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KIF1A Spinocerebellar ataxia
SYNGAPI ID with epilepsy
NALCN limb/face anomaly and DD
NR2F1 ID with/without optic atrophy
IRF2BPL DD with seizures
MAST1 Autism and microcephal
COL4A1 Schizencephaly**
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1. Forum of Neuroscience 2019, Plenary talk,

Naomichi Matsumoto, “RNA sequencing solved the
most common but unrecognized pathogenic variant in
Japanese nemalin myopathy”, Bedford Hotel and
Congress Center, Brussels, Belgium, June 10, 2019

2 . ESHG 2019, Naomichi Matsumoto, Kohei

Hamanaka and Satoko Miyatake. “RNA sequencing
solved the most common but unrecognized pathogenic
variant in Japanese nemalin myopathy”(Poster) June
15-17, 2019, Gothenburg, Sweden
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4. CNV research meeting, Naomichi Matsumoto

(Invited speaker), “Long read sequencing for “difficult”
regions”,AMED, Tokyo, Oct 8, 2019

5. PacBio ASHG 2019 Workshop, Naomichi
Matsumoto (Invited lecturer), “Long read sequencing
for disease-genome analysis: our experiences”,
Hilton-Americas Houston, Houston, Oct 16, 2019
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Integrated Management in Biobanks in NCNP and Promoting Utilization

Yu-ichi Goto
Medical Genome Center/ National Institute of Neuroscience,
National Center of Neurology and Psychiatry,
Tokyo

1. Aim of the study

We have established the bioresearch repository for genetic diseases with intellectual disabilities in
NCNP since 2003. Moreover, we have maintained several repositories such as frozen and myoblast
samples of neuromuscular disease, cerebrospinal fluid samples for mental and neurological disease,
and so on. Now we attempt to integrate these NCNP repositories for clinical and research use. We

have also been engaged in nation-wide biobank network to promote basic and clinical studies.

2. Members of the research group
Principal Investigator:
Yu-ichi Goto National Institute of Neuroscience & Medical Genome Center,
National Center of Neurology and Psychiatry (NCNP)

Members:

Kotaro Hattori Medical Genome Center, NCNP

Eri Takeshita NCNP Hospital

Kenji Hatano NCNP Hospital

Ken Inoue National Institute of Neuroscience, NCNP
Sumiko Yoshida NCNP Hospital

Hiroshi Kunugi National Institute of Neuroscience, NCNP

Naomichi Matsumoto Yokohama City University
Yusuke Inoue Tokyo University School of Medicine

3. Results of this study

(1) Expanding and propaganda of NCNP Biobank

We have continued the DNA and cerebrospinal fluid (CSF) of patients with mental and neurological
disorders. Use of CSF by researchers in academia and pharmaceutical companies is well expanding.
Other specimens of other diseases such as epilepsy or Parkinson disease are also newly included in
NCNP biobank systems.

(2) Supportive activity for Muscle Repository, Brain Bank and Intellectual Disability Bank in



NCNP

We supported the preexisted biobank systems in NCNP to promote utilization of the samples for
research by means of recently established procedures of NCNP Biobank System. Samples in these
biobanks have been utilized in genome analysis projects and basic biological studies (see Refs).

(3) Cooperation of NCNP biobank with national-center and nation-wide biobank network
NCNP biobank play a leading role on cooperation of national center biobank network (NCBN) and
on activity of collaboration with Tohoku Medical Megabank, Biobank Japan and several

academia-based biobanks.

4. Future Plan

We continue to refine the integrated management system for biobanks in NCNP. It is important to
prepare the materials and the attached information for scientific research, especially genome
research on mental, neurological and muscular diseases. And we prepare to introduce ISO approval
for high quality procedures for biobanking in near future.
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