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Teaching NeuroImages:
Clinical and neuroimaging features in
Gorlin-Goltz syndrome

An 18-year-old man presented with neuropsychomo-
tor development delay since birth associated with
multiple nevi and basal cell carcinomas (BCCs),
which appeared in the third year of life (figure 1).
Family history was unremarkable. Brain CT showed
tentorium and falx cerebri calcification, associated
with sphenoid hypoplasia (figure 2). Brain MRI dis-
closed a jaw odontogenic cyst (figure 2). Gorlin-Goltz
syndrome (GGS) was diagnosed based on clinical and
neuroimaging features.

GGS (OMIM:109400) is an unusual autosomal
dominant disorder caused by mutations in one of
the 3 following genes: PTCH1, PTCH2, or SUFU.1

Around 5%–10% of patients with GGS develop

medulloblastoma or meningiomas.2 GGS is charac-
terized by multiple BCC, jaw cyst, palmar and plan-
tar pits, cerebral sickle calcification, and skeletal
malformation.2
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Figure 1 Patient’s face

Patient with Gorlin-Goltz syndrome who presented with multiple nevi and basal cell carcinomas.
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Figure 2 Brain CT and MRI

Brain CT scan shows cerebellar tent (A) and falx cerebri calcification (B). There is also lower wing hypoplasia of the sphenoid
(C). Coronal T1-weighted brain MRI discloses jaw odontogenic cyst (D).
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