20//220/4 R

JE A 7 BB AR e F il B <
EEFENRR OIS (M - AiREDE)

r‘)

TIVIAATESREZFREEITHAH A RAT 4 —D
JR A - JREEDMREA & IRETE D B

op
=
5
2
T
it

Lg% 21 4R

)Eﬁ

~SLRL 23 R E

WIEREE M HikET

SRk 24 (2012) £ 5 H



II

III

WEMRRE
PN IATEINREZERELETLEIH A AT 4 —D
W - WEROM\EBBREORRE 1

Mo BT (SITEGEA  ENDREH - fEERTTIE > 5 — IR

R R OIS o — & 14

B R O « B 17



Ho

& Wt 9t &

<@
HE



BAFBHEIREMHE (EEEARBETEFE (9 - BIKREIE))
' REVFEmEE

PIVAATHINEREEERELTAH AT 4 —D
A - ERR DM SR EE OB T

FfEE M BET M) ENDE - RERIA Y D — MR ER

MIREER YN IATEIRFEZERELTOIHIA MO T 4 —MFM)DFK - jFHEgE B
S5MTTHHMT, NCNP B L RD M) — S HHimBEFiic MFEM 2SS/ A
ANEt 129 RREMH L. 51 16 BETFRBIIKEBEERZA VY —Z 2 7 &To 2. TOH
R BEA 6 BRTIKEROH LI 17%. FRRBFEREBERLRTEEASNLEBRTHED
5L KPPRICRRTEREVFRE S Nz, BAREBRRNEBELRTICOWTE., FEERT I
EDRERFHEZEFT 2T, TNTNORBERSNIT U, Kz, FIRREREERR
FDATY =22 DR, ABTHIO T VOPERTRRZEZRWZ L, T OHRKBHIEER
RN 21T o7z, T DM, B < RWESNHBRBRTERBMIIH L T, WEEOH
EzHSNTT 2201, MBEDERRENR RS N ET VB EE S i 21T o7z,
ZO#E, TV haRL—a VEEZAWER Y ZAERHNOERBRTFHREEAR,
BRMTE MRERLZHRISHRTE, ROBFETHLILEZHSNTLEZ. £
Jo. AT HEREFERET I ORISR - TR EHIL. WEBEITOH25T. 4
BROWBEEDAT Y -2 TEBNWTHEARBRETIVENTHL ZE2WENMI L, £
T LR ET 7 F U EREDOEEIIDWT bR ZED . BRHOEABETH S Y
IWAAT DR, RO REBRZHSNITH20I, KBEREORFEAMIT T,
Bz oWMRORITVRRARTH 5.

WrsEsEE
Y —=

O ENCASHR - pEEERMITE L > & —FERTSERT ORISR —8 &
'O g

) ENCAEH - tREEEIILE > & —iEIEIERT BRI B R
=F&5hH

(i) ENCHS#H - MREERIIZE T > & —WETERT RmITSRE —E REE R
EHENT

Of) ELSTRSH - PREERRITZE L > & —ERTSERT  BRITSEE—iF REBTER




KA ]

iy [ENCREWH - FREERIIEE > & —MRETSERT  BORITTEEE B FRETER

/N SIS

(i) FEEFANR AP IR RITARM BB R TRI—7  EEER

= B A

ERIRFEN  TERFRZLRGH AR

DT ENE B

A. BIEER

R DEANGERSE R TH 5P a
A7 OEFIOENZEEREE L. MR
FONTBREERBREEOH A IO T 4
— (R HENE 2 4/ XF— M) 12D T,
ZTOWH - FREEZHS ML, HEEETE
NAT7HREES ZEEHNE LU, MM
DODERBLRTELTINETIZ. I BITE
BICEET 5 6 BETOEEDPAISITN
5. Bexld. AF MM ERICHBIT 5 EEL
BIETICDWT, TORBKBREZNESE
B5MNIT 5 EEDIT, Hilz/nE B EE
EFERIEL. I BN TEEEBEED
BARH) - S NRBEEZASNTT S 2 &,
TSIV REMAT DRI I D < Ik
REBRUEBRT —YONEZB I3

B. BZEGE

Off) EINLKEM - MPRREENISE T > 5 —
DRET % 12,000 BefkLl OB
LR N —Z2EAL, YIVaATR
DR & EREEET S MFM EH] %
it U7z, MFM OBEA 6 JRRELR T TH
% DES. CRYAB. MYOT. ZASP. FLNC.

BAG3 OERAV ) —Z T &iF\, &E&
5T D BHBERE T2 5 DN BRI FE YRR
WZOWTHRE L7z, £/, MFM Ojite s
BRICEEL 5% ZHEESY NI HP Y
rROVEESY NI EE - RT 55
10 BEREIRTICDWTH, KEEERZ S
V== T %fTolz. BIETFELDRWEZ
SNIEFNT DWTIE. ERRIEIR OB E 7
5NT, LSS T M R
VARl k=R oY ek =3 | VAN P LB et O X T )
7o RWELEZBIERFRODDOTH DY
G, BEMREZRWCREBRER, T
rORL—a EERWE T AEKT
NDOFREB RO, 725 N ERERTT
BAY I OER - f@ifizfro & EBiT, ¥
NN BHEERPIEFF AL EDE
LRI 72 & 21T, RO EIZD
WTHRE L7z, —H. 1 BERAE0WiEE
LELBEboTWE EEZENSERTY
ANF-30FlEHEH L. FORRERT
FEM®D 1 DTH5 nebulin EZDHERY >
INZ7 B N-WASP iIZ DWW T HBatE A 7.

