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Find a clue — signs in neuromuscular disorders

Shin, Jin-Hong
Pusan National University Yangsan Hospital

Diagnostic flow in the neuromuscular disorders begins with the meticulous examination of the patient based on history taking. It is
crucial in setting up the initial direction of evaluation as well as the final genotype-phenotype correlation. Assessments of shape and
function, from face to toes, are familiar to the neurologists, while some signs may be subtle to notice without special attentions.
Some signs, like hatchet face with grip myotonia, are so characteristic that are almost diagnostic. Facial asymmetry may help identify
carriers of muscular dystrophy without obvious limb weakness. Axial weakness may herald respiratory weakness before the patients
complain. Neurophysiology, pathology and genetic testing add a great deal of information. However, the physical examination still
lies critical in the final clinical correlation as well as in the follow-up of the patients.
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Figure 1. High-arched palate.
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Figure 2. Facial asymmetry in FSHD.
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Figure 3. Poly-hill sign (upper panel) and winged scapula (lower
panel) in FSHD
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Figure 4. Calf pseudohypertrophy in spinal muscular atrophy

(left), and muscle CT (right upper, thighs; right lower, lower
legs) of the same patient.
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