Hﬁﬂlﬂﬁﬁ{ﬁﬂ I A /XF— (Oculopharyngodistal myopathy) PR

W R 7R R
A, BEERRYESHE (actMZE, d-fIZBEBRTR)
a. BB TELZETD
b. BIEEHOHIET - HEHEET S
(P EmIR)
- BRETHETH D
- SMERTRRE, BT - MEEEZETD
CEREREROFERERDLIERH D

B. —HRAE (a 1L472H)
a. M CKEIZIER A bRE®E (1,000 IU/L LATF)
(LLFIEsERR)
- $HHERCHEMEZ L (fibrillation potential R EIRIE MUP B3RO NEZ L0385 D)

C. BT R
a. FFELY A% O FhRiE DT

ORI~ EKRE

FR PR AR 31
CEUFERLUEDSMOBERE (MOEMEI AT —2EE)
- IRWAEERH A b7 4 — (OPMD)

P B O R
- EELY ER A kIO I AT —

BT ) —

e =4 A+B+C W= TH D
BVl A+B ThHDH, CEWMILSARVDLO
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% DRDOFATL I FF—BWr R

FZOMDEME I ANRF—IRERBEFORESN TRV LDEED T, FEOBERH D, T 2T, LM

REBBIEDPHE Lo2b 2 bDEET M8, 4%, REMESLHENEDY 5 2Rt bd D, £, ERMEI AN
F—R EQRB TR, EFHER L. BEUMIAIATF—OBEKREEZ LY 522 LICEBENLETH D,

Distal anterior compartment myopathy (DACM): P27 =L U U RIBIZ L B, BERBBRIZSGRIZEB R, F
FRETE OFH AL A TREN D, AR, DYSF

Non-dysferlin distal muscular dystrophy* : AR. ANOS/TMEMI6E

Welander distal myopathy*: 40 fREABEIZFIE L. FHEMBH OB KT 277, AD, 2pls

Tibial muscular dystrophy (TMD)*: RSB HOH KT ERT, AD. TIN

Early-onset distal myopathy*: /NEFIE CHIEERH « FREBHHES L OCEBEGHOH VKT 2777, AD.
MYH7

Distal myopathy with CAV3 mutation: HERIE CENHOHIETERL, BEFIEREETHIZ E8H B,
AD. CAV3

Vocal cord and pharyngeal dysfunction with distal myopathy (VCPDM) *: FE#qk L ONMABER /1K T 27R~9 AD.
MATR3

Distal VCP (valosin containing protein)-mutated myopathy*:/33 = v MFi & BIEERIEERIZRAELZ £S5, AD.
VCP

Distal nebulin (NEB) myopathy*: /NE» BFHERAFRIE CRIEEHOMIET%27~7, AR, NEB
FRERRMENE X A 3F— (myofibrillar myopathy) @ % AD

Z DA

AD: HREKEMEE, AR BRAESHMIER, * KR TEERFE
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NRR U A I F/3F— (MIM# 158810, Bethlem myopathy) 52HfTE:YE

©ZUTICH AR
A, BEIRBYRHE
a. WYOEEEEREZIIMRE FCELEAERLEBEOH H D)
b. EI/NEHIRE GBE 200 b)) (FICHARESNH D)
c. BHETHEOERE - WESENFHEN O IR T & & OFh ZE#E
d. B2 b 0B R (F I~V isfeaMeass. Mg, L)
(LTI EmTR)
- 50 LR IZAITREEL R DB Z W
- BEE LIZLIZAHET S
- MiE CKEIXIEF b BESE (1,500 IU/L LLT)
- SHHEX TR ZE(L
C DREAREENR A & LA BFE & K <

B. SAERPTR (ZEFHR)
a. WEEREEA 2 M4 O B MR IRIEZE L
b. $aE Y6 C Collagen VI £% (F#iEFRENKESLHMAXERLE) 20028305

C. BlaFHMRE
a. COL6AI, COL6AZ2, COLEGAEBIRFD~T uBEAaRER (FNICHAEEERELITEE~T nEaMEARD Z
LB D)

[ JE N N T
- B X Y BAERE A kT AR E (Emery-Dreifuss A bu 7 0 —72 )

@lih T =Y —

WEF A+CERmEZTHD
BVl A+B 2T L0
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Ny vk Jﬁ (MIM# 254090, Ullrich disease, Congenital atonic-sclerotic muscular dystrophy) %é‘léb‘?ﬁﬁé

