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A Case of Nemaline Myopathy
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Nemaline myopathy was first described by Shy and co-workers as a congenital, nonprogresive
disease of skeletal muscle associated with the presense of rodlike structures in muscle fibers
(nema=thread, Gr.).

The present case report concerns a four years old boy who represented a high arched palate,
lumber lordosis, and proximal dominant muscle atrophy and weakness. Electromyographic exam-
ination of quadriceps muscles demonstrated myogenic changes. Muscle biopsy findings revealed
typical rod bodies by the Gomoritrichrome stain, thus we diagnosed the case as nemaline myopathy.

Some progressive cases were reported in this disease, so we mean a careful clinical follow up.
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%1 A comparison of congenital myopathies®
Disease
Variable Central .
Lo | ety | mwopatny | CFTD |myopachies| CMD
Age at onset Birth Birth Birth Birth Birth Birth
Inheritance
Autosomal dominant + + + +
Autosomal recessive + + + + + +
X.linked recessive +
Typical course
Slow or nonprogressive + + + + + +
Rapidly progressive +
Weakness
External ocular muscles +
Face -+ + + + + +
Palate, pharynx, tongue + + + +
Neck + + + + + +
Limbs-proximal > distal + + + +
Other + + + + + +
Kyphoscoliosis + + + + + +
Long thin face + + +
High-arched palate + ) + + +
Contractures + + + + + +
Hip dislocation + + + +
Foot deformity + + + + + +
Biopsy
Type 1 fiber predominance + + + + + -+
Type 1 fibers smaller + + + +
Other findings R C R
Severe and mild forms of illness + + + + ?
Clinical picture
Same in most patients + +
Two or three different syndromes + + + — +

CFTD=congenital fiber type disproportion.
Fingerprint, multicore, and sarcotubular myopathies.

CMD=congenitial muscular dystrophy without evidence of cerebral abnormalities.

Occasional distal syndrome.
R =occasional rods.
C =occasional cores.

Other illnesses, such as myotonic dystrophy, can produce a similar muscle biopsy.
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