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FE CZOF5E0fHELN:

O-L YA AT« —REZHMOEE™

VA ka7 4 — (muscular dystrophy, MD) (% Erb (2 XV 1891 fFITHEE SR A
BEETY, THHfRHEDEESE - 2% F1 2R A L L, BRIRANZITETHEO B R T R4 T 5,
BIAMERE] EERIND,

KEOFEEHR I 5 I - ZWEAES] 20, REIZBT MY A a7 ¢ —%5R
# A 7L (Muscular Dystrophy Community Assistance, Research and Education
Amendments of 2001, MD-CARE Act) dIZHBWT, YA a7 ¢ — 3 0-1 O 8
AR E D,

IO, BIEEAE2 GO BRGZ RIS SN TE 2, 1987 2T 2 v =
YRXBFHFETA IR T 4 —OFRKBETFE L TYVA MR T ¢ VIBIRTRRES N LA K
iz, 2EOMHTA e 7 4 —RIKERFPHRE S, Eha IRl smaimsib s
nTEi,

BERMIZECEE R FE (LYARY) ORRICHED, HYA a7 =0 ITL o
R ORHEBA LN EN TS, £72, FREER LB FOEBICEB LICHBIRE
DB BERLO2OH D, ZOXI REREND, YA e T 4 —OBKIZEBNTL, [
PAIRT4—=THD] EVIOBWCHELT, ORI T D02 KRR, Y
B, BRFHNCIERT 2 RAEZE 23, BEODRICEEAGR THD & L BT, 1AEH
FOWERE 2l CEROM EICET D K017,

ZO XD BRIEEBRFN AN G D E T, BREBR TH DR I A RTF =K MR,
FEMIES & & B NEATHERZEMIE ] (239 D M - f@ik O SERMIFEDS, 1964 FELIEA
H Ol SN TE T, FEROMER, RGBT RRsTZMETHWOND Z &
NHLHDOT, FEZHET D,

0-2. ARMEHPA AT 4 —EFRFRBH VA AT 1 —

FeRMEMTY A b7 ¢ — (congenital muscular dystrophy, CMD) &R A F e
7 4 — (limb-girdle muscular dystrophy, LGMD) (%, 70 TIREENKAI TH > 7=
HEDFENEEZKHOLIITHWOND Z ERHY, FLBIETXENENDLE O A
WETDHEIIThoTz, 22T, CMD ORAIZ K FNRITET AR~ RIEST DY
A RB T 4 —OBWBIIENLD, £7- LGMD OJRA2H FINEIL &~ AN RIET 5 5
Zbr 7 4 —DZWICRLSLEDND, WTHhORE G, FIEFRCEIEEITIENH 2
ZEmn, YUNE#OEETIZ CMD & LGMD WM& EET 5 ENEE LY,

0-3. FFTREfE 1% 8%
BME (34 h=—) 1T, RABHTYA a7 4 —CTHRENRLZWVHREEY A he >
+4 — (myotonic dystrophy, DM) (ZRHEAY72ERIR L3 K OWER EOFTRTH 5, AHO



DM DIF & A Eix DMPK B1n1 SMFERERER D CTG KEEY 2 BE & L7z DM1 T
5, LU, HRENEN S Y A e 7 4 — T DMPK &G DOEREZIBD - T3
BIEZWN BT 5, ZOTFF| &%, TOMRIR > EBbh s,

0-4. ZOF5|IZDRLLY
IEZEEFRE LT, fBEHH MY A be 7 o —FRIETIE, HiY A ha 7 —OREnN
E&#M %72, CMD, LGMD, DM O FIEZ BT 5 F5| 2 Ek 562 & & Lz,
TN L2 D T — /L TIXR W, BRI OB AR TR A O 38 2, il
%r%ﬁﬁ®i& rv, %ﬁ@r@@mi$%®%%%%%m®ﬁ.k5%%k@ok
D, T, WML NN IS < B OIRR D IUE, BEPRAH R8T 72 72 TR O Bl %
ST D, ZOFLIEN, v A bu 7 4 —EFEOR LICENLDZ & E2T&T 5,

3k

1) Erb W. Dystrophia muscularis progressive. Klinische und pathologischanatomische
Studien. Deut Zeits Nervenheilk 1891;1:173-261.

2) HRTEHRE X —. fFY A hr 7 ¢ —. http//www.nanbyou.or.jp/entry/4523 (2018
12 4 1 HEFD).

3) Public Law 107-84. https://www.congress.gov/107/plaws/publ84/PLAW-107publ84.pdf

(2017 4% 11 A 15 ARIE)

4) /PNESE L BETREOH LY, il BAMRERE TRIEMETRAEE I T
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B1E EXMHFCALOTs— GELR~DMRH DR SOT 4 —DREZH 2 ZEEIC)

1-1. [FL &I

T RMERS Y A v 7 ¢ — (Congenital muscular dystrophy, CMD) (%, BRIEIZITH
IR RN OFRO DMK T (Try—oA 77 b)), EEFEERR, &I K
TEFEE T 2BREMELE TH D, WHLEEEIZL - TE, ARMITIERL, $IEH
DAB/NRENZNT T, EEVIEER, SR TENORZWICELI DO LH D, BkD A
F?%V?i,Uﬂ%ﬁu%ﬁ?é%ﬁ%yxbﬁ74* FERME X AT — LIHEAI B
FEWZ KB S D, FEIEAFHIE—fRADIC 2 TRORAm, EHIE 18R &35 b0, THRHEFE
ﬁ@%ﬁﬁﬁ,ﬁWﬁME%ZFD74*%M%TL/MNHWWML$@ﬁﬁ%%ﬁ@%ﬁE
by SN TWAN 19, EEEIFE L, YA e 7 o —BnRnbobbitid
RYRIX° SEPN1 81D X512, CMD &R ANRTF—2 E = HRART b 7A7§_"
FTHLDObH D, FRLlZi T L oIL, RKEE T & £ D& FEDOREIZ L > T, CMD

SIS NDD, BMOREARE TIIEDORIEBENRKE SRR D, BOKTIEa7—52 VI
Bl# A b7 4 — (7 v el CMD, XA L AIA/F—), A KER CMD,
aP ALY I ) RF=DIRIZL VD, KAETIE a VA a7 VA ) RF—=D—2Th
BB R MR A b a7 ¢ — (Fukuyama congenital muscular dystrophy, FCMD)
OBREREECE L, Tl v eI CMD ThY, A r KIEH CMD I3FEH T
i CThb,

ZOFLEDIERIZHTZD, NREBMRERFONR TH L FCMD, 2w o RIEHR
CMD, /LY v tfl CMD O F%7 3 50 CMDIIZE A% H T, Wilk, ZWHCB L CREi
IZRE L7, Ary U REACMD X°U /LY » B CMD 1T E72—fICIREL TEH T, KT
Ty B CMD IIRZWHIN S < FET D LHEI SN D720, IRIBERZITH 2 & 24
K L7z, F£72, FCMD [ZAN CHENEWHRETH Y, BERFAIOMA S RBIET & ST
WD, WERICHAERPITOILTOWDEI D72 6TH Y, ZomblR2r FIREZ % &
SEDLZLEBHELE LT

ZOFFHETIE, CMD IZBWTHHZWEBTH D, HBRIKT, EHHEERD,
% CMD ~O2WFIEEZ 7 e —F ¥ — ML TORLTWS (K 1-1), Zo7r—Fr—h
%, ORERFAEREBRET 572, 1) CMD &322 09 WO FARPERS BR RIS T o8 BEMERD
ZHHIE (spinal muscular atrohpy, SMA) Z#HIL, i) BIZFHMRAEIC TRW e/ %K
BTH D RMERMENES A ha 7 ¢+ — & FCMD %Y FIECRWr§ 2 2 &, @R
RERRBTH LR AJFE ARSI 2N L2 AR E L TR LT,

1-2. REWS

CMD JZHBRIAGI I AR, E72 I3 RN ORO 5 HERET (Try—oA 7
7> R, EENFEEEN, EATYERR T 2R L T O BEMHRETH 50, MR, &
BFRIPDENFERNC S RE—Th 5 V2, FHRERET I & 2 OFFEEZECIT R T2, &



FTLOE - BELW ST A a7 4 —FTZ D DI TIERVy, BHEIE, FFEH
7R ERARIEIR & E YA L DEAOEARBEOGERHICL D I TR, F—nN—7F
v TTHIEHEL, NEITIVEM LTS, T, FKEES, EAORIELEZD
BEREIC R Y, a VA br Uk o OREEEMRE (727 F %) CEZFERE (77
Ura?), MAAEEEAORE (Aayy, a5 —4 VD), BEEADORE (53),
AR ORYE (Bv /) 7aT7A4 2 N) IZHBETED, 22T, INRABVERE IR OFIR
ZIZHEV, (DFCMD & arv A ha 7Y 51 ) 3F—, (2 A a v /KR CMD, )Ll v
v CMD, (4)Zdftho> CMD (250 Tik 5,

