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JEAEIMIZE <, v To ) v el CMD ThY, Arv /KR CMD I3IEFICHTH
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IRt L7, AR U KRR CMD XU LY » e M CMD 1372 —&ICiRE L T LT, R
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® L7z, £72, FCMD [ZAFRTHENESWRRTH Y, BIRFHORE O RRET & Sh
TWDD, WELEICHAERMPMTON T DEIL DR 6T H 0, 0wt Z2ki FIA2 5% &
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EORERT (BL /a7 A4 U N) ICHETE D, T 2T, ANRIEMERE LR OBIRA IZE
v, (DFCMD & a-P A brZ U0/ ~"F—, @QArTREM CMD, )Ly v
CMD, (4)Zdfho> CMD 12531 F Tk 5,
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1960 FZHE L B ITHE SN WA RS TEREEERE THARNIR BHEENEL 9, &
FEDHY A a7 o —, MfHIIEEREIC L DM TE & SHEEOIREIHEDNFHE TH 5
5)

1990 FARIC 9 FYafh Rl E D& (9931-33) FIE 5| & i, FUA#EIE 1 fukutin

(FKTN) »#sEni- o, FKINBETEMX P A ha 7 ) 1 (a-dystroglycan: a-
DG) OFESHEMICEA S T oHFELELLN P, oV A a7 U a ) RNF— (a
dystroglycanopathy) EFEIN DY A a7 4 —O—REIZET 5 8, FCMD TiX, FKTN
BEHOBEEELOERIZLY, YA Mn 70 VEEPEEAEAETH D aDG OFEfE
fiCRE 2 KT T, TDD, EEBERS THDHT7 I =2 L OFEREMET L, FEERE &
N B A& DBIRDAE L, TP A e 7 4 —&RIET 5, FEEOHIRME (muscle-eye-
brain disease, MEB), 7% —#h— « U—L7 L7 jEfERE (Walker-Warburg syndrome,
WWS) THREEROEFIZE Y CMD 23IET 2 Z & 13000, ZAbOREBRHTMRIEL T

l[a- A ha 7Y 7 3F—] EFHEND K )7 o72, a-DG OFEHIME T 5 MEB,
WWS LA~ A b e 7 ¢ — (LGMD) LB AT Tl < R PITBE DL L, Bl
RIZBWT aV A ba 7 ) A"F—=0FKFE 28 In 13 18 G 2> Tnd (R
1-1) 9, ZDEIsF1E a-DG OFEHEE DB A ELWBIHRE Th o7, TOREETH-
20D ERALNIENT, TNENDOFRKELEFOERRGT-HT DG OFEHE
i OFEFOFRRE, B8R LI-EAOMBNBIEDZEL, FEIBEEFRIEEO L ORRES DR~
BRBERND, a-P A b a7 YA ) SF—OERIERICITERIEOEEDFH Y A F a7 4 —in
5, BAFEIED LLEHIEE D LGMD £ T, 8AWEINH 5 2 L 3NEFEDN>TE T
%, = OEEEIIIENIA L, genotype-phenotype correlation |EZFERH T& 720ty
2,
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Ay KA CMD (3 1994 4212 Tomé BT £V il S0 10, BOKICHE R R < HART
T D, 7I=v a28iE a— K92 LAMAZ BRI LY, 73=211 (A y)
DFEEFTNTH KB IV AT D W, e IR CMD (I3 S, Jii MRI THERE
HFERRTHOO, MEEITE ITEFRNLERMLTH S 12,
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MK TIZIN 2 C, FHREOEABENZE D2 WEICME L, TSSO O Irhr B
DHHET D E V) R E OB TH S 1919, 1930 42 Ullrich 7% congenital atonic-
sclerotic muscular dystrophy & L C#I® CHiE L7z, HATIZ FCMD OWRIZAEEE D @
CMD Th %, FINITMENEATHD VIR 2T =7 OREICELD, VI 2T —7 0%
al, a2, a3 D 3FED a HNEAEZEHK L TEY, & a8 21 FYAEK LD COL6AT &
COL6A2, 2 FYtafk D COLGAS EILFIZL»Ta—REnTWb, 3FED a oV
NOBIGFEIZES>THELS S ¥, 7L v el CMD X0 #EITHERR AL AR
FRF—HFEIFRIC 3 FED a BHOWT NP DOBIEFEENFKTHY, WFEELEDOETLY
JENREBESETHD VIR T —F U I A RF— L SN TW 5,
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WTNHFHREBTIEH D0, Titd X 2 REHESREN H 5720, ERICER T &
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FRIZEVAET S CMD Th D, 1RiilARE ORI T, RIS 722 SER R 0O ZiE
EHIME T D=8 T# (dropped head) K3 Z E R TH L2, K0 EEMG G
9%, MiEZ LT F o FF—=F (creatine kinase, CK) fEIZfFI472< EH-4 2, SIS
BT FER EEPSELFIN S D, EEAET 5, L L bl A Y —- R 7 2M L
L COREEET D L1272 0 BEERMESCOMEEREER EOLAEIEL BT 2580365
DT, FRIOMREREEF IS LEERRBBIESLETH D,
1-2-4-2. 2L/ 7874 > N & CMD®

il DF BEBR M TR IE-C AR ISR 55, BELrEAO/NMakEEAEL ) T a T
4 > N (selenoprotein N) #=— KL TC\2% SEPNI B {TOERIZEVATL D, HKIE
WITH AR LV haFE 28 mE, A, FBEOMHINKT, THECHMEOMHE 2 F & 35, A
TR VA DO HETT & BRI TR T2 SRR N TIER A B A B & -5, JEEhFS R i
X B0, BREBNZIIMBRICE L BIN LSOO LB TH 5, i CKIEIXIFIEER Th
ol
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1-3-1. HAETOFE : PREHRRETOLHMEREDER

EHVEMBERT (Tayb—A 77 b)) 2272800, /MK TZ2H 0ENT
RN RI D, K TEMEI 7Ry =g U7 7 NI, WD LIREDO 71y B— o
77 v MEERIN, FOEERITMHEMERTHD, 5T, HMETICZLnT 7y B—
AT 72 NOGE, YLEOREE, TRV BRIRE T REMHRERIRT, NWOWMEESHS
MR L Vo 7o 2B MR E, Je RMORBO X9 7ethik - LIS OISR OB EE B 2 72 T
T2 6720, ARIZENT, HHETOREZFET 5 2 LI3EE LW, BAMZToOME:, 51



