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WEEPEITERR 22 4F (2010 4) 4 H 1 BIC® v A KL T3 (BR) D%k
ELTHEL, EM2THE4HLEMNLSHEBOFETHE 2N A —FLEL
o Z ZIATRK 29 FEEDOIEIM E A BB IT W LET,

IR (PR BES) P CIE, BRI MEE O A HEE L TR,
FFIZ 2 R ZEMEIE DFIRB) 2 5t A 7 ) THRENE AR ZFeE & T 2 WA 7
— VOO A BRRLTCWET, b M RREROWREZWIL, [EMRFR
HNCEOREERE, 3B K ORSMEER 2 & ARE] - RGO R BIKIRZ % T,
B Wi EE L IT T D & RITHRIF RS 21T, B FRERREDOFRKIC
oo TWET, 4, 29 LIEBBEENHEML TR, SEMOBEEME
L TWDZERFEHRINET, BMT LAV Yy—2AF%y b (B2 2010 4F)
DBGIERFIT 865 CNEFRIZEIM L Tk v, FHE/NMEME, S—F> Y VI,
i ZE M MR REEALSE, SR A e T g —7p EOHEFEI T TV ET,

SFEET (MRS B EHEA) TIE, EMNRFREENE, U
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K%, 7o) LILFETEE L THEM/PMMEMEEORIK « 45 FBFH R4
HEDHTWET, THETICEM LR RAOBGHERB/NNEMIES AT
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WET, Elo, REEND AMED O 2520 T, (M KRFHHEFH TR S
N=aRT v 7 -7 curara® % W AREICH T2 )Y F—32 9 U9
N E MBS E LT, ZOMRICIEF vy A 28T v 7RI ERAETH %
TEWTWET, RBFFECTIEEBEORESIAOT Y Y —2 A 30 456 A Dk
WHTETTN, TOFENE, ¥HEZE LT, H 570D TARIEDERKHMN D
HEME, NI ZREL TWET, kN OHED TE 72 3 BEEE 2 vz
KEW), EEMNRFHMIEOHN. BINE LW EB X TWET,

FREESS, KETEFIXMHEREICE > THHAOEERAX v 7 L LTREL,
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MEMT LA Y—R 1y b BEERES AW -HXRHR

IL[EIF S it R% F—= TN
1 | HiB R ZEA - S W T2 B v F —- | LR M ZEHMEIED AT | HFFEikis:
13 KA REEE 7 — Y fAMEST - Y
T EARE FE
B 5y IR B O fRATT
2 | HIERERAF I iT- X WS - B o Z —- | Machado—Joseph I & | BFZEHkGE
13 KA - Parkinson i & D%
AR B EL
3 | FERIMMHREANE - WA= ¥ —-{F | Parkinson Jpi7e 5O | AF90HkRE H
FRARAEEE S 7 2% R ZEAMIE I IS
D e
4 | fERIEHREAR-S WA TEREE Y ¥ —(5 | 7 2 v 4 FIKIMEE | Neurology 87:
KA 7 I BT 5 “double | 773-781, 2016,
barrel” artery @ | AFFEfkEE
TR e
5 |15 KI5 KA EER - [E WG | W3k A a7 ¢ — | Brain Pathol 27:
W 7ERE BE 748-769, 2017
WSk
6 | 1FKRIMMHEENE-FERAFENE - REIR1 | S ZMETHER R CE | ARkt
TP - ALEREWBE - fFSFPE - 72 | (ALS) E#j= 2 —
KRB WBE - MEHRTFWPbE - ERMR | 20U R Y — A
HEwR - [ENGEO TR RNA & U > Bk
TDP-43
7 | ERIEHENE-FERARENE - RER1 | ALS #EEil= o —r 2 | H AR
Tkt - ALEREIEBE - ERESFERE - 2 | O mTOR (DWW T | B3R (2014 4F),
RIAIEBE - EHRTTIRPE - 15 RAPR Tk
Y- [ENEE AT ERES
8 | fERMHRENE-F IR Y BEE - ALEHRE | ALS EEj == —1 > | H AR 7R
BT - TUERAREEE - MHEHRPE - RER | oflizgho U Uk | %E (2014 ),
+FRbE - EEET - ARG AR+ | TDP-43 Neuropathol ~ Appl
Bt - FEH IR 3 KRR - EN Neurobioly 42:
FHBIT TR BE 561-572, 2016,
9 |[fERIFEE - [ RMBRENRY: - vt A 3 | ALS OAFEER T | WFZEike
LT S BT
10 | fEFI SRR B AR Be- A T2 PE- | L106V i -2 M5 | il IR # 4% % 56:
15 RARRE R 7 5PE ALS DG ARREE | 69-76, 2016, HFZE
FHIRRET Mg
11 | fE R RN R - R Akt -RE AR+ | S—F o U iE L | BFgeike
FTIRBE — 15 KA FOHIE % 2K U 72 JiE 5]
DIFRERLPT FL
12 | AR E R Be- PR AR A Be- 15 KIMAREN | 7Y A ~— il | pgeskss o
BT I AR - DENBFIZBIT S
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13 | FHEB IR BE-1E R ARt s o FERHEAE - HuﬁEﬂu 2%t | &5 40 [B] L5 dkep
i B IREEIC DUV T fxffigﬂaﬁ%\%i‘%
(2014 %),
fikie

14 | PR A IR BE-1E KM fRE N ARL-OVIR i S | 1T 2 S 1 A
Bre-15 R A HE I =2

BN =R
60:55-56, 2012,
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3. {2JN NeuroCPC

