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ABSTRACT

Gorlin syndrome is a rare autosomal dominant disorder which characterize by multi-organ abnormities such as
odontogenic keratocysts in the jaw, skeletal abnormities and multiple basal cell carcinoma etc. We report a case of
this syndrome in a young man with palmar pits, multiple facial BCC, clacifications of the falx cerebri and bifid rib.
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INTRODUCTION

The Gorlin syndrome, also known as nevoid basal cell
carcinoma, resulting from mutation in the PTCHI gene
and inherited as an autosomal dominant trait with high
penetration and variable expressivity. The estimated
prevalence varies from about 1/57000 to 1/256000 with
a male to female ratio of 1:1 [1]. It arises in all ethnic
groups, but most of reported cases are in whites [2].

In the following we describe a case of this syndrome in
a 38 year old man with emphasizing on its clinical and
radiologic manifestations.

CASE REPORT

A38year old male patient presented to our dermatology
department with numerous slow growing pigmented
papules on his face and scalp. The patient first begun
noticing the appearance of these lesions when he was
teenager (14 years old) and then they became larger
in size and number over the time and some of them
became erosive recently.

He gave history of a facial swelling of the right mandible
10 years ago and subsequently had been operated for a
mandibular cyst few years back.

He denied any same history and lesions in his family
and child. Patient’s medical, personal and family history
was non-contributory.

In physical examination dysmorphic features such as
macrocephaly, prognatism and linear scar of operation
in right side of his mandible were observed. Inspection
revealed numerous (over 20) pigmented, some skin
colour, papules and nodes on his cheeks, eyebrow,
nose and scalp, predominantly on sun exposed areas
(Fig. 1a). Some of these lesions were erosive. No
regional lymph node was involved. The skin of his palms
has tiny pits (Fig. 1b).

Multiple biopsies were done, the specimens were
fixed in 10% formalin and submitted to histological
examination and microscopically all of them showed
basal cell carcinomas (multiple types such as
morpheaform, micro nodular, nodular) (Figs. 2a - 2c¢).

The skull x-ray (AP view) showed a linear vertical
radiopaque line in the midsagital plane of the cranium
suggestive of calcified falx cerebri (Fig. 3a). The chest
x-ray (PA) showed bifida rib (Fig. 3b).

Based on clinical, radiographic and microscopic
data the diagnosis of nevoid basal cell carcinoma
syndrome was established. Panoramic radiograph
revealed well defined unilocular radiolucencie in

maxilla (Fig. 4).

Patient underwent multiple surgical excisions with
primary closure and flap for his lesions and we
recommended him for regular check-ups and protection
from sun exposure.
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Figure 2: Biopsy of lesions microscopically showed basal cell
carcinomas.

Prior to the study, patient gave written consent to the
examination and biopsy after having been informed
about the procedure.

DISCUSSION

Nevoid basal cell carcinoma syndrome (NBCCS)
or Gorlin-Goltz syndrome (GS) was described for
the first time in 1894 by Jarisch and White [3].
This syndrome represents a series of multi-organ
abnormalities known to be the consequence of
abnormalities in the PTCH gene located in long
arm of chromosome 9q22.3-q31 [4]. This gene has
important roles in neurologic and anterior-posterior
axis development as well as hair follicle formation.
This explains the broad range of developmental
anomalies including craniofacial, skeletal defects and
the propensity for meduloblastomas, odontogenic
keratocysts and multiple basal cell carcinomas to
arise [5].
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Figure 4: Unilocular radiolucencie in maxilla.

Evans et al proposed a diagnostic criteria that was
further modified by Kimoni et al in 1997 (Table 1) [6,7].
The clinical diagnosis is made in the presence of two
major criteria or one major associated with two minor.

Basal cell carcinomas favour the sun exposed areas of
the face neck and trunk but may occur in sun protected
sites too [5].

In general,the mean age of onset is about 25 years of
age but it usually occur between puberty and 35th year
of life [1]. And suspicion for Gorlin syndrome should
be high if basal cell carcinoma are detected in pediatric
age range as in our patient which is reported the onset
of his lesions from fourteen years old.

[solated cases are frequent, despite the hereditary
characteristics of syndrome almost 60% of patients
have no known affected family members and the
absence of positive family history doesn’t exclude the
diagnosis [1].

Palmoplantar pits occur in 30-65% of the patients and
are 2-3 mm in diameter and 1-3 mm in depth they
are found on palms commonly than soles (77% versus
50%) [8]. Lamellar calcification of the falx cerebri occur

in 70-85% of these patients [9].
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Table 1: Diagnostic criteria that was modified by Kimoni et al. in 1997[6]
Major criteria

1. More than 2 BCCs or 1 BCC in a person younger than an age of 20

2. Odontogenic keratocysts of the jaws before age 15

3. Pitted depression on hand and feet (palmar plantar pits) (three or more)
4. Lamellar calcification of the flax cerebri under age 20
5
6

. Fused bifid or markedly splayed ribs
. First degree relative with NBCSS
7. PTCH gene mutation in normal tissue
Minor criteria

1. Macrocephaly determined after adjustment for height

2. Congenital malformation; Frontal bossing; Coarse face; Moderate to
severe hypertelorism; Cleft lip/cleft palate

3. Skeletal abnormalities; Sprengel deformity; Marked pectus deformity;
Marked syndactyly of digits

4. Radiological abnormalities; Bridging of sells turcica; Lucencies of hand
and feet; Bifid and splayed ribs; Hemivertebra; Fusion of vertebral bodies

5. Ovarian fibroma

6. Medulloblastoma

BCC: Bassal Cell Carcinoma. NBCSS: Nevoid Basal Cell Carcinoma
Syndrome. PTCH: Protein Patched Homologue 1

Odontogenic keratocyst (OKC) is the cystic lesion of
odontogenic origin that illustrates the behaviour of a
benign neoplasm with recurring propensity following
surgical treatment. They are rarely symptomatic and
can leads to the loss of bone and pathological fractures
by losing the bone around the tooth [10,11].

Keratocysts may show a uni- or multilocular pattern
and the cystic spaces may have a smooth or scalloped
border [12]. Because of orthopantogram (OPG)
findings we referred the patient to a dentist.

Through positive correlation of BCC with UV exposure
the patients should be recommended for good UV
protection with using sunglasses, sunscreen and
avoiding from excess sun exposure.

Since the criteria of multiple BCC, multiple palmar
pits, bifid rib in CXR, falx cerebri calcification,
macrocephaly were present in our patient the final
diagnosis of Gorlin syndrome was given.

The patient with Gorlin syndrome must be managed
by several specialists such as dentist for odontogenic
keratocysts, dermatologists for skin lesions and
ncurologists so familiarity with this syndrome is
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important for clinicians because of propensity of these
patients to develop multiple neoplasms including basal
cell carcinoma and meduloblastoma.

Consent

The examination of the patient was conducted
according to the Declaration of Helsinki principles.
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