1-2-1. FCMD & - R BT Y H/ INF—

1960 4EIZAE L B IZHE S F Y A RS TR B R MER B C B AR NI B A A <
D, HEDOHIVA Mr 7 ¢ —, MR EREIZ L D WMETE & mBEE O IRG OHES R T
&5,

1990 R 9 FH R R i b D8R T (9931-33) [FIE 2 5] & fit &, JUAE R T fukutin
(FKTN) 385 S0, FKTNBAR TEW X a-> A a7 U 71 > (a-dystroglycan: a-DG)
ODHHEHEMIZE G T 2BZFLEE LN T, aa VA r T U B ) RXF—
(a-dystroglycanopathy) &MEINAFHT A b7 4 —O—EEIZET 5 8, FCMD Tii,
FKTN B EOMRRIERBIOERIZELY, VA a7 o VEEEEAEAGAKTHD aDG O
PESERRIC T 2Rl 3, 2D, BREREKEI THLT7I=0 L OEEREMET L, %
JERE & AR B OBMBRARE L, YA e T 4 —Z2RIET D, HEBRIEBOGHIRME
(muscle-eye-brain disease, MEB), U #—%— « U —/L 7 /)L 7 jEfGERE (Walker-Warburg
syndrome, WWS) THIREROHEFICEL Y CMD ZHRIETHZ Enbnb, ZhbDHER
FRIRARL T a2 ba 7 U /3T —) LIRS X9 1C72 572, a-DG OFEHIMET
4% MEB, WWS ;Y 2 ka7 0 — (LGMD) 13 AARZT Tl < R HHIZBE R
FEL, BIRERICBW T a VA a7 U 7 R_F—0ORKE 25813 18 FEEH L o0
STW5 (£ 1-1) 9, ZOEMEFIT a-DG OFESIEE DB ZEDIEBIESE Th-720,
FOEETCHSTDTHZEBHALNIEINTZ, TNENORKRBETOERN - HT
a-DG OFESHIEM OREE O, ZR L72EAOMENRTEDEL, W RRIETEDZ L
DOREELEO R 2 BRI D, ar P A ha 7' U 51 7 A_F—OERIERIZIZE REOEEOFH Y
A Ra T =5, BRAFIEDHEHESED LGMD % T, MRAWRBRNS 5 2 L ATE
DNo TETWNWD, TOEIEEIINEIAL, genotype-phenotype correlation [IFERA T
mnEnbiTng,

1-2-2. AOYURIBE CMD

AL KAER CMD 1E 1994 4512 Tomé 512 K 0 #islh S 10, BCKIZHE R < BART
3l THD, 7I= 28z a— FT25 LAMA2EBIZTICLY, 73I=211 (A Y)
DFERETITH S RBICE VAT 2 W, FEME LA CMD (233 E S 41, id MRI CTHEREE
FETRTHOO, Hgld AXEFEPOLEMETH D 12,

1-2-3. 2J)L') v EE CMD



MR I AT, FREOEMBHNZ LN WEICHEL, FHESHMEOUNR
AT 2 & W) R A b OEERATH S 3149, 1930 41 Ullrich 7% congenital
atonic-sclerotic muscular dystrophy & L C#J&H TH#His L7z, HATIEZ FCMD D¥RIZHE
DEWCMD Th 5, FRITMESAER THL VIR a7 —F L ORFIZL D, VIR T —
7 dal,a2,a3 D 3FED a HPAEERZTER L TRV, % alid 21 FYAE Lo COL6AI
& COL6A2, 2 T4tk LD COLASERTIZEL»Ta— RFEnTnbd, 3FD agiow
THNOBEFEMIZESTHAEL DD 1B, U v el CMD LV ETHERRNA L A
IANRF—HEEEIC 3 D a BHOWTNOOBIEFERNFERNTHY, miFE2AHLETE
DIEWREBEESTHZ VIR a7 — 7 VB E I AT — L STV 5,

1-2-4. ZDHd CMD

WTFILBFRIEETIEH 228, TiLD X ) A HERLFEN & 5720, ERICEET
& CMD Th D, FriZ, 7 I B CMD (2B L TiE, AMITBWTHHENEZ TV D,
1-2-4-1. 5 = UR4E CMD

TAY—« RLATZRBHYA Ra 7 ¢ —2 A (EDMD2, # YRt (Er)#EzR) B
LA 37 (EDMD3, & aRErE(SIER) ORKRERETFTHD, AT I VBT

(LMNA) ZEIZEVAET S CMD Th D, 1Al AR OFRNG JMRT, FrlCs IR 7
SEER T OZEE & MK T O 7= 0iEE F# (dropped head) #3k4 Z LM TH S5, X
0 EERM B AFET D, MiEZ LT F %+ —7% (creatine kinase, CK) fHZfFI#72< L5F-
T 5, DRMICREIMEREENESHNAH Y, FEZET D, L bl AT —-
R 728 LCOFRZE LT 5 X 9127 0 B a8 mE 72 EoLEIHEZ 2
TLHAENDHLHOT, FRIOMREEE IO LEERBRBBIENSLETH D,
1-2-4-2. £/ 7074 > N & CMD1®

i DR BB TR O AR B 55, Ev U B R o/MakiEERELY ST
A4 > N (selenoprotein N) % 2— RKLC\5 SEPNIBIZTOERIZEVAL D, FEKRIE
WITH AR X 0 bhE 28w, SHE, KO KT, FHESCHIESOMMEZ FE s 35,
FLIRHNZ A8 D LT & BEFRIEAR AR T 72> DIRFIC N LR AE B2 B & - 5, JEE 7SR
WHEA B ED, RAEBNTITIMBRIZE L BIN LN O LRI TH D, MiEF CK EIXIZIXER
Th b,

1-3. BRPR B4
1-3-1. BAET O : PRIEFHERETO2HEREDE

BHMUHFRET (Tnyb—A 07708 22T 28Z, HHETZMHE G
TERINRR D, BVETEZMHEI Ve E—A T 7 M, WDWHEED T 1 v ' —
A7 7 PEERSNL, TOERIIMBEHRETH L, —HT, BHETFICZL»Tm
Yy E—A Ty NOGE, QORI PHCPER BRI T REA BORIKTT, PR
BRI R & W o e R YRR, e R DR D X5 ik - M AS O lifias D5 B %
ZRRL T bwv, HRICENT, AR TORELZMT 5 2 & I3# LS, BML



TOWNE, SEROPIEES), LESCDELR i 2 LE LEEESokE, G 58X
DIRE, PEFOREE, ERIFWAN R ETHW 2T 5, 7L, JOEREED—
HCThHr7I7H— U4 ) EBERECIEM VR TE2E I GHENEL L, DORERS b IE5 2>
BWRT D LoD, BRHEIIEE L,

1-3-2. BB L LTOHE : FBLUREZ & S aiFRMMER & DA

CMD [FHBIAIZIE, LRI GRS 28RN, EBVFEER, 7 IR T 2 HEk &
T, LoL, BEFICIEILEINC R IZRM 00T, ShIEEN T TSRO EE DN,
SunE, BEEEREAET, TR EVSEREICEMNDINE ZENHD V2, FRMES
FNRF =R RERRENME S A bu 7 ¢ — L B2, FFESN RSS2 EORE 215 2
L, L ULAHFMBETH D Z LICHET D, HIEFICTITILM RN OO AR, KRE
WINRERZZORE L 2D 2 Wb D, — T, BYIEEDOBRIIAT - 7o MR A CRRIC
m CK IUEICRAMA D Z & bdh b, — AT, ALhE@EZ THEDEN, b L IZBAL
DENE LB, 7TuyE—A T 7 N THDH I LRSI, BEREE~OZZIZED,
[FRR IR RN, 70 v B V7 7 v MR TR R L L ClEfatE= = — 1 3
F—=L SMA 3B IFT BN 5, S E LT, CMD O FHIIIETTT 5 b DDREEITIHERT
BDHNIDI2NDITE L, Z A S OMRRE MR B TIIZ 2RI A LT B F12832% 0,
Fiz, BEM = 2 —n XF—TIHEMOFH IR TR EERETH L2, CMD TITEAfG /1LY
XT3 %, SMA (THHRIFMETd 0 7203 5, IR O KT 2773703, ERRHE A EHE,
Fe el (FORMIRAL, BTF), AFRIEFERE QRS FT 7RSS AuUTERIXEE L <
7200,

