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Purpose: As a first step toward the improvement of health insurance
coverage and reimbursement for genetic services, our study character-
izes the current state of health insurance coverage for genetic services
in Illinois. Methods: We used a combination of surveys, interviews,
and policy review to obtain data from the largest health insurers in
Illinois regarding their coverage of genetic services. Results: The health
insurance companies in this study vary widely on coverage of and
attitudes toward genetic services. Policies were most consistent across
insurance companies when there was widespread professional agree-
ment regarding genetic testing, as in the case of cystic fibrosis carrier
screening. Other policies, including criteria for BRCA testing, were
extremely variable across insurers and did not always reflect accurate
medical information. We also found that health insurance companies in
Illinois seem unlikely to reimburse for services billed directly by genetic
counselors. Conclusions: These findings suggest several strategies for
improving billing, reimbursement, and insurance coverage of genetic
services, including (1) legislative amendments mandating coverage of
genetic counselors’ services; (2) creating consistent criteria for genetic
testing; (3) increasing genetic professionals’ involvement in the devel-
opment of coverage policies; and (4) educating insurance companies
about the value of genetic services. Genet Med 2010:12(8):525–531.
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Genetic professionals face multiple barriers to adequate cov-
erage and reimbursement for their services. As summa-

rized by the Secretary’s Advisory Committee on Genetics,
Health, and Society and Harrison et al.,1,2 these barriers include
health insurance companies’ reliance on Medicare decision-
making models, scarcity of specific Current Procedural Termi-
nology (CPT�) codes, poor reimbursement for preventative
nonprocedure-based medical services, and lack of inclusion of
genetic counselors as recognized providers by Medicare.These
problems with coverage and reimbursement limit access to
comprehensive genetic services within the health care system
and may lead to poor quality of care if genetic services are
provided by practitioners who have better billing and reim-
bursement mechanisms but no specialized training in genetics.1

The first step toward improving access to genetic services is
to characterize the current state of health insurance coverage of
these services.3 To date, there have been few studies of the
current policies of insurance companies in regard to coverage of

genetic services.3–6 In 2006–2007, the Illinois Department of
Public Health7 conducted a needs assessment of genetic services
and subsequently developed the Illinois State Genetic Services
Plan. One of the objectives identified in the report was to
characterize the insurance coverage of genetic services on a
local level as a means of describing issues that limit adequate
reimbursement. Therefore, this study was designed to evaluate
current health insurance plans’ coverage of genetic services in
Illinois using a two-armed approach: the first arm of the study
involved surveying medical directors of the 10 largest health
insurance companies in Illinois and the second arm consisted of
a review of publicly available policies regarding genetic testing
and counseling from all health insurance carriers in Illinois. It is
our hope that the data obtained in this study, and the method-
ology of obtaining these data, can be more broadly generalized
to other states.

MATERIALS AND METHODS

Arm 1: Survey

Survey Sample
We compiled a list of private third-party payers from annual

reports from the Illinois Department of Insurance.8 The Illinois
Department of Insurance tracks data for health maintenance
organizations (HMOs) and indemnity insurers separately. En-
rollment data were only available for HMO plans, so we used
total premiums collected in 2006 to rank each company in terms
of size. We then selected the 10 largest third-party payers in
Illinois by 2006 premiums for our survey sample. This sample
included both HMO and indemnity insurers.

Data Collection
We contacted each company through a variety of methods

(phone, email, and US Postal Service) between December 2007
and February 2008. When possible, an individual with the title
“Senior Medical Director” was telephoned directly. Company
websites, press releases, and industry conference attendance
lists were searched to identify the names of medical directors at
each company. If the name or phone number of a medical
director was not available, we attempted to reach a policy maker
through the main switchboard. We also emailed every medical
director with an obtainable email address and attached a copy of
the survey instrument. In addition, we sent two rounds of
mailings (one in December and one in January) to medical
directors at each company. These mailings included an intro-
ductory letter, a copy of the survey instrument, and a self-
addressed stamped envelope. The introductory letter explained
the study and allowed respondents to choose their method of
participation: in-person interview, telephone interview, emailed
survey, or mailed survey. We also initiated contact with media
relations representatives and asked them to forward the survey
to an appropriate respondent.

