ASSESSING GENETIC RISKS

L\;Medl(:l!l underwriting is the evaluation of a person’s insurability, usually assessed through a
of answers to a written questionnaire and physical examination to identify certain condi-
' determined by medical underwriters (and underwriting manuals) to reduce life expectancy or
medical care costs beyond actuarial norms. Standards for medical underwriting vary substan-
by insurance company, and underwriting decisions are considered crucial business decisions by
's, and are thus considered “trade secrets™ not subject to public disclosure.

5. The National Sickle Cell Anemia, Cooley Anemia, Tay-Sachs, and Genetic Diseases Act of
6 (Public Law 94-278) consolidated separate 1972 legislation for sickle cell anemia (Public Law
294) and Cooley anemia (Public Law 92-414) and added other genetic conditions into the provi-
s of the law. It required the development of information and education materials “to persons
/iding health care, to teachers and students, and to the public in general in order to rapxdly make
lable the latest advances in the testing, diagnosis, counseling and treatment of individuals respect-
genetic disease.” It also required that federally assisted programs for the disorders included were
c entirely voluntary. Although this legislation was repealed in 1981, with the passage of the
rnal and Child Health Services Block Grant Act (Public Law 97-35), the requirement that pro-
1S supponed with block grant funds be entirely voluntary was never repealed.
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Social, Legal, and Ethical
Implications of Genetic Testing

Each new genetic test that is developed raises serious issues for medicine,
public health, and social policy regarding the circumstances under which the test
should be used, how the test is implemented, and what uses are made of its results.
Should people be allowed to choose or refuse the test, or should it be mandatory,
as newborn screening is in some states? Should people be able to control access
to the results of their tests? If test results are released to third parties such as
employers or insurers, what protections should be in place to ensure that people
are not treated unfairly because of their genotype?

The answers to these questions depend in part on the significance given to
four important ethical and legal principles: autonomy, confidentiality, privacy,
and equity. A review of the meaning of those concepts and how they are currently
protected by the law provides a starting point for the development of recommen-
dations on the degree of control people should have in deciding whether to under-
go genetic testing and what uses should be made of the results. The task is a
pressing one. In a 1992 national probability survey of the public, sponsored by
the March of Dimes, 38 percent of respondents said that new types of genetic
testing should be stopped altogether until the privacy issues are settled.!

This chapter reviews some of the conflicts that will arise in the research and
clinical settings, and suggests general principles that should be the starting point -
for policy analyses in this evolving field.

Since many of the references in this chapter are legal citations, its references appear in legal
style as numbered end notes.
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KEY DEFINITIONS
Autonomy

Ethical Analysis

Autonomy can be defined as self-determination, self-rule, or self-governance.
Autonomous agents or actions presuppose some capacity of reasoning, deciding,
and willing. Moral, social, and legal norms establish obligations to respect auton-
omous agents and their choices. Respect for personal autonomy implies that
agents have the right or power to be self-governing and self-directing, without
outside control. In the context of genetic testing and screening, respect for auton-
omy refers to the right of persons to make an informed, independent judgment
about whether they wish to be tested and then whether they wish to know the
details of the outcome of the testing. Autonomy is also the right of the individual
to control his or her destiny, with or without reliance on genetic information, and
to avoid interference by others with important life decisions, whether these are
based on genetic information or other factors. Respect for autonomy also implies
the right of persons to control the future use of genetic material submitted for
analysis for a specific purpose (including when the genetic material itself and the
information derived from that material may be stored for future analysis, such as
in a DNA bank or registry file).

Even though respect for autonomy is centrally important in our society, it is
not absolute. It can be overridden in some circumstances, for example, to prevent
serious harm to others, as is the case in mandatory newborn screening for phe-
nylketonuria (PKU) and hypothyroidism.

Legal Issues

The legal concept of autonomy serves as the basis for numerous decisions
protecting a person’s bodily integrity. In particular, cases have held that compe-
tent adults have the right to choose whether or not to undergo medical interven-
tions.2 Before people make such a choice, they have a right to be informed of
facts that might be material to their decision,? such as the nature of their condition
and its prognosis,* the potential risks and benefits of a proposed test or treatment,’
and the alternatives to the proposed intervention.® In the genetics context, health
care providers have been held liable for not providing the information that a ge-
netic test is available.”

People also have a right to be informed about and to control the subsequent
use of tissue that has been removed from their bodies.® There is some leeway
under the federal regulations governing research involving human subjects for
researchers to undertake subsequent research on blood samples provided for ge-
netic tests (as in the newborn screening context) as long as the samples are anon-
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ymous and as long as the subsequent use was not anticipated at the time the sam-
ple was collected.’ If the additional test was anticipated at the time the sample

~ was collected, informed consent for that use should be obtained prior to the col-

lection of the original sample.

Such an approach is thought appropriate to avert conflicts of interest, such as
a physician/researcher suggesting that a patient undergo a particular test when the
researcher actually wanted the tissue for the researcher’s own additional use in a
research or commercial project. In such a situation, the patient’s autonomy is
compromised even if the sample is used anonymously in the subsequent use. A
report from the Office of Technology Assessment similarly stressed the nnpor—
tance of knowledge and consent:

The consent of the patient is required to remove blood or tissue from his or
her body, and also to perform tests. but it is important that the patient be
informed of all the tests which are done and that a concern for the privacy
of the patient extends to the control of tissues removed from his or her
body.’O

Privacy

Ethical Analysis

Among the various definitions of privacy, one broad definition captures its
central element: privacy is “a state or condition of limited access to a person.”!!
People have privacy if others lack or do not exercise access to them. They have
privacy if they are left alone and do not suffer unauthorized intrusion by others.
Once persons undergo genetic tests, privacy includes the right to make an in-
formed, independent decision about whether—and which—others may know de-
tails of their genome (e.g., insurers, employers, educational institutions, spouses
and other family members, researchers, and social agencies).

Various justifications have been offered for rules of privacy. First, some phi-
losophers argue that privacy rights are merely shorthand expressions for a cluster
of personal and property rights, each of which can be explicated without any
reference to the concept of privacy. In making this argument, Judith Jarvis Thom-
son holds that privacy rights simply reflect personal and property rights, such as
the rights not to be looked at, not to be overheard, and not to be caused distress.'*

A second justification holds that rights to privacy are important instruments
or means to other goods, including intimate relations such as trust and friendship.
Being able to control access to themselves enables people to have various kinds of
relationships with different people, rather than being equally accessible to all others.

A third approach finds the basis for rights to privacy in respect for personal
autonomy. Decisional privacy is often very close to personal autonomy. The
language of personal autonomy reflects the idea of a domain or territory of self-
rule, and thus overlaps with zones of decisional privacy.
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‘ Whatever their rationale or justification, rights of privacy are the subject of
ongoing debate about their scope and weight. However, their scope is not unlim-
ited, and they do not always override all other competing interests, such as the
interests of others.

Legal Issues

In the legal sphere, the principle of privacy is an umbrella concept encom-
passing issues of both autonomy and confidentiality. The right to make choices
about one’s health care is protected, in part, by the right to privacy guaranteed by
the U.S. Constitution, as well as state constitutions. This includes a right to make
certain reproductive choices,! such as whether to use genetic testing.!* It also
includes a right to refuse treatment.

