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ABSTRACT
The basal cell nevus syndrome – also known as Gorlin-Goltz syndrome – is an autosomal
dominant disorder that occurs with the development of basal cell carcinomas in young
patients and other clinical and radiological findings. As this syndrome tends to be a syste-
mic disease, a better understanding of it by the various medical specialties is important for
early diagnosis, allowing appropriate treatment and secondary prevention. In the present
case, the authors describe an adult patient with multiple exuberant basal cell carcinomas
having spread through the body over 10 years. 
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RESU MO
A síndrome do nevo basocelular, também conhecida como síndrome de Gorlin Goltz, é doença autos-
sômica dominante que se apresenta com o desenvolvimento de carcinomas basocelulares em pacientes
jovens entre outros achados clínicos e radiológicos. Como essa síndrome tende a ser doença sistêmica, o
melhor entendimento a seu respeito pelas diversas especialidades médicas é importante para o diagnós-
tico precoce, permitindo tratamento e prevenção secundária adequados. No caso descrito, apresentamos
um paciente adulto com múltiplos carcinomas basocelulares exuberantes difusos pelo corpo há 10 anos. 
Palavras-chave: síndrome do nevo basocelular; carcinoma basocelular; cisto epidérmico

GorlinGoltz syndrome: report of an 
exuberant case

Síndrome de Gorlin Goltz: relato de um caso exuberante 

INTRODUCTION 
Gorlin-Goltz syndrome or basal cell nevus syndrome is a

dominant autosomal disorder characterized by early onset of
basal cell tumors, and may also present other phenotypic abnor-
malities, for instance palmoplantar punctate pittings, odonto-
genic mandible cysts, and abnormalities in the ribs.1

Basal cell carcinoma (BCC) cutaneous lesions, as well as
other skin alterations, may be present from birth or develop dur-
ing childhood, though their occurrence is more frequent
between puberty and 35 years of age. The number and type of
lesions can vary within the same family, and there are marked
differences in clinical manifestation between individuals from
dark and light skinned populations. 1,2 

In many cases, the BCC cutaneous lesions can resemble
nevi or fibromas, and speculation about their actual diagnosis is
sometimes possible only with the addition of thorough clinical
and family histories, as well as other clinical and physical aspects
associated with the patient. 
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CASE REPORT 
A 39-year-old Caucasian male patient, who was born

and brought up in the northeast Brazilian State of Bahia and
worked as a farmer, was referred to the Brazilian National
Cancer Institute (INCA). He complained about the emergence
of diffuse tumor lesions throughout the body, which had grown
progressively for nearly 20 years. The patient reported prior
excision of some lesions and denied both similar family history
or other comorbidities. 

The dermatological examination showed multiple tumor
lesions on the face (Figure 1), trunk, and upper limbs (some of
them ulcerated, suggestive of BCC), in addition to diffuse nodular
cystic lesions on the dorsum and upper limbs (Figure 2: A, B and
C). He also had a large number of palmar pittings. There was an
absence of cognitive deficits or neurologic alterations (Figure 3).

During the investigation, a skull and face tomography
showed cutaneous thickening of an exophytic aspect, with infil-
tration of the lacrimal fossae, malar region, and upper lip; ectasia
of the supratentorial ventricular system; extensive calcification
of the tentorium and falx cerebri; multiple lytic expansive for-
mations, which were sparse in the maxilla and mandible, consis-
tent with keratocysts and sessile osteoma in the anterior wall of
the right frontal sinus. 

Also, biopsies of the tumor and nodular cystic lesions
were carried out with a histological outcome compatible with
BCC and epidermal cyst, respectively. In light of the clinical,
radiological, and histological findings, it was concluded that this
was Gorlin-Goltz syndrome with exuberant clinical findings. 

FIGURE 1:
Multiple
tumors in the
face

FIGURE 2: A) and B) Multiple tumors in the trunk. C) Multiple tumors 
in the upper limbs

A

B

C

DISCUSSION 
The basal cell nevus syndrome (BCNS), or Gorlin-Goltz

syndrome, is inherited through dominant autosomal transmis-
sion, has high penetrance and variable expressivity, and is char-
acterized by the mutation of the PTCH1 gene, which is a tumor
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CHART 1: Diagnostic criteria of GorlinGoltz syndrome.

