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AR BE
3 | ERMHBENE-S WA ERE ¥ —-1F | 7 2 v A KIS SE | Neurology 87:
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FEVERE
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A5 KA g5 = DENFEZBITS
VA=Y )lvs
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3. IRED

(1) NE
1. ZBRMBEMIED R T — VRN : 7Y TEAKEZ IR & T 25 5 FIRE LR

(EM KRB RENEL, R FIMAFZERT, SV TERE 2 — & 3LFE)

%A ZEMEIE (Multiple system atrophy, MSA) [ XM BE/ MM MESE D 72 73T
KZOHEERTHY, 7V TSR I HE M (glial cytoplasmic inclusion,
GCI) 23ZWrilifE D @ W REL ) o 7~ — 0 — & LTI STV %, IE4E, MSA
JEBIT GCl DA A= ZEI L, GCIIZ X 5 MSA OEEZKHENBF T
BN, T OREECREIEDRFEIZNLEEZ GCl D4y TR~ » T IXHIRIN TN &
TR, ARAFZEITIR I 0 B 702 2 5N A kPSR GCI D2/ - B2 b & fif
Fri, GCl i3 MSA DAT — VAT 52 L2 HIET D,

TIEAIAFZE T, MRGREE MR & BIRZ2 I S WD IERIRED GCLIL, ERIRFE
W2EUCCTIYOE D RBENE =2t D2 LRI (5 52 B H Aw
DMK E, BERBTHRE, 2011, 4 HE), ORI, GClI BEREIC
g S 254, GCIIZ X D MSA OEE LW, WA HE, BRI E T3,
RN OHER EVDAIREIZR D Z 2R L TWD, AIFZETIE, FhakiZfr
B EBELSN TV D MSA HlIR ] &2 RIC SR 9% 2 & T GCl ODEE NS —
X0 IEMEICFEEL, ZhEEEIC MSA OFFRE (AR EEEME, 4V —
TG/ NIMZENESE, Shy-Drager JEMERE) ([COWT, AT — V4% 2 i B2 I O HENT
T2,

Machado-Joseph J& & Parkinson J& & DO¥RBBEEM: CHrie K FMMIFIERT, S W37
Rt 2 — & LA

Machado-Joseph J/spinocerebellar ataxia type 3 (MID/SCA3) 3RV 7V & I 95
DLIFETHY, KFITET D HGEEREEEREE & 2B/ NREMHEIED T
WZOWRMTHDH, ZIET, 20 fiSH O MID FIRflomFERET, BE - &
BEAZIZ Lewy /MADSHHEBL L TV 2 JER % 4 BI#%5R L, Parkinson Ji D& 03 % 2 5
Nilc, MEBOFWRELZBRE LICGE, ZOMEIXMEEBEDMEREGIToiER%
ENTERE L TR, MREDORITT S O RERERIFAE L TV 5 ATtk & 7~
L TW5, MIDITEEFEETHY, ZOHBIIRIES 5 WITEZR R LM
RRICEEERITL TS EEZEZBNDZ END, MID OJFHENS Parkinson J# ™D
FHR B D VIFSERK F 272 > T D ATREMED B D, Lewy /IMEDFR®D B AL72 0 M
@ MID FIRBIZHOUVT, a-synuclein oiE Gz X AT 247 5 & Iz, FL
7= Parkinson 5 D Jp B YRS 2 fEAT L T D,

7 I uA RIS REZI50T 5 “double barrel” artery DFEHERERT (150N K Ad R8N
Bl SWATERE & — & ILFE)



TIvA RBORAEICLDT I A FMIERETIE, MERED “Hk LBk
(“double barrel” artery) DOHBLAH HILTWS, UL, FE~HME~DT I 1
A RBDOWLEIZKY FENEME L RN ECLZ L2 D, — ), FiEET I
A R=VZATHRREBTHD T A A LF 3 RilEE ~iE% L, double
barrel artery 23 EME I LD, %E DIMERRIFIIRMEI CTH L Z L b, Sk & Xt
GUIRE PRI 22 HE D T D,

