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EMRIER TR L 42 4 OREFERIT
33~79 i (602 5%) . FAEND MSA
DRWETIL 2721 FETHo7= (FH),




@y J— LT - =7 Y — BT OT
—Z0h, HEFRICBOWTEREAET S
AR TF 2 23R 1<KV AT T2 OffpT Y —
Jb BSVD (Exome-based Shared Variants
Detection) % Bil%E U7z, L& ol LT, il
R a — o N F A D NS TR AE

( Spinocerebellar

ataxia  with  axonal
neuropathy : SCANI, OMIM#607250)(Z H{2l
THREMAE LTS 2 FRICBWT, Bl
DFERBEFZFAE L (S,
ORI RS - B PET B/ M2 1
? 1 %1-Cdh 5 Unverricht-Lundborg J73 D FE
BELOYEEFT ST 2mE 21T o 7c.
FRERAT L - IMEE 1113g, WHERMIICEE /)
N2 & i B D HTHHEEZENG & R b 7o, AHE
FHN/NHEE ., R, TA Y — T
B O E 2B, 2 X F B
O p62 BB DR REHIBAZ N B AR S
¥ K ORTEEASE B2 & RIS IR G B
LTCWe, ZDOEAEIEARY 73
>, U Bk TDP-43, FUS EMETH T,
S bz, KB L OVMED 7 TR &
CEBICITEEOT I aA K7 X4 /3
— &, MEHEHTHIE BRI IR O/ i
o T, KIMBEEITIISEDOE NBE
(Braak stage C) . BB IZITA B O R IRHR
#HEZE{L (Braak stage 1) ZiH7= (BMH) .

O©FFER BT EZETRE 1 2004 FFEED O
2008 FEEE TIHHBE D H > 72 SCD
6156 BIHAIFENE 3410 f1(55.4%), & Yalis
B EME(AD-SCD) 1914 $1(31.1%), &4
BARLEEEIE(AR-SCD) 81 f(1.3%)., FEME
KERREL 484 51(7.9%). B 197 1(3.2%) T
Hoiz, AD-SCD TIE MID(SCA3) 452
(23.6%). SCAG6 599 #41(31.3%), DRPLA 210
#1(11.0%), AR-SCD TIX7 I X XL K

HBIE 11 #1(13.6%). “Friedreich Z<7E” 12
#1(14.8%) T o7z, HFE AR T,
AD-SCD AL ATHEDY 60.3% Cdh - 7o DIz
%f L. AR-SCD & 38.3% Cdh -7z, FIRIE
WRIE, WO SN - BAITERENR
D Hiv, FaEITIENE 23.2%, AD-SCD
18.5%, AR-SCD 6.2%C¥ —>7=, AR-SCD T
I 222% SRR ENBERE I E AR b LT,
AD-SCD T DRPLA T 61.4%, SCA2 T
20.5%ZFREHEREIE 0578 b 7o, Barthel
index 73 85 s LA_EDEEFI A HIFENE T 67. 5%,
HY AR ENET T4, 8%, W@k S
PEEARYET 40. 7%, FEVEGHBRELC 62. 5% & |
2% < OFEWIT 85% % #E % BN 2R LTz (4
)

(6)MRI - HEEETH {2

O - 27 LA AL TE S

['CIBF-227 PET % JAVNT., R EEMIE &
NR—=F VR e OENCHERATH D%
BEd L7z, MSA-C % 4 A2, 1 EIHD
["'CIBF-227 PET #3#7> b 2 SEORIE %
W, 2 [E B D[''CIBF-227 PET &5 % fidT
L7z, EBIZ, £ 55 2 NICEbITH 2
EDORIME % BT 3 [E B O['CJBF-227 PET
AT L, EEEOEELE LT
UMSARS # 7= e-ZIS YV 7 M & W,
e EZRaEEE U, JEF 1 #T2% 15 A
DIEFay ba— V& i LTz,

4 ND MSA-C BETXW TR HLIEFE = b
o LR L R LT, L R KINEE
RTEAIE D B BATAEE DT CO KM E IR
C[M'CIBF-227 DERTTHEEZRD 72, W
DEFICBNTS, ThbDFEED
["'CIBF-227 EREITRFEFIN B OWEIT & &
BATHEM - FER L TV o 72 H) &




