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WFe s S O EE (J532) : The advent and frequent update of next generation sequencers (NGSs)
can attain the appropriate accuracy for mutation analysis and push disease-related
genome analysis into the new stages. We now use I1lumina Genome Analyzer (GA) IIx and
Hiseq2000 which can produce as much as 60-Gb and 600-Gb sequences in one run, respectively.
To focus on genes, we utilized exon capture methods such as SureSelect (Agilent). The
current NGS protocol uses 100-108-bp pair—end reads and usually produces 8-9 Gb sequences
(per one sample) could be enough for analysis of the whole exome: 90 % of exome bait regions
are covered by 8-10 reads or more. Sequences are aligned using MAQ, BWA, Novoalign and
commercial-based NextGENe software all of which are able to extract nucleotide changes
and small insertions/deletions. The most critical step is the priority scheme selecting
variants. We have been successful in addressing culprit mutations in several diseases.
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The international symposium in the 9"
Annual Meeting of the East Asian Union
of Human Genetic Society (Nov 19, 2009,
Soel,
STXBPI mutations in severe infantile
with

Korea) Naomichi Matsumoto:

epilepsies suppression—burst
pattern (oral presentation)

Asin Cytogenetics Community Workshop
(by Affymetrix Inc.)

Evaluation of Affymetrix®

Naomichi
Matsumoto.

Cytogenetics Whole-Genome Array Using

Clinical Sample. (Oct 24, 2009 at
Honolulu, Hawaii, HI) (invited
lecture)
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Joint Egyptian—-Japanese Scientific
Workshop, “A new era of genetic
diseases” (organized by Ghada M.H

Abdel Salam and Naomichi Matsumoto)

(National Research Center, Cairo,
Egypt, Oct 3-4, 2010) Naomichi
Matsumoto “Microarray technologies:

Hightways to genomic aberrations”
Joint
Workshop,

Egyptian—Japanese Scientific

“A new era of genetic
(organized by Ghada M. H.
Abdel Salam and Naomichi Matsumoto)
(National
Egypt, Oct

Matsumoto

. »
diseases

Research Center, Cairo,

34, 2010)
“Isolation of the

Naomichi
gene
responsible for a new type of
Ehlers—Danlos syndrome”

Joint
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Egyptian—Japanese Scientific

“A new of genetic
(organized by Ghada M. H.

Abdel Salam and Naomichi Matsumoto)

era

diseases”

(National Research Center, Cairo,
Egypt, Oct 3-4, 2010) Naomichi
Matsumoto “Haploinsufficienty of

STXBPI causes Ohtahara syndrome”

The 4" Asian Chromosome Colloquium

(Beijing, China, Oct 11-14) Naomichi
Matsumoto (invited speaker)
“Identification of two

epilepsy—related genes from a 2.25-Mb
deletion in one patient.”
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@ % 22 B NIH 44L& (National Institute
of Health, Bethesda, MD 11 H 5 H)
Naomichi Matsumoto (Invited lecture)

[ Identification of two genes
responsible for age—dependent
epileptic encephalopathy]

@@ Naomichi Matsumoto “Identification of
two epilepsy-related genes from a
2.25-Mb microdeletion in one patient”
(Invited lecture at Department of Human
Genetics, Leiden University, Leiden,
The Netherland, May 26, 2011)
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