EOPUE TER), BB EHie 2 LB LA OKEE, IBRT2EEONME, prE
FOREE, EITMAN R ETHW AT 5, 722 L, RAKEFIEO—FETH LT 74 —-
U o4 U—IEGERECIIH AR T 20 50 %<, oS bIESN BIHAT D 2 Linb,
RIS LV,
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CMD [FZHRIAIZIE, LRI ORO 2 ERIKT, EEVEEN, 7 KT % HAER &
T 5, LaL, BEFCIEILEHNCBEIZRAMA 2T, SN T THRER O D,
S, BEEBERERGST, BITAATE VS REICEMN N ZENHD V2, RIS
FNRF =R REMREME A ha 7 4 — L B0, FEESNCIER RS2 &0 R 24D
Tk, LA TH S Z LICHET S, HEGICIIALIEHES N D OWMALAR, K
HEMABRNZZ ORI L 2D Z LD, — 5T, BRYYEF DBRITAT o 7o i A TEA
2 CK IUEICE D Z bbb, — iy, B2 csHEDENR, & L34
MOBNLELEBIL, 7y E—A U770 b ThHDHZ LRSI, EREE~OZZICE
%, [ARRICEBV RN, 70 v B —A V7 7 FERTHREMERE L L CGlEBE= 2 —
2 XF—° SMA BHiF 55, #HlSEE LT, CMD OERFHIIEGTT 5 D DERITIH
KT 2HNTD VDI L, 2o OMRRFEMRE TIIZ 2RI 23 E K LTV 5 4
W, i, BlatE= 2 —n XF—TIREMOFINE TR ERTH S5, CMD Tl
BHEVIETT 5, SMAIZHRENMETH Y 28 D, AL O K T 28948, i
MESCRENE, RrRZ2Nr (FORMURAL, TAT), &F BAIERER S ORHEA 72T /L3S b AL
BIXEEL < 720,

1-3-3. HPA O T4—ELTOHEY

1-3-3-1. FCMD & o-P R kRS Y A/ 18F—9

FCMD #R G CIIFLIRENC EF O KT &, MK T, EREEIAR, FERIT
SICX VR 8 A ETICRM N D, MBFITIX R SEIL 6 A, EARRRT 1 6%
B PUEOBENT 3 5, EEMEREOE— 271X 5~6 & S, THUBITERICETL,
10 R CEZE D L b L &b, BATAMRERBIIN 5~15% & S b8, RIL Y iEEhik
BEDOE—2 ZiME 2 L, 2EINBITRREL 78 b, /MK FIZ2H M TH VNN TH D,
BYERIE R PEE ORI CA LN L0 55D, RO <, ERKITE L RigZT
B, BHREARE DR TH Y, LUBETER S B LI IARNTF—EHRE R L,
OERF O MK FICL VO LTWD, HIEKbIRAICA OIS, EHEfHRET 6 sl
TIEAHZEAEIC L 0 DR S TR WVESKEBICRER L 7e 5, FCMD TIlEI 51T, BEBIf
LRI R B IER b D 2 & BRHETH 5, ZWIRHC T TR O FfE 23
DILD T — AL, HFEITE - BREIEIZ 1 C 2 < BRI, Bk, fRE AT kSs, BB
OHPES LIXUIZR SN D 7O BES OIS BEETH 5, HFHAEIESEZER &K
AR O ME T ARE T UIZ LIEA B4, @RI E BTN K 2B ENLE L 72
%, FCMD #B3& CIE TR OEEERRIL iR e D720, BEHEM T ETEZBH TITH
ZENTELBEEN LIELIEA LN D, HRFITIE 15 5 £ TIISHF e L TOEMAAHE



0, SERENRE D, AOMETH DRSNS, RMEMERGR, |, LDARFEIZLVIE
T35, FHHEMT1T6HE SINDN, KL T, S~vA7XATHRORYEASH 7
T VA NDOEA, FHAEIEDO 2 han—/L, BEERIC K D RBEHEICLY, HFhiTLE
R TCNDLOTIEHRVINEEZLND,

BRIRIEIR & U CoBBIBNIRIR DK T5%, AT AIREDEIERIT 15%, SHEANRES] D HEHE
BTH 10% & S5, SRERBYER IR ERMIC L, L LEAZES KXV, FCMD @
2L, HAERZFREHEAK (WHOT VL) ICHOBEDN 8% % HDT\WD, 7Y
IUBEAERT, bIOIRATINAPREERTHLIEEG~T a#ESRE VbR BENED O
15% T 5, FALRTRWNEI DT VLD FKTN &5 TF ETOERONKIZLY, KiF
FEREWIRF A Z B0 2 WWS & 2325 HAERR, ATHRE CHMIC bIZITER TOLA
iED B DEHEF B IFET D, AR ZFEZ 20 EEG~T 2o FCMD (35S T A A
TIHEBIOHE Lo, ZORAITEES L7200 WWS OFRIERZ 27 5,

aVA Ra s ) RXF =0T, WWS TR0 1 TICAIHES TR 45 =
EMBNE SNDKREERTH Y, MEB X FCMD O BEAER L FL T 2EREZ o, a ¥
A hwa 7Y J ) RF—"7TLGMD # A FIIMAFIET, FITITOIIED A% BT HBIEBE
HIFET D,

IR 2 40L RICiR, A GrizEtd), REREER) (R 25, RIP,
T RIEE 72 SRR A S L <R 5, IMETEOAHEREL T, P EOMBEREEN L,
FWILANT 0% LA EDFEFI THOF L, FEEUTLED T WA Z 2~4 BREUTHIE L, SN
VIRY, 10 %AW E TND TANARIEEZFIET 2016 2% <, BIER TITESRIENR L,
¥ MRI (%] 1-2) 1$2WH BV CIERICEE T, FRMZRPTR S LT, MIEED DRI T
TOIMARRBEERIZA (IRVERE TR, ATEESEEA O L/ MR, JEAKE (X 1-2a), /M
FERURRITA (K 1-2b) d Y, 2N (X 1-2¢), BATRER LS BFRLE LT
Th D, EEETIL T2 383 - FLAIR Biff CHEICEES 2R 50 (KM 1-2d), FEIC
W5 2 D, B EEBIE A KL TWAH EE X LTV D,
1-3-3-2. A QYU RE\EE CMDWO

SERKABIL OB RIERITEAE T, HAER L OWILINEE, ®nss, F0H M BEERT,
MR, B, ZEENELZRD L, HAERLVIREEL 2T 252 L0550,
B 2 LB L T 51T E ORFRIEFITILL BN RIET 5, fem BB ]2 ol E M AL )
K ANALT, BATRBREIE D 7e v, MEATYEICBIRIATE, 1fE, (A4 T 5, AT
BRI T 5, B8 KIBFIIRIENE S, LGMD (ML L 7R R E T E O 1K T %
A, DAUHERIEFICH TH D, IMMRI TiX, AEORESHEHTHY, Bo—)
L7 D, K B0%IZTAMADTRIEZFRD, MEEITZ IXEFENLENMRTH 5,
1-3-3-3. L) v EE CMD1¥14)

S T IS R LEBREZEOREN L LTRSS ERICER SIS I 1%k
A% TH D, PRI THRETH D, Z0%, FH 1K CHAETBEIE 25, BAAEN
10 B E N SEEICRDGBENH VERENLETH D, LHEFEIID R, R EICT



BT,

7L R CMD TIEf IR TSN, B & B8 OIER SR Td 5, BIEET . &
LTI, fRBIEE OB T b2 RS 2, WO BN i 5, €D
IS ARIEH, Mg 2, REAFBE, BMEFTHERLOND ZE b H D, KEITAGIR/mICK
I3, raA R T DI H D, Z D X 9 72BEEERC R EER O & Dt D5
VAT 4 —=TlIbn, ZoORBMIEERITH D,

