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Preface

The Secretary’s Advisory Committee on Genetics, Health, and Society (SACGHS) was established in
2002 to serve as a public forum to explore the broad range of health and societal issues raised by the
development and use, as well as potential misuse, of genetic technologies and to make recommendations
to the Department of Health and Human Services as needed. The potential for the misuse of genetic
information in health insurance and employment is a high-priority issue for SACGHS, and the Committee
made recommendations in 2003 and 2004 about the need for Federal legislation in this area.’

In the fall of 2004, the Committee sought to learn more about the scope and nature of genetic
discrimination based on predictive or predispositional genetic information or carrier status by gathering
information about cases of such genetic discrimination. The Committee solicited input from members of
the general public and from health professionals with patients who have experienced or were concerned
about genetic discrimination in health insurance or employment or who have taken steps to protect their
genetic information. The Committee reached out to the public via the Federal Register and
announcements on the SACGHS website and listserv, and by holding a meeting to hear directly from
members of the general public, health care professionals, and other stakeholders about their experiences
and perspectives on the issue.

This compendium of public perspectives includes all of the comments SACGHS received between
September and November 2004 and during the Committee’s October 2004 meeting. Parts I through I11
consist of oral and written comments from, respectively, the general public, health care professionals, and
institutions and professional organizations. Part IV consists of scholarly articles referenced in the
comments.

SACGHS appreciates all of the comments that were submitted and wishes to thank those who shared their
personal and professional perspectives with the Committee on this important issue.

*Further information about SACGHS and its meetings and recommendations is available at
http://www4.0d.nih.gov/oba/SACGHS.HTM







Comments from the October 2004 SACGHS Meeting



Members of the Committee,

My name is Heidi Williams and my children, Jayme, 8, and Jesse, 10, were recently victims of
genetic discrimination. In August of 2003, I saw a commercial on television advertising
affordable health care insurance for individuals through Humana, Inc. I called the toll free
number and talked with a young woman who quoted me a price for a policy that would cover
both of my children. I was told that the monthly cost to insure my children would be
approximately $105.00, and I immediately told the young woman I would like to complete an
application so that the coverage would begin as soon as possible. I was asked a series of
questions about my children, including whether or not they had a preexisting condition. I
relayed to the young woman, under the threat of a fine and incarceration for falsifying
information, the fact that my children were carriers of the genetic disorder called Alpha-1
Antitrypsin Deficiency (AAT), a liver deficiency that can progressively effect the lungs, the
liver, or both, but that my children, unlike their mother who is lung symptomatic, would never
suffer from any aspect of the disorder. The young woman, who wasn’t quite sure what to do
with this information, asked me to hold on while she contacted her supervisor. As I spoke with
her supervisor, 1, again, explained how my children were only carriers of the AAT gene and that
my children, themselves, would never suffer from any aspect of the disorder, as I am suffering,
and that they are exceptionally healthy and active children. Again, I was told to hold on the line
because, as this gentleman was uncomfortable with the information I had imparted, he needed to
contact his supervisor.

As I spoke to the senior supervisor, I once again relayed the information about Alpha-1, and how
my children were only carriers. To be born what is considered symptomatic, you must have two
parents who are at least carriers of the AAT gene and be of a certain phenotype. Iam what is
considered the “symptomatic” phenotype of ZZ and my husband is considered to be of a
“normal” phenotype; therefore, my children can only be carriers and, as research supports, will
never be susceptible to the various problems symptomatic AAT’s face, including lung and liver
failure.

Once the senior supervisor and I finished speaking, I was given back to the young woman who
initially interviewed me, and, after finalizing the application, was told by her that I would receive
areply to my children’s application for health insurance within 24 hours. After five days of
waiting, I knew, instinctively, that there had been a problem with my children’s application. I
received a letter two days later, exactly one week after the phone application, stating that my

_ children were being rejected for health care insurance through Humana, Inc. due to their AAT
status and for no other reason.

After much self-recrimination, I shared my woes with the Alpha-1 Lungs and Life Chat group,
relating my frustrations and my fears from my children having been rejected for health insurance
coverage. Nancye Buelow, a representative of the Genetic Alliance at that time, heard about my
problems with Humana, Inc., and approached me about publicly coming forward with my story
through the auspices of the Genetic Alliance. I agreed, and together with the Genetic Alliance,
and the help of a prestigious Washington, DC law firm, and a wonderful and very knowledgeable
AAT doctor, an appeal to the August 2003 letter, a letter which rejected my children for health
insurance coverage on the basis of their genetic status, was drafted and sent to Humana, Inc.



Enclosed within the letter to Humana, Inc. was research information from both the National
Institutes of Health and the Alpha-1 Foundation supporting my argument that both Jesse and
Jayme, as carriers, would not become symptomatic of Alpha-1 Antitrypsin Deficiency, and that
both would remain free of AAT’s debilitating destructiveness throughout their lifetime.

In February of this year, I received my response to the written appeal, and was once again
shocked to read that my children were being rejected for health insurance coverage only on the
basis of their AAT carrier status, and nothing more. It was only after Humana, Inc. had been
approached by a reporter for a well-known and well-respected newspaper, that they reversed
their decision and offered my children full coverage under their company, prorated from August
2003, and paid in full until April 2004 by Humana, Inc., themselves. Fortunately for me, my
chlldren are now covered by a company that understands everyone is entitled to affordable health
care coverage, and not Humana, Inc.

Needless to say, Humana, Inc.’s reversal of decision felt like a hollow victory. No one should
have to force an insurance company to cover perfectly healthy children. In fact, I don’t believe it
should have mattered what their genetic status was to begin with. We are all viable members of
a community with contributions to make and shouldn’t have to be afraid that our genetic
anomalies, in whatever form they arise, will be held against us. I should not have had to spend
the better part of six months wondering if the decision to have my children’s genetic status
verified by their pediatrician was a huge mistake. I should not have to wonder if my children’s
genetic status is going to follow them into the workforce and render them unable to become
employed in their chosen fields. And, I certainly should not have to feel guilty for unknowingly
passing this genetic anomaly on to my children. Humana, Inc. made me feel guilty and ashamed
for needing to know my children’s genetic status. Furthermore, they made me feel guilty for
needing a parent’s peace of mind in regard to my children’s future health, and, for that, I am

angry.

- Today, there is a current of fear reverberating throughout the genetic community. It is not just a
fear of loss, but it is a fear of retribution. It is a fear that forces many within this particular
community to accept what should be unacceptable; discrimination by genetic status. Many
people are afraid to come forward and fight for their rights to employment and health insurance
coverage because they are afraid of the retribution that may not only be taken against them, but
could be taken against their families, as well. Therefore, it is because of the callous treatment of
my children and the countless others before them that I want to make sure that this sort of
“policy practice” never happens to anyone ever again. I want to make sure that I will never
again exchange emails with someone who has been fazed out of a position due to her genetic
status. Inever again want to hear the story of someone who has been denied health insurance
coverage, had their health insurance coverage cancelled, been passed over for promotion,
demoted, fired, or simply not hired due to their genetic status. National legislation that would
make it illegal for insurance companies and employers to use someone’s genetic status against
them has indeed been drafted. The Senate passed S1053, the Genetic Information
Nondiscrimination Act, unanimously last October, yet one year later, this very important piece of
legislation that would protect many Americans, is still stranded in the House of Representatives.
As each day passes, and the genetic community waits for the House to bring this bill to a vote,
scores of people across this Nation are being persecuted on the basis of their genetic status. It is



completely reprehensible that any type of discrimination still exists and has to be legislated
against in this day and age. But, since discrimination still exists, it must be swiftly eradicated in
any form that it is found, before its destructive force has had the chance to harm anyone else.
Finally, my family and I were extremely lucky. We had the backing of several people and
organizations to help us fight our battle in the war against genetic discrimination that very few
people in the genetic community win. Only through legislation and education will genetic
discrimination loosen its hold on a community of people who are suffering from its devastating
effects.

Thank you.



Testimony of Phaedra Malatek
Secretary’s Advisory Committee on Genetics, Health, and Society
October 18, 2004

Goodmorning Chairman Tuckson, and members of the committee. My name is
Phaedra Malatek. I am a wife, mother, daughter, sister, and friend of people who care
greatly about what we are doing here today. I currently live in Aurora, Illinois with my
husband and two sons. My primary occupation is as adjunct faculty at two local _
community colleges. Iam otherwise involved in my community and nationally working
on issues related to women’s cancers. But today I am here to talk to you about the hope
that lies in genetic testing and more specifically the Genetic Information
Nondiscrimination Act (S. 1053). Because as Ralph Waldo Emerson says, “We judge of
man's wisdom by his hope,” and today I am feeling pretty wise A

For me, genetic testing and the protection offered by the S. 1053 can be compared
in an analogy to weather tracking or storm prediction. Imagine if you will, that we had
no knowledge or ability to predict the hurricanes that recently swept through the
southeastern United States and Caribbean. How would the death toll change? How
would the damage assessments change? And how would the insurance industry change?
Now imagine never having any information on any storm ever. Well, I think that our
understanding and consideration of genetic testing can be equated to the “What ifs....”
What if people were given knowledge of potential storms in their lives? How would they
be able to protect themselves? What would serve as the plywood for their windows?
What evacuation route could be made available to them? And more importantly how
many lives would be saved? That really is the question isn’t it: How many lives can we
save by what we do here today and through the enactment of S. 1053?

Continuing this storm analogy and the concept of discrimination, let’s consider the
situation where you know a storm is coming and are able to take precautions, such as
boarding up the windows and putting the lawn furniture in the pool, but you can’t get
insurance for your property, simply because you know that a storm may come some day.
Your neighbor on the other hand has no advance warning, but has a full measure of
insurance. If the storm doesn’t hit, that is all fine and good for you and your neighbqr.

Everyone wins.

Phaedra Malatek October 18, 2004



However, if the storm does hit, the insurance company provides financial
reimbursement to you neighbor’s severely damaged if not destroyed property, but there is
no coverage for your property no matter how large or small the damage. It seems to ;ne
that this is what we are talking about with genetic discrimination, a situation in which no
one wins, and everyone loses. Those with advanced warning are actually harmed rather
than helped by the knowledge they possess. And insurance companies and those without
advanced knowledge suffer larger losses than had they been given the knowledge to
protect themselves. |

If fair warning is given to all parties, through genetic testing, the people who are
able to protect themselves, and the insurance company who agree to be at risk for any
loss suffered, all have a much larger measure of protection. Those who are informed
about their risks, can be proactive and take either prophylactic measures or be monitored
more closely, increasing their ability to entirely avoid developing a disease or having it
detected in its earliest, most treatable and survivable stage. S.1053 offers even more
protection when it eliminates the chances of discrimination compounding the effects of
the potential storm caused by undetected diseases. Thus, the storms, or illnesses would
cause that much less damage. And as we all know, this not only saves lives, but also
dramatically decreases the cost to employers, insurers, and the individual.

A storm such as this hit my life through my father a number of years ago. In
1991, my father gathered together his children, siblings, cousins, and nieces and nephews
to discuss a genetic illness he had been diagnosed with. The disease is called
hemochromatosis, which is often referred to as iron overload. My father had been
exhibiting symptoms including arthritis, heart arrhythmia, as well as a change in skin
tone prior to diagnosis. At the time he was diagnosed, his liver and heart were fully
involved. At the same time, his physicians conjectured that my grandfather and great-
grandfather may also have carried and suffered the effects of this disease. Within a year
of our family meeting he suffered a heart attack and within 10 years he died from
complications of the disease. Since my father’s diagnosis, two of my siblings developed
complications of the disease. None of them, my father or siblings have had genetic tests
for hemochromatosis.

Because of my family’s history with hemochromatosis and the fact that it is the

most common inherited disease in the United States, my husband and I are concerned for

Phaedra Malatek October 18, 2004



the welfare of my children. I have two son’s; Mitchel is 12 and Trevor, is 8, both of
whom are here with me today. Throughout their lives we have received conflicting
advice on how to approach their specific risk for developing hemochromatosis. We were
told to have period blood tests to measure iron levels, we were told to do nothing, we
were told to constantly monitor their diets and on and on. While any and all of it may
have been good advice, none of it is as good as solidly knowing for certain that Mitchel
and Trevor carry the genetic mutation for the disease that contributed to my father’s death
and is an issue in the lives of my siblings. With that knowledge we could take proven
measure to lessen the impact that a predisposition to this disease might have on their
lives.

Like storm predicting and tracking capabilities genetic testing seems to offer an
opportunity to learn more about the constitution of diseases and potential serious damage.
It can help us track the progression of diseases as well as determine treatment or even
protective measures to avoid the storm that may develop as a result of the genetic
mutation. For my children this could be life altering information — altering in that it will
decrease the likelihood that they will be incapacitated by hemochromatosis. For diseases
such as ovarian cancer it can mean the difference between prophylactic treatment that can
allow women at high risk to lead a long and healthy life and the stark contrast of often
futile and painful death prolonging treatment.

Throughéut the recorded history of hurricanes, experiences have gone from the
storms that seemed to come out of nowhere as recently as 100 years ago, to those that we
were able to track minute by minute just 100 days ago. This dramatic change is not the
result of a decrease in the power of the storm but rather an increase in technology and our
understanding of hurricanes. Along the same lines technological advances in the arena of
genetic testing can similarly provide enhanced predictability and a greater level of
protection for those at high risk. And that risk or even knowledge of a potential risk can
be protected through S. 1053.

While the technology for physical protection through genetic testing, seems to be
in place or at least advancing at a relatively rapid clip, the social and economic
protections are not. As it stands right now, if my children undergo genetic testing for
hemochromatosis, they risk not being able to obtain health insurance when they are no

longer on my husband’s policy and possible discrimination when they seek employment.

Phaedra Malatek . October 18, 2004
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So, we are given a choice, protect their health, or their livelihood — it’s troubling to me
that as American’s we are at a point where we would have to make such a terrible choice.
It is also troubles me that S. 1053 offers protection that would eliminate the need for my
husband and I to make such difficult a choice but it has not been brought to a vote in the
House of Representatives.

All of this is reminiscent of a series of choices that were being made 40 years ago.
In the late 50°s and early 60’s my parent fought diligently for the rights of people who
were genetically different than them. Not that these people were at higher risk of
developing hemochromatosis or ovarian cancer, but that their skin was a different shade |
of beautiful. And my parents, along with many others won that fight. The civil right act
amendments are there to protect people from discrimination based on genetic make-up
that we can see, be it skin tone, gender, or physical disability. A person’s genetic make-
up that isn’t visible should be equally protected under the same terms and can be through
S. 1053.

It’s remarkable to me to realize that the work my parents did for the civil rights
act in the Sixties was not complete. Here I am 40 years later, working on the same issue, -
equal rights and protection under the law, no matter the genetic make up of the person.

.The fact that we can look inside the DNA of a person to know more about them, should
not preclude them from the protection that was fought for so valiantly.

As I see it, genetic testing is the weather tracking device of health. Just as we
rely on weather tracking technologies to predict and allow us to protect ourselves from
hurricanes or other weather related storms, I urge you to allow us to do the same for
genetic diseases. We must move forward in protecting people from the potential storms
in their lives. You can do this by urging Secretary Thomson and my congressman,
Speaker Hastert to bring this bill to a vote in the House of Representatives. I am sure you
can agree with me when I say that protecting lives is equally or more important than

protecting property. If we can, we should and S. 1053 will.

-END-

- Phaedra Malatek October 18, 2004
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Thank you for inviting me to participate in today's committee meeting; | appreciate all
that this committee has done in the past to address genetic discrimination concerns, and
| hope my remarks today help to inform the committee’s actions going forward.

In a provocative October, 2003, editorial in the journal Science, Nobel laureate Sydney
Brenner wonders what medicine will be like in the year 2053, one hundred years after
the discovery of DNA. “Perhaps,” he writes, “the prime value of our work to society will
be the creation of a new public health paradigm in which...those who have a genetic
background that makes them especially liable to one of the diseases of our civilization_

will have to learn how to take extra care.”

Dr. Brenner needn’t wait 50 more years to see this prediction realized. Some of us —
those who possess BRCA1 or 2 mutations known to predispose us to breast, ovarian,
and colon cancer — are already taking exira care: we're premenopausal, we have
children, and we're getting breast cancers ata geometrically-higher rate (some
estimates reflect 5 times the risk) of the general population. Published late last year, the
New York Breast Cancer Study — representing thousands of participants, 65 oncologists,
surgeons, and genetic counselors from 12 hospitals and cancer centers throughout the
New York area — established that 67% of women with BRCA1 or 2 are diagnosed with
breast cancer by the time they are 50. | have a cousin who died of it when she was 28.

| have another who is battling Stage |V ovarian cancer as we speak; she. has a 4 year
old. My mother, who had breast cancer at 35, was 4 years old when her mother died of
ovarian cancer at 41. Her sister — my cousin's mother —was 32. | had an invasive,
aggressive breast cancer when | was 31. My daughter, a 21-year-old, stands in this line,
as well: she, too, tested positive for BRCA1. She, too, will “have to learn how to take

extra care.”



‘But the care she will “have to learn how to take” includes not only the low-fat diet and
daily exercise regimen she has undertaken. It inciudes more than the breast self-exams
she is required to perform monthly. It even goes beyond the MRIs of her breasts she will
have to undergo every six months once she turns 25. The care she will “have to learn
how to take” further demands that she — like me, like all the others in our family who
have a known BRCA1 mutation — hide her genetic information, even — and perhaps
especially — from those healthcare providers most likely to help her manage this lifelong

predisposition to disease. Unfortunately, hiding integral health information is the only

fail-safe way she can avoid discriminatory practices such as the loss or denial of health
insurance or the loss or denial of employment. Our government has failed to pass
comprehensive, federal legislation that patently forbids insurance or employment
discrimination on the basis of genetic predisposition to disease.

The argument has been advanced that “seeking to ban DNA discrimination isn't really
necessary,” because discrimination based upon genetic information simply doesn't
exist. Actually, genetic discrimination does exist. But the fact that it exists only
sporadically and anecdotally is a function of the newness of the technology and the fact
-that useful predictive genetic information (like ours) is not yet ubiquitous — it is not a
function of insurance companies’ and employers’ decision to take the moral high road
and, out of the kindness of their hearts, remain disinterested in this information in the
same way that they are legally obliged to remain disinterested in information such as

race, gender, creed, or sexual preference.

I know from experience that insurance companies don’t work this way. When | was sick,
I worked as a medical librarian for a small community hospital in south Florida. The
hospital was self-insured and a third-party administrator managed our insurance plan.
About a year after my last treatment | was sitting at my desk when the phone rang. The
flustered young woman at the other end of the line told me | was the fourth person she
had been transferred to, and someone along the line had advised her that | could give
her the information she needed. “Perhaps | can,” | offered. “Well,” she began, “l am
calling about Rebecca Fisher. Her bone marrow transplant and other health care costs
exceeded the calendar year cap last year and I'm calling to find out if that's going to

happen again this year.” “I'm Rebecca Fisher,” | said. “And | really hope not!”

' Sharon Begley article - WSJ, March 2004.

