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MDDG2 jFonT2 607420 FOMT1 24120 72/ —A0ESHRR
MDDG3 lFonGnT1  |BDBEZ2 P-Acetyighucosaminil IEREER
MDDG4 JFHTN 607440 FoosP ERER

MDDGS JFHRP B05506 FoosP IEHER

MDDGE LARGE 603500 fyiosyl and glucuronyl IRRER
MDDGT SPD 614831 b cytidine diphosphate ribitol & SR
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CDGIE JOFM1 603503 [Dclichol phosphate mannnose % &5
CDGIU joFM2 602564 [Dclichol phosphate mannnose & &5
CDG10 JOFM3 605851 [Dolichal phosphate mannnose &R
CDGTM jDOLK 610746 [Dclichal phosphate 2 &R
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el 5 T i F—, B B, SALAIAF— FTURRT =L
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EEXAOTMELLETHS Z L IREEtin,

232 BEROSH
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BECEVMAILHETES, RECLVBEEOST LB 5 —IREER LR,
ERLERATE SRS ERREIRIFCRLTERATHS Y,

233 OFE - TR - FRTE - BTEHESOMEER

TRGE AERFICRYEN0 vhed, EHTEEEE T RROMAZNRET 5,
BEBAELNLARAL, DO L PEREME AT T 5 2 L B,

234 MY LFFoFF—H

BEA PO T —CBITS 2 LT F ¥ —F (creatine kinase, CK) @ ERIT, 8
LT D 1959 Szl SRt 12, LisL, BEBTET CERERT L ERL2, #
FREREEEREEO L 5 CE A L000IUL BEE TERTARERMEESHELE S,
M CE 75 CRSBA Y 5 508+ 20 Ly, LGMD of 74, CE LRORE
ERRBII LB THS (25, BEEVELITETTSE CKEBETTAI LI
LEEEET L.
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B OREEE{T MRI T T2 KESREET 5070, SEASHBERAOETIZE
MofEhD T, HERMMORECERTHS. X8 CT L, MR - M8 & S8
it soisETSEe, CTHA-BEIERIL IO TEMMIZ RS LTI 0I#T 2.

23, BEBELSPTLL LEBINC oW TIERE 28 £8Hicahitun,
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LGMD * Sh TwvigMiohis, s THliT iR R Mt @ 3 49—
HhHHIENWESATS Y, ENBECEERR, SAKFHE G, LGMD L REOE
BEMBEETEILAHE. ThoDACASERER L, BFICIEREFRRSLE
THHH, WEITHE D BEEICAE L THEMEREORBESERE (F26) W,
243 Eftoe ALY —HEROMBEROAY Y=Y

iR (RER2E) 1k T4V LB THSRE o Yy —F (GAA) @
BHETIZLD, 2L 0hiHizHid s ) a—Fr ANEFL ST RRAkEs
HEIDMETHEBTHS, BRI BT R AREORME, LGMD & BEre &5
LinZ b#H55, wildlimic k) GAA FEIMEIZ AL V—=2 ¥ T8 5, Hir9R
RRERTRESRALIATEY, ERNEETHS, WRERD T GAA FHIMETL
TORTHER - “RETETESN, A2V = BETLHERAETEETSRE
FE&5 (BxH : peendodeficiency) A AHEAITIZEVOT, R-URORNREIDLY >
AUER - ERARAE - EGEIRRES TO GAA BIEEERITE Y GAARETREIN L Vot HESE
FTH. A2V —=rSRERERT, ARERABARES V=794 | HERTER—
% (httpffisimd netfiofheml) &@WOZ Lk,

244 TE-EAEVE (B BHE

I I FY THRTIR BEPEREPTABAL VIR EORIFEEREET
AHTEMEVH, FRCHAELEELTIEMNSHY, LGMD LoEWLET S LR
£, I FaFITROBEL BMRI To T2 XESHECHEREREL, RETHIT
HBIoEAMBETOLEY, DECHECLE- CLr-BEERTAZLESL, B
Ero@Eied, R FITHRO-HETHS MELAS OFEPRREFIINL, &5
THFUHEN0I0F2 AEBWRB LA L0, ENFEETHS.

