Hﬁmﬁﬁﬁﬁt@ I FNF— (Oculopharyngodistal myopathy) %%Eﬁ%

@i H MR
A BRIRAUR (ac i3, dfIZBEFTR)
a. RETELZETD
b. FIEEFHOHIET - HEELZET D
(LIFIFZEF )
CBEIRETHETH D
CSMRFHRRE, T - BEEEFELETD
C HRERBEEOREELZBDOLZLNDHD

B. —ERE (a 13H4H)
a. i CKEIXIEH 2 bEERE (1,000 IU/L LLF)
(LUTEsBHmR)
- SHE BRI THHFEMEZL (fibrillation potential R IRIE MUP 3580 b5 Z 0835 5)

C. AT R
a. BID Zln e i O Bk T

@S T~ ERA

Fe PR O 85 71
B AR LG SMOGESR (OB I A 3F—%2 &)
- IRMAEERIH A e 7 ¢ — (OPMD)

Vg e =n il
- RRELD ZERA AR X A RF—

T Y —

FEEB  A+B+C AT H O
e ME] A+B ThHAIR, CEBE-ERNED
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Z DDIEMTY I F3F —DBWr &%

FOMDBENMELI A RF—TREEGFORESN T ARNLDEED T, FEOBRERH D, Z 2 Tlid.

REBMSHELLODHD bDeET 505, 4%, REUSOVENEDLY 5 2FEMELH D, £/, BREI AN
F—Ip EORB T, BAHEZRL, BURIAAF—OBRMEZ LD 55 LICEEPLETH D,

Distal anterior compartment myopathy (DACM): P X7 =L U U RBIZ L 5, BERBIIZHFICL SR, F
RREIHOMEBFATREIND, AR, DYSF

Non-dysferlin distal muscular dystrophy* : AR, ANOS/TMEMI16FE

Welander distal myopathy*: 40 fREIBEICFIE L. FREHOMIETERT, AD. 2pl3

Tibial muscular dystrophy (TMD)*: BB HOHIET 2R ¥, AD., TIN

Early-onset distal myopathy*: /hNERE CRIREH - FREHHERS LOCEBBHBEOH METEAd, AD,
MYH7

Distal myopathy with CAV3 mutation: ZERETCFERAGFTOHINETEZRL, BEEGEXEZETIZEBH B,
AD, CAV3

Vocal cord and pharyngeal dysfunction with distal myopathy (VCPDM) *: &5k JOMHSER /1K T 2773 AD,
MATRS

Distal VCP (valosin containing protein)-mutated myopathy*: /%Y = v M & BEERIBERRAEZ LS, AD.
vere

Distal nebulin (NVEB) myopathy*: /DR HEERATE CRIBEEHOH KT E27RY, AR, NEB

5 R AHENE R 4 /8F— (myofibrillar myopathy) @ @% AD

DA,

AD: HEEEREREER, AR FRAERPLERE, ¥ KM THRERRE

_.18_.



N2 U A I F/RF— (MIM# 158810, Bethlem myopathy) 32 HrEE%E

@A A 7
A. BERRHIFEH
a. HQREEEEEEEZIIMEE (FICERAELSEREORNH D)
b, EW/NRHRE GEE 2800 55 (FHICHRAREFINESB)
c. BHREITHEOEE - WESTALHEMN O HET B X O ZEiE
d. R#5 ORI (F I~V e s, M. 2
(A FIXBERR)
- 50 BELLEIC ST REE & 72 BHIRE
- REE LI LIEAHT 2
- MyE CK EILEE»O®BESE (1,500 TU/L LLF)
- S ER TR
< DFRERRERNR 7 & DLEPHEE K <

B. SABATR (ZEFTR)
a. FHPNERRVEEAE 20 O B R
b. feEYE T Collagen VI &% (HfEHFRNKEILHMOXBERE) 2RO LEBDHD

C. ElnFiaE
a. COL6A1, COL6A2, COLEA3BART D~T nEERER (FIICREHREMELITEE~T oM ERD Z
LD D)

QORI T R ERE
- BE] I Y B NE & TR A (Emery-Dreifuss BIfF P A hu 7 4 —742 &)

QLW T =AY —

WEF A+CEBEZTHD
Bl A+B ERZTHO
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VU 2 B (MIM# 254090, Ullrich disease, Congenital atonic-sclerotic muscular dystrophy) PR

@ WTIZ A F 72 R
A, ERPREIRE
a. WHARSEREE TR
b. 4 T E I3 TLIEHIRE
. BREITHEO SRR ST - HBREE TR X OHERE
CTPLBAETNE GRAERIE - £, IRBE - HBEEE M) GERICRRVWESPLRVEEDZLLH D)
mCBIEE MR (FEIH. FEERIBIET. ERIE. RLER B
(LLFIEsEFR)
s LIEVIEFEOIBERFTRE LTIEUTOL YR VOB H D
e R 5 BE & it
RIS
P2 i e e
& v A RFEREL
R TH 7 TR A8
HEEgeH
P 75 TR T
- ME CKEIZIEE 2 HBE &E (1,500 IU/L LLF)
- S ER THEEZEL
< DR R & 0 LA PHE & K <

popo©

B. fHAEMRATR
a. FiPHREIEE 20 B REEL
b. fufEYeta T Collagen VI O5e &K1, MR RIORE, £ 0I3E0 KE

C. BEESEHRE
a. COL6AI1, COL6A2, COLBASEIGFDFREHERELIIEE~T o EAMER, /3 ~T oA ER

ORI T REHER
- BHR X 0 BAEFNE 2 SRR (Emery-Dreifuss B A b7 4 —72 &)

