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AEE, ERR 14~16 EEITFDNE BP0 7 4 —REET 3 RBOFERP EHBREIEOD
BARICET A (14 28— ] DEBRBETHS.

WS, ERES - BIKEZMHGO 38 BOEMER (A% L&dbiIZitbh, HyA a7«
— BB OEIR D= functional genomics Z M L/ZLAT O 3 QM SHEE L /=. OBEIIIR | R#E
G EAEEEET / BEHOBERALEET /EAZHIE, ORENA  RECHEYT 28T/
message/ EEOFHE L XML OME, REBRCERTRECHET 22 TFORE /REOELL
BB L OBME, QRFEOHT  EMBROMBLART MRBENOERMR. NS5 ZEH
WELBICINZ, EHHITL S BHIERER small group workshop Z{EH L ERHROEEZRK > 7.

ZORE, W - HEMAVINH T, DMD/BMD B U T B -dystroglycan OFAMA KA1 ST
iR AEE R MAGI-1/ B -catenin/Tcf DHIEADOE S, BrRICBIE U BA A 41 55 dysferlinopathy O
BETRYE - ZEMOE, BAEBCEEL HAA 44 40 DMRV OBET(GNE)RE L KB B D KA
EREEGCAPO 74— REEL TAXAMBORBILEBHY A MO 7 4 —, muscle-eye-brain A,
Walker-Warburg 5 {28 O B & F & O-mannose glycan £ RBERFOMY], HREHESZATOT 4
—@ RNA i3 (CUG/CCUG #AEHADRREE RNA RIEUREME) DiEmE, T Ol collagenopathy
selenoprotein-N(SEPN) related myopathy * Schwarz-Jampel JEMRH/S & D FREMFAVRTDONL. RIT,
RREHBAPOT 4 — O FRERHAICRZOESNH > T.

HBRE CIX, DMD ICBE L T gentamicin P8 X read-through ¥ (negamycin), /hREITS YV >
BORTSAL UV @REF YT L AF KE (AS-oligo, ENA/RNA chimera), AN SORET
BRETBHMANE (Msx-1 cDNA) %, BE#%ICBIME L T sarcoglycanopathy (LGMDs 2C-F) T® 8
-dystroglycan 5} % 1L 3% BPHA, caveolinopathy(LGMD 1A)T ® myostatin Bl % 3£ (myostatin prodomain),
collagenopathy T® RNA decay FAEEZ ENMFEE N, RMBRFEIT S/ I, AS-olgo Tid exon 20
ERELE—ZDDMA BETORNSATIVDBES 2. HERRFZMABKIGANOE 2% < £
THRENEKRTNS.

REELT, FSHE, BHMOK 1/3, I ha> FU 7RBEOHERRNEL THRVEANSHITS
N5, ¥7-, FWERIETRESEELT, BUMOBREES fukutin DO RRIE, HREED
Z hO7 4 —® RNA REDK3E, DMD/BMD OMIRIEIZET 523 FHt#F (B -dystroglycan BIEifE
BER) OHFEHEARD TSNS,

BT, KEKDEVHREOREICEABRSHEZEINTVSHEAH VA MO 7 —BEBEF LR
BTE, HARIHEEVEEEELLMENIEMY - Rty —RERREEREPERLEE, BILH
MRS —RERE BI04 —REERREEBREEITRERHTHLLBIT, SO
BRELLTEHINEERRERABRFER B LCAME-—TEAREHR, AEMRTFRRELTER
512, ERDBAEMNKEEE, BERETRHEAFER, FHESARAFHR, AF-ZEMHE
RS E, NER—FERAYHEE, SEHEFENNRHATERICERMNAL LTIRETHS.
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w i OB B G

EEMREE F K HE X

P07 4 —BERBOBE REHRECSEBREORREICONT, BEHMR (HRENMERRE

T/EAORP EZHIEOHEL), HEBME CRENERET /EVOSTRELRIMNEOEDD),
BRIERAR (RMBREBEET /MRERANOERHR) O3MEMNST SOo—FLik.

