B28 BHEEHFCALOT4— (MR~BABHTR MOT 4 —DREZH 252

2-1. BRHEBH A O T 14— (LGMD) DREHE

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 <
WHILEREEREBEGHBEEZ DB D) & LT, 1954 442 Walton & Nattrass (2L Y
FRINZY, TOHK, FHREOABEEEREEEZ L2 VO LR 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 AREME (MR O & L C LGMD1A~LGMD1H 23, # Yk BrE(S ) ol & L
T LGMD2A~LGMD2Z 3t E & 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 E&ERAI45 1
2-2-1. BHIPA MO 4—& LTOHH

12& A LD LGMD I, MEHCIBGENLOf R T THRAE L, 2 ICHMRT & 2
1792, W-oT, ZLDIEBIT 325 ER-TVEEE L7203 25008KE] L)
JER THIFET 5, LrL, LGMD2B OFKERFTHh DY AT =)V O EIT =478
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. AN L KSR

YA MR T 4 —ICEENDMOPFRNILRERZW O R L 72D, Fo, FERMEIA
PRI TR S BRA BN T TR DT T BIEB N H 0, 155 K T 23 U AT
IZHRVEATE LGMD & OERINEE LW 035, T Ofh, HOREMEMmRE (Bt
PESESENE X AR F—, EER, MK, SAEGHR), REEREE (WA,
I b= RU TR, MR AR RN SEERE, EIEMEE, TN — ] -
A — FUJEGERE) W oKL, LGMD & ORI HE LVERINSH S Z LN mbn 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=
> RUTHETdHDH MELAS X, HEWFBIEIC L DIRRNARETH 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 MG a7 4 —BBFHA R4 b TR
DRHTA RTA | BEAES, THARBRZROFSIE ] FHTF v xp GEISMEE
PENUIR BRI, FE A ha 7 o — M4 F=—JEERE) 2EO TSI X BLOY, &Y =
REYEMII A NF—, ALY v bdE, RALAIFNRNF—, U RRaA T 2—T L
VHREWERE, ARMESENIE X A RF—, SRS A RTF — DR BRI EENMER S TR Y,
EHIZ THCERZERMEI AT —2HEOFI &) BRETTHD, BAMRFEEZOHTA
NI =2T7H A FTHRIBEARTHY 9, BIROBEIZRD,

2-3. A MAT 4 —DEMBEDANRE L TRELIER
2-3-1. RIEE

oA bR T7 4 —DERIC NREWEER] THHZENEENDHDT, FEREIZZMNIC
D TEETHD 10, EOLIBRBEEADBEINDINICE ST, EBHRZKONEN A
HEhb,

FRWNIIES DEIRE LOEBHERIL, Bohv o) 722 5BIEARIRTH
L, MOFRRNFIEE OZKNCEERERE D05, EOHFRERD TZOITITH RN
FEHEARNDRBEBLETH D Z EIEGma Rz 720,

2-3-2. HEEDODH

M DAL, HEMSCIHINER T E W omBBICL > Thr 2R G &, B
RAICL VD Z LN TE D, WRIZ IV MDA &L EIT/NZ — VTR EDR b,
ZNOH AR TE 2 BHBHEGERAIIZHICEL TAATH L 10,

2-3-3. IDFE - TEAR - AL - BTESZEOREER

DL, RERIBWHCENL O Y TR, A TR E LA T HIBROEANITERRT 5,
IR BN G DIEHNE, — BT OHERE & MR RE 2 5Tl 5 2 & A& T- 0,

2-3-4. MEFY 1/79'-/=F7'—t“

A7 4 —IZBITS7 L7 F %5 —7F (creatine kinase, CK) ® EHIX, EH
HIC& Y 1959 FFiTHiE S 12, LL, BiRETELT CKA LRI 5 LIFRS0n, *
7o EREBEVE R ZEMHED X 912 CK 23 1,000IU/L 2 & T EF-T 2 EMEMZEM L H 5,
3% CK 72 TRRENE > &l 2 0iF# Ly, LGMD ©oF T3, CK LHOR
IR L0 RAx T D (R 2-5), HZMAMBEICHEITT 2L CKEMETT 52 L1
LEEEAET D,

2-4. FERDHNCERE L TEERE

LGMD & OEhl738 LW E (& ITIRRSATREZRIR ) &2/ &BIS, MiERORNCHE
i L CRE WA Z T D,

2-4-1. BHBHERIRE
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BRGORIEMZIT MRI T T2 ®ESBE 2T 5D T, HOREMEGHREEOENIIHK
SEDIENY TR L, AR OREIZAHTH L, X CT 1%, MUk - KehZ A 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. FHREERRK