An entirely different standard of privacy protects personal information. A
few court decisions find protection for such information under the constitutional
doctrine of privacy,'> but more commonly, privacy protection against disclosure
of personal information is found under common law tort principles.'® In addition,
there is a federal privacy act,!? as well as state statutes protecting privacy.

Confidentiality

Ethical Analysis

Confidentiality as a principle implies that some body of information is sensi-
tive, and hence, access to it must be controlled and limited to parties authorized to
have such access. The information provided within the relationship is given in
confidence, with the expectation that it will not be disclosed to others or will be
disclosed to others only within limits. The state or condition of nondisclosure or
limited disclosure may be protected by moral, social, or legal principles and rules,
which can be expressed in terms of rights or obligations.

* In health care and various other relationships, we grant others access to our
bodies. They may touch, observe, listen, palpate, and even physically invade.
They may examine our bodies as a whole or in parts; and parts, such as tissue,
may be removed for further study, as in some forms of testing. Privacy is neces-
sarily diminished when others have such access to us; rules of confidentiality
authorize us to control and thus to limit further access to the information generat-
ed in that relationship. For example, rules of confidentiality may prohibit a phy-
sician from disclosing some information to an insurance company or an employer
without the patient’s authorization.

Rules of confidentiality appear in virtually every code or set of regulations
for health care relationships. Their presence is not surprising, because such rules
are often justified on the basis of their instrumental value: if prospective patients
cannot count on health care professionals to maintain confidentiality, they will be
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reluctant to allow professionals the full and complete access necessary for diagno-
sis and treatment. Hence, rules of confidentiality are indispensable for patient and
social welfare; without those rules, people who need medical, psychiatric, or other
treatment will refrain from seeking or fully participating in it. Another justifica-
tion for rules of confidentiality is based on the principles of respect for autonomy
and privacy, above. Respecting persons involves respecting their zone of privacy
and accepting their decisions to control access to information about them. When
people grant health care professionals access to them, they should retain the right
to determine who else has access to the information generated in that relationship.
Hence, the arguments for respect for autonomy and privacy support rules of con-
fidentiality. Finally, duties of confidentiality often derive from explicit or implicit
promises in the relationship. For instance, if the professional’s public oath or the
profession’s code of ethics promises confidentiality of information, and the par-
ticular professional does not specifically disavow it, then the patient has a right to
expect that information generated in the relationship will be treated as confiden-
tial.'8

There are at least two distinct types of infringements of rules of confidential-
ity. On the one hand, rules of confidentiality are sometimes infringed through
deliberate breaches. On the other hand, rules of confidentiality are often infringed
through carelessness, for example, when health care professionals do not take
adequate precautions to protect the confidential information. Some commenta-
tors argue that both carelessness and modern practices of health care have ren-
dered medical confidentiality a “decrepit concept,” since it is compromised rou-
tinely in the provision of health care.!?

It is widely recognized that the rules of confidentiality are limited in at least
two senses: (1) some information may not be protected, and (2) the rules may
sometimes be overridden to protect other values. First, not all information is
deemed confidential, and patients do not have a right to expect that such informa-
tion will be protected from disclosure to others. For example, laws frequently
require that health care professionals report gunshot wounds, venereal diseases,
and other communicable diseases such as tuberculosis. Second, health care pro-
fessionals may also have a moral or legal right (and sometimes even an obliga-
tion) to infringe rules of confidentiality, for example, to prevent a serious harm
from occurring. In such cases, rules of confidentiality protect the information, but
they can be overridden in order to protect some other value, Judgments about
such cases depend on the probability of serious harm occurring unless confidenti-
ality is breached. Any justified infringements of rules of confidentiality should
satisfy the conditions identified earlier in the discussion of Jjustified infringements
of the principle of respect for autonomy.

Legal Issues

The legal concept of confidentiality focuses on the information that peopie
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provide to their physicians. The protection of confidentiality is thought to serve
an important public health goal in encouraging people to seek access to health
care. It is thought that the patient’s interest can be served only in an atmosphere
of total frankness and candor.?® Without the promise of confidentiality, people
might avoid seeking medical treatment, thus potentially harming themselves as
well as the community. In fact, the first doctor-patient confidentiality statute was

- passed in 1828 in New York during the smallpox epidemic to encourage people to
seek health care. Various legal decisions have protected confidentiality of health
care information,?! as have certain state and federal statutes.

Confidentiality of health care information is also protected because disclo-
sure of a person’s medical condition can cause harm to him or her. An alternative
set of legal principles—those penalizing discrimination (see below)—protects
people against unfair uses of certain information.

Equity
Ethical Analysis

Issues of justice, fairness, and equity crop up in several actions, practices, and
policies relating to genetic testing. It is now commonplace to distinguish formal
Justice from substantive justice. Formal justice requires treating similar cases in a
similar way. Standards of substantive or material justice establish the identity of
the relevant similarities and differences and the appropriate responses to those
similarities and differences. For instance, a society has to determine whether to
distribute a scarce resource such as health care according to persons’ differences
in need, social worth, or ability to pay.

One crucial question is whether genetic disorders or predispositions provide
a basis for blocking access to certain social goods, such as employment or health
insurance. Most conceptions of justice dictate that employment be based on the
ability to perform particular tasks effectively and safely. For these conceptions, it
is unjust to deny employment to someone who meets the relevant qualifications
but also has a genetic disease. Frequently these questions of employment overlap
with-questions of health insurance. Practices of medical underwriting in health
insurance reflect what is often called “actuarial fairness”—that is, grouping those
with similar risks together so insurers can accurately predict costs, and set fair and
sufficient premium rates. Although actuarial fairness may be intuitively appeal-
ing, critics argue that it does not express moral or social fairness. According to
Norman Daniels, there is “a clear mismatch between standard underwriting prac-
tices and the social function of health insurance” in providing individuals with
resources for access to health care?? (see Chapter 7).

The fundamental argument for excluding genetic discrimination in health in-
surance amounts to an argument for establishing a right to health care. One of the
central issues in debates about the distribution of health care is one’s view of the
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“patural lottery,” in particular, a “genetic lottery.”>® The metaphor of a lottery
suggests that health needs result largely from an impersonal natural lottery and are
thus undeserved. But even if health needs are largely undeserved because of the
role of chance, society’s response to those needs may vary, as H. Tristram Engel-
hardt notes, depending on whether it views those needs as unfair or as unfortu-
nate.?* If health needs are unfortunate, but not unfair, they may be the object of
individual or social compassion. Other individuals, voluntary associations, and
even society may be motivated by compassion to try to meet those needs. If,
however, the needs are viewed as unfair as well as unfortunate, society may have
a duty of _)USUCC to try to meet those needs.

One prominent argument for the societal provision of a decent minimum of
health care is that, generally, health needs are randomly distributed and unpredict-
able, as well as overwhelming when health crises occur.?® Because of these fea-
tures of heaith needs, many argue that it is inappropriate to distribute health care
according to merit, societal contribution, or even ability to pay. Another version
of the argument from fairness holds that health needs represent departures from nor-
mal species functioning and deprive people of fair equality of opportunity. Thus,
fairness requires the provision of health care to “maintain, restore, or compensate
for the loss of normal functioning” in order to ensure fair equality of opportunity.?