@ INITH R 2R
A, ERPRAORHE
a. B OELEREE IR T
b. £ THRE 2 XL R EIRE
c. BRIETHEOEMRMER 7T - HRRIET I L O ZEHE
d. EACBAEtME CGFHERIE - %4, IKBIE - MBS iMME GEMICRARVWE SN RVWEBEDZ L H D)
d. B BEHRME (R, fEHFES. 2. MERH B
(UL FIEBERTR)
LR VIR AT R E LTEUTOL b0 b b
SERVERX BAE E
R
B2 & ek
FERgrad R
HR T T R
R e
R 5 KT
- iE CKEIFER 2 b\EBM (1,500 IU/L LA F)
- SHEER TR RMZE L
< DRIEC R & O LA PHEE K<

B. ARKTR
a. fEPERRAE A & 0 O 1B R 2L
b. fE Y C Collagen VI O &XE, HMHEREN KB, FI3Em KB

C. BEZEHMRE
a. COL6AI1, COL6AZ, COLEASELFDRETHEAELIFES~T uERRER, Fii~T oiEsfilER

@[/ REEE
- BH X 0 BEEE SR A (Emery-Dreifuss B2 b7 4 —72 &)

BT Y —

HEF A+B+HCEZRMIZTHOD
BV A+B T H 0
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‘?@E‘X U] %B@ & ﬁf‘ 5 ﬁﬁtﬂ I F/NF— (MIM# 600737, Distal myopathy with rimmed vacuoles: DMRV)

DU

PRWTICE 7R
A, ERARAIRE

a. WYEELERERE 23S

b. ETHOHIETI L OHEH : sl EHOKIREGHE., KNEHPE SN DB REBMEERIZZL I3RS
(LATFiEs B R
CRIEFERIT B RIS 0 BETHEN
- 5~20 EORBTHITREEL 2D Z ERE W
- M3F CKEIXIEE 2 b ERE (1,500IU/L LLT)
- HHEER THEMZE(L (fibrillation potential REIEE MUP AFBH LMD &13H D)

B. SARTR (a l3HBA. bfIZBEFHRRL)
a. TERY Z2ha £ 5 ke
(LLTEBBER)
CBERVRIERG Z DR
- BRRHERN DOB-T 2 u A NILE
- FRRER D o R R MR AR
1S R RING - i)
(BFHEWEICTC) BEITHBEND 15-20 nm O 7 4 5 A MRE A E(tubulofilamentous inclusions) DFEFE

C. BEFHRE
a. GNEBGETOFRTHEARELITES~T B TER

ORI~ EIRE
R PR B S B1)

- FRR IR AR
975 B R O B
- BERY EREERTMO I AT —

BUTHT =Y —

HEF AFEREFIBOYREb—FHEML, »oCEMETHO
BUWEl A+B EWITHD
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Schwartz-Jampel 7% 1 B2l E e
I TIEHER

D@%RDH 5
=

OOIZmz, @FEIT@EFED

OHEmE =& ﬁbw~% WD, 1) HDHWE2) .
1) ERIREYIZ F=—8% (HREHSR) 2R 5,
ﬁ%%®&%ﬂi5%¥ﬁm%ﬁbé
R OUHEIZ KX 5 0 &R 6ﬁt§%%ké
2) S ER CHARER CERIY 7 B BRENENL 2 FR
ﬁ%%f@ﬁ%&<ﬁ<ﬁ%#é%&& ﬁ%*wmﬁf%éo
@ TR D BT %2R
BHE
KB &I O JiE i $AE
/INTER
FHO®R DA
REHE, B, HERm AL
O AR DOREYBETR—)V ) B R T EDRIBE D
(% . AR EET RIXARRME D RK/NRE, NTERHE A% %%ﬁ%ﬁiﬁﬂ%—%ﬁﬁ
e D, BOKRPARFEILEIZ 471ﬁ%umwgﬂé )
@/\‘—71/717 /l_.'fl\'% \—%E%wu
SEHIE
« BIETIHOH, £ <X 3 BALE TR NS,
- FRZTRONTEE ST S,
/NERER
/NSRIE
EAM &AL
FERAL

