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More Than 10% of Healthy People Have Monogenic Risk
Variants
DECEMBER 28, 2018

Einav Keet

Investigators conducting studies on genomic sequencing in healthy newborns and

adults say they have found genetic results revealing far more variants associated

with diseases than previously anticipated, along with previously unrecognized, but

related, clinical features of genetic conditions.

The National Institutes of Health (NIH) compiles information on more than 1200

health conditions with a genetic basis. A gene variant or mutation can be inherited

from a parent or acquired during the course of a person’s life. A genetic variation can

make a gene function improperly and may influence the risk of developing certain

disorders. Some individuals with a genetic predisposition to disease may go on to

develop disease while others with the same variant will never get the disease.

Investigators from Brigham and Women’s Hospital and Boston Children’s Hospital

working on the Genomes2People Research Program recently announced news on

findings from their BabySeq and MedSeq Projects. In these 2 randomized clinical

trials, the study team has worked to analyze the genomes of infants and adults for

approximately 5000 disease-associated genes to identify monogenic disease risk

variants—mutations associated with diseases thought to be caused by variants in a

single gene. These monogenic diseases include rare diseases such as hereditary

cancer syndromes, hereditary cardiac syndromes, and metabolic disorders that can

have life-threatening complications.

In research presented at the recent 2018 American Society for Human Genetics

meeting, BabySeq and MedSeq investigators say they have found that searching for

unanticipated genetic results in newborns and adults can reveal far more variants

associated with diseases than previously thought. In addition, they can detect

previously unrecognized, but related, clinical features of genetic conditions. 

These findings come following the team’s genome or exome sequencing on a total of

269 individuals. They found unanticipated risk variants in 16 of 110 adults (14.5%)

and in 18 of 159 infants (11.3%). Upon further examination on these study

participants, the investigators discovered clinical features suggestive of a previously

unrecognized genetic condition in 4 of the adult cases and 4 of the newborn cases,

MOST POPULAR ARTICLES

 Does Michael Phelps Have Marfan
Syndrome?

 Palynziq, Newly Approved for Adults With
PKU, Performs Well in Clinical Trial

 Five Rare Neurological Disorders

 Chemotherapy Could Elevate Risk for
Rare Blood Cancer

search

https://googleads.g.doubleclick.net/pcs/click?xai=AKAOjssKvQ1RCKBpXToOFDMW05KUOroCEFpd1GTUcCwOB5GON7qvEdqHqJUujkw4PNjVVSff_841WGdu7iFo41iUndjlTwdhR6KahjibGHz30z4ebwOmqSBBeb8NdsfwQBtKQwczCKbGudxKSuk3r2dhipjehzmrn-r2VE-FoBaOqxh61_lEvSvgmIE78SwG8nmcKL0lO_ar9rEN6fOUTEDrXCHj0WHAiXOEZyq9tIbpLjNS96e8-inbsU7p_g&sai=AMfl-YRQqswpO8HxhCO7Sf7vFwFrSe2zaX00QLeqqyLIfpePczp-zpBFI2EU5f0dMxFjy9CAvcgvCTgDHoXeGzpskJKXonGVDExW78m5oKcV&sig=Cg0ArKJSzK1xGKHtHN42&adurl=https://www.hraresearch.com/syndicated-studies/42
https://www.raredr.com/news
https://www.raredr.com/conferences
https://www.raredr.com/videos
https://www.raredr.com/conditions
https://www.raredr.com/sap-partner
https://www.raredr.com/resource-guide
https://www.raredr.com/email-profile
https://www.raredr.com/news-patients
https://www.facebook.com/sharer/sharer.php?u=https://www.raredr.com/news/more-than-10-percent-of-healthy-people-have-monogenic-risk-variants
https://twitter.com/intent/tweet?url=https://www.raredr.com/news/more-than-10-percent-of-healthy-people-have-monogenic-risk-variants&text=More%20Than%2010%25%20of%20Healthy%20People%20Have%20Monogenic%20Risk%20Variants&via=raredr
https://www.linkedin.com/shareArticle?mini=true&url=https://www.raredr.com/news/more-than-10-percent-of-healthy-people-have-monogenic-risk-variants&title=More%20Than%2010%25%20of%20Healthy%20People%20Have%20Monogenic%20Risk%20Variants&summary=New+research+suggests+that+more+healthy+people+than+previously+thought+have+genetic+variants+associated+with+disease.
https://www.raredr.com/printer?url=/news/more-than-10-percent-of-healthy-people-have-monogenic-risk-variants
https://ghr.nlm.nih.gov/primer/mutationsanddisorders/genemutation?rel=0
https://ghr.nlm.nih.gov/primer/mutationsanddisorders/genemutation?rel=0
https://www.genomes2people.org/about/?rel=0
https://www.brighamandwomens.org/about-bwh/newsroom/press-releases-detail?id=3164&rel=0
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC6038274/?rel=0
https://www.ncbi.nlm.nih.gov/pubmed/24645908?rel=0
https://www.raredr.com/news/michael-phelps-marfan
https://www.raredr.com/news/palynziq-newly-approved-for-adults-with-pku-performs-well-in-clinical-trial
https://www.raredr.com/news/five-rare-neurological-disorders
https://www.raredr.com/news/chemotherapy-could-elevate-risk-rare-blood-cancer
http://googleads.g.doubleclick.net/pcs/click?xai=AKAOjstEf7f1OJVzFHmMqGAS6nYBBrwLeWXCMgrG0PXnorglVoQwm2WOpFIWwnuez0Fx8gDFNF1Z4wX3ST1dxQ25Z7c_8L5aOTVkP5EAXwufaCz7FV_oJdTUJTcj-aU1D8LJKXfcOGzl4PDFMJKE6-P6ZZ0-R1FwLVOAWp2YqMBKnpXEn6bsQyprlTtuLAP8-_yubKJOw4wqL1AjYKFi8zs5FB_kUpLI8tDIcxL001-RwhIXc90KW2cr-Mf-zg&sai=AMfl-YRO2vQ0E-_kjt4RcPJ-97ECOcCemZFaF-cytdOWkW147pW9LygFYDfd7Ul4tRjllSYHfdPu3uk-BvKiCvXg5JjzL-kC0S1yZzQcMu25&sig=Cg0ArKJSzErdz1HP8pQO&adurl=http://www.contagionlive.com/peer-exchange/outsmarting-resistant-infections
https://www.raredr.com/


including 3 cases with highly effective interventions.

“These results are unexpected and exciting, suggesting that if we examine enough

well-established, disease-associated genes, we will unearth monogenic risk variants

in more than 10 percent of purportedly healthy individuals,” the projects’ principal

investigator Robert Green, MD, MPH, said in a recent statement. “And, if on the basis

of these genetic clues, we carefully examine those individuals, we find that a quarter

of them have previously unrecognized features of underlying disease—something

that we might never have realized had we not performed genetic sequencing.”

Additional presentations made by the team at the recent meeting included The

Impact of Newborn Genomic Sequencing on Families: Findings from the BabySeq

Project and Analysis of Actionable Adult-Onset Disease Risk Findings in Newborn

Genomic Sequencing. The BabySeq Project is funded by a 5-year $25 million grant

from the National Institute of Child Health and Human Development and the National

Human Genome Research Institute. MedSeq is also funded by the NIH.

Stay informed on the latest rare disease news and developments by signing up
for our newsletter.
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