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DB BERLODHD, ZOXI REEND, YA e 7 4 —OBRHICBWTE, [
PAIRTA4—=THhHD] EVIOBWIHELT, EOWBICEY T D02 KA, Y
B, BRFHNSIERT 2 RAEZW 23, BEODRICEEAR THD & L BT, 1hHH
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1-1. [FCHI
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TEFEE T 2EBEEMELRTH LD, WHLEEEICL - TE, ARMITIERL, $IEH
B/NRENZNT T, EEREEER, R TENORIICELI Db H D, MkD T A
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eI XRS5, FEAEAE T —AXANIT 2 58, BHIE 1R &35 b0, TREI%
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aVA NI UH ) NRF=OIRIZZ VS, A TIL a2 a7V ) RF—D—>Th
DR RIMER A b v 7 4 — (Fukuyama congenital muscular dystrophy, FCMD)
OBEENEBIMICE LS, ftvTorl v e CMD Th Y, A r i K#ER CMD (3IEFIC
iTh b,

ZOFLIEDIERIZHTZY, NREMRERFORNSG TH D FCMD, 2 m o RIEH
CMD, 7l » el CMD ®F#E 72 3 >0 CMD?’)ﬁCfﬁmﬁi’ﬁ)’C e, MBI L CEEM
IZRE L7z, AU KIER CMD v /L) » e B CMD 1372 —f#&%ICiRE L TB 5T, FFic
Ty B CMD IIRZWHIN L < FAET D EHEI SN D720, IRIBERZ1TH 2 & 240
K L7z, 7z, FCMD IR CHENEWRETH Y, BERFIOMAEHRBEA & ST
WD, WERICHAERPTOILTWDEI L2260, oyl FIREZ % &
SELHZEHLHAEE L,
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% CMD ~O2WiFliz 7 —F v — ML TRLTWD (K 1-1), Zo7r—F¥—F
1%, ORERFERZRET D725, 1) CMD L2 S0 T WO HHRMER, BRI o flitE
fHZEHEIE (spinal muscular atrophy, SMA) #8551, i) BZFLAIMAIC TRW e
RBTHDERMEMMEMEY A he 7 4 —& FCMD @bz FIECc2l+o2 &, @if
BEHEETCHLIR L RSN E A HE LTERR L=,
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BEREICE D, a- VA bu 7 U o OREBEMRE (727 F %) LIRSZFERE (177
Ura?), MRAEEEAORE (Auyvy, a7—4F VD), EEEAORE (73),
MNMEEORE (B 7aT Ay N) B TE5, 2 2TE, DARBIERERIFORIRF
212, (DFCMD & a-¥ A b7 U 7 "F—, Q) Ay KEM CMD, 3wy v
v A CMD, (4)%Dfthe> CMD (2531 Tk 5,

1-2-1. FCMD & o-P X bAY YA/ I8F—

1960 FZHE L B ITHE SN WA RS TEREEERE THARNIR BHEENEL 9, &
EOFHYA a7 o —, MBI EREEIC L DM & EHEOIRGIHENFETH D
5)

1990 FARIC 9 FY iR Rl E D& (9931-33) A5 & i, FUA#EIE 1 fukutin

(FKTN) B35 S 70, FKTNEG FEW X a2 A hr 7Y 71 > (a-dystroglycan: a-DG)
DR HEMICEETI2BELEILNL D, o VA MR T U T RNTF—

(a-dystroglycanopathy) &PFEEN BTV A a7 4 —O—FEIZET 5 9, FCMD T,
FKTN E ORI OERIZEY, YA M7 0 VEEHERAESGHETH D DG O
PESHIERRIC R T 2ok d, £, BERES THL7 I= L OREERMET L, £
JEE & MR B R OBMRNMAE L, i A Mu 7 0 —ZRIET 5, FEBERO T IRKHA

(muscle-eye-brain disease, MEB), 7 4 —#h— +« U—/L 7 /L7 jEfElt (Walker-Warburg
syndrome, WWS) THIRIEROHEFIZEL Y CMD ZRIET DI Enbnh, ZhbDHER
BRI LT Tae P A b 7Y 0 2 8F—) LIHTIND K 9127 o7, aDG OHEBHIME T
35 MEB, WWS i A b7 ¢ — (LGMD) 1% HAZZT Tl SR EE R
fFEL, BlRRIZBWTC ar P A a7 U 1 ) "F —DJRRE & 72 585113 18 FH b A0
STND (£ 1-1) 9, TOEETIE aeDG OFEEE OB 2 ED ISR TH -T2 1,
ZTOHETHST2VTHZEPHLNIINT, ZNENDORKBEFOEEN BT LT
a-DG OFESEM OMEE O, R L72EAOMINRTEDZE, FEERERE DL
DRREZEOR 2 RERNG, a- VA M7 U F 7 _F—OERRIERIZIZ I REO EE O~
A bB 7 4 =D, BRAFIEDHEHEE D LGMD £ T, MRIAWRBANH 5 Z & Narsd
DPNoTETND, TOEIEEIINELAL, genotype-phenotype correlation [ZFERH T
RN ENDITV D,
1-2-2. A B URIE\EE CMD