Schwartz Jampel JEEREEIZ, 1 9 9 74T Giedion HIZ LV EGERAENS 1A, 1B, 2
e ﬁénfmtonxleiﬁrfk¢of PR SIVTUV A, BIRER XA 13
L/l/\o FREMR & B, BB RE 2 S0 L. WWIEHEGEE 29 5 2 83, BifE Tl leukemia
inhibitory factor receptor (LIFR)&E{xFAERIZHER T % Stuve-Wiedemann JEMERE & [Fl—
DEBEENLTND
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HREFT v r/VA & T OBERBICEE 22l vE

1) BEEERD U w7 20 E 0 I R
2) BEMELY UL (EHY TL) MM R
3) GEVAbrT ¢ —1f) IA4 b=—JERRE

Rk 25 FE EATEE  EHEVMERETURITIESESE
T/ D BB YER R BT B9 DA A AT ITEE

(Frk 2544 A 15 B AARERFEESER
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1) BARHEEA U 7 2o Sk I e PR

EYEL S
VOOWzEALYDHZ L (DPHEREZ—MLIAMILIRNEGEE, @%BHLI L)
T =
QO A®HLWIZOZERDHLE L (DOHEEZ—H LM SR2WES, @OZRBHLI L)

O UTOT_RCOFEEEHORE BHET) BE2ETH
EiRiTIEA
FEAEREMLIE D U 7 LIRE DS FARMEMEE RS
ML AR - WE T AR S ey
FAERHGIIFR D | BRRE
FEEIEED D BEICHET S Z 820
BMUWEEBIRORE, BRKMEBBEHDWVIEA N LVARHER ER-TRIERD D
FEREIL 6 R0 D 20 7%
FOEBRINIE, FETR CK EF 2B
HFEXTIA F=—HEERDRN
FEVERIK AT Prolonged exercise test (GEENFER) TIRIEOIMBHSEZRD S (E1)
(FREL AR O BRI N TE TV ARWEAITITER)
B ERMEEEREORERER & 5
BERGE CabdWENaTF ¥ RNV o 7 2=y hOBBLICARBERNLEREZROD (F2)

Qe MO

BRobelr  IRMEERD U U APEREHAVET R RREL O JRIA & 7R D T ERIR B O EEBSZE
PR IR RE TLAEESE

TV a— )LEER

K BEPEOFIRE] By (HE) OfRA

JFEFRMET ) K AT 1 L fE, Bartter JEERE, BMIREMET S R— 2

1&ME TR - Mg

ZERIH

ZHEF B AER BB N D E RS, BEERRREINDZ L18HD

RIEND OEEHNIZIT LAMBEY ) U AMEA I EEETRT I LR D

BV U AEEEATEI R LSRR R EORRE T EL . FFRbLEW

REMRINCETAME T 2RO RO R— I THICREOH NETERTZ NS D
HAERIIZE O OICSLE TRV, ZEJE, tubular aggregate OB LNH D

BRI 2 A 7L UTED U o AMEEEWE U B ISR, BREFE 2509 5 Andersen-Tawil JEEREDS
H5 (FRBETIE. AREERIY VAT v RL)

VVVVVYVW

71 Prolonged exercise test (Z-DUNT

BRI 70 BREE S8 VEHE RSB 22 VW MEBI Tk, Prolonged exercise test IC L AMEOHENEHATHS. EF
MEEER (16—45 T LI 3—4 OEWMREZ AN N b, 25 MOAR) BICEINL 1-2 58, £0
%1% b 2T, 30—45 Tl > T CMAP %#iékd 2. —fXIZ 40%LL E> CMAP 1Rig - BREOIK TR H 58
ERFECHEESNDD, NEEPEREINTRBYEELZETS. (BRHBRAEIES 20015 29: 221-7, Ann Neurol
2004; 56: 650-661 7 & & HR)

E2 ARBIFEARER

BB Na F v KV o 7 2=y NOBGBFOERIZL - TEI AED Y U AR RRE O 4572 63 &
7 U T DVERE MR Se R S EGRIE R EOIRE & b2 D,

_24_



2) BRI Y UL (EX Y UL RSB

TIFHEE
DOOR@%EED L (DDHEEZ—H L I2WEE, @B L)

TS

QOBMAO®H 2 VIZOERDH 2L (DDEBZ—H LML S20EE, O8I L)