PR, IR ANEL 22 EDORIRIZ I W T,  BRIRIEIRCRIERE T & M DT AL,
EFERELTERDLILIIMOTEHETHD, TNITLEY bRBST, BEMRETH
FURGYIE THNIME RS ThHiL, R OWEITERE (ﬁ@ ol e ) (ZHR
ZEE, FEIZRJEIE LR mb“(%ﬁf?‘é EWC X D, BRG] B & i LT
PR -CRM RSN BHE DS T R %ﬁ&%%b\t%zﬁ% ?%L JRELAT 7 2 RSP I E T
L, £LFEEEESZHETE D X0, [FBREMREAR, U o~F - BIERAR S
DOHAET MFM NeuroCPCJ ZBAfE L T\ 5, fElAl, %E%L%*F%beﬁﬂﬁ“ljﬂﬂ@%’ﬁ
BE, KFRAREZENRSIMLTERY, ThE TlomiE 15 FBE#E L7z,
REW AR B ORI T L2 2 & L0, SRITFHERGNNEY S Lz
TEGIFE R 21T Z L, FREHEOREZ LV 2 Z & 25HH LT\ 5,

15[ 1M NeuroCPC

R R E
ERE28 (2016) 42 A23H
EMAFEFABHESR RFEROKBIIEE
X EMAZEFDHEHREHE - HEAR, UTTF - BRFEAR

EG ERRZHE  EABREAIBEEVEAMBERE (HDLS)
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4. WFEIEED

(1) NE
1. ZRMBEMIEDRT — VMR : 7Y T EAREZ ER L T2 5 FIRE LR

(BN R RENEL, B RFEMFTERT, SWASTZEER ' 2 — & EfAE])

% AR ZNHIE (Multiple system atrophy, MSA) (9IS MEFFBE/ MM ZEPEIE D 72 /3T
BKZOEBTHY, 7V TSR S DE AR (glial cytoplasmic inclusion,
GCI) D2WHlE D @ Ry~ — 1 — & L TR S LTV 5, IT4FE, MSA
JEBIT GCl DA A= Z0EEN L, GCIIZ X D MSA OEEZHIENBRH T
B DD, FDOREERRE DIRGEIZLE R GCl D4y FIRte~ v 715N T <
TR, ARFFEITI I 0D & 72 2 FIM I 22 b R GCI D 2[RIy - BerZE b & fif
BrL, GCl 2L 325 MSA DAT — Va5 2 L2 HET 5,

THEIMFZE T, BRI EEZAMIE & BIRZ2 I S D IERIRED GCI L, BRIRFE
WEBECCFROL D REERY— kL5 2 LRI (55 52 [BIH A
DMK, BEBHTHRE, 2011, 4 HE), ZORRIE, GCl BEFEEIC
G HEH S 72546, GCLIZ L D MSA OREEZIKT, il ndE, AR,
RIEDROPER ENFRRICRD Z LR LT D, RIFFETIE, KEiIIR
B BB SN TV D MSA HlIl 2 KRB HER T 5 2 & T GCl DEE N Z —
LD IEREICFE L, ZhEiEMEIC MSA O (REIREEAME, 4V —
THE/NIMZEREE, Shy-Drager JEMERE) 12O\ T, AT — V0 ME A RELEA ST
T 5,

Machado-Joseph ¥%& & Parkinson ¥ & D% BBEEME Gk KFEMAFJET, SWVaie
R A — &)

Machado-Joseph J#/spinocerebellar ataxia type 3 (MID/SCA3) XA Y 7 /v 4 I ¥
DLIFETHY, AT 2 HEAREEERER L & 2F8/ MEEMEEDO R T
KON TH DL, ZET, 20 fiSRH O MID HifflofmzaRc, L8 &
BERZIZ Lewy /MEDSHIEBL L TV D5 % 4 B#EER L, Parkinson 75 D& 0F23%8 2 &
Nz, MRBOAREREER LIZSE, Z OMEEIXEEBNMBREFT 2R %
EDICEE L TEY, MEEOMITT S 0ORFERFE L TV D AREM 2R
2L TW5, MID IZEBEETRETHY, TOREITHRIED D WVITERF DA
BRI EERIFLTWD EEXLND Z ED D, MID OJFEA Parkinson 5 D
FHR & D VITERE I8 > TW D AREMED D D, Lewy /IMEDFRD HAL72 0 Mt
D MID HFRBIZDOUVNT, a-synuclein eI X DT 24T 9 &3k, HAFL
7= Parkinson 55 DI BEEE IR & fifh L T 5,

Parkinson %72 b NZ S RMERIEICIS 1T DERARE (BN REAEL, S
TmEgRY 2 — L 4E[F])



PRRETR B DR RBICER D B E Sk 2 R TR L TW 5 Z L& ST
W5, AHFZETIE 9B &2 %5212, Parkinson Ji O %1 & 5tk LoD, Z5RHk
FEMARE DZMEEALIZ I 1T 2 BAH OIR B L Rt Th 5,

4. T IuA FMMEREIZIT 5 “double barrel” artery OFEHEMERF (E)N KRN
B SV ERE 4 — & IEF)
TIIvA RBOWWEICLDT I vA FKIMEETIE, MR "Hb L8k
(“double barrel” artery) OHINH LN TWVWD, T, FE~HE~DOT IR0
A RBOWLHFIZE O HFENEE LZERNAEL D EICkD, —F, FEET Im
A R=VZATHREEATHD b7 AV A LF U RHEME ~I7E L, double
barrel artery 232 S5, %E OIMBEFIIRMEHTH S Z L s, SF] % xt
GUIR B PRI 2 HE D TN D,
5. HRAPREREROIRBMNT Cols K7 58T & 2L H)
PR RER OTRRBIRIT 2 D TV 5, A El, FiMiREFRiRIZI T 2 HEhk &
PRRRIFRZEIZ DN T, ZIRMEELIE & Hlk 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) ,
6. TAINAZT—HWMICBIT DT T Y A R (EL o HAR—V KT, S0
N B v 2 — L EH])

a U AFEWEMREMI O~ — T —TdH D Chol-loai v 7Y AL RIRT /Y nA
=R B W THRENEML TS Z E 2B 5 Lz (Fumai Y. et al. Curr
Alzheimer Res. 14: 1-6, 2017)

