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The role of Immunohistochemistry for evaluation of Muscle Biopsies
Evaluation of a muscle biopsies is an important part of the diagnostic pathway of a neuromuscular disorder, even though 
next generation sequencing is now more widely used.  Muscle biopsy can contribute to the selection of appropriate gene 
panels, to the assessment of the pathogenicity of gene variants and identify specific pathological features when next generation 
sequencing has produced negative results. Immunohistochemistry is an essential tool for the assessment of a muscle biopsy, but 
the data must always be correlated with the clinical, biochemical, electrophysiological, imaging, histological and histochemical 
results. The localisation of antibodies by immunohistochemistry can identify specific protein abnormalities resulting from a 
primary defect in a gene, for example the absence of a particular sarcolemmal protein can often identify the form of muscular 
dystrophy. Studies of secondary abnormalities also have a role, such as the over-expression of a protein in response to a primary 
defect in a gene. In acquired, non-inherited neuromuscular disorders immunohistochemistry can identify several informative 
abnormalities that aid diagnosis, direct appropriate therapy and aid differential diagnosis. Immunohistochemical studies of 
antibodies to myosin heavy chain isoforms are now recognised as an important tool for the assessment of fibre types in both 
inherited and acquired muscle disorders, for assessing maturity of fibres and for determining if a muscle sample is normal or 
abnormal.
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