O UTOT_XTOREEROME (fHET) BELET5

Rk TIE

FAERFMIED U U LAREPEEH D WVITER 27T

FROR S - BT B IR S Au7en

FEVERFTITEL 10 437 LRGSR E

B, R Edmu ) v LABEOER, ZEHSVILZE (RF) PERERTRIERDH D

@ RETIIEET
@ FEIEMXENITEFEHIET 2D 220
@ \z‘%:»—% 2B 1) BAHWNI2)

®

®
@

1) BRERMIZIA h=—8i% (HREHZR) 2805

(E A1)

ARG ORI R (AR B IE A 2 H U5 (1id lag)

FHEEBIBESTRZICHERENROLNS (EEIA =)

DEAN— TR E R EEM EHPERRSND (T4 h=—)
B, A P=—DRBREZ, BWFOIDLIEVREETRIOZIILWVLDOLH DS
ﬁ@ﬂbf®%ﬁ(ﬂﬁ‘ﬁF:w) BETOENERDDIZLNDD

2) f%ﬁ%%.f j_}\ﬂ‘_ﬁff':ﬁ%fmu

FEAEM R EAZ Prolonged exercise test (fﬁ_@ﬁfﬁﬁﬁ) TIRBOWRAZZBO5 (FE1)
(BRI ER DBEIREVBE N TE TOVARWESITIZHEA)

YR MEE B R O FIRED 5 %

EHRHENa T Y R2LD o P T 2my POBEBFICARBRENZEREZEDD (E2)

ERo2W TRV U v AR ORI (KRFHEORIRIE, 72V p, BARERE) BI W
MOIA P=—%2 BT 2RE @BREETA bo 70 —REREIAF b=—7R )

S EHFHIH

> HRMARTIA b=— BV TLEEEIA P=—Na FrxNVIg4 b=—) EERPL—N—TF v T35
BRERTH D, TNENDOR - R 7 Bz >0 CldBiksE,

> RIERICHRE-EI LB D

> FRBIENLOEEIET LAMED U U AMEN—HOIUREZRTIEND D

> KD U U AVEEPEI B ROEIC LSRR REORREILERLS . FHELE,

> BEMKBICIIHETZ2B020WA K ERIIROZL0™H 5, —HICETHICREDH KT 2Rd
ZEMBD

> BERERBEOOIZHLETIERWA, ZHE, tubular aggregate ZFRHAHTERH D

71 Prolonged exercise test {2 DU T

BRI 72 BREE 38 VE DS HEER H Se 2 W E BT TlX. Prolonged exercise test IC L AMBEOHENEHATH L. EiF
RIEEN &R (15—45 R L2 3—4 BOEWMREEZ AN S, 2—5 oEOATR) BT 1-20E, %
DO%IL 5 W, 30—45 312> T CMAP #ii8kd 5. —MRIZ 40%LL LD CMAP #RIg - BREDIK TR H
ZHEERELHESNDD, AEEREHINTRBYEELET S, (ERAEAERES 20015 29: 2217, Ann
Neurol 2004; 56: 650-661 72 ¥ &)

E2 AREHRNLER

BHHBENa F v RV o 722y bOBEBEFORRI L > TR &0 U U SEE I BRE O A 72 b
BV T AUEEEAVE B, e R ERRE 2 EORR & bR D,
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3) EVRbrT4—MH) IFF=—iEfEE
FREIA b= BREANTIF b=, BV VLEEEIA b=—Na Fr x4 h=—)REDRE
Ehd, BRERTZIA b= DV ULEEMEIA F=—Na F¥ RV IF h=—)R @D U UL
JEEAVE R & A — =T » T T KRB TH D, FRE 0T 2 OWH 252 SiCo0 Tidhligs
=3

I FIEHEE
DOR%RBH B
W=
OOz, @HHWIOEREDD

O A P=—%FDD 1) HBDHWE2)
1) BRI A b=—H5 (FREHRZ) 2580
(E4)
RS D FRINKEZ AT EBE R A 615 (1id lag)
FHREMIBoERICHERENT DO OND (EEIAF =—)
BEAN—TRIEHROER 2N EHIGERROND (T4 h=—)
BB, I = OEERR, BARCEEEELZ ST IOREERLONL, BOHOZ DX
BETERISEIAWVWHLODETEEIETHD
UKL COHEE (R34 h=o—) , BATOEAZRDDHZ EB3HD (BIoLRKMENRZI4 b+
=)
YR L THETSHZ LM H S (warm up FRE)
2) $HHFBEMTI A F=—EELRDD