1-3-3. HPAROT4—ELTOHEH

1-3-3-1. FCMD & a-P R kRS Y H/ I8F—9

FCMD #AR G CIIAINCH MO KT &, W MET, (KREHEINAER, FiEEE
HIZE VK 8 A ETICRM MM D, HILEI TN SET 6 20 H, FEALRRFT 1%
Mo, FUEVBENT 3%, EEEEO Y — 213 5~6 L S, THURRITERICHETL,
10 AR CTEZE D &b L&D, BITAMRERBITH 5~15% & b, 010 EEh
BROEY—27%2BE 5L, RENSITAREE D, MK TIEIETETH VT HEL Th
%, EYERIERBPEERCRiECAON 20 b 55, EREOFNFHL<, ERIFE LY B
WRTF N, HEFRER LM THY, 1BUETHENI S B LI A3 F—EH
ZRL, DEHOMVKRTICEVEARNLTWS, HIERbLIRAICA LS, BEmiREIL6
ik AR CIEARZEMEIC L 0 DR > T EWEN KB ISR & 725, FCMD Tl s bz,
EBIEN & BN R S MEN A BN D Z & bR TH 5, BT CICBBE O
HED O D 7 — AL, WfEITE - BB 720 T IXBEEN, b, 5 & 2Fic ks,
PRSI OFELF S LIX UIZR 55 72 O BIEI OFHI b I Ch 5, FFHAUERE M 2528
T b IR O MR FRK T UIE LIEA S, @) R ORI X DR ED 4
7%, FCMD B ClIRROEBEREIIRNR - NS -0, EihER - ET2 B S
TITH 2N TEDBREN LITLIEA LN D, MBFITIE 15 i E TITSHi e L TOPEALAH



RHeE 720, EREKE D, AOHETH 2 MERIEREIKT, FAmErEmik, €8, OAe%
WLV TT D, FHHEMT 176 E SNDD, KL T, s~ A7 XN TR O R3S
ARH 7T A NOEN, FHAEIED 2 hr—/b, BELERIC K D RBEHEICLY,
FMTILERNTNDDOTII RN EEZBND,

BRIRIEIR & U C oBRIBNTRIROK) T5%, AT AIREDBFERIT 15%, SHENRER] D HESE
BTH 10% & S5, SRESBYER IR ERIZ L, L LIEAZES KXV, FCMD ®
Oh, FHALREZFREEGE (WAHOT7 VL) ICHBENK 8% & HDTW\WDH, FTY
IUBEAERT, bIOIRAT INAPRRERTHLIEEG~T a#ESGRE VbR BENED O
15% T 5, FALRTRWNEI DT VLD FKTN &G T ETOERONKIZLY, KiE
FEREWIRF A Z G025 WWS & 235 HAERR, ATHRE CTHMIC bIRITER TOM
TED B DEIEFI HIFET D, AL REZ -2 WE S ~T flo FCMD (3B STl A A
TIEEBI O Ln7e g, ZOEEIEEER L 70 v WWS ORI Z %95,

VA Ma 7Y g ) F =0T, WWS [Z—#%HICIiE 18 TICAPHES TR+ 5 =
ENBNE SNAHKREERTHY, MEB i FCMD O dEER LB 2 ERE O, a
A a7 Y I 3F—TLGMD # A ZIERAFIE T, FUTITOAIED A% B9 2 BE A
HHIFET D,

AR 2 0L ISR, JEfr s GrEdl), REIREKES) (R 25, RIPK,
HEEHEE /e EHEBRZA S L <R D, MEFEOETNFHM T, FTEELL EOMBERE NS
W TFWILAT 0% LA EDFERI TAEGF L, FEUTHE D T WitAZ 2~4 FREICHAE L, SR
2K DT, 10 i Z2 i E TOD TANARIELRIET 26162 <, FIERTITESRBIEN
%2\, I MRI (X 1-2) [ E2WcBWTIEFICEE T, FFRALFTAE LT, MEEN %
SEIZ 2N CORARERE B (IR VEIE 11 AY) | ATSESEENT 00 /M), JEAMIE (X 1-2a)
/NIHEERIARET R (X 1-2b) 3% 0, e (X 1-2¢), EAFRER S SEFRLE LT
AMTH %, EKF#ETIE T2 5 - FLAIR Bffg CHEICEEFE2RDO 20 (X 1-2d), HiE
PRV T 5 Z & D, B LIEBIEAZ IR L TN D EZEZX BN TND,
1-3-3-2. AOY U RIEE CMDWO

SRR OREFIERIZERE T, HAEREL D OWFLINEE, Rniices, FIRR BRI T,
AT, B, LMWL RO D, AR LV IREEZ ST 52 L03H 50,
B 2 LB L T 51 EORFRIEE TSN IRIET D, ficm BB 308 A AL 7
X ASALT, BATAERENE A 2, EEATYEICBIEZATE, WfE, BN ELC S, MERSTITHT
B RN R T D, o RARBIIITFIED E <, LGMD (ZHEL L 7 BERIETTIE DO KT
R, DABHEREFEICHE TH S, MMRI Tk, AEOERESNE®RTHY, Zko—
BiE 725, $130%IC TANADRIEZRD, FEEIEE IXEFEMOEMETH 5,
1-3-3-3. W)LY v EE CMD1314

BAMETFIXAER RSN SEBREOEN L LTRSS, ERICKA SN D EHIT 1
A T D, PHIIIMTARETH D, D%, FH 11 CHEE BB L 25, HRARE
M0 FR XN SHEFIZRALGENDH VEENLETH D, DIEET D20, KR EIC



IZRREIZ 220,

7L R CMD TIEF IR TSN, B & B8 OIER SR Td 5, PIEFT . &
L, fRBIEIE OEMBEE N T O BHET 2, I EOEMBEE A WET 5, €
ORI, B DL, KEHHH, REFENRZOND ZE bbb, KEITAIGIER
WZRERIS 30, Tra A R 2S5, 20X 5 2BEHERC S ER O & X
OFHT A b7 0 —TlEd7el, ZOWRBIZFHHINTH 5,

7Ll e CMD TIEARER MRIIZEBWT, SMALRS O F L oBEE OFLE R L, 1
ERSFRUY (tigroid sign) & KEBE O F 0O E1E S (central shadow, concentric
shadow rectus) DFHEIITH Y (X 1-3a) 17, ZWNZHAHTH D, FTHRTIE, PHEME E
T AN EET HMOLENER FEEIND LGS TWS (KM 1-3b), 7=, B CT
R I, RIS KBRS 0 K BRI BA A (2 ZEhE-CIR B O 20D 5 — 05, Hi7,
e TR, KNERFILHRERT- N5,

1-3-4. $#ERIHAE L LVEFKE (CMD % LGMD THNIEHRORURE, HEEMECR O
T4—THNEIAFZ7, &)

CMD DR, () $TF~%75 U /L ® CK @iz ftko 2, Gi) e~ T U/LRE,
QD EF~%#E U/ LEED ER TR, QT EHREREFC7 ay—a 77
N DT, @RS o7oEm CK MIEDLEIET = ¥ = ¥ B LUy B — Al A
a7 — (PRAMRT7 4 UE) #EET D, FlZ, TavzrXWHIA 7 4 —T
T ~%7 U/L L@ chrMmicd 525, CMD T U/LIFED ERA2RTZ L
3720, Q) TOENTEEIC/ZRDDIE, HOREMEFERBRE R ~FTH L, HEIEFIT
FFFHC T U/LUEICRD 2 6 HD0, AN TRENZ W, B oM 7 E (B
FEME R AT —, R FIEFICH TH IR, BIBREARAT v A REOREBEMIRIEDN
BNTHDOT, ZTOEWRINEETH D, dfMIIAE 2428 22RO &, Ko~RORKE
JERCH D ILIR AN R W, FHIERE L CRERMRRIEZ A0 VIR, LIRS
Cd 5720, @il LCHEFICEETHD 19, BUECIRIEMRMLOBERIEMRIEZ1T) 2 &
THEGIZBWNCED Z LR TE D, ARBMOBRITIEFITH TH L, @IE, JeRMEI A
F—, SRV EGERESE S5 & 72 D, SMA T B Gl E D CK A LR 278D 5 = &
Nd 5,

1-4. RE
1-4-1. HLFMRE: VLT7FoFT—H
1-4-1-1. FCMD & o-P X hBRT Y A/ I8F—

CKEIZEMIC EAT2 GT~%05 U /L) 28, 52RREZRD L FREmE 22D, 10
RELETIZEFLTHZ L b b5, MILBICEA & S5 MHEE % OB BIE T,
W OED 10 5L R EAT 5,
1-4-1-2. A O3> R#ERE CMD