7L BRI CMD CTlEABE MRI(CEWT, SMULFS O FLEO RS OFRE A1 <, 2
fER SR (tigroid sign) & KEBE R O HLEED E(E S (central shadow, concentric
shadow rectus) 2MHHAITH Y (K 1-3a) 17, ZWHICEHATH S, THRTIE, PEEMEE
7 AT 2MOBHBRR EES DL EHREIN TS (XK 1-3b), £7z, Bk CT
EfR I, R0 5 KRB - R BRIU AR |2 =R B O P AR 5 —J5, i, i
THp, KWNEEFIZHROR- N5,
1-3-4. R L LVEFKE (CMD % LGMD THNIEHRORURE, HEEMECR O

T4—ThHhEIAFI7, %)

CMD DR, () $TF~%75 U /L ® CK @iz tEo 2, (i) &E~ T U/LRE,
QD EFE~E U/LBRED LR TR S, T, EIREERSC7 ey —( 77
R EfEDT, BRSO o7om CK MIEDLEIET = ¥ = ¥ XA LUy B — Al A
74— (VA7 4 E) 58T 2, B, Tavz U XMFHFIA e 7 40— Tl
BF~%7 U/L LEEETHHHEAICH DA, CMD T%F5 U/ LIgED EFE2RTZ LT
Mgy, (D TOERITEEIZ/L 501, HOREMEMERER YR Ths, EIEFTIX
RRC =T UL ECR2 2000, BEPOETRENS . B OREMETREE (F
FEVE R AT —, IR IR TH DD, BIREEAT 0 A REORZEEAFRIENSR
DT 50T, ZOEMNPEZETH D, FFHITIAE 2-4-2 82RO Z &, RN ~JiO i HEIE
BT H 2B RN, BRI E L CEERMHTEIE 2100 R Y, LIRS T T
L=, @HlE LTIFFICEHETH D 18, BUETIRIERM OBFRTEERIEZIT > 2 &L TH
BN E D Z LN TE D, LR OBHRIIIEF IR TH 5, G, JERMEI A/ 3F—,
S RN PEGERE S DS 6 5 L 72 D, SMA T B G ED CK i EA 27805 2 L03dH
ol

1-4. RE
1-4-1. HIEEHRE : VLT7FoFT—E
1-4-1-1. FCMD & o-P R kRS Y A/ 1I8F—

CKEIZEMIC AT GT~%057 U/L) 28, 522K E D L FREEmE2Y, 10
REFTIEFT L2 L bH D, MILRITERA & S 42 MHIAR % OB RAHE T, @
HOMED 10 5L R BRI 5,
1-4-1-2. A0 RE\EE CMD

CKEIZENIC EA-+2 (BF D 10~150 %),



1-4-1-3. *7)LY) v EE CMD

CK fEILIER 2R LR 5,

1-4-1-4. ZD{hd CMD

EFHNS ERT5H0ETHRAY TH D,

1-4-2. BEREEZHERE HREMCA MO T —TRHER)

1-4-2-1. FCMD 25T 5 ESEEZMRBEMRDER

AR 2 BT 5, RIS R TR AE L 72\,
1-4-2-2. A0S UR#ER CMD

[BLBENE D AR R RS 2 4 U, TR REAL 2 2R AR b B S, A% 6 22 H LIk
RAHRRAS R R AE DS 580 DD 2 E R E\ 19, R FHRE BN AR5 B O
IEHFRD D,

1-4-2-3. 7)L') v EE CMD

M BRA TIIMIEMEE 2R 5, HEBEEMSAEMERFEEMITIER Th 5,
1-4-3. FFRIEHRZE (CMD & LGMD TIEEE)

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

AR RN S SEOH Y A ha 7 o —pr RISz, B O EMMEA, TEIE#LS 5
VD, I ClRVNTH Y, $hF57e s A 7 2C BHENR L, REYE TlE aDG O
WESH 2 Ye a3 D BRI D RSENRE L IR T T 5,

1-4-3-2. AL 2R\ CMD

YA ba 7 o —ETRISIMZ T, RO EHEBIE AL 2 L, By ke TAr T v
(7I=V a2) OXREHDLVITERERD D, KIEERICT, EEROGZERREFYE
TArYY (FI=ra2) OREERDOD L LBMMRILL 72 5.
1-4-3-3. 7)L') v EE CMD

FRRRHED I/ NARIE], VB OfE A RIS, TR OHINN b D, SEIEHHEC T AR
HEWEERO 23D 720, S LA T VIR o T — 7 052K (RN Teals
RIEPLTWD) FIEHHBER AR (BRI LT D) 28025,

1-5. BIRF R

e B2 T B M OB FAIRT O R 7= - T, BB HRL G2 o/ >E R
REBEREL PR LT BT, MURHRARWLEEIV v V7 EB IR ZEN
VB TH 5 20,

1-5-1. BHE, BRERKREATZARERUNH L ECFRE

2018 FHUE, IR H O CMD &5 F##iL, FCMD ® FKTN #{r{ 3kb SVA !
Lha R T U AR ARNR DT OHTH S, FCMD ORIFEMEN HIVE, £ FEh7

50
1-5-2. BEAKREBRANLE VEGFRE
1-5-2-1. FCMD
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3kb FAZELIS (1 HEBEHRSOWINER) O FKTN EEFTIE, AEH 5V
TERN—R LD,
1-5-2-2. A0 RE\EE CMD, VL) v EE CMD

WG, BEFAIREITEERRER TR, R—2 LD,
1-5-3. RERS—V T —TRHINTESH
1-5-3-1. FCMD RU a-PRX bBG ) A/ 18F—
BEFRECHAZRRREONGRNo125E, D ao XA a7 U ) RF—Thd
AREMEN DV, =T ) — AT CRENCEDL Z L b H D, L LT OB, Bk
b5 Y% T a-DG OFESFREHRIEDOISEME T L TN D Z & 2R T 2 LERH 5,
1-5-3-2. A0 UR#ER CMD

LAMAZEEIZ 64 D=y Y o Z2(L, HOEDRAEy FARY hERNWZ Enb, #Bx
TEROBRIBITIRFCH L, & IZEHORKTIIRETH 5,
1-5-3-3. 7JLY) v EE CMD

COL6AI, COL6A2, COL6A3 D 3 WEint2BETHLNENRD D,

Xk
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11 ERMFHTA br 70— (CMD) %% 5 BFEOWMNZK 2 HED HBEO 71 —F ¥ —
k.
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13
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14



1N N T .
1-3 T U v e BIERERI A a7 0 — 10 58RO KER MRI &4
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MDDG/CDG

types BIzF4 OMIM FBE  [#45E

MDDG1 POMT1 607423 POMT2 L H£IZ O TV / —ADERBER

MDDG2 POMT2 607439 POMTL L H£IZ O TV / —RADERBER

MDDG3 POMGNT1 606822 N-Acetylglucosaminil E5fSEEsR

MDDG4 FKTN 607440 Rbo5P ExfsEisk

MDDG5 FKRP 606596 Rbo5P ExfsEEsk

MDDG6 LARGE 603590 Xylosyl and glucuronyl #xf§EsR

MDDG7 ISPD 614631 a cytidine diphosphate ribitol & FE®%

MDDGS8 POMGNT2 614828 N-Acetylglucosaminil Exf$E 3%, POMK BEE®D | U ER{LIR
MDDG9 DAG1 128239 a X AT YAUES

MDDG10 TMEM5 605862 o n—REEHER

MDDG11 B3GALNT2 (610194 N-Acetylglucosaminil $5#5Es%, POMK BE®D ') U EEL{R#
MDDG12 POMK 615247 O-mannnosyl glycan ') > Eg{bEER

MDDG13 B3GNT1 605517 N-Acetylglucosaminil ExFsE£sR

MDDG14 GMPPB 615320 GDP-Mannnose 4 &K

CDGIE DPM1 603503 Dolichol phosphate mannnose % &/

CDG1U DPM2 603564 Dolichol phosphate mannnose 4 & X

CDG10 DPM3 605951 Dolichol phosphate mannnose 4 & X

CDG1M DOLK 610746 Dolichol phosphate 4 & R

K11 aVAMaZ Ul A "F—ORKERT.

