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Ehlers-Danlos syndrome (EDS) is a group of heritable disorders of connective tissue. Several different subtypes are described with clinical features including joint hypermobility, hyperextensible skin and tissue fragility, particularly affecting hollow organs and blood vessels. Several subtypes may have potentially fatal consequences and all varieties can cause significant morbidity.

Electron microscopy of skin biopsy can be helpful in differentiating some of the subtypes, particularly the classical, vascular and dermatosparaxis types (even though tissues other than skin can be more seriously affected). In the past, this was often the sole diagnostic test available. Despite the advance of molecular genetic diagnosis in this group of conditions, electron microscopy still has a role to play in guiding decisions related to genetic testing, and provides insights into the biology of this group of conditions.

I will present cases from the UK Ehlers-Danlos Syndrome National Diagnostic service, showing clinico-pathological correlation with both electron microscopy and molecular genetic diagnosis.
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