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Figure 1 EMG findings showed mild myogenic damage, with a small amount of fibrillation potential and positive sharp

waves at rest and a shortened duration of motor unit potential at light contraction MUP of right deltoid (Panel 1a). MUP of

right pretibial muscle (Panel 1b).
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Figure 3 Skeletal muscle pathology findings by light microscopy
and regenerated muscle fibers were seen (Panel 3a).
expression of a-dystroglycan decreased (Panel 3b).
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Figure 2 Bilateral thighs MRI findings Axial T,WI showed
symmetrical hyperintensity of  bilateral semitendinosus,
semimembranosus and biceps femoris (Panel 2a). Axial fat
suppression  T;WI showed hyperintensity of tissue mentioned
decreased, suggesting the fat (Panel 2b). Axial fat suppression
T,WI showed bone structure of bilateral thighs was intact, the
muscles and surrounding soft tissues were normal (Panel 2c).
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Figure 4 NGS sequencing findings The patient had a heterozygous mutation of ¢.1151G > A (p.Arg384His) of GMPPB gene
(arrow indicates, Panel 4a). The patient’s father carried a heterozygous mutation of ¢.1151G > A (p.Arg384His) of GMPPB gene
(arrow indicates, Panel 4b). The patient had a heterozygous mutation of ¢.181_183 delins AAGGAAA (p.E61Kfs*21) of GMPPB
gene (arrow indicates, Panel 4c¢). The patient’s mother carried a heterozygous mutation of ¢.181_183 delins AAGGAAA (p.E61Kfs*

21) of GMPPB gene (arrow indicates, Panel 4d).
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