16



B28 BRHEEFHFCALOT4— UMR~BABTR SOT 4 —DREZH 2 ZE(2)

2-1. BHEH A O T 4 — (LGMD) DREBHE

A~ A b e 7 ¢ — (limb-girdle muscular dystrophy, LGMD) &\ 9 %EEEEED
FEMEIT R AIE <, T EEE-PIER D DI E DM TR T2 R L, FIE & R As Rl <,
W HROREERLEEZ DB D) & LT, 1954 4F|Z Walton & Nattrass |2 X 0 F#E S
Nz v, 0k, HHROKEERELEZEDLOLRUFMNE LTHREIND LY 127272
W, ZEETHRERFELZETZ L L7720, —FEX waste basket b T\, YA LR
7 4 CHBELARE O BIRFRIIRIC LV, £ < @ LGMD I3ffifaEhifF oA hr 7 4
BT X N ORBIRDLERIET TH D Z LM SN TV D, &G
Dl e LT LGMD1A~LGMD1H 78, &% akS ol s LT LGMD2A~LGMD2Z
PG STV D 270 (3 2-1), 2018 412 LGMD OJFRUZEET 2 Hii= a4 1B D3RR &
=D, EEHSICER STV, e CIIEkOFREA T Z A5,

2-2. LGMD D EGFREI4H
2-2-1. PR MAT 4 —E LTOHEH
1T& A LD LGMD I, FEHCHBGENL O R T THRAE L, W2 ISR & 2
AT 5, 6o T, Z< DEFIT IS5 LR -7 D BEEEE Eo7- 035 DRKRE] LW HIE
WTHFES 2, LaL, LGMD2B OJRKER T Th oY A7 =V ) ORI =i 57
BIFANRTF—HbELIDIENDHOND LI, EMEMOGHIMKTEZETHERNGHY
DDHDTHEELXET D, WHEKRORBEIOFTRZ R LT WA R 2-2 12F LT,
DARERAIEENR, MRS E Wo T M Tk & A AT 2 RERIE, AU X 0 IS ZER &
% (% 2-3),
2-2-2. SERIHEH L LGRS

F—IZ b HFEHD O AN T TR BAE LT 2IEFR H 0, Fi /KT 23 P
FRVG AL LGMD & ORIV LN L3 H D, oM, HOMEERER GENTErE
B S AT —, BUERR, MR, BEIAERGR), REMEmEE (FEERER), I b
2 RU TN, SRR R e RYERR I ) RE R, BEREMEE, 70— b« 1 —
R UEERE) W7o, LGMD & OERINEE LVERINH D Z Enmesnsd,

iy A ba 7 4 =D OERFRS LGMD LA OfF YA a7 ¢ —Z§R] L, I L\ LGMD
DIRMZW 2152 Z L1X, BIMEZRPRIREEAN & # U] e BRRIRAL &y 5 B E IR DT
T <, JRREFRICHT T2 2R iRBRFE I b D72 3 % 9,

& <IT, H AR BRI RS R, BVAERIR Th 2R YRR, I har
RU T Tédh5H MELAS 1%, EWFRIEIC LI DER AR TH Y, ZOEAIIHEETHD (K
2-4),

LGMD %%t 5 BE OB M 2D 207 a—F v — &K 2-1 (R T, LRI, 2
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D7 —F v — MIB>Tiwd Do

RBALTIE, Tavzx U XMFOA T 4 —BRTA RT7A4 ) & THIEMREE
DT A BT A ) BFRAISh, TEAEHRZFEOFLIE ) T v 14 GEIMEEHINE
PUfpRsss, FE A hr 7 0 —PEI A b =—JEBER) BEOFIIE] BRI, &I 22z
WA I FNF—, LY v bIE, RALVAIANF—, U RAT T — T L UEE
B, IRMESERAL A X A /8T —, 2R A F—OFBWHERERMER S TRY, S6I2TA
CAERBZEAEI AT —BRHOFLIE ] BPIRET TH DS, AAMRAZOTA FIA4 U=
THA FNTHEMETHY 9, BROBEIZRD,

23. PR AT 4 —DRHRBEDINRE L TRELER
2-3-1. RIEE

YA a7 4 —OERIC BEMEE] THDHIEREENDLOT, FEEITZHNIG
DTEETHD 10, EOLIREEHADBEINDLINCE T, ERZBONEN LA
s,

FRNBIEF DKL L OERBERIL, vt ) v r7ra2%x Téf“’r IIRAI R TH
5L, BIOFRNBIER OB EE L FERE 7250, TOEFERES D I2DIITFRNRIE
FERNORIERLETHD Z EIXGmE R0,

2-3-2. BHEMDHH

BEMEDOAE, HZEMESCIH KT & Voo BBIZ Lo ThM DR &, B Eig MR
E ZEVHDZ ENTE D, WA K AEMED A L TS F — VRSN A DAL, Ei
5 ERITE 2B EGRETZHNCE L CERTH S 1,
2-3-3. DAL - FEK - FRAE - BRTESEOMARER

DL, RERIBWHICESIOIEN Y TR, AR TR ELAAT HIBROENIZERET 5,
BB DIERIE, — I OEERE & MESRE A 92 Z & 2B 720,

2-3-4. MEYVLT7FoX+—E

HoA a7 4 —=ZBITS7 LT F % F—7F (creatine kinase, CK) @ FH %, £H 5
2LV 1959 FFITRIE SN2 19, LinL, BB T8 CK2B EFT5 LITMeR0n, £
EREBEVERR ZEMGIE D L 512 CK A% 1,000IU/L & & T ER-T 2RIEMEMRZERE L H 5, 1M
s CKH72 CRREMNE 2 2+ 20138 Ly, LGMD O T, CK LA oORE
IIFARIC L Vkx T D (£ 2-5), MEMSABEICHEITT 5 CKIEMETT5Z 810
HEZET D,