(f BL A~ D RCE)

AHFEICBNTHEALZE2TOE MRk
. WENBERBOMEEZE O ITRHE
R, LR, RS NTERT
LAV DFEFBETH D, MOBEBX
VDFEED INEH/HLEL, BEBIVOEED
TREER ETRINE N (B - &




. KRS, MR E) ZHWTESNE
HOTHO, D, (Bh) EILKEHR - PfEE
Bt ¥ — B EBER TRR I N
EDEBEZRANT, BEDO VITZTDH
e N & BAR TR 2 5 O FFEsE Ik 9
SBAEOHEAHT (> T7xr—L ROt
VR BREHOTHD, BiInTHREITICE
LT Te b7/ ARTHFSEICEE 9 2 3km
feet) 2P Lz LT, lffEsh/zdDT
HD. INGEOEREEMT 214725 T
W& FOAN—EEEL, EAfLLzE
THERLZ.

KT XRTOBYERIL. (Of) ERH
e PREERERTTE Y o & — R ZERTE )
FEEICET 2 mEEfREHCENT WL, (i) &
ﬁ%@'@ﬁ@%ﬂnﬂy§ W@ﬁnﬁ
B ERENEZBRSORE - KREH/T.
WEFEICE A9 B BRITI, %Emmﬁﬁ®ﬁ
WMEERT2EEHIZ, BMICERES A
BNEOBRABROEEZIA Dz, TRTD
A 2 DNAEERRIT, WV ANFEEEI
O TERTFHARZEYMEDOERED
HENC L 2 EMO LM ORERICEET 51k
# CRfREaEEsTL. O ENCE -
PR EEISE T > & — iR ST A4 2
DNAEBRZE2ZRARDOEL - KABZE/HT.

C. WiFHER
1) EBRAI)—Z=27
AFEMFM1295K 212 DWW TEEA 6 8 ix T

WKOWTERAT ) -2 T &7 o 7ok R,

gto2fl (17.1%) TOAERZRH L, &
N5 DIEFNE DWW TR T O REZFR
B EHs NI Uiz,

ERAREER
DES ZASP MYOT  FLNC BAG3
BERR AD/AR AD AD AD AD
FIDHE 5% a% 3% 2% %
KEOME 6% 15% 10% 3% 6%
REFH  6-60ft 604t 2277 157F 0-67F
UL R UIE TS TR LRy
PR »HY L &Y »Y HY
oy | W mY R &Y
FHAENE  HY »Y »Y »HY »HY
E PR L L L L L
Jiib {aq EX~BELR

SICBEERIR T EE A SNSFHLI,
VCPiz E2 G5 V10B IR TERA ) —Z2 >
7 DiER. MFMZ R DEH47% TERN RN
ZENiz. 2055, INETRAEHTH
T DIEIN D [z VCPO R R 2 TR F & &
ETRWZU7, VCPERPIINTNS
MFMOJEHERT BRI A, fReR AL &
PFLTHD, BN, BRUHIRNEEAZ
R e Uz BRIRANICIIBEHREHI TRD 5
N5 X DT PRAREIR, BEMIZZUL W,
EVWOSRBZERL TV,

FHREBRERETORE
VCPERIZ&BH3A/1F—

Shi, et al. Eur J Neurol, 2012

« Inclusion body myopathy with Paget’ s disease of bone,
and frontotemporal dementia (IBMPFD)

- RIREALS

-ﬁ§§$E~m<s‘-— (MFM): 74
BRERB M : LGMDE /= IR RIS A/ {F—

T, HRITEN L, ZRORWZEXIN
ﬁﬁﬁﬁ?ﬁ%ﬂ%$%@ﬁﬁ?&%25
. B E OBIHEIC D W TR YD,



RERERMRACTRITER 129%%)

¥ b
B2 12 5o

1%2% 1% 2% ® Unknown

2) FREREHEE DORE
BRIV -2 T ORER. BEROFH

BIETFRMEZEEELE. AEAD FO—

JVIOOA TR B LR RNWEET NN &,

T—IN—ATOREDZNI & ZMHRE.

ERMAEZEENR,. U ABKEH. BXO
AT HZREINTEAL., TOELEBHEL
7. MifaEE#E DR TIE, MFMEKT TRD
5N 5PN EEARIT. DESE RMAE A M
A CIEERICHE TE /20, BAG3®MYOT
ERAKTIIRERZBR L IZWERNL <
AOENTZ, —hH. MYOTZERAKIZT T A
BEHANOILL Y hORlb—3a VKICK
STERRIZE MERBI TRWE S NS
MABZHEBRTE, AHEEIAZY—22
TWERREETHE Z ENREI N,

FERMYOTOILZORL— a3y ikE AUV

Keduka, et al. Am J Pathol, 2012

TIORREEHIERMYOTERR — EMEREZLOER

BRAEFEBIA S BIGRIC T2, &
FERRRBAMOHRBL(LZRNZT
EMAIRETH o7z Flow FLNCERA S T

ERWRITING, 74 53 2 COBRAK
DY) I AT HEIEHERFIC BT 2 HE
HEZA SN,

Fujita & Mitsuhashi, et al,
Dev Biol, 2012

FincZER A (Zacro)

T SARABAARINT L
T VPRI g RO

AR B EE R T OWHEANDREGITD
WTIE, RELRIES A —A 2N T Y
v RIEIREZRNWT, ¥ 2N EHEER
DOEALNRBD 5, FEEN DB G A7RE X
ic.