@A T A —

WEH A+B+CEMLTHD
Bl A+B R THO
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I e % 5 ‘[\ B I F/RF— (MIM# 600737 , Distal myopathy with rimmed vacuoles: DMRV)

DU

BUNCHE Rk
A FRIRAOSSTH

a. WHEEFELMERRE TSN

b. EATHEOTH MR T B L OB EN  ATREHORBREMGRE., KNEGEHIME SN2 B KREBBNERITZ < EMRh
(LLTIEBER)

- FIEFERIL 15 D 40 R E THZ N

+ 5~20 DB THITREEL R D T LBEWN

- MyF CK fEIXEE ) LBE&ME (1,500IU/L LLF)

- B ER THEMEZ{L (fibrillation potential CEIEE MUP 2832 ® B%’LZD LB D)

B. SiAEMRATR (a lZMA. b-fIXBERR)
a. RELY ZEha & £ 5 FRKE
(A TIEBERFTR)
L IEERVRIERREZ DR
C RMEN OB-T X m A RILE
- FRRHEN O = B X T BRI R AR
C FRRHEN DO U VER LY T
- (BFHEMEC O EERIEIMIREAND 15-20nm O 7 ¢ 7 A > MRE AR (tubulofilamentous inclusions) D {7

C. BEFHHE
a. GNEBGFOREFEEELITEE~T o AL R

ORI REIKE

i PR O SR 31|
F BEVHERLELMOMBERE (fMOEME I A F—2E1r)
- RV A

B AR
- RRER Y ZERA R SR I AR F—

Ol T ) —

TEEH AFFE Bl tb—F%2®MizL, > C:2F=7bo
Bl A+BEEZTLO
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Schwartz-Jampel J5 1 BRI W EUE

EIEYTHES
O@OERD D
TeE

OOIZMA, @FEZIT@ERD D,

OEE &I A4 h=—%RD5B, 1) HDHNIE2) .
1) BEERMIICIA P=—8% (FREHS) 2805,
AR T DULHE - & A HRZER/NE 3R 5,
AER DIEIC L D 02 R bEEEL L D,
2) #HHER THHER CERN BREESEMNERD D,
EIEIE CHRON e BT 2/ AR IAL F=—KETH S,
QT TROMNPOEREE 2RO 5,

EHE

R BEE O J B FAAR
/NS

FHEDE DA

FREHE, Bim, BHmEEK
OB EMDRIEYRAET/— VA X RTEORBERD D,
(2% HIFEPT R EHEOR/INRE, NEEBASIEFRRN: I AT —FKFTR
LD, BOKNARENIEILT A 7 1 BHEIGRDO D, )
@NX— NV BIETFICERERD D,
SEEIH
< BRSO, £ <X 3L E TR D,
BRI TRONEFEE AT 5,

/NIRER

IINGESE

B &AL

BT

Schwartz-Jampel JEEFEEIEZ, 1 9 9 74T Giedion HIZ LV ERAREG 1A, 1B, 2
BNZAES TV, 1A & 1B IFEEEIC L > TSRS, R Koy 18k
LW, FER & B, s RFE 260 L. LWRHESEZ 24 % 2 83, B/ Tl leukemia
inhibitory factor receptor (LIFR)&{sFZ&RIZHIN T % Stuve-Wiedemann SEBHE & [Fl—
DEBLINLTVD,

_.22.__



BREAT v R & OBEREIC B 2 2 W ke

1) BEVEIRAH U w7 2 B HA 4 DO e
2) BMEEAY UL (EAY L) MEE IR
3) GEvA a7 4o —E) IA4 F=—JEFERE

Rk 25 R BATEE  EIRTER BRI RS
T DAY R R B D IR JR L

(R 2544 A 15 B B AHRFEEEER)

_23_



1) BBMHAED Y ¥ o408 0 SRR

IFIEHEE
ORODEH LB L (DOHEEZ—ELMNEL-SR2WES, @D BH &)
TeE
QOIMz@BHHVNIDZERBDHZE (DOEEZ—ELINHEIR2NEES, QOERDDH L)

O UTOF_XTOREERORE (BHET) BELETD
ERTIE A
FARRRME D U U MRS FRREEZ R
FER AR - e TR ITR S e
FEVERRGLI I B D 1 RRREE
FARTRE» b RFICHET D Z & B8% 0
BLWEBROIRE, SR ED D WVIEA NV ARTER LR TRIENH D

@ BIETSEND 20 5%

©® HEMRHIZIE, HHVETRO K E7H 2R 0

@ #HHERTIA P=—HEZRDRWN

® {EMKEAIZ Prolonged exercise test (EENER) TIREOWREIRZZ23ROS  (E1)
(FRELFVERF D REFRAVEIE N C& TV WEAIZITER)

