
27

therapies are currently not available for
the prevention of malignancies. 

With regard to the treatment of the
skin lesions themselves, this depends
on the diagnosis and patient
preference. In patients with Gorlin
syndrome and dysplastic naevus
syndrome, where the skin lesions are
potentially malignant, treatment is the
same as for sporadic skin cancers;
surgical excision and emphasis on sun
protection. For the benign skin lesions
associated with internal malignancies,
patients may request removal of
asymptomatic lesions for cosmetic
reasons. Potential treatments include
electrocautery of fibrofolliculomas,
laser treatment of facial angiofibromas,
and oral retinoids (acitretin) for the
cutaneous manifestations of Cowden
syndrome.  

Patients with cutaneous
manifestations of cancer syndromes
not only suffer from the potential
implications but also from a
psychosocial burden. For some of the
cancer syndromes, the skin lesions can

Useful information 

Macmillan Cancer Support 
www.macmillan.org.uk/information-
and-support/diagnosing/causes-and-
risk-factors/genetic-testing-and-
counselling

National Cancer Institute
Fact sheet on genetic testing for
hereditary cancer syndromes
www.cancer.gov/about-cancer/causes-
prevention/genetics/genetic-testing-
fact-sheet

The Neuro Foundation 
www.nfauk.org

Gorlin Syndrome Group 
www.gorlingroup.org

BHD Foundation
Information and advice on Birt-Hogg-
Dubé syndrome
www.bhdsyndrome.org
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be extensive and unsightly often
leading to low self-confidence, social
stigma and risk of isolation.

Furthermore, the psychological
implications of positive genetic
(predisposition) tests include coping
with the unpredictability of developing
a malignancy, and concern about the
future effect on offspring. 

CONCLUSION
There is a maxim that the skin acts as a
window into the inner workings of the
body, and the inherited cancer
syndromes are a group of conditions
that may provide an opportunity for
the astute clinician to diagnose, from
cutaneous signs alone, an underlying
genetically based tendency to
malignancy. The significance of such
signs may not be obvious given their
often non-specific and apparently
trivial nature, see box 1, above. 

It is prudent to undertake a skin
biopsy for histological evaluation
before considering cosmetic 
surgery with destructive techniques 

on lesions that lack a diagnosis. 
The inherited cancer syndromes are

an example of how clinicians can learn
from the characteristics of Sherlock
Holmes: to observe keenly, to pay
particular attention to detail, and 
to keep an open mind to seemingly
irrelevant and inconsequential
complaints, enshrined in the concept 
of ‘Sherlockian dermatology’.8 
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Box 1

Case report

A 48-year-old woman presented with numerous small flesh coloured papules 
on her face and neck, see figure 6, below. Previously, these had been treated
without a histological diagnosis, by curettage and laser therapy, with only modest
improvement. 

A small skin biopsy of a lesion on her neck was taken and histological examination
showed it to be a fibrofolliculoma. As multiple fibrofolliculomas are a feature of
Birt-Hogg-Dubé syndrome, an autosomal dominant cancer syndrome, her family
history was explored. This revealed a number of her relatives to have had similar
facial lesions, some to have had spontaneous pneumothorax and one to have had
a renal tumour, thus confirming the diagnosis of Birt-Hogg-Dubé syndrome. 

Further investigation of this patient excluded pulmonary cysts but confirmed 
that she had a renal carcinoma. Progressive deterioration of her renal function
proved fatal.

FIGURE 6
Facial fibrofolliculomas in a woman subsequently diagnosed with Birt-Hogg-Dubé
syndrome