-10 -



This experience taught me that there are people who are paid to look at me and see -
not my ability to contribute to a community; not my honesty, integrity, or faith; not my
education, hard work, or social conscience; not my family members and the ways in
which | have helped each of them succeed — but dollar signs, costs, increased liability,
and the odds of my dying an expensive death. Let us face the fact that financial
incentives to use genetic information are already present: the Washington Post reported
last month that “employer-sponsored health insurance premiums rose 11.2 percent this
year” and are expected to rise 13% next year.? With these increases in mind and no
enjoinder against using genetic information to predict future losses, it is a failure of
stewardship to expect insurance companies and employers to simply “do the right thing,”
and - when they don't’ —lavish precious man-hours, heaithcare dollars, and litigation

costs to undo the damage.

| fear for my children — especially for my daughter — who must live not only with an
exponentially higher risk of developing a terminal disease but also with the burden of
never knowing whether or when she will Jegally be asked to take a genetic test as a
condition of employment, be lawfully fired from a job because of her genetic condition, or
be legitimately denied health or life insurance on the basis of her genetic predisposition

to disease.

It's true: we live in a world that has no safety net for us: not even HIPAA. Many people
simply do not understand that HIPAA is no panacea for all that ails health privacy:
HIPAA addresses none of our employment concerns, and ERISA rules exempt
employer-based health plans — like the one at the small hospital where | worked — from
mandatory HIPAA compliance. If my BRCA1 positivity been known in 1994 and the
HIPAA protections of today were in place then, the young woman on the other end of the
phone could well - and legally — have recommended to her superiors that | not be
extended further health insurance coverage. The “HIPAA Gap” is deep and wide: of the
137.1 million private sector American employees who have health insurance, a
whopping 45% — 62.7 million Americans —fall into it. The genetic information of each

? Health Insurance Costs Keep Rising — September 10, 2004. Available at
http://www.washingtonpost.com/wp-dyn/articles/A8287-2004Sep9.html
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one of these individuals — together with the genetic information of every uninsured

American (another 45 million people) — is fair game.

in my obinion and experience, genetic information is no different from any other
essential distinguishing information about any human being, all of which is ~ by law —
kept off the bargaining table that bears up our human rights-based society. But if this
argument is truly different, if — because of its fiscal component, as the United States
Chamber of Commerce might argue — we must locate this debate within the framework
of an implicit utilitarianism, | would point to professional contributions | and other
genetically vulnerable people have been able to make because we've been lucky
enough to remain “employable.” I'd point to the contributions my daughter hopes to
make with her two degrees — in Public Policy and Economics — from Duke University. |
would point to the way in which our families’ completion of innumerable psychological
questionnaires; the donation of tissue samples, and the giving of our blood have
advanced medical science. | would argue that we are, in fact, making a difference for
the health of all people, that we've lived up to our end of the ‘social contract’ and

deserve the same fundamental legal protections that are extended to all Americans.

Last summer, attorney Lawrence Lorber (representing the U.S. Chamber of Commerce,
the loudest voice speaking against federal genetic information protections) told a House
Education and Workforce Committee that “...the threat of allegations of discrimination
from both a liability and public relations perspective is enough to prevent...employers
from ever contemplating acquiring any genetic information.” | would like Mr. Lorber to
tell that to my friend Susan, whose 38-year-old sister is being treated for breast cancer,
whose mother had premenopausal breast cancer, and whose aunt died of it. We sat
together at one of our sons’ ice hockey games last winter as she shared her story.
Without wanting to push, | gently asked her whether she had considered speaking with a
genetic counselor. “Oh no!” she exclaimed, “ would never want to risk losing my
insurance!” Fear and innuendo surround the Brave New World of genetic information; .
people are afraid. Their fear keeps them from being tested, even when that test might
make the difference between whether they live or die. And at the risk of sounding
paranoid, | would go on to suggest that none of us present today can afford the luxury of
writing off this problem to just high-risk individuals and families. The stage is already set

for a problem of catastrophic proportions: Guthrie spot programs — whereby every
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newborn infant's blood is collected, screened, and stored — are found “in all of the states
and territories of the U.S. [and provide] what is potentially the largest and most complete
genetic bank and library available in the country.” The continued “non-use” of genetic
information implied by insurance companies’ and employers’ lack of interest to date does
not provide sufficient safeguards for any of us, high risk or no. We with strong family
histories of disease, in which the baton of illness has been passed from generation to
generation, are simply the first line of defense against a staggering spectrum of possible
abuses. We want to be heard. We want to be protected. And we don't want to sit in the

back of the bus anymore.

In closing, I'd like to return to Dr. Sydney Brenner's Science editorial. Asked by a
student what ethical standards should be adopted by life scientists, he writes, “I could
immediately think of two prescriptions. The first, common to all scientists, is to tell the

truth. The second is to stand up for all humanity.”

Let us place genetic information in the domain of all that is sacred and inviolable about
human life and work toward a world in which this information can be used only for our

good and the good of all humankind.

3 http://www.mostgene.org/gd/gdvol15b. htm#attract
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I am writing to tell you my story of Genetic Discrimination. I work for a
small company of about 5 people including my bosses (the owners). We are a
tight knit "family". They have been with me through my mother dying and my
own genetic testing for BRCA mutations. I was very open with my experience
just because we ARE a small company and there was no way to hide it. After
finding out I was positive for the BRCA 1 mutation that means I have an 80%
lifetime chance of getting ovarian cancer and a 45% chance of getting breast
cancer I began preventtative steps. I had a hysterectomy in October of 2003
and a Prophylactic Mastectomy in March of 2004 (I am still in the middle of
reconstruction). A few months ago our health insurance bill came in the
mail and it had gone up $13,000 a year. My boss yelled it through the
"office. I knew exactly what she was getting at but what am I to do?

Anyway, then she began asking me if I'd switch to my husband's insurance.
They even offered me extra money per hour to switch. Since I am STILL in
the process of reconstruction and it was like pulling teeth to get my
insurance company to pay for my procedures I didn't feel it was in my best
interest to switch right in the middle of all of this, AND I have great
insurance and didn't think I should loose it. I feel that ANYONE in the
company could be diagnosed with ANYTHING tomorrow and that it's not fair
that just because I am taking these steps to PREVENT a horrible disease in
the future that I be asked to drop insurance that is important to me. We
finally came to an agreement that employees would have to start paying half
- of course then I look like the "bad guy" to other employees because it's
not like my bosses were discrete or anything about this. I just felt like I
was being persecuted for the insurance bill going up as if I WANTED to be in
my situation. The insurance company came right out and told my bosses that
it was all becasue of me that the insurance went up and that if I were
dropped it would not go up that much. I also take steps toward keeping
healthy - I don't smoke, I'm not overweight, I workout and eat right (most
of the time). While others in the company are smokers and overweight. It
just seemed so unfair especially with all that I was dealing with at the
moment. I didn't think it was right to add that stress to me. If someone
in the company was diagnosed with cancer they wouldn't ask them to find
other insurance because the insurance premimium went up. So anyway, that's
my story. I am worried about my future if I'm already feeling singled out.
Thank you for you time and if you have any questions please feel free to
email me. '

Tonia Phillips

Tonia Phillips
Office Manager
Heathcare Contract Resources
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Now we'll hear from Tonia Phillips.

MS. PHILLIPS: Good morning, ladies and gentlemen of the committee. My name is Tonia
Phillips, and I'm here to tell my story. It is short and sweet.

I work for a small company of about four people, including my two bosses, the owners. We are a
tight-knit family. They have been with me through my mother dying of ovarian cancer in April
of 2002 and my own genetic testing for BRCA mutations. I was very open with my experience
just because we are a small company and there was no way to hide it.

After finding out I was positive for the BRCA1 mutation in March of 2003, which means I have
an 80 percent lifetime chance of getting ovarian cancer and a 45 percent lifetime chance of
getting breast cancer, I began preventive steps. Ihad a hysterectomy in October of 2003 and a
prophylactic mastectomy in March of this year, and I'm still in the middle of reconstruction.

About four months ago, our group health insurance bill came in the mail, and it had gone up
$13,000 a year for four people. My boss got the bill and yelled it through the office. Iknew that
she was directing that towards me. I was immediately asked to switch to my husband's health
insurance policy because my situation was the reason the insurance premium went up so much,
and they said that if I was taken off the policy, it would not go up. I was even told they would
raise my hourly rate if I switched.

I told her I was not comfortable with switching insurance companies at the time because I was
still in the reconstruction process. It was like pulling teeth to get the insurance company to pay
for these procedures, and switching would confuse and complicate everything. I didn't think it
was in my best interest to switch while I still needed more surgery. My feeling is that anyone in
the company could be diagnosed with anything tomorrow and that it's not fair that I be asked to
drop insurance that is important to me. I was doing something that would prevent me from going
through a horrible disease that would cost much more than these preventive surgeries I was
having.

We finally came to an agreement that employees would have to start paying half of their
premium, which was fine and fair with me, but I'm sure the other employees weren't too happy
with me. It seems unfair to me that I am taking steps to keep myself healthy and to prevent
cancer in the future, and I am being singled out and made to feel I am a liability. Ialso don't
smoke, I work out, I eat right most of the time. If someone in the company were diagnosed with
cancer or some other disease, they would not have been asked to switch insurance companies as I
was asked. Ihope that me coming here and telling my story will help with defining the problem
and passing laws against genetic discrimination of any kind.

Thank you.

MS. MASNY: Thank you, Ms. Phillips. You definitely do help to define the problem.
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Dear Committee Members,

Hello, my name is Paula Funk. Iam from Little Rock Arkansas. Iam thirty-three years
old and married with twin three year old daughters. I have a strong family history of
breast and ovarian cancer. The following is my family history. My dad is one of ten
children and all five of his sisters have had breast cancer. I have eight cousins that have
had breast cancer as well. Thirteen out of twenty-four women have had breast cancer.
My Aunt Dorothy has survived breast cancer twice. Aunt Dorothy is currently fighting a
very aggressive ovarian cancer. The breast cancer in my family develops at an early age.
Two of the youngest women were only thirty.

This disease is something that the women of my family have to constantly think about.
My first memory in life is taking my Aunt Dorothy to her treatments to fight breast
cancer. Because of my family history, I knew that I had to aggressively fight the
possibility of breast and ovarian cancer. Ten years ago I chose to pursue genetic testing
for the first time. The fear of genetic discrimination was a real concern. Ten years ago it
was necessary to have many women from one family give a blood sample to discover if
there was a mutated breast cancer gene. Iapproached my family about the possibility of
testing. Their doctors advised them not to take the test due to genetic discrimination. I
chose not to be tested at that time based on those recommendations.

During the following decade, I watched more women in my family develop breast and
ovarian cancer. Some of those women lost their battle to cancer. Because of the
continuing devastation of this disease, I began to revisit the idea of genetic testing in May
of 2003. The test no longer required blood samples from multiple women in the same
family. I contacted Sarah Jackson, a genetic counselor at The University of Arkansas for
Medical Science. Sarah advised me about both the medical and social implications of
testing. She explained that genes are the instructions for how our body works and
develops. We have two copies of every gene in our body. This happens because we get
one copy from mom and one copy from dad. This is why we may look a little like your
mom and a little like your dad. Just like genes influence how someone looks, they are
also important in health. Some genes have mistakes which are called mutations. Every
one of us has many mutations including those that we inherit. It is thought that we all
inherit at least six disease causing mutations. Usually these are recessive and are only a
problem if both parents have the same mutation. BRCA (BR) breast (CA) cancer
mutation is different. It is a dominant gene. This mutation is enough to cause hereditary
breast or ovarian cancer.

Sarah also advised me about the potential risks of being discriminated against. After
talking with my genetic counselor, I asked my father to take the test first since the strong
history of breast and ovarian cancer comes from his side of the family. He took the test,
and it came back positive for BRCA1 gene mutation. My father's positive test for BRCAI
gave me a fifty percent chance of inheriting the same mutation. I then chose to take the
test and also came back BRCA1 positive. Not only is this mutation a problem for me, it
is a problem for my family. This gene change, or mutation, is one of my BRCA1 genes.
The other copy is fine. My twin daughters, Audrey and Anna have a fifty percent risk of
getting the working gene or the not working gene just as 1 did when my mother and father
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conceived me. My life time risk for breast cancer is up to eighty- eight percent. I have a
forty- four percent lifetime risk of ovarian cancer. Ovarian cancer is particularly
alarming to me because by the time it is detected there could be a fifty percent mortality
rate.

I am so grateful that I have an opportunity to save my life. I will have a prophylactic
bilateral mastectomy this fall. I will go from having an eighty- eight percent chance that I
will have breast cancer to a ninety- five percent chance that I will never have to face
breast cancer. After I finish having children, I plan to have my ovaries removed. This
procedure reduces my chances of ovarian cancer to five percent. That is amazing to me.
I will no longer have to live with the constant fear of cancer and death.

I decided to risk genetic discrimination because I came to the place where the fear of
death out weighed the fear of discrimination. Ihave had difficulties with discrimination
through out my journey of discovering that I am BRCAL positive. The first thing I
mentioned earlier is that I had to put off testing for ten years because doctors advised
against testing because of discrimination. The doctors told us that there are no laws to
protect against discrimination. Genetic testing, now and in the future, could prevent us
from getting insurance. Many women in my family have developed cancer during that
time. Knowledge about my health is a gift. It grieves me to think of the lives and the pain
and suffering that could have been avoided if my family had been tested ten years ago.

Based on the fear of discrimination, my father and I paid for our own tests. We wanted to
prevent insurance companies from learning about my genetic status. Another problem
that has occurred was last year while I was waiting to be tested. Even after I knew my
dad was positive, I had to wait three torturous months to take the genetic test. My
husband and I were starting a new computer programming business. I spent three months
looking for an insurance company that would be less likely to cancel if I came back
BRCALI positive. This proved to be a difficult undertaking. Ilearned that individual
insurance is not protected by the HIPPA laws. They can exclude coverage of many things
based on pre-existing conditions. Iknew that type of policy could not protect me from '
discrimination. I knew that BRCA1 could be considered a pre-existing condition. Ihad
already been denied an individual family policy from Blue Cross Blue Shield because I
had a cesarean section. Ithen began to look for small business group coverage. I was
told time and time again that a company with only two employees does not qualify for
group coverage. This was extremely frustrating. My husband and I had decided that if
we could not find insurance that qualified our company for a group policy we would have
to close the business. My husband would have to work for a big company with the
protection of large group insurance. It seemed that my family had fallen in a gap where
we had no protection from any of the existing laws to protect us from discrimination.
After three months of looking for small group insurance, I talked with United Health
Care and they had just started qualifying businesses with two employees as a small
group. During the three months we were waiting for insurance, my genetic doctor and
counselor advised me not to come in and have an official appointment because it could be
recorded as a preexisting condition.
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Even after I had a group insurance policy and knew I was BRCA1 positive, the
possibility of discrimination continued to effect my medical management and the medical
management of others in my family. There are many new screening tests that detect
cancer much earlier than the traditional mammograms. The breast MRI is an example of
the new advanced screenings. These tests are all very expensive. My doctors changed
my diagnosis code to high risk instead of BRCA1 positive to justify having the MRL If
there was no threat of discrimination, doctors would code that I am BRCAL positive
which is much more powerful at justifying this expensive test. [ have family members
currently who are emotionally ready to take the test but choose not to because of
insurance. I have one cousin whose husband is a preacher at a very small church. He has
an individual insurance policy. She is undecided if she should take the test at this time
because she can not be protected by the HIPPA law. She is another example of patients
that are falling through the gaps of existing laws. I am currently contacting eighty- six
family members to explain their genetically predisposed risks. As I talk with the different
members of my family, one of their biggest fears and the area they have the most
questions is about insurance and genetic discrimination in general.

One last area I will mention is the problem I am currently having with my insurance
company. I have had my insurance for less than a year, and they have already raised my
rates one hundred dollars a month. Other than the prevention screenings, I have had very
few medical expenses. I have talked to a few medical people who have said this looks
suspicious. Ihave also been waiting almost two months for approval for my
mastectomy. Insurance has made little progress with the approval. I do not understand
why a life saving surgery has to go to a board of approval when they know the risks of
being BRCAL1 positive. Five years ago my father had bypass surgery to prevent a heart
attack. His surgery did not have to go to a board of review to be approved. Both
surgeries prevent life threatening diseases.

I deeply appreciate the committee giving me a chance to tell not only my story, but my
family's story. I pray that you will be able to push the Genetic Information
Nondiscrimination Act of 2003 to be passed by the Congress. My medical management
and the medical management of many in my family have been greatly effected by
avoiding genetic discrimination. The avoidance of discrimination has become a major
part of my life. Discrimination is something that worries me for the future as well. A
few weeks ago my husband, Jonathan, and my girls, Audrey and Anna, and I walked in
the Susan G. Colman's race for the cure. My girls asked many questions during that race.
I kept my answers simple because they are young, but I could not help but think about
what a complex issue this has been for me. As I mentioned earlier, my girls have a fifty
percent chance of having the BRCA1 mutation. I'hope that when they are old enough to
decide if they want to be tested, laws will be in place where they do not have to even
consider discrimination. Knowing my genetic status is permanent. It is not something I
can take back. It is imperative that we pass laws that keep up with science to protect all
patients from discrimination now and in the future.

Thank you for your time and attention in this very important matter,

Paula Funk
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Sarata, Amanda (NIH/OD)

From: Paula Funk (s
Sent:  Thursday, August 19, 2004 1:29 AM

To: Sarata, Amanda (NIH/OD)
Cc: Jackson, Sarah A

Subject: Genetic discrimination testimony
Dear Amanda,

Hello, my name is Paula Funk. |live in Little Rock AR. | am 33 years old married with twin 3
year old daughters. | am BRCA Strand 1 positive. | am considering a prophylactic
mastectomy this fall.

Here is some background about my family. My Dad is 1 of 10 children. All five of his sisters
have had breast cancer stating as young as 30 years old. | have 8 cousins that have had
breast cancer. 13 out of 24 women have had breast cancer. | have an aunt that has survived
breast cancer 2 times and is now fighting ovarian cancer. | also have a 38 year old cousin
battling breast cancer currently. There is now early screening and preventative surgeries that
could save many lives in my family. | am in the process of sending out information packets to
86 different relatives to inform them of their risks and their children'’s risk of being BRCA
Strand 1 positive.

Many of my relatives express concern about insurance and employment when they consider
being genetically tested. As you can imagine this is a subject that | am passionate about.
There are some laws in Arkansas that protect patients from discrimination but the laws are
limited and only protect you in this state. The fear of insurance kept me from being tested for
10 years. Finally the fear of death out weighed the fear of insurance so | pressed on and
discovered that | was positive. My father was tested first and paid for his own test and then
paid for my test because of insurance concerns. My insurance now has access to my genetic
status because of justifications for expensive screening tests such as the breast MRI. They
have been easy to work with so far. | am grateful for the laws that Arkansas has.

'would love to give any information or testimony to help prevent genetic discrimination. |
spoke at UAMS in June about my patients perspective as it relates to genetic testing. Please
put me on your e-mail list and keep me updated on the bill's progress and let me know how |
can help. | may have a surgery at some point this fall but | am undecided about that at this

point. ~

| am grateful to you for your hard work on this important subject. The life of this bill could
influence the health of many in my family.

Thanks again,

Paula Funk

Little Rock, AR 72211

]
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We'll now hear from Ms. Hinestrosa.