Ay KA CMD (3 1994 4212 Tomé BT £V il S0 10, BOKICHE R R < HART
T D, 7I=v a28iE a— K92 LAMAZBIR IR Y, 73=211 (A y)
DFEEFTNTH KB IV AT D W, e IR CMD (I S, Jii MRI THERE
HFERRTHOO, MEEITE ITEFRNLERMLTH S 12,

1-2-3. )L v EE CMD



MK FIZMA T, FHESEORMBENFZO N BEICHEL, FAESHHEOIAE
N T D EVIFREEE L OKEETH D 1319, 1930 4|2 Ullrich 7% congenital
atonic-sclerotic muscular dystrophy & L C#]®H THiE L7z, HATIX FCMD OWRIZHEE
2V CMD Th 5, FIKIZHIasAEE THh D VIR 2T —FroRgic k5, VIR 2 Z—
7% al, a2, a3 D 3FED a HAEEIREZ TR L TH Y, F aBilE 21 FYAIK B COL6AT
& COL6A2, 2 FGIK ED COLEA3EIFIZL > Ta— RS Tnd, 3D agHown
THOBEGFEIZE>THAEL YD 18, 7Y v e CMD X 0 #ITARERR AL A
SANRF—HFEBEIC 3D a HOWT N DOBIGFERNFKNTHY, WEE2EbE Tk
DIRWVEBEMETHL VIR 27— Ul I A TF— LI TV 5,

1-2-4. £Dthd CMD

WIS RRIEBTIEH 203, FTied X 5 RAEIHESCFREN H 2720, EHNTERE T
X CMD Th b, ¥riz, 7B CMD (ZBH LTI, AFICBWTHHENEEZ T\ 5D,
1-2-4-1. 5 = U BH:&E CMD

TAY =+ R 72HFO R v 7 4 —2 % (EDMD2, &AM ENEER) 3 L0
37 (EDMD3, #Y-taikHPEEs) ORKERLEFThDH, AMT I VBIET (LMNA) %
FRIZEVAET S CMD Th D, 1RiilARE ORI T, RIS 722 SER R 0O ZiE
EHIME T O T (dropped head) %3 Z EBFHRTH DA, L0 HEMGF
9%, MiEZ L7 F o FF—=F (creatine kinase, CK) fEIZfFI472< EFH-I 2, HhIEH
IR EE DS E RN DY, EEEZET D, il btz A — - FLog 728
ELTORME 255 X 51270 i COMBE R E R EOLAIHEEZ 2T 258085
B DT, FRHOMEEREE IS VEE R RREENNETH 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) #=2— KL TC\5 SEPNI1BITOERIZEVATL D, HIKIE
WITH AV X b E 28w, S, RO KT, BTHECHE O MG 2 F 8L 35,
FLYEHN I TS DA T & BRI IR T2 DIRFIC A TIPS A2 LB L+ 5, SRR
I D DED, BRI E BN Z O bR TH 5, Mg CK EIXIZIFER
Thd,
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1-3-1. FAETOFE : PREFHERIETOLEMHEREDE

EHMFHRERT ryvb—oar 778 227288, BIEKTFE2HE HEH»
TEANRLR D, HIMETZEI 7y E—A 77 ME, WDbWLIREDO 71 v B —
A7 7 MNeERIN, ZOEKIIMREHGEETHD, —HT, HAMETFICZLNnWT R
Y E—A U7 7 v MO, YRR, PHEPER BRI N REA BRI, AR
BT AIRER L Vo e R ERE, HRMLIREB O X 9 e dfit - LSOl OB %
Bz L UEe b2, IRIZBWT, MK O EEZFHET 5 2 & X8 LS, BV



TOWNE, FEROPiEES), LESSREL R L2 LGS ok, BT 8%
DIES, MEFOKREXE, EHEIWANRETHMET 5, 72720, PaRBEFIEDO—
HMThHoOTITH— U V—JEBERE IR T2 2 HENE L, DOl HIEE )
SRS D LoD, BRHEIIEE L,

