Bxid, RUEIH. B6B, B1RBO
MR —O M7 IFFAIITAK
EEICBWTEREICONTHI &2
AL, E5IHRIIVREREEDT
H@alc kD, B o — 0 BEET
BB B U THMOMENEET S Z
EEHSMILE, SRIE, EROFR%E
BUBHBHIZA RO T 4 —DEFRTHS»
LW, MRS MER AL
AndI&nhs. ERHMI in vivo Bith
Thirhiduidizn, LhLANRI 7=
N EFEI postmortem BT B HIRE
BRRESANTHIIENTELZLLD,
EamERRMEzERTIENTED,
EEV-YCREBRRNICREATSEER
ToRRFERFRH-A-LLT. &
MHGoAbO7s —BEOEEMEZAWT
BaRE R EREMEERAOERAREE
BeMhizlizn,

TOFoREFASITADKKEAD
B R & B RE O B B {7 2 phig
gL, MU RERA. A
RERAIZIDASMIIL .

=~
g

F. {2RERRIEH
=i N

G. BIRERE
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1) Misaki K, Kikkawa S, and Terashima
T, Reelin Expressing Neurons in the
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Okamura Y: Early specification of
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BEFHRZNELRENE (22 ADOREREHEEH)
SIEMERES
BUA b7 4 —DREIFE LTO dystroglycan D7 nt v sy
SHBIFEE BNE—B FRAFESR HEARBEIR

MREE BUHERMB IR o7 4 —OFEX dystroglycan HAEOBEHARRF £ X
LR TWS. dystroglycan BEKIIIR4 M0 REMICREE L EEOYMITITEEELR D
PR L) ZORIIBEERLEAMATEE SR ELDIMELREMMEL LTHEENRS. =
NEFIOAENORD LAFEMREL L TOMORE « ok, ROTHHMREEL LTOHE
MRS - @ERLOBRICIEIOEERELZRENC LIV YREREET 2 A =X A
PEETIRITTHDS. ZOLIRA D=L E LT~ Bdystroglycan DBRAN KA A v
FRRANTSART D natrix metalloproteinase IEMEEHIE L THEZ., 0o WP BEHRB YA
07 4 —DRFRAEBFICIBNWTEOLIRERFNERZLTNDIOELID2H 2 TES
sarcoglycan RIBIEEDETFNEMH TH D LHENLARA Y —OHEMEIZZ OMMP EHER Z 0B I
BE LTV DA Lie. RIS sarcoglycan KIRSE, Duchenne BfFYR bu 70—, HWILAIL
FEBPA bo 77—, REEGREBLEFBOBEBOERBERBIZAT L. MP I2X
% Bdystroglycan MRSk KA A ¥ DAL LIHIE NN LR Z —OBER, OHTHLELTWE.
EENLRAY —, LHENLAZ TN TLHHMBEELS PO a dystroglycan, B
dystroglycan, laminin a2 $Hi39 2T WCA column WEL2IIBE IR, LALLHEN LR
¥ =T 3B fdystroglycan @ WP G REEMIZ 2 BEHF Lo, 2F VD matrix
metalloproteinase 2 XD Bdystroglycan #fEA FA A OO RIZ L > TLOHIENA AT —F
Titdystroglycan S EMABE L Tnv=, —77, & MIBWTHMWPIZL 3 8dystroglycan 78
gtk KA A D43 HREY sarcoglycan RIAE & Duchenne B P A b7 4 —THEBIZLEL T
7, BURERMF A a7 — 230t OMOKRBTREFEEEZRD 2,27, Th
LOERITI—KE, ZKREO®M T sarcoglycan # XP T 5 TiX Z O matrix
metalloproteinase FEMENTLHEL, FOERE L TR Z S dystroglycan Ao BAEA fHHa
EHIEEELTHDZ L ERRLE. —F, IOYATAIRMUBERMEF SR te 7 4 —0
BEEIZRES LT ARV LD LB Hhi.

