Mori-Yoshimur | Respiratory dysfunction in Neuromusc | 23(1) | 84-88 2013
a M, Oya, patients severely affected by | ul Disord

Hayashi YK, GNE myopathy (distal

Noguchi S, myopathy with rimmed

Nishino I, vacuoles).

Murata M

Nalini A, GNE myopathy in India. Neurol 61(4) | 371-374 | 2013
Gayathri N, India

Nishino I,

Hayashi YK

Yonekawa T, Rapidly progressive scoliosis | J Neurol 84(9) | 982-988 | 2013
Komaki H, and repiratory deterioration | Neurosurg

Okada M, in Ullrich congenital Psychiatry.

Hayashi YK, muscular dystrophy.

Nonaka I,

Sugai K,

Sasaki M,

Nishino |

Cho A, Hayashi | Mutation profile of the GNE | J Neurol [Epub 2013
YK, Monma K, | gene in Japanese patients Neurosurg ]

Oya Y, Noguchi | with distal myopathy with Psychiatry.

S, Nonaka I, rimmed vacuoles (GNE

Nishino | myopathy).

Murakami N, Congenital generalized Neuromusc | 23(5) | 441-444 | 2013
Hayashi YK, lipodystrophy type 4 with ul Disord.

Oto Y, Shiraishi | muscular dystrophy: Clinical

M, Itabashi H, | and pathological

Kudo K, manifestations in early

Nishino I, childhood.

Nonaka I,

Nagai T

69




Gupta VA, et al. | Identification of KLHL41 AmJHum |93 6 |1108-11 | 2013
Mutations Implicates Genet 17
BTB-Kelch-Mediated
Ubiquitination as an
Alternate Pathway to
Myofibrillar Disruption in
Nemaline Myopathy.

Motoki T, et al. | Fatal hepatic hemorrhage by | Neuromusc | 23 11 | 917-921 | 2013
peliosis hepatis in X-linked ul Disord
myotubular myopathy: A
case report.

Matsuura T, et | Exome sequencing as a J Hum 58 8 | 546-565 | 2013

al. diagnostic tool to identify a Genet
causal mutation in
genetically highly
heterogeneous limb-girdle
muscular dystrophy.

Liang WC, et Limb-girdle muscular Neuromusc |23 8 | 675-681 | 2013

al. dystrophy type 21 is not rare | ul Disord.
in Taiwan.

Ravenscroft G, | Mutations in KLHL40 Area | AmMJHum |93 1 |6-18 2013

et al. Frequent Cause of Severe Genet
Autosomal-Recessive
Nemaline Myopathy.

Murakami N, Congenital generalized Neuromusc | 23 5 |441-444 | 2013

et al. lipodystrophy type 4 with ul Disord

muscular dystrophy: Clinical
and pathological
manifestations in early
childhood.

70




ACTAl 45 6 | 452-456 | 2013
Myofibrillar myopathy 53 11 | 1105-11 | 2013
08

Nakamura H, Characteristics of Japanese | OrphanetJ | 8(1) 60 2013

Kimura E, Duchenne and Becker Rare Dis.

Mori-Yoshimur | muscular dystrophy patients

a M, Komaki H, | in a novel Japanese national

Matsuda Y, registry of muscular

Goto K, dystrophy (Remudy).

Hayashi YK,

Nishino I,

Takeda SlI,

Kawai M.

Yonekawa T, Rapidly progressive scoliosis | J Neurol 84 982-988 | 2013

Komaki H, and respiratory Neurosurg

Okada M, deterioration in Ullrich Psychiatry.

Hayashi YK, congenital muscular

Nonaka I, dystrophy.

Sugai K,

Sasaki M,

Nishino I.

71




Nakata T, Ito Mutations in the C-terminal | Hum 34 997-100 | 2013
M, Azuma, domain of ColQ in endplate Mutat. 4

Otsuka K, acetylcholinesterase

Noguchi Y, deficiency compromise

Komaki H, ColQ-MuSK interaction.

Okumura A,

Shiraishi K,

Masuda A,

Natsume J,

Kojima S, Ohno

K.