3) ZHEHRAEZEI T NT—

7 MR AEZNREEESBEDo TS
EZBZLNHRIY IFA/NTFTI0HITD
WTHRELZ. RREBEGRTFDO | DTH5
Nebulin @ C SO REHIIRWZE N2
Mo lzin, ZNIEOREHLTNSEHOD
M5 PIRWEE N/, £z nebulin F5&
N ETHD N-WASP 1< /MK
BRELTWEWZ EZHSNT U,

D. %

AF MFM #£23#5 T, BEADR BFKE
RFICEROBD 5NLHNDn<. £D
EHRGOERIZIE, FizRREERT O
ENNETHD, Flo, HilciTRWELR
BIRTELOKEEBEEDOEEICDNWTIE., &
BOFEZRWBINBLEERS, FIT
ZHOBLRTEAEEEAI )22 T
THFEOERLHENLEERD, T



JATIZY I AT HE. AFLARINS
EE L XV ETORERIRREFICET
LHERARETIVEMERRVE, BTN
5Z& MWz THREBOMY, HBEEDORE
LZICOMDTHERATHA D,

E. #&

AF MFM129 52 OERBESEN, 4
FEEFENENT2ITo7. TORE. 17%
WIIBEAEB IR T OERENFEE S 1. 30%IZ
IR ERERERTFICEENRNnEZEN
2o FIRBELRTERICBEL T, TNTh
IZOWTUREBE OB EZEROAHEEZ AN
TR LTS, L LaRNS5AR MFM
OFFIFERTSHEN TR, 5%, #H
IR EER VBT PLETH L EE R
5ND, BREHOEABETHDTILI A
T DREEE S HEREHERF ORI A = X L %
HEL., E5RIESBROBEEDRTEZE
HHITNE, BREIREANARRTH S EE
AbNb,

F. BF5E3E«

1. #WGEE

2009(H21)4EEE

Murakami T, Hayashi YK, Ogawa M,
Noguchi S, Campbell KP, Togawa M,
Inoue T, Oka A, Ohno K, Nonaka I,
Nishino I: Anovel POMT2 mutation

causes mild congenital muscular

dystrophy with normal brain MRI. Brain
Dev; 31(6): 465-468, Jun, 2009.

Shalaby S, Mitsuhashi H, Matsuda C,
Minami N, Noguchi S, Nonaka I, Nishino
I, Havashi YK: Defective Myotilin
Homodimerization Caused by a Novel
Mutation in MYOT Exon 9 in the First
Japanese Limb Girdle Muscular
Dystrophy 1A Patient. o/ Neuropathol
Exp Neurol. 68(6): 701-707, Jun, 2009.

Park YE, Hayashi YK, Bonne G, Arimura
T, Noguchi S, Nonaka I, Nishino I:
Autophagic degradation of nuclear
components in mammalian cells.
Autophagy. 5(6): 795-804, Aug, 2009.

Hayashi YK, Matsuda C, Ogawa M, Goto
K, Tominaga K, Mitsuhashi S, Park YE,
Nonaka_I, Hino-Fukuyo N, Haginoya K,
Sugano H, Nishino I: Human PTRF
mutations cause secondary deficiency of

caveolins resulting in muscular
dystrophy with generalized lipodystrophy.
J Clin Invest. 119(9): 2623-2633, Sep,
2009.

MHEET  BEREHC A MO T 0 — 00k
=, BEROBOA A /)NNF——EER
EBRVIIEDOEATHRE (R « sk, =
B3 kU tt, I, pp99-103, 2009.

MEET : BT A a7 —OHF
BN B TR - BRIL S —
71: 345-353, 2009.

R —= R, NEEBZENR
T 7 (BEE: B RS NEX)
ZWr &R, B, ppl8-22, 2009.

NH Fo, EEFH, BAMEE AT —=
IBM(inclusion body myositis)lI % TH
% & . Clinical Neuroscience. 28:
228-229, 2010.

2010(H22)4 &

Yamazaki Y, KameiY, Sugita S, Akaike F,
Kanai S, Miura S, Hirata Y, Troen BR,
Kitamura T, Nishino I, Suganami T,
Ezaki O, Ogawa Y: The cathepsin L gene
is a direct target of FOXO1 in skeletal
muscle. Biochem J427(1): 171-178, Mar,
2010.



Tominaga K, Hayashi YK, Goto K,
Minami N, Noguchi S, Nonaka I, Miki T,
Nishino I: Congenital myotonic dystrophy
can show congenital fiber type
disproportion pathology. Acta
Neuropathol 119(4): 481-486, Apr, 2010.

Mitsuhashi H, Hayashi YK, Matsuda C,
Noguchi S, Nishino I: Specific
phosphorylation on Ser 458 of A-type
lamins in LMNA-associated myopathy
patients.  Cell Sci 123(Pt22): 3893-3900,
Nov, 2010.

Liang WC, Nishino I: Lipid Storage
Myopathy. Curr Neurol Neurosci Rep
11(1): 97-103, Feb, 2011.

2011 (H23)4E B

Liang WC, Mitsuhashi H, Keduka E,
Nonaka I, Noguchi S, Nishino I, Hayashi
YK: TMEM43 Mutations in
Emery-Dreifuss Muscular
Dystrophy-Related Myopathy. Ann
Neurol, 69(6): 1005-1013, Jun, 2011.

Mitsuhashi S, Ohkuma A, Talim B,
Karahashi M, Koumura T, Aoyama C,
Kurihara M, Quinlivan R, Sewry C,
Mitsuhashi H, Goto K, Koksal B, Kale G,
Ikeda K, Taguchi R, Noguchi S, Hayashi
YK, Nonaka I, Sher RB, Sugimoto H,
Nakagawa Y, Cox GA, Topaloglu H,
Nishino I: A congenital muscular
dystrophy with mitochondrial structural
abnormalities caused by defective de novo
phosphatidylcholine biosynthesis. Am J
Hum Genet. 88(6): 845-851, Jun, 2011.

Senju Y, Itoh Y, Takano K, Hamada S,
Suetsugu S: Essential roles of
PACSIN2/syndapin-II in caveolae
membrane sculpting. J. Cell Sci124:
2032—-2040, Jun, 2011.