A. HFFEBH) FEhd., ZhzOo/AENRLRD LARY
BWMBMEREFIA be 7 —OFREIR REE LTOHBORE - L, 26TIH
dystroglycan HEEDEHEMRER EE XL FRE L LToBanEs - FE2 08
NTW5h., XT dystroglycan HEEITHE~ BICBZORGMEXRADII LI LHER
Ak O EBRICEE LRAEOHIICITER SWHTDIA DX LABREETHRIT LS.
BREROPEL 2D ZTOHIEER L MaR IOEIBAD=2XANELTHAILS
BREORELDDMEREGIREL UTHE dystroglycan IS F A 4 2 BB
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45 matrix metalloproteinase {HEMEA
HL TR, ZOMP EEIHIR a7 4
—DOFRBBFIBNTYDOL S &% %
BELTWAHIDES I 2 ] 2 Ik
sarcoglycan KB Cid dystroglycan &4
ASHAEE L @ dystroglycan & B dystroglycan
BRELTHWDEWIERICERL, £F
sarcoglycan REBEOTFALEBHTH D
BIO-14.6 72 HUMC TO-2 LFEANLAR K —D
THEEMEIZ 2 0 MNP TETEAS Z OHFITAE LT
VA RENT L7, ¥RIZ sarcoglycan RIBIE,
Duchenne BFFL A b7 4 —, FILIBISXRIE
BYAPRT 4—, REEHRAEREEED
R BOERTZ FRERICAT L.

B. BFRFik

(1) sarcoglycan RFEOETNEHHTH D
BIO-14. 672 HUMZ TO-2 MFEN AR H —
D& FEREE % B dystroglycan DA ARF
UNKRBRERBTOIREER A A
Tay FETRITLE

BIO-14. 6 72 5T TO-2 LFIENL R F —
RBERICEENLRY —OFHOMEES
% wheat germ agglutinin (WGA) affinity
column [N LR &
dystroglycan #E{E DAL, TEMEZE
Prife. ZBEEMMELTFIB NAX
F—r= AW,

sarcoglycan KIRfE, Duchenne BlfF7 A
ba7q4—, BUEEXREHIRA ta>
14—, RIEHEFEBRECEMFHEEOR
F MY Bdystroglycan DHAR X
NESMERBTIMEZRAN AL, T
a2y METHT L.

(2)

chromatography

(3}

C. WFFEER
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(1) MMP (= & A Bdystroglycan FERAS KA A
S DSYARE BIO-14.6 72 5 TS T0-2 0ff
ENDRF—DEER, O, FRBT
HEAIZTTEL T, —F, BETHB
Hiahof., EFNLRY—, BI0-14.6
72 5N TO-2 LAREEN LA ¥ —F T
BWT, BBG, LHMEESPO
dystroglycan ,
laminin «2 X3 <T WGA column {Z5
2ITRF I, LHLBIO-14.6 26T
iZ T0-2 LFENLAF—TRHB B
dystroglycan @ MMP B ARESIT &L BE
L &2 ao . 2 % U matrix
metalloproteinase L 5 B
dystroglycan #RRAS ¥ A A L OBEIC K
> TWLHENLRAF - Tit
dystroglycan FHEEB—EHMHAE L T
.

TS & Hed LT sarcoglycan KIASE &
Duchenne BfFT X b7 4 —DBELER
T MMP IZ X 5 Bdystroglycan #ikast
KA DFENRERIZTTE LTV,
BILBEREHB VA b7 1—, RIEH
GEBEELETOMOEBTIIEELE
FRODRN o,

B dystroglycan ,

[l

(2)

D. BH

Fa ko FE T Bdystroglycan O HRRS
FAL R RACTHET S natrix
metalloproteinase JEHEIZDWTHFSEL T3
. ABIETHEABIOFENLRZ— DR
5 & O T @ matrix metalloproteinase
iz & » T dystroglycan BE A g8 LM
L BERORORENEET S L EHL
Az L7, & b sarcoglycan KHETHLH
E N bR F— LR K

matrix



metalloproteinase iZ & 5 Bdystroglycan #1
A B AL OGRENTEL T, £
dystrophin @ —KEY R KP D72 Iz KK
sarcoglycan # K187 5 Duchenne BfH X b
27 4—TLRAKORELBVHI. Zhoo
BRir—%ke, ZkR#EM T sarcoglycan
FRB YT SASH TR D
metalloproteinase FEHEMTLEL, FOHE
L LTHZ B dystroglycan HESEOREMR
FPAREEIES LTSI EERE L.
—%, TOYATAIBUWHERER IR b
B7 4 —OBERICEEAEL TV RVLD L
Zxbhit.

matrix

sarcoglycan RIBJE & Duchenne B 5 A K
o 7 4 —Tit Bdystroglycan KIS KA A
v &4 fEY % matrix metalloproteinase I &
S THHERMERETTHEEZRLE. Zh
i Z ® matrix metalloproteinase &t % HET
+BIMB TN DREBOWERIEL LTH A
ThHHIFHEEEZTHLTNS. 4%, Zhb
DHEBOWHETTFN~OREEREZTV, *
DFEBIELRB L TITE 2.