1-3-2. FRBLE LTOHE : FBLUREZ & S aiFRMMER & DR

CMD [FZHRIAIZIE, LRI ORO 2 ERIKT, EEVEEN, 7 KT % HAER &
T 5, LaL, BEFCIEILEHNCBEIZRAMA 2T, SN T THRER O D,
S, BEBERERGST, BITAAE VS REICEMN DN Z N5 D 12, RIS
FRF =R RV RENE S X b7 o — L B0 | JHEMC MR EE R EORFEZE5 2
L, LA THD Z LICHET 2, HIEFI TR RN O OMARE, KE
HINARRNZZORME 1D 2 LR D, — T, BYYESEORRITIT - 7o MiRR A CERIC
m CK IMJEICR AN D Z bbb, AL, LR THEDEN, b L < IFABNL
DENELEHIT, 7Tuy =T 7 b THD I L EERH SN, EFREE~DOZBICED,
[FIRRICHEBNRER, 70 v B V7 7 v MR EER A L L ClfatE= 2 — 1 3
F—L SMA B3 IF BN 5, A E LT, CMD ORI T2 b ODREITIHKT
HHENT DI NDITKE L, Z A D ORI B CIEsZ 2 RIS 23 THR L TV A HI03 2% 0,
Fiz, BV = 2 —a XF—TIREMOFH K TR EETH 503, CMD TIHEMF 1LY
T35, SMA ITHRIEME T 0 7203 6, IR O KT 2773203, EHRMEAEHE,
et el (FORMIRAL, B|IT), RIS QRS 22T R S AVTERNLEE L <
AN

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 V8 A ETICRM N D, MBFITIX R SEIL 6 A, EARRRT 1 6%
o, TOEWEENT 3, EEEREO Y — 2713 5~6 & S, TILBRITERICETL,
10 R CEZE D L b L &b, BATAMRERBIIN 5~15% & S b8, RIL Y iEEhik
FEOE—2 X5 L, 2HINBITRIEE 725, MK TIZEHMETH VTN HEMN TH
%, BIEGERPBEEGCHiE A LN L0 b H 5, EEOFH T, ERIE LY E
TR, ERGRAEDFENTHY, 1RUETER S-S b Lz I 435351
ZEL, DEWGHOHIETICEIVN LTV, FEKLRLICAOND, HEfhREIL6
ik ARE CIEARZEMEIC L 0 SO R S Tl B WS R IR & 72 5, FCMD Tl & H1g,
BN & R B RN S MMEN A B D Z & b CTH 5, BIMIIHC T TR D)
MEN L OALD 7 — AN, HffEidie - BEREEIZ T Che < IRBAfN, Lk, 8 aFick.5,
BSOS LIXUIZR O 5 7O kBEfI ORI EE CTh 5, FHHAERE M 5728
T B AREA O VK TAEK T UIE LIEA S L, #O7RRICEE BRI X 2 E0
Hr7p%, FCMD BE Tl RROEIESIEIIRR -5 -0, Bk &7 8
TITH 2N TELBREN LI LIEA LN D, HURFITIE 15 i E TIZSHF e L TOREALH



R 720, KR E /D, AOHETH 2 MFRASREIRT, FAMEMENR, BE, LARSE
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shadow rectus) 2MHEHITHY (X 1-3a) 17, ZWricEHTH D, THRTIE, BEEMHEE
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MDDG/CDG

types BIzF4& OMIM &S |H#aE

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 & F{E%

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

MDDG10 TMEM5 605862 o n—REEHER

MDDG11 B3GALNT2 (610194 N-Acetylglucosaminil $5#5E2s%, 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

CDGI1E DPM1 603503 Dolichol phosphate mannnose *£ &/

CDG1U DPM2 603564 Dolichol phosphate mannnose 4 & B

CDG10 DPM3 605951 Dolichol phosphate mannnose 4 & X

CDGI1M DOLK 610746 Dolichol phosphate 4 & R

K11 aVAMaZ Ul A "F—ORKERT.
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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 EEMEED
FEMEIT R AIE <, T EEE-PIER D DI E DM TR T2 R L, FIE & R As Rl <,
W ROREEREEZ DB D) & LT, 1954 4F|Z Walton & Nattrass |2 X D R#K S
Nz v, 0k, HHROKEERELEZEDLOLRUFMNE LTHREIND LY 127272
W, ZEETHRERFRELZETrZ L &2, —FEX waste basket &b Tz, YA LR
7 4 BB O BIRFRIIRIC LV, £ < @ LGMD I3 ffifaEhifF A hr 7 4
BT X N ORBIRDLERIET TH D Z LM SN TV D, &G
Dl L C LGMD1A~LGMD1H 78, &% akSrEopils 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
EITT 5, #oT, L DIEFIT IS2H ER -7 VBt Z Eo7- 0T 200N KRE] L)
JERTHIRET D, LaL, LGMD2B OFKRBIEFThH DY AT =)V O FIT = 4=
PRI ANRF—HEL I DT Enbbnd Lo, BEMNOFR KT Z 2T 25EHS &
0 ODOTERBEET D, ERORMNFTRZ 2 LT WM ZR 22 12F DT,
DARERAREENR, MRAR L W o T Em TR A AL T DMERIE, WRIC X0 I AR
b5 (F2-3),
2-2-2. SERIHEH L LGRS