1.

DMD/BMD B8:&# ; IB#EE T, 1) /hRED exon NIZHFEETIAT T4 2 2 VRERFICHBEN
antisense oligonucleotide(AS-oligo) DHAIZ L VD, R% exon A F v 7 U7 in frame truncated
dystrophin mRNA ZREIESNBZEMN RN, 3 HOLREFAOEETRHMEANDRET
dystrophin BBIHER TE, —F#ID DMD BETEIKIBANEH#EA. Exon 20 DREFIT, exon 19
@ splicing REEL T ICHEBEHICHE S T D AS-oligo %, H 1 [E, 0.5 mg/ke, 2 FFHIAFEFET4RRE
LR, 3 BMNMS5KMMY > /XIRIT dystrophin mRNA OREMNERZI N, Mm% CK ELH AT
BANRBEN-DbOD, 5EB DA T dystrophin DRENDOTMNICEHRBI . BHEADBRLS
BORBNBLBELER, BERBFIEOTEENDS. 2) MEBEANOEBHRELLT, BIE, -
B - Biwmh s XD BEE, £2, BEKASNI2BHBEERLUEZGR, T ZARAMHITE A
FRY I AD—D Msx-1 cDNA DBAICKDPHRRL, FHE - BHME - FRGICEMETTRER
gHilarRs N, 2> bo—)bU ADRIEEMIC Msx-1 cDNA ZEEEAT S &, 12 BETE
BRBBEAAON, BPAETFNHY mdx ITVARBEHICBEITSZE, 3 yAlcbkoT
dystrophin REBHEMBEAHREEZER - EFL TWiz., F#ERBIIZ UL, BEYR dug delivery
system ICDH 2 EHRARBEIEOREEND S, 3) AERDTHICTE /= stop codon DFeH &ITL
KELT, RRTRASGNDTI /) VYL RRIBEE (gentamicin, amicacin) ICIXBHER DR T
BANHDD, TORBAEMZRLE. TOHKE, BFRMBICHAR I NZZEW dipeptide RILH
3 negamycin 2MEEMAAR, mdx YU AANDEREIZT, BHEANDEZ L, #1110 %D dystrophin FEH
ME 55T EHHBIL . Negamycin 12 BIFRE DBBE T HIT S NERICTIIATRIC TR AN 5,
ZTOHBICAREERZND D, BEZTORLUKZSDRFLH/EEL TS, KETIL gentamicin B
LMENS PTCI124 ZRWEL, TOROBMICEIBRENHABEINIFHENHS. WIhZL T
H, ERE3E D20 TNHEERIEANDOITREENSVWEEZISNS.

JRERTE TIX, DMD/BMD D EIELIZHHBEOEITNH TSN, sk, BETOMBEBRRS
dystrophin DX RIETHOMIENH 3 LI, HINHERZEA MLV ACXDEIKE L THESN
CaMTFUHBALTHRENEC D EEASNTER (Cadl). COBBTHONDOBFICXDH
BEBEOWNS HREBRESIZ) Z2EETIREEBEDOP L e, B-dystroglycan DRAEMNE Z
2TWVBZ ENbM> TWwiz. G, BEMERS THS B-dystroglycan DI K A1 212 MAGI-1/
B -catenin/Tcf signal transduction RS L TH D, TORBICKVMREEZ /23T I EANHHAL .
P ATOHMRAEDBENS FEBOBAOROVBRAVWER A TRERESRLEZLS.

