%. SCA3 44.26)%. DRPLA 38.2
47%. SCAL 44.537%. SCA2 43.407%. SCA7 40.65/%
ToH > 72, DRPLAZ [ < Bfn F AU DUV T, FIE
D — 7 [T TH > 7-, DRPLAIZ DWW TIL15
M5 L 50D e AR LT,

3 SCASDFEIFE M5Bk FE TOHAM

Iz, AL BEPEAD, BEPEARIZE T 5 589K
NH B (W) £ ToHIEIc oW TIE, 7.394,
9.5;@ 22.394F L BIGMEAR TR 2 845 = LR
RENTz,

0.125-

1162l
e Mean=7.39
0.075-
0.050-
0.025-
0.000-
0125 ==
EinTE (AD)
el Mean=9.59
0.075-
0.050-
0.025-
0.000-
0.125- =
B{GE (AR)
0100 Mean=22.39
0.075-
0.050-
wE| | TTe—
0.000-
0 20 40 60 80

REEMOBEHETOHRE (F)

4  SCAsD F#K T

BERRFIZHRITRIHE T H U | BEkiZ 10E% OB TIE
b HIEF] (n=2,061) Z x4 L LT, 1054 DT
KT 7 MM LT PERRFEREE LT,

LR BIRAT OFE R, BB TIRRERFOF R, B8k
IRF DBARRRESIAZRE ST, BT L & U CIMERZERE, K
MZEREN ST Bz,

HER SEB#
Variable Reference OR p value OR p value
Fi 1.013 0.0002 1.01 0.04
MFE RUSTEESH Y sl 1.899  0.0000 1.59 0.0109
FRRRIF SLAIAE R
2.2 % % 5 A CILAIF]AERE 1.255  0.4128 1.160 0.6430
3w v T R b DAL CIARFERRE LR 1.659  0.0759 1.410 0.2900
4B NIEIIAIATAE (BpiEA L) ' 2333 0.0032 1.910 0.0530
sET R @Esy) 0?10 3283 00000 2110 00255
6: LR & XA NIEX A H RTEE UL 7.801  0.0000 5.420 0.0000
TR AL HARFA 11.211  0.0000 14.300  0.0020
BEGMR  NEERH Y L 2.450  0.0000 2.260 0.0000
EGRAR - KNERSH Y oL 2.759  0.0002 2.01 0.0293

# HBBEREN 04U EDEH O I 5 % HIkR

D. &%

AMEAT Tl 2004~20144E % F Tl E R BIRIENE
ZEEH T L WSCAsE L TEERD B - T-JER] (n=35,
261) ZXIZE Uiz, BNEIZBWT, 603 T7-



7~ R H AL & 1722001 ~20024E F & TIT&
kD & - 1210,487HI DKL DFEF| Kt & 95 =
LN T X7, SCASIZOUWT, AD-SCAD LLZE A3 Ff[A]
T TIF27.0% TH 7273, 39.6% LML THBY .
BLofREOSRICI VBB ENN ELZH0
LEzZ bbb, £7-. AD-SCAIZ DWW T, HiEIFHA
TIE. 28230 DEEEMN & > 7275, AFA T1313,954
Bl & SEDBEENHER TE /-, X512, AD-SCAD
R & LT, SCA3 26.9%., SCA6 21. 1%\ DRPLA
9.7%. SCAL 2.2%. SCA2 2.6%. % Dfh37.4% T
S8, AFHAE TlL, SCA6 30.9%, SCA3 24%. D
RPLA10.8%. SCAL 3.7%. SCA2 3%, SCA7 0.4%.
ZTDOfh27.2% L . F DN KIEIZHED LiZZ & 234y
7%, EUROSCA®2005~20064F F TOR# CTli.
SCA1(n=117). SCA2(n=162). SCA3(n=139), SCA6
(n=107)DFF525FI A3 B gk STV D A3, A ElIOFA
TlX. SCA1(n=513), SCA2 (n=419). SCA3 (n=3,3
53) . SCA6 (n=4,309)3 &4k S TE Y. DRPLA
(n=1,510), SCA7(n= 49)&5%03%7&&@5%@%&
PG D Z LN TE o, SE7 IR REIE A B S fRAT
1, 20234EJE L 72 B8, Bk B 10 OBHR)Y ]
BECH o 724ER (n=2,051) 2O\ T, BT REER T
7 b E LT, PEIRFZMNT LI fE R, Bk
DOFHn, HFIZESFEOESIAA TR, BIIRRSIAIAE /],
BHRET FLIZ 3 1T B AEeZ5MiE . KIMZERE 23 2T b7,
BARTESCAIZI T, FIEF# & MR, Az
BATARER LFARET 5 Z E BT EN TV AR, A
AT BT, AD-SCADOEIRHIBI DA TAREER I
BERIFIZ I T, DRPLA 504/877 (57.5%). SCA2
96/298 (32.2%). SCA3 764/2,371(32.2%). SCA7 6/3
7(16.2%). SCA6 460/3,584 (12.8%) T -7=, &5
2 FIERFAB TR RE T o T-IEBI D 9 B 5 AE% DOH
ATIEEIC DU TR & 40TV 7= 3,455 2 fEdT L 7=
FER BAEMBASITARESR L. DRPLA 84.5%. SCA7

46

42.9%, SCAL 38.5%, SCA3 35.3%, SCA2 26.4%.
SCA6 18.7%DIIEIZ 1 < 72 HAHEIE AR S 37z,

2004~20144E% % TIZSCAs & L THIZIDEER S
7235,261051 2 kI 5T, BRI A4 B 62 L7z, AD
-SCAIZL. AiEIFHA (2001~20024E ) & Heifs L T, &
LA RO FERER O B, 2 O SR IS KRS
Ml kLT, 2=, AD-SCATIE, SCA6D L
@ E DM AR LTz, PHRERFIZOWTIE,
BRI RYIRNI0FE L TR Z Enb, LY EHo
fRET S WIRE & 72 o 7o, SAREIZIW T, AT AR
ETU R AE LTPRRERTEZH LT L, BRI
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