@ FIEIT 0BT

@ HUENIIBIET - HEEEEDR,

@ HLEEEEED D WVITHERBOFIRENH 5

B BHEGENaFYIALD o FT 2=y FHAWNECl Fr RVEBETICAEBSERNSERZRDS (FE1)
KRS LI

FREM A ha 7 —
Shwartz—Jampel JE{ERE
Issacs fEfERE (neuromyotonia)
FERE 28 (Pompe )

BEEIE

> EFIZ, BRMEARAZIA b=—dEmA ) v AERMIUERE E AR —T v ST RERTHY . —EED
ERIEEZET DR H D

> WER (T LARREE) 2RO ERH D,

> BV oLsEEEI A h=— (Na F¥x I A b=—)iF, FEFIZENIA P=—% 275 myotonia

permanens, JEIRDOZEENT S myotonia fluctans 7R IS ENAZ ENH 5
> —ERCETHICEEOHIETERTIERH D
» Short exercise test IZEKEHEFN Na 2> Cl F vy XM OHEEICHEREEINS (FE2)

H1 ARRERRNREER
BHHE Na Fx¥ RV aV 7=y NOBBEFOERIZL>TUL, &4 U U LEE LR RRE, E0 U v A
PSR AVE DD R R . SE RMERREE AR REE 2 K DRI & bR D,
2 short exercise test
short exercise test [FERFRIEENER (5—128) BIZ 1 wEIChz-> T 10 B T L ITESTEENESL (CMAP)
BEET D, I EFT T 3EMEITT5DOMNEE Thd (repeated short exercise test). & HIZ cooling T T
@ short exercise test CHRRIEREMZ 5 Z & CHREBEFOBEMEENHOIBREFREBE SN TVD,
(BRARMRAE TS 20015 29: 221-7. Ann Neurol 2006; 60: 356-365. Ann Neurol 2011; 69: 328-40 72 K& 0&)
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- LG -

BAEFH T ¥ RV OB H

AV U NEREER

RIS A= ool TSR by o s 6 ) 0 At
b= o PMC VU FRE. HyperPP | DUz R HypoPP
Thomsen Becker PAM
N CACNAIS
R K& =7 CLCN1 SCN4A SON4A
B AD AR AD AD
R B~10 &% B~20 & 0~10 % B~10% B~10 % 0B
\ FE AL " L 50 50 B
RN % e T BT~ B | B h s | BER~ET
keS| e | wms~bmE | pmE~mi |PPL DO mmeem i 2L
R T D B0 B0 T ZT
e N — - TN I 0. EA. RN, ERED
DFHH ! H U 7 KEE FEE S B ) P LER 2k, A BLX
Fh= < AL W L EIL ,
wxtT AR ES (warm-up F42) (paramyotonia) |
& ERH 2L Zo&x Lgn g HEEE
I~ BE [ &R B~ EE n " L




EFBFFERME  BIRER BRI EE

BOoERZRE 7\1‘/\?*—0)%%*@{/\5@4& LW EEIER DT D DOBFFE (FRL 21 FEE)
T EHR R BICEI T IR SEEE (ERK 24 F£E)

1. 3)V%R EZEEE
(MIM# 300257, Danon disease, LAMP-2 deficiency)

PEICHERBEH
ERERAYSH (BiEX a,b ibZE. ZiEE a ZE, c-g B EMR)
a. BAREFIIHEIRE D FHE
b. #ITHNHHETHLUHERE £ & CK i
(LIFRESERMR)
c. XEHEEBEEGELEMSEE
d. BAEFEEE. BIEQ 10 AL, TR 30 mMAMLH L
e. MEREFICEH S
f. ;% CK{BlE. EENMoEESE(1,000IU/L LATF)
g. St ERTHIRMEZEL (fibrillation potential EIRIE MUP) i'33Hon 3 eh'$Hd

> @

B. fiEATRE (a,b3%E. c,d FBEMR)

a. BCERTEREH iR

b. ZERE ETO7EFINIVVIATS—EiEN
(BB TOMRBIE2EaE)

(UTESEMR)