LGMDs Bi&

1) dysferlinopathy(LGMD 2B)Bii# ; D2B B DR HZE R dysferlin DI EEICIIHBERICEET S Ca
HEERARTH WO LS, MlBR/NEgR (LAMP-1 BBiEME=U VY — A, BT RV —
L, VDA, Nak) CEELTHREREORECH TERICORBELTEC Ay 7Y > VIcBfk
THRENDD NN, THICEHELU T, dysferlin A% syntaxin % SNA 25 EfE L, Ca
KEFMEIC AAATPase Th D VCP L EHEKEBR, BHIREESLIIN AOEME - REEAOE S
MR aEhiz. QFMBEEHBOWE Z L DT dysferlin BEEDOHEAN 41 KR 44 A GE{LE)
E23RF26 A BFHHE) OBGETHETEREERNFROEISNHEIN, FBMET28 M, HHH
T12f (55 5H/I3EE) NRVWHEIN, ENMETIE C1939G, G3370T, 3746delG, 4870delT #3%
<, $IT 3746delG BIEHEICR A S NaM o7z, MFEHEITIZ G3370T, 4870delT AZ <, MH

_3__



EDH G3370T ERTREEBHVEBVERANS . LhL, BRE EERNEREE O THREE
137207z, Dysferlin BEE GEME, KHE) OBKKIIOVWTE LD, eHEHZHERTDH
$tTdH 5. Qdysferlinopathy FHZEHEHE R & LU T SR stress {X& (dysferlin X8 —SR stress—JNK/caspase
12 O~ HMRE) BB I, QRIEEBHERBET IV SIL/IJ mouse A% dysferlin RIBAETH
BT EMREN, typelfiber atrophy, 0B, MRARME, HRESHHREOREE (F#EREMEZL), 28
REFMICHET 2 2 &, BMIIE macrophage 7% 60-70 %, CD4 B3tE T #if2A% 15-25 %, CDS L T
MIREAS 10%TH D, b kD dysferlinopathy & D EMHENHMN E NI,

2) sarcoglycanopathy(LGMD2C~2F)Bi 3 ; & S AYJH AR & L T B -dystroglycan 43 kDa 28BEA R A 1 >
THEE! matrix metalloproteinase D3 EE DT, BMEBERAA > - RN R A1 2 30 kDa &¥i¥i 13 kDa
KARESFZZEMNHBAL, in viveo TiZ, TOMEEFE BPHA KE> TZOAFBERWZI SIS
ENSHBEOFEENREEINE. ZOHAEEFIE Duchenne/Becker BI THEFET 578,
sarcoglycan complex M RMIZHBINTMALEL D EEZX OGNS, TN OHEBICTEB LR
EEHHEELEW. %o T, sarcoglycanopathy DHETPHEL L THERATH 2lHEHEND 5.

3) caveolinopathy(LGMDI1C)B# ; myostatin(45 kDa)iEEMHIENH MK EZ ELTLDBBEEL T
KE TP myostatin FIFEDORAFHHEICLDIHPA MO 7 4 —HOBBRVHEBRINIENZNHS. L
MU, FEEITBEITDITERND 5728, D myostatin inhibitor DRFZ L TE /. TOHKE,
follistatin 3 X X follistatin-related gene(FLRG)?D 2 D E HE B X U myostatin prodomain(30 kDa)As
myostatin receptor LA U THABBENFIDIENH 2 I ENHAL . 4E, LGMDIC OFEEE
AH caveolin-3 D E R A (P104L)D transgenic mouse IZ myostatin prodomain BEIRHE TV A EZRELL T
%577z double tg mouse TREFTL THEE TS, Z R caveolin mRNA & prodomain mRNA DFE B A
B A S NENER caveolin-3 DIFHFRFEBE XA M o /2 (dominant negative). THIZHEDH ST, I F
NF—ZDHE, BRHGHEERKDOBKR, BERXERZASN, by RINVERTI> Fo—)b
RUARBRDENKERASN, LCMD IC HOEHNBIEREOREENRZ SN,

4) collagenVI R H# 4E ; collagen VI I ZEER DA, collagen IV D E SIZARICEHET DRI TH
B, TOa subunit DBEETFREICED 2 DDA ; Bethlem myopathy (&, RMEEOHEE
PES RIRETHE) & Ullrich myopathy (%45, SEALBIET D) #E & 3 A7 BIET DB R % fF 5 BIRETHE)
EERTIEMHBALE. TORGETFREFEELRAMEOBRIKRMBATDHS. 26 HEOFREDORE
MBHO, Jb—ATT7 MBI o> TTHIC premature termination codon ASHE L TW S Ullrich
myopathy BHE OBRHEF M E A WT, 1 7 =1 >, wortmannin, siRNA IZ X U nonsense-mediated mRNA
decay ZMHI L7z& T3, £ R collagen @ 28T collagen 3 BESHRAANM BT NMBATRY ¥
JANRDRAEN, —EOEERSE (fibronectin receptor DIF MM EREE D ITHE) NAH SN,
%> T, stopcodon 2B THRERE—MOBRFELLTHELEZA N,

