Fabry Disease

a
EC 3.2.1.22)

Fabry Disease

Fabry Disease

(a -galactosidase,

4,000 9,000

40,000 1

0.2 5%

30,000



MRI

Gh3

lyso-Gb3

A B. 1
C 1 a-
A
A B. 1
C. 2
o

1.

Fujisawa D, Mitsubuchi H, Matsumoto S, lwai
M, Nakamura K, Hoshide R, Harada N, Yoshino
M, Endo F Early intervention for
late-onset ornithine transcarbamylase
deficiency. Pediatr Int. Feb;57(1):el-3.
(2015)

Soga M, Fusaki N, Hamasaki M, Soejima Y,
Yoneda K, Ban H, Hasegawa M, Furuya H,
Matsuo M, Yamashita S, Kimura S, IhnH, Irie
T, Nakamura K, EndoF and EraT  HPGCD
outperforms HPBCD as a potential treatment
for Niemann-Pick disease type C during
disease modeling with iPS cells. Stem
Cells 33, 1075-88 (2015)

Nakamura K, Matsumoto S, Mitsubuchi H and Endo



F Diagnosis and treatment of hereditary
tyrosinemia inJapan. Pediatr Int. 57, 37-40
(2015)

Kourogi K, Imagawa E, Muto Y, Hirai K, Migita
M, Mitsubuchi H, Miyake N Matsumoto N,
Nakamura K and Endo F Biotin-responsive
basal ganglia disease: a case diagnosed by
whole exome sequencing. J Hum Genet 16 April
(2015)

Sawada J, Katayama T, Kano K, Asanome A,
Takahashi K, Saito T, Chinda J, Nakagawa N,
Sato N, Kimura T, Yahara 0, Momosaki K,
Nakamura K and Hasebe N A sporadic case of
Fabry disease involving repeated fever,
psychiatric symptoms, headache, and ischemic
stroke in an adult Japanese woman. Intern Med
54: 3069-3074, (2015)

Noguchi A, Nakamura K, Murayama K, Yamamoto
S, Komatsu H, Kizu R, Takayanagi M, Okuyama
T, Endo F, Takasago Y, Shoji Y, Takahashi T
Clinical and Genetic Features of Japanese
Patients with Lysinuric Protein Intolerance.
Pediatrics International (2016 in press)
Nakamura K, Kido J, Matsumoto S, Mitsubuchi
H and Endo F Clinical manifestations and
growth of patients with urea cycle
disorders in Japan J Hum Genet (2016 in
press)