Yonekawa T, Congenital hypomyelinating | Pediatr 48 59-62 2013
Komaki H, neuropathy attributable to a | Neurol.

Saito Y, de novo p.Asp61Asn

Takashima H, mutation of the myelin

Sasaki M. protein zero gene.

Takeuchi F, Prednisolone improves J Neurol. In

Yonemoto N, walking in Japanese press

Nakamura H,
Shimizu R,
Komaki H,
Mori-Yoshimur
a M, Hayashi
YK, Nishino I,
Kawai M,
Kimura E,
Takeda S.

Duchenne muscular

dystrophy patients.

72




Kokunai Y, Na | A Kir3.4 mutation causes Neurology 2014
kata T, Furuta .

M, Sakata S, Andersen—Tawil syndrome

Kimura H, Ai | by an inhibitory effect on
ba T, Yoshinag .
a M, Osaki Y, | K021

Nakamori M,

Itoh H, Sato

T, Kubota T,
Kadota K, Shi
ndo K, Mochiz
uki H, Shimiz
u W, Horie M,

Okamura Y,
Ohno K, Taka
hashi MP.
Koebis M, Kiy | Ultrasound-enhanced Sci Rep. 3 2242 2013
atake T, Yama . . .
ura H, Nagano delivery of Morpholino with
K, Higashihar | Bubble liposomes
a M, Sonoo M, . .
Hayashi Y, N ameliorates the myotonia of
egishi Y, Endo | myotonic dystrophy model
-Takahashi Y, mice.
Yanagihara D,
Matsuda R, T
akahashi MP,
Nishino I, Ishi
ura S.
Oana K, Oma Manumycin A corrects Sci Rep. 3 2142 2013
Y, Suo S, Tak .. .
ahashi MP, Ni aberrant splicing of Clenl in
shino I, Taked | myotonic dystrophy type 1
a S, Ishiura S. (DMT1) mice.
245 9| 732-739 | 2013

73




Ning R de Vega | Laminin al regulates Am J Pathol | in 2013
S, Kurihara H, | age-related mesangial cell press.

Ichikawa-Tomi | proliferation and mesangial

kawa N, Xu matrix accumulation

Z,Nonaka R, through the TGFB pathway.

Yamaday,

Miner J,

Arikawa-Hiras

awa E.

Furuya N, PARK2/Parkin-mediated Autophagy | in 2013
Ikeda SI, Sato | mitochondrial clearance press.

S, Soma S, contributes to proteasome

Ezaki J, Trejo activation during

JA, slow-twitch muscle atrophy

Takeda-Ezaki via NFE2L1 nuclear

M, Fujimura T, | translocation.

Arikawa-Hiras

awa E, Tada N,

Komatsu M,

Tanaka K,

Kominami E,

Hattori N,

Ueno T.

Kerever A Perlecan is required for Stem Cell 121 492-505 | 2013
Mercier F, FGF-2 signaling in the Res

Nonaka R, de neural stem cell niche.

Vega S, Oda 'y,

Zale B, Okada

Y, Hattori N,

Yamada 'y,

Arikawa-Hiras

awa,

74




Douet V, Fractone-heparan sulfates Cell Prolif 46 137-145 | 2013
Arikawa-Hiras | mediate FGF-2 stimulation

awa E, Mercier | of cell proliferation in the

F adult subventricular zone

Nakata T, Ito Mutations in the C-terminal | Hum Mutat | 34 997-100 | 2013
M, Azuma y, domain of ColQ in endplate 4

Otsuka K, acetylcholinesterase

Noguchi Y, deficiency compromise

Komaki H, ColQ-MuSK interaction

Okumura A,

Shiraishi K,

Masuda A,

Natsume J,

Kojima S, Ohno

K.

Selcen D, Shen | Gfptl-myasthenia: Clinical, | Neurology 81 370-378 | 2013
XM, Milone M, | structural, and

Brengman J, electrophysiologic

Ohno K, heterogeneity

Deymeer F,

Finkel R,

Rowin J, Engel

AG.

Fujioka y, FUS-regulated region- and Sci Rep 3 2388 2013
Ishigaki S, cell-type-specific

Masuda A, transcriptome is associated

Tguchiy, with cell selectivity in

Udagawa T, ALS/FTLD

Watanabe H,

Katsuno M,

Ohno K, Sobue
G.