PRF T AR S BRAINC T TRER A BELEAL T 2 REBIA 5 0, #5 JE F ANV AT
BRI AIE LGMD & OERINEELWZ L8 H 5, Lo, B EhEMEmRE GhEME
VESESENE I AR F—, R, SRR, SAEGHR), REEREE (W),
I b RU TR, ARG R e RV B EERE, EIEMEIRE, 7o — ] -
A — FUJEGERE) WAL, LGMD & ORI LVERINSH S Z Enmbnd,
iy A ba 7 4 =D OERFRS LGMD LA OfF YA a7 ¢ —Z§R] L, I L\ LGMD
DRI 2155 2 1%, W REEN & @Y 2 IR & W\ 5 B BRSSO 7T
T <, TRIEMRICH 72 2R IR BRI D7 23 D 9,

E<IT, B OABEIERRR BRI G IIR R, HAER Ch H AR e, I b=
Y RUTHTH D MELAS 13, EWHRIEIC L DRMNTHETH Y, ZOEITEETHD
(% 2-4),

LGMD %%t 5 BE OB M 2D 207 a—F v — &K 2-1 (R T, LRI, 2
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DO7r—F v — Mo Timd D

RBALTIE, TavzXMFTOA T 4 —BRITA RT7A4 ) & THIEMREE
%%ﬁ%F?%VJﬁ%Wéﬁ/rﬁﬂ%%%@%@iﬁ%Jr%??*”f(ﬁ%ﬁﬁ@
PEDUBRREL, FE A b7 ¢ — P I A b =—JEERE) ZEOFSI &) BIO, &ty 22
%&5§um‘ﬁﬂ?%,WWUyET,NXVA‘ﬁA?w,VJZRZ-VI“7V
EMERE, IRWHEHEN I AN TF—, 4RI AR TF— OB BMIEERER SN TEY,
SHIZ THEEBZERMEI A NRTF—2ROFL &) PRET TH D, ARMRFSZDOTA
NI U274 FTHRIEARTHY 9, BEOBEIZRD,

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

YA a7 4 —0OERIC NEEMER)] THHZEREENDLOT, FEEXZWIC
D TEHETHD 10, EOLIBREBIEADBEINDINICE ST, EBRIZKHONEN L
HEhb,

FARNIIES OKRE L OEEERIL, BB ') 722 T 5BIZIEARIRTH
5L, BORZRNIEE OBWNICEHERERME 2 DD, TOERESDTZDITIEFE RN
JEEARANDRBENLETH D Z ElTmmERiz720n,

2-3-2. BHEMDHH

BHED AL, MR T E Wo e BBIC K-> Thrsikg &, BmmEG
*ﬁﬁ_i@iﬁué_kﬁva%éo AN L0 AVENED 548 L AT R — TR A B,
TN AR TE 2 BHRHEERAIIZEICEL TAATH L W,
2-3-3. IDFE - FEMR - FkAT 2 - WTEFTEOMEER

ZIBIE, FERBENCENLOEN Y T, EM TR ELEAT DIREOENIZERT 5,
R BB DI DIEFNE, — B OHERE & PRI RE 2 535 2 & 2 ' 7=\,

2-3-4. MEYVLT7FoX+—E

YA MR 7 4 —IZBIFH 7 LT F o FF—TF (creatine kinase, CK) ® FFIX, ¥H
HIZ &Y 1959 FFICHE 7z 19, L L, RETHT CKA EHT5 L ITRL 0, £
TERRBMER ZEME D X 9 12 CK 2% 1,000IU/L 4 % T EF-+ oMM b 5 5,
Mg CK 5720 THIEEMNE > &Rl 5013 Ly, LGMD o T, CK EF O
WA L VA T D (R 2-5), MiZEMIPMEICHEITT 2 & CKEMET 52 &1
LHEBEEET D,

2-4. FHERDANZER L TEELERE

LGMD & ORI LW E (& UTTBIRAN ATRE R R) 2/ &8I, AR ORI
il TRE-WREEZET S,

2-4-1. BHRBEERE

BRI DIIEMZE{KIZ MRI T T2 @ 514 %2 29 50T, ACOGREEFHREBOENICHE
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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 TWD 1B, KEHRCLHEM %, KM%, LGMD &R
WERBERTHIENHDH, ZNHOHECHREEGHERS, ZWICIXAE BT LA 22
ThHD7, WECHTYFHERICHTE L CTHRBEETAOREAEEND (£ 2-6) 14,
2-4-3. Btta VN3 —EEMEDRIFREEMR S ) —=2

R BERE 2 8) 1%, 94 Y Y — LR THLMME a 7 va v F—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
RFIUER R ERETEDLN, A7V —=V T CTHLEEBR T 22T 28615
i ({4/% 48 : pseudodeficiency) 2% H AR ANIZIZZ WD T, R ~JFOBZMHEEIZIZY 7 EK -
AR - BRMEZEMIINSE T GAA BERTETERIER GAA BB FIT & W o TR Z BT 5,
27 ) == FERifRIE, AARERRBFEREFZT 270 A b TRERERKR %)

(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
FIZRVZANIATOND D, MK O - ELE N ERT2Z2L08%<, 2
WrozE(Zed, X hary RUTHO—HRMTHLD MELAS OMMAFERFEIEICH L, A
TH U P 2019 4 2 FICEFAGE SN2 &b, BHINEHEETH D,
2-4-5. RIERHHER