® FHYREAKREEEBEOFREEND D

@ BEHECaHDIWIENaTF ¥ RNV o V7 2=y NOBETICAKRBRENRERZRDS (HFE2)

BrRoMZEr MRS U U AR MR RRE OJRIE & 7 D T RRR R ORI ME

FOIR RS RE TCEERE

7 — LR

KHEEORIRE Ho 'y (HE) ORA
JRFEMET v R AT v A, Bartter JEBHFE. BMIREMET v F— 2
BYETHRT - IR

BERIE

TN BRI ~ER NN L NS, BEEERRKEINEZ BB D

BENSOREMIITL LAMES Y U AMES—HOICHELZTRT IR S

BEA U v AME BRI RO S FREREOREIIEL . FHRELEWV

FVEM R iﬂfa?‘ﬂ&??ﬁ: BN —E T HRICBE OB IR T2 RTZEnH D
FRAERIIRZEBT O OICMLE TRV, ZEd, tubular aggregate ZFRH DI &b 5D

BRI H A 7L LTRD Y U AER IR I REENR, BHRER 2509 5 Andersen-Tawil JEMEEEA
»5 (FREGTIZ. NAEERI Y 7 AF v 310)

YV V VYV V\

71 Prolonged exercise test 2DV T

BRI 70 BRI FEAE DS FE R Hj%iib\rmf X. Prolonged exercise test ICLAMBOERNEH CHD. EiF
FHEEAR (16—45 T LI 3—4 BOEVMKREZANZR G, 2—5 HIOART) BICEIIL 1-2 58, €0
#1135 @I, 30—45 77T Ibﬁ_of CMAP %5887 5. —f%IC 40%LL o> CMAP 1RIE - RO TRH 55
ERELHEINDD, NEENEMINTBYVEEZET L. (BEAMRAHES 20015 29: 221-7, Ann Neurol
2004; 56: 650-661 72 K Z M)

E2 KAREFRNLER

BRHGENaF ¥ 2 o $ 7=y NOBGRFORRIZE > T ED Y U AEEBIENERRE O 272 5375
BV T SEEEAVED AR Se R EGREE 2 E OJRK & b2 5,
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2) BEEELY UL EXY UL) HEDME R

\FIEHEE
OOR®%#FEDAE (DOIEBZ—EHLUNE-EWEE, OREDB L)
WeE
DOR®ITMz®HAINTIDOEBDEZ L (DOHERBZ—EH LM SRWVWES, O2RDDHT L)

D UTFTOTRTOBEEEHSE WGHET) BEE2ETS
EikITES
FAERRMIED U 7 LBENEED 5 WVIZER 271
MR RS - BETRRIEE S e
FEVERERTITEL 10 430 DR
EL. B EEL Y U ABOEBR, ZEHHVITEE (RE) NHEEER-TRBIERD S
RIEFI5RET
BERRITEEHHET 28D 20
A P=—ERBDBE 1) HDBHWEF2)
1) BRI A F=—8% (FHREHZR) 2805
(E451)
AR RS DFRIAE R IR IE R A H AL 5 (11d lag)
FHREBIBOTERICHBERENREDLND (HERBIA F=—)
PEANV—TRHERSE 2R EE2IML EHIEIR NS (MFFI A F=—)
B, 34 P=—0RELZ. BOBHOIDITVEE TR IXIIL VLD D
MUIELTOEE (X714 }‘:“) BB TOEERDDIZERDD
2) $HHERTI A h=—EEZRD
® FE{EMXHIT Prolonged exercise test (@@J“ﬁt%ﬁ) T%)Efbm@(ﬁﬁﬁfi%%f BB (HFE1)
(R 36 VERR D BEPRAVBIE N TE TV WEAICITE H)

®OO

® FEREEEELERIROFRERH S
@ Aﬂ”ﬁ%ﬁ"*“ Na F¥ RND o F72=y FOBBFICARBHFEENRERZRODLS (E2)
ERIMR2IE iR U U AEREIMENEREORE (KERFEOFIRE, 7Y 9/, BRanld) BT

MOIA P=—%2 BT HRE (HREEVRA b7 —RRREI A h=—71 L)

SEEIE

> HRMEANTIAb=—, BV ULEREEIF F=—©WNa FrxL3I ﬁ"]\'“)c‘:f‘r‘k?}‘ﬂ“—/\*7 A I
KRETHD, TNENDOREMY - BRIz LIZ oW TTRE S,

HIERICHREES Z B3 bD

FHENLOEEIZIZT LAMED U U MEDR—RIICEKEEZ R TZ L0855

A U o Ak B HAVEU B RO SRR R AE ORI TR <, FlcbEn
BRI AE T 2RO 0N CK EFIEIRDAZ e85, —HICETHICREOH NIKT 2RT
ZEBHB

> BAERIIZE O DIZHETIER WA, 220, tubular aggregate DB ENH D

YV VY

7E1 Prolonged exercise test T2\ T

ﬂﬂﬁﬁﬁ@fifﬁ(ﬁ%{’?ﬁﬁﬁﬁﬁmﬂjﬂéﬁb\r{ﬂ’ﬂi Prolonged exercise test I L DBMEOHEHREBPEFEHATHA. EiF
FREEAT (15—4b T LI 3— 4 BOEVWKREERZ AN L, 25 DHEOAR) RICEINX 1-20F, +
DL 5 HEIZ, 30—45 777> T CMAP =587 5. —MKIZ 40%LL =D CMAP &g - mEDKT 213 H
iéﬁﬁ&%ﬁéhéﬁ,A@%ﬁ%ﬁéhf%b&ﬁ%ﬁf%.%ﬁ%%éﬁ%sz%@mﬂ\mm
Neurol 2004; 56: 650-661 72 &£ HR)

