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SN OEHOBEHEEBOFHFARERT O
FEWCHWD Z & kD,

0 3EETFERZRIZIZNENIGEDERK
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Saifi GM, Salih MA, Armstrong D, Mao
Y, Quiocho FA, Roa BB, Nakagawa M,
Stockton DW, Lupski JR. Takashima H,
Boerkoel CF, John J, Saifi GM, Salih
MA, Armstrong D, Mao Y, Quiocho FA,
Roa BB, Nakagawa M, Stockton DW,
Lupski JR. Mutation of TDP1, encoding
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damage repair enzyme, in

spinocerebellar ataxia with axonal

neuropathy. Nat Genet. 2002
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2) Maeda K, Idehara R, Hashiguchi A,
Takashima H. A family with distal

hereditary motor neuropathy and a
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53(15):1655-8. 2014

3) Noto YI, Shiga K, Tsuji Y, Mizuta I,
Higuchi Y, Hashiguchi A, Takashima H,
Nakagawa M, Mizuno T. Nerve
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genetically distinct Charcot-Marie-
Tooth disease. J Neurol Neurosurg
Psychiatry. 2014 Aug 4. [Epub ahead of
print]

4) Yamashita S, Mori A, Nishida Y,
Kurisaki R, Tawara N, Nishikami T,
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Clinicopathological features of the first

Asian family having vocal cord and
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myopathy due to a MATR3 mutation.
Neuropathol Appl Neurobiol. 2014 Sep
4. [Epub ahead of print]
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Kawakami N, Komatsu K, Yamashita H,
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2 Wr Peripheral Nerve 25(1), 93-99,
2014

early
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RO, HE B, HMNT. B OEE,
B CEE RS, AR OIEOC, A, A
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REETFRREFSE 21 BA&(2014), K
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HENHATF, BREX, MO, = &
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Unverricht-Lundborg SEDERERIIE K BB ST

WHoRmy i BERFE— SARTRZE R F B E 20T S0R e R B o

WHoE &« ZARRRAE. FRICK. FHERT  ALRTRZERFERE SRR
T TR
EE FHREL IR RENE

HREE

Unverricht-Lundborg % (ULD) 3&ETHEI A7 0 —X A TADAZEERE L,
NSRRI E S B REREER TH Y, 1996 EIFREBEMLETF £ LT Cystatin'B 23[F
E &Iz, A, ULD OBRER REZBHOMNNIT S & & bil, TOEEREELEKOR
HH L thEg Lz,

L LIEFIIFETR 61 R TH D, MBSV E T, 11 5%, TADARIET
FIE, T, BITHEIA 7 v —X R L/NMEREZ E L, 55 5k L 0 RBEEEER SHIC
BLT, SIBRCHEEED/NEEFEERD T, HEEOIC/NNEE, ke, T4
— 7 RICEEOMRHIIANE 2580, 2 X F U B EOENE AR ER IS L ORIEE
IBEEE & F R REIC BB LTV,

ZIVE TIZ Cystatin'B BRTFEENER I N FIIL Cohen HO#EHE (Acta
Neuropathol 2011: 121; 421-427) MME— & B s, RENZBIT HHRED AR &
RiX Cohen b DHMEFIZHLLL Tz, BFE, BREFHRREIKET TH D0, BEFE
B3R SN AVUIARAPI D ULD Fiafl & 72 5, AFICHIT 5 ULD O BEFHITTEES

hTEHT, 4%, ULD OERBZIEET LI LPLETH D,

A.BIREM

Unverricht-Lundborg % (ULD) 134T
IF 7 u—XATANAEEERE L, /X
KFAEES BRAELSEECHREERTH D,
1996 I FAEME T & LT Cystatin-B 23[F
EEINT=N, BRETOHREIID 2L, BT
EREPEREINTZHHBPIOREITETE20,
48, ULD ORHREFTFRZHOLNIT D & &
BT, EOBEREBERKOBRER & B LT,

B. IR A&
®g L UTEF ORI AL L OYRERE
OFEZLLTO®EY TH D,

FEM] : FETRF 61 i Acth, MRV & ZHR,
113, TAMAFEIETRIELL, 16, M
BOBMERE I 47 0 —X 2R L OERE DR
BEEEIE T, 40 7%, FEORIEEELZE L. 45
kD RFBHEETEE LB DT, 46 mEFIZIX
NIRRT D T2 D BITREE L 72 o7, 50 L D
IA T e —XAOHEENREZ T, 55 L VR
AESEENAEICE(L L. X E 7 A (60 5%) .
ocolRPEIRNEL ABL, M E DREEREDKT
LKA E TR DT, I TIX RIS
WIEABAR Sz, FEE MRI Tid/MgisE
FRIZEEME L, T2 TRIMEER L OEEZIC
ZHE OB/ EFRD -, X+ 14 10 AEK (61
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MNH 4T BONRT T 4 oAy B E
ik, HE Yufs, Klitver-Barrera Y2 % .
o eXF i p62, O7 A K, U UEgbs
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AMFIE T U7 S LR I SR
CERHELXEC LYV FEORERELR
ZbOTHY . fmE LB,

C. BIZiE

FRORERT AL - IMEE 1118g, MIRAIIZEE D
/NI & R O RTEAIE MR 2 R oD T, MR
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EOMRMENE 2R, 2 X F Bl U
p62 Bt ORI N E AE R B &
ORTEAMBEZE R E % FRICRGICHEL L T
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it TDP-43, FUS BTh-o7z, S HIC
KR L OVNED 7 B TR L OEE I
EEOT IuA RT X4 F =%, Al
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KW EIIE L DE N (Braak stage C)
BRIV B OMREREL L (Braak
stage II) %27,