Komaki H, Hayashi YK, Tsuburaya R,
Sugie K, Kato M, Nagai T, Imataka G,
Suzuki S, Saitoh S, Asahina N, Honke K,
Higuchi Y, Sakuma H, Saito Y, Nakagawa
E, Sugai K, Sasaki M, Nonaka I, Nishino
I: Inflammatory changes in
infantile-onset LMNA-associated
myopathy. Neuromuscul Disord. 21(8):
563-568, Aug, 2011.

Mitsuhashi S, Hatakeyama H, Karahashi
M, Koumura T, Nonaka I, Hayashi YK,
Noguchi S, Sher RB, Nakagawa Y,
Manfredi G, Goto YI, Cox GA, Nishino I:
Muscle choline kinase beta defect causes
mitochondrial dysfunction and increased
mitophagy. Hum Mol Genet. 20(19):
3841-3851, Oct, 2011.

Fujita M, Mitsuhashi H, Isogai S, Nakata
T, Kawakami A, Nonaka I, Noguchi S,
Havashi YK, Nishino I, Kudo A: Filamin
C plays an essential role in the
maintenance of the structural integrity of
cardiac and skeletal muscles, revealed by
the medaka mutant zacro. Dev Biol.
361(1): 79-89, Jan, 2012.

Sukigara S, Liang WC, Komaki H,
Fukuda T, Miyamoto T, Saito T, Saito Y,
Nakagawa E, Sugai K, Hayashi YK,
Sugie H, Sasaki M, Nishino I: Muscle
glycogen storage disease 0 presenting
recurrent syncope with weakness and
myalgia. Neuromuscul Disord. 22(2):
162-165, Feb, 2012.

Shi Z, Hayashi YK, Mitsuhashi S, Goto K,
Kaneda D, Choi YC, Toyoda C, Hieda S,
Kamiyama T, Sato H, Wada M, Noguchi S,
Nonaka I, Nishino I: Characterization of
the Asian myopathy patients with VCP
mutations. Eur J Neurol. 19(3): 501-509,
Mar, 2012.



Furusawa Y, Mori-Yoshimura M,
Yamamoto T, Sakamoto C, Wakita M,
Kobayashi Y, Fukumoto Y, Oya Y, Fukuda
T, Sugie H, Hayashi YK, Nishino I,
Nonaka I, Murata M: Effects of enzyme
replacement therapy on five patients
with advanced late-onset glycogen

storage disease type II: a 2-year follow-up
study. / Inherit Metab Dis. 35(2): 301-310,
Mar, 2012.

Suzuki N, Aoki M, Mori-Yoshimura M,
Hayashi YK, Nonaka I, Nishino I: ‘
Increase in number of sporadic inclusion
body myositis (sIBM) in Japan. J Neurol.
259(3): 554-556, Mar, 2012.

Keduka E, Hayashi YK, Shalaby S,
Mitsuhashi H, Noguchi S, Nonaka I,
Nishino I: In Vivo Characterization of
Mutant Myotilins. Am J Pathol. Epub
Feb 18, 2012.

BEAHE, BH—=  DMEESZTHE
B W SRR JEIRESWET 1. LR
B OEREOLHE. 29: 154-158, Apr,
2011.

RS FieEwEEHA O T ¢ —.
EEORE R HPANOT 4 —00
FIRRREN S IEFEA. 62(2): 100-102, Apr.
2011.

R, P8 —= : Dystrophin f#ZiHR.

I SHEIR ERFFRITIS JWERZMICRILD
DTHEME. 29: 210-212, Apr. 2011.

HRE#T : Myofibrillar myopathy & $E#R
BB, HRENAEL 75(1): 52-59, Jul. 2011.

AR — = A B O R, ERR RS, 51(9):
669-676, Sep, 2011.

PR EHE T : Nucleophagy. R DFZ BX

5 HREEE —#iE S HEEE. 62(5): 374-375,
Oct, 2011.

EET  AMS I, 2EORE #X
= HHREEZ — RIS L HERE. 62(5): 404-405,
Oct, 2011.

PR AFERRHENE = /8 F—. BRAIN
and NERVE F54E : &8 up date. 63(11):
1179-1188, Nov, 2011.

2. FRFER

2009(H21)4ERE

Nishino I Approach to Congenital
Mpyopathies. 8th Asian and Oceanian
Myology Centre (AOMC) Scientific
Meeting, Mumbai, India, 5.24, 2009.

Hayashi YK: Identification of a novel
gene for muscular dystrophy with
secondary caveolin deficiency. The 8th
French-Japanese Workshop for Muscular
Dystrophy, Paris, 7.3, 2009.

Hayashi YK, Goto K, Noguchi S, Nishino
I: Screening the FHL1 mutation in
Japanese patients with non-4q35 FSHD.
14th International Congress of the World
Muscle Society (WMS), Geneva,
Switzerland, 9.10, 2009.

Matsuda C, Kameyama K, Nishino I,
Hayashi YK: The association of dysferlin
and affixin is regulated by calcium
concentration. 14th International
Congress of the World Muscle Society
(WMS), Geneva, Switzerland, 9.10, 2009.

Shalaby S, Havashi YK, Mitsuhashi H,
Goto K, Nonaka I, Noguchi S, Nishino I:
New variant of myofibrillar myopathy
with CNS involvement. 14th
International Congress of the World




Muscle Society (WMS), Geneva,
Switzerland, 9.11, 2009.

Arai A, Nonaka I, Saito Y, Komaki F,
Sakuma H, Sugai K, Sasaki M, Robertson
SP, Nishimura G, Nishino I: Actin
myopathy with myofibrillar dysgenesis
and abnormal ossification. 14th
International Congress of the World
Muscle Society (WMS), Geneva,
Switzerland, 9.11, 2009.