2-4. FHERDANZER L TEELERE

LGMD & O#ERIAHEE LW E (& TR ATRE R R) 2/ &8HI, /AR ORNTSE
il TRE-WREEZET S,

2-4-1. BHRBEERE

BRI DIIEMZEAIT MRI T T2 @ 582 29 20T, HCOREMERHEEOERNN K

18



NEOIEDNY TR L, AR OREIZAM TH D, X#R CT 1L, MUK - K4 XA FE
filid 2 DIZ#E T 5137y, CTEA—EIZERIILD O TRIAICENEZ BN 2 OIZE T 2,
2-4-2. FRREEEHRIE
LGMD & S TWIREBIOHIZ, @lvisaE CHEITORIR 22 S M TEEEESENE X AT —
WD T ENWE SN TND 1B, KEHRCLHEM %, KM%, LGMD &L Ok
WERGERET DI ENHD, ZNHDHE CHREMEMEE D, ZWCIIfREET S %E T
b, FWBEIZHTZY HAERICHTE L THREAEFUADRIENEEND (£ 2-6) 19,
2-4-3. Btta VN3 —EEMEDRIFREEMR S ) —=2
R BERE 2 8) 13, 94 Y Y — LR THLMMEa 7 va v Z—E (GAA) D
EHEERTICEY, 280 bRkt s 7Y a—7 o REEE %2 & 9w aksHto
B FRETH D, BRIV AFIEDOIERNX, LGMD & EERANZHEER] N EHE L
Z B LD, FLEEEAIMIZ LV GAATEENEMEICA 7 ) —=0 7 TE 5, Ro~wIdEE
FRHFEPRIENERME SN TE Y, BN EETH D, FERERI T GAATEMEME T LT
RIFNWERNFERETEDLN, A7 V=V THMETHOBEGR T 22T 28615
i (f4/K48 : pseudodeficiency) 73 HARNIZIZZ WD T, R ~JFOZMHEEIZIZY 7 ER -
AL - BRMEZEMIIDSE T GAA BERTETEIIER GAA B FIT & W o To B Z BT 5,
27 ) —= 7 E ik, AARERRBERE TSy =70 A b SRk —%)
(http://jsimd.net/iof. html) ZZH D Z &,
2-4-4. 3B - ELEVE (LK 8K
I b RUTIHETIE, BEETEERIESC TANA & o T2 PR O SV EME R 2 B3
D2 ENZON, FNCHRELZ EERETDERNH Y, LGMD & ORI Z%E4 25 Z L3
HD, b RUTHOZMIL, M MRI TO T2 &8 SRACHRELAT R, Bis T
FIZR Y ZAMIATDILL D, MIKCREROFLEE - E NV E VRN EHT25 2 & 0n%<, 21
DBHZEIZID, 2 hary R THO—HEETH D MELAS OfMAEFEEFEIEICRH L, AT
Z 7V 2019 4 2 HICEFAR SN Z &b, BHNEETH D,
2-4-5. RERHHEH
EIEMEEIE, T 28— b o A — N REERE, JoRVEMEE JJREWRE & W o TR B B
PRI, JEBNC X o TG T MRRER O B NE#) S B SL72 T, SRREI T O f TR T 0/
FiMea BT DD, ZNOOEE, RAERNAERM RN LD,
T U= B e A — b UEERETCIE, TRIGHEIC K D@ EE DS, BRIRAVIZ b KR A T
BOHLND,
SeRNVEREE S PEBREE, AWNZEBIL Y b, B ~F0E OB THIETIECHB RS 8T
LHEEBZRDZENRHY, EHNTENLD,
2-4-6. HHBERTOIA F=—KE
fHREMEY A e 7 0 —2 7% (Myotonic dystrophy type 2, DM2) @ X 912, 5@ EE
T LGMD Bt DRk G 2 R4 2 W08 8 %, T4 F =—ED B XL O56 O FIAT,
w3 EABRINTZ,
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2-4-7. RERREAOEGRZHRE

fEFREIRBUE N OB FHRED O b, RESHBZFEL TWVLIH YA a7 1 —DRAE
X, YA ba 7 g UG, REMEY A e 7 4 —17% (Myotonic dystrophy type
1,DM1) @ DMPK &fn¥ 3FEFRIFREE CTG KKAEBLS MR T4k DT, @ LA RS~
A hu 7 ¢— (Fukuyama congenital muscular dystrophy, FCMD) ® FKTN & 3kb
SVAMIL b i kT AR ABNAR DT D 3 D TH 2 (2018 48 12 HBIfE)

Ny Y A a7 ¢ — (Becker muscular dystrophy, BMD) 0%k A ha 7 4
VIEIX LGMD & #ERINE LW 2 & 235 5, Multiplex Ligation-dependent Probe
Amplification (MLPA) {EIC kDY R b7 4 VBIFITL, 19O v o 2FnE
AUVPCRIETHIR L TN 2 HIETH D, 2 2L EOEE L7 VU ORIISREEDGE
DHNIUE, VA MRT 4 SEOBKEMEETE S, L, MLPA £ TeWia e
TEDLLIREREZROVA bu 7 4 MEBFITEEOK 60%ICIEE 2N EAMBENT
BY, ThUANDOT A a7 4 JETRERBIC L 20EROEFEO VA a7 ¢ VEEKE
BRI 2NN E Th D, YA e 7 4 VEEFOREMT 7 Y o RER, MLPA TV
A a7 4 VRIS DOEREFE TE 2o TIER OB HREREATI A b7 1 V&
ARBDE TRV LREZRBOHEIE, H#EY— 7 = ABEC L) BIn FERZ R
T&E D, HEEY—7 = AEIE, 7T S DNA GFZET A PRRE AR & L CRtd 2 194,
FRE B GR A S TR - iR BB Bk Remudy® CO NN FEETH 5, HEFELRIRIC L 5
BRFAREL FRAIE LTRF 1 ACHSDZ 1RIEETE S Z&anTkh, 2L
FET 25E121F, ZEOEE EOVEMEIZ OV TR RN E O EM I FEH# 35 &
ERdH D,

2-5. i

ERTHE LN HFkITIR bIC, FHEFTAOFN L, EARBEOSIICHN OIS,
2-5-1. FHRERMR 17

CA a7 BT, BERMEC I ARRE, M ORAEZ RO S, LGMD2A 128
T2 BERHED L O 7o RHSFT R A B 2N B B, FHRERAT R, Rk oSS T
FENTICHS T D /30 VIRPUCE BT 5, £, MEIEE FIT TR SN2 Y 72 F O
JEPEAFHI T DB, SRR RN ERE R 2 ERH D,
2-5-2. EARBEOLH : RFERE, HJTX22TOv b

WY 2R PURZ IV, TE D720 M0, 8 LTc o & i 2 sk ki 95 2 &
B LW, Bl I ZESDREA - ARRERFZEE v 2 — Tk, ) 2-1 I8 B AOARICE
T BB THhN TN D,

2-6. MEFRHIEIE TR
WA > —2 =% — (next generation sequencer, NGS) (2L, BE& AT O
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AR A x5 & T DT KAITE 5,

26-1. =4y b= Ty

TEARPERR I B O KB R 1ZREICH 200 BEE SN TN D, HEET X CEEMRT 5H
BASFVTIERZW ORISR L RFEN 2 - TR T 5, ESCER - iR EF g v 2 —C
1%, AR ERET RIS CTe B 5 F 3RV MER STV D, 2D XK 91T, NGS ZHni-F—
Ty M) =7 2 7T, BIRIE R & AR BT AN R TR,

2-6-2. THYY—LE, SR T L@, RREF

BT BIND, U Y ORI TREY) & MR RET T 2 B 2B S A TV D, Y
BRAEMRT H720I100F, MExHFOREBEZS CERMENEZT 248 HH 0155, Myl iER
ZHEEASWRTE £ TOMNT CRMIAHE L2 WA1E, REWEEA =27 F~7 (IRUD)
ORI ZRFT L TH L0 s Lt 19,

Xk

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

2) HREmYE X —. YA ha 7 ¢ —. http!//www.nanbyou.or.jp/entry/4523 (2018 4
12 71 ARHE).

