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Dysferlinopathy 1%, AhiflfufsE A8 dysferlin
DRIBIZ K - THI & Z DR AFIE D
VAR 4 =D TH D, dysferlin KIEIZ
& o THifaE O EE B biv, £ D7
OFFINLOZENE, BIHNEL L EEZ AT
%, ZAVE T dysferlin DIENIT S i Al BAETE
2B 5-9 % dysferlin 5 & 8 B E N EHERE S
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Mol Ther 2020), [F#kD FiEEH W T, D
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w2 e 7 ¢ — (Fukuyama-type
congenital muscular dystrophy: FCMD) 1%, &
. B, IR TSRS v, BRSO R i fE 23
HEAT L 20 R CHTT 5, WU EERENE (B &
IBPED S RMEFHIRE T D, 1960 A THID T
WEINO, 20k, BxIEBELBEFLELT
T FUBRBEFERELO, T F L Da
dystroglycan (a-DG) DOFESUERREE & L CTHERE
L2 EEHLMILEE®, £, 77 FUBLETO
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ABRBELDZEITEY BRERAT I T

(7 Vv FTov¥ET) XL, RERRT
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LEALMNI L @, FCMD X, /NEHIFH O A b m
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2L, THRARRERTHHIZHLL DL T, 1K
EPNBEWERMBETH YD . ANRIEHRE DML )
BOFEEL o TND,

Fxix, BEOZ7 7 FUBRFNLEBTEIND
preemRNA (Z/EH3 52 & T, FCMD TH L5
BEATTA v T RIELTCER R 7 F U EA
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J 7T NVERR L, FCMD €7 /L~ 7 ALBEH K
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FEHOT o F 1 AWM NS-035 3R L7,
FCMD %} 3 2 i BliaHSE & LT NS-035 DI K
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(36 1 FHERBR) 2 SEhid 2 FtEicE - 72,
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A A Sk tt & O ILFAFFRIC K 5 IR FER
IZHBUW\ T, NS-035 DA NEZ MG 272, FCMD
ETv AR OEE HORAIEIZ NS-035 #8561,
RT-PCRIEICC= 7 Vv - b T v IHEICLD
BE2ATS54 0 TOER, TZAE T a T
4 TBICTIEFR 7 7 F o ERE OB, o-DG
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(Pharmaceuticals and Medical Devices Agency:
PMDA) OHniHE# « xS Thisk L. 1GBROUE
fEED T, M MAEAZLZES (Institutional
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A—F1Mmbakr—k4FTHiHE L, %% 1.6 mg/kg.
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035 L RIRFICHK G5 D-~r = = 1iEWVTno
aR— MZBWTH 500 mg/kg ([Z[EE) & Lz, %f
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e/ (LEoHE 2L E) © FCMD && & L7z,
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PEOHIESG & T X = A REORIE R A 5 1L, NS-035
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P:%Z PMDA ([ZHEZR L. 2021 4 7 A2 IRB Thrk
BafGic, FFE8 HE Y, FCMD & #xt5 & Lz
7 Tk v AREEE NS-035 D% Jiigk 2[R 1 FEG AR
B ERTTERER & U CBIRA LTe, BIfE. 1RBRIZ
BRI A TR Y, 55RO 52 % MRS R DA
NAFEL D TETH D,

B8

INETORITHERICB VT, Fexlid FCMD @
B Z - LV TCREB L, W IC RO & T
I AR (3 DT T v AERDIRE
71277 ) B FCMD EF /L~ 7 203 il
WCBWTHIMEAZ R T2 L2 WME L C& iz, A%
TiE, AARBERRA S L OHFEZEICL Y, 58
RN R E FFOEIEMERCAI D 1 KD T v F & v AR
NS-035 #% i, L. FCMD &5 /L~ 7 2 KO #EEH
A cAaEEZ R T 2 L AR L, RSB
DD LT, 3 FBHEOT U F U AEBORE S
7 TV TIIEE O FEEGIRRBRC L B O B e &
HZENBETH 7=, NS035 OFERITEY .,
FCMD j&## & L CNS-035 DB Z b 5 Z L i
I L7z, £ LT, 3EFARLZHIE L, FEMRHER
(GLP &%) #3hE L, FCMD BEEZ 5L Lz
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ffeg D Z ENATREL 72 0 | BB, KR, HERICKRE
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FCMD BEFEDO 7 7/ F U BETFMNDLEEIND
preemRNA (Z{EHTH5Z L TREAT T4 7
iEL, ERR77F UV EAEERET LI LN
FRER IARDT v F ¥ AR NS-035 23 1 LT-,
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FPIC & 5 EIEMEIE L B2 HNETHRS
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A TE % OFH [ O RIZFBD BV KT
PSR U JEARHT - N NS R LR TRE &
HWr D E1R0, FrAE RN A BRI R VAR
ANFIEB SAFAET D, FrIC T YR B MR R
BB TH DA —F v » RVIEGRE TITARA
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FIEAY AChRR ODAIZEEND y T 2= |k
A5 - (CHRNG) DI REFE KRB 73U 7 > B
I R £ % M B 8 0 #fE JE (arthrogryposis
multiplex congenita) & FLIK J (pterygium) % 714
E L. FEETHETRME ORI ORI AW S
Escobar JiE {5 #f (Escobar variant of multiple
pterygium syndrome, EVMPS) & £t 56#) £ 5 P 32

AR R JE B B (lethal form of multiple pterygium
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XN DT DHAERIIH KT - fEDER %
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JEMERE D CMS & XKL AN 72 5753 CMS
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NI BAEAEIE L B OFRIKEE 2 5
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FHEBEEiHE O A CER A 2RO VAL
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L OFREG 230 5TV 5208 CHRNG DY
BN T o MR ERH %< 17 ZRT 6 FRICH
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The expansion of muscle repository and the development of
diagnostic methods and therapies for muscular dystrophy
related diseases utilizing the muscle repository

Ichizo Nishino, M.D., Ph.D.

Department of Neuromuscular Research,
National Institute of Neuroscience,
National Center of Neurology and Psychiatry

Not only therapy is unavailable but even the cause is unknown for many of
muscle diseases including limb girdle muscular dystrophy. To overcome this
situation, we should elucidate the mechanism and develop therapies for muscle
disease by maximally utilizing our muscle repository. In this project, we aim: 1)
to maintain and further improve the diagnostic network system for muscle
disease and muscle repository; 2) to elucidate the cause and mechanism of
muscle diseases; 3) to develop diagnostic markers; and 4) to develop therapies
for muscle diseases. The number of muscle biopsy samples we receive has been
steadily increasing in the last 10 years with more than 1000 samples per year
m 2017-2022. As a result, the total number of frozen and cultured muscle
samples has reached 23465 and 2216, respectively, by the end of 2022, which
constitute the world-leading muscle repository. Using this muscle repository,
we have made a number of achievements including: 1) identification of a novel
dominantly-inherited DNAJB4 myopathy; 2) prospective comprehensive
screening of frozen muscle biopsy sections for Pompe disease from July 2015 to
January 2018, resulting in no patient identification; 3) development of novel
method to differentiate between ocuolopharyngeal mucular dystrophy and
oculopharyngodistal myopathy on muscle pathology; 4) characterization of
pathological phenotype of antisynthetase syndrome according to positive
autoantibodies; and 5) identification of several new causative genes for muscle
disease through international collaboration, including HNRNPA2B1.
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