4. FAREFREROIRBINT CIls K7 FET & S H)

BARRBF MR ORI 2D TS, A, FRFHRIZIT o5 & 4R
PRRRIFRZE I DN T, ZIRMEEALIE & Hle U 2 O B IR IR B 1Y 70 RR 1802 i iir L 7z

(Hokari M, et al.Ann Neurol 79: 605-624, 2016) ,

5. TIWINA<—I/RIBITDHT TV AL REL (B o R —VRF, S0
DT ERE v & — & 3EA])

a U AFEWEMREMI O~ — T —TdH D Chol-loa v 7Y AL RIRT /LY A
=R D THEANEML CNDZ E 2B Lz (Fumai Y. et al. Curr
Alzheimer Res. 14: 1-6, 2017)

6. MHEMIEMRBEILE (ALS) &7 T LBD/A—F Y VFBHYE (PDC) DFIE A
A =X LB T 058 CHril R 7eimim B, B ARERERY:, HEEERRT,
BERSRAWbE, = bk PR (KT 4) Zp& LILE) - (1) &M ALS
DOFBERTA ML THE/NMAE (= v ZVWE) PNEFICHEAE LT A2 AL,
HLE/NEEA N L ADFTRTH 5 AlietE %2 & L7z (Shintaku M, Oyangi K et al.
Clinical Neuropathology 2018), (2) 77 A BD/ =% Y VBAED =2 —1
TITMIRANE R EOEN T = v 7 BAEDGHE L T\ 5 AletE 2 Fa6§ L 7o

(Verheijen BM, Oyanagi K, et al. Frontiers in Neurology 2018), 77 L&D /X—F%
Y RRFNIE & B ZEAR IR LAE O M FREIZ 1T D U Rk 2 U o RERT 4
BT ond &, ZRITRIMEE & HREMNBR L THKEIZEL, 7Y
NAZ—IRD Y VLS U ORI L TR RR o TND T L2 RER LT

(Oyanagi K, Hashimoto T, et al. International Congress of Neuropathology 2018)

7. BEERBEEEMEOCHI (BINKFEFHMARAR, KEwWbt, ZmmER

RS ERFIIERT, £ OMENZERER & OILFEFE) « BREIR (X7 =

oA R) &0 BB A ENE (HDLS) OKRMAE TIX lbal Btko I 7 o
70T BT H—J5, CDIe3BEED M2 27 a7 7 & CSFIR Btk I 7 1
ZUTBHEML TS Z & xR LK L. (Oyanagi K, et al. International
Congress of Neuropathology 2018) .

8. HF77 T U N—VRDBIEFERLREFRPTRIZET M5 Gl KT
SRR B & IGF]) (CTSAERIC K VRBIEST HHTZ 7 Fo T U R—T R 4 {5k



B 2 R BRI R U, R BRI AL & BRIRSEIR A BB R T RIC K » THERZR D
Z AR ULIEFE Lz (Shimizu H, Oyanagi K, et al. International Congress of
Neuropathology 2018)

9. FHE/NMRRIEIZBET DM (BN K FAR N 7 1 5 AR S & o3k
[EIBFFE) « FaE/ MM RFNE 31 8 (SCA31) D/~ v o e D ZEMERE 12 B
L, ZDOIRREMAT 22 53 FIBARFH & LR THEE T TH 5,

10. X—F vV UIROFHRIGRIERZICET 288 CGRHE FHR A e & 3k
[@) :invivo N—F YV UIRET A THLT VT 7 U X7 LA VBIE T A~
T ANSD Mg-L-A LA 3 — MG, 18 X O MPTP {5~ 7 2 ~0D Mg $¢5-
(ZR D TP - IBIREREAHETTH D,
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. »F8fs (FiEER) FHM

1. #REBOBGTFEEH VI —E R (20184 4 H~20194 3 A)

2018 - 4 H ~2019 4 3 A OHIMITAZINRFIPE A X U b & 32 RN O EIFEHES,
B L ORS D EFIEEI D & B TR 2 K S 472 35 41Tk L C 93 R DB s T i A
E{Tol2, 2D L IADHERZKICEST-, TONRITIRLOEY TH D,

#1 BERFEOREOE LD

s A W ER] (4)
FHE/NHAMESE (SCA) 72 (14 %) 5
SCAl |7 0
SCA2 | 7 0
MJD/SCA3 | 7 0
SCAG6 | 7 1
SCA7 |5 0
SCAl12 |7 0
SCA17 | 7 0
DRPLA | 12 2
SCA31 | 6 2
SCA8 | 7 0
Hereditary diffuse 18 (18 44) 3
leukoencephalopathy with axonal
spheroids (HDLS)
e 7T A UME 1 (14) 1
BIEMEY A =7 (DYTL) 2 (24) 0
i 93 (354) 9
2. WFFETEED