LGMD & S TWIZIEGIOHIZ, mlnFIE CEIT SRR IR S AR SENE X AT —
WD EMHMEIINTND 13, HEHRLLIHEN ﬁ EHAEFHZ S, LGMD & FElOfE
WEFGRERETDHZENHDH, ZNOOHCREMEGHEE S, Wi EET /LS 22
ThHDHR, WECHTYFHERICHTE L CTHREETUROREAEEND (K 2-6) 14,
2-4-3. Btta N3 —EEMORBERMOR Y ) —=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 HARANIZIZZ VDT, KR ~JFEo2WiEElzix)
sRER - kA - BRI AE T GAA BERTEMERIE RS GAA Bin it & W o o a2 2
T5, A7 V—=v 7 Eifixl, AARERAHBFEREFSV 27V A b DEBERA R —
%] (http!//jsimd.net/iof html) ZZ&MDZ &,

2-4-4. 3B - ELEVE (K k)

b RUTIRTIE, BEEEHRERBIERL TADA & o T2 PRI OSSR e & 3
DT ENZVN, FNICHRELZ EIRET2IEFNH Y, LGMD & ORI ZE4 25 Z &2
HD, 2 har RUTHOBENE, 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‘TEE®§§§771£§T
ROMEMRERT DN DH, ZHOOHE, BRI ER DR

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

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

2-4-6. HHERTHIF 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. BERRERDEEFHRE

fEREIRBE N OB FHIRED I L, MASHEDRZFEL TWDLIHYA br 7 4 —OBR#A
(Z, YA Iu 7 ¢ CBAFEIT(MLPA ¥4, B — 27 = AE), HREMEY A hu T —
1% (Myotonic dystrophy type 1, DM1) ® DMPK i&fs 1 3FEFIEREK CTG KBRS
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 UARAfiRNr, B —7 =
YAR)D3OTHD (2022 4 4 HEE),

Ny I —Hf Y A a7 ¢ — (Becker muscular dystrophy, BMD) 0T A ha 7 ¢
VIEIX LGMD C#ERINEE LW L 2N dH 5, Multiplex Ligation-dependent Probe
Amplification (MLPA) {EIZ XD VA bu 7 4 VBAENTIX, 79O r v o 22nE
AVPCRIETHIRE L TN 2 HIETH D, 2 DL EOHER L= Vo ORISRCEE DT
DHNIUE, VA MRT 4 SEOBKEHEE TE 5, LinL, MLPA £ CeWia e
TED LI RERZROVA bu 7 4 MEREFITEEDOK 60%ICIEE 2N EAMbENT
BY, TNUNDOTA bu T 4 AETITERBGIC L DREREFEOT A bu 7 EAKE
BURNT 2NN E Th H, YA M7 4 VBInFOBEMT 7 Y R KR, MLPA 5TV
A a7 4 VBB OERERE TE R BRI OBEHEERE T A MR T ¢ VR
ARBDE TRV LREZROTZHEIIE, H#EY — 7 = AR L VBB AR R
T&E D, HEEY—7 = RJEE, 7T S DNA FZEET A PRI AR A & 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
UL EFET D5E121E, ZOEE OB DU TR i B E O R EM 2R3 5
WELR D 5

2-5. fRAERR

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

TA a7 LTI, B AMRE, MEOMAEZRD S, LGMD2A I2F
T2 IERHMED X 5 7RI A BT 2T S D, FREET RIX, Bl ORISR
THRATICEB T D SR RIS 5, -, WEENEG TR chRb Sz "y 7o b
DIREMEZ T T 28RS, BTN ERE D 2R H D,
2-5-2. EERBONH : R/EEEB, VIRF2TAOy 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,
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2-6. MBI TR

WAL — 2 =% — (next generation sequencer, NGS) 2LV, Bix T O%h%
IREAICHE B Lz, ZOFEE LT, BEMORBFRELGF 2R E T, K
DEBTEXRE T HMATICKAITE 5,
2-6-1. A=y b)—HTo 0y

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 T, BIRTE L SR BT SR R,
2-6-2. THVY—LM@EHF, rSURY )T N—LER, RREH

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
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A1 BRE).
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LGMD? : BHETHEDH NET GEMEBLAZLY) v 1) BHEER CEB AL OB H £ R L

Wn"%ﬁﬁﬁ%‘%%ﬁ EHEEICRET D

Y T ENEE

N R 2) L{Eﬁ?/?)/? VIETHY,
BEDAHRE L TRERIER E%&mﬁf&ém Tz
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> RRAREBEOHEMR? ) FHBWHC RN S TR, 1R
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MERDAICERL TR ELVVRE : R,
o MAEERK (A%, NS/ \F—)