CKMEITZENIZ BT 5 (EBH D 10~150 ),



1-4-1-3. )L v EE CMD

CK fEIXIER 2R FRT 5,

1-4-1-4. ZFD{hd CMD

EFHNS ERT5H0FETHRAY TH D,

1-4-2. BREBEFMRE (FEREECA MOT 4 —TEHEE)

1-4-2-1. FCMD 2T 52 ESEEZMRBEMRDER

BRI 2 BT 5, RIHRREHR TR AE L 72\,
1-4-2-2. AL RI\E CMD

LBENE D AR R 24 U, EERRRE AR b EE SN, A% 6 »HUE
(R VR IE S 38D DIV D Z & BZ W 19, FUREHREA-CIR M H R B AL O
BIEHRD D,

1-4-2-3. 77)L') v EE CMD

XA TIIMRMEE L2 5, HEFEENCERMEREFREIITIET TH 5,
1-4-3. FARIEHRE (CMD & LGMD TIEEE)

1-4-3-1. CMD [ZH 1+ 5 HREMEROER

AN EEDOH T A b7 ¢ —pr I, MEORGMMBMEE, TRIEE
HoD, HMETHEClVNTH Y, 45572 1 7 2C BHENRZ W, EYE Tl oDG
DRER 2 Je o D PURITKR T 2 BOGHEDE L <R T4 2,

1-4-3-2. A AL U RI\E CMD

YA bR 7 4 —FTRICIMA T, MOEAEMEEEZ R L, EEBbFREa Ay
v (T2 a2) OXKEHDLWVIEEREZRD D, FEAERICT, RO GRS
tBTARY Y (FI=ra2) OREEZRDLZEHZWMRILE 725,
1-4-3-3. 7)LY) v EE CMD

RRME D K/ INASTR], BB OFRE ARG A=, TR OBEINA 2 DD, HEIEMHECFAE
FRHEITRE D B 03 7e 0, SRk LT VI Bl a 7 — 7 o5k (kN e
IZRIBLTWD) F7ITMMEIR 2 R (BRI KB L TVWD) 28D 5,

1-5. BIRF MR

T E T2 B ) OB FIIRNT ORI B 72 > T, BIREHRL OB T2 OO E
REEREEL T HEE LT BT, MURRAZWLEBBEBEIV R V7 EBIRS LR
VELTH % 20,
1-5-1. i, BERRERACRARESHNHIELTFRE

2022 FHUE, HEFEERIRE O CMD &5 7L, FCMD ¢ FKTNi#{s 1 3kb SVA !
Lha hT U ARY ARANR DN, HiEY— 7 = 2AREDOHLTH D, FCMD D AffE
PERHIUE, ETEET D,
1-5-2. BERBKRERNLVECFRE

A0 UREE CMD, D)LY v EE CMD
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WP, BIEEOREIERAREA T, RS- ANTERTHS, L,
ULy eREETa T =50 VI B I AN TF—RER DR LA I F T —,
COL6A1, COL6A2, COLGA3 FEARTFENTIN, RIS CHRAEFTEE Cd L, BRI A
ERaT =7 VI BEH#E I AT =08 ON LG5 [RAVLAI AT —E) & LTHE
(REFIRTE O i & /it 5,

1-5-3. REKRS—V T o —TRINTESH
1-5-3-1. FCMD RU o-PRX +bBS ) A/ I8F—

BEFRECHAZRRRONGRPo125E, D ao VA a7 U ) RF—Thd
AHREMENH Y, =7 V= AT TRINCES Z L bbb, L LTOEE, BRMaEM
ALY T a- DG ORESHFERTIUROSISEME T L TNWD Z & 2R T 20 ERH 5,
1-5-3-2. A QYU RI\E CMD

LAMAZ2 B FiZ 64 o= Y o 2(L, Ao0kEy RARY hERNZ Enb, #in
TEREOMRBITFHIEHEL <, L ITHIRKTEIRETH 5,
1-5-3-3. 7JLY) v EE CMD

COL6AI, COL6A2, COL6A3 D 3 Eint2BETILENRD D,

3k

1) Kang PB, Morrison L, Iannaccone ST, Graham RJ, et al. Evidence-based guideline
summary: evaluation, diagnosis, and management of congenital muscular
dystrophy: Report of the Guideline Development Subcommittee of the American
Academy of Neurology and the Practice Issues Review Panel of the American
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2015;84:1369-1378.
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1.1 ERMHTYA v 74— (CMD) %5 BEOHRMNZWZED O 70 —F v —
k.
CK: Z7VT7For3xF—F, GAA: Bt a 7V ai ¥ —F¥, DM1 : fidREdEy 2 K
77 4—1%, FCMD : f& LR RMEH A ba 7 4 —.
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1-2 @A RMER A b7 0 — 6 2 H Kol MRI BEif%.
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1-3 AUy e RIBERMEFRYA e 70— 10 %58 R o Kk MRI Eifg.
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MDDG/CDG

types BIET4 OMIM &S |[H4E

MDDG1 POMT1 607423 POMT2 &£#IZ 0V Y/ —RDEGBEER

MDDG2 POMT2 607439 POMT1 &#IZ 0V Y/ —RDEGBEER

MDDG3 POMGNT1 606822 N-Acetylglucosaminil EfsEEsR

MDDG4 FKTN 607440 Rbo5P #nfsEEsk

MDDG5 FKRP 606596 Rbo5P #nfsEizk

MDDG6 LARGE 603590 Xylosyl and glucuronyl ExfgEEsk

MDDG7 ISPD 614631 a cytidine diphosphate ribitol & mE%

MDDGS8 POMGNT2 614828 N-Acetylglucosaminil (sf$E %, POMK BED 1) U ER{LIR
MDDG9 DAG1 128239 a PR LOSYHUEH

MDDG10 TMEM5 605862 FO0—REEHER

MDDG11 B3GALNT2 610194 N-Acetylglucosaminil #5#%E%%R, POMK BA&E®D ') U EEL{RE
MDDG12 POMK 615247 O-mannnosyl glycan ') > E&bEE S

MDDG13 B3GNT1 605517 N-Acetylglucosaminil (xf$EEs

MDDG14 GMPPB 615320 GDP-Mannnose 4 &k

CDGI1E DPM1 603503 Dolichol phosphate mannnose & X

CDG1U DPM2 603564 Dolichol phosphate mannnose 4 & X

CDG10 DPM3 605951 Dolichol phosphate mannnose 4 & X

CDG1IM DOLK 610746 Dolichol phosphate 4 & %

#£11 avA s Uh ) F—DFKREEAS.
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28 BHEEHFCALOT4— (MR~BABHTR SOT 4 —DREZH 252

2-1. BRHEH A O T 4 — (LGMD) DHREHE

A5~ A b e 7 ¢ — (limb-girdle muscular dystrophy, LGMD) &9 EEMEED
PRI RE <, T EEECIER D DI E DM R T2 R L, FIE & R A% Ll i <
WHILEREEREBEGBEEZ DB D) & LT, 1954 442 Walton & Nattrass (2L Y
FRINZY, TOHK, FHREOAEBEEERDEEEZ L2 VOB UHME LTHREIND X
Nl oTeloh, SERTHRERFEEZETZ L &2, —FfX waste basket &bt T
Teo YA M7 ¢ CEBELIRE O FBIRFRIFREIZ LY, £ < O LGMD [ Ml ¢
VAR T 4 ERET DX NI ORBRO UK T TH L Z ENHHIATWD,
YL ARBEME (MR O & L C LGMD1A~LGMD1H 23, # Yk rE(S ) ol & L
T LGMD2A~LGMD2Z 3 #tE & T 5 276 (£ 2-1), 2018 412 LGMD ¥ 2B
DRI MBIED R SN D, I I TORY, AFR TIIIER DR R4 Fr
ZHWD,

2-2. LGMD D EGFREI4HE
2-2-1. A MAT 41— LTOEY

12& A LD LGMD I, MEHCIBGENLOf R T THRAE L, 2 ICHMRT & 2
1792, W-oT, ZLDIEBIT 325 ER-TVEEE L7203 25008KE] L)
JERTHIFET 5, LaL, LGMD2B OF KB ThHh DY A7 =)V O FRIT =41
PRI ANRF—HEL I D Enbbnd LI, BMEMOHIKE T2 LT 2EH0LH
OO THERELEET D, B ROFEITREZ 2 LT WA R 2-2 12F L DT,
ODARERREENR, PR L W o oA m PR A AT DAERIE, JREUC K 0 a2
HnH (F2-3),
2-2-2. SERIHEH L ULREE

