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BACKGROUND RESULTS

e Individuals with germline pathogenic variants (PVs) in TP53 have Li-
Fraumeni Syndrome (LFS), which is associated with a high cancer
risk and early (<45) age of diagnosis.
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e \We present findings from a commercial testing laboratory program
offered to all individuals with an apparent germline PV in TP53 to
determine whether the PV is germline or somatic in origin.

e Follow-up testing confirmed that 8/56 individuals (14.3%) carry somatic PVs in TP53 (Figures 2
and 3), with NGS allele frequencies ranging from 34-57% (Figure 4).

e 33/56 individuals (58.9%) were found to carry confirmed/likely germline PVs in TP53 (Figures 2
and 3), with NGS allele frequencies distributed around 50% (range 36—54%:; Figure 4).

METHODS e Individuals with confirmed/likely germline PVs in TP53 had younger ages at testing and first
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Mutation™ e Overall, this supports a conservative approach to the interpretation of TP53 positive findings
and the need for follow-up testing in individuals with apparent germline TP53 PVs.
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unnecessary family testing.