(1) Wroesie
LR D 2 A 1 ekt & LT\ 5,
. RN TR

_11_



I #RRENRIER (R 7 =m A F) Zff 0 Biat O E AMBAEE (hereditary diffuse
leukoencephalopathy with axonal spheroids, HDLS)

I FH R FRE
I-1. REFIRIZIS T 5 5 Ge B MBI S e O W TSR L oD i A

ZAVE TITEM Lo RERAEE O F Y BB S R/ M S TRIE (ADCA) 264
FROFARBEE X TSR TEY ThDH (2019 45 3 A 31 HEIME), [EEIGRIEDE
PRI BT DA IEEE) CIXRE D O F /NS B 2 Bk L GRS
2 L fiTh X 7 BARIEFHAS 21772 5 Japan Consortium of ATaxias (J-CAT) %326 LIS, JIE
TN B EREL 2 RIL L TV D, BUEITHEERE/ NIMZEMERE O A2 3R H & LY R CI
11509, J-CAT ~MEHL T\ 5,

~9,4%

_—6.2% = SCA1
~15,6% = SCA?
= SCA3
-56,21% = SCAB
= DRPLA
= SCA31
m SCA14
m SCA17
= SCA21
= SCA23
® unknown

47,18%_

2,1%_
1,0%

1,0%_

110, 429% 16, 6%

1 REROREREOEREMEEMET /M RTIE ORI (n=264)

ik b, SCA23 IIARFI T2 20 LoD, BERIZCZZWHTHEZRTH L=,
Z DIRIEME 2 TR T D72 OICE R PDYN B HORBERZIT-> T 5,

I-2.  HFRFRME/NMCFRAE  (idiopathic cerebellar ataxia, IDCA) O 2 [E R4
MEE)JCHRIE O ER AR I DM ZEEE) ISRV T, R{E L7 R g/ MM 5
JiE (idiopathic cerebellar ataxia, IDCA) O W HEIZH-Su T, 2018 4 6 H /> 5 probable
IDCA DREYEA G- BFE x5 & L REMN 2 RKRE 2B Lz, Eito J-CAT
(B Sk S AT IS M/ MK A FRE B OFAE, 36 L OMERIM 2 EIRE~DOT 7o —F (T

_12_



KL VB (2019 42 3 H) TRENNG 384 (B 21 44, ot 17 4) @ probable IDCA
BEDERE SN, 5% bEEOERMZED, IDCA ORFKRIEE, MRAER - fERE,
TP LSRR R IR A O Sk I /e & 2 FAET S,

ZAVE TICHEM &7 probable IDCA BH & M3 2 & S0E M TEMEIFIE D BRA
FELT LT EIEE 20, REMNEMRTEIL T 2, BEEMR 20D, KRB
TIHRET HIULARENRZ LNE LB LNDLN, BENTEERTVEDOR S J —= 7
KIRRZE DFIEDOMNLIR Y, M RIEBE Oy — 7 7 — &b+ 5 2 &
NEHOBEEEZ 2 D (IVEMERRIE RS O g+ o B CHEom I L T,
(EM K FBIE PR E G T R IE 1 o 2 — O kB oA % TP I B K K e
TR NEL - BEFDE NTHERBRONIE 7 V—7 & OILFFE SR
Thbd),

1-3.  JRIKEAR 7-RIRE OBSMEF /MM FIE ORISR (15N R 7R BER AR R N
B, Vo~ - BEBAR, BRRT LR RKFEGEE P AREE T HE, EMRTFE
THBRETHAE, BB TERFE TS X — L OHFESE)

FREL7Z X D ICEB RN O E YO R EVE I OB BE/ MM ITIIES R OF) 18%1%
JRKBIE T RFAETH DL, ZNDHDOFR, BLODHHEBEEFRICX LT, ERKND
BTSN RY (IMARE®ER), EMNRFEFBERETHE, B FEREFLE S
H— (FBWBFERTSEEE, WEMCHERR) L ORI S L CRKELR - OBRRICY -
STV 5,

I-4. SCAR11 (SYT14 B EJE, MIM #614229) D4y FIRREDIRRA  (1E M K255 Be s
BANEL, U o~TF - BEHEAR, EMNREEEEE ¥ — & O FRFR)