F. #h3E (GeX) X
1. Saito, F., Tomimitsu, H., Arai, K.,

Kanda, T., Mizusawa, H., Shimizu, T. and

Matsumura, K. (2004) A Japanese patient
with distal myopathy with rimmed vacuoles:
Missense mutations in the epimerase domain
of the UDP-N-acetylglucosamine
2-epimerase/N-acetylmannosamine kinase

gene accompanied by hyposialylation of

skeletal muscle glycoproteins. Neuromusc.
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14, 158-161.
2. BHE—M. (2004) H16EH,
E%(lﬁ.S%i&iﬁﬂ?—,16.6
RIHEI AT —) , ERHERRESLE, B
MRFEE, 2R, FIAHKR, 852- 86
7.

3. HERR, BHE—BR, Campbell, K.P.
(2004) MHERICBIT Hdystroglycan®
BEBE : conditional knockout mouse®@AEHTA>
LThihh oy, BRHEBMEE 49,
2437—2444.

Disord.

4. Matsumura, K., Zhong, D., Saito, F.,
Arai, K., Adachi, K., Kawai, H., Higuchi,
I., Nishino, I.and Shimizu, T. Proteolysis
of B-dystroglycan in muscular diseases.

Submi tted.

5. Saito, F., Blank, M., Schréder, J.,

Manyy, H., Shimizu, T., Campbell, K.P.,

Endo, T., Mizutani, M., Kréger, S., and

Matsumura, K. Aberrant glycosylation of

a-dystroglycan causes defective binding of
laminin in the muscle of chicken muscular

dystrophy. Submitted.



BEAETBHRFEMARMME (2 2 H0EHERENFEFR)
SRS E

Fukutin K A T~ 0 AHERRI- BT A5 A HEHEMN NF - O
VoFvTay Mol

SREEE TRER HTHRRZEEZR S—AH - B

WREE : Fukutin XEF A 77 RCBIT A EREAOHBEHOERIZ>VWT, ERLVIF 27
p—7E LTHWREITLE, 1ZIER—BHOX A TRORED~< 7 R/NMEO 8M [RFE - 2% SDS FIELRE
BAEIZEWVT, SDS-PAGE LA —KRIESHMLZF oy bOREAF—IZIRFATROBWCLES
HOAREREBO LN ER  BUEARYT-VORRKISEOLRETIIRE ¥ A 7 BEILIEX A SRR
{ZH LT PHA-E4, WGA TORGEOHEDEMERD, NBEEHIZEIT S bicecting GlcNAc FEHEM D EL D

AR TR & hi,

A, BFEBR
BUBSEREF VA ha 74— (FCMD) 12T
a-CAbaZY by (e-D6) OEEHBEMHOML L,
FRICHE) a-D6 LTI LOBEADETEED
FEEEL B TWAFEHENENZ LNEE
DEMHLH LA ER->TETWS, —F FCMD &
ERRICHERREELZEI RREF A a7 4 —
T# 5 muscle-eye-brain disease (MEB) EHIE &
1F Walker-Warburg syndrome (WWS) >—EFICE
WT, E0RAM/GTFED R a-ICD 07/ —R
BEE 4 : Sia « 2-3Gal B 1-4GlcNAc 8 1-2Man «
1-(Ser/Thr) ERO L COMRRALREEBEEHETH
HZLEBHALMNEENRTVWAS, THbb WS 0FEE
B & FE %M T H B POMTL (protein
O-mannosyltransferase 1} {ZX Y a-DG @ Ser/Thr
BEL~y/ —ABER SN, EIIMEB OREREE
FEMHMTH S POMGnTl (protein O-mannose B
1, 2-N-acetylglucosamynyltransferase 1) 2k ¥
T ) —AD C-2 fHZ AT EFAI VIV

(GleNAc) BEBEND Z LITL W ARMEATY
<, FCMD DR A FES fukutin 2OV THED
—RIBEI L RIEEBMREL DI VVTZETORHEEA
HTHBILEBHEESRTWARN, LALEDOLER
RBERIIARIZH S MTIZ TR TV 2V, FCMD, MEB,
WS OIREOBRELMEN S, a-D6 D 0~ /—AF
YEHOBARD A b— 1) — D ETPOMGnT1 {25 & %2 <
HT 2 b=, HBOR T NEBRIEBER TN
NEOFEELEIZ IO THDI B EOIEMIREE
BEh Tz,

& B4 E, fukucin OWEEAERT 3 LTo(T
LIDERLYEELZEEFBME LT, fukucin
REBX AT AORMBRIZEIT HEES AR
BHOERIZBELTLZF 2T a—TLLTH
HEIToT,
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B. MMRFE

