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DESCRIPTION
An asymptomatic 56-year-old woman with a
history of multiple basal cell carcinomas (BCCs)
and odontogenic keratocysts was referred to the
metabolic clinic for assessment of bone density. On
examination, there were no plantar or palmar pits,
facial abnormalities or macrocephaly and the family
history was also unremarkable. Osteoporosis was
excluded, but plain films showed multiple cysts
throughout the long bones (figure 1) and subse-
quent abdominal CT revealed multiple large mesen-
teric cysts (figure 2). Multiplex ligation-dependent
probe amplification analysis confirmed a heterozy-
gous pathogenic deletion in patched 1, consistent
with a diagnosis of Gorlin syndrome.
Gorlin syndrome, or naevoid BCC syndrome, is

a rare autosomal dominant condition of variable
expression, which has an estimated prevalence of 1
in 164 000 in the UK.1

Gorlin syndrome can present with a wide range
of multisystem manifestations. Clinical features
include the early onset BCCs, macrocephaly,
palmar or plantar pits and coarse facies. Common
radiological findings include benign keratocystic
odontogenic tumours of the jaw, rib abnormalities
and early calcification of the falx cerebri.2 The
radiological features in this case have been
described less frequently, with polyostotic bone

cysts being present in less than 50% and lympho-
mesenteric cysts in less than 5% of individuals with
Gorlin syndrome.3

Examples of common radiological findings have
been widely published, but these striking images
demonstrating large bone cysts with diffuse axial
involvement and lymphomesenteric cysts are
unusual even in this rare disease.

Learning points

▸ Gorlin syndrome is a rare condition of great
clinical importance due to the predisposition to
benign and malignant tumours.

▸ The commonest features are early onset basal
cell carcinomas, odontogenic keratocysts and
early calcification of the falx cerebri.

▸ Although diagnosis is frequently established
using clinical diagnostic criteria, PTCH1 is the
only gene in which mutations are known to
cause Gorlin syndrome.
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Figure 2 CT scan showing a large mesenteric cyst.
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