3. EXMEREENHCAMOT 4 —HE

1) Muscle-eye-brain 7 (MEB) DOEKEBELEF ./ HHHE POMGnT1 (Ser/Thr-mannose 2 GlcNAc #RiN
THEEHE) BRAS N, Finland DB TR HEZFVLEHRIIHN TS BEORARRERSERE S
Nk, WIhBEREEIIZ 2L (oss of function) - L TWiz.

2) ROHEERKLEKEM P A THS Walker-Warburg syndrome (WWS) OFRRBLEFNTHEEY TR
DM TW pmt (Ser/Thr I mannose ZIRMYT SEEH) OMEMEEF POMT(protein O-mannosyl
transferase) TH D Z ENF T O THRES NN, L F2SVBEFFMTOMAN RS EEBNTHTDH
ok, EFEHDHETIHABTORFT 21T o/2#R, POMTI & POMT2 @ 2 R} DFEVLET,
ERERE) WWS D#J 10 %% POMT 1 DELTRY (RER) XD LZ2HA L. TOBRMEERE
HDOT w1 REMILSEEIHEoss of function) TH o 7z. MEB & WWS IZDWTEERTFZH, %1k
FEHRMENETOZHNTREE x>z, 1B, HIFIDEKN WWS IZDWTIRRHATH 5.

3) BETFREMNMBHI NG MEB & WWS IZDWTIE, W3 d a-dystroglycan DG DBESHRE M
BEELSI Vo EDOHBEREMNHE S ERD, WHIE o DG ® O-mannosyl
glycan(Sia-Gal-GlcNAc-Mann-ser/thr) D & B #F —laminin- ¢ DG # & A 2>l NI iz, &
IHBZDWTHF—D aDG FHR Y - laminin- ¢ DG AR ENHERINTVNBOT, Zhb 3 KR
{3 @ -dystroglycanopathy TH 5. '



4) BERICHEOBIIBEREH A O 7 4 —FCMD OELEEABHE fukutin DEFHEEICDONT,
fukutin IXED N R TIINHRBICEET SRS T, FERMEERZZR<, MEB OBEEERETH S
POMGnT!l KHET 2RI THD T ENMHPAL L. NRKEZRET D EINIDE TR /MIEKICHBIT
T 5. Fukutin BREOBRRRENSSKLETH 5.

5) FCMD, MEB, WWS D%k 3 RIBIHEELBE TN LR DT, BEEH DL Z
TWERIRZ WG 2 ER T 5L ENH 5.

6) FKRP BETFREZAL, BAREEREREREH A 0T 4 —DHEALR—ENAF VU X,
FaP7, PVAUNDOBETHD TRAINE. KIMERERBZVWIANRICESRNERZHZ LD,
FILENCHETIHKER T, oDG AR 2> Tk,

7) w5 5N B dystrophy chicken @ @ -dystroglycan DFESHAER ST & 1 O-glycan D> 7 — )V EE
HmicEEREREIN, \BILE, MEB CBELUOKEBEZETH LN, BILREHERZBOHRSR
EFMETNNRHDON- 72, BRKTHRIEN TS WWS, FKRP R%fE, LARGE REE L & HICY
BETiIrbh/=FILE, MEB, WWS, dystrophy chicken t&, W' #1H @ -dystroglycan @ O-mannose glycan
OEREFE—laminin & aDG OHEERLELBADHELLTH S, «a-dystroglycanopthy Z 29 5%
BRENTEDDHS.