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 A 1 HIH%E).

5) Pestronk A. Limb-girdle muscular dystrophy (LGMD) syndromes. Neuromuscular
Disease Center. http:/neuromuscular.wustl.edu/musdist/lg.html (2018 412 H 1 H
%) .

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

(201943 H 1 AHIT).

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 &
Electrodiagnostic Medicine. Neurology 2014;83:1453-1463.

9) HAMKRFS WA K74 . httpsi//www.neurology-jp.org/guidelinem/ (2019 4F 3 A
1 HRED).
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10) THRRREDOBIZ M A F7 A ) ERZEBRER). FRREDBIZ 2B A R
7 A > 2009.

11) Straub V, Carlier PG, Mercuri E. Pattern recognition in genetic muscle diseases
using muscle MRI. Neuromuscul Disord 2012;22:S42-53.

12) Ebashi S, Toyokura Y, Momoi H, Sugita H. High creatine phosphokinase activity of
sera of progressive muscular dystrophy. o/ Biochem 1959;46:103-104.

13) AR B, #aR B, B A, il BWORREERME I AT TS DM I AR
F—BREHAAR Y U —= 7 BRI 2017:57:562-566.

14) B FiA. FHRBOZN  REETONL Z L. HAMRTRE 9 RIEMEE R
HEIF—TF A b, 2017,

15 A% M HEE AN T S DNA SR T 2237 & 85 MR & % .
https://www.kazusa.or.jp/genetest/ (2019 4E 1 H 21 HEIE).

16) ¥ A b o 7 4 7 8 F — 0 #R - R R B FE B & Remudy .
http://www.remudy.jp/dystrophinopathy/index.html (2018 412 H 1 HE%).
17) FEE — = FRBLO AR, BRI 2011:51:669-676.

18) IRUD KW A =+ 7 F 7. https//www.irud.jp/ (2018 4% 3 A 20 HHEE).
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LGMD? : BHETHEDH NET GEMEBLIAZLY) v 1) &+ B CHEB) HAL OB B & fEiE L

%ﬂﬂﬁﬁﬁ’ﬁ’%?ﬁﬁﬁ EHEEICEETD

v ZLENEE

N N 2) L{Eﬁ?/t)/? WETHY,
RAEOIMRE LTRLELRER E%@F&T%é# iz
o FIEFE — EEhXnRst %5&&%@%%W%E%@ﬁ%ﬁ

W

> RRAREEDHEERR? 3) FHERIBWHC A ST TR, TaIE
o WMEMDAH (CHEAET D

> BREK& (EHE HAHET)

> BREOEGRE 4) FIRIEARINA 2 Y — = 720 T

N o fols e e W L 72w
® DAL - FERR - IR LEDMAEEIR Y 5) B3EABWOC &
e MEFILF7FoFF+—+F 6) MLPA {5 C2Wi&fkE CTE 5013y

AbBT 4 UREOR 60%IZE EED

!

BAERDAICERE L TEELVRE - e

o FHREIEHI (53 SR IS

o GAARBEMMAY Y—=1Y ;C KOS GBRB2ED 0

o - ELEVE (E R > SFOYRUPE D

o RUMMHER > BEpESHEE D

o SHEE: I F=—ME > pREEREY D

o URLOT4UEETRIT (MLPAK) © > Y2071 i (DMDAMD) D
‘l‘ e N

o FHIREN Y A ha 7 o —ME LTt

RRAERR - TR U A RS ¢ K

_ . PEI A ANTF—, gk, PREVERZEE S
o MRERR: X O —MZEL \. J

A\ 4

MR 2 27 E L CHEMT D E@%&“Nﬁ%

° EARE:RERE VIAZLIAVE | B A 5 O E Ly, (12 S
i - LSRR L > 4 —CIEDL T
v ECAMIL TG |

Dystrophin, Utrophin, Dysferlin,
5 v = T A Sarcoglycan(a,B,y), Caveolin 3,
WMREERT AT - Emerin, Merosin, Collagen VI,
@ HA—HyhRyL—HITULUHD Dystroglycan(a,B)

leain 3, Telethonin/TCAP /
o I HY—LfEW, +FSUARYVTh—LEHRY

_ 7 R = 2l B 2=
EEN 2k o Y v— 71///& BT AW
VA br 7 g — KBTS D

W, W ELET RASHIE & 722 %,

EER G WA 2, RBWEEA
=37 F7 (IRUD) ~D{KHE % et
TES

8

=

B 2-1 YA br 7 4 — (LGMD) %% 9 BF ORMUZ kA ED DD 7 v —F ¥
—h.
DM2 : fsREME Y A2 b7 ¢ —2 % MLPA : Multiplex Ligation-dependent Probe
Amplification, GAA : Bl a 7V a ¥ —¥, DMD: T 23 = U XBIFHTA b
74—, BMD : Ry —HfHT A ha 7 —.
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EEZ R OMIM &HS B OMIM &S REEEF OMIM &BS

EREAELER
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 LGMDD2 608423 TNPO3 610032
LGMD1G 609115 LGMDD3 609115 HNRNPDL 607137
LGMD1H 613530 - - - -
LGMDL1I 618129 LGMDD4 618129 CAPN3 114240
BTHLM1 158810 BTHLM1 158810 COL6A1 120220
(LGMDD5) COL6A2 120240
COL6A3 120250
EREASLER
LGMD2A 253600 LGMDR1 253600 CAPN3 114240
LGMD2B 253601 LGMDR?2 253601 DYSF 603009
LGMD2C 253700 LGMDRS5 253700 SGCG 608896
LGMD2D 608099 LGMDR3 608099 SGCA 600119
LGMD2E 604286 LGMDR4 604286 SGCB 600900
LGMD2F 601287 LGMDRS6 601287 SGCD 601411
LGMD2G 601954 LGMDR? 601954 TCAP 604488
LGMD2H 254110 LGMDRS8 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 MDDGC?2 613158 POMT2 607439
(LGMDR14)
LGMD20 613157 MDDGC3 613157 POMGNTL 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 TOR1AIP1 614512
LGMD2Z 617232 LGMDR21 617232 POGLUT1 615618
UCMD1 254090 UCMD1 254090 COL6AL 120220
(LGMDR22) COL6A2 120240
COL6A3 120250
(MDC1A 607855) LGMDR23 618138 LAMA2 156225
MDDGCS8 618135 MDDGCS8 618135 POMGNT2 614828
(LGMDR24)

# 2-1 LGMD OJF#L 36, FAFRD 5 6, BEOAFEZAT 5L, OMIM #F 5O LH LIiC
SN E EOITIZ, ZORRE LTEITbNAHE FTOTICHEINNT, PR
L7z. #r4#rd LGMDR23 X, MDC1A XV BIEDRPRAL & S, EMEICIIHEYE T 2R
AFEDR. IHAFRO LGMDIH (3R KB AT B FE ST o7zizd, Hififrik
Gz ohiginolo 7.
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HERROFHMNRR HmE CLGMD’ILEER)

