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Introduction: Blue rubber bleb nevus syndrome (BRBNS) is a rare disorder characterized by
venous malformations affecting the skin, soft tissue, as well as internal organs especially the
gastrointestinal tract. Morbidity is usually related to the extent of gastrointestinal
involvement. The exact etiology is not well understood, an autosomal dominant pattern of
inheritance has been reported, however; many cases are sporadic. We report a rare case of
blue rubber bleb nevus syndrome in association with multiple angiokeratomas. This
association was only reported once in the literature.

Observation: A 14-year-old male patient presented with widespread cutaneous and oral
lesions of different morphologies, dating since birth. The lesions were more on the soles.
Some lesions were bluish, compressible, rubbery in consistency, while others were
violaceous with a hyperkeratotic surface. Multiple excisional skin biopsies were done, the
first two biopsies revealed large vascular spaces with thick fibromuscular walls devoid of
elastic tissue, consistent with venous malformation. The third biopsy showed
hyperkeratosis, acanthosis and dilated congested capillaries lined by flat endothelial cells
consistent with angiokeratoma. The patient had vascular malformations involving the
gastrointestinal tract and the right knee, confirmed by GI endoscopy and knee imaging,
respectively. His blood picture showed microcytic hypochromic anemia. Supportive
measures was the main plan of management, and involved iron supplementation and close
monitoring for possible GI complications.

Key message: Blue rubber bleb nevus syndrome could be rarely associated with
widespread angiokeratomas, which to the best of our knowledge has been reported only
once in literature. An underlying genetic alteration is postulated to predispose to both
conditions. Cutaneous manifestations are often the first clue to the underlying
gastrointestinal lesions. These patients require close monitoring and follow up because of
the risk of hemorrhage and other gastrointestinal complications.
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