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To the Editor:

Recent perspectives have argued that genome-wide asso-
ciation studies (GWAS) have only identified a small frac-

tion of the genetic component of most diseases, calling into
question the current validity and utility of GWAS variants in
predictive risk assessment1–4 Nevertheless, personal genomic
(PG) tests based on GWAS variants have been offered directly
to consumers by several companies since 2007. There are cur-
rently no published studies on awareness, perceptions, and use
of PG tests among health care providers (HPs) and general
consumers. Such data are needed to inform educational and
policy interventions. We used the 2008 DocStyles and Health-
Styles national surveys to gain insights into HP and consumer
awareness, perceptions, and use of direct-to-consumer PG tests.
For both surveys, PG tests were defined as genetic tests mar-
keted directly to consumers that scan a person’s entire genetic
makeup for potential health risks; specific company names were
provided as examples to distinguish PG tests from other direct-
to-consumer genetic tests. The 5399 HealthStyles respondents
were 68% white, 12% black, 12% Hispanic, and 7% others;
12% were younger than 35 years, 50% were between 35 and 54
years, and 38% were 55 years or older. Of these respondents,
22% were aware of PG tests, 0.3% had used these tests, and two
thirds of these users had shared the test results with a HP. In
multivariate logistic regression analyses, significant predictors
of consumer awareness of PG tests included older age, female
gender, racial or ethnic group other than Black or Hispanic,
higher education, and higher income. The 1880 DocStyles re-
spondents were 510 family physicians, 490 internists, 250 pe-
diatricians, 250 obstetrician/gynecologists, 250 dermatologists,
and 130 registered dieticians. Of these respondents, 42% were
aware of PG tests, with dermatologists and pediatricians most
aware (50%) and obstetrician/gynecologists least aware (36%).
Other significant predictors of awareness among HPs included
older age and hospital or clinic practice setting, when compared
with individual or group practice. Among those HPs aware of
PG tests, 42% had at least one patient who asked questions in
the past year about having such a test, and 15% had at least one
patient who brought the results of a PG test to them for discus-
sion in the past year. Among the latter group, which is com-
posed primarily of internists and family physicians, 75% indi-
cated that the PG test results changed some aspect of the

patient’s care, such as screening tests offered, medications or
dosages prescribed, lifestyle changes recommended, frequency
of follow-up appointments, or diagnoses made. When HPs
aware of PG tests were asked about the likelihood that PG test
results would influence their care of a patient if brought in that
day, 52% responded somewhat or very likely, whereas 15%
were uncertain. HPs who had encountered PG test results in
their practice were more likely than other HPs to indicate that
the test results were likely to influence patient case (73% vs.
48%; P � 0.0001). The majority of aware HPs had read or
heard about PG tests in a media or Internet source (75%), with
medical or scientific journals cited next (22%); 97% of aware
HPs selected such journals as their most trusted source of
information, highlighting the importance of the medical litera-
ture in educating physicians about the validity and utility of
these tests.

The HealthStyles data are based on a response rate of 77% of
a subsample of participants in the ConsumerStyles survey. The
DocStyles data are based on a lower response rate of 22%, in
part resulting from deliberate oversampling. However, because
the PG test questions represented only a minor fraction of the
overall DocStyles survey, there is no reason to suspect that HPs
were selected on the basis of differential awareness and use of
PG tests. By providing a first glimpse into how PG tests may be
influencing consumer awareness and demand for PG tests, as
well as influencing health care decision making when encoun-
tered in clinical practice, these data reveal a potential disconnect
regarding perceived validity and utility by the clinical practice
and basic research communities. The data suggest a strong need
for educating consumers, developing evidence-based guidelines
regarding the value of PG tests in clinical practice, and for
conducting research on clinical utility to determine whether use
of PG tests can result in improved health outcomes.
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