MS. HINESTROSA: Good morﬂing. My name is Carolina Hinestrosa. I am a 10-year, two-time
breast cancer survivor. I'm a mother of a 13-year-old daughter. I'm also the executive vice
president for programs and planning of the National Breast Cancer Coalition.

My first diagnosis with breast cancer was at the age of 35. My second diagnosis was at the age of
40. My younger sister was also diagnosed twice, first at age 29, and then at 34. Over Christmas
last year, two of my cousins and an aunt were diagnosed with breast cancer as well. Of course,
we suspect there is a genetic mutation that predisposes members of my family to breast cancer.

I sought genetic counseling as part of a study. After carefully weighing the potential benefits and
harms of genetic testing, I decided not to undergo testing for fear of potential consequences to my
daughter. My fears are two-fold, first that the information may not be protected and might even
be misused. I also worry that if I test positive, my daughter might be obligated to disclose the
presence of a genetic mutation and that she might suffer future discrimination in health insurance
and employment as a consequence.

I have four sisters and a brother. We all worry about our risk for breast cancer and the potential
risk for our daughters, yet none of us feel safe enough to undergo genetic testing. My family
experience illustrates why our nation needs strong nondiscrimination laws.

Sinee its founding in 1991, the National Breast Cancer Coalition, of which I am a member and
am executive vice president, has changed the world of breast cancer in public policy, science,
industry and advocacy by empowering those with breast cancer, our families and friends, and
creating new partnerships, collaborations, research foundation opportunities, and avenues for
quality access to health care.

The National Breast Cancer Coalition is now over 600 strong in terms of organizations who are
members, and we represent several million patients, professionals, women, our families and
friends. Coalition members include cancer support information and service groups, as well as
women's health and provider organizations.

The mapping of the human genome has brought with it the promise of reducing human suffering
by targeting interventions for those at risk for disease. The National Breast Cancer Coalition
believes that strong legislative and regulatory strategies must be established to address the
protection of individuals from the misuse of genetic information at the national, state and local
levels of government. Genetic information is uniquely private information that should not be
disclosed without authorization by the individual. Improper disclosure can lead to significant
harm, including discrimination in the areas of employment, education, health care, and insurance.

The 1996 Health Insurance Portability and Accountability Act, HIPAA, took significant steps
toward extending protection to individuals from genetic discrimination in the health insurance
arena by creating privacy standards, but this law does not go far enough. It is time to extend
protections against genetic discrimination to everyone. The development of new genetic tests
necessitates legislative and regulatory strategies to address the issue of how to protect individuals
from the misuse of their genetic information.

Fear of potential discrimination threatens both a2 woman's decision to use new genetic
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technologies and to seek the best medical care. Women are also afraid to enroll in research and
clinical trials that involve genetic studies, and this in turn threatens the viability of the scientific
community to conduct the research necessary to understand the cause and find a cure for breast
cancer. Many of the women testifying at present in this audience today have experienced exactly
those concerns.

NBCC strongly supports the enactment of legislation that would protect millions of individuals
against discrimination not only in health insurance but also in the workplace and that will provide
strong enforcement mechanisms that include the private right of action. For this reason, NBCC
supports H.R. 1910, the Genetic Nondiscrimination Health Insurance and Employment Act
authored by Congresswomen Louise Slaughter. This legislation prohibits health plans from
requesting, requiring, collecting or disclosing genetic information without prior specific written
authorization of the individual; from using genetic information or an individual's request for
genetic services to deny or limit any coverage, to establish eligibility, continuation, enrollment, or
contribution requirements; and from establishing differential rates or premium payments based on
genetic information or an individual's request for genetic services.

This legislation also prohibits employers from using genetic information to affect the hiring of an
individual or to affect the terms, conditions, privileges, benefits, or termination of employment
unless the employment organization can prove this information is job related and consistent with
business necessity. Also, from requesting, requiring, collecting or disclosing genetic information
prior to a conditional offer of employment; or under all other circumstances requesting or
requiring collection or disclosure of genetic information unless the employment organization can
prove this information is job related and consistent with business necessity.

It also prohibits from accessing genetic information contained in medical records released by
individuals as a condition of employment in claims filed for reimbursement for health care costs
and other services. Also, it prohibits releasing genetic information without specific prior written
authorization of the individual.

Most importantly, H.R. 1910 contains strong enforcement language and provides individuals with
a private right of action to go to court for legal and equitable relief if they are a victim of genetic
discrimination whether they are subject to discrimination by the health plan or the employer.

NBCC does not support the Genetic Nondiscrimination in Health Insurance and Employment
Act, S. 1053, passed by the Senate in October 2003, because it does not contain sufficient
enforcement provisions. Unlike H.R. 1910, S. 1053 does not provide individuals with a private
right of action should they become a victim of genetic discrimination in the individual insurance
market. NBCC believes that a right with no enforcement is really not a right at all. It is for that
reason that no matter how carefully a bill is worded, no matter how much effort is put into it,
including protections that breast cancer patients need, if that bill does not have a strong
enforcement mechanism, then NBCC will not support it.

As we clearly can see from the witnesses here today, genetic discrimination is a real and growing
problem that needs an immediate solution, not one that should wait until we have further cases of
women and men who have experienced this type of discrimination that is so detrimental to the
ability to seek quality health care.

Thank you for the opportunity to share the views of the National Breast Cancer Coalition.

MS. MASNY: Thank you very much for your own personal experience, as well as for the views
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of the National Breast Cancer Coalition.
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Lastly, we'll hear from Phil Hardt.

MR. HARDT: Good moming. It's a privilege to be here today, and I want to thank the
committee for inviting me to share my thoughts and personal experiences with everyone on the
critical subject of genetic discrimination.

I have two genetic diseases, hemophilia B, a bleeding disorder, which I inherited from my
mother, and also Huntington's disease, a degenerative brain disorder, which I inherited from my
father. My two biological daughters and granddaughters are all carriers of hemophilia B, and as a
result I now have two handsome grandsons who must also infuse with clotting factor each time
they get hurt. All three of my biological children were at risk for Huntington's disease, but I am
happy to report that none of them carry the destructive gene and cannot pass it on to subsequent
generations. One tested publicly, and two tested anonymously to conceal their outcomes.

I mention biological children because I also have five adopted children, four of whom have
severe handicaps.

Nevertheless, our story is one of continuing genetic discrimination even though we have laws that
are supposed to protect me, my children, and my grandchildren.

"It was the best of times, it was the worst of times," as Dickens said in "A Tale of Two Cities."
Because of advancements with the Human Genome Project, we now stand on the brink of having
more useful information that has the potential of helping literally millions of individuals prepare
early for various diseases. However, the reality is the knowledge that you are carrying any
particular genetic disorder, in my case hemophilia and HD, is just as devastating to you, your
children and your grandchildren as the disease will be later. This is further exasperated in
Huntington's disease because of the severity of its symptoms and the absolute necessity for those
who face the 50/50 chance of inheriting it to prepare early and thoroughly in order to minimize its
overall destruction.

Tens of thousands of individuals with Huntington's disease have lived and died and are already in
the insurance company's profitability calculations. However, it wasn't noted on their death
certificates because of genetic discrimination fears. It is ludicrous now to believe that because
you can know early that you might inherit a genetic disorder that all of a sudden we're going to
create higher medical costs. This is not the case. We are living examples of the Tiresias
complex. If you remember, the blind seer Tiresias confronted Oedipus with the dilemma, "It is
but sorrow to be wise when wisdom profits not."

Huntington's disease is an inherited progressively degenerative brain disorder that results in loss
of both mental faculties and physical control. It causes brain cells to die prematurely. Loss of
these brain cells causes very specific impairment and eventually death. Every child of an affected
parent has a 50 percent chance of inheriting the gene and developing the disorder themselves. If
HD is passed on by the father, another risk exists of anticipation occurring and each gene-positive
child becoming symptomatic, even as early as a young infant or in their teenage years.

HD symptoms debilitate a person when they least expect it, usually in the prime of their lives,
around 40 years of age, when they still have children at home and are actively pursuing careers.
Living with HD is like living with Alzheimer's, Parkinson's, MS, and going insane all at the same
time. Genetic testing has been available for Huntington's disease for longer than any other adult-
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onset disorder, since 1993. The discovery of the genetic mutation causing Huntington's disease
made possible the use of predictive testing to identify current unaffected carriers. In 2000 Cohen
said, "Genetic testing is intended to give families with a family history of HD the opportunity to
assess their own risk for developing the disease more specifically, monitor their health status
closely and, if a predictive mutation is present, make informed choices about reproduction and
lifestyle."

It is interesting to note here that before 1993, the almost quarter of a million individuals who are
at risk for HD in the United States were polled, and overwhelmingly about 90 percent of them
said that they would take advantage of the test to find out if they were carrying the destructive
HD gene. However, since the definitive test became available, fewer than 10 percent have tested
as a direct result of genetic discrimination.

I'd like to now tell a little bit about my family history. In 1971, I was diagnosed with hemophilia
B. In 1989, I was hired by Allied Signal Automotive and told by the HR manager there not to tell
my boss about my hemophilia or I would never be promoted or trained because he wanted to get
the biggest return on investment for his bucks, and if he knew I might have a disability, I would
never go anywhere in the company. Consequently, all future bleeding episodes had to be hidden
from him.

In 1996, a claim I filed for credit insurance on a car I had purchased for my daughter was denied
because I had recently seen a neurologist regarding problems that I was having. In 1997, 1 was
diagnosed as having Huntington's disease. In the year 2000, my oldest daughter married and
applied for mortgage life insurance. She was turned down by every major insurance company
because of Huntington's disease. Copies of several rejection letters are included in your packets,
and note that the insurance companies don't even have fear of putting their rejections in writing.

Each of her rejection letters state two pertinent facts that are important. Number one, they each
state that they will not insure her until she has tested for Huntington's disease, and two, that she is
found to be negative. Then the insurance agent on one of the letters where they insure her
husband writes a note at the bottom that says when you find out your status for HD, then we can
insure your children, showing that the discrimination is down to the third generation now.

In 2002, my grandson, Enoch Maximillion, is denied health insurance coverage because of
hemophilia that he inherited from me, and a copy of this denial is also included in your handouts.
They must now earn less than they are capable of to qualify for state welfare in order to get
coverage.

In 2002, my daughter Michelle and son Phillip tested anonymously for HD to protect them in
case either of them tested positive. Tam over the Huntington's Disease Society of America,
Arizona affiliate in the State of Arizona, and in 2001 a geneticist and I established anonymous
genetic testing to protect individuals so that they can use a bogus name and social security
number and address and all other information, and pay cash. But the problem is it's very
expensive. It's around $900 out of pocket to find out. But it is completely concealed. Butit'sa
shame that we have to do this.

Last year I applied for long-term care insurance and was rejected on the basis of my HD after
becoming divorced and realizing that I would probably need someone to take care of me later.

Now, here is a list of ways that open genetic discrimination adversely affects those with HD over
and above the negative effects of the disease itself. Those who are at risk are reluctant to

-4 -



SACGHS Meeting Transcript
October 18-19, 2004

participate in research, even anonymous research, because they fear being found out. For
example, the PHAROS study for HD could have almost a quarter of a million at-risk individuals
in it, but they have only been able to recruit about 1,000. Imagine the decrease in numbers.
Other important research tests are no different. Because of our small numbers, unfortunately, we
need every bit of data possible to make things significant.

Proper medical and mental health care are not sought on a timely basis that could have (inaudible)
help reduce suffering and raise everyone's quality of life. Open communication is almost non-
existent between parents and their at-risk children regarding how they can better prepare to
minimize the destruction of HD if they do have it. HD must be kept shrouded in secrecy to
protect everyone. For the same reason, at-risk children are not encouraged to seek good
education, college education, careers with companies who offer group benefits, marriage and
childbearing options, including adoption. Misdiagnosis and the same thing with medication occur
because one doesn't know, or knows but can't be honest with their doctors and other health care
providers for fear of being discovered. Healthy living habits aren't adopted either early on to
postpone onset.

Now, using our negative experiences with being wise and our wisdom not only doesn't profit us
but is even used against us. How many other future discoveries that have the potential to bless
the lives of millions of others by predicting other diseases soon enough for individuals to take
positive action against them will be thwarted because of flagrant genetic discrimination?

Thank you very much.

MS. MASNY: Thank you, Mr. Hardt.

And thank all of you for your very profound testimony.
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From: Phil Hardt

Sent: Tuesday, September 21, 2004 4:31 PM

To: .Sarata, Amanda (NIH/OD)

Subject: RE: Additional information on HD - 2nd Response

Dear Amanda,

After reading your question about "Have [you] paid out-of-pocket for
services to exclude genetic information from medical records." I wanted to
tell you that I paid out-gf-pocket for my daughter Michelle and son Phillip
to be tested anonymously- about $900, so their results would not be in ANY
medical record or database, just in case they were positive. They still
have copies of the results made out to bogus names if you'd like. I also
have the Anonymous Testing Procedure I give everybody if you'd like a copy
of that too. I spent about 10 hours on the phone convincing the geneticist
in Tucson that we needed this and she has been great. Somone testing
"anonymously just sees her and has their blood drawn, they don't see anyone
else. If they are positive then she has them call me so I can meet them,
get them additional information and get them coming to our support group and
I also make recommendations for them to see a counselor...Phil
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Sarata, Amanda (NIH/OD)

From: Phil Hardw
Sent: Tuesday, Sepiember 21, 2004 2:54 PM

To: Sarata, Amanda (NIH/OD)
Subject: Additional information on HD

Dear Amanda,

T wanted to also let you know that because of the flagrant genetic.discrimination
happening here in Arizona which discriminates against those with Huntington's Disease,
their children and grandchildren that I have also established anonymous genetic testing
which doesn't follow the recommended protocol for testing, which states that you must see
a geneticist, neurologist, psychiatrist and psychologist prior to having your blood drawn.
The person uses a bogus name, address, phone and social security number and pays cash to
find out anonymously if they have HD so if they do, they can get all of the necessary
insurances before they become symptomatic. We are being forced to do the same thing that
those with AIDS wre forced to do 20 years ago. Unbelievable isn't it? Have a great day
and please call or e-mail if you have additional questions or if I can testify or do
whatever I can.

Sincerely,

Phil Hardt,CVO

HDSA Arizona Affiliate

2001 HDSA Person of the Year

Phoenix, AZ 85011

e
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From: Phil Hardt [mailto

Sent: Monday, September 20, 2004 7:25 PM

To: Sarata, Amanda (NIH/OD)

Subject: RE: Genetic Discrimination in AZ against Huntington's Disease - 1
of 4 - Response

Dear Amanda,

My families situation is two-fold. I inherited hemophilia B from my mother
and I also inherited Huntington's Disease from my father! A double whammy.
Pretty unbelievable, isn't it? Both of my oldest daughters were unable to
get health insurance for themselves and their children because they are
carriers of hemophilia B. In addition, my oldest daughter, Joeline, was
unable to get life insurance because of simply being "at-risk" for
Huntington's Disease which is flagrant genetic discrimination but our
Arizona laws are so gutless that they allow this to happen. I already sent
you the PowerPoint slides showing her rejection letters. Unfortunately she
only kept 3 out of about 20 rejections! If you think it would help to have
them apply for medical insurance and make sure they keep their rejection
letter this time I would be happy to ask them to do this. They are willing
to help in any way they can too.

When I was hired by Allied Signal about 18 years ago the HR manager made me
promise never to tell the plant manager that I had hemophilia B because he
said he would get in lots of trouble for-hiring me and he said if the plant
manager knew then he would never promote me or invest ANY money in, fearing
I would not end up being a long-term player. Fortunately for me, because of
my hemophilia, I already knew that I had to get a job whihc had group
benefits, etc. which turned out to be a really big blessing when I also
found out I had Huntington's Disease. I am now out on medical disability
with full medical coverage so I cannot be injured by speaking out.
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Written Comments



September 14, 2004
Dear SACGHS Members:

In 1996, I was genetically tested as part of a research study for women who may be at high risk for breast
and ovarian cancer. 1 had some breast cancer in my family: my mother died from breast cancer at age 52;
her mother and her first cousin bad also been diagnosed with breast cancer. While the history looked
troubling, it was not expected to yield positive genetic results. However, it did yield positive BRCA1 test
results for me. This means that I face estimated risks of developing breast and ovarian cancer of up to 87%
and 44%, respectively, during my lifetime.

At that time, genetic testing was a very new procedure and little was known about the ramifications of such
information. After careful counseling, | was told, as was my family, that it was best to handle the situation
cautiously with any physician; making sure that anything discussed about gene status would not be putina
written chart for fear of genetic discrimination. Over and over again I heard, “don't have any of your gene
status put in a medical chart.” Ok that seemed doable enough--until [ actually had to get medical testing
and diagnostic screening on a much more frequent basis than any other normal female.

For fear of my insurance company finding out what was happening, I bought an entirely separate insurance
policy to have just in case my primary insurance company found out my gene status and I would lose that
coverage. 1 bought a separate policy and paid the premiums for the chance that I would not be able to use
my good primary insurance and would have to lie about my history to use the second policy should develop
cancer.

Since my diagnosis, I have followed a course of being seen by one of my doctors every three months;
oncologist, breast surgeon, OB-GYN. I have a mammogram every 6 months, a breast MRI annually, and
breast ultrasounds as needed along with transvaginal ultrasounds. Naturally, when one goes for a
diagnostic test so often, the technician asks why are you there again? What is the purpose? Do you have
cancer? You should not have a test so often unless your mother died of ovarian cancer (I told her she did, I
lied). Clearly, not all medical staff is trained in the manner appropriate to deal with high risk women. So
I've done a lot of lying to keep them from asking too many questions, or finally in exasperation I’ve said,
“I'm BRCAl. Getit?”

For those of us who carry genes that predispose to cancer development, if we do reveal our status to a
medical staff person, we must always follow it with, "you can't put that in the chart,”" so there is no record.
But sometimes we are not so lucky. In 2002 I had a colonoscopy (one every 5 years), and while under
sedation the doctor asked my why I was there. "High risk, " I replied groggily. "What does that mean?" he
said. “T'm BRCA1.” Oh, he understood, and I made the mistake of not saying, “you can't put that in the
chart.” Well, the insurance company denied the procedure and he wrote a letter to them clearly stating my
gene status as the reason for the procedure. I was mortified! How could he have written such a thing? I
immediately paid the bill so as not to spark any inquiry from my insurance company, and most fortunately,
the doctor's damaging letter got sent to the wrong billing department and is hopefully forever lost. I cannot
describe the panic and nausea that resulted from that episode.

Clearly, the fear of genetic discrimination has been a pervasive force in my medical care ever since I
learned that I carry a BRCAI gene deletion. Ihave withheld information from some of my healthcare
providers, asked others to withhold my gene status from my chart, paid for an extra insurance policy, and
paid for expensive procedures out of pocket, all because of my fear of genetic discrimination by my health
insurance company. I have been fortunate to be able to have increased screenings without telling my
insurance company my status. Others are not so fortunate.