7. HEMEMRBEILIE (ALS) & 77 ABBXURFFED —F Y RBANE

(PDC) DRIEA N =X LT D85 i KFMBFERT, AARERKT:, PE

RERKFe L L ILRE) ZHEtET  FLZEIT ALS OFEBj =2 — 1 VD A =X A
(ZBAT D ARl T & 7o, 2017 ARRE, ANFEME ALS OO F Al A4 M | 2R FRRr 22
HERTH DY IR(ETDPA3 & IRIEFFERAMEAKOERER TH LA X F L C
DMEJRTET DHAOE AR Z H4 L7= (Shintaku M, Oyangi K et al. Neuropathology
2017), MR OEBAEGKOE Th 2 /ML (= ZVE) PNEFEITHEA
L 7= F R A MAEZ ALS FREIZFE oA L7z (Shintaku M, Oyangi K et al.
Clinical Neuropathology 2018) ,

8. FHE/INBIRFEICBI T AHFFE (BN KR FARRRERN 75y 785755 & o LA
58) « FHE/NISHINE 31 (SCA31) /MK~ /L3 o R D ZEVERE P IR L,
T DIRRESRNT % 73 B AR FEBM & 2R THEED TH 5,

9. EXEIE (R7z=umA ) ZRITEBEHERMEEEHEDHIE (BINKFEFE
IRt R, E N R FARRRE R 7o T8 s, £ OMENZEEEE & o ILFF
70) - EEMEEARMED HDLS & 1 R D Nasu-Hakola 775 O IS8 R IF 281215 4

or



10.

BePE DRI AT =V IR Db, AT =01 /ua sV TOXAF Iy
7 IR BABIZ DWW TH A L7z (Oyanagi K, et al. Brain Pathology 2017) .

R—=F Y SIROFHRIGEIERFEICEE T 20858 GOl IR e G geat & J[R)
G D invivo R—F Y UIRET A THDLTINT 7 XY LA VEGRTR
2 T ANSND Mg-L-A LA 3 — b b, 8L OMRE MPTP {14~ 7 2 ~D Mg
BEIZL DT - tBREREHET TH D,

(2) WFZEEmSL, FERBERRE  (: BEER)
(GE-F-0'9

1.

Fukami Y, Ariga T, Yamada M, Yuki N. Brain gangliosides in Alzheimer’s
disease Increased expression of cholinergic neuron-specific gangliosides. Curr
Alzheimer Res. 14: 1-6, 2017

Kano, Y, Kodaira M, Ushiki A, Kosaka M, Yamada M, Shingu K, Nishihara H,
Hanaoka M, Sekijima Y. Complete remission of isolated central nervous
system lymphomatoid granulomatosis associated with acquired
immunodeficiency syndrome: a case report and literature review. Intern Med.
56: 2497-2501, 2017

Oyanagi K*, Kinoshita M, Suzuki-Kouyama E, Inoue T, Nakahara A, Tokiwai M, Arai N,
Satoh J, Aoki N, Jinnai K, Yazawa I, Arai K, Ishihara K, Kawamura M, Ishizawa K,
Hasegawa K, Yagisita S, Amano N, Yoshida K, Terada S, Yoshida M, Akiyama H,
Mitsuyama Y, Ikeda S: Adult onset leukoencephalopathy with axonal spheroids and
pigmented glia (ALSP) and Nasu-Hakola disease: Lesion staging and dynamic changes
of axons and microglial subset. Brain Pathology 27: 748-769, 2017

Kobayashi M, Sakai Y, Kariya S, Sakai H, Hineno A, Oyanagi K, Kanno Y First
pathological report of a denovo CD5-positive diffuse large B-cell lymphoma patient
presenting with Guillain-Barré syndrome-like neuropathy due to neurolymphomatosis.
Neuropathology [epub ahead of print] doi:10.1111/neup.12470

Shintaku M, Kaneda D, Oyanagi K: Novel intracytoplasmic inclusions immunoreactive
for phosphorylated-TDP43 and cystatin C in anterior horn cells in a case of sporadic
amyotrophic lateral sclerosis. Neuropathology 37: 526-534, 2017

Shintaku M, Kaneda D, Oyanagi K: Atypical lower motor neuron disease with
enlargement of Nissl substance: report of an autopsy case. Clinical Neuropathology 37:
74-81, 2018


https://www.ncbi.nlm.nih.gov/pubmed/28824078

20 4. EINESE, 65:249-257, 2017

(2% 2%)

1.