4. Distal myopathy with rimmed vacuoles(DMRV)

HEAEOBRREHAKI F/NF—HIBM OFKEEMLET GNE (UDP-GIcNAc 2 epimerase/ManNAc
kinase ; 7 IVEEARBEEMRE) ORETHIZENHAL, TOBEAN 664 (4 HER) OEKRE
MBI N, TOHER, 25 FHDER (missense £ 23, nonsense 2R 2) A%, S FEERICETC,
R D hot spot IZFEEL RV, VSRLERNR DL L, 31 BRIOFEHESERTH D, KT D176V
TENEMN o, BEOEEMIL 254 8, BEAETHERIMPBAIEEH»SORET, EMNED
DR RN BNINSINKBUEGIIREZNS. FIHSHT MM 9.4 F, EEROHBERE
IR 4 FIEEEEL 7=, MiF CK X 91% T EAL, 20%iZ 1,000 IUL A LOEBETHo 2. AKEBOD
ZWIESEERTFETH 2. HHERHOS 7 IVEBRERESFRBIODVWT—HTI T —IVEE
ETHMEINIDSBROBETH 3.

5. XA MZTEMBRREH

1) HREEIZA b7+ —DM (DM1=DMPK @ CTG U E— L%, DM2=ZFF 9 ® CCTG J E—
hE) OBEBBTI, 1220 2B, NMDA Z&4k, ClF v R, sixs, U7 I 02B8E,
fi /NRA4& Ca-ATPase(Serca 1), # 7 E H, amyloid precursor protein, [ fi bR => T,
myotubularin-related protein 1 X2 E LR OERAMNYBETH U, TNEORBELVRXNVTRAT IS4 >
VREZELLURARBRERICEAET S ZENABILE. TO®FLL T, DMI, DM2 DEETF
KHSNDEFMRELTD CTG, CCTGVE—FOREHEDHERTE S mRNA OREHMEIIZIE
Eic# &9 5%EHA CUG-BP, MBNL1, 2, 3MEEI N, INEMNEED > TS RNA splicing B it
NEEHEBIIEF Ty TINBDEED RNA splicing IKEEZRIZTHE, £< D mRNA 23 FH
MERBEIEIRFVRBEINL (RNA BERFRH). REHREVE-IREOBRBTFIERET S
MIEBRIELITERRTHD LA,

2) Schwartz-Jampel JE{ZEEAY, HiEEEEH perlecan DEEBTFREICISIWARBIETH DT &N
HIBHL, FhEHES I TO aDG-perlecan-AchE HEEMNE T I 2 Z EMNREINE.

6. T bRV THKEE
T RYTRRE ; MELAS, MERRFOEZE mtDNAZRTH S 3243 R, 3211 R, 8377
EREMNSEEINDIER (RNA 213 taurine BEAL TWARWI EN S, HIBE taurine FHIEOBR
ZTTHOTHED, ZRRNAZDDYA 7Y v RlaE#E %K mM taurine F7E FCTHEA, I ba
CRUTHE, MERBEOATESEASRKREICHHALRKENS 5N, MELAS, MERRF D5
KELTHEATH 3.



7. EOft

1) ##£35 W F laminin-integrin {IZ#8 T 2 M2 &/ FIVRiESR & U T ILK-U > E{L affin-Rac 1/Cdc
2 BEEEIN, HEHBHED actin filament DFEHR, fibroblast #E, M/MRFLICEE TS I ERRHS
nrk.

2) PTD FNK ; fiiffifaZED—D DH NHEF & LU T apoptosis BEZ SN, TOMBIEEFH E L T Bel2
DHBEHE PTDFNK AR E N, A UDRAR) >, JIVFI VB, BRICX3MEEEZNTNRD
MERBEERE (M) THHITE 2. SHEMAREFPHEELLTENITHS.

3) MiFE4E D negative regulator T3 % myostatin DK & U TH myostatin HGLiEAKETHE ST D
DH BN, BRI T B2 TFEHETH S follistatin X follistatin-related gene(FLRG), R7F R Tdh
% myostatin prodomain PRI N, FL OHEBADHRAUEZHMERTEHERBITKTNS.