Survey participants were informed that the study was funded
by the Illinois Department of Public Health. Respondents were
assured that their companies would not be identified by name
and were sent an executive summary of the results.
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Survey Measure
The questionnaire, a six-page survey concerning health insur-

ance coverage of genetic services, was designed as a guide for
semistructured interviews and was modified to be mailed as a
stand-alone survey. Demographic questions inquired about the
position of the respondent at the company, the number of people
insured by the company in Illinois and nationally, and the number
of different health plans offered. Questions about coverage of
genetic services addressed whether genetic services are ever cov-
ered and how policy decisions about coverage are made. Several
scenarios regarding common indications for receiving genetic ser-
vices were used to assess coverage of preconception, prenatal,
pediatric, and adult genetic services. Medical directors were also
queried about differing coverage for genetic services depending on
type of health care provider. We focused on this area as it is known
that reimbursement for genetic counselors is limited by their lack
of recognized provider status.1Finally, several questions addressed
CPT� coding, referrals, and reimbursement rates for different
providers of genetic services. Interviews based on the question-
naire lasted approximately 1 hour.

Arm 2: Policy review
The second arm of the study involved a review and compar-

ison of published coverage policies from third-party payers in
Illinois. In December 2007 and January 2008, we searched the
websites of the companies identified in Arm 1 (a compiled list
of all insurance companies registered with the Illinois Depart-
ment of Insurance8) for publicly accessible medical policies
relating to genetic services. Indexes of policies were searched
for “gene,” “genetic,” and “genetics” and were also browsed
policy by policy to identify all relevant publications. We re-
viewed these publications on the basis of number of policies,
policy subjects, level of detail, and criteria for coverage.

This study was exempted from review by the Institutional Re-
view Boards at Northwestern University and Stanford University.

RESULTS

Survey response rate
Of the 10 largest (by premiums collected) third-party payers

in Illinois, we received a reply from five (50%), two of whom
declined to participate. Thus, our sample consists of three re-
sponses: one in-person interview (Company A) and two mailed
surveys (Companies B and C). Together, the three responding
insurance companies provide coverage for approximately 3.5 mil-
lion residents of Illinois (�25% of the state population) and more
than 40 million people nationally. An individual with the title of
Senior Medical Director completed each survey.

Survey results
The three companies differed substantially on their policies

and attitudes regarding general coverage of genetic services.
The medical director of Company B indicated that genetic
services are covered under all health plans when they are related
to the “prevention, diagnosis, or treatment of an illness; the
information will affect the course of treatment for the plan
member; the care and/or treatment is likely to improve outcome;
this improvement is attainable outside the investigational set-
ting; and the services are consistent with the health plan de-
sign.” The medical director of Company A explained that ge-
netic services are only covered if they directly affect patient
management and treatment and not to “satisfy curiosity.” Elab-
orating further, this respondent explained that Company A has
a responsibility to employers to keep costs low, and they do not

see a large benefit to someone “just knowing” his or her genetic
status. The medical director of Company C reported that genetic
services are covered only when certain established criteria have
been met and referred to the company website for more detail,
which outlined guidelines similar to the conditions enumerated
by the medical director of Company B.

The survey included several questions about which types of
health care providers (e.g., genetic counselors, genetic nurses,
or physicians) can be reimbursed for providing genetic services.
The medical director of Company B did not answer these
questions. The medical director of Company A reported that
only providers recognized by Congress or the state General
Assembly will be reimbursed for their services. Genetic coun-
selors are not currently recognized as health care providers
under Title 18 of the Social Security Act (1965).9 In response to
questions about “incident to” billing for genetic counselors, the
medical director of Company A explained that if a recognized
provider submits a claim for a medically necessary service, the
bill would typically be paid. This director indicated that Com-
pany A would refer to the Medical Practice Act to determine the
guidelines for supervision of genetic counselors under the rules
of “incident to” billing. Genetic counselors are not mentioned in
the Illinois Medical Practice Act of 1987.10 The medical direc-
tor of Company A also stated that there are no requirements that
a recognized provider have specialized training in genetics to
provide genetic services. The medical director of Company C
wrote that they do not credential genetic service providers and
did not answer any other questions about reimbursement.

When asked what steps genetic counselors would need to
take to become recognized providers under policies of Com-
pany A, the medical director recommended that genetic coun-
selors follow the example of nurse practitioners by lobbying the
Illinois General Assembly to mandate third-party payer direct
reimbursement for genetic counselors. This medical director also
suggested that if enough large employers requested that genetic
counselors be recognized as providers, Company A would con-
sider amending all policies to include coverage of services
provided by genetic counselors.