HE2 REREFENRER

BTN F ¥ RV o T 2=y FOBEFOERIZL - TE &4 U U LMEE MU FRE O 272 591K
1Y 7 LRI U R, SR ESEREE R EORRE L bR D,
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3) GEPAR buz—) IA b=—fEREE
BRI A b=— BRERTIA b=—, DIV ULAEEEIA F=—Na F¥ RNV 1A =) R ENRE
INd, BRENRTIA b=—, BV LB EHIL b=—Na F¥RXNVIA b=—) R EFEFI Y vkt
FIHME TR R & A — " —T v T HERBTH D, FRAEENT D OICH AR L1220 TiEhESs
=,

EJER
DOR%*RH B
=
DOz, @HDHVIOEFED D

O IAP=—%RHB 1) HBBHNF2)
1) BEERAICI A b=—H% (FRERS) 2300
(B 1)
ARG D BRINAE R A AEEBIE DS A H LD (1id lag)
FIREPBIBLBICHBEENARDOND (HEIA =)
PEANV—TRIBRSOE R EEFN EHPFERA LD (T A h=—)
BB, 34 P=—0OREL, BASCHEEES X T IIOREERLONL, BOFOZ DIV
BETERSTIAWVWHLDETIZEIETHS
MO LU COEE (R34 h=—) | ZEHTOELLEZRDAZLENHD BFIZHERMENZ I 4
=)
BUKRLCHETDH k?ﬁiﬁfé (warm up FR%e)
2) #HFBENTIA b=—RELZRBD D
RIEIT 10U T
r‘fmﬂ;ﬁ WEFAIET - HEGEETRD R,
Yua (KM A VT B O FIERN H 5
% B Na F ¥ RxND o BT 2=y FHAEWECL F ¥ FNVERFICREBIFRNLDERZRDSL (FE1)

OO

BroN2
FRREMES A ha 7 —
Shwartz—Jampel JE{ERE
Issacs JE{&EEE (neuromyotonia)
PEIR 27 (Pompe J7)

HEEIH

> KRS, ERMERTIA F=—EEmN ) U LAERMENERRE S =T v ST HEBETHY, —@ED
%ﬁ%ﬁ;%aﬁ"é LB D

> FIEK (NT 7 LRERER) 2RO ERNDHD,

> BV ULAEEEIAN=—Na FrRx A IFb=—)F, FEFIZHENIA h=—%FEF 5 myotonia
permanens. JEIRDEENT 5D myotonia fluctans 72 EICMG EINDZ ENH D

> —EMCETHEICBREOHNMETERTZenHD

» Short exercise test IZEREBMLETFN Na 2 Cl F ¥ rADOHEEICERE SIS (FE2)

H1 ANEBFEERNRER
BHGE Na F ¥y xbah 7=y OBEBEFOERICE-TL, &V U U LEE I ERE, B0 ) A
PR EAVEI R, S RMERENEER R EORRE 725,

£ 2 short exercise test
short exercise test IZERIEERI AR (5—12F) RIZ 1 HHICO-> T 108 T & ICEEHEEEN (CMAP)
EEETDH. ThEFET T 3EMITT 20N EE ThHhD (repeated short exercise test). & 51T cooling T T
@ short exercise test RCERIERZIMNZ 2 Z & CREBETOEMEENHLIBEFREREINTND,

(BRPRAR S 2001; 29: 221-7. Ann Neurol 2006; 60: 356-365, Ann Neurol 2011; 69: 328-40 72 £ &)

_26_.



“LZ“

BHEFR T v VIR O IR T L

BV T N

RIS AR = ol T T o v o eI Y AR
heo) h PMC Uz R HyperPP | DU FRE HypoPP
Thomsen Becker PAM
. CACNA1S
JE K& =T CLCN1 SCN4A SCN4A
Btk AD AR AD AD
FEIE R ¥~10 % $~20 % 0~10 5% ~10 % r~10 5% 5~20 5%
e | BL s AL 50 X 2
FEAERFH — i@ B+ ~ e e+ o7 ~ B FrFfE ~% H
skeo | R | EE~bsmE | pmEemE | DO UEE | e s i 2L
e T B0 B0 B0 B~ T
R 771X 4 h=— s TEE), . " TEH, EE, KA. EEE D
PHR wi B Y Y AER B, =i B YA | . ARLX
A =< UL %E L L ,
kAR EE) (warm-up H5) (paramyotonia) ’
7 e L o & Lagwn PEEE R
AR R I rhaE WX~ R + + L