D.&%

AFNIAREBEA 50 FEOETHEI A7 n—X
ATADALTH D, BEERIIZIZ/INETE & 38
HBREIR T 2o 7,

ULD X 60 b 13 BEICI A m—X R
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ZV N, BARTHE CH D, Magaudda HiE
BT CHEERZ M S v/ ULD20 il % 2
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M X AIFIE b FLUNICE L L. £ DRE
PITEE D D2 WiddE L T o EME LT
BV, AT m— X APEL LB 20 #lH
1AL THY, KBTI 521470 —X
2 DGR WITIEIA L F 2 5, EHIC
/NI SRR O ETT IR AN @ R B D 25,
AHITIX 405 L D Rbiu, 1T LT 7=,
ULD CIHERBEEREOIX TIETT 5 & S,
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& L7z 20 Bl CIEER A RE O IR T IX A o v,
ULD OEERIERIZZHETH 2 BERH 5,

I R EE O ZEHE & AR B S
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DEMNIRIER 72 < . /IMMEE & iR O R
ZiIZULDI LD bDEEZ LD, ARENIC
B D REAMIRLE DS IL Z uE T ULD
ELTHEESNEHI—ETHLOTH D,
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2R F B LU p62 BB O fF R IaZ N &
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WE L2, RENCBIT 2NE AL DS
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AFRFI D ULD Fkafl & 7225,
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1.

Magaudda A, Ferlazzo E, Nguyen VH,
Genton P

disease, a condition with self-limited

Unverricht-Lundborg

progression: Long-term follow-up of 20
patients. Apilepsia 2006: 47; 860-866.

Cohen NR, Hammans SR, Macpherson
J, Nicoll JA. New neuropathological
findings in  Unverricht-Lundborg
Neuronal intranuclear and
Acta

disease:
cytoplasmic inclusions.

Neuropathol 2011: 121; 421-427.
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Analysis of microRNA from archived
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sclerosis. Acta Neuropathol Comm
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2014; 2° 173.
Tanji K, Odagiri S, Miki Y, Maruyama
A, Nikaido Y, Mimura J, Mori F,
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Wakabayashi K. p62
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a-synuclein pathology in

mice. Brain Pathol (in press)
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1T 9,
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YRk 27 £ 1 B X0 FH2ICARAL L8R
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(REEBEEWE AV — T 1B/INNERE,
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SRR R EEEAZ - /NI A Kb
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FBICET 2RENE L ET LT ERIIC
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BN EMEIZ DWW TR 2 ToT-, &
DT, R 27 £ 1 AUBRICBWTH =
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Index IZ8WT 85 SLUT & THEN
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KeE R BIG I EE O S BE T, B
EFBE - BERERBREMRNT AT LI
2004 D> B 2008 - F TIOHHEE D
Ho T H M/ NMEVEREBE 6156 14 X4
wlBESB S, Bk, RBRERTFHRE
EhER . (2135 4F 131 B 5 A VE R 40 AT
(4152 R | [51R0F8 0K . [61RRIR SR FT ..
[71E &P 7. [8]Barthel Index 12T
Ex{ToTle, k. HRIZOWTIE, F7E
FEIREPFEEICE S BERA M A E
(CERE 15 FEEURICEAShEZER) X
DEIHA LI,
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B EERERERICBIT D HEBEES
DA VT BT BE R R R R
I T —FoRikE =T,

C.HIRER

1) B

TBEVEFEBE/NMZEPERE 3410 1] (55. 4%,
Bl 1.06), BHREFEEMEMEME 1914
B (31. 1%, Bk 1.08, WY ELiEE
=i 814 (1.3%. Hchh 1.13), Z Dl
OBEME 70 6 (1.1%. Btk 1.69), &
PEFFREL 484 511 (7.9%, Bk 1.42), R
B 197 1 (3.2%, Bk 1.24) Thot,
BB, FRIOEBRFHRESEMEIZONT
. IMFRPERFRE/ DM ZSMERE 12, 9%, B e
FEEEEME 69. 3%, HWHREKRLSEEGEME
53.1%. ZDOMOERME 70. 0%, FE MR
B 7.0%ThH o7z,

2) BT RE/DEYEE O BE 75

Rk EEEEE 1914 FfloRNERICD
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DRPLA 210 1] (11. 0%, 55 Zc bk 1. 04) | SCA1L 61
71 (3. 2%, B4k 1, 44)  SCA2 44 1] (2. 3%
F A b 1.59) (SCAT 5 5] (0. 3%, B Zc bk 4. 0) |
O 674 1. 7REA 206 51 T o T,

WS VEERME 81 BIONFRIZ. B #
v B BMRZVERTE 4 11 (4. 9%, HBAckh
3.0).7 7T & F L RABIE 11 (13. 6%,
Bk 2.67), Friedreich ZRFAJE 12
(14.8%. B4kl 1.40), ol 44 1, R
B 10 5 C & > 72, FE MR BRI 484 41 D PNER
WL IMFEYE 229 ) (47.3%. BAck 1.34),
Y R 161 181 (33, 3%, B A&k 1. 33) .
B YE 49 F] (10, 1%, B4kl 1. 58) .
T O 24 Fl, B 21 I TH o7,

3) FEIELFHR
HREESEEEMEIC OV T, hosE
BEEL LB LT 15 LT IZEWHRA 2R
UToe & et A il fn e e OVEE M et R
&, 16~64 RiCZ < IEMEIZ DWW TR,
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