Japan Dystonia Consortium

1) 1)
1 1 1)
4)

1)
2)
3)
4)

1

1

1

2)

1)

1)
2) 3)

Consortium 2014

24 27.7%)
Phenomenology

Japan Dystonia

phenomenology
86

(static, tonic, dystonia plus

Phenomenology

Striosome-matrix pathology

DYT1, DYTS, DYT6, TH

(PKD)

DYT10

(PKND)

DYT1L

Meige

DYT25

v inv|lo o~

DYT de novo




Dystonia Plus 5

SCA36, STUB1-ARCA16, TH

DYTCA

SGCE-DYT11

KCTD17-DYT26
STUB1-SCAR16

(1) Tyrosine hydroxylase
Dopa-responsive dystonia ( 2

=1

8
8
g

C-terminus

303-aa

2 2 s T ow%a oq ° 2 5n
= 7] = > 5go 0 e a2 33
% a5 mmg'; Cq ] 5552 & 2
N ‘£ ~ 4z = o QISR o
= S =Lz = = [EFEEs
=)
2
<
% X %
< 43 <]
b g a8

(dystonic posture)

7.9kb

1,910bp

D.

OO
[

[
5

Mutations in promoter region

Splice site mutation
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Ser19Cys Arg202His Thr314Met Glud06Gin Prod92leu
Leu205ro Gly3155er Glyao8Arg Thraoamet
Cys207Tve Arg319Pro Glnd12Lys Aspa9sGly
Asp2276Gly Arg328Trp Glya14arg Leus106in
Arg233His Arg337His Glya28arg
Leu236Pro Cys359Phe a6
Ala241Thr Phe375Leu 2
GIn2a3pro Ala376val
His246Tyr Gln381lys
Th276Pr0 lle382Thr
Glv2475er  cy5270phe Ala385Val
Pro25iteu
Gluzsogly OY294At Leu387Met
Y Arg296Gin 1le394Thr
Pro301Ala Gly397arg
Phe3095er Thr3g9Met
Leu99fs GInas9Ter
Arg153Ter GIn232Ter
Arg169Ter
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