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Originally intended to provide equitable access to basic health-
care services, the Affordable Care Act (ACA) has become a pio-
neer in the uncharted territory of genetic testing legislation as 
it applies to clinical practice. Heretofore, legislation pertaining 
to genetics has concerned genetic discrimination by employ-
ers and health insurance companies.1 The ACA, however, man-
dates private insurance coverage for specific preventive health 
services as outlined under grade A and B recommendations 
of the US Preventive Services Task Force (USPSTF)2 without 
cost sharing by the patient. In this manner, the law is defining 
what constitutes preventive health care and, as a natural conse-
quence, subsequent clinical practice.

In this Commentary we address section 2713 of the ACA, 
“Coverage of Preventive Health Services,”2 and the implica-
tions this section may have for genetic testing for cancer risk 
assessment. Here, the ACA refers to the definition of preventive 
health services as those services designated by the USPSTF with 
a grade A or B recommendation and those services that are sup-
ported by the Health Services and Resource Administration. 
Importantly, lack of a provision under the ACA does not equate 
to lack of coverage under insurance. It means only that private 
insurance is not required by law to provide a specific service to 
patients without cost sharing.

Based on a grade B designation by the USPSTF,3 genetic 
counseling and testing for hereditary breast and ovarian cancer 
(HBOC) syndrome for appropriate women is included under 
the ACA as a preventive service for women under essential 
health benefits. Consequently, private industry has begun to 
use the ACA in marketing campaigns, touting the “coverage” 
of BRCA genetic testing for cancer risk assessment to health-
care providers.4 Under section 2713 of the ACA, however, this 
provision applies only to women who are unaffected by a per-
sonal history of BRCA-related cancers and who have a compel-
ling family history of such cancers or an identified deleterious 
BRCA mutation in family members. By default, then, this pro-
vision does not include (i) screening for other heritable cancer 
syndromes, (ii) women with a history of cancer, (iii) high-risk 
men, and (iv) risk-reducing interventions in the event a del-
eterious mutation is found on testing. Given that primary care 
providers will be guided by the USPSTF recommendations, 

especially those that are now highlighted under the ACA, it is 
critical to discuss the nuances of this legislation on genetic test-
ing for cancer risk and potential sequelae of that testing.

Genetic counseling and testing for other, non-HBOC heredi-
tary cancer syndromes is not a provision under ACA section 
2713. Other autosomal dominant cancer syndromes affecting 
men and women, which may present with a spectrum of can-
cers similar to HBOC, are Lynch syndrome, Li-Fraumeni syn-
drome, and Cowden syndrome. Lynch syndrome is the most 
common hereditary colorectal cancer syndrome, accounting for 
~3–5% of all colorectal cancers diagnosed in the United States.5 
Individuals with Lynch syndrome tend to develop colorectal 
cancer before age 50, which is younger than the recommended 
age for initiating screening in standard populations. Lynch syn-
drome is also associated with high risks for endometrial and 
ovarian cancers.5 Similarly, Cowden syndrome is associated 
with increased risks of breast, thyroid, and endometrial cancers, 
and Li-Fraumeni syndrome with high risks of breast, brain, and 
soft-tissue cancers, among others.6 In fact, in early age–onset 
breast cancer (age ≤35 years), the National Comprehensive 
Cancer Network guidelines support testing for BRCA1/2 along-
side TP53 testing for Li-Fraumeni syndrome either concur-
rently or after a negative BRCA1/2 result.5 This emphasizes the 
importance of having a focus in the ACA that expands beyond 
HBOC for genetic testing of hereditary cancer syndromes.