YA MR T 4 —ICEENDMOPFRNILRERZW O R L 72D, Fio, FERMEIA
PRI AR S BRA BN T TER DSBS BIEB N H 0, 155 K T 23 U AT
IZHRVEA T LGMD & OERINEE LW 035, TOfth, HOREMEMmRE (BT
PEBESENE I AR F—, EER, MK, SAEGHR), REERZEE (AR,
I b= RU TR, MERAEE AR RN EERE, EIEMEE, TN — ] -
A — FUJEGERE) W oKL, LGMD & OERINHE LVERINSH S Z LML s,
Y A b7 4 —LAOERS LGMD LSO A a7 ¢ —%§R] L, 1IE L LGMD
DIFNZW a5 Z L 1X, WIREZPRREEN & @Y 7 EEER AL L W\ 5 BRI DT
T <, TRREMRICH 72 2RI BT b D7 23 D 9,

&<IT, HOAREMEMEESHRHEGIER, HERECH LR~ e, I b=
> RUTHETdH D MELAS X, HEYBIEIC L DIBRNARETH Y, TOEIIIEETH D
(F£ 2-4),
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LGMD %% 5 BEORMBZMZED 2D 7 o —F v — F %X 2-1 177, LLFIE, 2
O7ua—F v — N> T Do

REBARTHE, [Favzr MBI N7 4 —BBFHA R4 b TR
DRHTA RTA | BEAE, THARBRZROFSIE] FHTF v xp GEBIsMEE M
PENUIR BRI, FE A b7 o — M4 F=—J ) 2EOF5 X BLOY, &Y 2=
REYEMIUI AN F—, LY v bdE, RALAIFNRNF—, U RRa T 2—T L
VHREWERE, ARMESENIE X A RF—, SRS A RTF — ORI EENMER S TR Y,
EHIZ THCERZERMEI AT —2HEOFI &) PRETTHD, BAMRFEEZOTA
NI U279 A FTHRIEARTHY 9, BIEOBEIZRD,

2-3. PR AT 4 —DRHRBEDINRE L TRELER
2-3-1. RI&E

YA bu 7 4 —OERIC BEMEER) THLZENEENDOT, FEREIZZENIC
MO TEETHD 10, EOLIBRBEHADEEINDINICE ST, BRIZBONENL
Hanbd,

FRNIEH DR L OREERIT, Bl o722 2BRICIEA IR TH
5L, BIOFRNBIEE OBWNCEERERERDD, TOHERESDI2DITITF RN
JEERANDRBENLETH D Z EITmmaERiu,

2-3-2. HEMDST

HEVED AL, BHZEHCHIET L Vo eBRICL > ThMDEKRGE L, BHRHEE
RAEIZED D Z ENTE D, WAL HEMD S & TN E — TR A B B,
ZNOH AR TE 2 EHBHEGERAIIZHICEL TAATH L 10,

2-3-3. DAL - FEK - FRAL - BETEFTZOMALERK

ZIBIE, WRBENCESL O Tk, A TR ELELAT HIREOEANIZERT 5,
R D RERNE, — I OERE & MRS RE A R 92 Z & 2B/ 720,
234.mm7b7?/$f—ﬁ

A7 4 —IZBITS7 LT F %5 —7F (creatine kinase, CK) ® EHIX, EH
HIZ &Y 1959 FFICHE STz 19, L, ARETHT CK 2 EAHT5 L ITRL 0, £
T ERFFBEMERRZEME D K 912 CK 28 1,000IU/L F2fE £ T EF- 2 RFEMmZERE S H 5,
1% CK B2 TR E 2 a2 01 Ly, LGMD o T, CK EF o
FEIRRIZ L0 RAx T D (R 2-5), HZMAMBEICHEITT 2L CKEMETT 52 L1
LEBELAET D,

2-4. HAERDANIZERE L THEELLVMERE

LGMD & ORI H LW (& <UD ATREZR R AR) 2/ &BHI, AR ORI 3E
i L CTREZWREEZ T D,

2-4-1. BRHEEGEER
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BRGORIEMZITZ MRI T T2 ®ESBE 2T 5D T, HOREMEGHREBEOENIIHK
SEDIENY TR L, AN OREIZAHTH L, X CT 1%, Mk - Kk Z SR FE
filid 2 DIZ#ET 517y, CT EA—EIZER I LD O TRIMIZENEZ BN 2 OIS 2,

2. MEBRAEZ Tl & L2 W TIER 28 22 Blz sz,

2-4-2. FARBEHK

LGMD & S TWIEFIDO T, mEnSIE CHETT DSFRAR 7R 005 I AENE BB X A/ T —
WD T ENWE SN TWD 1B, FEHROZHM %, BAEMZ%S, LGMD &Ll Ofk
WEFGRERETDHZENHDH, ZNOOHCREMEGHEE S, Wi EET /LS 22
ThHHR, WECHIYHERICHTE L CTHRBEETUROREAEEND (K 2-6) 14,
2-4-3. Beta VN A —EEMOEEREORY ) —=2T

R~y (BEER 2 8) 1%, 94 Y Y —LBETHLIMME a 7Las Z—8 (GAA) O
EHERTICLY, 25 L0 bIMIcBiT s 7 ) a—7 o REEEZ < 3 R a kgt
PR DBIRFIRBTH D, FERD FLIAVER O B FIE OSEFNE, LGMD & BRR B #5173 8
LWZ ERD DA, FLEIERIIZ LY GAATEHENEIEICA 2 ) —=0 7 T&E D, R0
FEEFRMARFENEA SN TR, BHNEETH D, HRIEKINL T GAA HEEMET L

TWRITIER YR ERETE LN, A7V —=VTE%ETHHEEBIR T2 2T 585
T2 (f4K48 : pseudodeficiency) 23 H AR ANIZIZZ VDT, KR ~JFo2WifEElzix)
sRER - kA - BRI AE T GAA BERTEMERIE RS GAA Bin it & W o o a4 2
T 5, A7 V—=r 7 Eifixl, AARERAHEREFSV 27V A b DEBERA R —
%] (http!//jsimd.net/iof html) ZZ&MDZ &,

2-4-4. 3B - ELECE (LK 8K

b RUTIETIE, BEEHFRERBIERL TADA & o T2 PRI DRI e & 3
D EMZVN, FNICHRELZ EIKRET2IEFNH Y, LGMD & ORI ZE4 25 Z &2
HD, 2 har RUTHOBENL, M MRI TO T2 BiE BRACHWRHEAT R, B 7T
FIZR ZAMATON DD, MECREROIEE - CLE BN ERT L2 ENEL, @2
WrozEZ(Zesd, X hary RUTHRO—H{METHLD MELAS ORZEFERFEIEIZ L, AH
THTY 2019 4 2 HICHEFAR SN2 &b, ENNEZETH D,

2-4-5. RERHHER

BIEMEEGE, T /3= b o A — D UREWERE, o RVER B TPEMGRE & W o 7o RS
ER BT, ERNZ Lo TXGE TR O B NEB AN B 2727, &R P‘f@E®ﬁ§§7ﬂ£&T
ROMEMRERT DN DH, ZHOOHE, BRI ER DR

T U= b o A — N EBERETIE, TRIHEIZ K D I EIE S, Eu"T“E!’J EX AT
LAROLND,

S RMEFFIETJREGREIL, BNEEIL Y &, A ~FOE O BALTHRE T EHB B £ H)
THHEEEEARDZENRHY, BRI,

2-4-6. HHBEHTOIA F=—KE
fHIREMEY A e 7 ¢ —2 % (Myotonic dystrophy type 2, DM2) ® X 512, #h5REE R
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# CLGMD Bl O KRG 2 B3 2003 & 5, I A4 b =—HKEN B o556 OZ M FIRIE,
%3 mAS I NIV,
2-4-7. RERREAOEGRZHRE

fEFEMRBE N OB FHIRED I L, MASHEDRZFEL TV LIHTA br 7 4 —OBR#A
Z, YA u 7 ¢ VBT (MLPA ¥4, B — 27 = A3E), BREMEY A hu T g —
17! (Myotonic dystrophy type 1, DM1) ® DMPK i&fs 1 3FEFIEREK CTG B/ S
TR D AT, LR R YER A b v 7 4 — (Fukuyama congenital muscular dystrophy,
FCMD) @ FKTN s 7f#tr(3kb SVA L k1 b T v AR UARAiRNT, B —7 =
YAR)D3OTHD (2022 4 4 HEE),

