Japan Dystonia Consortium

2014
2018

2018 12 10

65

( )
2014 Japan Dystonia
Consortium 2018 50
DYT
(PXxMD-MR-1)
A. C.
DYT-TORI1A,

DYT-GNAL, DYT/PARK-GCH1,
DYT/PARK-TH, DYT/PARK-ATP1AS3,
DYT-SGCE, PXMD-PRRT2, PXMD-MR-1,
ADCYS5, KMTZ2B

PxMD-MR-1
PxXMD-MR-1
(dyskinesia
KMT2B
4
D.
mixed movement
disorder complex form dystonia

(reverse phenotyping)
KMT2B




reverse

phenotyping

1.

Nakazeki F, Tsuge I, Horie T, Imamura K,
Tsukita K, Hotta A, Baba O, Kuwabara Y,
Nishino T, Nakao T, Nishiga M, Nishi H,
Nakashima Y, Ide Y, Koyama S, Kimura M,
Tsuji S, Naitoh M, Suzuki S, Izumi Y, Kawarai
T, Kaji R, Kimura T, Inoue H, Ono K.

MiR-33a
SPG4-related hereditary spastic paraplegia

is a therapeutic target in
human neurons.

Clin Sci (Lond). 133:583-595. 2019

2.
Toshitaka Kawarai, Ryosuke Miyamoto,
Antonio Orlacchio, and Ryuji Kaji; Japan
Dystonia Consortium
COHORT PROFILE OF THE JAPAN
DYSTONIA CONSORTIUM: GENETIC
DIAGNOSIS AND CHARACTERISTICS OF
MOVEMENT DISORDERS IN JAPAN
The MDS 22th International Congress of
Parkinson’s Disease and Movement Disorders
Society
Hong Kong Convention and Exhibition Centre.
October 5-9. 2018

66

Kyoko Hoshino, Toshitaka Kawarai, Masaharu
Hayashi, Kazue Kimura, Yuri Nagao, Michio
Fukumizu, Ryosuke Miyamoto, and Ryuji Kaji
ENCEPHALOPATHY IN A PATIENT WITH
RAPID-ONSET DYSTONIA-PARKINSONISM
CARRYING A NOVEL ATP1A3 MUTATION
The MDS 22th International Congress of
Parkinson’s Disease and Movement Disorders
Society

Hong Kong Convention and Exhibition Centre.
October 5-9. 2018

Toshitaka Kawarai, Ryosuke Miyamoto,
Takashi Sakamoto, Antonio Orlacchio, Yuishin
Izumi, Ryuji Kaji, and the Japan Dystonia
Molecular Epidemiology of Dystonia in Japan
The 63rd Annual Meeting of the Japan Society
of Human Genetics

PACIFICO Yokohama, JAPAN

Oct10-13, 2018

H.
1.
A
PCT/3P2007/070927 19

10 26

WO 2008/050866 20 5
2
3.



