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From the Basement Up – Ultrastructural Clues in Hereditary Skin Disorders Epidermolysis Bullosa and Ichthyosis. 

Ms Trish Dopping-Hepenstal, St John’s at St Thomas’ Hospital, London 
From the basement membrane to the stratum corneum and from the basement microscopy lab to the molecular genetics lab, electron microscopy (EM) still plays an essential part in the diagnosis of many forms of epidermolysis bullosa (EB) and ichthyosis.

EM and immunofluorescence microscopy are used to investigate the ultrastructure and immunohistochemistry of skin biopsy samples in order to distinguish types and subtypes of these disorders. Moreover, examination of fetal skin biopsies using these techniques also enables prenatal diagnosis of some forms of EB and ichthyosis. Despite enormous progress in understanding the molecular genetics of many inherited skin diseases, microscopy still has a key role to play in identifying appropriate genes for mutation analysis and in identifying clues to candidate genes in unclassified disorders. Co-ordinated collaboration between clinicians, microscopists and molecular geneticists continues to lead to new understanding of genotype-phenotype correlation and the recognition of previously undescribed conditions.
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