
MuSK DMD/BMD Complete Facioscapulo- Limb Girdle Oculopharyngeal Mitochondrial
Antibody DNA Deletion Myotonic humeral Muscular Muscular Enzyme Mitochondrial

Test Test (Males Dystrophy Dystrophy Dystrophy Dystrophy Myopathy Myopathy
Common Clinical Signs #470 Only) #101 (DM 1 & 2) #126 (FSHD) #405 (LGMD) #580 (OPMD) #300 Profile #500 (mtDNA) #519

Neuromuscular Disorders

Facial weakness ✔ ✔ ✔ ✔

Early difficulty standing up, 
running & climbing stairs ✔ ✔

Enlarged calf muscles, 
Gower’s sign ✔

Weakness of shoulder & 
upper arm muscles ✔ ✔

Childhood onset ✔ ✔ ✔ ✔ ✔ ✔ ✔

Adult onset ✔ ✔ ✔ ✔ ✔ ✔ ✔

Ptosis ✔ ✔ ✔ ✔ ✔

Skeletal muscle weakness ✔ ✔ ✔ ✔ ✔ ✔

Seizures ✔ ✔

Dysphagia ✔ ✔

Myotonia ✔

Cataracts ✔ ✔

Respiratory distress ✔ ✔ ✔ ✔

Cardiac abnormalities ✔ ✔

Inheritance Pattern
Autosomal dominant ✔ ✔ ✔

Autosomal recessive ✔ ✔ ✔

X-linked recessive ✔

Maternal ✔ ✔
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