Cc. ZHELTOHFMEER (JAIAT/Y . HILITUHY, S3IZV a2, ARA) V-3 5E) FIR
(BB COGREMRELSEE)

d. (EFBEMECT BCEEZRABFOEEENEFE

C. LAMP-2 &l (a F7=l& b)
a. LAMP-2 &kig (GEMiteFEe (i@ll&/?ﬂ)hﬁﬁﬁ)
BL. ZHEHITE LAMP-2 BT P
b. LAMP-2 BInF¥EE

@ RINITRERE
iR PR B 85 A
MDA NNTF—REH I AT —BEDFHIRE
-t DRE OFEE LTSI FHE
TRIEE R A
-BRERZEMEERTMOIA T HERE 2 2 RUNR) . BREIBCEBEFIXGEH
HIF T - BGEOZEREFIEMBIANT— ARG LLGE

® LuinTIU-
BRI ATl BODLEE—HERLL. 1 CEBLTHO
BBl A+BEBETEO
RENCREEHINBHD, 1 CEBLTEO
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FEAEGBR AR HNE BIRR B RITIEEE

HOBERZERME I A F—ORBEISHE L BB EEER OO DT (Fk 21 £E)
A OBIAMRRRICE T DA IR (R 24 )

2. BEEHCEREHEIXEHMSANT— LHELE

(MIM# 310440, X-linked Myopathy with excessive autophagy: XMEA)
® ZHICHERALRSE
A. FRERMIYEH (a-cFZE.d-h @3BERR)

a. BRETHEOFHAETBLUMER
b. BXEH2 IR D FHEEFDEN
c. Bt
(LLIFIFSERR)
d. XEHMEBEEFIFIMSE M
e. FAEITHIRER
f. DEEERMEE TR EDEN
g. ;& CK {Eld. EEMBPEESE(1,500IU/L LT)
h. $tEERTRERMZE L (fibrillation potential & #RIE MUP) B’ EEHHNB TN HB

. BAERAR (a,b BBEAE. c-fESEFRR)

a. BCERZEREMAOHRH

b. ZRIR ETOFLFINIIVIATS-UEEOLR (BHREHCOMBILFERE)
(UTESEMR)

c. ZRIE L TOHBIEER (YAMITAY, $ILATUDY F3ZV a2 ARAYY-3 BE) ]

(BB TOREMRBILZER)

d. BEEADMHK C5b-9 OiLE (BRH TOREMRBILFELE)

e. HiRHOEREEOERE{L (EFBEMIR)

f. BECERZRELOEERE (EFEME

. BEFEET

a. VMA21 BEFEE

BRI RERE
B PR B 85 A1
MDIANF—REFH I AT —BEDFHEKRE
FRIE R A SR
-BCERZEREERTMOIANT— #EKE 2 BORUAR) . 4/ V5. BEDZERZHD
BRIBIIANT— HARHREGE

® ZihTd)-

FEERM AFE B OLREL—AEBLL. DD CERZTLD
LIl A+B EHERETLO
REE CEBLTRIEH
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EESERFMEEMEIE ERMER BRI EE
H BRI AT —OR BB AR & 2R EREER O - O OMF5E (H21- 85— %-172)

1. Danon & EoBTE#E
(MIM# 300257, Danon disease, LAMP-2 deficiency)

® ZHICHERALEH
A. BRIRHIEE (Bt a,b A, kR a WA, c-g FBEFR)
a. IEXREFEIREDHE
b. ETHEOH HETHLVHEMR
(UTRBSERR)
c. XEHMBITEEFI A MFAEN
d. FAEFERD. B 10 MDD, ZIE> 30 MANOHEL
e. FHBHFEFITEN S,
f. & CK{EZ, IEEhLEEESIE(1,000IU/L LATF)
g. $HEHERTHERMEZEL (fibrillation potential ®&E#RIE MUP) i'EBHodZen'Hd

B. iERAR (a,b B, c, dZEEFRR)

a. BEERZEREFHIHRM

b. ZRELTOPEFINIVVIATS—EENE
(BB TOMRBIEZEE)