1. H)0%R PEmEE
(MIM# 300257, Danon disease, LAMP-2 deficiency)

® ZWICERLBEY
A. BEEREYSE (B4 a,b A, ZEld a B, c-g [FBEFRR)
a. IEREF(IHERE DR IE
ETHEOFHETHIUVHERE FE & CK MiE
(UTRBEFmR)
c. XiEHMHEEEECEE IS
d. BEEEIT. BHEQ 10 BEARH L. R 30 AL Z L
e. KHLEFEEIENZ L,
f. m;&F CK B, EEMEESE(1,000IU/L LLF)
g. S ERTHREMLEZE L (fibrillation potential ®E#RIE MUP) B'ZEHHNBZZEN HD

B. LR (a,bl3E. c,d FBEMRR)
a. BCEBZEMREMAIBRM
b. ZRE LTOPEFIAVVIATI—EiENE
(BHEHCOMRBIEFERE)
(UTFESERR)
c. EfEfE L TOMBIEER (YAMATAY . HINITUNY F32D a2, ARAYY-3 3E) FIR
BRH TOREMBICLFEE)
d. (EFBEMEKECT BCEREZREAROEEENFE

C. LAMP-2 m&Hifi (a F7z(& b)
a. LAMP-2 &i& (SEMARLEEEEHOI280 70y MEST)
BUL. ZEHFITE LAMP-2 BT T .
b. LAMP-2 BIEFEE

@ RINITREKRE
B R B 5 A
DI NNF—PEF VAT —BE DR &
-fth DR EDFETE L CLVS D FHIE
FRIBF IR
-BEEBRZERERTMOIANT— #EEE 2 B RURR) B ECEREHIXEH
EIANTF— BENZEREFIEMEIFNT - HA KB RLBE

® BHiHFIU-
REG A Fkld BOSECL—HERELL. HD CEBETLD
FB A+BEBLTLD
RIRAICHEEFINGD. 1D CEBETHO
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2. BEECHBEHFOXEREIANT—- DiEE
(MIM# 310440, X-linked Myopathy with excessive autophagy: XMEA)

@ ZHICERLEM
A. BEEREI4EH (a-cBL7E. d-h [IBEFMR)
a. BRETHEOHRAETHLUMER
b. BXEHZNIHERE D FHEEFENL L
c. Bt
(UTI>SEMRR)
d. XaEEEEEFEEIMAEE
e. RAEFLIRER
f. DEEEPMEE T EDLEN
g. miF CK fEld. EEHI o EESE(L,500IU/L LLF)
h. 15 ERTHEMZ L (fibrillation potential ®ERIE MUP) KE2HHn3ZehiHd

B. ERR (a,bl3b7A. c-fIISEMR)
a. BECEBEREHF TR
b. ZRELTO7ELFIIIVIAT>—EEFEEOLR (BEHTOMBILFEEE)
(UTESEMRR)
c. ZRRIE L TOMMIEER (JAMI(Y, FIVITUAY . F3ZV a2, ARA) V-3 BE)
(B COREMARLZEER)
d. FEIEADHK C5b-9 D% (BRI TCOREMBIEEEE)
e. R HOEEEREOEREL (EFEME)
f BECEBSTRELOREE (SFEME)

C. BT
a. UMAZ1EEFEER

@ [RHNITAREKRA

B PR B 85
MDIANF I AT —BEDEHRE
FRIEE A8 Al

-BEERZERERTMOIANNT— HER 2 B ORURR) . H/ VR BROEREMHS
B RISANT — ARG RLE

® ZEhrIU—
FEEH A F2E B ODREL—AERBLL. M CEFBLT LD
BVl A+BZELTED
REE CERLTRiLH
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1. Danon @ BEFE#E
(MIM# 300257, Danon disease, LAMP-2 deficiency)

® ZHICHERLBREE
A. EREREIFE (Bi%d a,b A, ZEE a BE. c-g FBERR)
a. IBEXREFEIEREDHE
b. EiTHEOH NETHLVEHENHE
(UTRSEHRR)
c. XEHMEBRMEEEFRIIMAENS
d. BIEFERT. BiER 10 mAMD, ZEE 30 mEAMLHS L
e. HMHEREHEITEH B
f. ;& CK {Eld. EENLEESE (1,000IU/L LIF)
g. BRI THEMZEL (fibrillation potential P EIRIE MUP) i’ ZBHoN3eh'Hd

B. fiE#&AMR (a,bl3ZE. ¢, dFBEMR)

a. BCEBZEREFIFRME

b. ZEE ETOPEFIAVVIATI-EEGE
(BREHCOMMILERE)

(UTREBEMRR)

c. ZRRETOHMIRER (YAMAT4Y, HIATIAY, SIZV a2 WAL V-3 BE) FIR
(BRHTOREMBIEZERE)

d. (EFHEMEICT BCERERARMEEKRNEFE

C. LAMP-2 0zFHi (a &7zl b)
a. LAMP-2 &4 (REMERBILFEREBILEVIAYTOY MET)
b. LAMP-2 Bz FEE

® RNITARSEE
B PR B 5 A
MDA NTF— R I A AT —BEDFRE
IR IR S
- OFREOHTE LTSI ERE
R R
-HOERZERERTMmOIF/TF—

® ZWhTd)—

FERFl AFEE BOLBEL—AEBLL. DD CEBLTLD
gLVl A+BEBETED

_30_



2. BREECEREHFIXEHEIA)TFT— DEE
(MIM# 310440, X-linked Myopathy with excessive autophagy: XMEA)

® ZHICERLEM
A. BERAEY (a @A, b-fESEMRR)
a. BRRETHEOMNDETHLUMER
(UTFEBEmRR)
b. XEE M EEEEIMFME
c. FAEIT%IRHEA
d. DEEELMEEETEFEDEN
e. IfiE CKEL. EENMFEESE(1,500IU/L L)
f. $HEERTHEMEZEL (fibrillation potential ®EFiRIE MUP) B3 ZEh HB