HIEMEEIE, T N— R o A — b UEERE, SERMEMVEEEBRE & o TR RS
BT, EBNC X o TS HFHEER O B NEE DS BNL 72T, SBIRETHEOR KT
RHEMRERT DI END D, ZhoDE, RAGRTED EM AL,

T U= b o A — D EBERETIE, TRIGHEIC K D5 DR, ERIREIIC b B A C
HLAROHND,

S RMEFFEETJREMGREIL, BANEENL D b, %A ~H0HE O BALTHRE TG D& A H)
THHELEGERDZENRHY, RN,
2-4-6. HHBERTOIA F=—KE

fHREMEY A e 7 0 —2 % (Myotonic dystrophy type 2, DM2) ® X 512, #h5REERE
T LGMD Bt ok G 2 R4 2 W08 8 %, T4 F =—JED B XL o556 Ok FIAT,
w3 EABRINTZ,
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2-4-7. RERREAOEGRZHRE

fEFREIRBUE N OB FHRED O b, RESHBZFEL TWVLIH YA a7 1 —DRAE
%, VA a7 g BT, FREMEY A h a7 ¢ —1 7% (Myotonic dystrophy type 1,
DM1) ® DMPK &+ 3R CTG KAERH I RITAR 2 MEdT, @ 1R 5 RIER o A
k7 7 4 — (Fukuyama congenital muscular dystrophy, FCMD) ® FKTNi&/x{ 3kb SVA
L bhva hT AR AFANR DM D 3 5 TH S (2018 4F 12 AIIUE).,

Ny Y A v 7 ¢ — (Becker muscular dystrophy, BMD) 0T A ba 7 ¢
VHEIL LGMD LRI NEE L v Z & 23 H B, Multiplex Ligation-dependent Probe
Amplification (MLPA) {EIC X5V R b7 4 VBIFIITL, 19O v o 2FnE
AUVPCRIETHIR L TN 2 HIETH D, 2 2L EOEE L7 VU ORIISREEDGE
DoHNIUE, VA MRT 4 SEOBKEEE TE 5, LinL, MLPA (£ T2Wi & ieE
TEDLLIREREZROVA bu 7 4 MEBFITEEOK 60%ICIEE 2N EAMBENT
BY, ThUANDOT A a7 4 JETRERBIC L 20EROEFEO VA a7 ¢ VEEKE
BURNT 2NN E Th D, YA e T 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 ER AT A 1A - R RS B8k Remudy!® COEFENFIRETH 5, fEFERIRIC X
HIEARTFHIRAT JFRIE LTRE 1 ANCSE 1RRETE S ZLeEnTEY, 2]
LLEFEET 5 35A121E, & OER EOMLEMEIZ OV TR E O R EMIC R 5 )
VENRD 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
T 5 IERRHMED X 5 7RI A BT 2N B D, FRELET RIE, Rl O MEERER
FREITIZ BT D 30 VBT 5, £70, MEEE T cRiisnzzN 7 b
OIFREMEZ T 2881, BTN AR E D 2 ERH 5,
2-5-2. EARBEOLH : RFERE, HJTX22TOv b

WO PR ZE VY, TE DM, R LT oir & Ehiid 2 MEsk kil 2 2 &
WEE LW, Bl X ESDRE AP - RERFZEE v 7 — T, K 2-1 IR & AOERGIC
BT DRE G BITHON TV D,

2-6. MFEAIE LT EEMNT

WA > —2 =% — (next generation sequencer, NGS) (2L, BE& AT O
IITREEAZ A E LT, TOFEE LT, BEEOEEBFRINEE 2R E T HMTE, KM
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DBIEA ZRR L T HIEHTIZKBITE 5,

26-1. A=y b)—oxTo T

TEARPERR I B O KB R 1ZREICH 200 BEE SN TN D, HEET X CEEMRT 5H
BA SRV TIEBBONEEREEN P2 > TR T T 2, ENLEM - RERIFEE o & —
T, ARBET RIS LB SRx A BMER ST g, 20k 512, NGS =4
—7y N =7 v o T, BRRTE R & AR BT LS R D 7R,

2-6-2. THYY—LE, SR T L@, RREF

BT LD, 7Y EESCER G EY) & MR T D HAR AR STV D,
FIEZRLMERT 27201201, MEEORBEHTCERET 2T LB L H V55, @Yk
HHRICESWERTE E TOMT TP HEEE LeWEEalx, REWEREA =7 F7
(IRUD) ~OfrifiEZ it L Th Jundnd Livzau 18),

Xk

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

2) HEEHREL X —. YA M 7 ¢ —. http//www.nanbyou.or.jp/entry/4523 (2018
12 4 1 ARED).

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 4> 12 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) HAMRFES A KZ A . httpsi//lwww.neurology-jp.org/guidelinem/ (2019 4 3
A1 HRE).
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https://www.neurology-jp.org/guidelinem/

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) AH IR, gK HEB, BH A, fh. ZWERIEEIEBNE I AT —I2381T DM X AR
F—BHGIE A Y Y —= 7 BRERRE 2017:57:562-566.