Ny Y A a7 4 — (Becker muscular dystrophy, BMD) 0T A hu 7 ¢
VIEIX LGMD & #ERINEE LW L A dH 5, Multiplex Ligation-dependent Probe
Amplification (MLPA) {EIZX DV A bu 7 4 VB ENTIX, 79O r v o 2FnE
AUPCRIETHIR L TN D2 HIETH D, 2 L EOHER L= Vo ORISCEE DN
DHNIUE, VA MRT 4 SEOBKEEE TE 5, LinL, MLPA £ C2Wia e
TELLIRERZROVA b7 4 MERFTEEOK 60%ICIEE 2N EAMbNT
BY, TNUNDOTA bu T 4 AETIFERBGIC L DREREFEOT A bu 7 EAJE
BURNT 2NN ThH H, YA M7 4 VBInFOBEMT 7 Y R R, MLPA 5TV
A brT7 4 VBB OERERE TE Do BRI OBEHEERE T A MR T 4 VR
ARBDE TRV LREZROZHEIIE, H#EY — 7 = AEIT LV BB FEREZBRR
T&E D, HEEY—7 = RJEE, 7T S DNA FZEHET AR AR & L CRtd 2 194,
FRE B AT B AR - IR R Bk Remudy® COFEREN AIHETH 5, fEFELRIRIC X
HEARFHIRAT JFRIE LTRE 1 ANICHSE 1HRETES) ZeEhTEY, 20
VL EZET H5E121E, ZOEE OB DU TR B E O/ EM 12 5e# 35
WELR D 5

2-5. ER

ARRTHE LN HFMITR bIZ, FHEFTROFE L, BEARBEOSHICHN LD,
2-5-1. FRERMR 17

TA a7 LTI, B AMRE, MEOMAEZRD S, LGMD2A I2F
T 5 IERHMED X 5 7RI A BT 2N S D, FRBEET R, Bl ORISR
THRNTICEB T D SR RIS 5, -, WEENEE TR cRb Sz "y 7o b
DIREMEZ T T 28RS, FRBETRARNERE D 2 R H D,
2-5-2. EERBOST : REEE, VIXF2JAY b

WO gUEE AV, TE DT MEEAIC, 2 Licoirz £l 4 2 il KiEd 5 2 &
DEE LW, Bl 2 (XENLER - MR EEEE v 2 — T, K21 IR FEADOAERBIC
BT DRB G RITHON TV D,

20



2-6. MBIEHE LT REMT

WAL — 2 =% — (next generation sequencer, NGS) 2LV, Bix T O%h%
IREAICHE B L7z, ZOFEE LT, BEMORBFRNELEF 2R E T, K

BIA T AR E T HATICRAITX 5,

2-6-1. A=y b)—oxTo T

EAVER R B O A B S T IZBECR 200 SEIE STV D, BREBT X CE2ERET E
(BTSN TIEBWONR EREEN N Z > TR T T 5, ENCHER - MR ERFEE > # —
T, BWREPTRICS B AR A BME L STV D, 2D X512, NGS v
=7y M=y 7T, BIRTE L SR BT SR R,
2-6-2. THV—LEBH, rSURY )T N—LER, RREHR

BT BN, T CREIBCCHR G EY) & M RERCIEAT S D AR B STV D, R
WEREHRT H720I101E, MEEOREAH CERET 4T 20ELH V55, ik
TR ISV AT T S COMAT CRITIHE LRV B AT, RBBIREA =27 77
(IRUD) ~Ofbifdiz #t LT b LUk Lz 19,

3k

1) Walton JN, Nattrass EJ. On the classification, natural history and treatment of the
myopathy. Brain 1954;77:169-231.

2) HyEtEHR T ¥ —. fiHY A hu 7 ¢ —. http///www.nanbyou.or.jp/entry/4523 (2018
12 1 HEED).

3) Bonne G, Rivier F, Hamroun D. The 2018 version of the gene table of monogenic
neuromuscular  disorders  (nuclear = genome).  Neuromuscul  Disord.
2017;27:1152-1183.

4) Kaplan JC, Hamroun D. Genetable of neuromuscular disorders.
http://www.musclegenetable.fr/ (2018 4F 12 H 1 HFH'E).

5) Pestronk A. Limb-girdle muscular dystrophy (LGMD) syndromes. Neuromuscular
Disease Center. http:/neuromuscular.wustl.edu/musdist/lg.html (2018 4= 12 H 1 H
LW

6) Online Mendelian Inheritance in Man (OMIM) . https://www.ncbi.nlm.nih.gov/omim

(201943 H 1 HI%D).

7)  Straub V, Murphy A, Udd B, LGMD workshop study group. Limb girdle muscular
dystrophies - Nomenclature and reformed classification. Neuromuscul Disord
2018;28:702-710.

8) Narayanaswami P, Weiss M, Selcen D, et al. Evidence-based guideline summary:
diagnosis and treatment of limb-girdle and distal dystrophies. Report of the
guideline development subcommittee of the American Academy of Neurology and

the practice issues review panel of the American Association of Neuromuscular &
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Electrodiagnostic Medicine. Neurology 2014;83:1453-1463.

9) HAMRFES A K74 . httpsi//www.neurology-jp.org/guidelinem/ (2019 4= 3
A1 BRE).

100 MREEDOBIE 2T A FT 4 ) ERZEERGR. #REBOBIG A2 T A R
7 A > 2009.
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sera of progressive muscular dystrophy. / Biochem 1959;46:103-104.

13) AR B, oK EH, B STA, M. BWTARIEE RN I AT — TR 1T HHESEME I AN
F—BhEHAR Y U —= 7 FRIRARE 2017:57:562-566.

14) B A FRBORC  BEETOND 2 L. BAMRERE 9 BIFEE A
BEIF—TF A, 2017.

15) A 4 MM %E N3 & DNA % 223 S &5+ R & = .
https://www.kazusa.or.jp/genetest/ (201941 H 21 HEI%).

16) ¥ A b v 7 4 N F — 0 MR - R A B F R Remudy .
http://www.remudy.jp/dystrophinopathy/index.html (2018 /=12 H 1 HFI'&).
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LGMD? : BHETHEDH NET GEMEBLAZLY) v 1) 7B CHEB HAL OB B & fEiE L

Wn"%ﬁﬁﬁ%‘%%ﬁ EHEEICRET D

A4 L NEE

N R 2) L{Eﬁ?/?)/? WIETHY,
FREDARE L TRELER E%&mﬁf&ém %
°* RKE — BEMADORE %5Km%®%%W%E%@ﬁ%ﬁ

DAL

> RRENRBEEORERR? 3) FRBWI LT TR, 1R
o HEMDOH (ST S

> BRI (EH HAHET)

> BREEERE (22S 3R 4) WIRIEARI A 7 Y — =2 JT2T T

p I o P PBWIDSHEE L7320
o DAL - FEfR - ERALEOMEHFERK P 5) 3 EEBBEOC L
e MEILFFUXF+—F 6) MLPA i TR & fEETE 2DFY

A hB T 4 VIEORK) 60%IZE EED

v

MERDAICERL TR ELVVRE : R,
o MAEERK (A%, NS/ \F—)

C Rung GERme ) 9 D

SRIVEUPE D

BEGESHEE

BREEREY

Y2071 (DMDBMD) D

® GAAEIBEMMmMRYY—=27
o :F-EIECE (E %R
o REFBHEN
o HWER: A4 F=—WKE

A 4

‘fw"v\/

Y

& TUXIATq UELGTFHEN (MLPAK) ©
N

N

. . FRELN Y A a7 =B kTR
LES i, FRICIE Bl a At S - K

B ; Ve AT, Wi, R A
® FHREMR: DX bOTJ s —HEL )

A 4
7

ﬁ%m%ﬁ%%ﬁbfkm¢ém%Aé\
WEATET 2 ONLEE Ly, Bl Z2ZE L
Fath - MR ERIZE L X —TIRLL RO

Y

o THHRWE: fELE HIXRFVTIAVE

¢ BE AN LTS -

Dystrophin, Utrophin, Dysferlin,

e Sarcoglycan(a,B,y), Caveolin 3,
e 7 .
TREBIRAR T ARAT - Emerin, Merosin, Collagen VI,

By RS, — SN, HD Dystroglycan(a,B)
® S=FykU—oxTrvT leain 3, Telethonin/TCAP /
o IUY—LMH, FSURYYTE—LEHY

e D R — s =itk p 8 —4
o RRfEHY /FJ/—ﬁi///ﬁ BB
/XFH74~WILE+A$w@

WISIE, FHRELET ROV & 7R D,
WO R G WA 2, RBWEEA
=757 (IRUD) ~DKIH% K
MTED

@
=~

2.1 By A a7 4 — (LGMD) Z%& 5 BH ORBZH 2D 580 7 v —F v
—F.
DM2 : fiE MY A v 7 ¢ —2 7, MLPA : Multiplex Ligation-dependent Probe
Amplification, GAA : gt a 7 Va2 % —¥, DMD: T2y = XBFHIA b
74—, BMD : Xy H—HfHT A ha 7 ¢ —,
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&5 Y OMIM &S FEHO OMIM &= REEETF OMIM &=