Several committee members expressed concerns that these stated arguments
are somewhat weakened by the fact that a number of diseases are not the result of
random events, but are brought on or exacerbated by dispensable habits such as
cigarette smoking and excessive alcohol ingestion. While our and other societies
attempt to discourage such habits by education and taxation, there is general
agreement that access to full health care must be ensured once illness develops. If
a tendency to abuse alcohol, for example, were to have a genetic predisposition,
an additional argument could be made for providing the same level of health care
to everyone since a person does not choose his or her genetic propensities.

The argument that society should guarantee or provide a decent minimum of
health care for all citizens and residents points toward a direction for health poli-
cy, but it does not determine exactly how much health care the society should
provide relative to other goods it also seeks. And, within the health care budget,
there will be difficult allocation questions, including how much should be used for
particular illnesses and for particular treatments for those illnesses. Questions of
allocation cannot be resolved in the abstract. In democratic societies, they should
be resolved through political processes that express the public’s will. In specify-
ing and implementing a conception of a decent minimum, an adequate level, or a
fair share of health care in the context of scarce resources, as the President’s Com-
mission noted in 1983, it is reasonable for a society to turn to fair, democratic
political procedures to choose among alternative conceptions of adequate health
care, and in view of “the great imprecision in the notion of adequate health care . . .
it is especially important that the procedures used to define that level be—and be
perceived to be—fair.”?’
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Legal Issues

The concept of equity serves as the underpinning for a variety of legal doc-
trines and statutes. Certain needy people are provided health care, including some
genetics services, under government programs such as Medicaid (see Chapter 7).
In addition, some legislative efforts have been made to prohibit discrimination
based on genotype. For example, some states have statutes prohibiting discrimi-
nation in employment based on one’s genotype.8 And nearly all people over age
65 are deemed to have a right to care (under Medicare).

CURRENT PRACTICE OF PROTECTION IN GENETICS

The development of genetic testing has raised numerous concerns about au-,
tonomy, confidentiality, privacy, and equity that are exacerbated by the range of
- contexts in which such tests are undertaken, the sheer volume of tests that could
be offered, the many uses that can be made of test results, and the variety of
institutions that store genetic information. To date, most genetic testing has been
done in the reproductive context or with newbomns, to identify serious disorders
that currently or soon will affect the fetus or infant. However, the types of genetic
conditions or predispositions that can potentially be tested for are much broader
than those signaling serious, imminent diseases. These include characteristics
(such as sex or height) that are not diseases, potential susceptibility to diseases if
the person comes into contact with particular environmental stimuli, and indica-
tions that a currently asymptomatic person will suffer later in life from a debilitat-
ing disease such as Huntington disease. The genetic anomalies that can be tested
for range widely in their manifestations, their severity, their treatability, and their
social significance. People’s ability to define themselves, to manage their destiny
and self-concept, will depend in large measure on the control they have over
‘whether they and others come to know their genetic characteristics.
Most medical testing is done within a physician-patient relationship. With
genetic testing, however, the potential range of contexts in which it can be under-
. taken is large. Already, in the public health context, more than 4 million newborns
are tested annually for metabolic disorders so that effective treatment can be start-
ed in a few hundred. Researchers are inviting people to participate in family
studies and undergo genetic testing, including collection of DNA samples for
present or future analyses. There are a growing number of nonmedical applica-
tions of genetic testing as well. In the law enforcement context, DNA testing is
undertaken to attempt to identify criminal offenders. At least 17 states have DNA
fingerprint programs for felons.?? The armed services are collecting DNA sam-
ples from all members of the military, the primary purpose of which is to identify
bodies of deceased soldiers. Employers and insurers may require people to under-
go testing for genetic disorders for exclusionary purposes. One challenge for
policy posed by this wide array of testing settings is that many of the existing legal
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precedents about autonomy, confidentiality, and privacy apply only to the tra.dl—
tional doctor-patient relationship. For example, some state statutes governing
confidentiality deat only with information provided to physicians and might not
cover information provided to Ph.D. researchers or employers. ' '
There seems to be great variation among institutions and among providers in
the amount of attention paid to autonomy, confidentiality, and privacy. For exam-
ple, some obstetricians recognize the patient’s autonomy by providing them the
information about maternal serum alpha-fetoprotein (MSAFP) screening but ac-
knowledging the patient’s right to decide whether or not to undergo the test. Oth-
er obstetricians run the test on blood gathered from the woman for other purposes,
so the woman does not even know she has been the subject of the test unless the
obstetrician delivers the bad news that she has had an abnormal result. '
Geneticists differ with respect to the emphasis they place on the confidential-
ity of the results of genetic testing. In a survey by Dorothy Wertz and Ji phn Hetch-
er,® numerous geneticists suggested that there were at least four S{tuatlc?ns in
which they would breach confidentiality and disclose genetic information Wlthout
the patient’s permission, even over the patient’s refusal: (1) 54 percent said the':y
would disclose to a relative the risk of Huntington disease; (2) 53 percent §a1d
they would disclose the risk of hemophilia A; (3) 24 percent said they .would
disclose genetic information to a patient’s employer; and (4) 12 percent saxc} t.hey
would disclose such information to the patient’s insurer. Primary care phys1g1ans
may be even more likely to disclose such information.’! Hc_aalth care providers
should explain their policies for disclosure in advance, including for disclosure to
relatives. '
Institutions that store DNA samples®? or store the results of genetic tests 2}150
differ in the amount of respect they give to autonomy, confidentiality, and priva-
cy.* Some institutions do additional tests on DNA samples without the permis-
sion of the person who provided the sample. Some share samples with other
institutions. Some store samples or information with identifiers attached, rather
than anonymously. Indeed, storage conditions themselves differ widely. Some
newborn screening programs store filter papers in a temperature-controlled, se-
cure setting; others merely pile them in a file cabinet or storage close.t. l?rograms
also differ in the length of time the sample or the test results are maintained. ‘
Once DNA material has been submitted, there are few safeguards concerning
other pr;:sent or future uses that may be made of the material. DNA from the
blood spots collected for newborn screening can now be extracted for-further
testing.>* No standards or safeguards currently exist to govern the appropga?e. use
of DNA analysis and storage from newborn screening tests. These possibilities
raise questions about the need to obtain consent for additigng? a‘nd.subsequem
uses (particularly since consent is almost never obtained initially in newbm;n
screening), as well as questions about the duty to warn if disorders are detected in
the blood by using the new DNA extraction testing techniques. .
The issue of confidentiality of genetic information will be underscored with
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the introduction of “optical memory cards,” a credit card-sized device that stores
medical information.’® These cards have already been introduced for use in Hous-
ton city health clinics. There is sufficient computer memory on the cards to in-
clude genetic information about the person and, in the future, to include a person’s
entire genome.

Congressional legislation has been introduced that would require all patients
to use optical memory cards. This bill, the Medical and Health Insurance Infor-
mation Reform Act of 1992, would mandate a totally electronic system of com-
munication between health care providers and insurers. Such a system would be
based either on the optical memory card (with a microchip capable of storing

data) or on a card similar to an Automated Teller Card (which simply provides
access to data stored elsewhere).

