A new inherited skin fragility disorder identified - EM provided the clue
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Epidermolysis bullosa (EB) is a group of inherited blistering skin diseases representing a diverse collection of autosomal dominant and autosomal recessive disorders with varying skin, mucous membrane and extracutaneous abnormalities. Pathogenic mutations have previously been reported in 13 different genes encoding structural proteins involved in keratinocyte integrity and in cell-matrix or cell-cell adhesion. Ultrastructural examination of a skin biopsy by electron microscopy (EM) provided the primary clue to identifying an additional gene causing skin fragility, the dystonin gene (DST) which encodes the epithelial form of bullous pemphigoid antigen 1, BPAG1-e (also known as BP230). This discovery of a new form of autosomal recessive EB simplex illustrates that, despite increasing use of molecular techniques, EM continues to play a key role in diagnosis and research, identifying candidate genes for analysis and exploring phenotype/genotype correlation.
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