Flagship Results Paper from the MedSeq Project
Published in Annals of Internal Medicine
The final flagship results paper from the 4-year, $10-million
NIH-funded MedSeq Project, the first-ever randomized trial
conducted to examine the impact of whole genome
sequencing (WGS) in healthy primary care patients, was
published June 26, 2017, in the Annals of Internal Medicine.
This paper is of note because it is the first randomized
clinical trial of “end-to-end” WGS in the day-to-day practice
of
medicine,
enrolling
healthy
adults
and
delivering sequencing reports to their primary care
physicians without intermediation by a geneticist or genetic
counselor. Additionally, this is the first study to
comprehensively analyze and report nearly 5,000 diseaseassociated genes, including monogenic disease risks, carrier variants, pharmacogenomic associations and
polygenic risk estimates. A remarkable 22% of the patients had new monogenic disease risk results - higher
than previously suspected or documented. Moreover, overall, patients did not exhibit anxiety or distress about
their findings, and the actions of the primary care doctors in response to the
sequencing were rated by genetics experts and were found to be largely
appropriate. Finally, this new paper reports the first estimates of potential
economic burden of WGS in healthy adults on the health care systems,
showing that resulting consultations, clinical tests and other downstream
health care costs were modestly increased for the patients who received
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Several mainstream media and scientific outlets covered the announcement
of this exciting paper; read on for links to those articles in addition to links to
the newly published MedSeq paper, press release, video of first author Dr. Jason Vassy, and a complete list of
MedSeq Project publications, which investigators have previously published from this implementation study.
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