APPLYING THE PRINCIPLES
TO GENETIC TESTING

The principles of autonomy, privacy, confidentiality, and equity place great
weight on individuals’ rights to make personal decisions without interference.
This is due, in part, to the importance placed on individuals in our culture and our
legal system. However, individual rights are not without bound, and the afea of
genetics raises important questions of where individual rights end and where re-
sponsibilities to a group—such as one’s family or the larger society—begin.

- Medicine is generally practiced within this culture of individual rights (with
provisions for patients’ right to refuse treatment and right to control the dissemi-
nation of medical information about themselves), but there have been circum-
stances in which the medical model has been supplanted by the public health
model, which encourages the prevention of disease—for example, by requiring
that certain medical intervention (such as vaccinations) be undertaken and by
warning individuals of health risks (e.g., through educational campaigns against
smoking or through contact tracing with respect to venereal diseases). Some com-
mentators have suggested that the public health model be applied to genetics,3
with mandatory genetic screening and even mandatory abortion of seriously af-
fected fetuses. A related measure might be warning people of their risk of genetic
disorders.

There are several difficulties with applying the public health model to genet-
ics, however. Certain infectious diseases potentially put society as a whole at
immediate risk since the diseases can be transmitted to a large number of people
in a short time. The potential victims are existing human beings who may be total
strangers to the affected individual. In contrast to infectious disease, the transmis-
sion of genetic diseases does not present an immediate threat to society. Whereas
infectious disease can cause rapid devastation to a community, the transmission of
genetic disorders to offspring does not necessarily have an immediate detrimental
effect, but rather creates a potential risk for a future generation in society.3” U.S.
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Supreme Court cases dealing with fundamental rights have helg that harm in the.
future is not as compelling a state interest as immediate harm.? .
Moreover, the very concept of “prevention” does not readily fit most genetic
diseases. In the case of newbomn screening for PKU, treatment can prevent mfental
retardation. However, with many genetic diseases today, the genetic diseage itself
is not being prevented, but rather the birth of a particula.r individual with the
disease is prevented (e.g., when a couple, each of whom is heterozyggus for a
serious recessive disorder, chooses not to conceive or chooses to terminate Fhe
pregnancy of a fetus who is homozygous for the disorder). This s.o.rt of prevention
cannot be viewed in the same way as preventing measles or syphilis, for example.
There is a great variation among people in their view of disability and wbat con-
stitutes a disorder to be “prevented.” Many people will vyelcome a.chl.lq with
Down syndrome or cystic fibrosis into their family. In addm_on, some 1nd1v1dual§
have religious or other personal moral objections to abortion; even .mandatory
carrier status screening or prenatal screening without mandatory abortion may be
objected to because people who object to abortion are concemed that th§ abpmon
rate will rise among those in the general population who learn of genetic rlisks. to
their fetus. Furthermore, some people with a particular disability or genetic risk

may view mandatory genetic testing for that risk or disability as an attempt to -

eradicate their kind, as a disavowal of their worth. -
Mandatory genetic testing might also have devastating effects on the individ-
uals who are tested. Unlike infectious disease (which can be viewed as external to
the person), genetic disease may be viewed by people as an intractablg part of
their nature. Persons who learn, against their will, that they carry a defectlvc? gene
may view themselves as defective. This harm is compounded if thgy chq ngt
choose to learn the information voluntarily. This assault on personal 1f1ent1ty' is
less likely with infectious diseases, although AIDS and genital herpes (for exam-
ple) can also have a negative impact on self-image. Moreover, most ger;gtlc de-
fects, unlike most infectious diseases, generally cannot now be corrt?cted. . Thus,
the unasked-for revelation that occurs through mandatory genetic testing can
haunt the person throughout his or her life and can have widespread reverbera-
tions in the family, including others who may be at risk or related as p.ar.mers. The
information can serve as the basis for discrimination against the mdmdx.lal: )
Additionally, policy concerns raised by attempts to stgp the transmission of
genetic diseases differ from those addressed to infectious diseases becaus.e genet-
ic diseases may differentially affect people of different races or et.hpxc back-
grounds. For that reason, some commentators contest the apphca.bmt.y of the
ibnfectious disease model to government actions regarding genetic disorders.
Catherine Damme notes that “unlike infectious disease which [generally] kn?’ws
no ethnic, racial, or gender boundaries, genetic disease is the resulF of l:éaredxty —
leaving open the possibility for discriminatory govemmfentgl acngns. ' .
The government has discretion with respect to which mfectxous. Qseases it
tackles. For example, it can decide to require screening for syphilis but not
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chlamydia, or to require vaccinations for smallpox but not for diphtheria. Gov-
ernment action with respect to genetic diseases is likely to be regarded much
differently, especially with respect to disorders for which an effective treatment
does not exist and, consequently, the only medical procedure available is the abor-
tion of an affected fetus. Minority groups who have been discriminated against in
the past may view a screening program that targets only disorders that occur with-
in their racial or ethnic group as an additional attack, and may view abstention
from reproduction or the abortion of offspring based on genetic information as a
form of genocide.! »

Those commentators who argue that the infectious disease precedents Justify
mandatory genetic screening fail to recognize that even in the case of infectious
disease, very few medical procedures are mandated for adults. Adults are not
forced to seek medical diagnosis and treatment even if they have a treatable infec-
tious disease. Laws that required compulsory infectious disease screening prior to
marriage (e.g., for venereal disease) are being repealed. For example, New York
abolished its requirements for premarital gonorrhea and syphilis testing. One of
the reasons for the abolition of the requirements was that they were not the most
appropriate way to reach the population at risk.%2

Mandating diagnosis and treatment for genetic disorders is particularly prob-
lematic when the concept of disease is so flexible. Arno Motulsky has noted that
“[t]he precise definition of ‘disease’ regardless of etiology, is difficult”*® He
notes that maladies such as high blood pressure and mental retardation are based.
on arbitrary cutoff levels. David Brock similarly noted that most disorders lie
between the extremes of Tay-Sachs disease and alkaptonuria; what a physician
advises “depends as much on the physician’s ethical preconceptions as his medi-
cal experience.”#

Despite the fact that the public health model does not fit the situation of
genetics, the individual rights model should not be seen as absolute. There are
certain situations in which the values of autonomy, privacy, confidentiality, and
equity should give way to prevent serious harm to others. Determining the excep-
tions to these general principles is no easy matter, however. There may be in-
stances in which harm can be prevented by violating one of these principles, but in
which the value of upholding the principles will nonetheless outweigh the chance
of averting harm. In each instance, it will be necessary to assess several factors:
How serious is the harm to be averted? Is violating one of the principles the best
way to avert the harm? What will be the medical, psychological, and other risks
of violating the principle? What will be the financial costs of violating the principle?

