





1. | Powerful new next generation sequencing technologies
~ which can interrogate the entire genome
cheaply and quickly
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- big data

- incidental findings

- the "needle in the haystack’

- sequence and copy number variants of uncertain
significance




And the need to inferpret re ith cauti
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| sometimes in con junction with specidlist input
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Referral reason: Serous ovarian cancer aged 55
3‘ Test: Sequencing and MLPA of BRCA1 and BRCAZ genes

] Patient Name: Mary Smith [ooacsuomo

Result:

NO PATHOGENIC MUTATION DETECTED

MI CA994T>A (p.Vall665Giu)

Clinical implications:

* Avariant has been identified which requires addtional expert evaluation to establi:
likelihood of relationship to the clinical phenotype

| * This family should be referred to Genetics for further investigation

* The classification ofthis variant may change following evaluation
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