WHDERT, RER®BZ, SRR, —ARE, FlE, &, Jrsk, JFk
FIE, KRIFIES], MRET, fEEME, AT, ZHEE, BAET, FRE
AR, HHMLEA, ABHEY, tEE—. ENT LA U Yy —23%y b {EERIR
DR © 2017 4. 55 58 [B] A Arpifm Bl st s, k2946 H 3 H, K
IR

rhRHRD, V5K 72, IWHEDERI, —EEIE TBR, KERFES, BE ZF, HHEE,
KBS, %A B, HHEITE, NS, F8HE, afF %, fiBEP%E.
Oculopharyngeal muscular dystrophy : 2 H#I DGR FEE. 55 58 [F] H At
PR BL P iRes, PR 2946 H 3 H, HUX

BRI R, AR, WHEDEAI . MEEEZ 2L, FE LTT X et Malk
MIZte R 2 B O o BRI T I A7 v — X A TANADO 5. 5 58
[l A AR iR, P29 6 H 3 H, HK

AINE R, BB R, AREN, B, WHEOGA . R R AR SRR BRI
PR3 U7 AR R U o EER A ZERESE O — 6. 2 43 [8] -3 By BB AR 2,
Rk 294210 H 28 H, fak

BBl R, RERTRE, [WHEDER] . W~ U — 7 B AN 220 2 380 7o R Rkt
T A ~ —RERHE D —FIRR 1. 5 43 [8] LSRR PR, SRk 29 47
10 A 28 H, ak

(3) HrBlEE - FEfFE 7R &

1.

2.

3.

4.

SRR . TAEEROFR ORI 2B L X 5. HARMRTS 55 9 [[IEEH
EERBEEE IS — 201745 H 21 H  HE

DGR . AR R I8 T AR L - SRR A R B F RIS BT 5 72 D12,
SCIRBERERE TR OMRNENE 2 E THHRRAME) Pk 2949 H 30 B AR
BB - A EPERRAE & RIMEE 2 - HDLS (ALSP) & ARZH-/ N2 79, 2

20 [A] H KEERIMAHREA R 22 VRV U L0177 H 16 B IRET IR EEE
N

/NN G - BARME 1V IMIE O SR BRI R & Ok B AR S AORF4E - HDLS versus
Nasu-Hakola disease in Shinshu. M KFEFHHE AR RIBSRHE 2 EHER

201746 H 17 H "¥ i dLEHR S

-10-



5. /WMEYE  FEAEMERRAVE & KM FEZYE - HDLS (ALSP) & BRZE- N2 ZIwo 5. f
39 [7] Neuroradiology Club HFBIGEH 2017 45 H 27 H FEHS #HifEEK e L

5. BMFHSTES
[ZRAEREIED AT — D SAMESL « 77 ) 7 B AR 2 S & 3 5 50 1 B RORAT |
(PR3« IUH) GBI FEpT LRI FEE, PRk 29 1)
[ ZRAEREIED AT — P SAMESL « 77 ) 7 B AR 2 S & 35 50 R B2 HORAT |
(R« luE) (Beatsefefisha  SEprTE (B), Rk 28~30 %)
RS MR R R ROBE TRV T T A2 200y (((EF B BB K=
M FEpT L RIBFIEEe, PRk 29 4RE)
FRRRZE MR IR - FF R FE RIS T T A A 200 ((R&E b)) (B#ak
B HARTIE (C), Pk 27~29 4FJE)

6. FRIED - FITMISRE
(1) P& OB
(LR
AAMRIRE S B, 7 LA v v FARER,
EIB AR B 4% 2018 ST 25

il

\

=8

IINHIYE S
H AR P2 - MR LA 2018 2 TREESR

I

=

/

(2) “FIHERS R

Rzl

BN = FHERS e Z: B
/IIE L

(BINEEFHERE e Zs B

The Scientific World Journal Editorial Board

7. BE - EE
(1) BINKFESE 344 (Lmean)

JREREE Y - EEIRNHE S (R 2017 411 H 8 H
(2) BINKRFEFE 4 F4 (Lmean)

o=y hEgE () 2017 -4 A 18 H
(3) fBINRFESFER 5 4 (LmeH)
B —FEIERRIR 92 TR EE T 4-5 N7 —7 ~giG 18 [B]

-11-



8. fh=TEE)
(1) SRfE
LRI
[E TIPS S VR E R v 2 —
B K FE T
/INIE L
H AR P B s
BN+ —< 7 — R¥ A = ZHFSERT

-12-
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. »F8fs (FiEER) FHM

1. FRIEROBE TR —E X (2017 4 4 H~2018 4 3 H)

2017 - 4 H ~2018 & 3 A OHIMITAZINRFIPE A (X U b & 32 RN O EFEES,
B KRS DR ) b BB F A A K S 47z 51 4412xt LT 212 R0 sF4
BEIToTe, 2D L 2ALAVMEZKICEST, TONFITERLOHEY TH D,

PR R e Es] (4)
FHE/ KA MEIE  (SCA) 184 (23 44) 16
SCAl | 20 0
SCA2 | 20 1
MJD/SCA3 | 20 1
SCAG6 | 20 8
SCA7 | 18 0
SCA12 | 20 0
SCA17 | 20 0
DRPLA | 20 1
SCA31 | 13 5
SCAS8 | 13 0
Hereditary diffuse 26 (26 44) 4
leukoencephalopathy with axonal
spheroids (HDLS)
e 7T A UME 1 (14) 1
BIEMEY A =7 (DYTL) 1 (14) 0
At 212 (514) 21

K1 BEFHREOE LD

2. WFgE YEE@J
(1) #tse
L)T@Zfﬂ%%ifcéﬁ%ﬂ%k LTW5,
I FFE IR E
. FRRERIER (X7 zvA R) 205 B0 E AMEREIE (hereditary diffuse



leukoencephalopathy with axonal spheroids, HDLS)

I AR FRE
I-1. REFIRIZIS T 5 5 Ge BB (M N K S e O Jw BB L oD i A

THIVE TIZEM L BB RO W G A ME B s R/ K R FE (ADCA) 259
FROFRBHEIL T RT Y Th o (2018 4F 3 A 31 HEBUE), NEBE)VFRHIED =
PR AR T B9 D FRAMFSEEE ) 12 X Y Japan Consortium of ATaxias (J-CAT)2332H B D,
2E ) B FM/IMEIE B 288k L CERFIIRE L Aim & 7o B REHAE 21772
IHAADBEE LigH Tz, S%ITHEF T EZ T TWIeiAE S TE 57217 J-CAT ITK
T2 TEZTND (J-CAT TORARR & RERF, AR RBEETRAIZ 3B L T
7<)

