Schwartz-Jampel

1 1 2

Schwartz-Jampel , SJS

SJS ADL
A
Schwartz-Jampel SJS

, SJS

Nature Genetics,2001 , Am.J. Hum Genet.
2002

B
SJS
(Nature

Genetics1999, &2001)

Nature
Neuroscience 2002
SJS




SJS

SJS

DNA
cDNA

SJSs

SJS

SJS

Furuya N, Ikeda Sl, Sato S, Soma S,
Ezaki J, Trejo JA, Takeda-Ezaki M,
Fujimura T, Arikawa-Hirasawa E,
Tada N, Komatsu M, Tanaka K,

Kominami E, Hattori N, Ueno T.
PARK2/Parkin-mediated
mitochondrial clearance contributes
to proteasome activation during
slow-twitch muscle atrophy via
NFE2L1 nuclear translocation.
Autophagy. Apr;10(4):631-41 2014
de Vega S, Suzuki N, Nonaka R,
Sasaki T, Forcinito P,

Arikawa-Hirasawa E, Yamada Y. A

C-terminal fragment of fibulin-7
interacts with endothelial cells and
inhibits their tube formation in
culture. Arch Biochem Biophys. 2014
Jan 27

Ning L, Kurihara H, de Vega S,*
Ichikawa-Tomikawa n, Xu Z,Nonaka
R, Kazuno S, YamadaY, Miner JH,

Arikawa-HirasawA E, Laminin al

regulates age-related mesangial cell
proliferation and mesangial matrix

accumulation through the TGF8



pathway The American Journal of
Pathology . 2014 Jun;184(6):1683-94
Nonaka R, Iesaki T, de Vega S, Daida
H, Okada T, Sasaki T, and

Arikawa-Hirasawa E Perlecan

deficiency causes endothelial
dysfunction by reducing the
expression of endothelial nitric oxide
synthase. Physiological Reports in
press

Kerever A, Kamagata K, Yokosawa S,

Y osuke Otake Y, Ochi H Hori M,
Nishikori A, Aoki S, Arikawa-Hirasawa
E. High-Resolution MRI and

Three-Dimensional Imaging of
Cleared Mouse Brain: A Preliminary
Microstructural Study in a Mouse
with callosal agenesis Magnetic
Resonance in Medical Sciences in

press

Inaguma Y, Hamada N, Tabata H,
Iwamoto I, Mizuno M, Nishimura YV,
Ito H, Morishita R, Suzuki M, Ohno_
K, Kumagai T, Nagata KI. SIL1, a
causative cochaperone gene of
Marinesco-Sjogren syndrome, plays
an essential role in establishing the
architecture of the developing
cerebral cortex. EMBO Mol Med 2014,
6: 155 - 295.

Ohkawara B, Cabrera-Serrano M,
Nakata T, Milone M, Asai N, Ito K,
Ito M, Masuda A, Ito Y, Engel AG,
Ohno K. LRP4 third beta-propeller

domain mutations cause novel
congenital myasthenia by
compromising agrin-mediated MuSK
signaling in a position-specific
manner. Hum Mol Genet 2014, 23:
1856-1868.

Nakayama T, Nakamura H, Oyay,
Kimura T, Imahuku I, Ohno K,
Nishino I, Abe K, Matsuura T.
Clinical and genetic analysis of the
first known Asian family with
myotonic dystrophy type 2. J Hum
Genet 2014, 59: 129-133.

Kokunai Y*, Nakata T*, Furuta M*,
Sakata S, Kimura H, Aiba T,
Yoshinaga M, Osaki Y, Nakamori M,
Itoh H, Sato T, Kubota T, Kadota K,
Shindo K, Mochizuki H, Shimizu W,
Horie M, Okamura Y, Ohno K,
Takahashi M. A Kir3.4 mutation
causes Andersen-Tawil syndrome by
an inhibitory effect on Kir2.1.
Neurology 2014, 82: 1058-1064.
*Equal contribution.

Kobayashi M, Ohno T, Thara K,
Murai A, Kumazawa M, Hoshino H,
Iwanaga K, Iwai H, Hamana Y, Ito M,
Ohno K, Horio F. Searching for
genomic region of high-fat
diet-induced type 2 diabetes in mouse
chromosome 2 by analysis of congenic
strains. PL0oS ONE 2014, 9: e96271.
Yamashita Y*, Matsuura T*,
Kurosaki T, Amakusa Y, Kinoshita M,
Ibi T, Sahashi K, Ohno K. LDB3

splicing abnormalities are specific to



skeletal muscles of patients with
myotonic dystrophy type 1 and alter
its PKC binding affinity. Neurobiol
Dis 2014, 69: 200-205. *Equal
contribution.

Nasrin F, Rahman MA, Masuda A,
Ohe K, Takeda J, Ohno K. HnRNP C,
YB-1 and hnRNP L coordinately
enhance skipping of human MUSK
exon 10 to generate a Wnt-insensitive
MuSK isoform. Sci Rep 2014, 4: 6841.
Azuma Y, Nakata T, Tanaka M, Shen
XM, Ito M, Iwata S, Okuno T,
Nomura Y, Ando N, Ishigaki K,
Ohkawara B, Masuda A, Natsume dJ,
Kojima S, Sokabe M, Ohno K.
Congenital myasthenic syndrome in
Japan: Ethnically unique mutations
in muscle nicotinic acetylcholine
receptor subunits. Neuromuscular

Disorders 2015, 25: 60-69.

Risa Nonaka, Takafumi Iesaki,
Susana de Vega, Yoshihiko Yamada,

Eri Arikawa-Hirasawa . The role of

the extracellular matrix protein
Perlecan in the arterial wall.
Experimental Biology 4.26-30 2014
San diego, USA

Schwartz-Jampel

55
2014.5.21-24

Susana de

Vega Aurelien Kerever

46
61
2014.6.7-8(
)
Risa Nonaka, Takafumi Iesaki,
Susana de Vega., Aurerien Kerever,
Yoshihiko Yamada, Er1

Arikawa-Hirasawa . Role of Perlecan

in the Structural Integrity and
Function of the Aorta. Gordon
Research Conference on proteoglycan

2014.7.6-11 New Hampshire, USA

Schwaets-Jampel

H26 2015.2.6

Eri Arikawa-Hirasawa Role of

Perlecan in Neurogenesis and
Ageing" Gordon Research Conference
on proteoglycan 2014.7.6-11

Takenori Inomata, Toru Matsunaga,
Nobuyuki Ebihara, Akira Murakami,

Eri Arikawa-Hirasawa

Perlecan-deficient Mutation Impairs
Homeostasis and Wound Healing in
Mouse Corneal Epithelium Gordon
Research Conference on proteoglycan
2014.7.6-11

Susana de Vega, Eimi Seo, Anna
Takeda, Nobuharu Suzuki, Risa
Nonaka, Kentaro Hozumi, Motoyoshi

Nomizu, Yoshihiko Yamada, and Eri

Arikawa-Hirasawa  Identification




of Fibulin-7 Peptides Active for

Endothelial Cell Adhesion and Tube

Formation 46

61
2014.6.7-8( )

Liang Ning, Hidetake Kurihara,

Susana de Vega, Risa Nonaka, Eri

Arikawa-Hirasawa, Role of Lamininl

in mesangial cell proliferation and

mesangial matrix accumulation 46
61
2014.6.7-8(