The following section addresses the issues raised by the application of these
principles—autonomy, privacy, confidentiality, and equity—in the contexts of
clinical genetics, other medical practices, genetics research, and so forth. It also
provides guidance for determining the appropriate circumstances for exceptions
to these principles. The chapter concludes with the committee’s recommenda-
tions on these issues.
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ISSUES IN GENETIC TESTING

Autonomy

One important way to ensure autonomy with respect to genetic testing is to
provide adequate information upon which a person can make a decision whether
or not to undergo testing. A proper informed consent in medicine generally in-
volves the presentation of information about the risks, benefits, efficacy, and alter-
natives to the procedure being undertaken. In addition, recent cases and statutes
have recognized the importance of disclosures of any potential conflicts of inter-
est that the health care professional recommending the test may have, such as a
financial interest in the facility to which the patient is being referred. In the genet-
ics context, this would include disclosure about equity holdings or ownership of
the laboratory, dependence on test reimbursement to cover the costs of counsel-
ing, patents, and so forth. It would also include disclosure of any planned subse-
quent uses of the tissue samples, even if such uses are to be anonymous.

Various kinds of information are relevant to people who are attempting to
exercise their autonomy by deciding whether or not to undergo genetic testing.
This includes information about the severity, potential variability, and treatability
of the disorder being tested for. I, for example, carrier status testing is being

- proposed for a pregnant woman or prenatal testing is being proposed for her fetus,

she should be told whether the disorder at issue can be prevented or treated, or
whether she will be faced with a decision about whether or not to abort {see Chap-
ters 2,4, and 5). The proposed informed consent guidelines for research involv-
ing genetic testing suggested by the Alliance of Genetic Support Groups provide

an excellent starting point for the development of informed consent policies in the

genetics area (see Chapter 4).

The potential development of multiplex testing adds another wrinkle to the
issue of informed consent for genetic testing. If 100 disorders are tested from the
same blood sample, it may be difficult to apply the current model of informed
consent in which a health care provider gives information about each disorder and
the efficacy of each test to the patient in advance of the testing. The difficulty in
applying the traditional mechanisms for achieving informed consent does not pro-
vide an excuse for failing to respect a patient’s autonomy and need for informa-
tion, however. New mechanisms may have to be developed to protect these rights.
It will be possible to have resuits reported back to the physician and patient only
about those tests (or types of tests) the patient chooses. The choices can be made
by the patient, based, for example, on the patient learning through a computer
program about the various disorders and the various tests. Or the choices can be
made according to general categories—for example, the patient might choose to
have multiplex testing but choose nor be informed of the results of testing for
untreatable or unpreventable disorders® (see Chapters 1, 3, and 4).

In addition to the recognition that people are entitled to information before
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they make decisions, a second application of the autonomy principle comes with
the recognition that the decision to participate in genetic testing and other genetics
services must be voluntary. Voluntariness has been a recognized principle in past
recommendations and practices involving genetics. This is in keeping with the
récognized right of competent adults to refuse medical intervention, as well as the
right to refuse even the presentation of medical information in the informed con-
sent context.*® If, for example, it becomes possible to accurately screen fetal cells
isolated from a pregnant woman’s blood in order to determine the genetic status of
the fetus, state public health departments might be interested in requiring the test
on the grounds that it is a minimally invasive procedure that can provide informa-
tion to the woman (perhaps leading her to abort an affected fetus and saving the
. state money for care of that infant). Mandating such a test, however, would show
insufficient respect for the woman’s autonomy and would violate her right to make
reproductive decisions.

Special Issues in the Screening and Testing of Children

The expansion of available tests fostered by the Human Genome Project will
present complicated issues with respect to the testing of newborns and other chil-
dren. Although there are clear legal precedents stating that adults are free to
refuse even potentially beneficial testing and treatment, legal precedents provide
that children can be treated without their consent (and over their parents’ refusal)
to prevent serious imminent harm. The U.S. Supreme Court has said that, while
parents are free to make martyrs of themselves, they are not free to make martyrs
of their children.#’ Medical intervention over parents’ objection has been allowed
in situations in which a child’s life was in imminent danger and the treatment
posed little risk of danger in itself.*® Blood transfusions have been ordered for the
children of Jehovah’s Witnesses when the child’s life was imminently endangered.*?

All states have programs to screen newborns for certain inborn errors of me-
tabolism for which carly intervention with treatment provides a clear medical
benefit to the child, such as phenylketonuria. Currently, the statutes of at least two
jurisdictions (the District of Columbia and Maryland) clearly provide that new-
born screening is voluntary.® In at least two states (Montana and West Virginia),
screening is mandatory and there is no legal provision for parental objection or
refusal based on religious grounds.>! In the rest of the states, there are grounds for
parental refusal for religious or other reasons. However, although the majority of
states allow objection to screening on some grounds, very few statutes require that
the parents or guardians of an infant either be sufficiently informed that they can
choose whether or not their infant should submit to the screening or be told they
have the right to object. Two states (Missouri and South Carolina) have criminal
penalties for parents who refuse newborn screening of their children.5?

The idea behind mandatory newborn screening is a benevolent one—to try to
ensure that all children get the benefits of screening for PKU and hypothyroidism,
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for which early treatment can make a dramatic difference in the child’s well-being
by preventing mental retardation. Yet there is little evidence that it is necessary to
make a newborn screening program mandafory to ensure that children are
screened under the program. Recent studies show that the few states with volun-
tary newborn screening programs screen a higher percentage of newborns than
some states with mandatory newborn screening programs; for 1990, voluntary
programs reported reaching 100 percent of newborns in their states, while some
states with mandatory programs report reaching 98 percent, and some even less
than 96 percent.® Relevant research has suggested that even when a newborn
screening program is completely voluntary and parents may refuse for any reason,
the actual refusal rate is quite low, about 0.05 percent (27 of 50,000 mothers). In
that study, most nurses reported that it required only one to five minutes to inform
a mother about newborn screening.>*

Newborn screening for PKU—like a necessary blood transfusion for a child

over the parents’ refusal—has been justified on the basis of the legal doctrine of

parens patriae, where the state steps in to order an intervention to protect a child
from substantial, imminent harm. In the era of the Human Genome Project, when
additional tests are being developed, some people are promoting newborm screen-
ing in part for less immediate and less clear benefits. Proposed guidelines have
suggested that another benefit of newborn screening “might take the form of in-
scription in registries for later reproductive counseling (material PKU) or of sur-
veillance of phenotypes (congenital adrenal hyperplasia).”> To achieve such an
outcome, the resuiting children would need to be followed until the age when
reproductive counseling was appropriate—or when symptoms manifest—a daunt-
ing task in this age of mobility.

The first newbom screening programs were for disorders in which early treat-
ment of the newborn was effective. Increasingly, however, testing is suggested
for untreatable disorders. In such instances, the justification is not the benefit to
the newborn but the benefit to the parents for future reproductive plans. For such
reasons, several countries—and some states in the United States (e.g., Pennsylva-
nia)—screen newborns for Duchenne muscular dystrophy. This medical interven-
tion has no immediate medical benefit for the newborn, and carrier screening of
the parents could be obtained through other methods, even when (as in the case of
Duchenne muscular dystrophy and some other conditions) they may not realize
they are at risk.

Moreover, screening newborns for genes for untreatable disorders or carrier
status may have disadvantages. The children may be provided with information
that, at the age of consent, they would rather not have. Parents might treat them
differently if the results are positive. Parents may stigmatize or reject children
with the abnormal genes, or may be less willing to devote financial resources to
education or other benefits for such children. In addition, release of the test re-
sults might cause them to be uninsurable, unemployable, and unmarriageable.