B. fAERFTR (a,bl3HE. c-fIISERR)
a. BCERBEREHEIMmiRM
b. EMEETO7EFIAVIATI—EEROLE (BEHTOMBILREEE)
(L,L‘F(:;*%Fﬁﬁ)

EREE ETCORMEZER (YA 4V, FIVTTUAY ., 32V a2, ARNFYY-3 BE) FHI]
BRHTORERBILEEE)

d. ﬁhiﬁﬂ%f\mﬁﬁt C5b-9 mitE (BEREHmTOSZEMEILFERA)

e. FRRMOREENERE L (BEFHEME

f BECEBTHELOREEE (EFBEWME

C. EIGFHET
a. VMAZ1B85FEER

® RAITREKRE
B R B85 A
MDIFANNF R IA AT —RBEDFHRE
R MER R
IR RH A
-HOERZERERTHMOIF)TF-

® ZhrIU—

FEEF AFEE B ODBEL—AZ/EL,. DI CER/ETHLD
ELVEl A+BEBZTHOD
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BOEBZREIANTF-(3/ VK. BRI ECEREH X EHEIANT-) ORHEZETCORETER

B)UiR BEE

1) LAMP-2 OFEfiiz- 2T
1. S
Mgutt) OFELHEIBR (C-a)
2. A
HZHEBIZOWTIE IREBEIMET) ICEE (C-a)
2) BT IY —IizonT
1. A-b oi#iic & CK MfE ] %:EH (A-b)
2. FENICHEERN S H5E. LFEELH CK WEAHNIE (—A &z T) [8WEl) 295
(EWhrIU-),
3) SR bFIZE LT
ZREg A IR+ (C-a)
4) HREMERBIZONT
EERIRE L UCREMENRZ LD & L TR FMRE ) ZHIBR ERNTAEERR),
5) BRI REEBROWEFRIERZ DUV T
BARMICRSEL Zd (BEHhTIU-)

BRBCHEHBEMHI XEHEIA)TF— SHEE

1) ZEREEICOWT
ZHEEREE TH > T ARBORBIZFMLICR S T2, BUFITH D Z L 2 2WHE B IZER (A-0)
2w, MrEE b7 2 ) —2Em @EHirdJ-)
2) EERBYEE O LFHEEICOWNT
DFFEZ 27202 L 22BE B ICER (A-b)
3) HREFEMRBICOWT
BHIRBE UTBREMEDRZ L Sl U HREMRE] 2HIBR BROTRERRB).
4) BT & RBOFEFEAERIZOWT
BAEMNCRBA sl (BRONTASERSR)

_32_






BAFBHNFMEEME HIatHREETIRIIIEERE EHRMERESTIRITZEE )
O EHRVERIR BB S RENTSEEE  HHEPTEREE

R U A I FF— DB FRIR B R A
GNE I ARF—DBEFER - REREHT

wroeoEE K4 hE —=0
EFBIFEE K4 KR B D, BZE =i
1) () ESCFM - RERM 7Y v & —

MREE

NRRAVAIANNF— (BM) IERBEHIR SN EE X DD, EEM - MRERIE
B UH—OEFEEBRG LAY N B W EHIHC BV TYER L 72 BM 2R R % A-a.
HREEREEEBGOFRENH D Z L, B VI Bag—F oG BENH 52 L
XX C-a.COL641, COL6A2, COL6A3 BT EREH/TH I L&MW THZMmHL, BM
FEFIDOYE D LICE L DBRFEEREZHAO T HZ 2B E LIFREEZITo 70,

B 22 A 5 AL 2 4/ 3F — (GNE 2 A /3F—) (IZ2oW\ Tk, AFBITIE 200-300
ANDBENFET D EHESND Z E2W|E L TELR, AR CIE, 5IEHEEHAR
BEZFETHZ L, BEZENICBEHOIEE L WA BEEROERE L EETR L ER
RFEBEAZHALMIT A LB E LTHIEEITo 72,

BM6 5% 30 & D BE DK, B VIEL a7 — 7 %E e, COL6A1, COL6A2,
COL6A3 BB T EREIZOWTHIT Lz, ~T o#EAMEREN S FRICE O LN, BM A
D% TV ENCRIET 5, HEOBEHICEERGE (FhE. . 2EE) »’RBH6R5,
T X UARBERFTOEEN 9 LIZH Y (FHEHESR 6-17 %) . 2 b 4 FlixZh T 12,
35, 43, S3ETHITHRE T H oo, B VIE o Z —F o aERaix, 45520560
AR5 T SSCD Th o7,

