EREZANF—ORREEZTEET S
Y IFNF—

748 - [RELEGEF - 2B - IRAFIESLONMDBRET

EAAES R SHAF




AHOI—I —50D8RICEZ S

@ 22UV SANF oL E?
@ ¥55%573?

@ FREEEF &5 FRmEIR?

E5BHT3?

@ X AFETESLONMIZ ?

rod (<Y iIME) EREBE

ENMC% 48 L BeR18 (5%!)

ACTA1 - NEBIZA / thin filament

LR - BiEF - DFFRETE

MGUSHR R & AR rIaETE
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BIRAREARIIC [R2U MK (rod) | Z2RHDBFHEKREIFANNF—D—E

rod [ Z# (Zdisc) H¥E, ZmERILHEFEE - 2 NNV FE+H D,
nema=3#] [CHXT 58K - AR DOEE,

AR EFIEME BB

JEY MO O—LEETHRERIC ZEHEDEFEEDEMEEL L EEFERB ~/NBEER ~ A F
%5 THEIZEE FESLONMZE T

6l

H# : Sewry CA, et al. J Muscle Res Cell Motil 2019;40(2):111-126.”Goebel HH, Warlo I. Semin Pediatr Neurol 2002.
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D EE :rod IFEHRZESH W

rod O - 2%l EEE - FEEHHBEL AW

rod EEBHEOENS (XRMHRE - BRI TARELIES DL (SLONMTILF428% - EFE1~63%)
lrod BNZULIVMSERE] EIFE AR,

=h ol [rod ZROTE=0#bHY ]| TIEEL

rod #:2 — £ ERRIEE (RERH - £17) +EIEF TREZRHLIDHNKRE,
FRED . BAFRIESLONMA, TH - BERDEFAFE > EH D,

H# : Sewry CA, et al. J Muscle Res Cell Motil 2019, Schnitzler LJ, et al. Orphanet J Rare Dis 2017.
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@ ENMC%3E — FHIERHE & BEEE THIT 5

5 143IAER
BEEAKRE FLERPNSBEDOHRRET - FRF2, FEFR 234
PRESERE AR L BRR OB, RHH SEE - IFRICHA 29¢j
BRI SE XA B%. ILRHBOGRRET TR ONNER, LGB 6613
INREAFETERY YR~PERRE, LBNEELAEMGHETS 1945
FX N\ FEFERY A THfE, SLONM (TMHEHERAREER) 280 645

%1431 (Ryan 2001) ORR, BIEMKITEREEKSME29 - B4 - MET2E BT,
Hi#8 : Ryan MM, et al. Nemaline myopathy: a clinical study of 143 cases. Ann Neurol 2001;50(3):312-320.
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2 KRB DEFKEG — FRAEH R

755 799 307!

ERIFLIAIC HELPEE BT (L IFERI2, AUA)
ERGFRIFERE (HET - RE) RRF T RTHERFE

A TERARLS IS 5 - EAGITEMFES WP T — EHRA RS - RERSOFH%

H# . Ryan MM, et al. Ann Neurol 2001;50(3):312-320 (143%|a7k— k)
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@ REREETF — 2 LE < EH12EIETF

—KEREET ACTA1

BRBHaT I F

ZDMOEREEF (thin filament / Z disc &)

TPM2 TPM3 TNNT1 TNNT3 CFL2

KBTBD13 KLHL40 KLHL41 LMOD3 MYPN

de novo * TLEHEN - ZHEOVWTIDH EY 55, NGSE KR TEIAILEEF &M,

i : Sewry CA, et al. I Muscle Res Cell Motil 2019 GE{zFEFIDHEEWITEEE T TACTAL - NEBA®REZ ] F£T)
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B DFIRE — W74 AV POEE

BEEETFNDZLKIE,. YLaxXT7o (#7414 F X2 b (thin filament) Z disc] %15k - §IHT

5EH
® /7 1x7v> WD 15 A DOBH
@ roEIFL Y bRFE=y UIHEDIRET (hIL S LR
@ zdisc HEEH rod ARk - 1RO RS

- IhoDERDPBHINEOFIEHZEEL, BHHETZLZ0TLEZIOND

Hi#4 : Ochala J. J Mol Med (Berl) 2008;86(11):1197-1204.
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@ ZHr@D — BhEMR (LT¥E+T|HR)

FEF AR €Y )Y A—LKET rod NFERD/MEREBEE LTSN D

EFIAME rod [ ZHEBAEDEFEZENS L MEE, AETZLWVEELREICEA

BARDFEHHY KLHL40 - LMOD3 Z2£4ITIlZ rod RS CREHTEICHRID

ADrod DEZEFEEZRMLEV, [rod BA2LHW=8F| ¢HELL, rod 2R EHIRELRSH Y

H# : Sewry CA, et al. J Muscle Res Cell Motil 2019 Sadeh M, et al. BMJ Neurol Open 2024.
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@ ZHR2 — BIE T2 & 257

BIEFEZHOMUED T

FXE  NGS/IARIILITY Y —LTRREEGEFERE

— WEEDH - BrhV ot UT - FEFRBAICER,

SLONM : BHIZENR O LN L BARNEER
B (&EXBEEFRATIY—) o

DT L7=5 D - MR % B

IMARE : REEIANTF—IXEEES - TEIR - D
EEEWNS S — DER - T a—CREE,

IR IFRR L G EERR, R - A TBNEE S
ROT L — EHFHE.