EEEARBEEEY)ER
LGMD1A 159000 MFM3 609200 MYOT 604103
LGMD1B 159001 EDMD2 181350 LMNA 150330
LGMD1C 607801 RMD2 606072 CAV3 601253
LGMD1D 603511 LGMDD1 603511 DNAJB6 611332
LGMD1E 602067 MFM1 601419 DES 155660
LGMD1F 608423 LGMDD?2 608423 TNPOS3 610032
LGMD1G 609115 LGMDD3 609115 HNRNPDL 607137
LGMD1H 613530 - - - -
LGMDLI 618129 LGMDD4 618129 CAPN3 114240
BTHLM1 158810 BTHLM1 158810 COL6AL 120220
(LGMDDS) COL6A2 120240
COL6A3 120250
BEERBE(LN)ER
LGMD2A 253600 LGMDR1 253600 CAPN3 114240
LGMD2B 253601 LGMDR?2 253601 DYSF 603009
LGMD2C 253700 LGMDRS5 253700 SGCG 608896
LGMD2D 608099 LGMDRS3 608099 SGCA 600119
LGMD2E 604286 LGMDR4 604286 SGCB 600900
LGMD2F 601287 LGMDR6 601287 SGCD 601411
LGMD2G 601954 LGMDR? 601954 TCAP 604488
LGMD2H 254110 LGMDRS 254110 TRIM32 602290
LGMD2I 607155 MDDGC5 607155 FKRP 606596
(LGMDRY)
LGMD2J 608807 LGMDR10 608807 TTN 188840
LGMD2K 609308 MDDGC1 609308 POMT1 607423
(LGMDR11)
LGMD2L 611307 LGMDR12 611307 ANO5 608662
LGMD2M 611588 MDDGC4 611588 FKTN 607440
(LGMDR13)
LGMD2N 613158 MDDGC2 613158 POMT2 607439
(LGMDR14)
LGMD20 613157 MDDGC3 613157 POMGNT1 606822
(LGMDR15)
LGMD2P 613818 MDDGC9 613818 DAG1 128239
(LGMDR16)
LGMD2Q 613723 LGMDR17 613723 PLEC 601282
LGMD2R 615325 MFM1 615325 DES 125660
LGMD2S 615356 LGMDR18 615356 TRAPPC11 614138
LGMD2T 615352 MDDGC14 615352 GMPPB 615320
(LGMDR19)
LGMD2U 616052 MDDGC7 616052 ISPD 614631
(LGMDR20)
LGMD2V - GSD2 232300 GAA 606800
LGMD2W 616827 MDRCMTT 616827 PINCH2 607908
LGMD2X 616812 CARICK 616812 BVES 604577
LGMD2Y 617072 MRRSDC 617072 TORIAIPL 614512
LGMD2Z 617232 LGMDR21 617232 POGLUTL 615618
UCMD1 254090 UCMD1 254090 COL6A1L 120220
(LGMDR22) COL6A2 120240
COL6A3 120250
(MDC1A 607855) LGMDR23 618138 LAMA2 156225
MDDGCS 618135 MDDGCS8 618135 POMGNT2 614828
(LGMDR24)

# 2-1 LGMD O30, A0 55, EEOAFEZAT 27, OMIM &5 0 R LIZ
B EINT4WE Lo, TORKE LTHET oNLHE T OITICEINNT, fFE
L7z. #i4#0 LGMDR23 13, MDCIA X 0 E8IEDHIRR & S4, EfEIZITHY T 5IH
AFED2. R4 PO LGMDIH (3SR BT 2 FE SN TWRN - T2720, bz
Bz oniginotz . FAWICH D GSD2 (IR ~HTH S,
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BB ROFFHMAR mE (LGMD [T HER)

AR 1B, 1C, 1D, 2C, 2D, 2E, 2F, 2G, 2I, 2K, 2M, 2N
A & e 1A, 1B, 1G, 2A, 2M, 2R, 2Y

BHEE 1B, 2A, 2M, 2Y

BEERESE 1A, 2A, 2H, 2R

rippling 1C

* 22 FrERCROREIIPTR 2 2 L7 LGMD O,

wE ("LGMD"IF&EBR)

DERE 1B, 1E, 2C, 2D, 2E, 2F, 2G, 2, 2K, 2M, 2N, 20, 2R, 2Y
TR 1B, 1C, 1E, 2R, 2X

PR 1A, 1E, 1F, 2B, 2C, 2D, 2E, 2F, 2M, 2R, 2V, 2Z

BT S 1D, 1F

# 2-3 0O - PR - HETORELZ R LTV LGMD O,
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el EAIDRA AR
BoREEHERE R REE LU BIEREARTOA F
(REf %, SREHK, FrimE S 4
RENEMERIEME S A /3F—) ®REI/OIT) Y
RoREm (HERRF 2 E) GAA jE % BRAERE

TraAVRUTR

EEMBENE

FUN— kA — b UREIRRF

TRV B NIEIRE

(BZIRIEARIM R 2 ) —= 2 4)
LB - ENLE VB (g, §8%)
FhiRER
B MRI
SIEFE, EROBRES
REFIHER TOIHRRR
it ACh ZEAEHUA
1 MuSK ik
}1 LRP4 #ifk
SRFHE
BINME TR A - IR STIEA
FIEHIMEERE T M RIRIEET
EHE RERE THIERE
11 VGCC itk
SIEFE, EROBRNES
REMNIHER TOIHBRRR

(ZIWVINALEF—E 7ILT7)
21) > (MELAS MDiKZEh
FRFEEICHLT)

BIBERERATAA KR

R N

A UIRTFS—EE
REIFSOIY Y

& Fe A
34-CF7I/EYSY
EESHAITIXZFDARRE

MO VIRTS—EESE
(RBIZKVUELD)

F 2-4 LGMD & OERINEE T, MEELRH 2B L 2HER. GAA: Bt o /a7 —1,
ACh: 7E®Fn=aVr, MuSK : il )F oy %) —+, LRP4 : LDL =&k
287 4, VGCC : AR V> 7 AF ¢ RIb.
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;& CK mE (LGMD’IZERK)
1C, 2B, 2C, 2D, 2E, 2F, 2I, 2J, 2K, 2L, 2M, 2N, 2P,
2Q, 2T, 2U, 2V, 2W, 2X
ZELH (500~1000IU/L F2[¥) 1E, 2G, 2H, 2S
BgE LS (200~5001U/L F2EE) 1A, 1B, 1D, 1F, 1G, 1H, 2A, 20, 2R, 2Y, 2Z
# 25 LGMD OJFRIZ X % CK EA O, H ETHHAITHD Z LICHE.

SELS (~1000IU/L)

+H

&R RN
73/ 7YILRNA &FEESR (ARS) Hifk*
1 Jo-1 HudR(His)*, $ PL-7 $udA(Thn)*, #n PL-12 nfk(Ala)*,
 EJ iR (Gly)*, i KS Hi{K(Asp)*,
KRG - SRR 1 0J $ifk(lle), #i Zo Hifk(Phe), i Ha Hiik(Tyr)
s ba2 FYUT7 M2 Hadk*, $ MDAS $nfk*, #n TIFLyin{k*,
i Mi-2 Judk*, 1 NXP-2 Hiu4k, 1 SAE Hifk

RENEN N s 4 .
TR S S F— Bt SRP #ufk*, Hi HMGCR #iifk
H AR % i NT5C1A itk

# 2-6 HHREDEH CHUA. FRUIEREBREN, *I3IZFEmAttErdoMmE (Wb 2018
12 AHUE). 7E : §L ARS HiikiZ 8 FEEAFE S, Hilks D% S ORINIZE DO
EBXNET 27 2/ BRART. ZREMASIETO [H1 ARS Hifk) BiATHT Jo-1 Hilk,
PLPL-T HiUfk, Bt PL-12 Hifk, 1 EJ Fifk, i KS Hifko 5 Mtz FRHCRES 5. 5l
(24t Jo-1 FUAD HMMIE b IEFEIRBOE M TRASHAZFEL TV 5.
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E2S BERREE D EL- BT v —F

[ Lomp? g mHET |

XA, SMAVFY TR, BiEDER
| mztio s grpmghs | BEADIZ, EALTTEL.