There are additional benefits from voluntariness in newbomn screening. In-
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forming parents about newborn screening in advance of testing allows quality
assurance: parents can check to see if the sample was actually drawn. As children
are being released from the hospital increasingly early, due to insurance pressures,
they might receive a false negative result because blood levels of phenylalanine
have not yet risen sufficiently to be detected if elevated. Informed motivated
parents may need to bring their babies to be screened after release from the hospi-
tal in order to ensure an accurate test result. The recommended informed consent
process can provide the necessary education and motivation that will be required
to make the return trip far better than mandatory programs.
~ In the postgenome era, people will be facing the possibility of undergoing
many more genetic tests in their lifetimes, and will need to master a wealth of
genetic information that is relevant to their health, their reproductive plans, and
the choices they make about what to eat, where to live, and what jobs to take. The
more settings in which they can be informed about genetics, the more able they
will be to make these decisions. In addition, when newborn screening programs
are voluntary, there is a greater chance that parents will be provided with material
in advance about the disorder and have their questions answered, thus presenting
the possibility that they will view it more seriously and will make a greater effort
to ensure that the child receives proper treatment if a condition is detected. The
disclosure of information to parents about newborn screening prior to newborn
screening can be an important tool for public education about genetics.
Mandatory newborn screening should only be undertaken if there is strong
evidence of benefit to the newborn from effective treatment at the earliest possible
age (e.g., PKU and congenital hypothyroidism). Under this principle, screening
for Duchenne muscular dystrophy would not be justified. In addition, mandatory
newborn screening for cystic fibrosis would currently not be justified.’6 A pro-
spective double-blind study in Wisconsin (the only controlled study on the sub-
jecty has not found benefits of early detection in newborn screening for CF; the
treatment of children could be initiated with just as successful results based on the
occurrence of symptoms. In addition to its lack of clear benefit, newborn screen-
ing for CF has a clear downside. Screening by its nature is overly broad; in
newborn screening for cystic fibrosis, for example, “only 6.1 percent of infants
with positive first tests [in the Colorado and Wyoming program] were ultimately
found to have cystic fibrosis on sweat chloride testing.”>’ Yet one-fifth of parents
with false positives on newborn screening for cystic fibrosis “had lingering anxi-
ety about their children’s health.”>® Of the parents whose infants had initial, later
disproven positive reports of CF in the Wisconsin study, 5 percent still believed a
year later that their child might have CE>® Such a reaction may influence how
parents relate to their child. A report on the Wisconsin newborn screening for CF
stated that of the 104 families with false positives, 8 percent planned to change
their reproductive plans and an additional 22 percent were not sure whether they
would change their reproductive plans.% In fact, in France, the newborn screen-

}
|
j
i
i
f

SOCIAL, LEGAL, AND ETHICAL IMPLICATIONS 263

ing program for cystic fibrosis was terminated at the request of parents who ob-
jected to the high number of false positives.®! Denmark stopped screening for
alpha-1-antitrypsin deficiency because of negative long-term effects on the moth-
er-child interactions associated with identifying the infant’s alpha-1-antitrypsin
deficiency.?

Even in cases where a treatment is available for a disorder detectable through
newborn screening, it may not be of unequivocal benefit if started after Symptoms
appear. Treatment of children identified through screening for maple syrup urine
disease may have only limited effectiveness at best, and parents may face a quan-
dary about whether or not to treat. Even if hypothetical benefits exist, newborn
screening programs need close scrutiny to determine if the necessary treatments
are actually provided to the children. In states that support screening but not
treatment, families may be unable to afford treatment and thus children may not
benefit from screening. Many children with sickle cell anemia, for example, do
not get their necessary penicillin prophylaxis.® Although most states provide
education about diet and nutrition to parents of infants with PKU, not all states
provide the expensive essential diet or other food assistance.

Beyond the issue of the testing of newborns in state-sponsored programs,
there are more general issues regarding the genetic testing of children in clinical
settings. Some technologies designed to identify affected individuals will also
provide information about carrier status. If an infant is tested for sickle cell ane-
mia, for example, the test will reveal whether the infant is a carrier. In that case,
the carrier status information is a by-product of the test for sickle cell anemia
since obtaining information on carrier status is not the primary purpose of the
testing. Questions arise as to whether that information should be reported to the
infant’s parents.

One advantage to reporting the information is that it is relevant to the parents’
future reproductive plans. If the infant is a carrier, at least one of the parents is a
carrier. If both are carriers, then they are at 25 percent risk of having an affected
child. On the other hand, there are disadvantages to the reporting of such informa-
tion to parents. Unless education and counseling are available, they may errone-
ously worry that the child will be affected with a disease related to the carrier
status. They may stigmatize the child or otherwise treat the child as different. In
addition, the disclosure of the child’s carrier status may result in disruption to the
family if neither of the social parents is a carrier (which most often indicates that
another man fathered the child).

Since numerous tests can be added in a newborn screening program using the
initial filter paper spot, the pressure to add new tests may be difficult to resist.
Under the American Society of Human Genetics (ASHG) guidelines, however,
before tests are added, a rigorous analysis should be made about who will benefit,
who will be harmed, and who consents. In state programs for newbormn screening,
subsequent anonymous uses of samples for research may be undertaken.
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Voluntariness of Subsequent Uses

Many state newborn screening programs, as well as research and clinical
facilities, store the filter paper spots or other DNA samples for long periods after
their initial use in genetic testing. Some states use newborn screening spots to
experiment with new tests, and this would seem permissible as long as the sam-
ples are not identified and the uses were not anticipated prior to the initial test.%
If the samples are identified, the person’s permission would be required. Howev-
er, researchers constitute just one group that might want access to the newborn
screening spots. Such spots are of interest to law enforcement officials; in one
case, police contacted a newborn screening laboratory when they were trying to
identify a young murder victim.

The American Society of Human Genetics issued a statement on DNA bank-
ing and DNA data banking in 1990.%°> ASHG recommended the purposes for
which samples are acquired for DNA analysis be defined in advance:

Later access to DNA samples or to the profiles for other purposes should
be permitted only when (a) a court orders the information to be released,
(b) the data are to be anonymously studied, or (c¢) the individual from
whom the sample was obtained provides written permission. In general,
regardless of the purpose for which it was compiled, this information should
be accorded at least the confidentiality that is accorded to medical records.56

Confidentiality

Confidentiality is meant to encourage the free flow of information between
patient and physician so that the patient’s sickness may be adequately treated.
The protection of confidentiality is also justified as a public health matter, since ill
people may not seek medical services in the first place if confidentiality is not
protected. As a legal matter, confidentiality is generally protected in the doctor-
patient relationship. However, genetic testing may not always occur within a
doctor-patient relationship: a non-M.D. scientist may undertake the testing, or
screening may occur in the employment setting. Moreover, it is not just the result
of the test that raises concern about confidentiality. The sample itself may be
stored (as in DNA banking or family linkage studies) for future use.

