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Mutational analysis of the TP53 gene
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	Patient name:
	
	Date of sample collection:
	

	Diagnosis:
	CLL
	Date of sample delivery:
	

	Type of material:
	Peripheral blood/Genomic DNA
	Result issued:
	



Analytical method: PCR and bidirectional Sanger sequencing of exons 2-11 (entire coding region of TP53 gene including splice sites)
Detection limit: 10-20% variant allele frequency
Reference sequences: LRG_321t1, LRG_321p1. Mutation nomenclature follows the Human Genome Variation Society (HGVS) guidelines.
		
Result: Variant with unknown clinical significance detected
Number of mutations: 1
Mutation description: c.847C>T, p.(Arg283Cys)
Mutation type: Missense variant with unknown clinical significance. According to the locus specific databases (IARC, TP53 website), this variant (rs149633775) retains transactivation activity. The variant is frequent and is listed in Flossies (a database of germline genomic variation based on approximately 10,000 women > 70 years who have never had cancer (https://whi.color.com/), and is listed in the ExAc database with allele count=15.
[bookmark: _GoBack]Allelic proportion (optional): ~50 % variant allele frequency
Neutral polymorphism and benign variants are not included in this report and can be provided upon request


Interpretation A variant with unknown significance was detected. Published research and database analysis do not provide sufficient evidence for classification of this coding variant as pathogenic or benign. We recommend checking the germline or somatic origin of the variant by analyzing germline DNA (e.g. buccal swab).
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