Fukutin RIEFAF~w7 A (FAFHEG0% : 5[,
XFAZHEBY%:20L) ORAEENS 8M RFE, 2% SDS
THELENDFEICSVWTRI L. SE0KRN
TIMERIZ £ S FEBUEE O E (b, T HEREEOEAL
L AMBEEREOBWC L AEEH~DREEY
P FA RO, HIFFE—AE (48-50 i) ©
7 7 AONIHRE VW TRE LT,
VoFrTay MIMHERE 5208 EAE
SDS-PAGE #'/\ CpkiEh 4y B - PVDF BE~ERE 1 Ca, Mg,
Mn TE7E FIZ horse radish peroxidase &3 -7 53
ERISEY, DBRAILLVFORIEERBLE,
EeFy bTry MECLDEBBLZ F it
THEMEARY Y ORRIGEOEX{T o7,
IOBMCBELTIE, ArF LGB b B
HOREB COREILLDRES, RARC{ERLE
AT LD CBBRETHRBMEL DL EICHEL
7=

4 E @8 Tk ConA, LCA, PHA-E4, PNA,
RCA120, UEA-I, WGA D THEED L 7 F U220 THR
L7,

(fABE~ORE) LYTEEEL

C. IR
MFATEHEEXATERLIONTRERY
EHOMHEARIZAERZRXRD LR T,
F SDS-PAGE i X 2 —Rik#ICoL 7 Fr 7
v PRS- IZEALT, MERCHALNMIR
TEND LI RERRRONZ ST,
FybZuy bEICE2BHENZREAD L
T F o ~DRIGHEOEROBRIMICEB VT, PHA-E4,
WA D250 LI F LT, B A7 RERE
FATSBEBLVEMNERRY Y OREOBKTHE
MEEDH=, MFATEHSEP 3ECIHKROAR
BAGKhEMN, BRABOEEL AL 22012



T L ORFHEDERD & OBELRD b

af,

D. &%

SEEXATEBLEX A S REBTEROE
HENT PHA-E4 35 K OVW6A 1X, dbic NS R
EFRENLIFZFEDS-Dvr ./ —RABED (4
I55E LT B-D-GlcNAc 73 (bisecting GlcNAe)
NEORBMIZHETHDH L INT VB, {ho NBIE
BHEFRETH L2 F 2 ThHD ConA, LCA, RCAI20 (T
MLTHAOHRRISHEOERBRE ARV &
Mbid, BEEMITO PHA-E4, WGA & OFRUGHEDER
B, B A FRETE VESBIUEMNSE L LTI
TLTWAESRMLUALO TS, bisecting
GleNAe IR RAZTEERBL 2L O TH 5 FHE
MHEREZOND, L WA DRUSHDETIZEL
T, FRRCTABOS TR — 2 bBMT5 2
EMn, O-Man BEESH L —HEEL 25 TAED
IFAZ—OPEPERBELTWATRESELH S, =
OFICEALTIRESBL T ¥ —YFOaBIZLBRIE
HOBERNTILENRD D, E-SHEOBEN
¥ATwAD fuk-/-ES @O EBAFET D 129sv
strain ORESHEMFELRERLALDOTH DA
HCELTHSERMTILERD S,

RCA120, PNMARCBRAL T Fy b7 ey b ToORE
THEATROBWICELAREICEROEIZTED LN
hofX, ThoDVIZFAZELTREREL
AFEHIE OB ERM~D LT ABOKEEIZL
DEIEHIAEENDZ &I, SEFEIZLT U ¥—
CNBEEMATORNBLETH B,

E. #85

Fukutin RPF AT AOWMI A FTRETII N
BIEEEH O bisecting GlcNAc SEEEER OB/ O RIEEM
MR Ehi,

F. FRARR

2. ¥28%

FHEERL, By ¥, FEAAN, Xiachui Wang, F
AL, M5, Richard UMargolis, BiEER.
Walker-Warburg syndrome [RRB{EF PONTI OB
FEML 0-~ /) —RAEBERTHS. H45HA
ApEFSRe RN TR164E5 128

H Manva, A Chiba, Y Jigami, T Toda, T Endo.
Defective protein O~mannosylation in muscular
dystrophy. 2 1 [ Human Disease Glycomics
/Proteome Initiative Workshop XBR FEmk1 64
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B8H23H—248(.

T Endo, A Chiba, T Toda,
Congenital muscular dystrophies due to defective
protein O-mannosylation. 557 7EH&4E{L¥E XK
£ MR WR1610HA14B8—-16H.

Y Jigami, H Manya.

E=

G. MHFHEORFRA
RRYIEL
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