C Rung GERme ) 9 D

SRIVEUPE D

BEGESHEE

BREEREY
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® GAAEIBREMMmMRIY—=27
o :F-EIECE (E %R
o REFBHEN
o HWER: A4 F=—WKE
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‘fw"v\/

Y

o T +OT .« ViEEFHEN (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 hu 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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&Y OMIM &S FEHO OMIM &= REEETF OMIM &=

EEEARBEE(BY)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 LGMDD2 608423 TNPO3 610032
LGMD1G 609115 LGMDD3 609115 HNRNPDL 607137
LGMD1H 613530 - - - -
LGMD1I 618129 LGMDD4 618129 CAPN3 114240
BTHLM1 158810 BTHLM1 158810 COL6A1 120220
(LGMDD5) COL6A2 120240
COL6A3 120250
BEERBE(LH)ER
LGMD2A 253600 LGMDR1 253600 CAPN3 114240
LGMD2B 253601 LGMDR2 253601 DYSF 603009
LGMD2C 253700 LGMDRS5 253700 SGCG 608896
LGMD2D 608099 LGMDRS3 608099 SGCA 600119
LGMD2E 604286 LGMDR4 604286 SGCB 600900
LGMD2F 601287 LGMDRS6 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 ANOS5 608662
LGMD2M 611588 MDDGC4 611588 FKTN 607440
(LGMDR13)
LGMD2N 613158 MDDGC2 613158 POMT?2 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 TOR1AIPT 614512
LGMD2Z 617232 LGMDR21 617232 POGLUT1 615618
UCMDH1 254090 UCMD1 254090 COL6A1 120220
(LGMDR22) COL6A2 120240
COL6A3 120250
(MDC1A 607855) LGMDR23 618138 LAMA2 156225
MDDGCS8 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
ZFRDTR . IRA RO LGMD1H (TR KBS 23 FE S TWIRIN -T2 12, Bidfiz
Bz oniginotz . FAWICH D GSD2 (IR ~HTH S,
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BB ROFFHMAR wE (CLGMD’[F&EE)

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

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

EEE AR 1A, 2A, 2H, 2R

rippling 1C

* 22 FrERCROREIIPTR 2 2 L7 LGMD O,

wE (CLGMD’IZ&BR)

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

IFIR R4 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 (HERR 2 E) GAA &% BRAERE

TraAVRUTR

EEMBENE

FUN— kA — b UREIRRF

TRV B NIEIRE

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

(ZIWVINALEF—E 7ILT7)
A1) (MELAS DfxZedh
FRFEEICHLT)

BIBERERATAA KR

R N

A UIRTFS—EE
REIFSOIY Y

& Fe A
34-CF73/EYSY
EESHAITIXZFDARRE

MO VIRTS—EESE
(RBIZKVUELD)

F 2-4 LGMD & OERINEE T, MEELRH 2B L 2HER. GAA: Bt o /a7 —1,
ACh: 7E&F =V, MuSK : il )F oy %) —+, LRP4 : LDL &K
287 4, VGCC : AR V> 7 AF ¢ RIb.
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m;& CK mE ('LGMD’IL&RR)
1C, 2B, 2C, 2D, 2E, 2F, 2I, 2J, 2K, 2L, 2M, 2N, 2P,
2Q, 2T, 2U, 2V, 2W, 2X
FELH (500~ 1000IU/L #2[%) 1E, 2G, 2H, 2S
BEELSR (200~5001U/L ) 1A, 1B, 1D, 1F, 1G, 1H, 2A, 20, 2R, 2Y, 2Z
# 2-5 LGMD ORI L% CK LHOMM. H<ETHHMTH LS Z LITHE.

SEES (~1000I1U/L)

oot

+H

b3 ik
M7 3/ 7YILIRNA RS (ARS) Hifk=
I Jo-1 fufk(His)*, #n PL-7 $nfK(Thr)*, i PL-12 ik (Ala)*,
i EJ HR(Gly)*, $ KS Hilk(Asp)*,
BER % - ZREK i OJ Hitk(lle), i Zo Hitk(Phe), #i Ha HiiA(Tyr)
WS by R 7 M2 Hifk* $i MDAS $ifk*, i TIF1ylE”,
P Mi-2 Bufk*, 1 NXP-2 ik, i SAE Hifk

RENEN L e s
H AR % 1 NT5C1A Hudk

# 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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