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FRENRH o TR VR RAROKIGIEZ Lo T,
20124 A5 AICER =2 —n VU EBERU—F
vV = XA DOREENE B BTl RN R~ R
Bedieol, EERBUEOES, FRENETEZR
D, RREHTHY ., RERERR, /NE, BETE
=, HEMR, UERHZERE. EERERNTTELZRD
7o BEBEESCKFER IR No72, #HIHERT
B TR R R L 2 3R D 72, BEES MRI T
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MIBG v v FIXEFHR TH -7, 5 HRELY
WET IS, (KBRMAELRD. BREFRE - AL
WEHERA L, 6 A 19 BICKEYIRMIT L.
7 A TREMGIEIRE LR, BRERRbIZEA
ERUVIREEL 2Dl LTV 5,

AIEF OBENE REH LN TERHE
BEFFFTEIT> TVBR, DL 5,

C9orf72 (intron 1 GGGGCC repeat expansion)

TDP-43

MAPT (exon 1,2,9-13)

DCTNI (exon2)

PARK2

SNCA (multiplication)

LRRK?2 (exon 11,31,41,48)

WCH O RBEREFERITIR D> TR,
FOI=H, =7 —AENTERIG LT,

3) BEER : ORBEETOBRE : 27/ LK
FUREHT 2> Bk, Fkrpl 8 Flicii@ L, disease
control 24 BZFFFE L72\> variant 1%, FEEIERAE
BIZIRIT THRO oo Tz, HiEl 7 #. 6
FICERD H v, disease control [ZFE B AL
variant (XFNEh 10, 55 ERHEIN, &
IZ, 24 4 ® disease control T1, 2, 3 7 L/
HHiv, HRpl 8 HITIETHAERITEN TN 1
DTOFEL, LLERLINDG 3 D0ER
IZBEIC dbSNP ~DRGE 2 S TRY | HERE
WOBFEETD 2 20 SNP THET LVEER
12.5%., 15.8% L IEHITEVZ & A2 H, ALS/PDC
D X O ITEBH LI TR D THi 725 B % 3
THLDEIFEZ NIRRT,

Homozygosity haplotype® % F\ N THEHT L7z
& A, 2RRpIsFITHEER (1240 1) TIH@E
THEWE Sy FTaRd M, 2 ha—nH o7
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HTHBESNIERTH Y, FEFEN LITE
2 biRoTo, ARROFHRFISL THE IND
IR, AZRRORIEESS (9 B3ZIX EROFIRK
BI3f]) THAESNDEEHITRESZbDD, A
KRS OF 12672 < & b8l THEmT B
P (KRB & 134 — =T v T Lo Tz,

ALSPDCD AF JLAEEAL 1T REL

ALSPDCvs NC Alzheimer Disease vs NC
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ALSPDC Alzheimer Disease

ONAAF LRI BB 5 S RRLERIN D

Q=5 LN« REFRBE 104 OEHEERIT
709 Th o7z, KRR L LTIE, ALSHEISA,
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T3 2m%(70-19%%) Th o T, EHEH 2 hu—/LEE




ICOWTCEHERILTLSE TH o7, Student th
EPE<0.01, pIEDRENS & IEH 2 b o — LEEH
ZOALEE D Y bAT EL, 259227 0 — T 3R
Hahiz., JHxD07—ZDIX62ERKRENVT &
EETDHELEBIT, AFULIZ L D EE TR
B 7= 12 IERE L 7o — BRI D A FIALZE L
BEETVWDEWHIZEERELT, LT
0 —7EEDRNT 3N EER L TS 7 e
— T RRBINL, 13807 2 —7 £ TORKVIALZIT
S, Ihbo7a—7095 5T, BnTIcBEE
L7z 7" e —7 13909 i C4T1 B T L BEh#E L T
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TSS200F 721X TSS15001C & £ iz 7 e — 713254
T, THBIEIBEEFICEEL TS HDT
Hodtz. b OBEBTFEHOBEENNRE LTI,
T RRE, MIRERE, BEEH R SICEET
2UNRZL Ro, BEROBRREIFEEZRLT
WHLDEEZ BN, —FT, BRRBREICL -
THF, RO EUE(PIE<0.01, ALS/PDCEERZ
0.10, B3V m—7 LU )T u—T2RELE
LA, 297 —TNEEIN, ZICI, ZICY,
LOCI145845D3BIRT W o7z, ZICLAINFF & b
3qR24\Z7F7E L, Dandy Walker syndrome(5E R /]Mi
FERERORKELRFO—2THL. EFa b
0 —/)L & OB CHH S BB o8IET Vv
VoA = —JR/EHE THH S W BET(TRYD
HLYHENTELS, TORERE LTILLER
WCRRRZRES, b LR IR
TmbOT—F 777 N, BEXLNE. LLi
25 REBRNTO R CIEHE ShBETo
]33 >THY, VTN EOL I WENRR L
EE IS W ERERLE.