4) RRKHEIA/NF—IZB T 5 SEPN(selenoprotein N)-related myopathy, 9721 5 rigid spine
syndrome, multiminicore disease, desmin-related myopathy 235 /N4 HH selenoprotein 1 DEMET
RETRETD L, EHEER central core disease M3 fi/Ma{EE H'H ryanodine receptor DE AT 7
WTCHRIET S Z &, X-linked myotubular myopathy A3 U > E{LIE £ % B D myotubularin(MTM1) D&
BFRETRETDIIEREFRHRBEEERTFAHEFEARRTHRES N L.

8. FMHERLESEOMR
) FSHERDWTEHEFEHEI TR TESINZOL FREMRD - BEBARZH->TWS., £XR#E

CHYARBT4—IZDWTIE, MEB, ¥ 10 %D WWS, FCMD OEETRE, S FREMRAICKE
TREBNZ 5N, fukutin ATV KT GIcNAc HIMBE#E POMGnT] IKHS L THERTHEERT
HBILETIRABALIENTOBRRERBEOMRIAICEE > TRV, X, oDGHHEHKRDE
3, 4 BBEDEESE Gal-T, Sia-T ®° Large, FKRP, A MO 7 4 —BOERBALH A+ O 7 4 —F
fEE DB, EREFHCA O T 4 —TOMAR, BREERERBFORUNLETHS.

~ 2)DMD/BMD, LGMDs ® 2./3, fiREHESA MO 7 4 —OFERBEFORANRZ SN, H#EF2
Wi EREZHNERICTRER DN, BEZMAROBAPSHREOS THREOMAIC—FOD
BHANRBETHS.

3) negamycin, AS-oligo, myostatin inhibitors(Hi4&, follistatin, follistatin-related gene, myostatin prodomain),
Msx-1 FHBMAL, taurine B EFLERBREBREAHEINTB Y, SRTOERBRANDEEHLR
ZR5.

4) TP RYTHRHEOSFICHDIRERREN2L, RICHEBRBETREEDOHRAIEND
HTns.

5) BETFRZH THEETESIVNDNDOH I XA (dysferlinopathy, distal myopathy with rirmmed
vacuoles, FCMD/MEB/WWS) D2 Wifist Z{FER, R ARTILENHS.

9. REEMOER
Te b5/ A BETFHEAHRICHET 2 MEES (FKR 1343 A 29 AXHRSEE - BE5HE -
REEETE 1 ), BRI - 25— REREZETL, SWARROED 2MMBEHEI
BEIDWEMBEERSDRBER/DIDBODELTWS.






1)

2)

3)

4)

5)

6)

7

8)

9

LGMD (BSEHF SR AT 4 —)

MBI giantin FiIARBHEDBH RIS F/XF — v e 17
BAERAZEZRHENR £ & )]

BRRAHINA 2 - AR TF 2 E2PLETERY TSI &
PRGSO A RO T 4 —SEDIREBEEIE  cveereeeerereemmmsecmsssecsusesessneessssecssssnssssssssssssosssssnsssasnns 19
HRRERKESROTATERgENEsane R O ¥ 2

HPAPOT7 4 —FEFIINRIARBTBT M) w7 AAY 070577 —YEEFRED
ﬁ%‘:} ......................................................................................................................................... 23
ISERAEEERS B O H F F

% caveolin-3 F I VATV 2y IR AR BT DBABLDIHIEDFEE  ooveeeeeeeneeens 25
NBERRFEERR B B F F

Myostatin prodomain IZ K 2R caveolin-3 N T ATV v I UAKBRBOSsE - 27
MsERkEHERSE B H K F

HPAMOT7 4 —DRFRFEERF & L TO matrix metalloproteinase IZ K %

dystroglycan @é%@ﬁﬁg‘: Eﬁ'—é‘%m% ......................................... coee 29
BRAZESSDHENS 1§ K E# X