]
| mcmkomze | == agmen | 52 2051

T~

ves
| msTRegToBEs® | | gonsnmracEe | Bameaoag  E2s2
no
ey T AROTA U S LT AT (LGMD2CF), E2s-3 E25-4
[ meremine (%iﬁéﬁfﬁgb\) | == ko [25-5
[gle]
H B AL £ 18
) TxY—- FLA72, (GMDIB | 256
o e
ves
By === | 0PMD/OPDM/DMI | E2s-7
[ warmmemn | == | secoors |== | upas—romemss | mmaes 21
no | wrmomge  |==p[ Lompic | rippling 252

N WS
| o atiErrD |wep| mmmm EwAT A0 | BEGRS. BRER. RW D250

no
DM1 Bl E., WEREAf [E125-10
BMD, 2D 2O 74 F28-4, F28-11
v vos
| FRstEuomE | - GNESA /85— | Kasmusms s tegtoiRAn 5 225-12

| TR S 37— (LGMDI A 1 E2REE) | DEHEE, Bid r=—HE

| = PR G — | ekt
v
SIHTTBLGMDDERI LGMD : limb girdle muscular dystrophy
| Pt (B EiE | LGMDID ETTIz#ER E25-13 OPMD : oculopharyngeal muscular dystrophy
e , o OPDM : oculopharyngodistal myopathy
| #zemanemas | Lavma 2-4?@:5_%@‘%% 25 14 DML : myotonic dystrophy type 1
e LGMDZB iK';:L?EL%WE PR 28’%5 BMD : Becker muscular dystrophy
2% vr—v H2S-17 LGMDZL FEEHE, ANES F25 -16
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7 ZE e AR SRR AL E B il A ZE A e

B P BRIR DARAE B IRANE AT 2
P ZAR R B LIE TG ZN R 6N D T &L
EESHE - RO EER A 5N D

28-1  PREEIFUME T ZEMIE
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28-2 i SRP FLRBIESIENE X A4/ F —
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X 2S-3 T oz oXBH oA I T 4 —
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B REED ke
FERENSH D Z
WERE 7 D B K % 58

NERVASY KWNEEFH D ZEE

[X] 2S-5 4RI A e 7 4 —2M
2S-4 Ry H—HgHTo A a7 4 — (LGMD2M)
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KERJETRE, KRBREA) 2 bR < KERDUSEA,, BERER, B 7 A
i, BEAEIIEEL 5T 0

1B, 2A, 2M, 2Y THLHEMEREOREDRH Y

%] 2S-6 = AVU—+ RLA TZ7RABF A a7 ¢ —
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BT O

HEE@T%; %@Tﬁ%‘%ﬁg%é . j(ﬂ gig‘ﬁ‘%‘) \:iéﬂﬁ*%ﬁ%, I: ? 7( ﬁ%) (W . kl d Sh
WEREAG N IEE, JER SR, AR AR B 4 S g0, rinkled Shape)
% 2S-7 HRWHEERLG A a7 4 — 4 2S-8 fHfHY A hr7 4 —1C
(LGMD1C)
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BR, TRR, MEEMCFRAL  MgHLZeRn, PEAREAREE, RUMEARRE, TPRTA
A AN i, WERER D3 S 090,

L, AHERE, K
Tk &

2S-9 HEmEH EpifHFT A ba 74— 25-10 MHREMHE A a7 o —1 %l
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FWTH CAF AP ANDZ LB D, X OHIER, KBRS OE
WAL« WAL E HITEEZEINS. % 20-30 fICFEIR 25 HEST

2S-11 Ty A ha 7 0 VE 25-12 GNE X A4 3F—
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PR, TR

JE

3

2 25-13 e A ke~ 4 —1D X 2S -14 By A b7 0 —2A
(LGMD1D) (LGMD2A)

t
7
AR

=\

}

o I> S
ol

S =F
S 9
b

T

~
-

KER,
XD

‘F
LRJH
ik

& N

EHiZ
H 23 &
EYIAST)
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KER, THE & & (R FHEALDOREE

KB, KERER, Hh, w8 THAERE LT
X PRy RS IE

¢ CK EZFW M, 1T LR sy

X FERRIEA A L0970

2S-15 BRI A b 7 ¢ —2B(LGMD2B)
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FEARAERD & RWNERH) DFEEF 2N H 3L

el 2 vae 7 0 — 2L (LGMD2L)

2S5-16
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3-1. HREECA AT+ —1 8 (DM1) LHBEMESA FOT4—2F (DM2)

fHIREMEY A e 7 ¢ — (myotonic dystrophy, DM) 1%, AT A a7 4 —DOHT
BEPRGEL, TOFERIFHRELBIOH A ba 70— (HEMEHIKT) Th
%o WYREMEMEIDBELEEA LV, BFICLVIEROEEESCHIEFRIISEIET
HD,

BASFHIC 2 DOIFRPH BTV D, AFD DM DIF & A E1% DMPK #{s+ 3113k
FRRMER D CTG BRI 7N F#H & L 7= DM1 (myotonic dystrophy type 1) T 5, DM1
1%, FIEFE DR, g ) R, RIS b, e RBIAE TR LD EHR
AR T 2R 2 R, 612, ZlEERZ 0T 2 2HEETH D LD R
bo, REMRLDOIZ, AN, NI, PPREE, WENES, BERE, SRS,
HLZREIR, BME - BRSO 0FEN & 5, A TIX DMPK B st 3 RO Bk
DRETH Y, EITHEOTHZEN & HRE L 27 58F TILET DMPK BisFEHTIZ XD
DM1 O#ERIZAT 5,

LU, HRENEHN SV A a7 4 —TC DMPK &6 OEBREZRBO IR -T2 551T
ZWNEET 5, A TIEE DO THi L 45 DM2 (myotonic dystrophy type 2) VD2
Wi FEDS, & DRI D, AT, DM Z%bivd b DD DMPK i&{s 112 CTG X
WEH DR 2 RS 7o 1255 OERNZK O F5 % L LT, BHIZ DM2 IZEREYTT
A

3-2. DM2 DEREHR

DM2 (34 h=7 8, FRHEEET WHHET, kW, ZoiE0), MR,
ITEAD%IE T AN, A2 Y R 2 AUBEIRE, FRAEFEL R E T 5 WYL R
PEEM)BEEO SRR TH D DV, 1994 FITEMN B OB KT, I4 =7, A
WIEE WO e REMNE Y A b e 7 0 —DORBER LN, 5 19 ko CTG #0 K
LECHIDIE 232 B 72 W R BEE (myotonic dystrophy with no CTG repeat expansion)
ELTRPNCHE SN2, £, BIOZA—T00, MK TR LIS HENIC A DI
722 &5, Proximal myotonic myopathy (PROMM) 3% %\ d Proximal myotonic
dystrophy (PDM) 9& LCH#E STz, 1999 4E12, RA Y NFROBEHENT Cilfs 1
JENEE 3 et R R BEIZ P E S 41, HiV T 2001 4EiZ cellular retroviral nucleic acid binding
protein (CNBP) Bz {DHE 1A +rrd CCTG VY B— MEENRKNBEL AR THD
ZEMERINTY, DM2 ORKREBIRFRIRBEE ML S,

3-3. DM2 DEG R4 ©
3-3-1. HIPARAMAOT4—ELTOHEK
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DM2 B DFRIEFE DL < 1X 30~50 ik C, b —MAVZRIEIR T d 5 WAL i L
DFINE TR CRIET 5 Z & 3%, DM1 TIZFLEH & 5 W 3/ NERN Ak~ 7o e KR
ELTHRIELTEYD, BARBRICEMERLE L TRIELIZVTH5ZE03HHDIZK L, DM2 X
HERE L ITEBEAGTHY, AEBICIETEVERIIRE RV, IAN=TEHS, Thbb
PR D 5 BUEE PRI K 5 R ds KOSt O ARBEE 2R BAEIY, 12 & A ET_To DM2 BH T
BOLNDLD, —HOBFICRDRNI L HH D,

3-3-2. £HKBLLTOHER

DM1 L [RlfR, ZhassfiE S D alREEN H 503, —MKAINCZ OFREE L DM1 (2 g
U,

KE4D DM2 BEZ, HBEFANELZRO DS Z ENEV, ERIE, EESLLENEE
Tay s, REEAR, DIEE LTRIET 5, DM2 BE CRidll SN T D N WEF 12134
VA Y IR 2 BIBEIR IR 3 KL OB HEARIEDJRA & 72 ZVEIRA 2R & 5. 1gG B LN [gM
DOEEDIK T LIRS v~ a7 ) VEDOABHERE & @S, ZHICBIE 4 5 EEA
REEITHRE STy, DM2 BEICEHT 2 TR O R E121E, M MRI TAH 5
N5 HAEZ(L, PET TAHOLALFEA~MEEEHO MR T35 5, 20X 5 2B biXa8 ke
RE, 178, AT HDEEL KT+ L Ebs7, DML 12~ DM2 (33850
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