ALS/FTD C9orf72
1).2)
1) 2)
3),4) 1)
5) 1),5) 4) 4) 4

1).2).5) 6) 4

3) 4)

5)

6)
ALS/FTD (Amyotrophic Lateral Sclerosis / Frontotemporal Dementia) C9orf72
C9orf72 GGGGCC
ALS/FTD
ALS Primary Progressive
Aphasia (PPA)
ALS PPA PPA ALS
C9orf72
C9orf72 ALS/FTD ALS/PDC (Parkinsonism-Dementia Complex) overlap
C9orf72
ALS
ALS FTD

ALS C9orf72




A.

ALS/FTD (Amyotrophic Lateral
Sclerosis / Frontotemporal Dementia)
C9orf72

B.
ALS Primary
Progressive Aphasia (PPA)
C9orf72 GGGGCC
ALS/FTD
( )
DNA, RNA
C.
65
ALS
C9orf72
57 PPA
ALS
PPA

ALS
C9orf72

ALS/PDC (parkinsonism-dementia complex)

overlap ALS/PDC
D.
C9orf72
C9orf72 ALS/PDC

(parkinsonism-dementia complex) overlap

ALS/PDC

C9orf72

ALS
ALS FTD

ALS C9orf72
E.

C9orf72 ALS/FTD

ALS/FTD



C9orf72

ALS
ALS

C9orf72

1) Ogaki K, Li Y, AtsutaN, TomiyamaH,
Funayama M, Watanabe H, Nakamura R, Yoshino
H, Yato S, TamuraA, Naito Y, Taniguchi A, Fujita
K, lzumi Y, Kgji R, Hattori N, Sobue G; Japanese
Consortium for Amyotrophic Lateral Sclerosis
research (JaCALS). Analysis of C9orf72 repeat
expansion in 563 Japanese patients with
amyotrophic lateral sclerosis. Neurobiol Aging
2012;33:2527.e11-6.

2) Ando M, FunayamaM, Li Y, KashiharaK,
Murakami Y, Ishizu N, Toyoda C, Noguchi K,
Hashimoto T, Nakano N, Sasaki R, Kokubo Y,
Kuzuhara S, Ogaki K, Yamashita C, Y oshino
H, Hatano T, TomiyamaH, Hattori N. VPS35
mutation in Japanese patients with typical
Parkinson disease. Mov Disord
2012;27:1413-7.

3) Ogaki K, Li Y, Takanashi M, IshikawaK,
Kobayashi T, Nonaka T, Hasegawa M, Kishi M,
Yoshino H, Funayama M, Tsukamoto T, ShioyaK,
Yokochi M, Imai H, Sasaki R, Kokubo'Y,
KuzuharaS, TomiyamaH, Hattori N. Analyses of
the MAPT, PGRN, and C9orf72 mutationsin
Japanese patients with FTLD, PSP, and CBS.

2.

w = T

Parkinsonism Relat Disord 2013;19:15-20.
4)

Q&A version 2
jmed mook 23  2012;23:17-24.
1) H. Tomiyama, H. Yoshino, K. Ogaki, L. Li,
C. Yamashita, Y. Li, M. Funayama, R. Sasaki,
Y. Kokubo, S. Kuzuhara, and N. Hattori.
Mutation analysis for PLA2G6 in patients
with Parkinson’s disease / frontotemporal
type of dementia. (17 Jun, 2012. Movement
Disorders, Dublin, Ireland)
2) H. Tomiyama, C. Yamashita, R. Sasaki, Y.
Li, M. Funayama, N. Hattori, S. Kuzuhara,
and Y. Kokubo. No association between
ATXN2 (SCA2) CAG repeat expansion and
amyotrophic lateral sclerosis
/parkinsonism-dementia complex of the Kii
peninsula, Japan. (7 Nov, 2012. The
American Society of Human Genetics, ASHG

62nd Annual Meeting. San Francisco, USA)