BEREF_ELAEHGZANO T 4 =T ADEREBIFICEDFEOMBI e 31
ESTHE - R Y —MERRFETVBERS K B K T

Calpain3 DIFFRHEPITTE  orererrreemrrsrisssmisii st 33
ESTH R - L oY —HERATERRES—8 O O — =

HLWHIN OB D FOMERE EHAEICEIT AIFIE e, 34

ESIH - Rt Y —RRTIRTTRETRARERRS 5 N & 1§

100N aAZ YA EREE : HEACBI3FERY 71y b, EREFER,

RO GBI BINY — 2 DFRIE e sassses 36
ESLHSH - FRE Ly —RERK % th
11) H& A dysferlinopathy IC BV 2 BEFEREERB ORI e R

RlkpEERHERN HF K E &

12) SIL YU ABRHIZBIT DBEBTRIIBIT oo 40

FLkEEERAERNN H K E &



BYHPA DT 4 —FRIERBOEBREDSTHESY 2N B DI TRPIZE e 42
ESTHH - MRSy —mERIRET E OH OB O

14) ZHRB A b0 7 4 —(LGMD2B)EEE L FEN A Tz )V) > &
(ER)A B L ARAEDMERE vttt 44
EISLHSR - ®piE LS & — MBI RTSRHRSER Bk 3 4

15) SIL/I XU A B FITHB T 2 RIETEMML & NF kappa B IR DREREFAIRRET  oervrerneeens 46
HPEAEAGRbAERE B OB R O£

Il. FCMD ((EWREREHIZ bO7 4 —)

16) BILBIEREH A PO T 4 —IZHSNDITANAELBLETFREEOEE . 51
HETREET R y—AERER F M =ETF

17N BUBHSA MO 74 —BXUVERERBOECTFRELERE/
TR EE B K TNEHITEE T BIIIT  coereeerrrrnrrsrnnennnnnnesesne et ssssestssessesessessssssnnes 53
RERKZRES ) Lg85% F H £E %

18) BHPAPOT 4 —ICBITBEEHBRE EHEEFE ORI e 55
HERBEAREHRR 2 B £ X

19) FREBEEAEICERLAEWG A MO 7 4 —OREBHIZDWNTOHE e 57
EISTH - ikt >y —miEREm AR HiEF

20) #7272 €TV B % Bl Wiz @ -dystroglycanopathy DFEFEMEFFICEIT BHHZE  -vvrvereenens 59

WRARESDAENS F Kk B X

Il. OPMD (IRIEEERISA hO7 4 —)BEUI A/8F—

21) Agri/MuSK REFIZB T SRBEBBRFREORIK EREMELR s 63
BAERAEHENR £ B )|
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26) BEMEBEB LU FINATH : UT )V UREKRRYRI OBETERBREK
EISLESF - Mt ¥ —REMBDNA 27 - BRE B th

27) X-linked 34 F a7 5—3IF/NF— : BEAABEOREBFERARY S ARD
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B 1
Patient’s serum diluted to 1:20 is applied to cultured Hep-2 cells
derived from human lartngeal cancer. Application of FITC-labeled
anti-human serum antibody (1:100) detects aggregated granules
(arrow).

C

Hela cell membranes +

patient's serum

Giantin -

B2

(A) Patient’s serum diluted to 1:20 is applied to cultured Hep-2
cells derived from human laryngeal cancer. Application of
FITC-labeled anti-human serum antibody (1:100) detects aggregated
granules (arrow). (B) Immunostaining of Hela cell extracts probed
with the patient's serum reveals a >300 kDa band (arrowhead). (C) A
molecule in the Golgi membrane proteins immunostained by the
patient’s serum has a similar molecular weight as giantin detected
by a rabbit polyclonal anti-human giantin antibody (arrowhead). The
antibody was a gift from Dr. Yoshio Misumi, Fukuoka University,
Japan. (D) Denatured immunoprecipitation reveals that a molecule
immunoprecipitated with the patient's serum is immunostained with
an anti-giantin antibody.
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BB @ -DGpathy & DFREAELIEIC D EERL .
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