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What is Gorlin Syndrome?

Gorlin syndrome, also known as basal cell nevus syndrome (BCNS), is a rare autosomal
dominant disorder characterized by the presence of numerous basal cell carcinomas. This
condition can also affect other parts of one’s body, including the nervous system, heart, and the
bones. Besides skin changes, patients may also see jaw cysts, facial abnormalities, and
neurological changes. Patients with Gorlin syndrome also have a higher risk of developing
various other tumors and cysts within the body'.

Age of Onset and Symptom Variability

The age at which Gorlin syndrome presents can be different for each individual. Some people
show signs as early as 3 years old, but most notice symptoms in their mid-twenties. The severity
and types of symptoms can vary greatly, even within the same family. Early diagnosis and
monitoring are crucial to manage complications effectively and to provide better outcomes for
patients diagnosed with the condition'.

How is Gorlin Syndrome Diagnosed?

Doctors can diagnose Gorlin syndrome in a few different ways. The first method is through
identifying a major sign with genetic testing, two major signs, or one major and two minor signs
in a patient.

Major signs include having a considerable number of BCCs before age 20, jaw cysts before age
20, small pits on the palms or soles, calcification within the brain, being previously diagnosed
with medulloblastoma, or having a close relative with a diagnosis of Gorlin syndrome. Minor
signs may involve skeletal abnormalities, larger head size, or the presence of fibromas in the
heart or ovaries?.

Genetic Basis of Gorlin Syndrome

The cause of Gorlin syndrome involves changes in a gene called PTCH1, which normally helps
control cell growth. When this gene is mutated, it causes the cells to grow uncontrollably,
leading to the symptoms of Gorlin syndrome. Identifying these gene changes helps confirm
Gorlin syndrome and distinguish it from similar conditions like Bazex syndrome,
trichoepithelioma papulosum multiplex, and Torre's syndrome. The uncontrolled cell growth
leads to multiple tumors and cysts seen in patients with this condition.



Managing Gorlin Syndrome

If you suspect Gorlin syndrome, managing it requires a team of medical specialists, including
dermatologists, neurologists, and geneticists. Genetic testing for PTCH1 mutations is
recommended if there is uncertainty about the diagnosis or for prenatal counseling. Since
patients are at a higher risk for skin cancer, you should have skin exams every four months or at
least once a year. Patients with a history of medulloblastoma should have yearly neurology
check-ups. Additionally, dental exams are important due to the potential for jaw cysts'-4.

Treatment and Support

Treatment for Gorlin syndrome focuses on early detection and management of symptoms. This
may include surgical removal of basal cell carcinomas, regular monitoring for new tumors, and
protective measures to reduce sun exposure. In some cases, medications that target the defective
gene may be used to manage the condition. Psychological support and counseling can also be
beneficial in helping with the management of this chronic condition'.

Sun Safety for Patients with Gorlin Syndrome

For patients with Gorlin syndrome, sun safety is crucial to prevent skin damage and reduce the
risk of skin cancers. Patients with Gorlin syndrome are more susceptible to developing multiple
basal cell carcinomas due to their genetic condition. Exposure to UV radiation from the sun and
other sources, such as tanning beds, is the primary cause of these skin cancers. For effective sun
protection, patients should use broad-spectrum sunscreen with an SPF of 30 or higher. This type
of sunscreen protects against both UVA and UVB rays, which are harmful to the skin>-©.

Living with Gorlin Syndrome

If you are diagnosed with Gorlin syndrome, it's important to understand that this condition
affects multiple parts of your body and requires careful management. Early diagnosis and regular
check-ups are essential to catch and treat any complications early on. Thanks to advancements in
genetic testing, identifying changes in the PTCHI1 gene can help confirm your diagnosis and
guide your treatment. By working closely with a team of specialists, including dermatologists,
neurologists, and geneticists, you can effectively manage your condition and reduce the risk of
further complications*. Staying informed and proactive about your health will help you navigate
Gorlin syndrome and maintain a better quality of life.
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