Genetic information is unlike other medical information. It reveals not only
potential disease or other risks to the patient, but also information about potential
risks to the person’s children and blood relatives. The fact that geneticists may
wish. to protect third parties from harm by breaching confidentiality and disclos-
ing risks to relatives is evidenced in the study by Wertz and Fletcher, cited earlier,
in which half of the geneticists surveyed would disclose information to relatives
over a patient’s refusal. The geneticist’s desire to disclose is based on the idea that
the information will help the relative avoid harm. Yet this study indicated that
about the same number of geneticists would disclose to the relative when the
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disorder was untreatable as when the disorder was treatable (53 percent would
contact a relative about the risk of Huntington disease; 54 percent about the risk of
hemophilia A). Since most people at risk for Huntington disease have not chosen
testing to see if they have the genetic marker for the disorder,%” geneticists may be
overestimating the relative’s desire for genetic information and infringing upon
the relative’s right not to know. They may be causing psychological harm if they
provide surprising or unwanted information for which there is no beneficial action
the relative can take.

In the legal realm, there is an exception to confidentiality: A physician may
in certain instances breach confidentiality in order to protect third parties from
harm, for example, when the patient might transmit a contagious disease®® or
commit violence against an identifiable individual.®® In a landmark California
case, for example, a psychiatrist was found to have a duty to warn the potential
victim that his patient planned to kill her.”

The principle of protecting third parties from serious harm might also be used
to allow disclosure to an employer when an employee’s medical condition could
create a risk to the public. In one case, the results of an employee’s blood test for
alcohol were given to his employer.”! The court held the disclosure was not ac-
tionable because the state did not have a statute protecting confidentiality, but the
court also noted that public policy would favor disclosure in this instance since
the plaintiff was an engineer who controlled a railroad passenger train.

An argument could be made that health care professionals working in the
medical genetics field have disclosure obligations similar to those of the physi-
cian whose patient suffers from an infectious disease or a psychotherapist with a
potentially violent patient. Because of the heritable nature of genetic diseases, a
health professional who—through research, counseling, examination, testing, or
treatment—gains knowledge about an individual’s genetic status often has infor-
mation that would be of value not only to the patient, but to his or her spouse or
relatives, as well as to insurers, employers, and others. A counterargument could
be made, however, that since the health professional is not in a professional rela-
tionship with the relative and the patient will not be harming the relative (unlike in
the case of violence or infectious diseases), there should be no duty to warn.

The claims of the third parties to information, in breach of the fundamental
principle of confidentiality, need to be analyzed, as indicated earlier, by assessing
how serious the potential harm is, whether disclosure is the best way to avert the
harm, and what the risk of disclosure might be.

Disclosing Genetic Information to Spouses

The genetic testing of a spouse can give rise to information that is of interest
to the other spouse. In the vast majority of situations, the tested individual will
share that information with the other spouse. In rare instances, the information
will not be disclosed and the health care provider will be faced with the issue of
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whether to breach confidentiality. When a married individual is diagnosed as
having the allele for a serious recessive disorder, the spouse might claim that the
health care provider has a duty to share that information with him or her to facil-
itate reproductive decision making.”? A few court cases have allowed physicians
to disclose medical information about an individual in order to protect a spouse or
potential spouse.” The foundation for this approach is laid by cases allowing
disclosure of communicable diseases.”® In situations such as disclosure of infor-
mation about venereal disease or AIDS, the argument is made that sacrificing
confidentiality, by notifying spouses and lovers, is necessary for public health and
welfare, and is essential as a warning to seriously endangered third parties where
the risk of transmission is high.

~ Since genetic disorders are not communicable to the spouse, a counter argu-
ment could be made that there is no legitimate reason for disclosing them. How-
ever, the spouse might have a great interest in the genetic information because he
or she would like to protect any potential children from risk. Consider the case of
a doctor who learns that a young man will later suffer from Huntington disease.
The wife would appear to have at least some claim to that information since, if she
and her husband have children, there will be a 50 percent chance that each child
would inherit the disease. Similarly, each spouse would seem to have a claim to
the information that the other was a carrier of a single gene for a recessive defect.
Because of the importance of reproductive decisions, such information is crucial
to the spouse.

" Another instance in which genetic risk information arises in the marriage
context is through prenatal screening. A fetus may be found to have an autosomal
recessive disorder, which occurs only if both parents transmit the particular gene.
If, in the course of prenatal diagnosis, it is learned that the mother is a carrier of
the gene but her husband is not, the health care professional has knowledge that
the husband is almost certainly not the father of the child. A claim could be made
that the health care professional has a duty, or at least a right, to advise the hus-
band of his misattributed paternity, so that he will know that any future children
he has will not be at risk for that particular disorder.

On the other hand, an argument could be made that spouses should not be
entitled to genetic risk information about a patient, even if it is arguably relevant
to-their future reproductive plans.”> The right of reproductive decision making is
'viewed as the right of the individual.”® The U.S. Supreme Court has held that a
woman can abort without her husband’s consent even if this will interfere with her
husband’s reproductive plans.”” More recently, the U.S. Supreme Court held that
-a husband was not even entitled to notice that his wife intends to abort.”® The
court expressed concerns that the husband might react to the disclosure with vio-
lence, with threats to withhold economic support, or with psychological coer-
cion.” Similar reactions could occur with information about misattributed pater-
nity, particularly because the primary purpose of the testing was not to get
paternity information.

3B,
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Disclosing Genetic Information to Relatives

Blood relatives of the patient may have a more convincing claim than Spous-
es for requiring that health care providers breach confidentiality. They could ar-
gue that the information about genetic risks or the availability of genetic testing
may be relevant to their own future health care.® The strongest case for a warn-
ing would exist when there is a high likelihood that the relative has the genetic
defect, the defect presents a serious risk to the relative, ‘and there is reason to
believe that the disclosure is necessary to prevent serious harm (e.g., by allowing
for treatment or by warning the person to avoid harmful environmental stimuli).
Malignant hyperthermia is an autosomal dominant genetic condition causing a
fatal reaction to common anesthesia. Prompt warning of families can literally
save lives, especially from death due to minor surgeries such as setting broken
bones in children.

If the patient does not want to inform relatives, however, questions arise as to
whether the health care provider or counselor should contact the relative over the
patient’s refusal. The President's Commission for the Study of Ethical Problems
in Medicine and Biomedical and Behavioral Research (1983) recommended that
disclosure be made only if (1) reasonable attempts to elicit voluntary disclosure
are unsuccessful; (2) there is a high probability of serious (e.g., irreversible or
fatal) harm to an identifiable relative; (3) there is reason to believe that disclosure
of the information will prevent harm to the relative; and (4) the disclosure is
limited to the information necessary for diagnosis or treatment of the relative.8!

Even in the more compelling situation of disclosure to relatives, the health care
provider is not in a professional relationship with the relative, and previous legal
cases regarding a duty to provide genetic information have all involved a health
care provider in a professional relationship with the person to be informed. Although
infectious disease cases provide a precedent for warning strangers about potential
risks,%? genetic diseases are simply different from infectious diseases. The only
potential argument that the health care professional could make for contacting the
relative is that through diagnosis of the patient, the health care professional has
reason to believe that the relative is at higher risk than the general population of
being affected by a genetic disorder. If disorders are highly likely and are treat-
able or preventable, many medical geneticists would overrule a patient’s refusal to
disclose, and would inform a relative. Although there may be no legal obligation
to single out relatives as creating a special duty for physicians, the knowledge that
a defined, unknowing relative is at high risk for a serious or life-threatening, treat-
able disease may allow rare exceptions to the principle of confidentiality.