SETDFN | ERK& — BERT rod 2 — BE T TRERETE — O - WkE &£ 5SHHE % 75

H{ 88 : Sewry CA, et al. 2019.”Schnitzler LJ, et al. 2017~ Finsterer J, Stollberger C. Cardiology 2000.

10/19



® BRAREDAO — ZALBRAZRES

| BRADERM - ETHE EHHET

+ BTAY (EEHHET) + BETES + MFRREEH#
— MEERARER AT VI A/8F— (SLONM) ZFERIZZ(TF 3

REZINPTUWEF

SHRMKX - BAKHE - EHF-21—0OVK BEELRZ SN, BHETHEZELLT L,
MFESER - X704 MERMED I F/3F—| TEFHERT rod ZE L. MGUS 8K 5.

H 8 : Schnitzler LJ, et al. Orphanet J Rare Dis 2017~ Nicolau S, Liewluck T. Curr Neurol Neurosci Rep 2023.
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® SLONM & |3 — BZF L ERIKREG (7641)

525% 53% 28%

I FAE F D MGUS (m;EMER) rod& B REDENE
(RATHEAME~EMH) =56t (F15 - &5F1~63%)

BHETOL%H (7641)
84% 80% 68% 55% 47%

IR v 53 WAL T AR it (BTAY) I, R 8 BT EE

Hi 88 : Schnitzler LJ, et al. Orphanet J Rare Dis 2017;12(1):86 (SLONM 76#|L E 21 —)
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® SLONM Tl MGUS #0918 %Ed 3

M5 - ROFEETIXE,HEEHEHET MGUS (MER) %#1R%E

MGUS & 135! MGUS JES{3#4

® BiUpnFEEIZZL ® LEmEs
@ H4THAEL ® EEFRRILTHRHUEELL
® DT ELENZL @ LEFTRIIMGUS & I Z T

H 88 : Schnitzler LJ, et al. 2017~ Tanboon J, et al. Brain Pathol 2021;31(3):€12962.
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® SLONM DJFIE — HEirr DRE

HREOREFRRIE MGUS OFELHMIILTRHDOND

~ SLONM OE &I REFMEFOBEE NREIN5,
cnd TRERENEITL S 51 BHRMIELO—DIZLHE S,

& HIVEERZY ¥ IH/F—

BHEAZ <, RIEFEHMELD (FHH34RE) . REINFINES LT <. RIE - BRAARAIHLY,
SLONM & RIFRICHFER T MGUS Z# 5. FlEDREEE LTHLENS,

H# : Tanboon J, et al. Brain Pathol 2021 Schnitzler LJ, et al. Orphanet J Rare Dis 2017.
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aBmQO — MGUSIZMEIX [/85ERIEE ICAY 55

BRI MmEMZE (ASCT) MGUSIZESLONM TR BUHIN S LVEERE L THRESND

BAEXIL7 75 +illatsia

SLONM-MGUS TEH#ifollow-uplZ & Y BIF G EEN R

CTDL A > HOARRT7IR+HY RIA F+TXH AR, ASCTORE
EIRE

EMiazE 2 —7 v b L7=iaE — MiEAE & L -ERPIE aR EFIERS - NMRIRHREL L)

H# . Schnitzler LJ, et al. 2017/ Voermans NC, et al. Neurology 2014~ Kumutpongpanich T, et al. Neuromuscul Disord 2018.
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®ERE (R7O04F - REI/OTY KRERE - IikiRb)

REOREFRZESRIC. EUFLAKEIN S,
MGUSEEHHIX>, FBHEAE S 7 LVERI TEIRBRICHEY 5 5,

A rod R FEBIRREISER

rod NFEAERLNLELSTH, BRENEBLAERAZARICRICT DEFEIABREINATILNS,
lrod MZ LLV=SLONMZETE] LT . BEREEAERICEZERT S,

H 88 : Nicolau S, Liewluck T. 2023~ Tanboon J, et al. 2021~ Sadeh M, et al. BMJ Neurol Open 2024.
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Al &3E & L]

rod = fExE TlIH L

FBRABEREL S L

MGUSEEZZ TN L

i« PR % FHE S

rod [(EDHBLESMDFRETHLHAOND, BREREE+HEGFTREEZRD D,

EREIANF—=/IME] OEABHTHASLONMZE R 4L,

BARIEIANF—TCMERZALGNE, JAEFREGESLONMZERY C(F
ERS

EEEE - DHE - REBERIUIEZRE SNOT 0, BERICHS 5,

17/19



FeH —32DF—Ayt—>

rod [3EEFERNTITHR L

B DMIIEEE - FREMBELLZL, DFHEIIEBREA+HELF T, £XEIZACTALENEBA RS,

BRADEMEHET +ETHY/METESE — SLONM%Z 5L MGUS % 125

MFMERNFAER (X FIYS2m AR, FI53%ICMGUS, ZHEMHX - IBM - EF— a1 —0OFERZEINOT LY,

SLONMIZ [;A%ERIEE] IV 5 3

MGUSEG MBI TASCT - AL T 75> - CTD, REARBEODEMDRE ., AREIITERELFID,

B8 : J Muscle Res Cell Motil 2019,/ Ann Neurol 2001,/ Orphanet J Rare Dis 2017,/ Neurology 2014 (7" PubMediX &k 32k 18/19
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