A final series of questions regarding reimbursement for ge-
netic services addressed the specifics of billing for these ser-
vices. All companies were asked to select from a list the most
important factors in determining whether a service will be
reimbursed: CPT� codes, International Classification of Dis-
eases, 9th Revision codes, type of provider, and time spent with
patient. Company B indicated that all these factors are important
for reimbursement purposes, whereas Company A prioritized
the type of provider. The medical director of Company C did
not answer these questions.

The remainder of the survey consisted of scenarios about
specific types of genetic services. Questions were related to
coverage of these services and whether that coverage varied by
provider type. The first scenario described a typical indication
for seeking genetic services: a pregnant woman older than 35
years undergoes amniocentesis. All companies would cover the
amniocentesis, but only Companies B and C would cover the
consultation with a genetic counselor. All three companies said
that prenatal genetic services are generally covered under their
health plans, including genetic carrier screening if the woman is
pregnant, although there are some policy limitations for what is
covered regarding ethnicity-based carrier screening. Only two
companies (B and C) stated that they cover preconception
genetic services (Scenario 2). Specifically, the director of Com-
pany A stated that “this information is not medically necessary
for the parents because it has no effect on their own health.
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Furthermore, because the woman is not currently pregnant, there is
no guarantee that she would become pregnant in the future.”

Medical directors reported that coverage for cancer genetic
counseling would be equal for women with either a personal or
family history of cancer. Companies A and C indicated that
these counseling services are only covered if the history is
strong enough to warrant BRCA testing. Company A would not
cover this consultation if provided by a genetic counselor.

The final hypothetical scenario involved an evaluation of a
newborn with Down syndrome by a geneticist and a genetic
counselor. All three insurance carriers would cover this evalu-
ation, and a physical examination would only need to be per-
formed for the consultation to be covered if billed using a code
for physical examinations. Company B generally covers all
pediatric diagnostic genetic services. Evaluations by a geneticist
are always covered if indicated under policies of Company A,
but diagnostic genetic testing is only covered if the diagnosis
cannot be made by any other means and the diagnosis would
change medical management for the patient. The medical di-
rector of Company C reported that pediatric diagnostic services
are covered “with limitations” but did not define these criteria.

Policy review results
Ten third-party payers in Illinois had coverage policies pub-

licly available on their websites. Published policies addressed a
total of 41 topics, most of which were related to genetic testing
for a specific condition (Table 1). Fifteen of the 41 subjects
(37%) were addressed by only one or two companies. The most
frequently addressed topics were general genetic testing and
BRCA testing. The policy topics can be broadly classified into
four categories (Fig. 1): general genetic services (11%), prenatal
services (33%), pediatric genetic indications (20%), and adult-
onset genetic conditions (36%).

The majority of health insurance companies in Illinois with
publicly available policies (8 of 10) had general guidelines
regarding coverage of genetic testing. The five companies that
did cover genetic testing had similar criteria under which this
testing would be covered: all required that the person be symp-
tomatic or at “direct risk” for the condition, that the results of
the genetic test impact management or treatment, and that other
testing methods are unavailable or inconclusive. Most policies
did not define “direct risk” for inheriting a genetic condition.

Six health insurance carriers in Illinois had policies address-
ing coverage of genetic counseling services. In almost all pol-
icies, coverage of genetic counseling was directly tied to cov-
erage of genetic testing. Two companies identified the health
care providers who could be reimbursed for providing genetic
counseling; the remaining four companies did not specify pro-
vider type for this service. Three companies specifically refer-
enced the 96040 Genetic Counseling CPT� code in the appen-
dix to their policies; one of these three companies explicitly
recognized genetic counselors as qualified providers of genetic
counseling.

Policies regarding carrier screening for cystic fibrosis (CF)
were relatively consistent across insurance carriers. All six
companies with a CF screening policy would cover the genetic
test for couples seeking prenatal care and couples planning a
pregnancy. Four of the six insurers also covered screening for
reproductive partners of people affected with CF and people
with a family history of CF.