14) BH WA, RBOZN  BEETONDL I L. BAMRTRE 9 BIFEPEE R
HEIF—TF A b, 2017,

15 A % M HEE A2 F S DNA #F 2T 223 & @B R & % .
https://www.kazusa.or.jp/genetest/ (201941 H 21 HE%).

16) ¥ A b a7 ¢ X F — 0 M KRB F BT E Remudy .
http://www.remudy.jp/dystrophinopathy/index.html (2018 412 H 1 HE%).
17) VEEF —=. FRBROROR. ERARARRE 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

L L MNEE
. o N . 2) L{Eﬁ?/t)/? MHETH Y,
RBEDHMRE L TRELIER : \CEE &T%é?ﬁ) %
0 FikE — EiEhkxntkst %5 3% DFRNIIEE DREH
B
> RRNRBEEORERE? 3) FRBWI AL TIT TR, 1R
o HEHRDH RS %
> BRI (FME HHET)
> BREOEGRE 4) FIRIEARINA 2 Y — = 720 T
B L 720
o LT - RELR - MRFLEORAER ) 5) 3 5 BRD -
e MEILF7Fod+—+ 6) MLPA {5 TR & fEETE 2 DY
A BT 4 APEDK) 60%IZ L EED
] Bl SET=Ly :
ERDAIICEE L TEELLRE T~
o mHEEHA (Brds, SO TEIEBBRIES ) ¥F—)
o GAABRIEMNZYYU—=>Y C myng GEgmem 0 D
o B CLEUE (E R :C SRIVEUPE D
o REMMHER AT D)
o HHEE: 34 F=—HKE > PRBEREY D
o URIAT4VEETR (MLPAK) O > Y202+ Vi DMDAMD) D
‘l‘ e N
e BN Y A h a7 — LT R
B 12, RIS LB A 5 R

B . P A RT—, Hhk, MRREUERZEME S
o MRERR: X O —MZEL J/

A\ 4
Ve

MR 2 22 7E L CFE M9 2 “ﬁ)

° EARR: RERE, UTA5LIAVE | BRI 5 OBEE i, (i
i - HREBEAERRJEE > 4 —CIEDLFO)
v ECAMIL TG |

Dystrophin, Utrophin, Dysferlin,

5 v = T A Sarcoglycan(a,B,y), Caveolin 3,
WRARIR T AT - Emerin, Merosin, Collagen VI,

@ HA—HyRY—HITUILUHD Dystroglycan(a,B)
/ Qﬂpain 3, Telethonin/TCAP /

o I HY—LEEH, FSURY T b—LEHRY
_ 7 R = 2l B 2=
EEN Y v hYT— ym///y B D
VA br 7 g — KBTS D

WIE, FHRBEET RS & e D,

WO e TSmO 2 1E, RgWrR B A
=3 7F 7 (IRUD) ~ODKHE%
NG

8

=

B 2-1 YA br 7 4 — (LGMD) %% 9 BF ORMUZ kA ED DD 7 v —F ¥
—h.
DM2: fFEMEY A b r 7 ¢ —2 7 MLPA : Multiplex Ligation-dependent Probe
Amplification, GAA : iEt a 7 Va2 X —¥, DMD : 7T 2> = U XAV A hu
74—, BMD : Ry B —HfHT A ha 7 —.
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EEER OMIM EE H2H° OMIM EE BEEEEF OMIM BE

EREKRELER
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 - - - -
LGMD1I 618129 LGMDD4 618129 CAPN3 114240
BTHLM1 158810 BTHLM1 158810 COL6A1L 120220
(LGMDD5) COL6A2 120240
COL6A3 120250
ERERLEER
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 ANOS5 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 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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HERRDHFHEMFR %A CLGMD’IZH )

FRATERR X 1B, 1C, 1D, 2C, 2D, 2E, 2F, 2G, 2I, 2K, 2M, 2N
R g 4 e 1A, 1B, 1G, 2A, 2M, 2R, 2Y

EHIEE 1B, 2A, 2M, 2Y

EEEA R R 1A, 2A, 2H, 2R

rippling 1C

* 22 FERROREAIET R 2 2 LS9 LGMD O,

wE (CLGMD’ILEER)

DARE 1B, 1E, 2C, 2D, 2E, 2F, 2G, 2, 2K, 2M, 2N, 20, 2R, 2Y
T EAk 1B, 1C, 1E, 2R, 2X

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

T fEE 1D, 1F

7% 2-3 0fif - PR - HE T OEELZ 2 L7V LGMD ojFL.
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&I ERDRA > B

B REMMESR i R BEERA BIBREXRTOA R
(RIEF 2%, ZHML, FhiREE S5 NI
RIENTEEEREE S A/ F—) RESOTY Y
RURRE (BRFE2E) GAA &M% BERETEE