Tominaga K, Hayashi YK, Goto K,
Minami N, Noguchi S, Nonaka I, Nishino
I: Congenital myotonic dystrophy in
patients diagnosed as congenital fiber
type disproportion. 14th International
Congress of the World Muscle Society
(WMS), Geneva, Switzerland, 9.11, 20009.

Park YE, Hayashi YK, Bonne G, Arimura
T, Noguchi S, Nonaka I, Nishino I:
Autophagic degradation of nuclear
component in nuclear envelopathy. 14th
International Congress of the World
Muscle Society (WMS), Geneva,
Switzerland, 9.11, 2009.

Hayashi YK, Park YE, Bonne G, Arimura
T, Noguchi S, Nonaka I, Nishino I:
Autophagic degradation of nuclear
components in mammalian cells. The 5th
International Symposium on Autophagy:
Molecular Mechanism, Cellular and
Physiological Functions and Diseases,
Ots, 9.28, 2009.

Nishino I: Congenital muscular
dystrophies. 19th World Congress of
Neurology, Education Program:
Neuromuscular Disorders, Bangkok,
Thailand, 10.25, 2009.

Nishino I: Muscle pathology. 19th World
Congress of Neurology, Workshop:

Diagnostic Approaches in Neuromuscular
Diseases, Bangkok, Thailand, 10.25,
2009.

Nishino I: Myopathy: update in diagnosis
and treatment. 19th World Congress of
Neurology, Symposium: Child Neurology
1, Bangkok, Thailand, 10.27, 2009.

Havashi YK: A Novel Muscular
Dystrophy Associated with Secondary
Deficiency of Caveolin. The 9th Annual
Asian and Oceanian Myology Center
(AOMC) Scientific Meeting, Seoul, Korea,
3.25, 2010.

Hayashi YK: A Novel Muscular
Dystrophy Associated with Secondary
Deficiency of Caveolin. 14th
International Congress of Endocrinology
Official Satellite Symposium, Kyoto,
Japan, 3.30, 2010.

MREEF, ZHEEE, f ZeR, BRiEak,

A —=: ZREIARF Y D REBIEOFTHR
RREARTFRE & Z ORARREBICONTO
Beat. 55 50 B H AR AR R, I, 5.21,
2009.

={EH %, Shalaby S, #EmMETF. EHIE
%, O 18, MEEF AR = &7
zaspopathy FEGIT BVT 5 B B A B2 Y
et 5 50 | H AR, G, 5.21,
2009.

MEET, B% M, KTENE, @EL
B, BHESR, BEE—= ZREIRTF
U 2 RIBE O FHRIERBRTFIE &2 O
RIREBIZ DWW T ORE. HANBERTS
% 54 [AIRE, WX, 9.26,2009.

=#85A8H, Shalaby S, #AHMIZE, B8 Rkth,
B0 18, #opEsk, MlEF, =

BRI A b0 T 4 —1A RIBFIC R




T N7z myotilin DHRESY 1 7 —TEREE.
% 82 MIH AL KRR, M, 10.24,
2009.

BAER, AEF—=, #PMER: HAERE
DIFRAE EERRRBEZRD S 2 KB
3. %5 69 B Neuro Muscular Conference
(NMC), 82, 12.19, 2009.

2010(H22)4E &

Nishino I: Recent advance in congenital
muscular dystrophy. The 6th Congress of
Asian Society for Pediatric Research &
51st Annual Meeting of Taiwan Pediatric
Association, Taipei, Taiwan, 4.17, 2010.

Hayashi YK: Molecular diagnosis by long
range PCR. Best Practice Meeting
Molecular Diagnosis of FSHD, Leiden,
the Netherlands, 6.9, 2010.

Shalaby S, Quinzii CM, Hayvashi YK,
Goto K, Nonaka I, Noguchi S, Hirano M,
Nishino I: Novel FHL1 mutations in fatal
and benign reducing body myopathy,
rigid spine and myofibrillar myopathy.
20th Meeting of the
European-Neurological-Society, Berlin,
Germany, 6.19-23, 2010.

Hayashi YK, Matsuda C, Nonaka I,
Nishino I: Human PTRF mutations cause

secondary deficiency of caveolins
resulting in muscular dystrophy with
generalized lipodystorphy. World
Federation of Neurology, XII
International Congress on
Neuromuscular Diseases, Naples, Italy,
7.18, 2010.

Matsuda C, Kameyama K, Takeshima H,
Nishino I, Hayashi YK: Dysferlin C2A
domain is important for association with

MG53 (TRIM72). World Federation of

Neurology, XII International Congress on
Neuromuscular Diseases, Naples, Italy,
7.18, 2010.

Nishino I: State of the art in muscle lipid
diseases. World Federation of Neurology,
XII International Congress on
Neuromuscular Diseases, Naples, Italy,
7.19, 2010.

Liang WC, Hayashi YK, Park YE,
Mitsuhashi H, Arimura T, Bonne G,
Noguchi S, Nishino I: Characterization of
Emd--/LmnaH222P/H222P mice: focus on the
heart. World Federation of Neurology, XII
International Congress on
Neuromuscular Diseases, Naples, Italy,
7.19, 2010.

Hayashi YK, Matsuda C, Ogawa M,
Noguchi S, Nishino I: Expression of cavin

family members in skeletal muscle. 15th
International Congress of the World
Muscle Society (WMS), Kumamoto,
Japan, 10.13, 2010.

Keduka E, Hayashi YK, Shalaby S,
Mitsuhashi H, Noguchi S, Nonaka I,
Nishino I: In vivo electroporation is an

effective method to reproduce
pathological changes in myofibrillar
myopathy. 15th International Congress of
the World Muscle Society (WMS),
Kumamoto, Japan, 10.13, 2010.

