Results of a National Audit of Screening Advice given
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We report the results of a national audit of screening advice given to adult patients in the United Kingdom with PTEN Hamartoma
syndrome, a variably penetrant cancer predisposition syndrome with clinical features including macrocephaly and mucocutaneous
signs. Screening guidance was proposed by the Pan Thames Cancer Genetics Group in November 2014 and reviewed at the Spring
Cancer Genetics Group meeting 2015. The audit/baseline survey aimed to establish a baseline for practice in the UK with a view to
completing the audit loop in five years time.

Patients were included in the audit if they had a PTEN mutation or likely pathogenic variant or were at 50% risk, were 16 years or
older at time last advice given, with most recent advice given between August 1st 2010 and August 1st 2015.

Table 1. Number of patients diagnosed with cancer
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A total of 175 patients were included in the survey.
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