Policies for coverage of first trimester aneuploidy screening
were also very consistent across insurance companies. Four of
the five companies with policies on this topic would cover first
trimester screening for all pregnant women. The fifth company
only covered the screening in women who are not automatically

Table 1 Subjects of genetics-related coverage policies

Policy subject Number coveringa/total policiesb

BRCA testing 8/8

Genetic testing 5/8

Cystic fibrosis carrier screening 6/6

Genetic counseling 4/6

First trimester screening 5/5

Tay-Sachs diagnostic testing 5/5

Familial adenomatous polyposis testing 5/5

Alzheimer disease 1/5

HNPCC testing 4/4

Tay-Sachs carrier screening 4/4

Gaucher disease carrier screening 4/4

Hemoglobinopathy screening 4/4

Canavan disease carrier screening 3/4

Factor V Leiden thrombophilia 3/4

Preimplantation genetic diagnosis 3/4

Von Hippel Lindau 3/4

Multiple endocrine neoplasia 2 3/3

Myotonic dystrophy 3/3

Long QT syndrome 3/3

Hemochromatosis 3/3

Second trimester screening (MSS) 3/3

Prenatal diagnosis 3/3

Fragile X 3/3

Niemann-Pick 2/3

Retinoblastoma 2/3

Congenital deafness 2/3

Huntington disease 1/2

Fanconi anemia 1/2

Malignant melanoma 0/2

Spinal muscular atrophy 1/1

mtDNA disorders 1/1

Neurofibromatosis 1/1

Newborn screening 1/1

Hereditary pancreatitis 1/1

Primary dystonia 1/1

Familial nephrotic syndrome 1/1

Charcot-Marie-Tooth 1 1/1

CADASIL 1/1

Developmental delay evaluation 1/1

Ethnicity-based carrier screening panels 0/1

Comparative genomic hybridization microarray 0/1
aService generally covered when specific conditions are met.
bNumber of companies with a policy on the particular subject (of 10 queried).
HNPCC, hereditary nonpolyposis colon cancer syndrome; CADASIL, cerebral auto-
somal dominant arteriopathy with subcortical infarcts and leucoencephalopathy.

Genetics IN Medicine • Volume 12, Number 8, August 2010 Insurance coverage of genetic services

Genetics IN Medicine • Volume 12, Number 8, August 2010 527



eligible for invasive prenatal testing. “Automatically eligible for
invasive prenatal testing” was not defined in this policy.

In contrast to prenatal genetic services, very few health
insurance companies provided coverage for genetic testing for
Alzheimer disease. None of the five companies with policies
regarding testing for Alzheimer disease covered ApoE genotyp-
ing, and only one company stated that they cover genetic testing
for the genes related to early-onset familial Alzheimer disease.

Coverage policies for genetic testing for hereditary colon
cancer syndromes were very consistent across third-party pay-
ers. For both familial adenomatous polyposis (FAP) syndrome
and hereditary nonpolyposis colon cancer syndrome (Lynch
syndrome), almost all companies followed the guidelines de-
scribed in the Amsterdam II Criteria11 and the Revised Bethesda
Guidelines12 with two minor exceptions. First, one company’s
policy inaccurately indicated that genetic testing for FAP syn-
drome is indicated for “individuals who are considered at a high
risk for FAP syndrome (high risk is defined as an affected first
degree relative); OR to diagnose Klinefelter’s syndrome.”13

This policy has since been revised. Second, another company
had an inherited colon cancer policy that addressed only FAP
syndrome and not Lynch syndrome.

Eight of the 10 health insurance companies with published
policies had statements regarding genetic testing for hereditary
breast and ovarian cancer. The policies addressing coverage of
BRCA testing varied widely between insurance carriers in terms
of level of detail, specific criteria for coverage, and emphasis
placed on the clinician’s judgment. In total, third-party payers in
Illinois with public coverage policies had 56 separate criteria
for coverage of BRCA testing, reflecting the wide variability in
coverage for this service. For example, two companies would
cover testing in a woman with breast cancer if the ordering
provider considers the family history to be suggestive of hered-
itary breast and ovarian cancer, whereas other policies enumer-
ated the exact number of affected relatives and degree of relat-
edness needed to qualify for test coverage. In addition, the
definition of “early-onset” breast cancer ranged from 30 to 45
years, depending on the insurance carrier. Most policies ad-
dressed BRCA testing for a man affected with breast cancer;
however, these policies were also inconsistent between insur-
ance companies. One company required that patients consider
primary prevention (i.e., prophylactic mastectomy, or oopho-
rectomy) for BRCA testing to be covered.