4) Multiple Proteinopathy: ORXZFEFZ D BEHH
MC BT 5 R E B OEFRT

. DAL Ty NMET

FEF] 1998-1 1xfhod 3 FlZHARTH v EFEB D
BRONVEDD, WTNOREFIZBWTEH, 7Y

A ==K & XLz, 60, 64, 68kDa DEEV >
B LZ O DN R L= BERA A TIRICYE
BRG, BEO CREE B3R S,

TN NA = —RERE 3H» LR L g
PHE T ONR RRE—2 LD BT 20, 2
FOKRER 4 FICHRH I F 7 ORET RD3,
anti-4R, T46 WTNOPURIZIB W THBEE S D
N RRE—=U BTN —FTOENG &
KB DN eh o T,

1 234 1 234 123 41 23 4

HT7 AT8 pS396 T46

1:1998-1, 2: 2001-1, 3: 2012-2, 4: 2013-3
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B REERY P G0N B NS 4 B

2. TDP-43, o /X7 LA v DELERNT
TDP-43 {2V Tik, i L7z 4 e Tz
T, 45kDa O4FK U »Eé{k TDP-43, 18~26kDa ®
C KUGHT T . B LA 2 TIRO KIS S vz,
F7m C RBUWHA DN FFZ— 0T type
A-FTLD-TDP D3 R/ — AZFEEIL T,
Fo, a VX T LA TN T S, 1998-1 118K
Tholzid, 4FLETITBNTY Vb a v X7
VA UMD N KRR SN, £l DYy
NG — T v B —/MEBRIREE R S —F v Y
VIROENEFEBL TN A EBbhi,



@tauopathy & L TOMBRIREEIFR . ¥ V&
BT a ey bR S O TR, O4R
dominant 1 % : PDC (Parkinson dementia
complex) with ALS (amyotrophic lateral
©@3<4R 3 #] : PDC with ALS 1 #i,
ALS 1 #], ALS with D (Dementia) 1 ffl, @3+4R
(AD ) 5 5l : PDC with ALS 1 #l, PDC 2 4,
ALS 2 i TH - 72 (Fig.1), 7 v v Mg 9 FloHE
BB T, 23D ghost tangle (GT), #HfRE#H
HEZ (L (NFT), pretangle (PT), WE4REE

sclerosis) ;

Y EBACEHE LR NFT 2 AD BT LY
BEICRDz, o, BRERT Y THRENR,
EET 0y N T4AR Z U5 AD [ZHE_REWEENRTE
ET DRI E T AREMERDH D Z & 2HER LT,
@5 HRBID ) B FZ VIGHERTR « 77 A BIE
Bl & OB HEBMEE & BIEOZEIT b, fEHE
B, 77 DEFOREIT, VU ERLE UM
RIFERHEEL (NFT), L& > 70, XVyP%
WEH b IT, ALFHER D NFT i3, RE2BIC
B ARER L. &E%Eacmﬁﬁ“éﬁmﬁiﬁah

ladder is examples of six tau isoforms

Figure 1. The tau isoform patterns of western blotting in nine Kii ALS/PDC cases. The right end
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Figure 2. The summary of clinical characteristics and neuropathological finginds in nine Kii |
ALS/PDC cases.

* Many astrocytic plague like structures were detected in case 4.
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e Bbhs bR b, REVEFDOHET
WX, IREEICY VBRI F UBMERT AL VERI T,
2V 25 Ru 7Y 7 O tau-positive fine granules

(TFG; Yamazaki M, et al., 2005) ¥ (3. 4), &
L R, GHAI 2@ bilz, TFG DR E i,
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UV Z DBEOT A had A b BLO
GFAP (1D 7 A ha ¥4 M, #if PDC-ALS
FEGIAS 77 2 PDCIEF KV Zho Tz,

5) iPS MMaRFZE: DiPS MRRDOBISL ; 1. FZfEH
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BEDORENE LI 5 BIOEFNZIBNT
FEAEREITV, 5B 4 F10 5 iPS MEREIERRIZ 2%
E/p R RE SR ORESE IR A RIS LT, 78D 141
ISR PICIERR VA LT,
2. iPS MR D 3z

SiE 1 A B RN U 72 B2 R R SRR HE SRR A & AV
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PL: positive control, DW: negative conirol
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PC: positive control, DW: negative control