I co-founded a support group, SOOAR (Supporting Ourselves and Others At Risk), and a non profit
organization, STAR (Supporting Those At Risk), that is dedicated to the needs of individuals at high risk
for cancer. Through these organizations I have met many people with similar experiences. The concern
over genetic discrimination is real in my life and in theirs. Therefore, I urge you to use your influence to
support passage of The Genetic Nondiscrimination Act.
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Celia A. Boyne-Schuh
R
Lawrence, KS 66047

September 17, 2004

Dear Most Honorable Members of SACGHS,

1 am writing this letter in response to the call for testimony regarding genetic discrimination. Iwould like
to share with you my story in hopes of helping you understand what it is like to live with a genetic
predisposition to a life-threatening disease and the added burden of genetic discrimination.

My mother died of breast cancer. Her only sister (my aunt) died of breast cancer. Their mother (my
grandmother) died of ovarian cancer. My paternal grandmother died of breast cancer and my only
paternal aunt died of breast cancer. At the age of 36, my sister was diagnosed with breast cancer. Ibegan
to seek answers about what was happening to the women in my family. At the age of 39, through a
research study, ] was found to be a carrier of a BRCAI genetic mutation that gives me an 85% lifetime
risk of developing breast cancer and a 60 % lifetime risk of developing ovarian cancer. Because I was
tested as part of a study, my test results remained private and out of my medical records. Ihave three
sisters who were also tested and found to be carriers. They did not have the option of being tested through
a research study. Because of their fear of genetic discrimination, they paid for their genetic testing out of
their own pockets, even though they had very good health insurance.

My life experiences indicate that if you are a woman in my family your death comes early due to breast or
ovarian cancer. At the age of 39, I was not willing to wait for my genetic predisposition to rear its ugly
head and strike. After learning of my BRCAI gene status, I spent the next 6 months undergoing
prophylactic surgeries, first a bilateral mastectomy and then a hysterectomy with oophorectomy. My
initial Doctor appointments all began the same way. I first had to ask them if they would be willing to
withhold information from my medical file - why? - because I was fearful of what my insurance company
might do if they found out I was a BRCA! gene carrier. Although I have never asked or expected my
Doctors to lie, I did ask them to withhold my genetic test information from my medical file.

My sisters also chose the prophylactic surgery options that I did. There are four of us and we have all had
mastectomies (one because of cancer, the other three prophylactically) and hysterectomies with
oophorectomies. Fortunately, our insurance companies paid for our surgeries based on our significant
family history. For that I am grateful. Nowhere in any of our records is our gene status indicated. Our
fear of genetic discrimination prevents us from being completely honest.

I am very concerned for my children and nieces and nephews. They all have a 50-50 chance of also

carrying this genetic abnormality. They have not yet been tested. When they are ready, I along with my
siblings will pay for their testing out of our own pocketbooks. Although many insurance companies will
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now pay for this genetic testing, I will not encourage fny children or nieces and nephews to seek payment
by insurance. There are too many unknowns. There are no guarantees.

A couple of years ago, I looked into participating in my employer’s group health plan (I have always been
under my husband’s policy). Financially it made sense for me to switch policies and take advantage of my
employer’s plan. Once I began completing the necessary paperwork, it came to my attention that my gene
status would be revealed if I answered the questions honestly. At that point I opted to stay on my
husband’s policy, even though we are penalized $900.00 a year because I decline coverage through my
employer. My fear of genetic discrimination was/is too powerful for me to go forward with changing
policies. I’ll pay the penalty.

As a result of my experience, I co-founded and co-facilitate a support group, SOOAR (Supporting
Ourselves and Others At Risk), for women who are at high risk for breast and ovarian cancer. In addition,
I am President of the Board of Directors of the STAR (Supporting Those At Risk) Foundation. The
STAR Foundation’s mission is to provide access to genetic counseling and testing, support, education and
advocacy for individuals who are at high risk for cancer. I realize the privilege my family has enjoyed in
being able to ‘work around the system’, pay for tests out of pocket, and be assertive and educated enough
to know to ask my healthcare providers to keep my medical record free of potentially damaging
information. I founded SOOAR and STAR to educate individuals about risks, to support them in their
journeys of living with risk, and to help pay the expensive costs related to cancer risk assessment and
evaluation. In these roles, I have heard numerous stories from our participants on action or non action
taken as a result of their fear of genetic discrimination. Ihave met women who have had prophylactic
surgeries without knowing if they carried the gene or not because they were afraid of the discrimination
that might result if they were found to be gene carriers. 1have met women who have paid large sums of
money out of pocket for medical tests, even though they had insurance, because of their fear of
discrimination from their insurance companies. I have met women who are afraid to share their health
history with their employer because of their fear of genetic discrimination. Ieven meta woman who was
told by her insurance company that they would pay for genetic testing only if she agreed to have
prophylactic surgeries should her results be positive.

Dear Members of the SACGHS, 1 plead with you to use your influence and power from the committee to
assure the passage of the Genetic Information Nondiscrimination Act in the House of Representatives.
The fear of genetic discrimination had touched mine and many others’ lives. In order to receive the best
healthcare, we must all have the freedom to share openly and honestly our healthcare needs and concermns
without the fear of discrimination. Please feel free to contact me if you would like additional information.
Thank you for your time and attention.

Sincerely,
Celia A. Boyne-Schuh
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Sarata, Amanda (NIH/OD)

From: Mary A. Brown §aisisiSigpm
Sent:  Saturday, August 21, 2004 12:27 PM

To: Sarata, Amanda (NiH/OD)
Subject: genetic discrimination and TSC

Dear Amanda,

We experience discrimination in a different form than what I read in Vicki's statement. We had to file due
process against Pandora-Gilboa Schools in Pandora, Ohio because the school refused to provide services for our
daughter. They had mainstreamed the special needs children without appropriate supports or providing a
continuum of services. During our hearing the school's attorney, John Britton, made the statement that our
daughter's disability was due to a genetic condition therefore our request for services did not apply. This has
bothered me since I heard such an uneducated statement from an attorney for Ohio School Boards.

Thank you,
Mary A. Brown
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Sarata, Amanda (NIH/OD)

From: Lynda Carrion

Sent: Friday, September 24, 2004 4:09 PM
To: Sarata, Amanda (NIH/OD)

Subject: Genetic Discrimination

I can answer yes to the following:

Fear the potential impact of genetic discrimination on either health insurance or
employment.

Have paid out-of-pocket for services to exclude genetic information from medical records.

I saw a neurologist who kept the word Huntington's out of my file and also urged me to pay
out of pocket for the predictive test. I paid cash for the visits and the predictive
test. Since my results were positive, I fear genetic discrimination may affect my long
term disability insurance through my employer.

Let me know if you need any more info!
Lynda Carrion
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Sarata, Amanda (NIH/OD)

From: "

Sent: ) Friday, August 20, 2004 9:45 AM
To: Sarata, Amanda (NIH/OD)
Subject: Genetic discrimination

Attention Amanda Sarata

I have lost interviews due to my condition H E D (I barely perspire and have few teeth. I
can't afford the necessary surgeries to correct my jaw deformity. and the peice of
implants are roughly 1,000.00 each. So I have a bad set of teeth. I have been asked in
interviews if I play Hockey. I can't always go on management sport functions if it is too
hot. I have been accused of not being a team player due to this. People generally show
disbelief when I mention my condtion. Sadly Even my father (when I was young ) said I
wouldn't be a real man when I grew up. This isn't easy to write about. If I remember any
more incidents I will e-mail you.

Sincerely,

Jay Daniels

-43 -



Sarata, Amanda (NIH/OD)

From: Laila Gillamginliaiinu—y®
Sent: Thursday, August 26, 2004 12:21 AM
To: Sarata, Amanda (NIH/OD)

Subject: genetic discrimination

Hi,

My son has experienced genetic discrimination with regard to obtaining
1ife insurance. He is 2 years old and in good health, but he probably
has a genetic condition called Freeman-Sheldon Syndrome. We are not
able to test him for it because the genes involved haven't yet been
found.

I applied for life insurance for both of my children, but my son's
application was denied. It was not on the basis of his health (which
is good), but on the basis of his probable diagnosis. There is no
evidence that someone with this condition has a shorter lifespan than
average. He was denied simply because he has a genetic condition. In
my opinion, the insurance company should have been required to at least
give him a physical before determining his insurability.

I hope our experience is helpful to you.

Sincerely,
Laila Gillam



September 28, 2004

Rejections for Insurance

Shortly before I was married, my father was diagnosed with Huntington's
Disease. Yes it was a shock and yes I was upset, but it wasn't until
several years later that I "knew" what Huntington's Disease was. I was
told it was genetic and I could be tested, but I was young and strong
and in love and life wouldn't do that to me. After I watched my Dad
disintegrate quickly over a short few years, it hit me. This could
happen to me. But now "I" was "We".

I had been blessed with a beautiful daughter and if I had it, not only
would I probably not be able to raise my daughter, but she could also
get HD from me. I looked into getting tested and also into insurance,
life insurance in particular, because my dad advised me to. He was
suddenly stuck with the coverage he had before he was diagnosed.

Also my dad had purchased a car and had bought the insurance that if
you die or become disabled the payment would be made for you. After he
went on disability at work, he put in the collect for the car and they
denied him because HD was genetic (implying he knew about it and bought
the car and the insurance knowing that it would be paid off shortly and
it was purchased too close to him being diagnosed. They did however
reimburse the amount paid for the insurance.

I didn't want the same thing to happen to me. I didn't want the
assurance of an insurance policy and then in the event that I was
positive, the company coming back to my family and saying, sorry HD is
genetic and it doesn't count, but we'll give you back the premiums that
you've paid.

So, 1 was up-front when applying and stated on all of the applications
that I was at risk of HD. The insurance agent that was already
insuring our cars, house, and business submitted it to the several
companies he did business with and came back to me saying that none of
them would insure me until I was tested for HD and it came back
negative.

I then went through a friend that was an agent and he had similar
responses from some of the companies he worked with, but, one of them
did come back with a proposal. They would cover me but with an
increased premium, about 6 times the amount I would have normally paid.

I agreed for lack of anything better and cancelled the policy when my
Test results came back negative.

Because of MY difficulty obtaining a policy I was also concerned about
how hard it would be for my daughter to get on too. If I had problems
when I was at risk after my dad had already tested positive, then if I
had happened to be positive, my daughter would suddenly be at risk as
well. Because of this I secured a policy for her . ’
Before my testing, making sure that she could raise it every so many
years without a physical or any questions being asked.

I understand that I was an unusually high risk for the insurance
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companies to consider. But I had always thought that was what
insurance was for. The well pay for the not so well, the living pay
for the dying, and some live longer than others. The risk is part of
the business. Apparently I was mislead in my thinking because only the
confirmed well can get the insurance and the possibly dying can be
denied coverage.

Sincerely,

Joeline Hollar (Hardt)
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Sarata, Amanda (NIH/OD)
From: aecoyiSnuy

Sent:  Friday, August 20, 2004 6:27 PM
To: Sarata, Amanda (NIH/OD)

Subject: Genetic Discrimination

Dear Amanda Sarata:

| am a parent of a child that has Hypohydrodic Ectodermal Dysplasia genetic disorder. 1 am writing this letter in
hopes to support and document the genetic discrimination my son has received with the medical and dental
insurance companies.

| understand that President Bush has called for Federal legislation to prohibit genetic discrimination in health
insurance and employment, but there is current opposition and this is preventing further progress in the House. |
understand it is considered that there is insufficient evidence that genetic discrimination is occurring and thus
legislation is not warranted at this time.

This letter will support President Bush's call for legislation as | know from direct experience that there is health
insurance genetic discrimination. My son is in high school, therefore | cannot speak for the employment
discrimination but | will explain my experiences throughout Sean's years of growing up.

Sean was diagnosed with Hypohydrodic Ectodermal Dysplasia in 1987, when he was 13 months old. When he
turned approximately 2 years old, we started dental work with him. Our first experience with dental insurance
rejection occurred when we applied for Sean's dentures. Each step of the way, through the next 15 years, Sean
has tried to receive dental or medical insurance but has been rejected stating, "It doesn't matter that he has a
genetic disorder and he has missing teeth. Our policy does not cover dentures, partials, crowns, or implants with
preexisting missing teeth.” Unfortunately, these missing or deformed teeth were due to his genetic condition and
not due to poor and irresponsible oral hygiene. This treatment becomes a "medically necessary” concern and
should be reviewed as such.

'What is most important to consider for these young children and young adults, is that with deformed, pointed or
missing teeth, a person's diet is inhibited causing medical problems and this person's self-esteem and well-being
are affected? By supporting dental or medical coverage for a genetic disorder, you will eliminate medical and
psychological treatment coverage's for this individual.

Also, the genetic discrimination goes beyond the dental arena. Many of these children and adults do not have
sweat glands, therefore they need air conditioning in the schools and workplaces. Many schools do not have air
conditioning and the medical insurance programs will not support the cost to accommodate this medically
necessary treatment for their genetic disorder.

Hypohydrodic Ectodermal Dsyplasia is just one of many genetic disorders. | hope my letter will explain the need
for nondiscrimination health insurance coverage and employment. Genetic discrimination definitely occurs and it
is very frustrating we cannot get health insurance coverage for a genetic disorder, particularly relating to dental
treatment. :

Pam Kennedy

o

St. Petersburg, FL 33701
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Re Genetic Discrimination

Sarata, Amanda (NIH/OD)

From: McCarty, Terence L gy
Sent:  Thursday, September 23, 2004 4:46 PM

To: Sarata, Amanda (NIH/OD)
Subject: Re Genetic Discrimination

My wife was diagnosed with Huntington's Disease approximately ten years ago. She is in the middle stages
of this incurable disease. Some of the problems we faced with insurance coverage was that if we treated
just the symptoms and did not give a title of "Huntington's Disease" to it, the insurance company covers it
under major medical. If however she needs fo see a psychiatrist, in addition to our family doctor and her
neurologist, it is billed differently under psychological care. The insurance company has a much lower “cap"
on providing in-patient or out-patient psychiatric care. I have tried to explain that her condition is genetic
and affects all of her being, not just psychological, but to no avail. So with the doctor’s assistance, we try
to submit claims that avoid any psychological reference.

Also, Huntington's Disease is one disease that automatically disqualifies the person with it for any long
term care insurance. There is no company that will provide that insurance, even if one was to pay into the
policy for decades before it is needed. My financial future looks bleak as she will eventually need
admittance to costly nursing homes. Once I deplete our savings, the equity in our home and whatever other
assets we might have, I might be able to qualify her for Medicare. But my fear is, what do I spend to
support me and my living needs?

And if you're looking into other areas, if I needed to put her in a nursing home this week at age 47, I
cannot find a single nursing home that will accept a Huntington's Disease patient at her age. Apparently
there are laws that require the nursing home to provide programs, etc. to younger patients and apparantly
the average age in a nursing home is 70+ so no one wants fo assume the responsibility for a younger and
totally disabled patient. The is an organization online, www.aplaceformom.com which assists in locating
nursing homes. After four months, I was informed that they couldn’t find anyplace in Southern California
that would accept my wife if I needed a nursing right now. She will not live to be 60 or 70, that's for
certain.

I have two children, both married, who have a 50% chance of inheriting this godawful disease from their -
mom. If it is too late to help my wife, then we need to protect the kids. '

Thanks.

Mr. Terry McCarty
Lakewood, California
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Sarata, Amanda (NIH/OD)

From: Rick and Sandra McElwee mminnntiiasumeV
Sent:  Monday, August 30, 2004 12:13 PM

To: Sarata, Amanda (NIH/OD)
Subject: Genetic Discrimination

What about prenatal testing designed to discriminate against those with genetic 'imperfections' in the spirit of
eliminating them? :

Sandra McElwee
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Sarata, Amanda (NIH/OD)

From: Beth Pletcher

Sent: Tuesday, August 31, 2004 1:12 PM
To: Sarata, Amanda (NIH/OD)
Subject: Genetic Discrimnation

Although I will not be able to attend the meeting, I thought I would-
share with you my own personal experience with genetic testing. Ironic
I suppose since I am a practicing clinical geneticist. Because of a
strong family history of premenopausal breast cancer on my Dad's side of
the family, I asked my 24 year old cousin with breast cancer to undergo
BRCA1l and 2 sequencing on my behalf about three years ago. Because her
insurance only covered 80% of the cost, her sister and I paid the
difference, since this was for our own medical information. When a
point mutation in BRCAl was identified, I chose to have mutation testing
for a much lower fee - $295.00 at the time. Because of some concerns on
my part about the potential impact of these results, not on my health
insurance, but rather life and/or disability coverage, I decided to pay
out of pocket for the testing. When the test results showed that I did
not carry the family mutation, I submitted the bill to my insurance
carrier for reimbursement. They rejected my claim stating that this was
"routine screening” not covered under my traditional health plan.
Clearly they were wrong...I was most concerned since I had been working
with this very same insurer to develop a breast/ovarian cancer screening
policy in the year prior to my testing. Nevertheless, I filed a
complaint and the testing was eventually covered. Although I had some
individual concerns about this testing and my future insurability, I
have more concerns about patient access to coverage for molecular based
genetic testing. More than 3/4 of my patients cannot get DNA based
genetic testing done because of overwhelming insurance obstacles and the
sheer expense of such testing. Patient in HMOs or even PPOs usually are
reguired to use a single large commercial laboratory; these laboratories
do not do molecular testing for the vast majority of genetic conditions
under consideration and will not send out to the specialty labs that do
such testing. Examples would be Myriad Labs for cancer genetic testing,
Athena for neuromuscular disorders, U of Chicago or Baylor or Univ of

PA for specific disorders - CMT/lissencephaly/von Hippel-Lindau
etc....Genetic discrimination is less of an issue today perhaps because
of the difficulty in getting appropriate testing for patients who do not
have insurance, are enrolled in HMOs or do not have the financial
resource to pay for this testing. Patients can get MRIs when indicated,
but not molecular genetic testing. This disproportionately impacts
patients who are poor, uninsured or under-insured. Until there is a
system in place to ensure that all patients can have access to
appropriate genetic tests, the issue of genetic discrimination will only
be the tip of the proverbial iceberg. Thanks. Beth A. Pletcher, MD,
FAAP, FACMG
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Sarata, Amanda (NIH/OD)

From: JdssiiSmsina” :
Sent:  Wednesday, September 01, 2004 11:32 AM

To: Sarata, Amanda (NIH/OD)
Subject: Genetic Discrimination

‘Ms. Sarata,

t was informed that you are looking for public opinion on genetic discrimination. My son, was a victim of such
discrimination, all his life.

He was born 2 months premature, to a birthmother who had no prenatal care. He was bom with Down syndrome
and a heart condition called TOF (Tetrology of Fallot). My husband and | brought him into our home at 6 weeks
old. Two weeks later, he had a medical crisis and had oxygen sats in the teens for over 7 hours. A "normal”
person has sats of 99 or 100%. Alex survived, but doctors said that he had no brain function. They never looked
at him, only at papers with test results on them. They said, there was no way, he could have any brain function
left. The adoption agency took him out of our care, "for our own good", saying he would destroy our family and
our marriage.

Alex was sent to an institution to wait to die. A feeding tube was inserted, because doctors said he would never
eat normally. They said he was blind, deaf, had seizures and would be dead in six months. Fortunately for Alex,
he could not read their predictions. My husband and | fought and 11 months later, brought our son home and
adopted him. We found that he was neither blind nor deaf. He had never had a seizure and he began to eat and
drink by mouth.

