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In order to elucidate the pathology of lysosomal disease, iPS cells of
Fabry disease, Tay-Sacks disease, NPC were established using Sendai virus vector, and try to
generate in neuron cells. Using clonal cells and iPs derived cells, we conducted the research on
disease mechanism and their treatment. 1) Elucidation of pathological metabolism in iPS cells of
Tay-Sacks disease - differentiation from iPS cells into nerve cells to investigate the synthesis
system of Ganglioside GM2 and GM3. 2) Analysis of autophagy and its treatment in Fabry disease and
NPC clonal cells:. Increased Leucine with high expression level of Spin 1 leads to decreased
autophagic expression in NPC patient-derived cell lines. These findings indicate the possibility
thitNégucine might contribute to the treatment of NPC and Spin 1 expression contributes to treatment
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1. The severe clinical phenotype for a
heterozygous Fabry female patient
correlates to the methylation of
non-mutated allele associated with
chromosome 10926 deletion syndrome.
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4.Cholesterol ester storage disease with
a novel LIPA mutation (L264P) that
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T, Eto Y, Kanzaki S.Hepatol Res. 2016
Mar;46(5):477-82.
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6. Prevalence of Fabry disease in dialysis
patients: Japan Fabry disease screening
study (J-FAST).
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7.A method for measuring disease-specific
iduronic acid from the non-reducing end of
glycosaminoglycan in
mucopolysaccharidosis type Il mice.
Shimada Y, Wakabayashi T, Akiyama K,
Hoshina H, Higuchi T, Kobayashi H, Eto Y,
Ida H, Ohashi T. Mol Genet Metab. 2016
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8. ldentification of a novel GLA MUTATION
(F69l) in a Japanese Patient with late
onset Fabry disease

Umeda T., Hashimoto S., Takamura A.,
Fujisaki M., Eto Y. Human Genome
Variation, 2015, 2, 15044

9. Hematopoietic Stem Cell Gene Therapy
Corrects Neuropathic Phenotype in Murine
Model of Mucopolysaccharidosis Type 11.
Wakabayashi T, Shimada Y, Akiyama K,
Higuchi T, Fukuda T, Kobayashi H, Eto Y,
Ida H, Ohashi T. Hum Gene Ther. 2015
Jun;26(6):357-66.

10.Proteasome Inhibitor Bortezomib
Enhances the Activity of Multiple Mutant
Forms of Lysosomal a -Glucosidase in Pompe
Disease.
Shimada Y, Nishimura E, Hoshina H,
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Severe Clinical Phenotype of Fabry Female
Patient with Mental Retardation

MA Hossain, H Yanagisawa, T Miyajima, C Wu,
R Itagaki, K Akiyama, T lwamoto and Y Eto.
Advanced Clinical Research Center,
Institute of Neurological Disorders.
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Lysosomal acid lipase deficiency: high
risk screening of patients with fatty
liver and dyslipidemia using DBS in Japan.
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Neuronal Ceroid Lipofuscinosis (NCL) Type
I Associated with Diabetes Mellitus
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