(UTR>SEMR)

c. ZRRETOFMBMIEERD (YAMT4 FINITINY . 532D a2, HRAYY-3 BE) ]
(BRI COREMBIILFRE)

d. (BEFEMERICT BCEEZRABOEEROEFHE

C. LAMP-2 OFHii (a &7zl b)
a. LAMP-2 & (REMBICFRBITEIIAILTOY MET)
b. LAMP-2 B FER

® RINIREKRE
B PR B 85 A1
DA NNTF— R IA AT —BEDFH R B
RRRRIER S
- DFREDHETE LTS ID FFIE
FRIEF R R
-HEEBRZEMRERTMOIA) T

® ZEhTdU—

XSG AFEE BODLLEL—AEB/EZL. MDD CER/ETED
EELMil A+B EEIZTLO
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SEE RS AR BLARIIEEE
BE&RZEat ﬂ‘/\?:_®r$$ﬁiAE’§4k ST EEYEVERR D 7= D OBFZE (H21-EEie——i%-172)

2. BEIBCEREFIXEFMEIA)TF— PHEE
(MIM# 310440, X-linked Myopathy with excessive autophagy: XMEA)

® ZWICHERLEY
A. BEEREVEH (alEZE. b-fIESEFRR)
a. BRETHEOHNETBLUHER

(UTEEERR)

XE@ETEEE&E(JM%T&

c. RIEEHIR

d. IDEhEE‘bﬂ] BEE T DG

e.

f

4

mi&E CKElE, EEhoFEESE(1,500IU/L LLTF)
s ERTHREMEZ L (fibrillation potential & RIE MUP) B'E2shon 3 EhHd

B. iFERRE (a,b @A, c-fISEMR)
a. BECEREREHEIFHRM
b, ZEREELTO7EFINIVIATI—EEEOLE (BEHTOMEBILREE)
(u‘Flif‘*%FﬁE)
ZTREFTOFBIEER (YA T4y, PV 32V a2, AINFYY-3 E) FI]
(ﬂ%anfd)ﬁr%ﬂ%&ﬂ: )
d. FIEADMHEIR C5b-9 OitE (BB COREMBtZEE)
e. HiBHOREEENERL (EFHEME)
f. BECEBZRIELORER (EFHEME)

C. BiEF@EM
a. VMA21B8IcFEE

® RN ITAREKE
RS 5EAl
MDA NTF—PHI AN —BE DK R
IR E RS
R A B
-ECERTERERThOIA)IF—

® BuinTIu-

FEEF AFE B ODBEE—AERBLL MO CER/ETLD
BVl A+BZEZTED

_31_



BERERZEREIANT- /UK. BRECEREA X EREIANT-) 0OBHEETORETRE

N)UiR BEEE

1) LAMP-2 OFEfHIZ ST
1. SBEHEBREF
[Gufa) OFEZHIBR (C-a)
2. R
THEFNZDOWTIE TREFZIHET) IZEE (C-a)
2) BT ) —izonT
1. A-b OFE#EIC & CK ME) %80 (A-b)
2. FIEWNICHEGNHDEE., DEELE CK MENAHNIT (—A =) TEuwpl) 95
(B#hTIV-),
3) SEEBEFICE LT
ZREB 2T (C-a)
4) PRREMEREIZ OV T
BERIRAE L U CKREENRZ L E T L MR EMERE) 28R BRAITREERR),
5) BRI RS RBOFHEZREINC OV T
BARMICERBAL 258 (b TaY-)

BEECERESS X BHEEIA)T— BEEE

1) ZHREFIZONT
I RRE CTh > T ARRBOBBIIBMHICRA 720, BHFITH 5 Z & Z2WiEEIZERE (A-c)
ZHHZRBWTC, REZ ob 73V —%EM (EEHhT7IV-)
2) EEPREVFFE D LIEEIC DWW T
DFEZEI N L 22 BEE ICER (A-b)
3) MRREMEREEIZOWNT
ERIRB L U CHREENRZ LM L TREMERE] Z2EIR RO TASERE),
4) AT RXEBOREZENERNZ DN T
BARMICREL Z i (RO TRERE)

._32..






BAESBREMEREME BAMREBERMIEEE et R AR 7EESE)
O EHRER R AICE T SRANEE SEMEREE

HCV BT &0 L= ABTH R ORI - REFERIRE
R VA I FF— O EE RIR B
GNE I A RF—DBETEERE - REFIHEE

WroessEE k4 WE =0
HFFREE - R4 K)I| BEFE D, R =il
1) () ESTHf - MiREEE Y v 2 —

WREE

EAEHE (IBM) 1L CEFA YA LA (HCV) BRIZEMHTHZ RS 5, EHE
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