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Ehlers-Danlos Syndrome: report of a case. 9"
Congress of the German-Japanese Society of
Dermatology. 15-17,2010,

June Weimar,

Germany

Koyano S, Hatamochi A, YoshinoM, Hashimoto T,
PH. A

Arthrochalasia-type Ehlers-Danlos syndrome.

Byers Japanese  patient  with
ot Congress of the German-Japanese Society of

Dermatology. June 15-17,2010,

Weimar,

Germany

Hatamochi A. Clinical and genetic features of
Japanese patients with the vascular-type of
Ehlers-Danlos syndrome. 9™ Congress of the
German-Japanese Society of Dermatology.

June 15-17,2010, Weimar,Germany
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BEFIET V2R ERERRE L MER
Ehlers-Danlos JE{ERE 2 fEF]. A NEBEZS
BO50EARE (FR2410A8, REWEE)

Banyar Than Naing, WATANABE A, HATAMOCHI
A, MORISAKI M, SHIMADA T. Nonsense
COL341  gene

nonsense-mediated mRNA decay in two Japanese

mutations  of causing

patients with Vascular type of Ehlers-Danlos
th

Syndrome. 60" Annual meeting of Amercan
Society of Human Genetics ASHG(Nov, 2010,

v b2 DO)

WATANABE A, Banyar Than Naing, SHIMADA T. a
novel mutation screening system FOR vascular
type Ehlers-Danlos syndrome (VEDS, EDS type
IV) using high resolution melting curve analysis
(hrMCA). 9™ Asia Pacific Conference on
Human Genetics(Nov —Dec 2010, HongKong)
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BTHEIICH I T 4, BROBRETE
ZVoobhhrE. B3 EEREFEHE
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FREFLiE, FERNE, MR H, “EMA, LRI
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Naomichi Matsumoto, Akira Nishimura, Yoko Hiraki.

European Human Genetic Conference 2010 * De
novo deletion of 1q24.3-g31.2 in a patient with
severe growth retardation. (Poster presentation)

(June 12-15, 2010 at Gothenburg, Sweden)

Noriko Mivake, Tomoki Kosho, Shuji Mizumoto,

Tatsuya Furuichi, Atsushi Hatamochi, Shiro

Ikegawa, Shuhei Yamada, Kazuyuki Sugahara,

Naomichi Matsumoto. CHSTI4 mutations in

Ehlers-Danlos syndrome. The 11" East Asia
Union of Human Genetics Annual meeting (oral

oresentation) (BEIE. TR 23411 A 10 H)

Noriko Miyake, Tomoki Kosho, Shuji Mizumoto,

Tatsuya Furuichi, Atsushi Hatamochi, Shiro
Ikegawa, Shuhei Yamada, Kazuyuki Sugahara,

Naomichi Matsumoto.

Loss-of-function

mutations of CHST14 cause a new type of

autosomal recessive Ehlers-Danlos

syndrome. FEuropian Human Genetics
2011
(Amsterdam, The

30th).

Conference (poster  session)

Netherlands, May
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Naomichi Matsumoto. “Whole Genome Approach to

the Epilepsy-Related Gene” An International
Workshop on Translational Science: Clinical
Use, Efficacy and Translation of Basic
Discoveries (Feb 1 at Yokohama) (invited

lecture)
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AR, FEREEE CADNAMEMIEE DA,
D 3K Pediatric Ground Rounds (FB4F:E
B) (ABAKZFEFEH., 7416 B)

WAERE. 7/~ & v 4-O-FiB LSRR 115
LWHATFDOZ—F R« FouAEBERHEZ
5l&# 29, BioJapan2010 7 HT I v 7 ¥
—AFEFRE (V7 4 &, 9 A 30 H)

Naomichi Matsumoto. “Microarray technologies:

Hightways to genomic aberrations”. 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) (invited lecture)

Naomichi Matsumoto.

“Isolation of the gene

responsible for a new type of Ehlers-Danlos
syndrome”. 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) (invited

lecture)

Naomichi __Matsumoto. “Haploinsufficienty  of
STXBP] causes Ohtahara syndrome”. 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) (invited lecture)

Naomichi _Matsumoto. “Identification of two
epilepsy-related genes from a 2.25-Mb deletion in
one patient.”. The 4™ Asian Chromosome
Colloquium (Beijing, China, Oct 11-14) (invited
lecture)
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Naomichi Matsumoto. “Identification of two genes

responsible  for  age-dependent  epileptic
5% 22 @ NIH &4
(National Institute of Health, Bethesda, MD 11

As58)

encephalopathy”

(invited lecture)
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Matumoto N. “Disease genome analysis using next
generation sequencer” The 34™ annual meeting
of the molecular biology society of Japan - Next
generation sequencing technology enables a
large scale medical genomic research
(symposium) (Dec 14, 2011 at Yokohama,

Japan) (Invited speaker)
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5% 1. Ehlers—DanlosfE{&EE D 448

HE/ BB I LrryiEa [RELEEF

Kim#

T B8 %Y (Classicla type) 1/20,000 AD COL5A1,COL5A2

B8 &f /T Ef it FTHE R (Hypermobility type) 1/5,000~ 20,000 AD fg’ gézgmfé

MmEE! (Vascular type) 1/50,000~ 250,000 AD COL3AT

% A= A (Kyphoscoliosis type) 1/100,000 AR PLOD

% SR ET5h AR 2! (Arthrochalasia type) #930A AD COL1A1%COL1AZx

K EN53E! (Dermatosparaxis type) v 8A ’ AR ADAMTS-2
ZDthDRE

Brittle cornea syndrome 1M1TA AR ZNF469

EDS-like syndrome due to tenascin—XB deficiency 10N AR TNXB

Progeroid form 3A AR B4GALT7

Cardiac valvular form ' 4N AR COL1A2

EDS-like spondylocheirodysplasia 8SA AR SLC39A13

Kosho Type (D4ST—-1-deficient EDS) 22N AR CHST14

AD: B BKEMER, AR ELEARLHEEE

COLSAT: VETOaS—42 a 1$BIEF, COLSA2: VEITOaS—4 Y a 288 nF, TNXB: TFHIUXEIEF

PLOD: U NEFOFLS—HEEBEF. ¥ RTSAREEICKEIIV 6D ATV

ADAMTS-2:7025—42 1 N-TOTAF+—EBIGF, ZINF469: 25— V£ &R - B EICEH 2 EERFOEEF
BAGALT7: B 4RS5O h—RERIEEEFR-7(GalT- 1 )iBIEF, SLC39A13: BERR SV ATR—R—H4BER DAV /NI DIBIEF
CHST14. T I3 4-O-THEE B ERFE B2 3R (DAST-1) iBIEF
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B, BREFHED FRHICBT 2 BEMEOMBIZET 21RO T o & ML BRB O E
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ZHY D LT DAVE Uz (Ong KT, Perdu J, De Backer J, et al. Effect of celiprolol on prevention
of cardiovascular events in vascular Ehlers-Danlos syndrome: a prospective randomized, open,

blinded-endpoints trial. Lancet 2010; 376: 1476-84.)
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