15,6%

= SCA1

= SCA2

1,0% = SCA3

, 55,21%" SCAG
= DRPLA
= SCA31
= SCA14
= SCA17
= SCA21

. — 15,6% =SCA23
= unknown

108, 42%

X1 RB RO REESR R MTE ORI A (n = 259)

1-2.  RpFREPE/NMICERE  (idiopathic cerebellar ataxia, IDCA) DR KFHA

Wepk 26 HEEENN D EENRFRIE O ER IR AR (2B W T, THEKXR
FARRRNE RFEREIR S & &b IO BCE M NMZENEE  (cortical cerebellar
atrophy, CCA) OFEREFEZITV, ZWEERZRIE Lo, EODEE) bz Wik
BERIZHESNT, FEIEE 20 TRMELRIED 3394 (2 K%) ZfiHiL, B
SRNEIEIZID © TERBEMIE, BARPERIE, HiFeMHIIE 2 BRIV 5 & RAA&aYIZ 60
4 (17.7%) @ CCA % & iekede /MK I<HHAE (idiopathic cerebellar ataxia, IDCA) 73 A
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i =417 (Yoshida K, et al. J Neurol Sci 384;30-35,2018), 7235, Z O2KrAL#ElT IDCA

W EEE L LT, TER/INEMEIE « ZR/RMBENIEZRA A R 74 ) (B AR
) IRV IALTETH D, BE, ZOBWIEMEIZISWT, probable IDCA O
W2yl 7= BB ITR LT, AWFEEEZ I R ER R BRI A 2 FHE L T\ D,

I-3.  JRREA S FARFE OBASMEF R/ NI ISTRIE OJR KRR (15N R IR BeisrhRe N
B, UV o~F - BIRIFEAR, BRI RF KPP E A RNER T #E, EINRTFE
FEERETFHE, BinERITEE 2 — & OILFE)

PR O RERADFRB R T RFEEF R (EHREEFR TIE EROKO X DI
#) 20%55 3 R[FE) 122V, BRMY KT (MARE®REERR), BNKFEFER
EFHE, B FERITEY 2 — (BRI, HEmCEER) & ORI
& U THREER T ORERIZE 72> T D,

Z DiEFE T ARCA8 (SYNE1 Z %, Yoshinaga T, et al. Hum Genome Variat
4:17052,2017), SCA21 (TREM240 Z %2, Yahikozawa H, et al. Cerebellum in press), SCA23

(PDYN & #) % ALH L7z, SCA23 I[Z D\ CITHIfE, BpAR, 28 BAI PDYN O3B %
BRICE D, ZOREMEDOHER, 7 FWBOBRE 217> T\ 25,

I-4. SCARI11 (SYT14 HLHJE, MIM #614229) D4y TIRIEDMRIA (15N K295 Bt
BANEL, U o~TF - BEHEAR, EMNREEEEE o ¥ — & O LFRFR)

VRN EBH R OLMEELMEF RICBWT SYT14 A8 %4 B L7- (DoiH, etal. Am J
Hum Genet 89:320-327,2011), SYT14 R a— R4 52 F7 b ¥ 722 14 [T/ 7 L%
AR EREL L, IR D OMEMREME OB IZBE T 5| A ThH D23,
TR E T2 family OBARFREPRE & 72 D/ MM TR M@ E 2 v, Z
D%, SCARIL [T E 2370 <, BIRF R TldFkx OHE LI 1 R DHITHE £ - T 5,
SYT14 B/ NIMITRIE D DIFHIK & 72 0 155 D7y, &9 BERITE 2 D T2 O IZfEMN
RFFAE G o & —FH RS A O W %415 T CRISPR-Cas9 (2 L 57/ Atk
iz VT SCARLIL EF /L~ 7 ZADVEH 23R AT\ 5,

I-5.  FFHE/NMISERIE O 3 il G2 A 7z B AR IR (50N R IR B ikt it N #L,
Vo~ « BEIENFEL, 3L OUIA BAEBEEGRARRNE, oA abTy s
) & o H:[FIBFIE)

PERD G IA BB AGREARENEL RIBREAE, o' a b7y 70 (R
BFAFNE A) L OFEFZEE LT, 3EIMEERH GkAA ) 2HVT, B/
N ZE AR - 22 R ZEMIE BH DR - BTIREFEORBIN, EEMZRMHTICEY A T
X 7z (Matsushima A et al. Cerebellum & Ataxias 2:9,2015; Matsushima A et al. J NeuroEng
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Rehabili 14:37,2017), I E TORRFIZIELSNT, BUETIMEET —2 0650105
TR F R A AW TERRRFZELIC O EMFT A ED TV D, 77205 AR B E O
BV SCAB, SCA31, ZARMIEMIE (MSA-C) ([ZHESEK- T, BEFIZ RS
EOEERDZ LITLY, WM L OBITHECEANT DTN T A—F DiEW %
MRETL TS, ZAUT X DN T — & BEERBIG CORBIN 2 TR THIOMREELE L
THEX 20 E 9 EAMDINEEZEZTNWD,

1-6. FPRIRBICKT T D2 BE KB R T v 7 7T curara® D EFRIS A [ 7 AFSE
UBMAFHE D, AssistMotiontl), (FMKSE/ A A4 7 1 WABIFERT, EMKF
= S IR IR B R R JE S & v Z —, JA RS EG T, Ty kA alT v
) & o H:FIBFIE)