AFRIT D70 £ b 212 4D GNE S ANRF—BERNGFET D, 24 7LD B, 2
Al RIERN 402 T LV (94.8%) & . p.VST2L EED 205 7 LV (483%) L&
% Ch 0 EEORHFL L BT MBI H o 72, RIS p.DIT6V ZEN 95 7 L1 (22.4%)
EDENoT,

RBEEI O RBALIFEIL, BM 258 0 BEAIERTHD L & bic, HHET LY LB
WZERTEfL T 5, BRCKD BM ErEETIE, BHEH VIR o7 — 7 U REEII RS & S
NTWNDR, AFFRFSRIE. BM OFRESE ., SO TRBEEROE Y & LICERE VI
Mas— o R EPESL O L ER LTV,

p.VST2L ZEENAF GNE 2 A F—HBEDT LILOKEEE H, EEDEHFMLE
HT D, T, BRKOBEICH L, RHBENEETHHHEM & XIET 5,

A BFFEBEHY COL6A2, COL6A3 ERTFERIZ L - THRIE
1) /\\\X I/.A‘:j‘/\o?:‘-—- ,a—-z)o
NAVAIANRF— BM) LUV vE R 22 FEFE [RA LA S A AF— L 20D

RIERMERFY A a7 c— (UCMD) 1. xR B OEREHRE ) I (FEEID 23,
VI Bla s —4F o %a— K95 COL6AL. 1978-2004 “EDESLIFM - FREEMIEE

_33_



A — (fEER) OfFFRER X OERFE
WrEBICE ST, UCMD O B F 4 E
0.4-0.8 (10 %) . BM X8\l & i &

LT% UCMD @ 1/10 BREIZ/2 5 Z & &k

£ U7, Lo L BoEREICR T 5 UCMD,

BM OBEHEENZNEI 0.13 (10 TTxt) |

0.77 (10 Ixt) &HEINZZ &b, K

D BM DEEHIIL-LEZ NV EBZ LI

%, DFEY, BM OBEDO NI, B

B A a7 4— (LGMD) & LT7 %
n—XhTWeY ., BETORRE RS

ZLRoTWAHINRD S LTI, BM

JEF OV E LBMBRETH D,
AFETIE, ZNHE TICHEE SN BM

BTl %2, YhEs OEBERH LA Y

—IZBWT, KRG, VIS —7 g

Yufd, COL641. COL6A2. COL6A3 EinT

BRAY V== 7T IR S L

JEGI S &, BM EFIOHE Y & LIZE LD

FEPRREE SR A LN T A L2 AL
L7,

2) FBELY B S EAA R AR TF—
BE Y 2R D BALE I AT —
(DMRV) (¥, GNE B FOEMHERIZX
WRIETLHEEBETHD, I TIE, GNE

FRNF— LTI A T E BRI N TV D,

AFEBIZBW T, BREIC Y T VBB R A

D% O FEERRBR O UEI TIThi TR Y .

TV VRS, AT H E NAHRBR BG4
HEHBEINTWD,
ZHETIC, AFRITIE 200300 ADBEE

DIEETHEHESNDIZ EEREL T

Too AWFFETIE, SIEEFHTRBELR

ETH L, BEFEOICZEIHEE L T
L REFEROEE EBETFERS L R

MEZBHELNCT A EEEHNE Lz,

B : WFZE 5k
1) RRA LA IFNRF—

WA SRR ARG LAY B U —BBM
EEZONDHIEME L EEIECHE L
7 b N 2 C ERERE R & fjAT L7, fhH D
B W= R, PEEEEIC BV TER L
7EBMZIIEMETH D | BAEMIZIFA-a. B Y
BIRBEEELROFEERS 5 Z & B-b.VI
BMag—4F o aEfeiyg i

C-a.COL6A41. COL6A2, COLGAZEIZTER
PHTLHZ L E LI,
2) GNE I A 3F —
BEMBREILIIEEH LIV ZS /7 A
DNAZHIH L., o F—kicknaex
IR e b UVER
FEIBDY — 7 = APEET 77,
WHERBREAERG LR U —2BiT 5
BEEREBERICE SV TEE R L FHEA
OB % fRHT LT,

(fHFE~DELRE)
ABEFEHEICBNCERT AT XTOE
MR, ARFICY R GEEE S TR
BEZT 2l e mEOsERIZET
HAEHEE] FAVWTA Y T4 —L RN a3
U NEETEY ., TR - iR E OB
BH & IRRIERR ) ZEBE LIeFsE~ DR
RERNETENTWS, 72, BRIER
AR5 BICiE, EEATREEA L ST BETF
DIFEROHEHR D, BETFEITIL (B M7
J LEATHFZEICEE 9 A dEEEt ) AT L
7o ECHIT &N D, BITIEREEHTHIC
Hl-o CIELAE Lz ECERT 5,