Mitsuhashi H, Fujita M, Yasuta H,
Hayashi YK, Noguchi S, Nonaka I,
Kawakami A, Kudo A, Nishino I: Filamin
C is required for the maintenance of
sarcomere structure in medaka. 15th

International Congress of the World
Muscle Society (WMS), Kumamoto,
Japan, 10.13, 2010.

Tsuburaya R, Hayashi YK, Nonaka I,



Nishino I: High nonspecific esterase
activity may be a good marker for
vascular involvement in inflammatory
myopathies. 15th International Congress
of the World Muscle Society (WMS),
Kumamoto, Japan, 10.13, 2010.

Tominaga K, Hayashi YK, Goto K,
Minami N, Noguchi S, Nonaka I, Miki T,
Nishino I: Genetic, clinical, and
pathological features of congenital fiber
type disproportion in Japan. 15th
International Congress of the World
Muscle Society (WMS), Kumamoto,
Japan, 10.13, 2010.

Liang WC, Mitsuhashi H, Keduka E,
Nonaka I, Noguchi S, Nishino I, Hayashi
YK: TMEM43 mutations in
Emery-Dreifuss muscular dystrophy-like
patients cause dysfunctions of a nuclear
membrane protein, LUMA. 15th
International Congress of the World
Muscle Society (WMS), Kumamoto,
Japan, 10.14, 2010.

Mitsuhashi S, Ohkuma A, Talim B,
Karahashi M, Koumura T, Aoyama C,
Kurihara M, Mitsuhashi H, Goto K,
Koksal B, Kale G, Noguchi S, Hayashi
YK, Nonaka I, Sher RB, Sugimoto H,
Nakagawa Y, Cox GA, Topaloglu H,
Nishino I: A novel congenital muscular
dystrophy with mitochondrial structural
abnormalities caused by defective de novo
phosphatidylcholine biosynthesis. 15th
International Congress of the World
Muscle Society (WMS), Kumamoto,
Japan, 10.14, 2010.

Nishino I: RYR1 gene mutation in
congenital myopathies. NCNP
International Symposium CONGENITAL
MYOPATHIES: PATHOGENESIS AND
MANAGEMENT, Kodaira, Japan, 10.23,

10

2010.

Hayashi YK, Shalaby S, Xiao X, Goto K,
Noguchi S, Nonaka I, Nishino I: FHL1
gene mutation in congenital myopathies.
NCNP International Symposium
CONGENITAL MYOPATHIES:
PATHOGENESIS AND MANAGEMENT,
Kodaira, Japan, 10.23, 2010.

Tominaga K, Tsuburaya R, Hayashi YK,
Nonaka I, Nishino I: Congenital
myopathy with extreme muscle
immaturity. NCNP International
Symposium CONGENITAL
MYOPATHIES: PATHOGENESIS AND
MANAGEMENT, Kodaira, Japan, 10.23,
2010.

Mitsuhashi H, Fujita M, Yasuta H,
Hayashi YK, Mitsuhashi S, Noguchi S,
Nonaka I, Kawakami A, Kudo A, Nishino
I: Filamin C is required for the
maintenance of sarcomere structure in
medaka. NCNP International
Symposium CONGENITAL
MYOPATHIES: PATHOGENESIS AND
MANAGEMENT, Kodaira, Japan, 10.23,
2010.

Mitsuhashi S, Hatakeyama H, Nonaka I,
Sher R, Cox G, Goto Y, Nishino I:
Mitochondrial dysfunction and mitophagy
in muscle choline kinase beta defect. The
7th conference of Asian society for
mitochondrial research and medicine
(ASMRM) And The 10th conference of
society of mitochondrial
research and medicine (J-mit). Fukuoka,
Japan, 12.18, 2010.

Japanese

MEET : ZREHRTY S RIEBEDH A
HRE G TRE & OBERBRIIDONTO
et 58 107 B HANEESEEE, R,
4.9, 2010.



MEET : PTRF MET‘@E.?H%%‘” CBEY
L8, 58 51 [ HAMREASRS, T

5.20, 2010.

=%, BllEz, EBERT, EMNA
T, B0 1B, Ml B, i
W, B, EF—=:rmd YU
B2 a2 Y TEREEOMER.
% 51 [ H AR i, 5.20,
2010.

‘4..\23’,

Eiﬁ%é’!ﬁﬂ FRHGEE, ZHHkE, BT,
B0 B, B, ) EEER, T OB,
B —= L - BRBICEREZRTASY
J1E AR zacro DFFEMT. 55 16 [Bl/NEFRTT
g, WX, 9.18, 2010.

MHEETF : PTRF RIBHE OB N HER
JEE. 55 55 B ANBEMRFES, BWE, 10.29,
2010.

ZHE5AH, MR, AN, B
GRS, ARz, B —=:HPA b
074 —BHECFRNZARS I >
Serd58 DY) » k. 5 33 BIHA D T4
FRER F 83 FHAEMFRREARK
&, fiF, 12.7, 2010.

o
[S)

2011 (H23)4E

Cowling B, Amoasii L, Toussaint A,
Koebel P, Ferry A, Davignon L, Nishino I,
Mandel JL, Laporte J: Increased
wild-type dynamin 2 expression or a
CNM mutant of dynamin 2 expressed in
skeletal muscle of adult wild-type mice
leads to structural defects and muscle
weakness. 4th international congress of
myology , Paris, France, 5.9-13, 2011.

Bartoli M, Nguyen K, Bernard R,
Walrafen P, Attarian S, Hayashi YK,
Pouget J, Nishino I, Krahn M,
Helmbacher F, Levy N: Detection of

11

genomic defects at the 4Q35
FSHD-associated locus by using multiple
and large scale genomic tools. 4th
international congress of myology , Paris,
France, 5.12, 2011.