Major criteria:
 Two or more BCCs, or one before the age of 20 

 Odontogenic keratocysts histologically confirmed 

 Three or more palmar or plantar pits

 Bilamelar calcification of the falx cerebri

 Bifid, flattened, or fused ribs 

 Firstdegree relative with GorlinGoltz syndrome 

Minor criteria:
 Macrocephaly determined after adjustment for height (increased 
average height) 

 Congenital malformations: cleft lip or palate, frontal bosses, coarse 
facies, mild or severe hypertelorism 

 Skeletal abnormalities: Sprengel deformity, deformed chest, hemi
vertebrae, fusion or elongation of vertebral bodies, defects of the 
hands and feet, syndactyly, bone cysts in the shape of candle flame in
the hands 

 Pontification of the sella

 Ovarian fibroma 

 Medulloblastoma

FIGURE 3:
Palmar 
pittings

suppressor. Its estimated prevalence ranges from 1/57,000 to
1/256,000 individuals and is more common in Caucasians. 2

The PTCH1 gene, mapped on chromosome 9 (q22.
3q31), plays a fundamental role in the control of growth and
development of normal tissues. The gene’s product is a protein
transmembrane component (Ptc, from patched), which in the
presence of the Sonic Hedgehog protein, activates another pro-
tein transmembrane component (Smo, from smoothened). The
activation of the latter promotes the transcription – in certain
cells –of genes that encode signaling proteins belonging to the
TGF-beta family (Transforming Growth Factor-beta) and WNT
(wingless-type MMTV integration site), facilitating the cell decrease
and differentiation processes. 3,4

The characteristic signs and symptoms of the syndrome
were recorded by Jarish in 1894. In 1960, Gorlin and Goltz
described them as a triad, including the BCC and numerous
keratocysts in the mandibles and skeletal abnormalities. Their
work on this description is how the term Gorlin-Goltz syn-
drome was coined. 5

The diagnostic criteria for the basal cell nevus syndrome,
which were established by Evans et al. and modified by Kimonis
et al. in 1997, are listed in Chart 1, with the diagnosis being con-
firmed when two major criteria, or one major and two minor
criteria, are present. 6

In the reported clinical case, the patient had three major
criteria (multiple BCCs, palmar pittings, and calcification of the
falx cerebri). The odontogenic keratocysts did not have a histo-
logical confirmation. 

Epidermal cysts are infrequent findings in BCNS, how-
ever there are a few cases reporting this manifestation. 7 The
mean age for the onset of BCC varies between 20 and 21 years.
Variable in number – from just several to hundreds –they can
occur in any area of   the body, whether or not there has been
exposure to solar radiation. 8 BCCs also have variable clinical

behavior, and can be very aggressive from the onset, especially
on the face. The predisposition to the development of BCC
appears to be caused by the fact that the cells affected by the
mutation are more susceptible to sunlight, due to the mecha-
nism of DNA repair altered by the mutation. 9

The mandible keratocysts occur in 75% of patients and
have a recurrence rate of 60%. Seventy percent of patients had
hypertelorism, which sometimes is associated with the widening
of the nasal root. Approximately 80% have palmar or plantar pit-
tings. 6

Therapy aims at completely excising the tumors, espe-
cially BCCs and odontogenic keratocysts. Since the facilitation
of the Sonic Hedgehog’s signaling pathway is permissive for
tumor development, the specific pharmacological treatment
(Vismodegib) aimed at inhibiting that pathway is likely to be the
future treatment strategy. 10

In the case described, the therapeutic approach was not
implemented in the dermatological service, due to the fact that
the patient was transferred to his city of origin for treatment. 



CONCLUSION 
The diagnosis and treatment of Gorlin-Goltz syndrome

require a multidisciplinary approach by dermatologists, plastic
surgeons, head and neck surgeons, neurologists and neurosur-
geons. Genetic counseling and screening of family members are
essential. Awareness of the extreme sensitivity of such patients
regarding ionizing radiation in necessary, with the presence of
the potential to develop multiple tumors, in particular menin-
giomas and BCCs. ●
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