245 EHNBEEE

EEHEHE, Frot—b A — FERR, REMERENEREL Vo LHERES
HHERE S0 o TREESHCEROEMEMAE AT, BRETHEOEHET
PESEEETAILNES. ThEORES, KANNERENEVCELD,

Freriem b = bERBETE, FREEIZEIHEHEDEY ERACLHERERET
LR LRLD.

ERUEBSEHEREE, FHNEBLY L, B--EEOHRT TRESECEERNED
THAEEMELSLESY, Bz,

246 HERETOSF F=—HRE
BHEEMA o728 (Myotonic dystrophy type 2, DM2) @ % 31z, M@

BTLGMD SEOEFEES E¥3MENES, T4 b=—HEEE LRSS OREFEL,
HIamrERIALL,
2-47. REEREAOREPHRE

EREREFoREFHEED I b, BESHEERLTVABCA T o7 —DRE
i, PAFO7 4 CMETRITMIPA &, KL —2 T AR), BREMCAoT—
1% (Myotonic dystrophy type 1, DM1) @ DUPER{GF I#FRES CTC MR
EICR 58T, BUBEFEG 2 F o7 4 — (Fukuyama congenital muscular dystrophy,
FCMD) o FETNBEFHATELD SVAE L bo b AR ARARE, Bge—r=
»A)D30THS (202245 4 ARE).

Ay H—EH AP OF 41— (Becker muscular dystrophy, BMD) ###E A Fo 7 g
AR LGMD WAL Z -3 & 5, Multpler Lization-dependent Probe
Amplification (MLPA) iz 13 P2 F o7 4 wiRETRFT, T9EO0=2 Y 2FhF
NPCEETHEL THHTINETHS, 2 2B EOMR L= Y -0 CHENTR
BERNE, AR 7 CEORKERETES, LisL, MLPA EXTTRRERE
TESEIREREFH VA o7 FEBFREEOH S0%IIBEL I LEMERT
BY, FhUADIA o7 4 ECRERBICESASRAEDCA o T Y EER
BTSRRI SETHS, YA o7 PREFOMMT Y V%, MLPA ¥TY
Aba74 CREFORREMETE LI ENOTERASRLCIA L a7 B
BRERCETFLVLEREBEHERSICE, EE— /T ABL IV RIETERERESE
TESH. ME—2 T 28T, TS DNATRRIRRERSE L L TET5 W4,
BEEEHIFLENE - BESAEEE Remudy " TORBNTETHS, MEERIIL
HREFMARET (FRE LTAF L A28 1ERETES) T banTasn, 20
HEERET ARSI, TOER OSBRI TENERSEEoNEMICTEET S
SENSHD.

2.5 B

ERTROLIBEEEE LI, REFROREL, BEaRRA0SFICAvohd.
2-5-1. BREERTR 1

A PoT 4 —#EETH, BESRCEEE, MECHELBH S, LGMD2A i1k
T2 EEED L S ERNFRALET SMENLS. HRAFRL BRoBESRkE
FRFICET S AR BRI EET 5. 3k, BEORETFHET CREIAEATT b
OREEETFET LRI, BREFREFRAL 2 LESD.
252 BERAOHHT : RERE YIS Tovhk

LRSS, TELSHMTBENIZ, BELESFERETSERICETS
MEE Lb, ML TE Y - MEERTRE -5 — T, B2 ST Ea0sRBIC
BISREEMATEA TS,

19 20
2-6. BRARET RN El di ic Medicine. Newrology 2014;83:1453-1463.
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CRETEHR LT ORITICARITE S,
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—Fy b =T XI0i, BERE L BREFRS KA.
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