FHEFF RN O ARTIZE (B) 1THAR S Db B8 OB S48 n R
T4y 7 UTT ORI WHERERE  EHIL) CERR 27~29 ) 2T L,
s CFpRE) B 15 44 2xk LT, BRRFOBITT A M2 L5847 - BED
SCEN R AR Lo, BARRIIE, £ 2 IR THRITT VA NRIUET, STRBREITW
AT, SR, 747 A, EABEfiAELREZRE L7 (Mizukami N, et al. IEEE
Trans Neural Syst Rehabil Eng 26;1011-1016,2018)

#2 BTT R NEME

Assist Gait cycle | Amplitude of joints angle Synchronization gain
Condition A | 100 % Hips: 130 % | Knees: 100 % | C,=0.3 Ck=04
ConditionB |90 % Hips: 100 % | Knees: 100 % | C,=0.3 Ck=04

BATRBRCIY, ETHEARECTHITT VA M LIC X 2517 CHREOSFTEI & B
IRIEAEZTE LT, ZOBKF =% 100%E Lz, BAF—ZIZH LT, 74
RERIE AT, AT 100%, % BASRIE A EE A 30%H 10> 130% & L (FRIFHE Kk
E), TVAMEM BIX, STEH%Z 10%4 0 90%, xBIE & B &R O Hig £ B 1%
100% & L (E#VEMERE), RFHT7A 0%, W7 > A MR E ISP RRE OB C,
=0.3, MBI Cy=04 & L7,

X 21%, TV A MR LIZHT D 22007 A MFRIICET DATHE, AE, 74
F U ADWEEARERT, 100%DORHERTT v A R LERT, & A TIE, BT
B 19%, SME 11%, 7 A T AT LT-, £72, & B Tk, SHTEHE 27%,
IR 14%, 774 F o A LB LTz, 73 A ML 0 BAFHRE, SiE, 7 A 70 2R
WET MR AT, £i2, K3, X4 B & BB O /o4 B A L 2 oR T,
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18 JE LU LT RRBLARI O HRIE £ B & FEROE O JRIE A FE D LeC, W5 O BRI A 2NV E L
ARAEHIZ LIRS, TUVAMTIOMAELN LISESWNTNWDZ 0D, EADIE
SR E LT EEZ T,

o
w

*p<0.05 . *p<0.056
0
F 130 I g,z s * E 28 *
8 5 : -
- | | £z £
| e 2
g %) S &,
0 = s
& E + ) g
<os 205
Condiion A Conditn B | ConditonA  CondiionB | CondiienA  Condition B o N
Walking velocity Step length Cadence Without assist Condition A Condition B Without assist Condition A Condition B
2 HBATHEE, N, 3 IRPEHEIAEA A 4 JEBEEHAA AL
AT ADE

ﬁ /N MESE B D RKFIPEATIT RT3 5 E ARFDOBATT & A MR & R D720
INETIZI04 (B4 4, 64, 4 E 59.5 %, MM IR 14.8 4F)
@%%_ﬁbfﬁﬁﬁﬁ%ﬁokoﬁ%ﬁ%m,SwﬁQW%ﬁVX?A%ﬁTK%
WT, BRI & o 2B (T 7R O BREMT CREEE) b NTT v
A MNEOEMAAT (6m) Z1To72, RFHT A NCONWT, 31X = OFM4EZREL
72 HBITOW LN S ZFHEId 241 L LC, harmonicratio (HR) % 7=, HR I,
JEERONMHE b OFHEL, 77—V BT 5 LIk > THRIHT S Z &0
ARETCTH Y, EEH, HREDEWIEEWEONTLEE LA TTH S Z ENE LI T
5 (E#TIE20L0E), K5121E, 7V AMRLOBAKBITLE 3 RNF—0 DT VA B
M (a, b, 0) ZRWEEAATT VA RREIZEIT D HR OFE R %, shkoE (B4 5m,
Aitg 5, ETFHM) IR T, THDOREERMND, BTT VA MK o TR O
HR 2EENMERIC S D Z & B0 D 8RS, 73 A R ¢ 3% — > (1B Ch = 0.4,
ERAHEI C = 0.5) TOHITT A FTIL, 7V A M L& il U C, A4 7711 11.1%,
At 71T 23.4%, T 51AIC 23.3% 0 HR #MR 2R+ 5 Z L N TE /2,

% : p<0.05
25 25 25 o ]

Harmonic ratio (ML)
Harmonic ratio (AP)
Harmonic ratio (V)

o 159 149 | 1.71

without assist a (] " without assist b c without assist  a b c

5 HBHRHAT « 7 A MNRFIZEIT S harmonic ratio (£[X : 45, 9 : §it%, X : ET)
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IO ORI AR E 2T, R 304E 6 bRt /M MEIC
%% curara® % W U NE U F— 3 VA AR (BRZREGIRIFSS) % BHAG T~
SHEfFHTH D, T OBFFRITTERL 29 FE D H AREFRAIEEI M (AMED) Ok
29 AR [RIEASARBARHEEM R H O TIRA BN ST TiMzE | i s B s
T A rRT 4 7 T (RAR—ARY) curara® D ERLIIZE ] D—E & L TIT 9,

I FRRERIER (R 7 =m A F) 2085 B0 AMEREME (hereditary diffuse
leukoencephalopathy with axonal spheroids, HDLS) ({EM KFIREEMARRENEL, U U~
F - BEBAE, 3 XA BEAEEBEGHRBARRENR RIREJe 4 & o LFEATSE)