OfN; &Ny
5 iR
(AMRPDZIM B IZER L, AEEFEO R -
I O A E L OB IHE X R H#]
Parkinson #i(PD), ZRMHEMEMSA), 1
ITHERE B RSB (PSPS) DR BB BIREIZ D\
THRE L7, EEIRIEZ b RIGHE
BE S0 AT RIC, 3T EEE AV THEIE
% %% L. mean kurtosis (MK), fractional
anisotropy (FA), mean diffusivity (MD)&E{& %
BH L7z, B EE dffision MR
parkinsonism index (AMRPI) % B H L HE3ED
S EE MRPL <° MIBG ¥V F 7 7 7 ¢ 0>
TERREL(H/M Fr) & bR LTz,

MK (2317 % dMRPI i%, PD B CHEF &
L%, MSA B TIKT, PSPS #CTLEHL
TEY., PD, MSA, PSPS B DWW o
HEDETHLHEEELFRDT, ROC fRHTIC
X HREEL 80~100%, FrE L 80-93%T
Holz, —J5, FAIZEIT5H dMRPIIFREE -
BRED MK IZH LS > T\, E2,
e MRPI % MSA/PSPS [, HM Eix
PD/MSA [#], PD/PSPS I CHEZZED S
DHT, FRE - FrRE S RIFCldlehr ol

(a2 REBR),

L R AT ZEHERE D B PN 1R [F] BEARYT % 1T
72, MSA 15 %] (MSA-C 10 ffl, MSA-P 5
) LIEFE=aY ba—v 15 FlEx5RIz,
3D-T1 ¢ BTy Y ILEHEEZEBE L
( VBM ) ¢&
Tract-Based Spatial Statistics (TBSS) . 22
FXRERE MRI 24T L. ZEREEALOFERE & X
AR [E] BEARAT 21T - 72,

VBM TI/NBEDOENE Z RO T B KD
ERIIRO R o T, ERFHIEMERE
MRI TH/NEDO—H 2 B & B ORERE!

E{EOKDIZ X 2772 HEHiE

diffusion MR parkinsonism

index

Voxel-Based Morphometry

BTN, Tk B O a2
BETDH L. WEER, m%\%i@%ﬁﬁ
D— L OEE T OBEENEIREOEE
th“ﬁT%STi¢Mﬂ6M%\wﬁ
Erhil b LIERE T ORI OIR
HpEELRD R,

(NGFNAAF~—T1—

OREMEY A S I A VNS RRERE
(MSA)YD /A F~—Hh— L 720155 Bt
T2, VIR AR USRI A R B s
PEF R/ NS HEE B (hSCD) & MSA BE
DYV A I A (27 B)EFFRE L,
FR PR <> MRI B2 7T 5, & 0 B % bk
RETL72, MSA-C & B\ T hSCD & 2l &
ATz B 32 A DERRT —# 3 XUV MRI H
Bl BRI NPOREET A N4
YL E OBEMEE BRET LT,

BEIRT A A A UL O BIEE BT
VL IL-1B (p=0.0343), IL-1ra (p=0.0213), [FN-y
(p=0.0361)% MSA-C B CEIE ThH 7=, B
J&H MCP-1 L~Lix MSA #£ & hSCD #£ T
HEEERDRNo 20, MSA-C BIZBIT
5B MCP-1 LUk iR A B
B OB %R L 72 (p=0.0088, R=0.57, tHE5
2% -0.5), MRI BEEET RO LK T
MSA-C #£ThSCD BIZ L LIBRTREOEE
R E RO T (MSA-C: 19.2mm., hSCD:
21.6mm, p=0.0008), & H{Z, MSA-C # TIZ
B OEERE & BEIET IL-6 L~ LN IEDFE %
2L T\ (p=0.0274, R=0.49) (F &) .

@A v 7 AEFITE D SCAl D ESE
BE - EITEICER T 2N A~ — T —EH
ST ORETZ BSA LT, R - 881K % LC-MS
T DI H 7Y RFOEBELEZRET L,
MFEEH - FaT7 Y UEBREDA Yy RER




L. BERBRAEOIED T O LR &
7= ()

@)/ N HE O i BRI E

Di0s/iPad % JV 2 HRAE L AT L iPatax
e VTR e e AR oD B A A A A T
VY, BRIV AT AOBELEMREE (0
Fe LRSS 7y U SNBSS R 2 B 2
FaCIBHF5) (Z381T D E OSBRI
TESR DEFIRFHIE & @V IEDOTB &2 7R3 2
LR BN Ui, Fio, BEERRESEIFO
MEd b, FREgile, wo <D & LI
IBBIRRISEE DS /NI B SRR O i LT
WHZ EEmR LT, &6I2, MEDEER
PO I &V BT O IR
L. EOSEERITEFEFC L U CGEd
TRAERERECIKR T 722 2L M LTz,
KIRAE L AT D DR IBBRERE DS /NI
RO BREEFMCY AN Y F—a v
ECHIEW A T d 2 FTREME DS IR S Tz
(i)