C: MR

1) RRAVAIA/RF—

(6 K&, 30 4 DNGIT]
FHR1LICIESLDEENBY, 24 TE
¥t VI Bl o 5 — 5 S i Yo i | A R e A
BrEA/KIE (SSCD) ThoTo, ZDFEFRD
1 4 TlZ. genomic DNA % /= COL641,
COL642, COL6A3 AT BN T,
COLG6A2 EIEFIZ ¢.1053+1G>A RN ALH
=Tz,
FR2IWTIE3IHDEENEBY, 1 4TIX
BAEHRS VI Bla T — 7 LB e IIER T
H V. COL6A2 & {6 F 1T c.1861G>A
(p-Asp621Asn)~T HHEEHERPRH SN
7o

FHR 3T 44 DBENPBY, 24 TH
¥fp VI Bla o —F U St X IEE Th
S 7M. 3 & TlE COL6Al &= T IZ
IVS14DS,G-A,+1 ~T a A HE RN RLH
T,

FHR AT 9OLDOBENRBY, 1 4TiX

_34_



B VIEL 25— o Y13 SSCD T
BT, 5417 COL6AL F&IT 17 ¢.956A>G
(p.Lys319Arg) ~7 0 EEMEL RPN AH S
N,

FRS5ITIFE3IAOBENRBY, 1 4TIX
B VIEL 25— g3 SSCD C©
HY ., COL6AI BETIT c428+1G>T ~T 12
BAMERENRAH SN,

FHR 6L 3IHDBENREBY, 24 TiX
B VI o 5 — 7 4 Y a3 SSCD ¢
HoTe, TOFRFZD 14 TiL, genomic DNA
& BNz COL641, COL6A2, COL6A3 &
FRETCERIIRH SN -T2,

[ERERAEIR ]

FEIEFEERIL 343 M E THOA L7=Dd, K
S DOBFNIFFERIN S /INER T o 7=, WI1%
FEMR T, FALAS ORF AR T o 2 BAE R BN
e Ch oz, BEMEE CICEEMEE
PO, HREALT TR, M., 2B
HThH o7,

9/30 &4 TT ¥ VARIEENOBEENRH D |
EZ6—17mTh o7,

1 4% 43 B CMAREE L oo 7228, 35,
45, 53, 54, 69 B CHMAFEETH -7, 1
FRTIIABESA LN, BEERHESS
N LREOR 2338 A3 78 D> o T2,

2) GNE I F/3F —

2124 DEE CGNEBGTEREZREL
Tro 424 7LD OB, I AU RAEEN
402 7 LV (94.8%) EEHOHTWE, ZOH
TIE, p.VST2L RN 205 7 L)L (48.3%)
EHOKREZTHY ., £2 p VSTI2L BENE
HohEW) EEEORER LHEELTY
72 IRIZ p D176V ZEEH 95 7 L L (22.4%)
EEDEhoTz,

D: Es
1) RA LA FNF—

BM I, S HIZRIET B H3 L3,
BAFREFOHREL B D, BHRIZETTS
INLFHEA DFF R T & i ZEME, &
HICEgME (SFHE. . 2B 25889
bhAHZ ENEBETH D,

AEFFE TR E Lz BM30 flo 5 5, I/
JEE7 % U ARIEEM OBEEN 9 FllcdH D
(FhE6—17m%) . 2 b 4flixzzhEhn 12,

_35_

35, 43, S3METHITRIRETH D Z L1k
BINTe, Zhik, REORBIFIER RO
M. HAKT L0 b EHICEEE(E L, BM
B5E D) FRMERTHD Z L AR LT
B,

BM . COL641, COL642, COL6A3 &fx
FO~NTaEEEERICIVRIEL, EHE
B E & D, UCMD b EIHERIC KRS DIE
BlI~T o EAEMEERIC L > TRIET S0,
KIEDEERIT de novo TH5D, BM Tlk
UCMD & #7220 | il VIR a 5 -5
IEREATRENRWVE SR TS, L
L. AHFFE CRETRI G & LT 6 R D 9 B
2ERTEVIE 2 S — 7 a2 — 1%
EETHoT=HbOD, 4 FFHRTT T SSCD
Tholz, BKED BM ZWFEREICIZ, B
VI Bla o — 7 b IRk an b b &
WTWAD, I L A2 EEICIL,
PR RORBOHOREBEE DTN D,
B VIR 2T — 7 il BM O
WREE ., VIR RADOERZEG DY 0
BLICHESYDEEZDBND,

BM & UCMD i, ZNENNEIE, BEIE
Oy & 725 VI MaF—77 B I 4
F—ART NTLEHRLTND, DF0,
MR BICAER R BT R L, ~T aiEs
P EPERENDEDENTE TN ENES
SThHEWNEASS,
2)GNE I # /85—

AFIZIT D72 < B b 200 A LA EDBEN
TENCHFET A ERHLMNE R oT, &
NETORE & FERRIC p.VST2L BE K B
BHEETHoT=, £72, pVST2L BERE
HoMmenw) LEEORER LHEBL Y
DI EEFHLMNI L, Tt BCkDEA
FITH LT, REBF I EE CTH H AN
BHDHZEDEBEDO—20EFHIRUN,

E : #&35

BM (. $hDEICHIET A B340,
WR R BEERNE (. M. 2EEHE)
NRDOOND, BEHOLEMNET BM
B8 ) BB IER CH D, VIR T —4F
VIR T SSCD A D Z LB Y BM
DZWHITESIHEEZ DN D,

AT 72 < &b 2124 D DMRV B3