2012 £ 1 A ~BHE £ TIZEWS b DIKIEZ T, 140 4 O HERFIEDBHIZE
WG, ANIEDJRREAG 1 2 1 =—HI%IK 1 1 % &K (colony stimulating factor 1 receptor)
BI5 7 (CSFIR) DT #4TVy, 27T HICERAEZ R Lc, 2D 95, FEDIEHRIE
FEa b LICEIRE SRR CE /2 1114 (CSFIR ZR1E 24 4, ZREM 8T 4) &
b lllr VAT 4 T EURGHTEATIR o To, FDORER, CSFIR ZEHEEGMEIZFH 5 DK
T VEERAY R BE R & U CIIEERS, MRI TORMPRE S RE O H, /NMIHHO A,
B RE O A I, REARER OF HE, N - NN O A AN S,

(2) WHFERRSLC » FRIER
[F2%E]
CWIHERI, RERIRZ, FIRER, AU, I, I, BOFRR, I

1
e, KEUER], SRENHT, fEEBE, IWARRT Z, ZHER], HARS, AR,
s IR, ABNEE , tEE—. EMT LA U Y —2 %y b IEERBAERK
AT 2017 4R, 55 58 [H] H AHFR B P R P JE 43 2017.6.2 (1-3), L (7
et 2—) .

2. WRHERRD, JEKRZE, IWHEYER], —EHEIE RS, KEEST, PR, HFHE, RiE
EAE, REREL, SHEAA, N, FEHSE, &G, filEBISE. Oculopharyngeal
muscular dystrophy: 2 F & 51 DGR ERG. 5 58 [B] H AN PR it = i bt
%843.2017.6.2 (1-3), Hm (Ffikeetr 2 —) .

3. Hashimoto T, Yoshida K, Goto T, Yako T, Muralidharan A, Baker KB, Vitek JL.
Comparison of the effect of thalamic DBS/coagulation on tremor and thalamic neuronal

activity in spinocerebellar ataxia and essential tremor. 21% INTERNATIONAL
CONGRESS OF PARKINSON'S DISEASE AND MOVEMENT DISORDERS. 2017.6.7
(4-8), Vancouver, BC.

4. Matsushima A, Yoshida K, Genno H, Ikeda S. Gait analysis in SCA6 and SCA31 with a
triaxial accelerometer. X X111 World Congress of Neurology. 2017.9.17 (16-21), Kyoto
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10.

11.

(KYOTO INTERNATIONAL CONFERENCE CENTER).

Kondo Y, Miyazaki D, Nakamura K, Sato S, Ohara S, Yamaguchi T, Ishikawa M, Wakui
K, Kosho T, Fukushima'Y, Sekijima'Y, Yoshida K. Clinical and molecular analyses on
two Japanese families with spinocerebellar ataxia type 23. XXI1Il1 World Congress of
Neurology. 2017.9.17 (16-21), Kyoto (KYOTO INTERNATIONAL CONFERENCE
CENTER).

Kinoshita M, Oyanagi K, Kondo Y, Ishizawa K, Ishihara K, Yoshida M, Yoshida K, Inoue
T, Mitsuyama Y, Ikeda S. Dynamic changes of axons and microglial subsets in corpus
callosum in patients with adult onset leukoencephalopathy with axonal spheroids and
pigmented glia (ALSP). X X111 World Congress of Neurology. 2017.9.17 (16-21), Kyoto
(KYOTO INTERNATIONAL CONFERENCE CENTER).

Yoshinaga T, Hineno A, Nakamura K, Yamaguchi T, Yoshida K, Kosho T, Sekijima Y.
The broad symptoms with genetically identified episodic ataxia type 2 in a family. XXIII
World Congress of Neurology. 2017.9.17 (16-21), Kyoto (KYOTO INTERNATIONAL
CONFERENCE CENTER).

Takahashi Y, Ishikawa K, Ugawa Y, Onodera O, Kira J, Kuwabara S, Sasaki H, Sobue G,
Takashima H, Takiyama Y, Takeda A, Tsuji S, Nakashima K, Miyai I, Yoshida K,
Mizusawa H. Japan Consortium of Ataxias (J-CAT): a cloud -based national registry for
degenerative ataxias providing framework for genetic diagnosis and prospective natural
history researches. XXIIl1 World Congress of Neurology. 2017.9.17 (16-21), Kyoto
(KYOTO INTERNATIONAL CONFERENCE CENTER).

W], STRAS SR, FEpEE N, HRIE —, IEMER, VA, R HE, K EK
N, BB, BE BB BT GFAP Bin AR 258D 72 pl A\ Alexander J# D 2
% %. 5 25 [8] Nagano Neurology Conference, 2018.2.24, faA (L xR E/L) |
P[RR R, Ve N, A, X HEE, =T, AAREDE, B R HAR
JRVEAREE, /MNMARTR, A7 B —X A, TADA, KEHRESE, M5O3RS ME
Z2 L, IRUD (2L 54> 7 Y — AEHNT T neuropathy, ataxia and retinitis pigmentosa
(NARP) & 22187 L 7= 28 ik 4ctE]. 45 25 [a] Nagano Neurology Conference, 2018.2.24,
WA (BELrxren) .

WA=, e, IR, SHEAUR , B R RS & i o 5 H R TR
JE L7- FOSMN O 56 5% BEF]. 5 224 [B] B AR B - RN &
2018.3.3. HA.

[ 5]

1.