But, we would still come face to face with doctors who would say things like "He'd be better off dead" or "We didn't
do him a favor by saving him". His cardiologist said that he would someday need a heart/lung transplant, but he
would never get one because of having Down syndrome. But, Alex continued to thrive and by age four he was
walking and talking and eating like a child with Down syndrome. Not perfectly, but much more than anyone ever
predicted. At age four, he was in his last year of preschool, one with children like himself, and one with his
"normal” peers.

In the spring of 2000, his cardiologist told us that he was doing so well, that he did not need to be seen for a year.
(He had normally been seen every three months). That winter he was having recurring sinus problems and his
pediatrician prescribed a sedated CT scan. We took him to the hospital, where a child with his history should
have had a one on one nurse. There should have been resuscitation equipment in his room, according to hospital
procedures. My son, who at age four weighed about 30 pounds, was given twice the adult dose of sedation,
because his nurse didn't bother to double check it and have someone sign off on it. (Again hospital procedure).
After the CT scan, he was put on a heart monitor, which | later found out the nurse had turned the alarm off,
because the noise it made annoyed the nurse! My son was left alone and not checked on (in person) all
afternoon. He was only monitored by the monitor at the nurses station. At 5 PM. Four hours after the CT scan,
he flatlined. | had to alert someone, as no one was watching his monitor at the nurses station. When someone
came, the proper equipment was not there to perform CPR. The crash cart across the hall was ignored, and one
from two floors away was called. My son was revived, but the damage was done, and he was pronounced brain
dead two days later on 12/31/00.

The hospital quickly decided to try to blame me for his death, because | was the one that found him. A lawyer
spent 30 minutes with his file and discovered the truth. The hospital was sued and we settled. But, they still
maintained that his life was worth nothing, and they had actually "done him a favor.” His cardiologist, who had
released him from treatment for a year, suddenly said, he had been dying and a transplant would have been his
only hope. He never told us because he knew we would never get one.

Our family was devastated by the loss of our son, and we are even more worried, because our other three
children, also have disabilities. We worry about genetic testing on fetus' because many parents would be
pressured to end the child's life, before they are even born. Or if the parent decides to have the child, that
insurance companies would refuse to cover that child. | could tell you hundreds of stories about battles we have
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fought with the insurance company to get services for our children with disabilities.

| know this letter was long. | am sorry. |just wanted to make sure to get everything in. The future of my children,
and all children like them, rests in the governments hands. ! pray that you will choose to see these children as
people first, instead of disabilities. They are people, like anyone else, and deserve to be treated with the same
dignity and respect.

Thank you,

Sue Saladino
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Sarata, Amanda (NIH/OD)

From: \(iumuiiasy
Sent:  Friday, August 20, 2004 5:49 PM

To: Sarata, Amanda (NIH/OD)
Cc: Wetexas4@aol.com
Subject: Re: Genetic Discrimination Stories Needed for Hearing

Dear Ms. Sarata,

My son Christian has Ectodermal Dysplasia as well as asthma. Our health insurance was wonderfully
inexpensive until he was diagnosed. We worked for a smaller company that was unable to offset the "cost" of his
care and everyone's rates went up. My husband's employer was a good man who fooked out for our best
interests as well as those of his company, but in 3 years we've been with 3 different insurance companies. Our
rates for everything keep climbing. The irony, to me, is that after much petitioning for coverage of my son's
dentures under our medical policy and being denied repeatedly, he is the heaithiest of our bunch! Baylor Medical
school has taken up his oral care and his asthma is completely under control. He requires an allergy prescription
and that's it. Unfortunately, we look terrible "on paper”. My husband has changed jobs to a larger company, but |
am afraid this will plague us forever for something completely out of our control to fix. There should never be
descrimination against anyone for a genetic condition. This is wrong. Thank you for your efforts on our behalf.
Sincerely,

Stephanie Schmidt
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Sarata, Amanda (NIH/OD)

From: Renee Shean giuuynsumy
Sent: Wednesday, August 25, 2004 8:59 PM
To: Sarata, Amanda (NIH/OD)

Subject: Genetic Discrimination

Story of Discrimination

T am now 43 and was born with a rare genetic disorder called Freeman Sheldon
Syndrome. It can affect many areas of the body, but generally the hands, feet, and facial
features are the most common and most noticeable. By outward appearance, I had a
somewhat mild case, which affected my hands and face. My differences never caused me
any physical pain or kept me from performing everyday activities and otherwise living a
“normal” life. However, others reactions and perceptions of me often made life very
challenging. The following story is an example of one of those challenges where I was
discriminated against many years ago when I applied to a medical assisting school.

I was 19 and never really thought I was smart enough to go to a 4yr college, so I thought
this 6mo medical assisting course sounded like a great way to learn a skill and get a job.
When I went to the school the Representative was very excited as she showed me around
the school and convinced me to sign up for a student loan. There was no mention of
concern or doubt in my ability to handle the course, that is until the first day of class.

I was called out of class within the first hour of the first day, to go and speak to the
Director of the school. He was a very large intimidating older gentleman and I was

a quite petite, and very naive 19yr old. He proceeded to tell me that he thought it would
be best if I dropped out of the school because he was sure that I would have too much
trouble learning and performing all the necessary skills in order to graduate, and he just
didn't want to see me get hurt, so he was just trying to help me. Of course I was in
shock, I just thought, "doesn't want me to get hurt, it's a little late for that now".
Surprisingly enough, this was probably the first time I had ever really had someone tell
me they didn't think I could do something. I had always been raised that I could
accomplish anything I set my mind to, I may not do it exactly the same way everyone
else does, but the end result was the same. So 1 tried to explain that to him, while
holding back tears, and he told me I should just go home and think it over very carefully.
So I went home, and in tears, I told my mom what had happened. At this point I was
devastated and not sure if I even wanted to go to the school any more, but my mom was
determined that they were not going to get away with this. She called her lawyer, who
then called the school, and before the day was over the Director was calling my mom and
apologizing all over the place for the "misunderstanding”. Since I was so upset by the
whole thing they agreed to let me wait and start the following month.
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However, all was not forgotten, on their part anyway. Once I started, for the second
time, I was again called in on my first day and told that they wanted me to sign a waiver
saying that the school would not have to guarantee job placement upon graduation,
something they did for everyone else. They said that with my, "problems" as they called
it, they couldn't be sure that they would be able to find me a job. O.K., at this point I was
no longer upset, now I was mad. Obviously I could have called my lawyer again and
fought them, but I at that point I just wanted to go to school, and since, up until then, I -
had always been able to get whatever I wanted, I figured I could find my own job without
them. '

So I finally started class, and graduated with the highest score, but it was not without a
lot of extra work, literally. What I mean is, apparently the Director had told at least one
of the instructor's to make sure that I performed every check-off (or skill) at least twice
before I was allowed to move on, (I guess, hoping they could make me quit). At firstI
thought I was just imagining it, but then it became obvious. So much so, that the other
students were even coming up to me and asking why I was having to do everything so
many times when it was obvious that it was ok the first time, I just acted like I didn't
know. I was determined that they were not going to get to me, so I stuck it out, down to
the last day.

The day before graduation I still had one check-off left that she had made me re-do at
least 4 times, and then I still had to take the final exam. So at the end of the day, she
still refused to check me off on the last skill, and told me that I would have to come back
in the morning try and check off and then take the exam, and if I passed then I could
graduate.

So I was there bright and early and I guess at that point she just couldn't justify failing
me one more time, so she let me check off, and then handed me my final exam, which
was over the whole six month course. Of course there was no way I had been able to
study for this, but all I could do was try. So after the exam I waited to see if I had
passed. Just before the ceremony she came in to say it was almost time, but said nothing
about my score. Someone else spoke up and asked, "What about Renee?” "Oh," she
whispered, "she got a 98." Of course everyone else congratulated me, but she just turned
and walked away.

Ultimately I never really got a job as a medical assistant, not because I couidn't find one,
but because I realized I was a lot smarter than I thought and decided I did want to go to
college after all. I did however, do my one-month externship in a general surgeon's
office, where I was able to perform all my tasks just fine, and even assisted in a minor
surgery to remove a cyst. '

P.S. I did go on to college where I received an A.A. in Business Administration, a B.S. in
Marketing, and eventually a Teaching Credential in Elementary Education.
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Secretary's Advisory Commmittee on Genetics, Health, and Society
Office of Biotechnology Activities

National Institutes of Health

6705 Rockledge Drive, Suite 750, MSC 7985

Bethesda, Maryland 20892-7985

Dear Members of the Secretary’s Advisory Committee on Genetics, Health, and Society,

] appreciate this opportunity to share my concemns as part of the October 18
hearing on genetic discrimination. I hope very much that the evidence and testimony
gathered during this hearing will lead to speedy and decisive passage of strong genetic
nondiscrimination legislation in Congress.

Ten years have now passed since the world was electrified by the discovery of the
first genetic mutation linked to breast cancer in 1994. In that short decade, scores more
genetic links to disease have been identified, dozens of genetic tests have become
commercially available, and genetic technology has become firmly embedded in the
practice of medicine.

As technology has raced ahead, ethical, legal, and social challenges have
presented themselves. We are now faced with critical questions about how we, as a
nation, will allow genetic information to be handled and used.

Almost nine years ago, I introduced the first legislation in Congress to bap genetic
discrimination in health insurance. I considered the bill to be a simple, straightforward,
noncontroversial proposal that would pass easily. I could hardly have imagjned that six
years would pass before the House held the first hearing on the issue, and far more than
that witbout any meaningful action at all. At this point, it Jooks all but certain that the
108" Congress will also adjourn without acting on genetic discrimination, postponing
this issue for another year when time is already short.

Genetics — A Primer

PRINTED ON 100% RECYCLED PAPER
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No human being has a perfect set of genes. In fact, every one of us is estimated to
be genetically predisposed to between 5 and 50 serious disorders. Every person is
therefore a potential victim of genetic discrimination.

Simply carrying a given genetic mutation almost never guarantees that one will
fall ill, however. A genetic flaw simply confers a level of risk upon the carrier. Today,
with our knowledge of genetics still in its infancy, scientists have only a rudimentary
understanding of how much additional risk a genetic mutation may carry. We have
virtually no understanding of how environmental factors — such as diet, smoking, and
exposure to chemicals or radiation — interact with genetics to cause diseasc.

Given that scientists cannot accurately predict when or whether a carrier will
develop a genetic disorder, it seems ludicrous to allow this information to be used by
health insurers or employers to discriminate. An insurance bureaucrat or human
resources professional would be as accurate with a dartboard as with a genetic test result
in predicting who will get sick.

Genetic Discrimination — Cases and Fears

Some have called the legislation in Congress “a solution in search of a problem”
because they state that genetic discrimination is rare, if it happens at all. Unfortunately,
genetic discrimination is occurring:

e In 2000, the Burlington Northern Santa Fe Railroad performed genetic tests on
employees without their knowledge or consent. The workers involved had
applied for workers compensation, and the tests were being done in hopes of
undermining their claims.

» A Kentucky family was denied health insurance for their children because they
were known to be carriers for a genetic disorder —~ even though they did not have
the two copies of the mutation required to become ill.

e A North Carolina woman was fired after a genetic test revealed her risk for a lung
disorder and she began the treatments that would kecp her hcalthy.

e Inthe early 1990s, Lawrence Livermore Laboratories in Berkeley was found to
have been perforrning genetic tests on employees without their knowledge or
consent for years.

= Inthe 1970s, many African Americans were denied jobs and insurance based on -
their carrier status for sickle cell anemia — again, despite the fact that a carrier
lacks the two copics of 2 mutation necessary to get sick.

It s imperative that Congress stop this practice before it becomes widespread.
Moreover, the fear of genetic discrimination is playing a major role in many patients’
decisjons about whether to take a genetic test or participate in genetic research. A survey
of 159 genetic counselors found that 108, or 68%, would not seek insurance
reimbursement for a genetic test for breast or colon cancer due to the fear of
discrimination. Sixty percent would not share the informatiop with their colleagues due
to the fear of discrinination in the workplace. Several other studies have shown that the
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fear of discrimination plays a significant role in decisions about whether to take a genetic
test, whether to do it under one’s own name, paying out of pocket versus seeking
insurance reimbursement, and with whom the information would be shared, including
health care providers, coworkers, and family members.

House Legislation, H.R. 1910

I am proud to be the author of HR. 1910, the Genetic Information
Nondiscrimination in Health Insurance and Employment Act. This legislation currently
has the support of 242 bipartisan Members of Congress and has been endorsed by over
300 organizations that care about health issues. Despite this broad support and ap
aggressive grassroots campaign, the House has taken no action on H.R. 1910. In July, the
Education and the Workforce Subcommittee on Employer-Employee relations held a
single perfunctory hearing on the issue of genetic discrimination. Afterwards, the
chainman was quoted in the media as saying no further action would take place due to
legislative gridlock in the House of Representatives. This represents nothing more than a
simple lack of political will on the part of committee and subcommittee chairmen.

In April, an article in Congress Daily AM described the lack of action on this
legislation as “a textbook case of obstruction by inertia.” The article also identified the
U.S. Chamber of Commerce as the primary interest group lobbying Congress not to take
up this bill. Unfortunately, this organizatjon continues its misguided opposition to this
bill, seeking to deny to tens of millions of Americans a shield against genetic
discrimination.

Senate Action

Throughout the first half of the 108™ Congress, a group of committed Senators
came together to negotiate a compromise genetic nondiscrimination bill. Under the
leadership of Democratic Leader Tom Daschle, Majority Leader Bill Frist, Health
Committee Chairman Judd Gregg, Health Committee Ranking Member Edward
Kennedy, Senators Olympia Snowe and Tom Harkin, among others, the Senate produced
a mutually agreed-upon version of the legislation. In October 2003, the Senate passed S.
1053, tbe Genetic Information Nondiscrimination Act, by a unanimous 95-0 vote. The
White House issued a Statement of Administration Policy expressing its support for this
legislation.

Here in the House, S. 1053 has not even been referred to committee. Instead, it
has been “held at the desk” for the past year at the direction of the House leadership.
This action ensured that it would impossible to take up this bill from a parliamentary
perspective cven if a committee wishes to do so.

Myths About Genetic Discrimination Legislation
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Those opposing S. 1053 and H.R. 1910 have made a number of arguments in
opposition. I have reviewed these concerns at some length and would like to share my
conclusions.

1. There is no evidence that employers or insurers are, in fact, engaging in
discrimination based on genetic makeup.

Several cases have emerged where employers did indeed engage in genetic
discrimination or attempted to do so.

Congress should not wait to act until hundreds or thousands of people have
ecxperienced genetic discrimination. Today, the opportunities for genetic discrimination
are limited precisely because people are not taking genelic tests for fear that this
information will be used against them. By doing so, however, they are denying
themselves valuable information that they could use to make important health care
decisions.

2. Genetic information can be useful in making some employment decisions. For
example, a health condition likely to cause seizures could properly be considered a threat
to others if the employee were a bus driver or an airline pilot.

Scientists and geneticists have been unable to ideptify any existing genetic
test that would guarantee that a person would develop a condition that would poese a
significant danger to others. A genetic mutation only confers a higher risk of
developing a disorder; it is not a guarantee. Moreover, few such conditions develop in
adulthood snddenly or without warning. Should such a genetic test exist in the future,
however, the legislation passed by the Senate would permit employers to test workers and
make decisions in accordance with any guidelines produced by OSHA.

Expecting a human resources professional to interpret a genetic test accurately is
about as realistic as asking them to predict the weather for October 2009. The vast
majority of genetic tests have no bearing whatsoever on an individual’s ability to perform
the duties of his or her job today. Employers should not be permitted to deny job
opportunities to entire categories of workers on the theory that a person might get sick

someday.

3. It’s too difficult for employers to comply with 50 different state laws. If Congress
enacts legislation barring employment discrimination based on genetic information then
it should include a safe harbor providing that employers in compliance with the federal
standards cannot be liuble under state or local laws banning such discrimination.

A federal Jaw can provide valuable uniformity, but it does not have to
tramplc states’ rights in the process. At present, over 30 states have passed laws
dealing with some aspect of genetic discrimination, but they are a patchwork of different
definitions, standards, and remedies. A federal “floor” would provide a coherent national
statemnent of policy while allowing states to pass additional protections for their residents
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if they so chose. This is the same model followed by civil rights laws, the Health
Insurance Portability and Accountability Act (HIPAA), and numerous others.

Congress has a long history of avoiding state pre-emption whenever possible in
deference to states’ rights. If a given state wishes to be more explicit or extensive in
banning genetic discrimination, it should have the right to do so.

4. It makes sense to allow a genetic nondiscrimination law to expire. Any federal
legislation should include a sunset date at which time Congress can decide how
effectively the law has worked and whether it should be reauthorized.

Congress routinely uses its committee oversight and hearing processes to
examine whether existing laws need to be updated or changed. A sunset could only
create a dangerous situation where the law would lapse and genetic discrimination would
become legal after a period of being banned.

No major law protecting Americans’ rights has ever contained a sunset -
including the Americans with Disabilities Act, the Civil Rights Act of 1964, or the Health
Tnsurance Portability and Accountability Act. There is no reason why genctic
discrimination should be banned only temporarily.

5. A genetic nondiscrimination law can be effective if it only protects the genetic
information of immediate relatives. Genetic discrimination should only be illegal if the
employer has direct knowledge of the historv of an inunediate family member related by
blood, not more distant relatives.

If an employer engages in genetic discrimination, it should not matter how
close or distant the blood relationship is. The legislation before Congress does not
penalize employers from coming into possession of family medical history or other
genetic information inadvertently. It does, however, prohibit the employer from using
that information to discriminate. If all genetic information is not protected, Congress
could create a perverse loophole that would allow employers to discriminate based on the
genetic mutations of distant relatives, but not close ones.

The Senate-passed bill would not outlaw a casual workplace conversation where
someone mentions that an uncle or cousin died of cancer. But it would bar employers
from using that information in decisions about hiring, firing, promotions, and other job-
related bencfits.

6. Only actual genetic tests should be protected. A bill should focus on employment
discrimination based on genetic tests, not family history.

There is no reason to allow employers to discriminate based on an
individual’s family medical history. A healthy worker should not be denied jobs or
opportunities based on a relative’s health status. The fact that a person’s parent, cousin,
or great-uncle died of cancer or Alzheimer’s should be irrelevant to an employer.
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As stated above, the bills before Congress would not outlaw a casual workplace
conversation about a relative’s illness. But employers would be prohibited from using
that information in determining the terms and conditions of employment.

Conclusion

Congressional action on genetic discrimination js long overdue. The House of
Representatives is doing a tragic disservice to the people its Members are swom to serve
by allowing this practice to continue. I appreciate your effort to bring attention to this
issue by holding this bearing. 1hope very much that your efforts will spur Congress to
act quickly.

The American people desperately want these protections in federal law. The
Genetics & Public Policy Center at Johns Hopkins University recently released a set of
surveys on the public’s views about the privacy of genetic information. In 2002, 85% of
those surveyed did not want employers to have access to their genetic information. By
2004, that number had risen to 92%. Jn 2002, 68% of those surveyed said their genetic
information should be kept private from health insurers; by 2004, it had increased to
80%. Clearly, overwhelming majoritics wish to keep this information out of the hands of
insurers and employers, who may use it to undermine rather than advance an individual’s
best interests.

