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I Case Report

A Case of Sporadic Ullrich Congenital Muscular Dystrophy
Caused by a COL6A7 Mutation
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Department of Neurology' and Medical Research Institute’, Pusan National University Hospital,
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Ullrich disease is a rare congenital muscular dystrophy, which is clinically characterized by generalized muscular weakness,
distal joint hyperextensibility, proximal joint contractures, protuberant calcanei and high-arched palate. The disease is caused
by collagen VI deficiency in interstitum and/or sarcolemma of skeletal muscles, for which mutations either in COL6AI,
COLG6A2 or COL6A3 are responsible. We report a girl who presented with symptoms typical of Ullrich disease, in whom
the diagnosis was confirmed by immunohistochemistry and molecular genetic study.
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Figure 1. Joint and bone abnormalities in Ullrich disease. (A) Metacarpophalangeal and proximal interphalangeal joints are
hyperextensible. (B) Calcaneus bone is protuberant.
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Figure 2. Histopathological and immunohistochemical findings of skeletal muscle. (A) H&E stain shows fiber size variation
and few degenerating fibers. (B) Modified Gomori-trichrome stain shows markedly increased interstitial connective tissue.
(C) Skeletal muscle with normal expression of collagen VI has evenly distributed collagen VI both in interstitium and
sarcolemma. (D) In the patient’s skeletal muscle, collagen VI is specifically deficient in sarcolemma while it is normally
present in interstitium. (E) In normal control, microfibrils (arrows) in interstitium are linked to basal lamina. (F) In Ullrich
disease, microfibrils (arrows) are present, but never linked to basal lamina (arrowheads). Bar=100 um in A-D; 200 nm in
E and F.
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Figure 3. A schematic diagram of protein structure encoded
by COL6A41. The mutation of p.Gly290Arg identified in our
patient is located in N-terminal side from cysteine residue
in triple helical domain (THD).
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