75




Rahman MA, HnRNP L and hnRNP LL Sci Rep 3 2931 2013
Masuda A, Ohe | antagonistically modulate
K, Ito M, PTB-mediated splicing
Hutchinson suppression of CHRNA1
DO, Mayeda A, | pre-mRNA
Engel AG,
Ohno K.
Ohno K, Ito M, | Specific binding of collagen Chem Biol 203 PP 2013
Kawakami, Q to the neuromuscular Interact 335-340
Krejci E, Engel | junction is exploited to cure ( )
AG. congenital myasthenia and
to explore bases of
myasthenia gravis
Ohno K, Ito M, | Collagen Q is a key player J Mol DOI 2013
Kawakami Y. for developing rational Neurosci, 10.1007
therapy for congenital Springer, /812031
myasthenia and for New York -013-01
dissecting the mechanisms 70-x,
of anti-MuSK myasthenia 3 pages
gravis ( )
Ohkawara B, LRP4 third B-propeller Hum Mol in press
Cabrera domain mutations cause Genet
Serrano M, novel congenital myasthenia
Nakata T, by compromising
Milone M, Asai | agrin-mediated MuSK
N, Ito K, Ito M, | signaling in a
Masuda A, Ito position-specific manner
Y, Engel AG,
Ohno K.
Ohno K, Molecular Genetics of eL.S. John in press
Ohkawara B, Congenital Myasthenic Wiley & ( )
Ito M, Engel Syndromes Sons, Inc.
AG.

76




Sato T, Hayashi | DNAJB6 myopathy in an Neuromusc | 23(3) | 269-276 | 2013
YK, Oyay, Asian cohort and ul Disord.
Kondo T, Sugie | cytoplasmic/nuclear
K, Kaneda D, inclusions.
Houzen H,
Yabe I, Sasaki
H, Noguchi S,
Nonaka I,
Osawa M,
Nishino I.
Kataoka H, Predictors of outcomes in J Infect 66(2) | 201-205 | 2013
Saeki K, acyclovir-treated limbic
Kobayashiy, encephalitis.
Kiriyama T,
Sugie K, Ueno
S.
28 2014
11 2
Yamashita S, Optineurin is potentially Neuropatho | 39 (4) | 406-416 | 2013
Kimura E, associated with TDP-43 and | 1 Appl
Tawara N, et involved in the pathogenesis | Neurobiol.
al. of inclusion body myositis.
Uchino M, Muscle biopsy findings Clin Neurol | 115 603-606 | 2013
Yamashita S, predictive of malignancy in Neurosurg. | (5)

Uchino K, et al.

rare infiltrative

dermatomyositis.

77




Tanaka A, Efficient and Reproducible PLo0S One 8 (4) e61540 | 2013
Woltjen K, Myogenic Differentiation
Miyake K, et al. | from Human iPS Cells:
Prospects for Modeling
Miyoshi Myopathy In Vitro.
Mori-Yoshimur | Heterozygous UDP-GlcNAc | Journal of 318(1- | 100-105 | 2012
a M, Momma 2-epimerase and the 2)
K, Suzuki N, et | N-acetylmannosamine Neurologica
al. kinase domain mutations in | 1 Sciences
the GNE gene resultin a
less severe GNE myopathy
phenotype compared to
homozygous N-
acetylmannosamine kinase
domain mutations
Nakamura S, Prednisolone-sparing effect Neuromusc | 23(2) 176-179 | 2013
Kaneko S, of cyclosporin A therapy for | ul Disord.
Shinde A, very elderly patients with
Morita J, myasthenia gravis.
Fuyjita K,
Nakano S,
Kusaka H.
Nakamura M, Activation of transforming Neurodegen | 11(4) 182-193 | 2013
Kaneko S, Ito growth factor-8/Smad er Dis.
H, Jiang S, signaling reduces
Fujita K, Wate | aggregate formation of
R, Nakano S, mislocalized TAR
Fujisawa d, DNA-binding protein-43.
Kusaka H.

78




786-788

b

2013

11

646-653

2014

79




