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[ Abstract)

mutations, with proximal muscle weakness as their main manifestation. Although various subtypes of LGMD

Limb - girdle muscular dystrophy (LGMD) is a group of disorders caused by gene

share the common feature, heterogenity exist both in clinical phenotype and genetic defects. The diagnosis
should be based on the combination of the clinical symptoms, muscle imaging findings, myo-pathological
changes and genetic testing. Multi - discipline management is currently for patients. There has been
progress in the diagnosis and treatment of LGMD worldwide in recent years. This review will summarize

the advances in the LGMD diagnosis, treatment as well as clinical features of different subtypes of LGMD

‘7'i‘-

in order to improve the understanding of LGMD.
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Table 1. Classification of LGMD

Subtype Inheritnee Locus Gene Protein Subtype Inheritnee Locus Gene Protein
LGMDIA AD 5q22.3-31.3 myor Myotilin LGMD2] AR 2q31 TTN Titin
LGMDI1B AD 1ql11-21 LMNA Lamin A/C LGMD2K AR 9¢31 POMTI POMT1
LGMDI1C AD 3p25 CAV3 Caveolin-3 LGMD2L AR 11p14.3 ANOS Anoctamin-5
LGMDI1D AD 623 DNAJB6 DNAJB6 LGMD2M AR 9q31-33 FKTN Fukutin
LGMDI1E AD 2q35 DES Desmin LGMD2N AR 14q24 POMT2 POMT2
LGMDIF AD 7q32.1-32.2 TNPO3 Transportin-3 LGMD20 AR 1p32 POMGNTI1 POMGNT1
LGMD1G AD 4q21 HNRNPDL HNRPDL LGMD2P AR 3p21 DAGI a-Dystroglycan
LGMDI1H AD 3p23 — — LGMD2Q AR 8q24.3 PLEC Plectin
LGMD2A AR 15q15.1-21.1  CAPN3 Calpain-3 LGMD2R AR 2q35 DES Desmin
LGMD2B AR 2pl13 DYSF Dysferlin LGMD2S AR 4q35.1 TRAPPCI11 TRAPPC11
LGMD2C AR 13q12 SGCG  ~y-Sarcoglycan|| LGMD2T AR 3p21 GMPPB GMPPB
LGMD2D AR 17q12-21.3 SGCA a-Sarcoglycan|| LGMD2U AR Tp21 ISPD ISPD
LGMD2E AR 4q12 SGCB  B-Sarcoglycan| LGMD2V AR 17¢25.3 GAA a-1, 4-Glycosidase
LGMD2F AR 5q33-34 SGCD 8-Sarcoglycan || LGMD2W AR 2q14 LIMS2 LIMS2
LGMD2G AR 17q11-12 TCAP Telethonin LGMD2X AR 6q21 POPDCI1 POPDC1
LGMD2H AR 9q31-33 TRIM32 TRIM32 LGMD2Y AR 1q25 TORIAIP1 LAPI1
LGMD2I AR 19q13 FKRP FKRP LGMD2Z AR 3¢q13 POGLUTI POGLUTI

— . unknown, KA. LCMD, limb-girdle muscular dystrophy , Bt B JJL#E 32 AN R AE ; AD , autosomal dominant, ff %4 4 /& P35 % ; AR , autosome
recessive, Y 0 1K B2 1 15 1% s DNAJB6, Dnal homolog subfamily B member 6, DnaJ [7] 95 B W % % B &t 6; HNRPDL, heterogeneous nuclear
ribonucleo protein D-like, N — 4% A D #E B AZ 2 1 ; POMT, protein O-mannosyl transferase , & [ O- H M 5% - if ; POMGNT! , protein O-
linked-mannose B-1, 2-N-acetylglucosaminyl transferase 1, %5 [ O-I¢-T 8 W B-1, 2-N- £ W i bk 2 JL 7 B i 1; TRAPPC11, trafficking protein
particle complex 11, 5% 32 & [ B & 4 1K 11; GMPPB, mannose- 1 -phosphate guanyltransferase B, H #& B - 1 - B f2 8 Ik 35 46 & 1 ; 1SPD,
isoprenoid synthase domain containing, W 25 A A5 A B R ) ; LIMS2, LIM zine finger domain containing 2, & LIM 5% 38 25 4 8 25 1 2;
POPDCI1, Popeye domain-containing 1, % Popeye 4 #4382 [1 1; LAP1, lamina-associated polypeptide 1, )z #& Z JIK 1; POGLUTI, protein O-
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