DISCUSSION

There are few published studies that characterize health in-
surance coverage of genetic services in the United States. Our
results support and document what many genetic service pro-
viders have long suspected: there is wide variability in coverage
criteria across third-party payers and these criteria are not
always consistent with current professional recommendations.
Our results also suggest strategies to improve coverage of and
reimbursement for genetic services in the United States.

Based on the combined results of the questionnaire and
policy review, insurance companies seem to take one of two
views toward coverage of genetic services. Some companies
(e.g., Companies B and C) seem to view all genetic services as
medically necessary, covering most genetic services (with oc-
casional limitations noted in specific policies). Other companies
(e.g., Company A) seem to view genetic services as medically
necessary only when they will directly impact a patient’s med-
ical management (i.e., prophylactic mastectomy after positive
BRCA result). All other genetic services are not covered, in-
cluding preconception genetic services and any genetic testing
for diseases that cannot be treated. Not surprisingly, the more
inclusive view of the utility of genetic services was associated
with better coverage of these services. We are unclear whether
this represents a broader company-wide attitude toward health
care or an attitude specific to genetic testing. Some companies’
focus on the impact of testing on a patient’s medical manage-
ment implies an interest in evidence-based medicine; these
results support the need to continue publishing evidence-based
outcomes data for genetic counseling and genetic testing.

In addition to insurers’ disparate attitudes toward genetic
services, selection of published policy topics seemed somewhat
arbitrary: more than one third of these topics (38%) were found
in policies from only one or two health insurance companies.
No companies provided information on their public websites
about how topics were selected, and there was no obvious
pattern such as incidence of disease, availability of treatment, or
presence of clinical diagnostic criteria to explain the selection of
policy topics. For example, one company has a policy regarding
genetic testing for cerebral autosomal dominant arteriopathy
with subcortical infarcts and leucoencephalopathy, whereas no
company has a policy regarding genetic testing for autosomal
dominant polycystic kidney disease. This arbitrariness is remi-
niscent of the extensive variability in state newborn screening
programs before expanded newborn screening gained popular-
ity: parents and family advocacy groups lobbied for inclusion of
very rare disorders, and lawmakers often chose disorders for
inclusion on the basis of political motivations without critical
scientific analysis.14

Although many topics were addressed by a single insurance
company, only a handful were reviewed by nearly all third-party
payers in Illinois with published policies. Alzheimer disease
testing and BRCA testing were among the most frequent policy
topics in our study. Several factors could contribute to the
relative popularity of these topics, including physician familiar-
ity with these diseases. Greendale and Pyeritz15 suggest that
physicians’ familiarity with genetic conditions may be more
strongly influenced by the lay press than by peer-reviewed
journal articles, which implies that medical directors of insur-
ance companies may also be more likely to propose policies
regarding genetic diseases that are particularly well known.

Another factor contributing to the large number of policies
regarding BRCA testing could be the release of the US Preven-
tive Services Task Force16 recommendations in 2005. This
report incorporates guidelines from several professional societ-

Fig. 1. Distribution of policy topics.
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ies, including the American Society of Clinical Oncology,17 the
National Comprehensive Cancer Network,18 and the American
College of Medical Genetics.19 As many of the BRCA policies
in our study referenced some or all these recommendations, it
may be that the publication of these guidelines encouraged
third-party payers to consider policies addressing genetic testing
for inherited breast and ovarian cancer. Third-party payers may
also take note of each other’s policies in an effort to stay abreast
of new medical technologies.

One additional contributor to the frequency of BRCA testing
policies in our study could be the large direct-to-consumer
marketing campaign in 2002 and 2003 from Myriad Genetic
Laboratories, Inc.,20 the laboratory that holds the patent for this
test. This advertising campaign increased referrals for cancer
genetic counseling services by 244% at one center and raised
awareness of genetic testing for BRCA mutations among phy-
sicians practicing outside of primary care.21 The marketing
campaign also seemed to increase the number of BRCA tests
ordered by family practice physicians, internal medicine spe-
cialists, obstetricians and gynecologists, and oncologists.22 Four
of eight policies in our study regarding coverage of BRCA
testing were first published after this marketing campaign, and
all BRCA policies have been revised since 2003. In addition,
there has been extensive media coverage of the Myriad patent
debate.23 Although increased awareness of genetic services
through media attention has benefits, these results again suggest
that genetic service providers should be more involved in the
selection and review of genetic service policies and should provide
policy makers with appropriate peer-reviewed literature.