T rIVRYTE

EEMRENE

T UN— b A — b UERRE

SR R IR EE

(BZIEEMmR o) —=27%)
ZLEE - ELE VB (IR, ER)
R ER
X MRI
SIEFE, EROBREE
REFBHER TOIHBERR
it ACh Z BRI
1 MuSK $iik
}1 LRP4 $i4K
SEFHE
BINMETA N - B RSTIEA
FIEHHEERRE T M KIRIEET
SHERENZRTHERE
$1 VGCC Hiik
SIEFE, EROBREH
REFNBHER TOIHBERR

(FIVTLALE—E FILT7)
A1) (MELAS DiKZEs
BHREIXLT)

BIERERTOA

S5 NI
RaYvIRTFS—EE
REISOITY Y

i g =35 A

34-SFI/EYSY
EBEAHEITIEIEDEER

Ay vIRTFS—EEE
(REIZKYELD)

7 2-4 LGMD & OERINEET, MYIRIENH DB bR HEE. GAA Bt o 7L a v X —F,
ACh: 7&F =V, MuSK : kBN F o %) —1, LRP4 : LDL Z & ARHE
2R 4, VGCC : EAARLFIES Vo T 5T % L.
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;& CK J5E (LGMD’IX&RE)
1C, 2B, 2C, 2D, 2E, 2F, 2, 2J, 2K, 2L, 2M, 2N, 2P,
2Q, 2T, 2U, 2V, 2W, 2X
hEELESR (500~10001U/L F2E) 1E, 2G, 2H, 2S
BELES (200~5001U/L 12E) 1A, 1B, 1D, 1F, 1G, 1H, 2A, 20, 2R, 2VY, 2Z
# 2-5 LGMD ORIz L5 CK EAOH. HETHHEMTH D Z LITHE.

SELE (~1000IU/L)

&R TR
73/ 7YILIRNA &FiEESR (ARS) Hifk*
it Jo-1 HuiR(His)*, #n PL-7 HfR(Thn*, #n PL-12 fnfk(Ala)*,
I EJ fufK(Gly)*, 1 KS #fk(Asp)*,
K% - ERHX 1 0Jitk(le), HiZo Hitk(Phe), i Ha Hifk(Tyn)
is b2 FU7 M2 $ufk*, $1 MDAS $nfk*, i TIFL1ydnik,
1 Mi-2 fidk*, 1 NXP-2 $ifk, #i SAE itk

RENTEME " e 4 .
BRI S o /ST — i SRP fiifk*, i HMGCR #iifk
ESDN NS 1 NT5C1A Btk

# 2-6 M RBIE A CHUR. THRITEERBGEA, “IZithastndsma (Wi 2018
£ 12 ABIME). T : HT ARS HURIE 8 FEEAFE S, Hiik4 0% S OFFIMNIZZE Ot
RRREST 27 2/ Beard. 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.
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¥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

BENRLZL, TOTERITIFBELBIOH A ba 70— (HEMEHAKT) Th

Do WHREREBEBEREZ L, BFICKVEROEEESCHKIEFHIISEIETH D,

BARFHINC 2 DOIFRHEBRH S TND M, AHD DM DIE & A El13x DMPK &s-1 31AIFE
FaRsEI D CTG ARSI 2N B i L 7= DM1 (myotonic dystrophy type 1) T& 5, DM1
i, FIEFE DR, ) (F) 8, e RENZT bR, e RENTA TR LV EH
R T 2R 2 EnEn, 61, ZlEERZ 0T 2 2HEETH D LD R
bo, REMLRLOIZ, AN, NI, PPREE, wENES, FERE, &SRR E,
HLZREIR, B - BYEEG OS0FER o 5, A TIE DMPK B AR 3 R R BRE
DRETH Y, EATIEOTZEN & e 4 27 58E TIXET DMPK BisFITIc 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
WEH DM E 2R 7o 1256 OERNZK O F51 &% L LT, BHIZDM2 IZERE Y TT
RS Do

3-2. DM2 DEEBE

DM2 1334 F=7 88, BRHKERT KT, fiE, ZoX0), MFRE,
ITED%IE T AN, A 2 HRPIHE 2 ABERE, FRBRASELFEE T2 Yk
MBEMEDOZIEIIRRTH 5 D, 1994 FEITIN BN O KT, 34 =7, ANkEL
WO TZTREMES A b7 4 — DB EFRF LR G, 8 19 Yefafko CTG MY ik LELS)
DI ENRA SN2 WIEERE (myotonic dystrophy with no CTG repeat expansion) & L C
BONZCHE SN 2. £72, BIOTA—T00, IR TR EIEN AL A STz 2 &
75, Proximal myotonic myopathy (PROMM) 9% % & Proximal myotonic dystrophy

(PDM) 9& LCh#E SNz, 1999 4E1C, KA Y ANFROESMNT CHlls T 1EAH 3 Y
BRI E S 4, #HiV T 2001 41T cellular retroviral nucleic acid binding protein