@7V A LNER % FA TN OB RE
R 5 HFiEOfE LR B Uiz, #l/
MR SCD &34, 77U R AREEE )T T
H—77 s h~DFFD reaching task OJESSIE
BriMi+ s, 2xEle 5 255k
(abrupt k) & BEFERIIZA LT 04MELE B 2
% 75 #(gradual #)D 2 FBEHEZ 1T 72, 7V
A bbb Uicd AR TR L7z 5& 0%k
R DOWERZ B Uiz,

gradual 15 ClIFRZN R OB RFOELRT DM
ITORREP LR OKEAT 21T 5 IEHEE 2
abrupt tEEL D bELERMAH o7, Fiz
SCD TIXRE R T 7 4 7 LB ROBE
WENERRDERBEH T, NESOEED
FHmIC L0, FRBR EIE S AEMERE

FEo/ MBI HLEE R 21 7 C & 2 WTHEMEAY R
Ve S Avlc, 7. gradual ¥ CUE abrupt ¥ X
D BFRDBREOAREERDH D VY
T—vaEE LTHEND I EPRES
nic (FI) .

@3HIAHE G2 PV /NI T 2 3
17 1 AHATRESE S DWW T L, fliF
o750 D 5 /NS PRI B AR 2540 . R 25
& L RIRITIR( N 2 IR B 2540
DN, B—va b a—F— s L
Mo 28 U, Sy, ELERFIS LUV
MEEfL (7 —2) BRZRT 5 ZRITH RO
LB RE O YE & 28R EL (coefficient of
variation: CV) # WGkt L7, £/, BHE
FRC DWW TR 2 b OFREE & BRI O &E
FEL & OB & T LTz,

Jas {3 K OMES AL O FHINZ 3 0
Th, EEOEE CREOFNEEICKRE
VMEA R L7223, EERR X OV — B
ETRIBEO A, BEOFREEIZ/NS N
%R UTe, B TR O 2 AR R
BB A RICEEL EMHE L, bR
LGl LT ATREED R S v (e x
ARTFIHE)

SCD & D WMIL RFEMHE (MSA-C) &
ZishicBFHEDO S B, BIITORIL - #&
TTRIREZR 39 44 & il - MEhll 2~ v F &8
TR IRE 38 kg L Lic, 3 Wl
EEE (8 90g) #HWT, SR EhE
ML, BTOHE, AFJ74 PR, EvF
Wz, BATOHBME (B CMHEBERED . 8
FE1%E  (Root Mean Square) ZHH L7z,

ST 4 DDEBINTRIZBWT G,
BEH CTHRICEIROBREIZMA 72, #
17T HANRDREFERIIVT IS @EH R
HEBEHCRERERZR D, BEH



N TORRHIM & DHEEATIZ, SARA X =
7 LRI OETTCOSITORANE, BiE
PERBEEHFRICE B2 AR &R Lz,
INMRIBARNE 1 ZlZoWTik, AT A
RIRERIZL D, BRIEROBEL &bz,
FEE ST REEIC 1T B IRFE(L O EIE &t
8L CHEBICEEENSE L Q0 (EH),

D. B%&

KRB OEIEEIRIL, BEIA NI A
CVRORKEEE - EEESEORE., BE
Bk AT b L BIREERFSCIH] OBEE,
BRIE - 51 A~ — T — DK, /K
PEIEE S FARE R O F EHIFFAG R OReSL & @
UT, EBRTEDEREE ST
EThA,

AREEL 3 EROMEHMO—ERTH
v, BEZERICATZEEEY 0B TH
ST, B FROEBRIZRE T2 &
BRULCLWLBYIOREBIEL B Z 5 RN E
BNTEY ., IERICHFRERER LT\ 5,
BRI OZEE B ISR HREE & BREIC O
Tk, BLTICRE#ET 5,

OBETA FFA

OEEN KT : A N7 A AERICBT
DYVATZT A4 VEa—X, AFTF
UV R EICESWETEEN R L E2—&
HERE SR ZEN LB L B 2 —2 KR
Shd, HA RS54 O—Bi7zEmL
LTIk, EENLE2—2ERTDHILII
2o TETWHN, EBEREDHE. E
PERIZ2 L B — RN b &5 % 2 20
EWVWIHIRRER DD, ABRRHE A — M
FELZBLT, EEMLEY 2—IC&T 5

