(DMRV)

DMRV

50 DMRV
a2-6 6’-SL
6’-SL

DMRV

(HIBM)

UDP-GlcNAc2-epimerase/ManNAc

-15-



6-kinase GNE

HIBM N-
Neurology 2002 AcsManNAc
AcsManNAc
J Biol Chem 2004 6-SL
Hum Mole 6-SL NeuAc
Genet 2007 6-SL
20
30 B
DMRV (GNE-/-*hGNETg)
40 (GNE+/-*hGNETg) GNE-KO
GNE
2009 DMRV 12
6’-SL 6-SL(47 micromole)
5 10 30 60 120
240 480
Nat Med 2009 DMRV 6’-SL 4-aminobenzoic acid eth-
ylester HPLC
1,2-diamino-4,5-
methylenedioxybenzene HPLC
DMRV
N_
NeuAc a2-6
6’-SL

DNA

-16 -



50

DNA
C
6’-SL 5
10
240
6’-SL 60-120
480 6’-SL AcsManNAc
NeuAc
6’-SL
5 60
60-120 240-480
D.
DMRV
6’-SL NeuAc ManNAc
E.
DMRV
6’-SL 240
NeuAc 120 1.
48-91 6-SL 60-480 Uruha A, Hayashi YK, Oya Y, Mo-
NeuAc ri-Yoshimura M, Kanai M, Murata M, Ka-
75% 60 wamura M, Ogata K, Matsumura T, Suzuki
S, Takahashi Y, Kondo T, Kawarabayashi T,
Ishii Y, Kokubun N, Yokoi S, Yasuda R,
6-SL Kira JI, Mitsuhashi S, Noguchi S, Nonaka
5 60 I, Nishino I: Necklace cytoplasmic bodies in

hereditary myopathy with early respirato-
ry failure. J Neurol Neurosurg Psychiatry.

-17 -



[Epub Sep 2014] ahead of print

Endo Y, Furuta A, Nishino I: Danon
disease! a phenotypic expression of
LAMP-2 deficiency. Acta Neuropathol.
129(3): 391-398, Mar, 2015 [Epub Jan

2015]

Tanboon J, Hayashi YK, Nishino I, San-
gruchi Tt Kyphoscoliosis and easy fatiga-
bility in a 14-year-old boy. Neuropathology.
35(1): 91-93, Feb 2015 [Epub Aug 2014]

Dong M, Noguchi S, Endo Y, Hayashi YK,
Yoshida S, Nonaka I, Nishino I: DAG1
mutations associated with asymptomatic
hyperCKemia and hypoglycosylation of
a-dystroglycan. Neurology. 84(3): 273-279,
Jan, 2015 [Epub Dec 2014]

Yonekawa T, Malicdan MC, Cho A, Hayashi
YK, Nonaka I, Mine T, Yamamoto T,
Nishino I, Noguchi S: Sialyllactose ame-
liorates myopathic phenotypes in sympto-
matic GNE myopathy model mice. Brain.
137(10): 2670-2679, Oct, 2014 [Epub Jul
2014]

Anada RP, Wong KT, Malicdan MC, Goh Kd,
Hayashi YK, Nishino I, Noguchi S: Absence
of beta-amyloid deposition in the central
nervous system of a transgenic mouse
model of distal myopathy with rimmed
vacuoles. Amyloid. 21(2): 138-139, Jun,
2014 [Epub Mar 2014]

Cho A, Hayashi YK, Monma K, Oyay,
Noguchi S, Nonaka I, Nishino I: Mutation
profile of the GNE gene in Japanese pa-
tients with distal myopathy with rimmed
vacuoles (GNE myopathy). J Neurol Neu-
rosurg Psychiatry. 85(8): 912-915, Aug,
2014

Kajino S, Ishihara K, Goto K, Ishigaki K,
Noguchi S, Nonaka I, Osawa M, Nishino I,
Hayashi YK: Congenital fiber type dispro-
portion myopathy caused by LMNA muta-
tions. J Neurol Sci. 340(1-2): 94-98, May,
2014 [Epub Mar 2014]

Mori-Yoshimura M, Oya Y, Yajima H,
Yonemoto N, Kobayashi Y, Hayashi YK,
Noguchi S, Nishino I, Murata M: GNE
myopathy: A prospective natural history
study of disease progression. Neuromuscul
Disord. 24(5): 380-386, May, 2014 [Epub
Feb 2014]

Goto M, Okada M, Komaki H, Sugai K,
Sasaki M, Noguchi S, Nonaka I, Nishino I,
Hayashi YK: A nationwide survey on
in Japan.

marinesco-sjogren syndrome

Orphanet J Rare Dis. 9(1): 58, Apr, 2014.

Clinical Neuroscience

33(3): 348-349, Mar, 2015

2.

Nishino I: Progress in therapy for GNE

myopathy. The 4tk Oriental Congress of

-18 -



Neurology, Shanghai, China,(Shanghai
International Convention Center), 3.27,

2015(3.25-3.28)

Nishino I: Treatment of GNE myopathy.
14th AOMC ANNUAL SCIENTIFIC
MEETING 2015 (AOMC), Bangkok, Thai-
land,(Shangri-La Hotel), 3.3, 2015(3.1-3.4)

Nishino I: GNE MYOPATHY — WILL IT
BE TREATABLE? Brain Conference 2014
Joint Conference of the KSBNS (The Ko-
rean Society of Brain and Neural Science),
CASN (The 3 Congress of Asian Society of
Neuropathology) and KSND (The Korean
Society for Neurodegenerative Disease),
Seoul, Korea, (Seoul National University),

11.6, 2014

Nishino I: Introduction to clinical features
of GNE myopathy. GNE myopathy Con-
sortium Workshop, Berlin, Germany,
(BEUTH HOCHSCHULE FUR TECHNIK
BERLIN University of Applied Sciences),
10.12, 2014

Nishimura H, Suzuki S, Uruha A, Noguchi
S, Hayashi YK, Mitsuhashi S, Nonaka I,
Nishino I: Positivity for anti-cytosolic
5-nucleotidase 1A autoantibody in in-
flammatory myopathies. 19th Internation-
al Congress of the World Muscle Society,
Berlin, Germany
(Langenbeck-Virchow-Haus), 10.8, 2014
(10.7-10.11)

Nishino I: Therapeutic interventions in

GNE-myopathy and possible targets in

myofibrillar myopathies. 13th INTERNA-
TIONAL CONGRESS ON NEUROMUS-
CULAR DISEASES, Nice, France (Nice
Acropolis Convention Center), 7.7,

2014(7.5-7.10)

Nishino I: Therapy of DMRV/hIBM (GNE)
myopathies. 13th INTERNATIONAL
CONGRESS ON NEUROMUSCULAR
DISEASES, Nice, France (Nice Acropolis
Convention Center), 7.7, 2014(7.5-7.10)

( ) 11.1,
2014,

(H26- () -079)

2/3 (H25- ()
-026)
)
-004)

(H25-

) NPO PADM

-19-



GNE

Malicdan MC,

2011-513374
5626734
26(2014) 10 10

GNE

Malicdan MC
(PCT/JP2010/058116)
201080021386.4
2009-119272
71.201080021386.4
27(2015) 2 11

-20 -



