ALD

LAD
MPS 1
: ' ' ) ' (LSD)
’ ’ ’ ’ (PD) ADL  QOL
ALD
QoL
LSD
LSD 31
LSD,ALD
I
LSD ALD
MPS 11
ALD,
LSD
LSD,ALD
LSD ALD




LSD
MPS I,
ALD
LSD ALD
LSD
LSD,ALD
LSD ALD
LSD
( )
C MPSIV
MPS 1
LSD ALD LSD
LSD,ALD

LSD,ALD

1._Diagnostic performance evaluation
of sulfate-cnjugated cholesterol
metabolites as urinary biomarkers
of Niemann-Pick disease type
C.Maekawa M, Narita A, Jinnoh I,
lida T, Marquardt T, Mengel E, Eto
Y, Clayton PT, Yamaguchi H, Mano N.

Clin Chim Acta. 2019 Mar 12;494:58-
63.

2.Dysregulated DNA methylation of
GLA gene was associated with
dysfunction of autophagy.Yanagisawa
H, Hossain MA, Miyajima T, Nagao K,
Miyashita T, Eto Y. Mol Genet
Metab. 2019 Mar 7. pii: S1096-
7192(19)30014-9.

3. A case of Niemann-Pick disease
type C with neonatal liver failure
initially diagnosed as neonatal
hemochromatosis.Kumagai T,
Terashima H, Uchida H, Fukuda A,
Kasahara M, Kosuga M, Okuyama T,
Tsunoda T, Inui A, Fujisawa T,
Narita A, Eto Y, Kubota M. Brain
Dev. 2019 Feb 5.

4. lduronate-2-Sulfatase with Anti-
human Transferrin Receptor Antibody
for Neuropathic
Mucopolysaccharidosis Il1: A Phase
1/2 Trial. Okuyama T, Eto Y, Sakai
N, Minami K, Yamamoto T, Sonoda H,
Yamaoka M, Tachibana K, Hirato T,
Sato Y. Mol Ther. 2019 Feb
6;27(2):456-464.

5.Phenotypic variability of
Niemann-Pick disease type C
including a case with clinically
pure schizophrenia: a case
report.Kawazoe T, Yamamoto T,
Narita A, Ohno K, Adachi K, Nanba
E, Noguchi A, Takahashi T, Maekawa
M, Eto Y, Ogawa M, Murata



6.A Case of Adult-onset Pompe
Disease with Cerebral Stroke and
Left Ventricular Hypertrophy.
Hossain MA, Miyajima T, Akiyama K,
Eto Y.J Stroke Cerebrovasc Dis.
2018 Nov;27(11):3046-3052.

7.The beneficial effects of long-
term enzyme replacement therapy on
cardiac involvement in Japanese
Fabry patients. Hongo K, Ito K,
Date T, Anan I, Inoue Y, Morimoto
S, Ogawa K, Kawai M, Kobayashi H,
Kobayashi M, lIda H, Ohashi T,
Taniguchi I, Yoshimura M, Eto Y.
Mol Genet Metab. 2018
Jun;124(2):143-151. doi:
10.1016/j .ymgme .2018.04.008. Epub

8.P-Tau and Subunit c Mitochondrial
ATP Synthase Accumulation in the
Central Nervous System of a Woman
with Hurler-Scheie Syndrome Treated
with Enzyme Replacement Therapy for
12 Years. Kobayashi H, Ariga M,
Sato Y, Fujiwara M, Fukasawa N,
Fukuda T, Takahashi H, lkegami M,
Kosuga M, Okuyama T, Eto Y, lda H.
JIMD Rep. 2018;41:101-107.

Fabry

migalastat amenable mutation
o 1, 1,
2, 3,

11 ,

2
3
LysoGb3 o
1,2,3, 4,
1,3,
1,2, 1 1,
2, 31
, 2
3 , 4
-1
DBS
NCL I, 11
O 1, 3,
1,
1, 1,2
1,2, 1, 4,
11 &
, 2
3
4
1 3,
1, 1
1,2 1,2, 1,

DBS



Neuronal ceroid lipofuscinosis (NCL)
types 1 and 2: Enzyme characteristics of
PPT1 and TPP1, and their high risk and
newborn screenings
Rina Itagakia, Masahiro Endoa, Hiroko
Yanagisawaa, Mohammad Arif Hossaina,
Keiko Akiyamaa, Takashi Miyajimaa,b, Chen

Wua,b, Takeo Iwamotoa,c, Junko lgarashib,

Haruo Shintakud, Yoshikatsu Etoa,e,
aAdvanced Clinical Research Center,
Institute of Neurological Disorder,

Kanagawa, Japan, blInstitute of Rare
Disease, AnGes Co., Tokyo, Japan,
cinstitute of Medical Science, Tokyo
Jikei University School of Medicine,
Tokyo, Japan, dOsaka City University
Graduate School of Medicine, Osaka, Japan,
eJikei University School of Medicine,
Tokyo, Japan
World Symposium, Orlando, Florida, Feb.
4- , 2019

Neuronal ceroid lipofuscinosis (NCL)
types 1 and 2: Enzyme characteristics of
PPT1 and TPP1, and their high risk and
newborn screenings
Rina Itagakia, Masahiro Endoa, Hiroko
Yanagisawaa, Mohammad Arif Hossaina,
Keiko Akiyamaa, Takashi Miyajimaa,b, Chen

Wua,b, Takeo Iwamotoa,c, Junko lgarashib,

Haruo Shintakud, Yoshikatsu Etoa,e,
aAdvanced Clinical Research Center,
Institute of Neurological Disorder,

Kanagawa, Japan, blInstitute of Rare

Disease, AnGes Co., Tokyo, Japan,
clnstitute of Medical Science, Tokyo
Jikei University School of Medicine,
Tokyo, Japan, dOsaka City University
Graduate School of Medicine, Osaka, Japan,
eJikei University School of Medicine,
Tokyo, Japan World Symposium, Feb. -
Orlando, Florida, 2019.

Generation of iPS cells derived from
skin fibroblasts of patients with Fabry
disease using RNA-reprogramming
Takashi Miyajimaa, Hiroko Yanagisawaa,
Mohammad Arif Hossaina, Chen Wua, Takeo
Iwamotob, Yoshikatsu Etoa, aAdvanced
Clinical Research Center, Kawasaki, Japan,
bTokyo Jikei
Medicine, Tokyo, Japan, World Symposium,
Feb. - Orlando, Florida, 2019.

The correlation between brain MRI

University School of

imaging and biochemical and molecular
findings in Japanese female patients with
Fabry disease. Kaoru Eto, Arif Hosseinb,
Hiroko Yanagisawab, Takashi Miyajimab, Wu
Chenb, Yoshikatsu Etob, Satoru Nagataa,
aTokyo Women®s Medical University, Tokyo,
Japan, bAdvanced Clinical Research Center,
Institute of Neurological Disorders,
Kanagawa, Japan World Symposium, Feb. -
Florida, 2019. World
Symposium, Feb. -
2019.

Orlando,

Orlando, Florida,