KT — 2 2EE L WK BERSD LEX

b,

@I NEYTF—a v NEEEE A
XL T 5SCDICH LTHEBES Y T
JE LT £EITV, BETAT UV REFLEL
7HEHEERRICERT D &, BEE
NVEETHZERBEINT, Zhon
BT 07T 0 LTOEFIZEEND
TENRRETHD, VNGRE~DOT 7 &R
WZOWTHHEBEBEINLSIRETHY | NMH#ER
BRI XD U AFIHOIERITZLE EEZ 5,
HEHEZ IOV, BEEEIC X 568
NERATHAAREER DD, EHiIczeT
VABRBIRT BT, UL REROE
B JFHR ADL 3l & U R - B RS R
M7 CTEEBOTE=F Y T &2y T iz
T2 PNEETHHMLBLETH D,

Q) D%

OB/ NKZEREIE(CCA) : CCA 2
EDREICBWTIE, 1) &stE SCA Dk
Fh. 2) MSA-C DS, 3) B CHmEMIH
JEDORRS, 1co&, PIETORE., BE
ERET DD RERNRBREETH D,

1) FEOFETRSEER S REOFE, Mk
BEOFEIIZDEEECB O CHEFEE L
TEDDHRETHD, £7 CCA DML
(definite) (Z1&, BE D@V B SCD O
BRANEEVIATeZ ERMVETH D,

2) FIERHCIXERIIAES TIEa,
MSA-C DFRIMIIIRIEN & 5 FF2E ORI
BEAVELBEDbNA,

3) RRBZE EOHINEE 25 &, BITE
ERE LTIE, RABERICNZ 2 DIEE
HTiEenWeE Bbha,

QX FE - SEEH SN HECR




BEFHT D721, OB O FE1E
RRAEICOWT, N EE B Lz
WA, b LTS & B -
FEELPEEICPY U Cidufi e <L IR 2 o
FeDFERTHoT EHEZ BINIA, KRR
WL QI FEEHE OA T, A4 7T,
ROV Y BRI X D BRI B ORI D%
BEThdZ RSN,

Q) EFEE T

MR JCHE, FRICZRMEMIED LG .
AN TSN P O TR RERE EE 72 T e
<. WPIREEREREE . WETREES. BN
BT M e ek D& L6
Do P T, AEIEREESFADIERIZI
T, EEFERERE O E L L TR LT
5 mRS I[CNA T, MRRBERE. R - Seasil
BED 7= 7ol 2 N 2 7= fHlic Uiz Z Lo &
ST, XOEFICAUEEEESHEE -
TmEEZLND,

(HIEE TG - BRETTT - BRIRFBHNE

OEB) I FIE BB bk - HSREFA JCAT
BB BT AT LOBEICB O TIE, HiE
P& B DT U ARRERRETH B,
Web BERIZ LD AT OEEDOAY v M&
BeRBRIEA LT, HERERRIEHE MEEIC
WETEXLILIVATLET TvaTl y
7L TN, _

BRERTHREBICBOTE, HEOSEWKE
BOFIR AT & 2 5 B DA O % B/ NS VR
BRI e OR S YEE M OR BT 5,
B Al RE 2 B TRE Y AT L OBENE
MThy, RERY—7 o —DZFEH2
ERAPEBETHDHEEZLNS,
(@Machado-Joseph ¥4 , /M S FHAE 6 HY -

5 EMOEMNC T D £ sk [ B 2R
eaAT o Tn, ASIRBOEITEIIHES T
ENTWDH LD LRIFEETHY . BB
ThoHrANPbAMRT—42Ths, MID
1D T B & e & B E TR EIAE 24TV,
SCA6 IZ DWWl EFIFHRAEIE B L
5 ARG A FR b L. BFRRUCR A VRS T
FThIEEL TV,

OL R EMIE 4. BRELIZLVYA b
Ue o VAT AOFFLICDONT, BIE
FSEE L DS A FFD | FEM RS
LT, F, HHEEES~OWE
s 2D 5,

(ByE% - BRI

DCCA : B 72 BRIV WM T I bt i=
A2 CCA DBIEIIERE 2 LTz
DEVDRVIENZ ERRBEIND, TD
il & U C()EG 20 B b b e i
IZ& 0 MSA DEZWIREEREE 722 £.(2)
H EPEORERIC L0 — RN TERE/
MRBIFAET 2 Z & Q)RIEEN T T2
VMEBID 7252 B SCA6/31 BFET A Z &
NETF LD,

