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In 1989, a young man affected with hemochromatosis, a genetic disorder of iron metabolism, told this
story: “I have been successfully treated with low cost therapy. While my health and life expectancy are
normal, I am unable to buy private health or life insurance. Even as an insurance broker, I am unable
to get coverage. It is like I have AIDS”.
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Act (GINA). Enacted in 2008, and building

health care outcomes. In the diagnosis of
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rare disease, across oncology and pediatric
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disorders, and in the assessment of pregnancies

Accountability Act (HIPAA), GINA sought

and infertility, genomic information is being

to promote the significant benefits that

applied and changing practice.

individuals gain from medical genetic
knowledge - while protecting against the
risk of adverse discrimination that such
information poses in employment and
insurance settings.

As the cost of genomic testing continues to
drop and its applicability becomes increasingly
accepted in clinical settings, more people
will have access to such testing around the
world. Adding this information to their
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personal and family medical histories, this

major political parties agreed that providing

development should improve diagnosis,

a personal safety net was imperative for our

treatment of illness, and prevention of

society to reap the scientific rewards from

diseases.

the billions of dollars that was being spent
on the Human Genome Project and genomic
research. It would speed elucidating clinical
applications.

Both these trends are well underway and are
already providing new medical choices and
personal benefits. To support their continuation, we need further investment and standard
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ating the world that GINA anticipated. First,

this work should be unwavering. In addition,
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as more and more people have genomic tests

the cost of testing an individual’s complete

to further their medical care and wellness,

genomic information. It now costs less than

limitations of GINA including its lack of impact
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on life, chronic care and other insurance
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products offered to individuals and families

will need to be addressed. Adverse discrimina-

important mutation detected which can impact
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tion should not be an impediment to knowing

both risk and the use of PARP inhibitors in

transmission of actionable information to

risks or preventing illness.

cancer care. However, despite being counseled

at risk relatives now need to be established.

on the risks to familial health and advised to

Establishment of governmental or third party

share the information fully, that relative failed

oversight of cases is appropriate and might

to communicate risks and data about BRCA

avoid penalties to non-communicating family

mutations for family members. This silence not

members coping with their own health problems

But as we continue to succeed in translating
genomics in to clinical care, new issues arise
that require policy solutions like those begun
with GINA. Consider this new sentinel case:

only left other family member’s risk of BRCA

A 50-year-old patient was discovered to have

inheritance unknown but impacted multiple

an advanced pancreatic cancer after developing

generations including a newborn. Subsequently,

unexplained GI symptoms. A detailed family

with the family history of BRCA mutation now

history revealed that both a brother and father

known, and further specific testing completed,

had previously been diagnosed with male

the index case with pancreatic cancer had a

breast cancer, raising the probability that a

significant response to a regimen including

single genomic mutation in the BRCA gene

PARP inhibitors and improvement of the

was creating cancer risk and
illness in this family. It later
came to light that a family
member had been
tested years
earlier and

While the best approach to screening and
prevention in such families is still debated,
knowing who to follow is a crucial first step
in preventive care much like which contacts
are traced in an infectious disease outbreak.
For the family in this example, the knowledge of this genomic information might have
resulted in diagnosis of this pancreatic cancer
at an earlier and more treatable stage. It could
have also impacted the reproductive approaches

insuring that the information obtained by
individuals benefit all those affected, distant or
close family relatives, without fear of adverse
discrimination. Its coverage deficiencies should
be bolstered. But, as this evolves, should we let
familial miscommunication deprive individuals
and our society from capturing the benefits of
known genomic testing results?
We currently compel people and providers
to report confirmed communicable diseases
to public health agencies so that contacts
can be informed, tested and treated. Such an
approach is vital to avoid epidemics, which
represent a grave societal risk. By doing so,
we do not allow infected individuals to deprive
others of critical insight that may drastically
affect their overall health.

undertaken in other branches of the family.

With the backdrop of President Obama’s

Fortunately, after better information transmis-

program in Precision Medicine, now is the

sion and testing, the results have been used

opportune time to consider implementing

to tailor treatments for the pancreatic

a limited but mandatory data transmission

cancer, yielding favorable results.

policy and reporting construct for genomic

While the optimal evidence for utilizing
genomic testing in pancreatic cancer has
yet to be elucidated, identification of at-risk
persons within affected families and subsequent
surveillance have become an imperative in
conditions such as Lynch Syndrome and BRCA
positive breast and ovarian cancers. Relying on
voluntary familial information transmission
is a historical practice norm, drawing its
justification in part from a now passed time
when there were no effective actions to be
taken to prevent or treat conditions based on

testing. It is essential that we facilitate, even
within closely knit families, the sharing of
such information to allow people to act upon
it promptly. Other countries have recognized
this mandate and have begun developing
comprehensive policies to address it. The
passage of new bipartisan laws, supported by
strong scientific leadership, will provide the
protections that will help lessen poor communication in situations of a genomic mandate.
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had this

pancreatic cancer status.

GINA supported the national goal of genomics,