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

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

EEME AR B 1A, 2A, 2H, 2R

rippling 1C

* 22 FERROREAIET R 2 2 LS9 LGMD O,

mE (CLGMD’IZ4E )

(R S-3 1B, 1E, 2C, 2D, 2E, 2F, 2G, 2I, 2K, 2M, 2N, 20, 2R, 2Y
TRk 1B, 1C, 1E, 2R, 2X

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

kT (2 E 1D, 1F

7% 2-3 0 - PR - HE T OREELZ 2 L7V LGMD ojFfL.
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&R ERDRA >+ AR
BCREEHER fn R ERE A BBRERTAA R
(RIEf%, ZHmMm%, RE R N
RENEMHIRESE I F/NF f/EIFSOTY Y
—)
RURE (HEERE2E) GAA EE BREREE

(B i2EHRIMR S 1) —= > (FIVINALE—E FILT

S haYRYTRH

EEGENE

SUnR— kA — F UIERE

FER LR ] N IE IR

7)
ZLEE - EILE VB (%, $ER)
R ER
X MRI
SIEFE, EROBREE
REFBHER TOIHBERR
i ACh Z&REHK
1 MuSK $iik
11 LRP4 $fk
SEFHE
BINMETA N - B RSTIEA
FRIEHIMEERET M KIRIFE
=
SHEERERH CTHIERE
1 VGCC ik
SRERFE, ERKOBRNLEER
REFBHER TOHBERR

7)
A1) > (MELAS DMZErn
BHREIXLT)

BIERERTOA

S5 NI
RaYUvIRTFS—HEE
fEI/SOITY Y

i g =35 A

34-YTFI/EYDY
EBEAHAITIIZDER

MAUVIRTI—EES
(RERICEVELZD)

# 2-4 LGMD & OERINEE T, EYRIENH LB b R HREAE. GAA: B o 7V a v 54—,

ACh: 7EF =z, MuSK : iR F o %) —+, LRP4 : LDL Z&{AREE
2287 4, VGCC : BAARIFIEI VL T BT 3V,
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;& CK J5E (LGMD’IZ&RE)
1C, 2B, 2C, 2D, 2E, 2F, 2I, 2J, 2K, 2L, 2M, 2N, 2P,
2Q, 2T, 2U, 2V, 2W, 2X
ZELSH (500~10001U/L F2[¥) 1E, 2G, 2H, 2S
BELS (200~5001U/L 2E) 1A, 1B, 1D, 1F, 1G, 1H, 2A, 20, 2R, 2VY, 2Z
# 2-5 LGMD ORIz L5 CK EAOH. HETHHEMTH D Z LITHE.

SELS (~10001U/L)

+H

=R ETIRYN
73/ 7YILIRNA &FiEESR (ARS) Hifk#
1 Jo-1 $fKR(His)*, #n PL-7 $fK(Thn)*, 1 PL-12 f{k(Ala)*,
i EJ iR (Gly)*, 1 KS Hifk(Asp)*,
BiEf% - SR/ % 1 OJ $itk(lle), i Zo Hilk(Phe), i Ha $ik(Tyr)
S b2 FUT7 M2 Hudk* 1 MDAS $nfhk*, i TIFLyinik*,

i Mi-2 Fudk*, i NXP-2 Hi4K, $1 SAE Hiik

RENEM L PN s
BRI S o/ ST — L SRP #ufk*, 1 HMGCR ik
AR % H1 NT5C1A Bk

# 2-6 M RBIE A CHUR. THRITEERBGEA, “IZithastndsma (Wi 2018
£ 12 ABIME). T : HT ARS HURIE 8 FEEAFE S, Hiik4 0% S OFFIMNIZZE Ot
KRS 27 2/ BeErd. ZFERESLTO TH ARS Hiik] BAITH Jo-1 Hulk,
fL PL-7 fufk, $U PL-12 Hiufk, Bt EJ Bk, 1 KS Hilko 5 FE &2 FRFCHIET 5. 3l
(25T Jo-1 Uik BHIE b IR0 TRAESHNRZFEL TV D.

27



¥3F HREMCAMOTs— QAEABESNEHEOREDZHZEEED)

3-1. HREECA AT+ —1 8 (DM1) LHBEMESR bOT4—2F (DM2)
fHIRENEY A e 7 ¢ — (myotonic dystrophy, DM) 1%, AT A a7 4 —DHT

BENMRHEZ L, TOFERIIHBEIL LOFH Y A a7 0 — (ZEHE & H1IKT) Th s,

WEaRBEEEEEEZ LD, BEICIVEROBEEEOCREFMIIIEIETHD,

BARFHINC 2 DOIFEINE HILTWA 0, RO DM OIiF L A X DMPK &fs1 31
FEBNEREEI D CTG RAEESI A B a4 L7~ DM1 (myotonic dystrophy type 1) T 5,
DM1 %, FIEF#ORAR, o) GF) F8, BRI b, SERBUIATRELY
AR R TA2RTZENRZ0, S HIT, ZIERHERZGIFT 225 EETH D L D K
WD, RERREDIZ, ANEE, REEIR, FPRLEE, BETREE, FEIRMA, @RMaeREE,
HLZREIR, B - BYEEG OS0FER o 5, A TIE DMPK B AR 3 R R BRE
DIRETH Y, EATHEOTZEN & RE 4 2T 28F CIIET DMPK BinFITIc XY
DM1 ORI ZAT 9,

LU, HRENESSH YA ha 7 4 —TC DMPK &6+ DOEREZRBD - T2551%
PR T 5, ATIEIE OO THi & S5 DM2 (myotonic dystrophy type 2) VD2
WrFIEDS, & ORPIENLD, AFfaTiE, DM ZEbisd b DD DMPK #Eis+I2 CTG
BEANDOMEZGBO R D> A OENZKOT5 & L LT, BHLIZDM2 IESEYTT
RS Do

3-2. DM2 DEEBE

DM2 (XA M =7 Bi%, E&MHEREIET (BAUET, B, Z0i30), MR, i
BORETANE, 12U ARFUE 2 BBERIE, MEBEAREL RIS T 5 5 ammErt:
BIMEDOZBERETH 2V, 1994 FIEMFHEMOFH LT, I A4 =7, ARNEL N
STEMIREMET A hr 7 4 —DRRER LR, 5§ 19 Rfafko CTG # ViR LA O
HENAELINRWERRE (myotonic dystrophy with no CTG repeat expansion) & L Thx
Nz aniz 2. £72, BIOTA—T700, IR TR EICEAAE I A BTz 2 &)
%, Proximal myotonic myopathy (PROMM) 3 & %V % Proximal myotonic dystrophy

(PDM) 9& LCh#E SNz, 1999 4E1C, KA Y ANFROESMNT CHlls T 1EAH 3 Y
BRI E S 4, VT 2001 42 cellular retroviral nucleic acid binding protein

