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Previous studies have primarily analyzed cases and families HAEA 5'UTR_EX6del MLAT B Mutations in M5H6 were most frequent (29.9%), followed

by PMS2 (25.3%), MSHZ2 (23%), MLH1(20.7%), and
EPCAM (1.1%).

The distribution of mutations across genes was significantly
different from that reported in previous large studies
(p<0.001).

Truncating insertion and/or deletion mutations (indels)
were the most frequent mutation type (n=131, 37.9%),
followed by nonsense (n=70, 20.2%), large
deletions/duplications (n=59, 171%), and missense
mutations (n=46, 13.3%).

Frequencies of mutation types were similar to that reported
by InSIGHT except for non-truncating and splicing
mutations, which were significantly more and less frequent,
respectively.®

Five mutations were seen 10 or more times and each has
been reported previously as founder or recurrent mutation.
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suspicious for Lynch syndrome due to personal and/or
family history of colorectal and/or endometrial cancer.
These studies have suggested that most Lynch syndrome is
due to mutations in MLHTand MSHZ.

Limited data exist on individuals with Lynch syndrome
identified by multi-gene panel testing (MGPT).

We aimed to assess cases with Lynch syndrome identified
on MGPT at Ambry Genetics and compare our findings to
previous literature.
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METHODS

We retrospectively reviewed consecutive cases, unrelated to
our knowledge, that had multi-gene panel testing including
the MMR and EPCAM genes between March 2012 and June
2015 (n=34,981).

Mutations were categorized and grouped according to the
types used by InSiGHT® and percentages of each mutation
type were compared to InSiIGHT using Fisher's exact test.
The distribution of genes mutated was compared to those
reported in previous studies using the Chi squared test.

A literature review was performed for mutations seen ten or
more times.
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EPCAM mutations were not included in several previous studies, so they were excluded from this analysis.
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