(CNBP) #fnfDH 14> by CCTG Vv — MAEDNFKRBLETFERTHDLZ LN
FASNTY, DM2 ORRIBIRFAE 2SR DL S iz,

3-3. DM2 MEGER A4 ©
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@ FRANZICEMHRBE LTRIELTZV T2 EMRbHHDIxL, DM2 I
HHERE LITEBARTHY, MERINZITEWVERIT RS2, IF =T, 7205
mW@EAEr (2 & 2 WifEds & OSthAR O ANRER B IE X, 13 A 8T DM2 £ T
BOLILDHD, —HOBFIRDLNW bbb D,
3-3-2. 25KBLLTOHEKER

DM1 & [AkE, ZhsesnimaE SN D alfetEnd 248, —fRAICZ OFLE L DM1 (2%
[/\

K50 DM2 BHEIZ, HREFANELZRO D Z ENZV, DMERIE, BESLENREY
oy, REAR, DFFIEE L CRIET 5, DM2 B TiRi#li STV D N IMEF 1213 A o~
2 IENE 2 BIFEIRIA I L ONBMEARIE DR & 72 DV 2R3 & 5, kG%iU@M
DOREEDIE T 2L o~ a7 CMGEDAGHEEE S &S, (2 BT 5 IR
RIS S TuvRyy, DM2 B %?6¢E@%ﬁ®i* I%, B4 MRI T#H5
N5 HEZ, PET THALADREA~EHO MK TR 55, 0O & 5 2 biX78mmk
RE, 1TE), AKRIZMONDOEEL KIET L Eb 5, DMI (ZH~ DM2 [ TR FHEREIS T
RNR—=YF VT 4 EENENTZRNT ERZ,
3-3-3. #ERIAE L LR A

UALFHEAL DR ZEAE - MK T - o ZoiX 0 # 23 2 iEEE, Ehloxtg s
D, YA M7 4 —IZEHENDLIMOBEEDOFTIX, FFICKHFEHG A he 7 ¢ —
(limb-girdle muscular dystrophy, LGMD) & O#RINEE LWMERINH D Z ENHHND,
DM2 % &t 9 HE DORAZM 2D D7 o —F v — b &K 3-1 1R T, UUFIE, 207
2—F v — MIH>Timd Do

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

oA bn 7 4 —DOERIC TBEMHEER)] THDLIENEEINDOT, FEEITZHNIC
WO TEETH D 0, HHOMENEEE LbE 5 FERIL, DM2 28bE5 50 THD
D, ZFOIERDEE /7280, FRBERIZ-ZD LA EbdHd I LIcEET D,
3-4-3. BEFFAEK

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

FHHER T I A b =— RO RHEE) T %%ﬁTé LITEETHSH,DM1 & 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 PRI FIZRRIL
THZENEE LY, EERREHOBLETFHRE TCHLDT, MASENRZFELTND
DMPK & inFftr 2 Z RSz,
3-5-2. CNBP &{&F CCTG ') E— M

DM2 ZWiCHHDBRETH H A, R TZIEL TV oHmESITZ2 Y, Athena

(https://www.athenadiagnostics.com/) ZE DN DA S TIE, DM2 2Wi % 2 stiifhT
LT3,
3-5-3. TDMDEEFEN
3-5-3-1. 34 +ZTHHBHBE

A M T 4 —MEI A b=—JEERENER L 22D, FEE T T v RV 2RO T
] BRI NTZ,
3-5-3-2. 2F FZTHLENEE

LGMD, Xy »—Hlf o 2 b a7 4 — (Becker muscular dystrophy, BMD) <% A
FaE 7 R, A F=T OV DM2 EERINEE LW LD D, ARSI,
VA a7 g B EfENT (Multiplex Ligation-dependent Probe Amplification, MLPA
%) 28, SERNCEO AR L O 5, FEITE 2% (2-4-5, 2-6) I NT-\,

3-6. BHYIC

DM2 D% <1 FEAFERIET, TOEMBERITFREREEEREZRT, DM2 Tk
DM1 O X 9 e RALHEFEFIE R D2, DM2 (T BN O MR T 2R~ L, £D
IANLENLAGEAL DO DM1 & #7205 Z L B/REN TN D, THIER D534 51X DM1 & O%F
PPE L Y & LGMD & OBEEER S W EICHEBEDRLETH D iR a2 D 2 LB,
DM1 & #7220, IA M=THGIANLT, BEOH KT, FHRMRIEREETHZ L
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 SIELWZHEi - < £ TOREMIX, DM1 O 7.3 4424 L C DM2 1% 14.4 £ &, 2 &)
15 E LTS, DM2 ORFFIERIEL, DML IZHARBIETH S DT, AL SN T35 DM2
DOEITEHE T 2B D LB, AFFICBNTEH DM2 NEET S Z & 2 HIc2 R e
BIRHIENEETHD 1019, ZOFFIEN, HiyA a7 o —EROM EIZHELSZ
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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12)
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