VAN BB R OLMBIMER RSBV T SYTI4 A E 2 B 72 L= (Doi H, et al. Am J
Hum Genet 89:320-327,2011), SYT14 32— R 2557 N Z 73 v 14 1 3/MRT L%
AR EREBL L, IR D OMERMREME OB BE T 5| EA ThH D23,
TN E 72 family OB R TEEDRK & 72 D /N FRE I IS S D e, &
D%, SCARLL [T E N 7 <, BIRER TldFkx OHE L7 LFEROAIZE E - T 5,
SYT14 ZZBA/ NI KFTIEDEDIFIK & 72 V15D Dy, &9 BIZE 2 D T2 OITfE M
RFHAIGEE o & —FIRFEIESEAE D W) 215 T CRISPR-Cas9 (I L 57/ AfmtEt:
iz MWTSCARIL EZ /L~ T A (b NERAZBEALIL ) v I A4~ U RX) OIEH%E
RHTNWD, B, 7% —7 > NOAREMEZ RN T 272028 R & DR LA
BlZfelT 72 o, BERE~ T ZAORBBOMIT HIT> T D,

I-5.  FFHE/ NI ARFAE OO 3 W EEF 4 N7z B AR SEFRA (15 N R IR Be iR R N L,
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Jo~F - BEFENE, BIXOIARFEAEBHSG - F LI v TF—artr
B —BHGIRBEARNEL, v A 3 LT v 7R E OIFEBFSE)

RS IA A HEEAGREARRANE IBIREE, oA a7y 7 (K
B AFNES A) L OIFFFEE LT, SEILEER (BARKAA R ©) Z2HWT, i/
N ZEMEE - 2 R ZEAEIE BFE DFLSL « AITIRE OB, EREMRMTICED AHA T
& 7= (Matsushima A et al. Cerebellum & Ataxias 2:9,2015; Matsushima A et al. J NeuroEng
Rehabili 14:37,2017), A4EE XL LC, LEAISEE O E > SCAG, SCA3L, IDCA,
MSA-C BEZ X RIZ, 3EIHER ) b5 O NTERERST — % OfEt & T T0, AR
DHAT/INT A—Z D « i) T 2 EpFF:A4E (principal component score, PCS)
XENZN ORI T-0.22/4, -0.17/4F, -0.08/4, -1.16/4F L2 kL7, Z4Lx6 » H
M C O XRE OREEZE{E (0.01) LHNTHERERTH-TL, ZOE{LEIT
H—D#HT7/85 A—Z Ll 2 SARA 2 a7 O k& L O S & < (p=-0.678), PCS
IZRFRAMEART ORI L EEMICIR A DA A~ — D — & L TEH TE 5768
PR D,

1-6. IR BICHT ABEIKIE R R T v 7 U= T curara® DEAEHIZE (BN K
WA=, AssistMotion(fl, FM KEENA AT ¢ D ABRFERT, (5 IN R E 5 R
JRPERR AR TR SR v 2 —, JA REFIEAEBEG =L e )T —a v ¥
—HEHGERE, v A LT v 7 E OKLFEFTE)

Z DOFZEITERL 29 FEE D A AREFRITIER SRS (AMED) Ok 29 4R [EHRIE
PRBARHEEA T FEE O IRASITEIR S N7e Thze | iR ER A x5 a R T
47 7T (KRR curara® DEALHFTE] & LTIT-> T 5, BEGRBEO
71215 T, 201845 10 A, Mze, 36 X OFHE/ MM ME BF 2% L
T curara®E3EIC LD UNE Y T —3 a9 VIR A BLG LT-, BMZRTI3EF 40 4 D ME/EX
(LA TRER] Hl R (F7E 20 4), 38 KX ORBE/ MIMZSMENE 13 20 4 O HEEREBR Th 5,
2020 4F- 3 H £ COMZEMBINIC LD BIEAREZEE T 52 L2 HfE L T\ 5,

I FRRERIER (X7 =v A F) 2085 B0 AMEREME (hereditary diffuse
leukoencephalopathy with axonal spheroids, HDLS) (EM KFIREEMARRENEL, U U~
F - BERAE, REHEmET GBS EAE, B X OVIA REFEAEEEY =4 1L
INEUT—va b 2 —BEAGHERE R4 & OILFEE)