Women affected by breast and ovarian cancer are not guaran-
teed genetic counseling and testing without cost sharing, accord-
ing to the ACA, section 2713. Current clinical practice according 
to the National Comprehensive Cancer Network guidelines5 
prioritizes genetic testing for cancer-affected individuals before 
unaffected relatives. The rationale for this approach is that test-
ing the cancer-affected individual first has a higher likelihood 
of obtaining an informative result for establishing the genetic 
basis for cancer in the family. In an individual without cancer 
but with a family history suggestive of an inherited cancer syn-
drome (and in whose family a definitive deleterious mutation 
has not been identified), a negative test result is less reassuring. 
It may mean that the individual has a mutation in another gene 
for which testing was not done or that there is a mutation in the 
family, but the individual tested did not inherit it.
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The USPSTF provides guidelines for primary care providers 
for the appropriate use of preventive interventions and screen-
ing in asymptomatic, average-risk populations. As such, the 
USPSTF states that the management of patients with cancer is 
beyond the scope of these recommendations.3 The identifica-
tion of a germ-line mutation at the time of cancer diagnosis, 
however, may substantially influence surgical management. 
In patients with newly diagnosed breast cancer, multiple stud-
ies have shown that women who test positive for deleterious 
mutations in BRCA1/2 at the time of diagnosis are more likely 
to undergo simultaneous therapeutic surgery in the affected 
breast and risk-reducing surgery in the contralateral breast. This 
approach obviates the need for a second breast surgery for risk 
reduction and reduces the risk of contralateral breast cancer by 
90%.7 Further, women, with or without a history of breast can-
cer, harboring a deleterious BRCA1/2 mutation are at increased 
risk of developing ovarian cancer. This risk decreases consider-
ably after prophylactic salpingo-oophorectomy and has substan-
tial mortality benefits in BRCA1/2 mutation carriers.8 In light 
of these considerations the ACA section 2713 may benefit from 
expanded provisions for genetic testing as a preventive service 
for individuals with a previous diagnosis of cancer.

Men are not included in the USPSTF (and subsequently the 
ACA section 2713) recommendations for risk assessment for 
HBOC, though they may carry BRCA1/2 or other germ-line 
mutations. HBOC is transmitted by autosomal dominant germ-
line inheritance of a mutation that can be inherited via maternal 
or paternal lineage. Some studies indicate that prostate cancer in 
carriers of germ-line BRCA1/2 mutations may be more aggressive 
and present at a later stage than prostate cancers in noncarriers.5 
Male breast cancer risk also increases significantly in men who 
have BRCA2 mutations, and this risk increases with family history 
of breast and/or ovarian cancer or personal history of breast can-
cer.5 Documenting family history of all cancers, including gyneco-
logic cancers and male breast cancer, with subsequent referral for 
appropriate genetic counseling and testing, is an important risk 
assessment intervention for men as well as women.

There are no provisions for risk-reducing interventions 
under ACA section 2713 in the event of a positive genetic 
test. Genetic testing for cancer risk assessment is becoming an 
integral component of preventive health practice. The ability 
to implement an intervention after a deleterious mutation is 
identified is critical to the ultimate value of the genetic test. For 
women with BRCA1/2 mutations, prophylactic surgery and/
or yearly surveillance magnetic resonance imaging are costly 
interventions.5 None of these interventions is considered an 
essential health benefit for preventive care nor mandated by 
the ACA for coverage under private insurance—a gap in the 
ACA that has been noted by the Institute of Medicine.9 We 
recently discussed elsewhere10 how minorities and underin-
sured populations who underutilize genetic testing are partic-
ularly vulnerable to the aforementioned omissions of the ACA. 
This raises clinical management and ethical issues of whether, 
in accordance with the USPSTF and ACA, advising or offering 
genetic testing to individuals who may not be able to afford 

risk-reducing interventions in the event a deleterious mutation 
is identified is appropriate.

The ACA has prompted new dialogue regarding what is con-
sidered the scope of adequate preventive health care. In the past 
year publicity about the legal suit with Myriad Genetics over 
the patenting of BRCA genes, together with Hollywood actress 
Angelina Jolie’s announcement of her BRCA mutation-carrier 
status and subsequent bilateral mastectomies, have firmly fixed 
the public magnifying glass on women and genetic testing for 
HBOC. Meanwhile, other clinically important high-risk can-
cer syndromes continue to be overlooked. The keen public and 
clinical focus on HBOC may lead to genetic testing for BRCA1/2 
mutations when testing for other syndromes with overlapping 
cancer presentations may be more appropriate, leading to a false 
sense of patient and provider reassurance in the event of a nega-
tive test result for BRCA1/2 mutations. Last, although genetic 
counseling is part of the USPSTF grade B recommendation for 
BRCA risk assessment, women and men at risk for any type of 
hereditary cancer syndrome would benefit from this service, 
which provides information about potential outcomes of genetic 
testing, follow-up care, and even insurance coverage.

Cancer prevention, along with cancer genetics, is a 
nuanced practice based on multiple levels of risk assessment. 
Guidelines by professional organizations such as the National 
Comprehensive Cancer Network, American Society of Clinical 
Oncology, and Evaluation of Genomic Applications in Practice 
and Prevention, among others, might amplify our understand-
ing of the recommended preventive practices surrounding 
genetic testing. Input from these additional specialty groups 
may stimulate better informed legislation and guidelines for 
genetic testing and insurance coverage to maximize potential 
benefits for this unique and evolving mode of preventive care.
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