Coverage criteria were most consistent around topics for which
consensus criteria or professional recommendations have been
written. Policies regarding CF carrier screening and first trimester
screening for fetal aneuploidy are generally consistent with recent
committee opinions from the American College of Obstetrics and
Gynecology.24,25 Criteria for coverage of colon cancer-related ge-
netic testing were also very consistent, and all companies in
Illinois with policies referenced the Amsterdam criteria11 and
Bethesda guidelines12 by name. In contrast to the consistency of
policy positions regarding testing for hereditary colon cancer,
third-party payers varied widely on criteria for coverage of
BRCA testing. One factor associated with this variability may be
the lack of consensus among professional organizations: the
National Comprehensive Cancer Network,18 American College
of Medical Genetics,19 American Society of Clinical Oncology,17

and National Society of Genetic Counselors26 have all issued
different guidelines for BRCA testing. Although most health
insurance companies in Illinois adapted their policies from one
or several of these recommendation statements, several compa-
nies did not incorporate professional guidelines into their cov-
erage criteria at all. These results strongly suggest that a single
comprehensive consensus statement for BRCA testing could
improve insurance coverage and help make coverage criteria
more consistent across insurance carriers.

In addition to the inconsistencies noted across insurers, sev-
eral companies had policies that reflected inaccurate informa-
tion. For example, the policy of one company regarding genetic
testing for FAP syndrome inaccurately stated that this test is
considered medically necessary to rule out the diagnosis of
Klinefelter syndrome. Klinefelter syndrome is not known to be
associated with the APC gene, FAP syndrome, or an increased
risk of colon cancer.27 Additionally, another insurer’s criteria
for coverage of BRCA testing did not adequately address pater-
nal family history or ovarian cancer risks associated with mu-
tations in these genes. There was also an inconsistency noted
between the answers from the survey arm of the study and the

published policies from the same company. The medical direc-
tor of Company A said that carrier screening for CF would not
be covered preconceptionally (Table 1), but published policy of
Company A regarding this service was consistent with the
American College of Obstetrics & Gynecology recommenda-
tion that all couples planning a pregnancy be offered CF screen-
ing. These inaccuracies and inconsistencies are troubling and
again point to the importance of genetics professionals’ involve-
ment in the creation of policies regarding coverage of genetic
services.

Several health insurance companies in Illinois had policies
addressing general genetic counseling services. The companies
that covered genetic counseling services uniformly tied these
services to genetic testing. Although genetic counseling is a
critical component of the genetic testing process, it is also an
important service to help patients obtain risk assessment and
information regarding the potential appropriateness of genetic
tests and to determine whether undergoing a test is in the
patient’s best interest. According to several policies in our
study, genetic counseling would not be covered if the patient
elected not to proceed with genetic testing. Again, more out-
come data on the benefits of the service of genetic counseling
could help persuade insurance companies to cover genetic coun-
seling independently of genetic testing.

Although several insurance companies in our study had policies
regarding genetic counseling, only two of these policies specifi-
cally reference genetic counselors as appropriate providers of this
service. The lack of explicit recognition of genetic counselors does
not necessarily imply that their services are not covered. Alterna-
tively, this may reflect an opinion that genetic counseling can be
provided by many types of health care providers or may suggest a
general lack of awareness of genetic counselors as allied health
professionals.4,5 The coverage of genetic counseling services per-
formed by nonspecialists is problematic, because studies have
consistently shown that physicians without special training in ge-
netics order inappropriate tests, do not provide informed consent
for testing, and misinterpret genetic test results.28–30 Because they
understand the limitations of genetic testing, genetic counselors
play a large role in helping to minimize the unnecessary use of
genetic tests.3

Coverage of and reimbursement for genetic counseling ser-
vices remains a challenge to the genetic counseling profession.
Genetic counselors are not yet recognized as providers under
the Social Security Act9 and thus cannot bill Medicare for their
services. Many third-party payers follow the Center for Medi-
care and Medicaid Services’ recognition of health care provid-
ers when determining who is eligible to bill for services, but
there is no requirement that private insurers do so.1 Our results
confirmed that at the time of this study, conducted just as
licensure of genetic counselors was taking effect in Illinois,
most health insurance companies in Illinois did not credential
genetic counselors. There are no published data documenting
whether state licensure improves the ability of genetic counsel-
ors to be reimbursed for their services. However, the sugges-
tions made by the medical director of Company A, including
lobbying Congress and the Illinois General Assembly to man-
date coverage of services provided by genetic counselors vali-
date professional organizations’ work to improve reimburse-
ment by appealing to state and federal legislatures.