2012 = 1 A ~HBUHE £ TIZERS D OIRIEZ 52 T, IR O VB 55 RE B 106
L C, ANEDJRKE R+ 2 v =—FIPA F 1 522514 (colony stimulating factor 1 receptor)
IR (CSFIR) OffMTa1T> CE iz, FTEDBKER Y — MLV EBRKRT — % 134
HTE 7212540 9 5 CSFIR 27 A WA, 8 A AR EETH T, Zhb D
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BET—H a2 b TN LToRER, CSFIR ZRGVEA TIT 52K & L TEFERIE,
N=F Y =X, MRl TORMGEZER & AR5 OFE, MRILEEGRHEHE TR
B REDEN M &N, —F7, RNHEES), MRI TOMME - /MMZEEL CSFIR
LRV E TR 2 E R Th -7 GascmTh).,

(2) WFZEEmSL - TR
[Fa33k]
1. m iR, SRS, RRESE, IR, B RS, EHAL, MEE— BEME
O CSFIR it & HDLS B2Wr i Dkt 55 59 [B] H AHR R 71l K%, 2018.5.23
(23-26), fLME (& o1FAE b osE) .

2. RETMZ, SR, EHFH, BEE, LEYCR] AR, ORI, LI
7, WRHPE, MR ER, SKIE, FAAKECE, 3 HHUA . SCA21 524 O IR IR
EIREEPT L. 55 59 [A] B ARt it R4, 2018.5.23 (23-26), FLIR (=1 k4L
) .

3. EEEANKR, MR —, KRIRIER], $aARkRE, ERRE, A Bk, Lok, a)ll
B, IR, AT, mIRE, BIE R, E AL . BT PDYN 2853 AL
H ST M PEE 23 B 2 R OGN, MY ERmMET. 55 59 Bl H A
PR A 20 R4, 2018.5.23 (23-26), ALMRE (A - o ALIR) .

4. Matsushima A, Yoshida K, Genno H. Quantitative measurement of ataxic gait with a
triaxial accelerometer: for clinical application. 2 59 [A] H ARt F 24 K42,
2018.5.23 (23-26), fLIE (= A b~ ALIR) .

5. FRJINMESE, LAMIT, BTFHER, IR ES, HHTA .30 R LD FHEIOREET A b

=7 % & 72 LB MRI AR A TSR O PRS2 2 7R 72 46 ik BVE. 55 26
[a] Nagano Neurology Conference, 2018.9.15, A4 (MAABRATEAR) .

6. TREANHL, MoiEfE—, KRIRIET], $aARKRE, TR, BiRRE, n&sE, A
BV, WA, dERC, meEot, BE RA, S HEIL . BTl PDYN 28575
S 7= BN A 23 1 2 SR ORGIRIY, MR AE M r0mEt. B A NFEE S
SR 63 [AIKZY, 2018.10.11 (10-13), #hiie (V327 ¢ affiE) |

7. ARG, RIS, IRE, RIEES, BAE R, SEAUL, EE - a2 T
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+ > 7 BFIZ X D CSFIR & BRI 7 VN oME. 55 37 [B] H AZEE
paxriidE Sy 2018.10.12 (12-14), ALRE (=1 b FLIR) .

8. FAMBEA, ¥5 IR, JREFIAFN. HITRENICIEH L7- SCA6, SCA31, MSA-C IZ3()
DAL & T2 TR 5 36 B H ARG T2 P4, 2018.11.25 (23-25),
HR (HE77vyaryduren) .
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[afn - ]
1. HHMEA . BERAIZZE ST 2 BB MM ZEREE & 13y (FFEO : SCD @
AT OVRE LWE9E) . BER ETEE ST 24 (9): 17-20, 2018.

(3) FrhlFHTE - HfFellEn &
1. HHIA . EBENRGE D2 EE L B2, SCD - MSA D2l L & (EC-17,
#E o — % 17) . 2018.5.25 (23-26). FLWE (FLIRHT#E b 28E) .

2. TTHILE . FIEMEOFFEE/IMZEMEIEICOW T, BB IRERE/ M MEE - 222
FIEA DL 5 27 [MIATHE - EMIFR S, 30 JE AL AGES. 2018.7.22. 13K (&M
BRALEL) .

3. HFE - EE
1. BMRFESE 4 54
2=y MiEFe TR TEBE/ M EMEIE & £ R ZEMEIE ) 2018 54 H 17 H
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WRPR S T AR AR R D ARE ZE MEIR FR 4-5 N7 Vv—"T"~[gi 1 [[]
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