@SCA36 : SCA36 DIREEIX, 2EEEEME
T /N ZEMEIE(SCA) DT 2% FREE & L
TE<IEnb oo, ERMLSNT BRED
\AEET D = OERRIFFEIL, IINEHR
AE. WEIERT., RBrseekEE, £ LMY
RFERIC 10 FREEBALTHETLZ &
DIZEUNER BRSO DU A 28 7 & D T E Eh
Sa—nl ELRIDIENTED, -
2L, THES=a—a BRI E bbb
FTEDZ LI, SCA36 & BRI ERENH
Do

B FHREIZIVTld Repeat-primed PCR




ERGHTS 55, fragment SEHNT TN
AIRERFFHOEWHRZ G T 266 o)
S, HWHEEEZET HEMIL. @EORE
Bl & 0 IIEERB I BWVMERN D -T2, 5%
DRFERMLETH 5,

@@= V) — LM Hx OEFIOBETF
ZhnE. EEEEREMAOE—HTHY .
L% OBETZW O ME-CIRER K2 &
ERETT AEMT —Z B L Bbhb,

AEFHICEE LB EFD Y HD—D
LI Far RY THERICEET 58T T
5, NHETEDS FRED—HIZI b
ay R T EEERHD, £< DI har
YU 7 BB T R /NN RTES = =
—uXF—IZEE5 L TW5, 5%, FBEFR
RIEDFRE/MNEEIE A A RICERA S Y
—= U T EITY, IDIIT I Y — ARITIC
LD FRFEREETORRERARD,

@OFEFRIMREL ©  Unverricht-Lundborg
disease (ULD)IL 6 06 13 pEEICI A7 1
— XAV UITKFEIETRIE L. £ O%E
RICHEIT T 5 R RE R T 0/ MM A7 & 1
9, BARTIIMTH D, BERHIKOSTRTE
WIZ D BRRRER, IS A7 r—X X
FrgREEE ORBKNITZE THLHZ L
R,

AHFFEDIE G Tl NS & EE DO ZERE & 1
FRARPRYE 2 R D 7o, AFNTI1T 5 HifkH
R DA IBEREFIC—ET 26D T
HbH, &HICKIT, Cystatin-B EnTERE
PED ULD @ 1 HFRFICBNT, 28 FF
VB LU p62 BBt ORI N BT AR
HERCRIERIER EICRB Y bvie, ABICE
T BENE KOS BEELL TV e,

AITHFERN D ULD OHETH 508,
BEBOERIZIIREE > TR, 5%,

% gk T ULD DOREEFRIER 72 b N IRERAT
REREL. BDWHEELIERT D Z &%
EThD,

CFELBFEFERE  ATRIOFE L
L CEEEOHENMER LR ED
HC 32.4% L RIERE LV bEVERZ 7R
LTEY, BZLL Z I EEOERIERE
FEHRIOFKEICLDZ LD EEZBND, —T7,
ADL DFEIE & L TE A S 4172 Barthel Index
W CIE, REDEFTTFHENE
FHMl SN AEOBENH O N2 o7z,
AR DREREEE 2. 1THE &K
TR DM I7 7> & ADL & 3Rl T & % EEERY e
82 L L Cmodified Rankin Scale (mRS) %3
KREBOBEICEANINTZEZATHD,

(6)MRI - HrEm &

OMSA JEFIZ BT CIBF-227 PET Dk
FETCHEZ /R U 7= SR © GCI A3 2\ H
WE—HLTBY., BREME(LHELEIL T
W, TAYNA < —IROERBNZ— &
T8 725 TH Y MSA TO[V'CIBF-227 £
TLEEIZ BT I v A FERBL TWRWEE
z bz, /N TERBITEN S LR
7ol E LT, WHEITICZ D /MR TOR
B & & Bz GCI 3B LTV AT
REME. & 2 W/ INIMEERE 0 72 128/ D FRAS
ZLTWAHREEENRE 2 b, £7- . MSA
DHEAICITEEESCKMEBBEIC
["'CIBF-227 DEFETLENZ BND B, Bk
ERHIRE], REIZEBETTER 2 B 5 PD
CIER Y — U RRZY | WREBOER]
NERETH D Z E BRI Tz,
QEHALERBM)E AV EE i
dMRPI X, RBEFRHOEBRMEICKIT S
Fisisp & /N R D R HUR B A SR R R




