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Collagen-VI-related myopathies are caused by mutations in the COL6A1, COL6A2, and COL6A3 and are known to have a
wide phenotypic spectrum, including Bethlem myopathy, Ullrich congenital muscular dystrophy, intermediate phenotype,
and limb-girdle muscular dystrophy. These patients present with joint hyperextensibility and/or contractures as well as skin
changes and muscle weakness, and so clinicians need to notice those extramuscular symptoms in order to achieve a correct
diagnosis. We describe the clinical, pathological, and radiological features in a family with Bethlem myopathy caused by a
COL6AI mutation.
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Figure 1. Muscle imaging, and histopathological and immunohistochemical findings. (A) Muscle CT scans of thighs shows involvement

in lateral vastus lateralis and center of rectus femoris (arrows). (B) Hematoxylin & eosin stain displays round-shaped muscle fibers,

marked variation in muscle fiber size and increased interstitial connective tissues (x200). (C, D) Immunohistochemistry using
anti-collagen VI antibody revealed mildly decreased collagen VI expression in patient’s sample (C, x100) compared with normal control

(D, x100). CT; computed tomography.
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Figure 2. Joint abnormality and muscle imaging in patient’s son. (A) Distal interphalangeal joints are hyperextensible in patient’s

son. (B) Lateral parts of vastus lateralis (arrows) are markedly involved in muscle CT scan. CT; computed tomography.
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