The arguments against this legislation are no more than delaying tactics. Action
is already long overdue. The Sepate has passed S. 1053 umanimously; the House of
Representatives should follow suit as quickly as possible.

1 look forward to working with the members of this committee to protect all
Americans against genetic discrimination in health insurance and employment. Again,
thank you for this opportunity to add my voice to the millions of others calling for action
on genetic discrimination.

Sincerely,

Louise M. Slaughter
Member of Congress
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Sarata, Amanda (NIH/OD)

From: Jennifer Stephensé
“Sent: Thursday, August 19, 2004 4:47 PM
To: Sarata, Amanda (NIH/OD)
Cc: ' info@nfed.org
Subject: Genetic discrimination legislation

NFED (National Foundation for Ectodermal Dysplasias) suggested that I
contact you regarding the effect of genetic discrimination on our family,
due to the pending legislation on genetic discrimination. We strongly
support the legislation that President Bush has proposed that would
eliminate or limit the effects of genetic discrimination.

My 3 year old son, Cooper Stephens, has Ectodermal Dysplasia (ED), which is
a genetic disorder affecting the outer layer of the skin. My twin 18 month
old sons, Ben and Sam, are carriers of the disorder. The effects of ED
include severely deformed and/or missing dentition, hair, skin and nail
problems, jaw malformations and a reduced ability to sweat. (Information on
the disorder may be found at www.nfed.org) Though my sons are young and
Cooper is just beginning his treatment, we have already experienced genetic
discrimination and fear that it will only worsen.

Ectodermal Dysplasia is a horrifically expensive condition to treat...in
Cooper's case, estimates of the out of pocket cost of his treatment run as
high as $75,000 before his 18th birthday, with more to come in adulthood.

We have already been told that insurers in our state (and, according to
NFED, in nearly all 50 states!) are able to refuse us coverage due to the
fact that treatment for the disorder focuses primarily on dental issues.
Insurance companies are essentially "separating the mouth from the body" and
refuse to cover treatment under medical policies which insure coverage for
other genetic anomalies.

Basically, insurance laws in all 50 states do not require insurers to
recognize that this is a genetic condition with whole-body effects, with the
end result being that these children may seek coverage only under dental
policies. Dental policies generally do not cover the extensive surgeries,
prosthetics and orthodontics required to treat these children...they
generally cover only basic preventative care for "sound, naturally occuring
teeth." So, the end result is that children with ED are discriminated
against as a group and must pay for treatment out of pocket or suffer the
jaw disintegration, nutritional issues, speech issues and social ostracism
that result from going without treatment.

Families who fight for insurance coverage must do so over and over again
each time they switch insurers, often unsuccessfully. Each time a family
takes on a new.job with new insurance, the possibility also exists that ED
will be considered a "pre-existing condition" and treatment refused.
Lobbying for change at the state level is costly and time consuming.
Something must change!

My hope is that legislation preventing insurers from discriminating against
genetic disorders will force them not only to cover ED treatment under
medical policies, where it rightly belongs, but also to prevent it from
being categorized as a pre-existing condition. This would prevent my child,
as well as generations of others, from having to choose between paying for
his treatment, or paying for his college tuition!

Thanks for your help with this.

Jennifer Stephens

Richardson, T§ ’!082

L
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Sarata, Amanda (NIH/OD)

From: Kari Stubbs _

Sent:  Tuesday, September 14, 2004 10:42 AM
To: Sarata, Amanda (NIH/OD)

Cc: Kari Stubbs

Subject: genetic discrimination

I am sending you this email as part of your information gathering process for the
hearing on September 18th. It is an issue that is near and dear to me. Please
consider me for "in person" testimony as well as follow up information-gathering.

I am 35 years old. My mother discovered that she had breast cancer at the young age
of 44. Although detected when it was only a small lump, the cancer had already
spread to her lymph nodes in her arm. She underwent a masectomy, and followed that
with aggressive chemo and radiation. The year was 1987, and I was a senior in High
School.

Fortunately, my mother survived. Her doctors watched her carefully, and she was
able to watch her children complete college and marry. On her S9-year well check,
the cancer had returned. Sadly, this time it appeared in the bone adjacent to the
breast where it had started initially. Again, we were fortunate to have gualified
doctors guiding us through the process, and an unrelenting positive attitude on the
part of my parents. My mother participated in the Stem Cell harvest and transplant
process at the University of Omaha. Again, she survived. She welcomed her first
grandbaby, my son, into the world five months later. ({She had been lifting canned
vegetables to build up her strength, so that she would be strong enough to hold
him.) :) More grandchildren were to follow.

A few years later, her spine began to dissolve. Chemo was started again, as well as
some of the more aggressive new drug therapies. Eventually, the cancer won. I lost
my mom in April of 2001, fifteen years after the onset of cancer.

I tell you this background because it is important for you to know. I am a thirty-
five year old female; a single parent with two young children. I have taught third
grade for eleven years, and just took a leave of absence to pursue a PhD with an
emphasis in educational technology. This past year, I went through the process of
getting genetic testing. Knowledge is power, and although a difficult decision,
both my father and I agree that it would be better to know if I am a cancer gene
carrier. My father is a person whom I respect above all others. He was a loving,
supportive force behind my mother's cancer struggles. He fought insurance companies
for the right to have her treated in Omaha. His insurance company repeatedly
declared that she needed to use the local hospitals whose reputations were not as
strong. He made sure that she had the best of care. He is continuing that legacy by
watching out for me, his only daughter.

I absolutely could not have afforded to get the genetic testing done without my
father's assistance. It is an expensive test, and one that is not covered by
insurance plans. We were also both concerned about my age, and the potential
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impacts that the testing might have per insurance companies. I did not want the
fact that I had the test done, let alone-the results, to impact my "insurability"
in the future. We worked very hard with Amy Tranin in Overland Park, Kansas to pay
cash for the testing and code my name and identity as it related to the results. I
plan to "change the world" in the field of education, and will be changing jobs and
insurance carriers repeatedly throughout the duration of my life. If I get cancer,
I don't want to be robbed of the chance to get the best care because my cancer is
determined to be a "pre-existing condition.™ It is a very real concern of mine.

T am sad to think that insurance companies have created an environment in which
they often times prevent you from getting the diagnostic care that you need. Cancer
is expensive: chemotherapy, doctor visits, lab work, drug therapy, loss of work.
The list goes on and on. It seems to clear to me that by having genetic testing you
would increase your ability to detect the cancer at an early phase, thus decreasing
subsequent costs on the part of the insurance companies and individual patients.
Again, knowledge is power. Science has made alarming progress in the field of
cancer detection and treatment. Let's work to create an atmosphere where the
insurance companies work with that scientific progress, not against it.

Kari Stubbs



9/22/04

To whom it may concern:

My family has had some discouraging experiences with genetic insurance discrimination.
When you are self-employed, you don’t have a whole lot of insurance options, but to
purchase an individual plan. Our 4-year-old son was rej ected from every insurance
company that I called because of his inherited Hemophilia B. As a mother of an active
preschool aged child, it is very distressing to know that because your son is unique and
different, you will face extraordinarily high medical costs for care, unlike someone who
have the option to be covered under a group insurance plan. The financial risk took a toll
on us as we tried to take extra jobs, go on COBRA (which broke our bank and almost
financially ruined us because it cost the same as our monthly rent payment), and even
lowered our income so that he would qualify for state funded insurance.

Then as we were faced with yet another unfair genetic situation, the same risks
resurfaced. As I learned my father had Huntington’s Disease, a degenerative brain
disorder (usually diagnosed in adulthood when symptoms occur), I learned that not only
was [ a carrier for Hemophilia (which was not my fault or choice), but that I had a 50%
chance of inheriting Huntington’s Disease as well (not my fault or choice). Because of
my previous experience with “pre-existing condition exclusions”, we found a way to go
around the system and be tested anonymously. I could not risk the chance of loosing my
health coverage and becoming a financial burden to my husband and family, but I needed
to know the results. I saw a genetic counselor that informed me about my options, and
she agreed that anonymous testing would be possible. I then went to be tested with a fake
name, social security number and address, and the cash to pay for the test. After the
results were in, the “alias™ name and results were returned to the counselor and she
delivered our results.

It is a shame that we have to be sneaky and try to avoid the system that is supposed to be
available to help and insure imperfect human beings and their families. No person on this
earth will ever be free of some sort of physical ailment, therefore it is blatant
discrimination on the part of insurance companies to deny coverage for an inherited
disease or disorder that you had no control over inheriting. Obviously there is a risk to
the insurance company financially to cover such individuals, but group insurance plans
do it and thrive. There has to be another option.

Thank you for your time,
Michelle Thompson
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February 12, 2002

ENOCH THOMPSON
A
TEMPE, AZ 85282

Dear \ix THO‘\IP:ON

We have reviewed the mediczlly underwrtten application you submitted for CIGNA Private
Practice Plan of Anzona's Individual and Family Plan and regret to advise that membership has
not been approved for

Person: Due toa history of:
ENOCH HEMOPHILIA B FACTOR

If you would like this decision reconsidered, submit in writing your request and any addidonal
information. For more details refer to the enclosed SUMMARY OF RIGHTS FOR ADVERSE

UNDERWRITING DECISIONS. If more than one person was applying for coverage please
notify us by calling the number below if you would like the application to be processed without
the above person(s).

As CIGNA HealthCare previously advised you in the apphcanon materials, you may be eligible
for coverage under our HIPAA Individual Pormability Plan in the eveat you have lost
employment-related group coverage in the last 63 dars.

Thank you for your interest in CIGNA HealthCare of Arizona's Individual and Family Plan. We
regret we are unable o assist you with your health care needs at this time.

Sincerely,

Medical Underwriting Department
CIGNA HealthCare of Anizona

11001 N. Black Canyon Hwy., Suite 300
Phoenix, AZ 85029

602.861.8200
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. BlucCross | MEDICAL RISK ASSESSMENT
YAV, @ BlueShield Post Office Box 13466 Phoenix, AZ 85002-3466
R 4 01' Arizona 2444 West Las Paimaritas Drive Phoemxi, AZ 85021-4883

An Independent Licensee of the Blue Cross and Blue Shield Association

{
Thursday, February 28, 2002 ID#: 600-79-4311 f
‘ DOB: 04/30/1998 3

ENOCH M THOMPSON

c/o ENOCH S THOMPSON ;
e ;
TEMPE AZ 85282 '

Thank you for your application for individual health care coverage with Blue Cross Blue Shicld of Arizona. As
individual coverage products are mecdically underwritten, previous health history is revicwed to determine cligibility:

Our review status is as follows:

Status Action

Regrettably, must decline
HEMOPHILIA (MEDICAL UNDERWRITING GUIDELINES REQUIRE DECLINATION OF COVERAGE.)

1

BCBSAZ will not issne any policy until Medical Risk Assessment has completed processing of all applicants u*less
you elect the Early Enroliment Option. See reverse for details. If this letter indicates BCBSAZ needs additional redical
records for you, you are not eligible for the early coverage option as your application is still under review and a finali
eligibility decision has pot yet been made.

Please note: Changes of any kind in any applicant’s health history, including recent changes or new Sympto % (pain,
bleeding, etc.) that may be undiagnosed or untreated, from the date you first applied Tor coverage until the effective
date of your coverage, must be reported to BCBSAZ. Failure to report such changes may result in rescission of the
Tasurance confract rendering it null and void leaving you financially responsible for all medical expenses. Such
changes must be reported for each applicant, even those previously approved by BCBSAZ who elect to wait for the
completion of processing prior to beginning their coverage.

Requests for reconsideration concerning eligibility for coverage must be made in writing and contain adequate medijcal
documentation to support your position. Physician’s letters/narrative statements are insufficient. Adequate documentation
should included hospital records, physician progress records, diagnostic studies, etc_, as appropriate. Once reviewed] you
will receive a written response from us.

See reverse side for additional information regarding Individual Portability coverage, definitions and early enmlb'nenr
option for eligible individuals.

If you have any questions, please call 602-864-4040 or 1-800-232-2345, extension 4040. ‘
]
Sincerely, i
{

Medical Risk Assessment
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Sarata, Amanda (NIH/OD)

From: samyong [yongs002@hawaii.rr.com}
Sent:  Saturday, October 16, 2004 10:19 AM
To: Sarata, Amanda (NIH/OD)

Subject: genetic discrimination

I just saw your notice right now--Friday Oct. 15.lt's 3:00pm in Hawaii. I'm not sure where you are, but due to your time cut-off
I'm sending this over. Hope it is something you want.

(P.S. I worked on this for so long it's now 4:00 am Oct. 16)

| have been having trouble getting my husband and teenaged daughter tested for Huntington's Disease
(HD); I call that a type of genetic discrimination. It's like reverse discrimination. Due to "protocols” that are
supposedly "to protect " patients, | am having a very difficult time getting diagnostic tests for my husband

and daughter. _

Some labs and HD centers think you should go through genetic counseling to help you deal with the fact that you have a
terminal disease—so they won't test you unless you go through whatever protocols they want you to go through. But, daily, people
are tested and diagnosed with terminal ilinesses, such as cancer, without going through genetic or psychological counseling.
People get cancer biopsies and learn they have cancer. That might not be a gene specific disease, but it's still terminal. To me if
someone is displaying the signs of a serious disease, then they should be tested as quickly as possible, and begun on treatment
as quickly as possible (as long as the patient wants treatment).

There are international guidelines for predictive HD testing, published in 1994, which | feel are
somewhat outdated. The guidelines state that since there is no cure or prevention for HD, there is basically
no medical need for predictive testing, and thus one needs to be really sure he wants to know he has
Huntington's Disease. Therefore one should go through genetic counseling before being tested.

These guideline also indicate that learning that you have HD is such a shock that you need follow-up
counseling. Do people with other terminal ilinesses go through all of this counseling? It might help some
cancer or Alzheimer's patients, but it should not be mandatory.

Since the guidelines were published in 1994, new medicines have been developed, and treatment
options advanced, so it makes sense when one is beginning to have symptoms, to, as quickly as
possible, find out if these are indeed HD symptoms, because there are possible treatments that can
potentially slow the progress of HD.

It should also be noted that these international protocol guidelines are "guidelines," not hard and fast
rules, and most importantly even though they are guidelines, these guidelines state that

6.2 Refusal to undergo these and other additional examinations will not justify the withholding of the test
from applicants.

Source: NEUROLOGY 1994;44;1533-1536

Foreword: Recommendations concerning the use of a predictive test for the detection of Huntington's
disease (HD) were drawn up by a committee consisting of representatives of the International Huntington
Association (IHA) and the World Federation of Neurology (WFN) Research Group on Huntington's
Chorea.

Again these guidelines are for "predictive testing." Yet, labs are repeatedly requiring genetic
counseling and protocols based on these guidelines--not only for predicative testing, but also
for diagnostic testing.

Regarding HD testing of minors, "An intcrnational conscnsus cxists that asymptomatic individuals should not have testing during
childhood." "Gene Reviews: www.genetests.org).
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| have no problem with that, but labs have "protocols" that make it difficult to have symptomatic teens tested for HD, even
though there is a juvenile form of HD that strikes before age 20 and has a life expectancy of less than 10 years from onset.

Some geneticists have acknowledged that in certain cases, where a child is symptomatic, then gene testing is appropriate:“The
testing of minors is advantageous when early intervention is the most effective prevention or treatment; careful attention must be given to
designing appropriate informed consent permissions for minors."” Source: The Tiresias Complex: Huntington's disease as a paradigm of testing
for late-onset disorders. NANCY S. WEXLER Department of Neurology and Psychiatry,College of Physicians and Surgeons,Columbia
University, New York, NY 10032, USA.

Before explaining the details of what happened to my family, | will give a little more information about the Huntington's
Disease test. Below is information about how Huntington's Disease is diagnosed, which | copied from a National Institute of

Neurological Diseases and Stroke (NINDS) website. It is also printed in booklet form:

How is HD Diagnosed?.....The discovery of the HD gene in 1993 resulted in a direct genetic test to
make or confirm a diagnosis of HD in an individual who is exhibiting HD-like symptoms. Using a blood
sample, the genetic test analyzes DNA for the HD mutation by counting the number of repeats in the HD
gene region. Individuals who do not have HD usually have 28 or fewer CAG repeats. Individuals with HD
usually have 40 or more repeats. A small percentage of individuals, however, have a number of repeats that
fall within a borderline region
.My Family's Experience

To make a long story short, for a number of years, | have noticed various symptoms in my husband and
his father, and more recently in my teenaged daughter. As my husband's symptoms worsened, | recently
realized that my husband probably had Huntington's Disease. Looking on the Internet at a website that
supposedly listed HD resources, | found the phone number of Queen's Genetics. It was listed as a place in Hawaii
that did HD genetic testing.

| called this place and asked if they tested for HD. | was connected to a genetics counselor. She said she
didn't do the testing, but a doctor came from Stanford once a month at the Hawaii Community Genetics
Center, which | later learned was a new, somewhat hybrid center of Queen's and Kapiolani Medical
Center Genetics Departments. )

Upon realizing that my family's appointment was 2 1/2 months away. | called back to inquire about the
long wait and was told that only 1 doctor did Huntington's and he came only every 3 months.. So we waited
2 1/2 months and went for genetic counseling with 2 genetic counselors and an MD in training--an intern,

resident, or something. All 3 of these agreed that there definitely was some kind of genetic link with the
problems my daughter and husband had.

They reported back to the "real” doctor, Dr. Hoyme, who turned out to be a pediatric geneticist. After having about a 10 min.
briefing/summary of our 1 1/2 interview , the "real" Dr. reported back that he would not do the test because he didn't think my
husband had Huntington's Disease. To which | responded,“Couldn't you just do it anyway?"

The real Dr. went on, "We heed to get this man treated, and I'm not going to scare this young girl about a horrible disease.
Huntington's disease is a disease for "young men and he (my husband) is an old man.” (My husband is 65 and he's been
displaying symptoms for 15 years or more, but we only now figured out that it is probably HD due to the sudden rapid worsening
of his symptoms. Getting my husband diagnosed and treated was my whole motive for going to that place.We are trying to get
him treated ).

The gene)tic counselor interrupted the "real” doctor saying maybe we wanted to get a 2nd opinion, and she gave me the
names of 2 neurologists. Obviously she felt HD was a real possibly, but the doctor was overriding her.

This made me think that there must be other places in Hawaii that did HD testing so when | went home, | cailed the lab that
works with Queen's. They said they don't actually do the tests, but they draw the blood and send it off. | asked for the names of
doctors who had ordered the test in the past and was told that my family doctor could order the test. So we went to our family
doctor, who, observing that my husband had all the symptoms of HD, ordered the test. But when the lab worker came to draw the
blood, he said a person had to go through genetic counseling, and be referred by a genetics counselor before lab would do an HD
test.

I called back to the lab, and was told if the test was for diagnostic reasons, genetic counseling was not necessary; but if it
was predictive reasons, genetic counseling was required.

Meanwhile, my doctor had talked to the lab, and they told her we had to go through genetic counseling--with the same
people we had already been through counseling with. The same doctor would be back in Hawaii the following month, and we
could see him again.

| called back to the lab; this time they told me that for diagnostic purposes, they would draw the blood, and send it to their
genetics dept. (the same one we had already dealt with), which made me think that diagnostic testing really wasn't done by this
lab.