(CNBP) &1 DHF 14> brrd CCTG VU v— MEENFRKNERTERTHDL Z &N
FASNTY, DM2 ORRIBIRFAE 2SR DL S iz,

3-3. DM2 D EGER 451
3-3-1. HPA MO T 4—E LTOHH

DM2 BHEDORIEFM D < 1X 30~50 15T, b —MA7RAER Td 5 NGO A AT
DO IE TR CRIET S Z E23% V), DM1 TIHEILVEH S 2 W3/ NE N RR ~ 7 e KA
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kbf%rbt@ FRANIZEMIRBE LTRIELTZD 752 &b L 0icxt L, DM2 X
FERGE LITERRFRTH Y, NEEIITREVERITIR S 2V, IS4 F=THE, ThbbL
W®5AET Z X DI FS L OVtRE DO ARBEE 728 IEIE, 12 & A KT To DM2 BH TR
DHNDN, —HOBEIIRDR2NI EbH D,
3-3-2. £HKEBLLTOHER

DM1 & [FkE, Zl@gsnimsE S5 alfErEn ® 525, —fEAICE OFLE X DM1 (2~
[/\
K&%0> DM2 B, RETANRZRD D Z ENE0, MERE, BFELOLENEE S
0y s, RER, DAEE LCRIET 5, DM2 B CR# ST 2N IR 1A
2 IENE 2 BIFEIRIA I L ONBMEARIE DR & 72 DV 2R3 & 5, QG%;U@M
DOREEDIE T 2L o~ a7 CMGEDAGHEEE S &S, (2 BT D R IR
RREITHRE Sh Ty, DM2 B %?6¢E@%ﬁ®i* (X, % MRI TH5
o HEZ, PET THLALFEA~UBEO MR T2 o5, Z 0K 5 22 b8k
HE, 17E), AT OO EZ T L Ebis ), DML (2~ DM2 1338 5REIS T
RN F VT 4 EENENTZ RN ENREN,
3-3-3. SEAIHNE L LR E

AL AL D FHZERE « i MK oM « Ao ZoIlX 0 2 2T DAL, #ERloxtg L e
Ho YA RNB T 4 —ICHEENDLMOBFROPTIE, FRZEFREG YA ha 7 4 — (limb-
girdle muscular dystrophy, LGMD) & O#RIEE LWEFINSH D Z EBF 55, DM2
T ) BEORMNDK A ED DBEO 7 0 —F v — F &K 3-1 1T, LML, 2o7r—F
— MZB->Tad 5,

3-4. DM2 O HEEDRIRE L TR ERFER
3-4-1. ERERAEK

DEIZLY, A M=T B, IEAFHEN OFENE - KT A2 LIRS 5 2 L 1L, DM2
2O & 7B,
3-4-2. RIkE

YA a7 0 —OEFRIC EEMEEE) THDZEREEND DT, FIREIZZENIH
DTHEHETH D 0, HYAEEMEREZ Bt 2 FEEIL, DM2 %%Ebﬁé%@f‘%ém
ZORERDBEE/2 72D, FIEENIZ-Z 0 L2 bbb Z LITHERT D,
3-4-3. BEFFAEK

REMEY A b u 7 ¢ —Re OBEHL, AN, BRI, OMEEREE, IgG IKE%E 04 0HE
DIFETEETH D,
3-4-4. HEHERTHOIF b=—KE

FHHER T I A b =— RO RHEE) T %%ﬁTé LITEETHSH, DML & DM2
DOEKEFRFAOENERT H2HRELH S, BRMNICHEXERLZNICHIA F=—%2R
&ﬁmqﬁMDﬁU®DMZE%%ﬁ%éhTwéwﬁﬁﬁ%ETéﬂ
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3-5. EinFHEM
3-5-1. DMPK&E{EF CTG ') E— ME#T

IO DM D%t E1E DM1 Th 5 DT, DM2 ZWORIIZ DM1 % R FHI i FIZ R
THZENEE LY, EERREHOBLETFHRE TCHLDT, MASENRZFELTND
DMPK & inFftr 2 Z RSz,
3-5-2. CNBP &{&F CCTG ') E— M

DM2 ZWIZHDHBRETH H A, R TZIEL TV HRESIT /2, Athena

(https://www.athenadiagnostics.com/) 2D/ ORA =41 TlE, DM2 27 2 = 5tfifhr L
TW5,
3-5-3. TDMDEEFEN
3-5-3-1. 34 FZTHHBHEE

FEA T 4 —VEI A b= EEREEER] &2 D, FEIE TR T v RV 2R D F5 & |
VBRI NV,
3-5-3-2. 2F FZTHENEE

LGMD, Xy h—MfE A a7 ¢ — (Becker muscular dystrophy, BMD) <>Zcf:s A
FaE 7 R, A F=T OV DM2 EERINEE LW LD D, ARSI,
VA u 7 g B EfENT (Multiplex Ligation-dependent Probe Amplification, MLPA
%) 28, SERNZEO AL O %, FEITE 2% (2-4-5, 2-6) I NT-\,

3-6. BHYIZ

DM2 D% <L FEAFEFRIET, TOBEBERITFREREEEREZ 7T, DM2 Tk
DM1 O X 9 e RALHEFEFIE R D2, DM2 (T BN O MR T 2R~ L, £D
IANLENLAGEAL D DM1 & #7205 Z L B/RENT WD, THIER D534 51X DM1 & OFF
PPE L Y & LGMD & OBEEER S W EICHEBEDRLETH D iR a2 D 2 LB,
DM1 L8720, IA =T BGIIHENT, HEOH VKT, FRMRIEREET D2 &
H 72, DM2 BMLORR L2 &5 2 &b %<, BB ENIMERE RS Ty
% 9, 26% D BE DB STIEGRE, BRI A e 7 o —FLFRZ I TEY, YI3IE
KN SIELWZHi > < £ TOREMIX, DM1 O 7.3 4424 L C DM2 1% 14.4 £ &, 2 &)
15 E LTS, DM2 ORGEEIERIT, DML IZHARBIETH S DT, AL SN T35 DM2
DOEITEHTEX 20 bE 0 L Ebh, KHICEHENTEH DM2 BNEET S 2 & 2 aEIc i g
BIROZENEETHD 10012, ZOFGIEDN, HYA a7 4 —EROR LIZHELDZ
L EHTERT D,

3K

1) Liquori CL, Ricker K, Moseley ML, et al. Myotonic dystrophy type 2 caused by a
CCTG expansion in intron 1 of ZNF9. Science 2001;293:864-8617.
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3)

4)

5)

6)

7)

8)

9)

10)

11)

12)

Thornton CA, Griggs RC, Moxley RT 3rd. Myotonic dystrophy with no trinucleotide

repeat expansion. Ann Neurol 1994;35:269-272.

Ricker K, Koch MC, Lehmann-Horn F, et al. Proximal myotonic myopathy: a new

dominant disorder with myotonia, muscle weakness, and cataracts. Neurology

1994;44:1448-1452.

Udd B, Krahe R, Wallgren-Pettersson C, et al. Proximal myotonic dystrophy--a

family with autosomal dominant muscular dystrophy, cataracts, hearing loss and

hypogonadism: heterogeneity of proximal myotonic syndromes? Neuromuscul

Disord 1997;7:217-228.
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