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Postmortem genetictesting, often called the “molecularautopsy” can identify cause of deathin
individuals who die suddenly and unexpectedly. Genetictesting can also lead to cascade testing of
family members, which can determinewhoin afamily needs preventative screeningand/or
management, and ultimately save lives. We have analyzed DNA samples from 64 postmortem cases
between August 2012 and October 2016 with multigene panel testing using Next Generation Sequencing
and targeted chromosomal microarray at our diagnosticlaboratory. Clinical history was taken from test
orderforms, pedigrees,and clinicnotes. Otherthan sudden cardiacarrest, which was presentin 95% of
cases (36/38 casesinwhich this was indicated on the test orderform), a personal clinical history of
cardiomyopathy, arrhythmia, or both cardiomyopathy and arrhythmia was the most common indication
for testing; approximately 30% of probands had cardiomyopathy, 15% had arrhythmia, and 33% had
both cardiomyopathy and arrhythmia. Of the 64 postmortem samples that were tested, 23% had a
positive result, which includes likely pathogenicvariants and pathogenic mutations, 44% had a variant of
uncertain significance (VUS) result, and 33% were found to be negative. Forty-five family members from
11 families pursued cascade testing for likely pathogenic or pathogenicmutation(s) found in the
proband. Single-siteanalyses were performed, andin 32% of family members tested, atleast one likely
pathogenicor pathogenic mutation was detected. In 68% of family members tested, the familial
variant(s) was not detected; risk for these individuals to develop cardiacdiseaseis no different than that
of the general population, and therefore they do not need to undergo additional cardiacscreening.
Limitations to this retrospective study include lack of clinical history provided on the test orderform,
pedigree orclinicnote, aswell as limited information regarding which families may have pursued single-
site testingatan outside laboratory. Ourdatashow that postmortem genetictesting can be helpfulin
determiningageneticcause of sudden cardiacdeath, as well as provide valuable information to family
members regarding screening and risk management.