There is also another lab here so | called them, asking if they did the HD test, and if there were any requirements for the test.
They said they draw the blood for HD testing , but send it off to the Mainland for the actual testing, and that there were no
requirements for testing.
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Our family doctor wrote the lab order; we went to the lab, and my husband had his biood drawn. The local lab mailed it

off to Genzyme in California.

A few days later, our doctor got a FAX from Genzyme, stating their "protocol," part of which is copied
below, taken from their website, which had exactly the same wording as in the Fax. The web site gave their
MA address contact information.

Contact information

Genzyme Genetics

3400 Computer Drive

Westborough, MA

01581

T 800 326 7002

F 508 389 5577

Client Services

T 800 848 4436

Diagnostic Testing Protocols
Adult Symptomatic Testing Confirmatory testing will be provided for patients with a family history of HD who have been evaluated by a neurologist and
determined to have symptoms of HD. For patients with clear neurological symptoms but no known family history of HD, testing is available, and may be

extremely helpful in the differential diagnosis .....
(my emphasis)

Although it says that testing for those with no known family history is extremely helpful, and that they will
test when clear neurological symptoms are present--it does not say anything about being evaluated by a
neurologist for the category my husband is in—but an attached cover sheet to my doctor stated that they
would hold my husband's blood for 2 months while he met these requirements--i.e. see a neurologist, which
is a stated requirement of only those with a known family history of HD.

Also their protocols for minors is printed below:

Testing of Minors In accordance with the published guidelines regarding testing for HD, Genzyme Genetics will not accept specimens from minors. For a
compelling medical reason identified by a genetics center specializing in HD, exceptions may be considered.
(my emphasis)

There are no genetics test centers in Hawaii--does that mean that no one in Hawaii ever develops HD? | don't think so. People in Hawaii are entitied to have
their suspected diseases diagnosed and treated. But Genzyme states that if a minor does not have symptoms recognized by an HD center, they cannot be
tested at their lab, which, to the best of my knowledge, is the only lab that tests for HD for people in Hawaii. Yet 10 % of the peopie who have HD, have juvenile
HD. Juvenile HD affects juveniles; they need testing and treatment now, while they are juveniles--not when they are aduits or when they are dead!

If | finally succeed in getting my husband tested and HD is verified, | then would like my daughter tested to find out how many repeats she has because usually
the higher number of repeats, the guicker the disease progresses. My daughter needs to get appropriate treatment and plan her life. Is she to pian for coliege and
a long life, or, on the other hand, is she to try and make the most of her iast few years of life?

All | want to do is first get my husband tested, and, if his test is positive, then get my daughter tested so that they can be properly diagnosed and begun on
treatment. | have been trying to get this done since July. We do have an appointment for my husband with a neurologist, whose specialty is epilepsy. (There are
no HD specialists on Oahu.) But, waiting a month and a half to see this neurologist is just an added layer and additional delay in diagnosing my family. Many
websites talk about how HD can be definitely and easily diagnosed through genetic blood tests so this would seem the route to go. Why waste time and money on
MRI's, CT's, unneeded visits to specialists, etc., none of which can definitely diagnose HD disease, when a genetic blood test can?

And while | am somewhat sure my Husband has HD, it could be Parkinson's or one of a number of other neurological diseases. But with the HD genetic blood
test, HD can be easily confirmed or ruled out. Some Parkinson's disease medications help HD patients, but some other Parkinson's drugs seem to worsen HD. So
we want to wait for the correct diagnosis before beginning treatments.

And , while we spend months trying to get this done, my husband's and daughter's conditions are deteriorating. My family, and | believe that this is wrong
because, while there are no cures for HD, there are treatments. And my family and others should be able to get their loved ones diagnosed and treated as quickly
as possible to try and slow the ravages of HD before excessive damage occurs in our loved ones' brains.

| feel like we have been discriminated against because the test we want, while very easily confirming or denying HD, is a genetic test. If it were just a lab test, for
cancer or something, it would have been done by now. There would not be worries about "treatment teams, psychologists, counselors ,” etc

Hopefully 1 have provided an accurate picture of hOW | perceive that our family has been discriminated against by the
"keepers of genetic tests."

Ruth Yong

The above is my story, but 've copied below, the story of a fady, which { found on an old internet forum about HD. The lady's name and email-mail have now
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been deleted by the website. but her story shows the same anger and desperation that my family feels. in addition to the story below, | have also read about
another family that had similar problems getting tested for HD. {don't think if's an uncommon thing to have difficulty getting the HD test, even though one's doctor
has tentatively diagnosed him with HD.

This article submitted by on 12/15/97.

My husband's mother was recently diagnosed with Huntington's Disease in her mid 70s. The diagnosis was confirmed with a genetic test. This was a surprise since her own parents
lived to be 68 and 89 with no symptoms. My husband would like to be tested. We are mature, stable peopie with supportive friends and family and we've been happily married for
twenty-five years. He really wants to know. We went together to our family doctor who is wonderful. He asked us if we would prefer to go a HD clinic. My husband did not - he
really likes and trusts our doctor. So, our family doctor provided counseling and information - he is really well-informed about HD. He ordered a genctic test and sent a sample my
husband's blood off to a lab. Six weeks go by. The lab director decides not to do the test BUT HE DOESN"T EVEN CALL OUR FAMILY DOCTOR. My husband calls the lab
and the lab director says he's not going to do the test. He wants my husband to go through an HD clinic. He says he was primarily responsible for putting together a set of protocols
and my husband will have to follow them. He says he has to be convinced that my husband won't commit suicide; he says he doesn't know my husband. THAT'S EXACTLY
RIGHT and NEITHER DOES THE HD CLINIC. BUT our family doctor does! We figure this can't be right. We call the closest HD Clinic. They are incredibly patronizing. WE
call the HDSA and we're told we have to go to a HD Clinic and follow these protocols and if my husband passes the psychological testing THEN AND ONLY THEN can he have
a test. We feel like we're dealing with the HD MAFIA. We have seen this discase rob my mother-in-law of control over her life. My husband says it may happen to him but he's not
willing to have this process start with medical and lab personnel who are strangers to him taking control of his life and decision-making process under the guise of ‘protecting him."
Does any one know of a lab our family doctor can deal with? Did everybody really have to go through a HD CLINIC to get tested? Please help!
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Introduction

My name is Jeff Shaw and I am the director and genetic counselor for the Hereditary Cancer
Service (HCS) at Penrose Cancer Center in Colorado Springs. I would like to thank you for
giving me the opportunity to present information from our program to this committee.

I have provided genetic counseling for individuals and families in every area of medical genetics
from prenatal to adult onset conditions. For the last seven years I have worked exclusively with
patients concerned about hereditary cancer predispositions. The purpose of the HCS is to;

1. provide the best estimate of cancer risk so that screening can be appropriately modified so that
if a cancer occurs it is caught as early as possible when survival is highest and

2. provide the appropriate implementation of medical and lifestyle interventions to drastically
reduce the risk of cancer. especially those with an inherited predisposition.

Our program is clinically based and bridges the gap between research-based programs and the
implementation of genetic testing into general medical practice. Although it is a clinically based
program, at the onset we set up a database to collect important patient information. The data
presented today covers seven years of clinical service to over 900 individuals.

Fear of Genetic Discrimination

At the initial genetic counseling appointment. a 3 to 4 generation pedigree is collected to
ascertain the family history of cancer. When available. medical records are requested to confirm
the diagnoses. The next step is to educate the patient regarding the differences between sporadic.
. familial (multifactorial) and inherited cancer predispositions. Sixty-one percent of patients seen
in our program have a strong enough family history to pursue genetic testing.

If an individual is offered the possibility of genetic testing, we proceed with the informed
consent process that includes discussing risks, benefits and limitations of the testing. Discussion
of genetic discrimination issues almost always takes up the bulk of the time devoted to informed
consent. In addition to expressing concern for their risk for genetic discrimination most patients
also express concern of the impact the testing could have on their children and siblings.

In our program’s experience, 20% of those individuals eligible for testing decline having the test.
Of those that declined the test, 22% did so because of a fear of discrimination. Of these patients
that decline the testing due to a fear of discrimination, 90% had a 40% or greater chance of
testing positive for an inherited predisposition. It is these patients that would have the greatest
potential benefit from the test results.
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Patient Experiences

These numbers take on a more personal tone when considering an actual patient’s situation. |
recently saw a woman that had a strong family history of cancer. She had just been diagnosed
with a stage I breast cancer at the age of 46. Her mother died of ovarian cancer at the age of 52.
two maternal aunts had breast cancer in their early 40°s. and the maternal grandmother died from
breast cancer at age 41. We determined there was at least a 43% chance she carried an inherited
mutation that was causing such a high occurrence of early onset breast and ovarian cancer in her
family. If she pursued testing and was determined to have an inherited predisposition, she would
have up to a 60% risk for developing a second primary breast cancer and up to a 44% risk for
primary ovarian cancer. Prophylactic surgical intervention could reduce her nisk by over 90%
for the development of another primary breast and/or ovarian cancer

If she tested positive, each of her four daughters would have a 50% chance to inherit the faulty
gene that would give them these high risks for cancer.

She has declined testing. as she fears how this information could affect her children’s ability to
obtain health insurance in the future. Without the genetic testing, it is unclear how to proceed
with prevention options. especially surgical ones. to reduce her risk for new cancers. Without
documentation that she tested positive for an inherited mutation, her insurance company will not
pay for the surgical interventions. She remains in a state of anxiety using imperfect breast and
ovarian screening methods hoping that another cancer does not occur.

Due 1o her current employment situation she might have to change insurance companies. She is
afraid that if she were to change insurance companies she could be denied insurance. With her
current diagnosis. she cannot afford to be without health insurance.

Another patient had a strong family history of FAP. A dominantly inherited colon cancer
predisposition characterized by the early onset of hundreds to thousands of colonic polyps.
Polyp formation can begin as early as age 10 and colon cancer occurs in these individuals
decades younger than sporadic colon cancer. He has worked his whole life at a relatively small
company with a small group health insurance plan. He had been warned by his doctor not to
have genetic testing for FAP as he could lose his job or his health insurance if they found out.
He also neglected to have colon screening performed in order to keep the family history a secret.

~ At the age of 42 he had significant rectal bleeding and finally went in for an evaluation. He was
found to have over 400 polyps in his colon. It was so extensive he needed to have his entire
colon removed. a drastic but lifesaving procedure for individuals with FAP. Luckily, he did not
have an invasive colon cancer. Other family members were not as lucky, most of those affected
with FAP dying from colon cancer in their late 20’s. At the age of 46, he came to me for genetic
counseling. :

He has two children ages 22 and 24. He had not informed them of the condition as he did not
want the family history in their medical records for fear of future discrimination. Unfortunately
this meant they were not having appropriate screening. We had several genetic counseling
sessions with him and he finally decided to let them know about the inherited colon cancer
predisposition in his family. He was tested and the genetic mutation causing FAP in his family
was identified. His children decided to have testing and one child tested positive and one child
tested negative for FAP. The 22 year old that tested positive is now having appropriate
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screening and so far has only had a small number of polyps. The fear of genetic discrimination
could have caused the same early deaths in his immediate family as it did in his aunts, uncles.
and cousins.

I just saw a 24 year old patient whose mother tested positive for a mutation in one of the
breast/ovarian tumor suppressor genes. When she informed at risk family members. over half
stated they would not have the testing due to a fear of genetic discrimination. Although
anecdotal, my experience tells me that this is common in families with an inherited
predisposition.

What About After Testing?

We conduct one-year follow-up surveys of all patients seen by our program. We have a 72%
response rate to these surveys. Of those patients that have had genetic testing and tested positive
for an inherited cancer predisposition, 70% report having continued anxiety that they could
experience genetic discrimination in the future. Fear of future genetic discrimination remains a
real concern for our patients that have tested positive.

What about the people that don’t even make it to genetic counseling?

In addition to fear of discrimination from genetic testing, there is also a fear of discrimination
simply from participating in a genetic counseling session. In 2001, Geer et al. studied factors
that would influence an individual’s decision to proceed with genetic counseling (1). Of those
declining genetic counseling, the biggest reason was a fear of genetic discrimination accounting
for 40% of those surveyed. Over the years of our program’s existence we have had a significant
number of physician referred patients not show up for their genetic counseling appointments.
After seeing the article by Geer et al. we conducted an informal six-month survey of those
patients not pursuing a referral for genetic counseling.

In this time frame, we had 60 patients that had not shown up for their scheduled appointment.
Fifteen percent of these patients could not be contacted. Of those we could contact, 49% stated
they had changed their minds and did not want to have the genetic counseling due to a fear of
genetic discrimination regarding their health insurance. The remainder stated they wanted to
delay the appointment due to current cancer treatment or needed t0 reschedule due to forgetting
their appointment or logistical problems making it to their appointment.

This informal survey supports the data seen in the Greer study. It shows us that a fear of genetic
discrimination is a barrier for individuals that could benefit from genetic counseling and possibly
genetic testing for hereditary cancer predispositions.

Conclusion

When I graduated with my genetic counseling degree in 1994, there were but a handful of
genetic tests available for inherited conditions. In 2004, just ten years later, there are over 1,000
genetic tests available on a clinical or research basis (2). The number of genetic tests that will
become available for single gene and complex genetic disorders is expected to increase
exponentially over the next decade. I fear that without strong Federal protection, the appropriate
use of these tests will continue to be underutilized.
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None of us are genetically perfect. Learning what genetic imperfections we have inherited and
how they affect our risk for disease is a difficult. sometimes frightening and life-changing
experience. The decision to have presymptomatic genetic testing is multifaceted. It
encompasses issues regarding one’s sense of self, family relationships. anxiety, depression, and
complex decisions regarding medical intervention. The citizens of our country need to be
assured that when they are deciding whether or not to pursue genetic testing. a fear of genetic
discrimination is not a factor.

Thank vou for your kind attention.
References:
1. Geer KP, Ropka ME, Cohn WF, Jones SM, Miesfeldt S. Factors influencing patients'
decisions to decline cancer genetic counseling services. J Genet Couns. 2001

Feb:10(1):25-40.
GeneTests: http://www.genetests.org - (funded by the NIH)
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Sarata, Amanda (NIH/OD)

From: Shaw, Jeff [JeffreyShaw@Centura.Org]
Sent: Wednesday, August 18, 2004 1:12 PM
To: Sarata, Amanda (NIH/OD)

Subject: Genetic Discrimination

I find it very disturbing that certain members of the house are not supporting the
antidiscrimintation legislation they have stuck in committee.

T work with individuals that have very strong family histories of cancer. By having
genetic counseling and testing, we are much better able to assess their risk for the
cancers that run in their family. Unfortunately I have had many patients that will NOT
have the genetic testing performed due to a strong fear of genetic discrimination.
Without a Federal law to protect then in whatever state they may live in, they will not
pursue the testing that could save their life.

For example, individuals that test positive for a faulty BRCA tumor suppressor gene have a
risk for breast cancer between 44-87%, and a very substantial increased risk for ovarian
cancer. Those that test positive can have increased screening to increase the chance that
if they develop cancer, they will catch it at an early stage when it is most treatable.
Other patients have prophylactic surgery to reduce their risk of getting a breast or
ovarian cancer by over 90%.

Those that test negative do not need increased screening or surgical procedures. In other
words, genetic testing allows for the appropriate management of patients, and the
appropriate utilization of health care dollars. However this is not possible when
patients deny testing based because there are no legal protections against genetic
discrimination. These patients are NOT followed appropriately and lose out on
information that could save their life, in addition to saving millions in health care
expenditures.

There should be no experimentation or "let's see what happens"” when it comes to the issue
of genetic discrimination. Basing medical insurance coverage on and individuals genetic
information and potential for disease is morally wrong, racist, and we should put
protections in place to make sure it never happens. Everyone in the country has faulty
genes that increase their risk for disease, so everyone would be at risk for
discrimination as genetic testing expands to included very common conditions, including
diabetes and heart disease.

I have contacted several of these patients to see if they would write a letter expressing
their concerns, but they do not want to be publicly identified.

I write in strong support of the current legislation, and to express the support of the
thousands of patients I have cared for. This issue will NOT go away. If they choose to
shoot down the current legislation, their will simply be another to take its place.

Jeff Shaw, M.S.

Oncology Genetics Counselor

Penrose Cancer Center

110 East Monroe St.

P.0. BOX 7021

Colorado Springs, CO 80933

Phone: 719-776-5274

FAX: 719-776-2516

Email: Jeffreyshaw@centura.org
Website: www.penrosecancercenter.org

****************************-k************************************************

This communication is for the use of the intended recipient only. It may
contain information that is privileged and confidential. If you are not the
intended recipient of this communication, any disclosure, copying, further
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Secretary’s Advisory Committee on Genetics, Health and Society
Provider Testimony presented October 18, 2004

My name is Don Hadley. I am an Associate Investigator within the Social and Behavioral
Research Branch and a Genetic Counselor within the Office of the Clinical Director within the
National Human Genome Research Institute at the National Institutes of Health.

I’d like to thank you for the opportunity to present our work to this committee.

My professional experience and work has focused primarily on providing education and
counseling to families who are threatened by genetic and inherited diseases. I have had the
privilege of working with these families for the last 23 years. In October 1993, I was invited to
join the then newly established National Center for Human Genome Research. Our goal was to
develop research that focused on identifying the factors that influence interest in genetic
counseling & testing and the associated psychological, social and behavioral outcomes. Our
research agenda was inspired by the identification of a rapidly growing number of genes that
predispose or increase susceptibility to disease.

My research has specifically focused on families who are newly diagnosed with a hereditary
cancer syndrome known as Hereditary Non-Polyposis Colorectal Cancer or HNPCC and, in
whom a deleterious mutation has been identified. The identification of families with a HNPCC
mutation allowed the opportunity to learn from them before, during and after the provision of
genetic counseling and the offer of genetic testing. We felt that identifying the factors influencing
decisions and their outcomes was necessary to plan for a future when genetic testing will be more
routinely used to predict risks for rare as well as common diseases in the general population.

Within our study, once a family is identified to carry an HNPCC mutation, we sequentially offer
participation to first-degree adult relatives who are at 50% risk of inheriting the mutation. This
offer includes the provision of comprehensive information about HNPCC, the cancer risks
associated with it, recommended cancer screenings, a discussion about the genes responsible for
HNPCC, the pattern of inheritance, the potential benefits, limitation and risks associated with
genetic testing and finally the offer to undergo genetic testing. For those electing to pursue
genetic testing, the NIH Clinical Center pays for genetic studies removing the issues of costs and
insurance coverage from the decision-making process. However, prior to the education and
counseling sessions, we ask participants to complete a questionnaire that collects demographic
information, their knowledge of genetics and genetic testing related to cancer, their perceived
cancer risks, and standardized scales assessing mood, coping style, spirituality, control over

Don Hadley, M.S., CGC
Associate Investigator & Genetic Counselor
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health related issues and family relations. Additionally, we also ask them to specifically identify
what factors motivate them to consider genetic testing such as the desire to clarify their childrens’
risk for cancer or to guide their cancer screening behavior. Likewise, we also ask them to identify
factors that concern them about undergoing genetic testing, such as emotional concerns about
handing the results for themselves or family members, their level of confidence in prevention
‘strategies and their concerns about test results affecting their insurability. These questions are
asked individually so that we might obtain a level of significance for each issue. In addition, we
ask the participants to identify the most important reason for them to consider testing and
likewise, the greatest concern they have in considering testing. All of the questions are validated
measures developed and used by the Cancer Genetics Studies Consortium of the NHGRI Ethical,
Legal and Social Implications Program.