Liang WC, Er TK, Ohkuma A, Hayashi
YK, Lopez LC, Hirano M, Nonaka I,
Nishino I, Jong YJ: Patients with
Riboflavin-Responsive Multiple Acyl-CoA
Dehydrogenase Deficiency in Taiwan. 8
53 B HA/NEMRESSHS, BiE, 5.27,
2011.

Matsuda C, Miyake K, Kameyama K,
Takeshima H, Keduka E, Araki N,
Nishino I, Hayashi YK: Real time
analysis of sarcolemmal repair mediated
by dysferlin and MG53. 16th
International Congress of the World
Muscle Society, Algarve, Portugal, 10.19,
2011.

Shi ZH, Hayashi YK, Mitsuhashi S,
Momma K, Noguchi S, Nonaka I, Nishino
I: Expanding clinicopathological findings
observed in the Asian patients with VCP
mutation. 16th International Congress of
the World Muscle Society, Algarve,
Portugal, 10.19, 2011.

Hayashi YK, Goto K, Kure Y, Ohnishi M,
Sato T, Keduka E, Shalaby S, Noguchi S,
Nonaka I, Nishino I: Characterization of
Japanese patients with myofibrillar
myopathy. 16th International Congress of
the World Muscle Society, Algarve,
Portugal, 10.20, 2011.

Quinlivan R, Nishino I, Mitsuhashi S,
Aoyama C, Sewry C, Muntoni F, Cirak S,
Robb S, Moore D, Abbs S, Bushby K,
Straub V: Myopathy associated with
mutations in CHKB in three UK patients.
16th International Congress of the World



Muscle Society, Algarve, Portugal, 10.20,
2011. :

Martinez Arroyo A, Naberhaus B, Liang
WC, Nishino I, Alonso E, Jucgla A, Olive
M: Novel mutation in PNPLA2
presenting with distal myopathy and
lipodystrophy. 16th International
Congress of the World Muscle Society,
Algarve, Portugal, 10.21, 2011.

Keduka E, Havashi YK, Shalaby S,
Mitsuhashi H, Noguchi S, Nonaka I,
Nishino I: In vivo characterization of
mutant myotilins. 16th International
Congress of the World Muscle Society,
Algarve, Portugal, 10.21, 2011.

Sato T, Hayashi YK, Keduka E, Noguchi
S, Osawa M, Nonaka I, Nishino I: Novel
BAGS3 mutations in myofibrillar
myopathy patients. 16th International
Congress of the World Muscle Society,
Algarve, Portugal, 10.21, 2011.

Nishino I: PATHOLOGICAL FEATURES.
20th World Congress of Neurology,
Marrakesh, Morocco, 11.13, 2011.

Nishino I: Distal myopathy: What’s new?

The Fourth Thai—Japanese Workshop on
Muscle Diseases. Bangkok, 2.23, 2012.

ZAEOAR, BEHVRE, ZHMRKE, HiET,

B &, APAES, NI EEE, T 9,
P —= : MiRE ORI Z Big Lz A

FHOFM. % 32 BIENIHEM - HREER
Wyt > & — HRERTRRTIT RS RS, /INVF,
5.9, 2011.

ZHEHZE, kKRE ¥, Talim B, EEERT,
AT, FILEET, BB X/, Quinlivan
R, Sewry C, ZH&550, 2EEINE&F, Koksal
B, Kale G, A2, mJlliE—, Cox GA,

12

IR, TR R, kA

Topaloglu H, Fi¥f—=: KA 7 7F )1
U A EESR CHKB £ BRI X 0 R
DA MO T4 —PEERIINDS. H 32 E
ENTRER - R EEISTE > & — PR SE
itgE RS, /NE, 5.9, 2011,

EHHT, ¥HEE T, Shalaby S, Z#&5AH,
o B A —=:TIl 7 haRl—
a VEEERWEERI AT U O OfF.
%5 32 [EIESLFE 1 - iR EERI S > & —
BRI SRS, /NFE, 5.10,2011.

BEAE, SBEN, AREXR P R,
i fdek, ERMERE, MEEF, EPEL,
i 1“2&5;55'} X-linked myopathy
with excessive autophagy®—%K%&. %52
| H AR AR, AHE, 5.18,
2011.

ﬁﬂaﬁ? BEEMETF, HPER, A
D AFIZ BV 2 BRBRMEE S AN TF—D
E:ﬂ“:@r%ﬁﬁ R BRI R, SE52EIH
AMRERFN RS, 4B, 5.19,2011.

BN=T, AT, NETSH, EE¥
%, T % KRBT, WA, ¥l
FEN, HEET, KEBEAKRT : CAV3ERT
2 EIT X B Rippling muscle disease D 11f.
H530E HA/NE MR s, #HiK, 5.26,
2011.

: Nebulette
& N-WASP 3L ERHED T 7 F 4%
METERRIC b TWa. 55 63 B HAHI R
EYrra ke, LEREKRY, 6.28, 2011.

R, mEPAER - I S WAL - ARIE
Rz HEHEDT o 9’" > REHETE I BAS
% 84 FIHALLFERE, FMERREE,

9.21, 2011.

:—J%’%Maa, Es-mEET, MTRREE, Eik
Bl . B EOBIIBTOTY VT VEEK
%ﬁﬁc‘:ﬁﬂ%@ﬁj\?%‘é*ﬁ. % 84 M H AL



2RE, FAERSAE, 9.23, 2011.

