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Abstract
OBJECTIVE: To delineate optimal diagnostic and therapeutic approaches to congenital muscular
dystrophy (CMD) through a systematic review and analysis of the currently available literature.

METHODS: Relevant, peer-reviewed research articles were identified using a literature search of the
MEDLINE, EMBASE, and Scopus databases. Diagnostic and therapeutic data from these articles
were extracted and analyzed in accordance with the American Academy of Neurology classification
of evidence schemes for diagnostic, prognostic, and therapeutic studies. Recommendations were
linked to the strength of the evidence, other related literature, and general principles of care.

RESULTS: The geographic and ethnic backgrounds, clinical features, brain imaging studies, muscle
imaging studies, and muscle biopsies of children with suspected CMD help predict subtype-specific
diagnoses. Genetic testing can confirm some subtype-specific diagnoses, but not all causative genes
for CMD have been described. Seizures and respiratory complications occur in specific subtypes.
There is insufficient evidence to determine the efficacy of various treatment interventions to optimize
respiratory, orthopedic, and nutritional outcomes, and more data are needed regarding
complications.

RECOMMENDATIONS: Multidisciplinary care by experienced teams is important for diagnosing and
promoting the health of children with CMD. Accurate assessment of clinical presentations and
genetic data will help in identifying the correct subtype-specific diagnosis in many cases. Multiorgan
system complications occur frequently; surveillance and prompt interventions are likely to be
beneficial for affected children. More research is needed to fill gaps in knowledge regarding this
category of muscular dystrophies.
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