As we began to talk individually with each participant describing the intent of the study and the
process involved, one key issue was consistently identified; that issue was posed in the form of a
question* how might participation in this study affect my insurance or that of my family?” The
question came unsolicited in the beginning of the informed consent process. This question and the
associated worry seemed to persist even after we had provided each participant with information
ahead of time that 1) reassured them of the confidential nature of our study, 2) the fact that the
study has a Certificate of Confidentiality, 3) that all participants are assigned study ID codes that
removes their personal identifiers from the data and test results, 4) that the costs of testing are
paid for by the study so insurers are not involved and 5) that records are protected by the NIH
Clinical Center and only released with written permission. Never the less, it was clear that there
was an overwhelming concern and, in some cases, a palpable anxiety about the potential impact
of genetic testing on health insurance. These concerns dominate our informed consent processes
and recur session after session with an intensity that opened our eyes to the level of concern the
public feels about genetic discrimination.

I specifically recall one young woman and her mother, both of whom had experienced uterine and
colon cancers at young ages within a family riddled with HNPCC cancers. Even though this
young woman had experienced cancer twice and felt there was little residual discriminatory risk
to her, she was immobilized by her concerns about the potential that a genetic test result might
brand the family as uninsurable. She opted to wait on testing but would periodically call our team
to discuss the safeguards our study provided regarding test results and information obtained. She
was admittedly tortured by the concerns about insurance risks which she felt was keeping her
from protecting her family. Finally after months of considering the implications of testing she
returned to pursue testing knowing that her results may well prevent others from experiencing
what so many in the family had already endured from cancers diagnosed too late. Sequencing
efforts did identify a deleterious mutation providing a tool for those within the family to clarify
their cancer risks, to focus their cancer screening and to consider preventative steps such as
prophylactic surgery. We anticipated that within the months that followed, we would be hearing
from at least a few of her family members. But there were no calls, no e-mails, no letters, which
surprised us. Fortunately, our study includes follow-up calls allowing us contact with study
participants at selected time intervals. Through that follow-up, we learned that she had shared the
results with her sisters, and some of her other relatives. Amongst her sisters, they expressed that
their concerns regarding discrimination were too great to safely allow them participate in a
genetic counseling study with the option of genetic testing. They were worried about being in
small companies with limited insurance options and the associated risks that genetic testing might
impose on their children for future employment and insurability.

Don Hadley, M.S., CGC
Associate Investigator & Genetic Counselor
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We stepped back from this experience and wondered, how many others won’t participate in our
research or pursue clinical genetics services because of the concern regarding genetic
discrimination. How pervasive is the threat of genetic discrimination on this very personal issue
regarding our genetic make-up?

In 2003 we published a paper within the Archives of Internal Medicine which I have brought
along for your consideration. In this paper we reported on the attitudes, intentions and uptake of
genetic testing of individuals within these families. Of particular relevance to this group were our
findings regarding the level of concern that exists within these families about participating in a
genetic counseling and testing research study.

The questions that we use to identify their concerns regarding genetic testing are included within
the packet before you. These questions are part of a comprehensive questionnaire that assesses
many psychological, social and behavioral variables.

To assess participants’ perceptions of genetic testing we used a series of 14 Likert-style items,
adapted from previous research to assess perceptions of the benefits, limitations and risks of
genetic testing, Participants read a series of benefits and limitations/risks of HNPCC testing and
were asked to rate the level of importance as not af all important, somewhat important, or very
important. In addition, the participants were asked to choose the single most important benefit
and limitation/risk of genetic testing from the series.

In looking specifically at what factors influence decisions against genetic testing, we identified
and published that 39% of participants reported that their most pressing concern was their worry
about the potential for the genetic test result to affect their or their family’s insurability. I recently
looked at our data to see if the level of concerns has held true from the earlier analysis as ~80
additional participants have completed the study since the initial report. I found that our current
baseline data suggests that the number is slightly higher with 43% identifying that their greatest
concern regarding genetic testing pertains to the potential of genetic discrimination by insurance
companies. Furthermore, on follow-up with these people at 6 and 12 months, a greater proportion
of them identify insurance discrimination as the single most worrisome factor at-each follow-up
time point. Specifically, at 6 and 12 months, 48% and 54%, respectively, identify concerns about
genetic discrimination by their insurer as their principal concern. Obviously, the concern is not
going away with time and adjustment to the outcome of testing. This seems surprising since
research from other studies focused on pre-symptomatic and susceptibility testing demonstrate
that other variables, such as anxiety, distress, and mood seem to return to pretest baselines by one
year out. What’s different about concerns regarding insurance? If people have not experienced
what they perceive as discrimination, why are there increasing concerns? Participants often ask,
“Has anyone within the study ever reported discrimination on the part of their insurance company
or employer?” Our answer is always the same — not that has ever been reported to us. But
apparently just reassuring them that discrimination in general, and within our study is rare,
doesn’t help. There is a pervasive mistrust that seemingly worsens with time.

In summary, from a qualitative perspective, the informed consent process is dominated by
concerns about genetic discrimination by insurers. Quantitatively, the most common concern
expressed at baseline, 6 and 12 months following genetic counseling and testing is concerns about '
insurance discrimination, with increasing numbers of participants identifying genetic
discrimination as the most worrisome concern at each follow-up interval.

Don Hadley, M.S., CGC
Associate Investigator & Genetic Counselor
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The prevalence of genetic discrimination by insurance companies does not appear to be the key
issue. The real issue is that the public perceives that the potential for genetic discrimination by
insurance companies is an overwhelming risk and in my experience this fear provides a barrier to
genetics research and clinical genetics care. This barrier limits our potential for research in basic
sciences and social and behavioral research. The greatest tragedy, however, is the missed
opportunity to prevent cancer or diagnose it early in persons at high risk who are unwilling to risk
the potential of discrimination. Providing federal legislation prohibiting genetic discrimination
will 1) reassure the public that genetic discrimination is not a risk, 2) provide increased
opportunities for research to address other more significant issues and, 3) most importantly
reduce morbidity and mortality associated with cancers diagnosed at later stages.

Thank you for the opportunity to present our work. I welcome your questions.

Don Hadley, M.S., CGC
Associate Investigator & Genetic Counselor
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SACGHS Meeting Transcript
October 18-19, 2004

Testimony of Mark Brantly, M.D.

The last of our health provider presenters will be Dr. Mark Brantly.

DR. BRANTLY: I'd like to thank the committee for inviting me to come and speak. My name is
Mark Brantly. I'm a pulmonary physician and a physician scientist at the University of Florida.
I've been involved in alpha-1 antitrypsin deficiency testing since approximately 1983 and have
tested about 20,000 individuals, identified about 2,000 alpha-1 individuals over the last 20 years.
In recent years I've been testing approximately 5,000 to 6,000 patients per year for alpha-1
antitrypsin deficiency.

I follow approximately 150 alpha-1 antitrypsin deficient individuals in my clinic at the University
of Florida and have first-hand experience regarding the impact of this diagnosis on them
personally and also their families.

Let me begin by giving a brief expose of alpha-1 antitrypsin deficiency. It's a very easy disease
to diagnose. It requires simply an alpha-1 antitrypsin level and a PI type or a genotype. It's one
of the more common genetic diseases, with a frequency of 1in 2,500 to 1 in 4,000 individuals.
The phenotype is primarily chronic obstructive pulmonary disease and liver disease. It's
oftentimes associated with a rapid decline in lung function punctuated by lung infections.
However, it's one of the classic genes in which there's an environment and gene interaction. That
is, individuals who have alpha-1 antitrypsin deficiency lose lung function much faster when they
smoke cigarettes. Indeed, they die 20 years prior to non-smoking individuals.

Importantly, in my clinic population I have individuals that are 80 years old with profound alpha-
1 antitrypsin deficiency who are living active lives. Therefore, prevention of behaviors and
interactions is a critical aspect of this disease. It is not all about having expensive therapies.
People can live their entire lives with not having disease or disability if they're identified early
and we're able to protect them. That, I think, forms the basis of early diagnosis and preventive
care being critical if we are to make a significant impact in this disorder.

In the State of Florida only, there are 900,000 individuals with COPD, and 9,000 die per year.
Almost 1,000 of these individuals have at-risk alpha-1 antitrypsin deficiency alleles. In the State
of Florida we've had a program in which we have done targeted detection. We first began by
establishing a consensus among the community with the help of the Alpha-1 Foundation that
testing exceeded the risk of testing. We established a high-throughput laboratory, and we
provided professional and lay educational materials to deal with some of the educational issues
that are associated with alpha-1 antitrypsin deficiency diagnosis. We developed an easy testing
system where patients can prick their finger and send it to our central laboratory, yet we still have
significant barriers to testing these individuals despite major recommendations from the major
thoracic societies recommending a Category A recommendation for testing.

These barriers include genetic discrimination, and particularly fear of genetic discrimination,
ignorance regarding the disease among the physician population. We've also established tertiary
care referral systems to make sure that when physicians do identify these patients, that they have
someplace to go with these patients.

So we have yet still an important job, and that is to be able to -- instead, right now, we have 5,000
individuals that are identified with alpha-1 antitrypsin deficiency, and there are approximately an
estimated 95,000 that haven't been identified. If these patients were identified early on, they
perhaps could be protected from developing disability.
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One of the approaches that we've used is doing a coding testing trial through the Medical College
of South Carolina and Charlie Strange. This is funded entirely by the Alpha-1 Foundation, and
it's been a longitudinal study looking at the reasons why people do not wish to be tested through
their physician. We've tested now more than 3,300 individuals in this testing program and have
done some initial longitudinal follow-up. I've provided you with one manuscript that gives you
some of the results, but I'd like to focus in on a couple of things most recently that we have done.

The first one is the risk and benefits of genetic testing. Thirty-three percent of individuals said
that the reason why they chose the coded testing trial was because of fear for losing their health
insurance or higher health insurance costs. The other thing is in the post-test, who would you
give your results to? Well, not surprisingly, they would give the results to their children and their
spouse, and not surprisingly they wouldn't give it to their ex-spouse.

(Laughter.)

DR. BRANTLY: In addition, they would not provide this information to their health insurance
companies or their life insurance companies. Indeed, only about 16 percent would disclose that.
Sadly, though, I have to say that only 80 percent of these individuals who were profoundly
deficient would even tell their personal physician, and that's problematic as far as I'm concerned.

Finally, one of the things that this study I think brings up in close contrast is that when patients
were diagnosed with alpha-1 antitrypsin deficiency, obviously one of the major therapies is to do
smoking cessation. While there was a trend towards individuals who had alpha-1 antitrypsin
deficiency quitting smoking, this was not significant. In actuality, it was higher for alpha-1
antitrypsin deficient individuals, still there was a large portion, greater than 80 percent, who did
not quit smoking.

In my clinic and in many of the physicians' clinics who take care of alpha-1 antitrypsin deficient
individuals, I have a 95 percent quit rate for cigarette smoking. The national average is 10
percent. Why is that? That's because I hound these patients to death. Ischedule them for
appointments to see me every month, I have my nurses hassle them, because I know of all the
things that I do for these individuals, getting them to quit smoking is clearly one of the most
important things that I can do.

When we have to resort to coded testing and we leave out the physician and the health care
provider in helping these individuals cope with and make these changes, we short-change them in
a big way. We short-change them because they're afraid, because they can't trust our system to
protect them and to give them the correct information. There's only one difference between my
patients and me. We all as complex genetic organisms have five to fifteen "lethal mutations" that
may be associated with our demise or our disability. The difference between me and my patients
is I don't know about mine. My patients know about theirs and they have the ability to do risk
prevention.

Thank you very much.

MS. MASNY: Thank you for all your testimony. It continues to clarify that genetic
discrimination, and especially the fear of genetic discrimination, is very real.
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Sarata, Amanda (NIH/OD)

From: Lorraine.Dugoff@UCHSC.edu

Sent: Wednesday, September 15, 2004 1:27 PM
To: Sarata, Amanda (NIH/OD)

Subject: SACGHS

Amanda,

I am a clinical geneticist. | wanted to let you know of instances where patients with children at risk for
having neurofibromatosis have not felt comfortable openly discussing their medical concerns regarding
their child with their physician because they are afraid that if comments re a potential diagnosis of
neurofibromatosis appear on their child's medical record that their child with have difficulty obtaining
medical insurance later in life. This can ultimately compromise the medical care provided. This is a
serious concern for many people/families--with respect to many diagnoses.

Sincerely,

Lorraine Dugoff
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Sarata, Amanda (NIH/OD)

From: Sandra Dunbrasky [sjdunbra@tvpcweb.com]
Sent: Wednesday, August 25, 2004 8:37 PM

To: Sarata, Amanda (NIH/OD)

Subject: genetic discrimination

| am a Pediatrician in Ontario Oregon and have had great experience with preceived genetic discrimination while
dealing with patients and their families. | would conservatively estimate approximately 6-8 times per year that |
have difficulty getting parents to agree to genetic testing on their children who are at risk due to their fear of not
being able to insure them or losing their insurance if the tests are positive. | have not actually had insurance

companies turn away a claim based on genetic diagnosis. Other questions, please call or email. Thanks Sandra
J Dunbrasky MD FAAP. Ontario Oregon
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Sarata, Amanda (NIH/OD)

From: Farrell, Michael [mfarreli@mail. mcw.edu]
Sent: Tuesday, August 24, 2004 10:37 AM

To: Sarata, Amanda (NIH/OD)

Subject: Hearing on Genetic Discrimination comment
Greetings,

You might be interested in hearing a brief comment from an ongoing project of mine. I
spend most of my time researching quality (processes and outcomes) of communication after
newborn genetic screening. A few years ago, after being somewhat frustrated with the
quality of the literature on psychosocial complications, I began a back-burner project to
find everything I could written on genetic testing (adults or kids) and cla551fy mentions
of psychosocial complications by type and quality.

The key finding thus far has been that there is a LOT more written about this than there
is actual data, even of the historical and anecdotal type. Most mentions of the problems
(discriminatory or otherwise) after genetic screening are of the "lingering questions”
variety, i.e. a the tail end of another paper, somebody mentions that discrimination,
anxiety, etc could be a problem. Interestingly, there are also a lot of essays on the
subject, but many of the essays tend to cite the same papers and anecdotes themselves

if they cite at all. In many other cases, many papers discussing one disease cite papers
about OTHER diseases to support the possibility of discrimination.

My interim impression of all of this is that discrimination and psychosocial complications
have happened, but that the reason why they keep coming up is due to their dramatic
nature. We really like talking about these complications, but for some reason we don't
like to study them.

This disconnect has been a major impetus for my main research, leaving the review as more
of a hobby. So, I don't have any ready-for-primetime data yet from this review, I just
moved institutions and am trying to find some grad students who would be interested in
helping. If that doesn't work, I'll probably pursue some small funding to get qualified
people to do reviews with me and finish the project.

Good luck with the hearing process ... I hope that you are able to collect and report on
your findings so I can cite the document in my study!

Mike

Michael Farrell MD---—---e-—mmcee e e e e — e — e
Asst. Professor, MCW Internal Medicine and Pediatrics
Center for Patient Care & Outcomes Research (PCOR)

8701 Watertown Plank Rd, Milwaukee WI 53226

Desk 414.456.8381 Fax 414.456.6689

mfarrell@mail .mcw.edu Pager 414.407.0122
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genetic discrimination

Sarata, Amanda (NIH/OD)

From: Maria.Fernando@UCHSC.edu

Sent:  Thursday, August 26, 2004 11:21 AM
1-'0: Sarata, Amanda (NIH/OD)

Subject: genetic discrimination

When | was a medical student doing a rotation in genetics at Eastern Virginia Medical School, | encountered a
case of genetic discrimination that concerned me enough that | embarked on a research project with it in mind. A
child was born and screened for galactosemia, a serious metabolic disorder, and was diagnosed with Duarte
galactosemia, which is not so well characterized but is generally thought to cause no medical problems
whatsoever. The health insurance company for this family (I can't remember the name, maybe Tricare) decided to
refuse insurance for the baby on the grounds of the diagnosis of Duarte galactosemia. We wanted to send the
health insurance company a lefter saying that Duarte galactosemia was compietely harmless and they had no
reason to deny insurance to the baby. However, after a literature search, we found that there was some debate
about whether to avoid certain foods over the first year for these babies and there was enough ambiguity about
the case that we couldn't write with absolute certainty that the baby would not need any special care. In the end,
the insurance company backed down and gave health insurance to the baby but we spent a great deal of time
trying to pursuade them to do so.

Good luck,

Terry Aly
theresa.aly@uchsc.edu
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Sarata, Amanda (NIH/OD)

- From: Eric Fowler [Eric.Fowler@BMHCC.org]
Sent: Wednesday, September 22, 2004 5:12 PM
To: Sarata, Amanda (NIH/OD)
Subject: A case of genetic discrimination in the workplace

Ms. Sarata,

I am the genetic counselor that Agnes Masny mentioned to you. My patient was recently
fired and was told she was terminated because she had genetic testing (for BRCAl/2
mutations - and the test results aren't even in yet) and that would increase insurance
rates for the company employees. I am including the e-mail I sent to the NSGC list serv
below.

Any additional information you might need, please do not hesitate to contact me.

Eric Fowler

Hello, Everyone.
I had a disturbing phone call last night from a patient...

I have been working with this patient, and she has a strong family history of ovarian,
breast, and fallopian tube cancer. She is unaffected, and there are no living affected
people in her family who were willing to be tested.

Shortly before Labor Day, her benefits were checked, Comprehensive BRACAnalysis was
approved at 100%, and her blood was drawn. Her results are still pending.

She was upfront with her boss - going into detail about why she needed to miss work ({for
our appointments). The day she had her blood drawn, her boss asked her how long it would
take for her test results to come back. She stated a few weeks to a month, as I told her.

Within a day or two, her boss called her into his office, and said he was firing her
because her testing would make everyone's insurance rates in the office (company size
about 60 employees) increase. This was the only reason given for her termination. She
requested a separation notice, which should have listed reasons for termination, but the
form was blank.

This all happened on or about 9/3, and she only just called me yesterday. She said she has
been hospitalized and had other issues which prevented her from contacting me sooner. She
also said that her boss did her a favor, because she did not like her job.

I told her that under the ADA, it was illegal for her to be dismissed on this basis (we
don't even know what her test results will be, which should be inconsequential in this
situation anyway!). In TN, we do not have a state law that specifically addresses genetic
discrimination in the workplace. I encouraged her to seek legal counsel and that I would
help her in any way that I can. I am not certain that she will take these steps, the
'principle' of the issue may be lost on this patient - she i1s happy not to be in a
negative work environment and said as much to me over the phone.

Does anyone have any suggestions as to any additional steps I should be taking?
Your input would be greatly appreciated.

Eric

Opinions expressed above are not necessarily those of BMH

Eric Fowler, MS, CGC Certified Genetic Counselor
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