This study has several limitations. First, we were unsuccess-
ful in obtaining information from publicly funded health care
options such as Medicaid and Medicare. Second, the completion
rate for the survey arm of the study was low (30%); however,
this rate is comparable with response rates in other health coverage
policy surveys.6 The low response rate may have resulted in a
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biased sample, because medical directors with more familiarity
with genetic services may have been more likely to respond. An
additional limitation is the fact that the depth of data collected
varied between response methods (in-person interview for
Company A versus mailed surveys for Companies B and C).
The medical directors from Companies B and C did not com-
plete the entire survey. As noted earlier, the medical director of
Company A provided information that was inconsistent with
published policies of Company A regarding genetic services;
this may also have been true for the other participants. Despite
these limitations in the survey arm of the study, our results
from the policy analysis represent current genetic services
coverage information for millions of insured residents in
Illinois. Because 80% of the companies included in this study
offer health insurance on a national or regional scale, this
information may also be generalizable to residents of other
states.

Third, our study was limited to a review of broad third-party
payer policies toward genetic services. These policies may or
may not correspond to coverage at the individual plan level.
Each insurance company offers many different plan options,
and employers or individual subscribers may choose from
among these options. For example, an insurance company may
have policies supporting coverage of genetic testing, but an
individual plan from within that company may carry a general
exclusion against all genetic testing. The data from individual
plans are not publicly available, so it is currently impossible to
assess coverage at this level.

Finally, the difficulty of the data collection in both arms of
this study warrants mentioning. We spent nearly 2 months
attempting to contact medical directors of the 10 largest insur-
ance companies in Illinois. Five medical directors never re-
turned repeated phone calls, emails, and mailed surveys, and
two medical directors actively declined to participate. Interest-
ingly, all three participants in the first arm of the study were
successfully recruited through mailed surveys (despite several
phone calls to the same directors before the mailings). In addi-
tion, the published policies were very difficult to find on com-
pany websites and were often buried inside provider manuals.
These challenges are not unique to studies addressing genetic
services: Boom et al.31 experienced similar obstacles in a survey
regarding insurance coverage for adolescent vaccinations. This
lack of readily accessible information regarding coverage of
genetic services is frustrating to both patients and providers and
reflects larger problems with transparency in managed care. The
difficulty of data collection and small sample size may explain
in part why there are so few published studies on coverage of
genetic services.

CONCLUSIONS

Third-party payers have variable policies regarding coverage
for genetic services in Illinois. Our study is one of only a few to
characterize this variability and has implications both locally
and nationally. These findings give insight into how third-party
payers make coverage decisions and could ultimately impact
health care consumers nationwide.

Our data point to several specific suggestions for further
study and strategies for improvement of coverage and reim-
bursement for genetic services. Suggestions for future efforts
include the following:

● Further studies should be conducted in other states to
compare coverage of genetic services on a regional and
national basis.

● States that have enacted genetic counselor licensure should
assess whether this has impacted the policies of third-party
payers in any measurable way.

● A comparison of health insurance companies’ attitudes
toward coverage of genetic services and coverage of non-
genetic services could help establish whether policies and
practices related to genetic services are unique or reflective
of company-wide attitudes toward health care.

● Researchers should continue to publish evidence-based
outcomes that address the value and cost-effectiveness of
genetic services.

● Genetic service providers should continue to work toward
legislative amendments that mandate coverage of services
provided by genetic counselors.

● Professional societies should work together to create more
consensus criteria for genetic testing, especially for BRCA
testing, and should alert third-party payers to consensus
criteria as they become available.

● Genetic service providers should become more involved in
the selection and development of coverage policies regard-
ing genetic services. In addition, genetic service providers
should engage with medical directors of third-party payers
when claims are denied as a means of educating them
about the utility of genetic services.

● Genetic service providers should work to educate human
resource representatives and benefits negotiators at large
employers about the value of genetic testing and counsel-
ing and encourage them to request increased coverage of
medically necessary or clinically relevant genetic services.
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