MHEET : PV I ATESRE 2 FRE &
TOMTA DT 4 —DIFH - HEDMHEY
CIREEORYE. BMEENREE (0 -
B ) FIFIRRAERR, A, 2.8,
2012.

e, MR, #BEnET, sRhE
T, SRR, BP0 {8, FA%F——:DNAJB6
S ANF—. 23 (FE33E)ESTE
- HRREEPIZE Y o v — HIERTSTET BF
FHEERE, NE, 3.22,2012.

FEZN A, PR T, Shalaby S, Z#&5AH,
O R, PR, B SRR
HEIFANF—ICHETHERS NI ED
fRbT. ERR23FEE (5833[E) ENLRE#H -
BT > 7 — FRIRTERT DFEsER
=, /INE, 3.23,2012.

G. HWHEHEDHE - F&RM
(FPEZZ)
1. s
EQ

2. ERHRZE
L

3. T D1k
A0

13



ﬁ»:xYﬁﬂE#%E%ﬁt?%%?xbD74—@

RE - o fe EIREIE D B



II WHERROTITICEIT 5 —5&



WEREOFITICET S —EHE
2009 (H21) F£E ~ 2011 (H23) FE

RRERA . WmXIAM MVA RBERES BE) 0 X—=D, HRE

Murakami T, Havashi YK, Ogawa M, Noguchi S, Campbell KP, Togawa M, Inoue T,
Oka A, Ohno K, Nonaka I, Nishino I: A novel POMT2 mutation causes mild con-
genital muscular dystrophy with normal brain MRI. Brain Dev. 31(6): 465-468, Jun,
2009.

Shalaby S, Mitsuhashi H, Matsuda C, Minami N, Noguchi S, Nonaka I, Nishino I,
Hayashi YK: Defective Myotilin Homodimerization Caused by a Novel Mutation in
MYOT Exon 9 in the First Japanese Limb Girdle Muscular Dystrophy 1A Patient. o/
Neuropathol Exp Neurol, 68(6): 701-707, Jun, 2009.

Park YE, Havashi YK, Bonne G, Arimura T, Noguchi S, Nonaka I, Nishino I: Au-
tophagic degradation of nuclear components in mammalian cells. Autophagy. 5(6):
795-804, Aug, 2009.

Hayashi YK, Matsuda C, Ogawa M, Goto K, Tominaga K, Mitsuhashi S, Park YE,
Nonaka_I, Hino-Fukuyo N, Haginoya K, Sugano H, Nishino I: Human PTRF muta-
tions cause secondary deficiency of caveolins resulting in muscular dystrophy with
generalized lipodystrophy. JJ Clin Invest. 119(9): 2623-2633, Sep, 2009.

Yamazaki Y, KameiY, Sugita S, Akaike F, Kanai S, Miura S, Hirata Y, Troen BR,
Kitamura T, Nishino I, Suganami T, Ezaki O, Ogawa Y: The cathepsin L gene is a
direct target of FOXO1 in skeletal muscle. Biochem J 427(1): 171-178, Mar, 2010.

Tominaga K, Havashi YK, Goto K, Minami N, Noguchi S, Nonaka I, Miki T, Nishino I:
Congenital myotonic dystrophy can show congenital fiber type disproportion pathol-
ogy. Acta Neuropathol 119(4): 481-486, Apr, 2010.

-14 -




Mitsuhashi H, Hayashi YK, Matsuda C, Noguchi S, Nishino I: Specific phosphoryla-
tion on Ser 458 of A-type lamins in LMNA-associated myopathy patients. J Cell Sci
123(Pt22): 3893-3900, Nov, 2010.

Liang WC, Nishino I: Lipid Storage Myopathy. Curr Neurol Neurosci Rep 11(1):
97-103, Feb, 2011.

Liang WC, Mitsuhashi H, Keduka E, Nonaka I, Noguchi S, Nishino I, Hayashi YK:
TMEM43 Mutations in Emery-Dreifuss Muscular Dystrophy-Related Myopathy. Ann
Neurol, 69(6): 1005-1013, Jun, 2011.

Mitsuhashi S, Ohkuma A, Talim B, Karahashi M, Koumura T, Aoyama C, Kurihara
M, Quinlivan R, Sewry C, Mitsuhashi H, Goto K, Koksal B, Kale G, Ikeda K, Taguchi
R, Noguchi S, Havashi YK, Nonaka I, Sher RB, Sugimoto H, Nakagawa Y, Cox GA,
Topaloglu H, Nishino I: A congenital muscular dystrophy with mitochondrial struc-
tural abnormalities caused by defective de novo phosphatidylcholine biosynthesis. Am
J Hum Genet. 88(6): 845-851, Jun, 2011.

Komaki H, Hayashi YK, Tsuburaya R, Sugie K, Kato M, Nagai T, Imataka G, Suzuki
S, Saitoh S, Asahina N, Honke K, Higuchi Y, Sakuma H, Saito Y, Nakagawa E, Sugai
K, Sasaki M, Nonaka I, Nishino I: Inflammatory changes in infantile-onset
LMNA-associated myopathy. Neuromuscul Disord. 21(8): 563-568, Aug, 2011.

Mitsuhashi S, Hatakeyama H, Karahashi M, Koumura T, Nonaka I, Hayashi YK,
Noguchi S, Sher RB, Nakagawa Y, Manfredi G, Goto YI, Cox GA, Nishino I: Muscle
choline kinase beta defect causes mitochondrial dysfunction and increased mitophagy.
Hum Mol Genet. 20(19): 3841-3851, Oct, 2011.

Fujita M, Mitsuhashi H, Isogai S, Nakata T, Kawakami A, Nonaka I, Noguchi S,
Havashi YK, Nishino I, Kudo A: Filamin C plays an essential role in the maintenance
of the structural integrity of cardiac and skeletal muscles, revealed by the medaka
mutant zacro. Dev Biol 361(1): 79-89, Jan, 2012.

-15 -