Yoshida K, Hayashi H, Wakusawa S, Shigemasa R, Koide R, Ishikawa T, Tatsumi Y,
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Kato K, Ohara S, lkeda S. Coexistence of copper in the iron-rich particles of
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Konno T, Yoshida K, Mizuno T, Kawarai T, Tada M, Nozaki N, Ikeda S, Nishizawa M,
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Satoh J, Aoki N, Jinnai K, Yazawa I, Arai K, Ishihara K, Kawamura M, Ishizawa
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Mitsuyama Y, Ikeda S. Adult onset leukoencephalopathy with axonal spheroids and
pigmented glia (ALSP) and Nasu-Hakola disease: Lesion staging and dynamic changes
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Nakamura K, Yoshida K, Matsushima A, Shimizu Y, Sato S, Yahikozawa H, Ohara S,
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Satake T, Yamashita K, Hayashi K, Miyatake S, Tamura-Nakano M, Doi H, Furuta Y,
Shioi G, Miura E, Takeo YH, Yoshida K, Yahikozawa H, Matsumoto N, Yuzaki M,
Suzukil A. MTCL1 plays an essential role in maintaining Purkinje neuron axon initial
segment. EMBO J 36(9):1227-1242, 2017. (doi: 10.15252/embj.201695630)
Matsushima A, Yoshida K, Genno H, Ikeda S. Principal component analysis for ataxic
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during transmission in spinocerebellar ataxia type 31. J Hum Genet 62(10):923-925,
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Yoshinaga T, Nakamura K, Ishikawa M, Yamaguchi T, Takano K, Wakui K, Kosho
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10. Hashimoto T, Muralidharan A, Yoshida K, Goto T, Yako T, Baker KB, Vitek JL. Neuronal
activity and outcomes from thalamic surgery for spinocerebellar ataxia. Ann Clin
Translation Neurol 5(1): 52-63, 2018. (doi: 10.1002/acn3.508)

11. Konno T, Yoshida K, Mizuta I, Mizuno T, Kawarai T, Tada M, Nozaki H, Ikeda S-I,
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[#aEn - &)

1. SHHMBEL. 8 Er v ) o TOER (F—RAAEF 1) ~NF b
VI BT R RRREEE S BB v ) U FHER, .
p.236-241. AT ¢ HL RN, KB, 2017

2. HHHL . fGEME SCD &1 712 h EEV RO BT, & 2D Te—/Nk & B/
MM MEE—. F)11F&—, . p.242-250. HAMESEAE, HUA, 2017.

3. EHHEFRIA . BEM/NMZENEIE. CLINICAL NEUROSCIENCE 35 (9): 1062-1065,
2017.

(3) HFHGERE - FfFallR &
1. Kunihiro Yoshida. Japan Agency for Medical Research and Development (AMED): its

role in dementia research. 25" Management Board (MB) meeting of the EU Joint
Programme on neurodegenerative diseases. 2017.5.30, Zurich (Switzerland) (Renaissance
Zurich Tower Hotel).

2. EHAL. FUEM/INMZERGE & 13075 55 35 [ B ARG R 2k 2. 2017.11.16,
Ry (V=77 4) .

3. FHHFIA. /MMEIE L B ZHETITH -2 &, IKRHIL RN L. 56
[E AL S AR SRR BRI IFJ04%. 2017.12.1, BB (R7 v A haR Y Z U EB) |

3. HE - #E
1. ABINKZFESES 4 44

=y Mg PRt TR R/ IMZMEIE & 2 R ZMEE | 2017 44 H 18 H
2. EMRFESL S F4

BRIR 928 TR R DR ZE PP AR ) 4-5 N7 —F~[@i 1 =]
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	II. 分子遺伝（神経遺伝）学部門
	1. 神経疾患の遺伝子診断サービス　(2017年4月～2018年3月)
	2016年4月～2017年3月の期間に信州大学病院をはじめとする県内の医療機関，および県外の医療機関から遺伝子検査を依頼された51名に対して212件の遺伝子検査を行った。このうち21名が確定診断に至った。その内訳は表1の通りである。
	表1　遺伝学的検査のまとめ
	2. 研究活動
	I-1.　長野県における常染色体優性遺伝性脊髄小脳失調症の病型頻度の調査
	これまでに集積した長野県在住の常染色体優性遺伝性脊髄小脳失調症（ADCA）259家系の病型頻度は下図に示す通りである（2018年3月31日現在）。「運動失調症の医療基盤に関する調査研究班」によりJapan Consortium of ATaxias (J-CAT)が立ち上がり，全国から脊髄小脳失調症患者を登録して遺伝学的検査と前向きな自然歴調査を行なう仕組みが稼動し始めた。今後は当科で引き受けていた検査もできるだけJ-CATに依頼する方向で考えている（J-CATでの検査結果も随時，本病型頻度調査に...
	I-3.　原因遺伝子未同定の遺伝性脊髄小脳失調症の病因探索（信州大学病院脳神経内科，リウマチ・膠原病内科，横浜市立大学大学院医学研究科遺伝学教室，信州大学医学部遺伝医学教室，遺伝子医療研究センターとの共同研究）
	I-4.　SCAR11（SYT14異常症，MIM #614229）の分子病態の解明（信州大学病院脳神経内科，リウマチ・膠原病内科，信州大学基盤研究センターとの共同研究）
	以前に長野県の劣性遺伝性家系においてSYT14変異を見出だした（Doi H, et al. Am J Hum Genet 89:320-327,2011）。SYT14がコードするシナプトタグミン14は小脳プルキンエ細胞に高発現し，分泌顆粒からの神経伝達物質の放出に関連する蛋白であるが，シナプトタグミンfamilyの遺伝子異常が原因となる小脳失調症は他に報告がない。その後，SCAR11は報告がなく，現時点では我々の報告した1家系のみに留まっている。SYT14変異が小脳失調症の真の病因となり得るのか...
	I-5.　脊髄小脳失調症の3軸加速度計を用いた自然史調査（信州大学病院脳神経内科，リウマチ・膠原病内科，およびJA厚生連鹿教湯病院神経内科，キッセイコムテック㈱との共同研究）
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