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Congenital myopathies

Objectives
1. Desribedlinica features which accompany congenital myopathies
2.  Discuss pertinent anesthetic risk factors when considering surgery for congenitdl
myopathies

Discussion

The congenital myopathies comprise agroup of disorders characterized by hypotoniaand
weekness. Central core disease is a honprogressive autosomal dominant with muscle
weekness smilar to Duchenne muscular dystrophy, except that weskness accompanying
central core disease is eadly detectable in infancy and motor development is delayed.
Diagnosisis established by muscle biopsy. Scolios's, soft tissue contractures, clubfet,
and hip didocation have been associated with centra core disease. Nemainerod
myopathy (moderate congenitd form) is characterized by delayed motor milestones, and
occasiond spind deformity. Bracing may be helpful to achieve ambulation. Myotubular
myopathy, sometimes called centronuclear myopathy, has variable genetic patterns of
tranamission and variable phenotypes. High arched pal ates occur with both nemaline rod
and myotubular myopathies. Some children with myotubular disorders may appear
phenotypicaly smilar to myotonic dystrophy. Congenita fiber type disproportion is
manifest as hypotoniaat birth by hypotonia. Muscle biopsy demongtrates a deficiency of
typel fibers. The degree of wesknessis variable.

Centrd core disease and nemdine rod neuropathy are associated with an increased risk of
maignant hyperthermia during anesthesia

One can expect claification in this group of disorders with molecular biology studies, but
to date this group of disordersis characterized by consderable phenotypic variation.
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