The elephant man syndrome
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DESCRIPTION

We describe a case of Proteus syndrome in a
34-year-old man who started to notice growths
over his left frontal and temporal regions about
15 years ago. An abdominal ultrasound confirmed
splenomegaly which was palpable on clinical exam-
ination. A skull X-ray showed well-circumscribed
lesions over the left frontal bone and at the mastoid
processes with a hazy appearance of the matrix, a
narrow zone of transition and no periosteal reac-
tion. CT demonstrated hyperostosis of the skull
(figure 1).

Proteus syndrome is an exceedingly rare hamar-
tomatous congenital disorder characterised by over-
growth of tissues originating from any of the three
germinal layers, thus potentially affecting any
system within the body, and the causative mutation
has been mapped to the AKT1 gene.! Presentation
is highly variable; however, skeletal deformity is
virtually always present,” with hyperproliferation
and hyperostosis of the osteoid component of the
bone. In this case, the bone features together with
lobulated splenomegaly had a mosaic distribution,
appeared sporadically and continued to increase in
size with time. This was consistent with a diagnosis
of Proteus syndrome.’

Affected individuals have a high incidence of
neoplasia including testicular and ovarian tumours,
meningiomas and monomorphic adenomas of the
parotid gland. Pulmonary embolism and deep vein

thrombosis secondary to underlying vascular mal-
formations may result in premature death.

Learning points

» Proteus syndrome should be considered in the
differential diagnosis of asymmetrical soft
tissue hypertrophy and hyperostosis.

» Since it is an example of genetic mosaicism,
patients with Proteus syndrome can present
with a variety of signs and symptoms.
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Figure 1

Axial CT images demonstrating osseous expansion with medullary ground glass change in the body of the

left mandible (arrow—A). Radiological differential diagnosis includes polyostotic fibrous dysplasia. Hyperostosis is
seen to affect the entire occipital bone, the left petrous apex (arrow—-B) and the left infraorbital margin.
Reconstructed images (C and D) revealing asymmetrical osseous overgrowth resulting in characteristic craniofacial

abnormalities.
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