Confidentiality and Discrimination When Third Parties
Seek Genetic Information

Many entities may have an interest in learning about people’s genetic infor-
mation. Insurers, employers, bankers, mortgage companies, educational loan of-
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ficers, providers of medical services, and others have an interest in knowing about
a person’s future health status. Already, people have been denied insurance, em-
ployment, and loans based on their genotype. Such discrimination has occurred
both when the information has been obtained through genetic testing and when
the information has been obtained in other ways (e.g., inadvertent release of a
relative’s medical record or disclosure from payment for medical service for a

child).®3 »

In the future, third parties may want access to genetic information or may
wish to mandate genetic testing. In child custody cases, one spouse may claim
that the other spouse should not get custody because of his or her genetic profile,
for example, when the latter person has the gene for a serious, untreatable late-
onset disorder. Professional schools (such as medical schools or law schools)
may wish to deny admission to someone with such a disorder on the theory that
such a person will have a shortened practice span.

Insurers underwriting individual health insurance currently use medical in-
formation to determine whether coverage should be granted and to determine how
to price a particular policy. According to the Office of Technology Assessment,
each.year about 164,000 applicants are denied individual health insurance 8 Far
more Americans are covered by group plans—85 to 90 percent—with about 68
percent®® covered by employment-based group plans rather than by individual
plans. Although medical underwriting is not generally done as part of large em-
ployers’ group policies, medical information is sometimes used against people in
other ways in that context. People with medical problems or whose family mem-
bers have medical problems have been refused jobs because employers do not
want their insurance premiums increased due to payments for the care of the em-
ployee or the employee’s family members.

In addition, employers that self-insure may choose to restrict coverage under
their insurance plans so as not to pay for care for existing employees. One major
airline already permanently excludes coverage for preexisting conditions for new
employees. Other employers have curtailed plan benefits once an employee has
been diagnosed as having a particular disorder. In McGann v. H. & H. Music Co.,
for example, a man was covered by employer-provided commercial insurance that
had a million dollar medical benefit maximum.%’ Once the employee was diag-
nosed as having AIDS, however, the employer switched to self-insurance and
established a $5,000 limitation for AIDS, while keeping the million dollar cap for
other disorders. The court held that an employer who is self-insured could modify
its plan in this way—an ominous decision when one considers that at least 65
percent of all companies and 82 percent of companies with more than 5,000 em-
ployees are self-insured.¥ The U.S. Supreme Court decided not to hear the case
and let stand the lower court’s decision. Employees who are covered by their
employers’ self-insurance are thus in a precarious position, akin to having no
insurance at all:
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When one considers that many employees contribute substantial amounts
of money to purchase this “coverage,” that many of them forego purchas-
ing other insurance products in reliance on this coverage, and that few of
them understand the precise nature of the self-insurance system, the entire
system verges on fraud.89

This is particularly true, given that many people choose jobs because of the health
benefits.®® The Equal Employment Opportunity Commission is reportedly en-
deavoring to use the Americans with Disabilities Act to challenge companies’
practices of setting caps on health insurance payouts for employees with AIDS.!

The advent of genetic testing, as well as the increasing identification of ge-
netic diseases, makes genetic information, like other medical information, avail-
able for use as a basis for medical underwriting in health insurance. The danger,
according to one study, is that “genetic testing made possible as we continue to
map the human genome may result in many more individuals being denied private
insurance coverage than ever before.”® Genetic tests are not necessary to find out
genetic information on applicants. Insurers already obtain genetic information
from medically underwritten applicants through family histories and laboratory
tests (e.g., cholesterol levels). This was of as much concern to the committee as
the use of genetic information from other sources. Although insurers generally do
not perform or require genetic tests when doing medical underwriting, they may
seek to learn the results of any genetic tests from which an applicant may have
information. This could deter people from seeking these tests.

The existence of medical underwriting can lead people to avoid needed med-
ical services:

If people worry that their use of health services may disqualify them from
future insurance coverage, they may limit their use of needed services, fail
to submit claims for covered expenses, or pressure physicians to record
diagnoses that are less likely to attract an underwriter’s attention. The last
two actions add error to data bases used for health care research and mon-
itoring.?3

g.

A survey of insurers undertaken by the Office of Technology Assessment
(OTA) of the U.S. Congress found that insurers see a role for genetic information
in medical underwriting. OTA surveyed commercial insurers, Blue Cross and
Blue Shield companies, and large health maintenance organizations, which of-
fered individual and medically underwritten small-group health insurance cover-
age. Data were gathered on underwriting practices, including requirements for
diagnostic tests or physical examinations before an insurance policy can be is-
sued. Data on reimbursement practices, as well as general attitudes toward genet-
ic testing, were also obtained.

Insurers generally believed that it was fair for them to use genetic tests to
identify those at increased risk of disease; slightly more than one-fourth of med-
ical directors indicated that they disagreed somewhat that such use was fair.
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Three-quarters of the responding companies said they thought “an insurer should
have the option of determining how to use genetic information in determining
risk.”%

OTA’s survey of insurers found that genetic information is not viewed as a
special type of information.”> What seems important to insurers when making
insurability and rating decisions is the particular condition, not that the condition
is genetically based. OTA found that the majority of insurers did not anticipate
using specific genetic tests in the future. However, a majority of medical directors
from commercial insurers agreed with the statement that “it’s fair for insurers to
usé genetic tests to identify individuals with increased risk of disease.” In a com-
parison survey, OTA found that 14 percent of responding genetic counselors re-
ported that they had clients who had experienced difficulties obtaining or retain-
ing health care coverage as a result of genetic testing.

" Surveys by Paul Billings and colleagues, as well as by the Office of Tech-
nology Assessment,”’ uncovered specific examples of people being denied health
insurance coverage based on their genotype. These incidents include cases in
which a person with a positive test for a genetic disorder had his or her insurance
canceled or “rated up” as a result;’® where genetic disorders such as alpha,-anti-
irypsin were defined as preexisting conditions, thus excluding payment for thera-
py; where a particular genetic condition resulted in exclusion from maternity cov-
erage;% and where the birth of a child affected with a serious recessive disorder
led to the inability of the parents and unaffected siblings to obtain insurance.!®

Genetic information provides serious challenges to the traditional operation
of insurance. Health insurance in this country is premised on the notion that risks
can be predicted on a population-wide basis, but not well on an individual basis;
thus insurance becomes a mechanism for spreading risks. If, through genetic
testing or the use of genetic information acquired by other means, insurers can
‘learn -of people’s actual future health risks (e.g., the risk of a serious late-onset
disorder), the benefit of risk spreading will be lost; the individual will be charged
an amount equal to future medical costs, which may in some cases make insur-
ance prohibitively expensive.

' Currently it is permissible in most states to do medical underwriting based on
genetic information. However, the expansion of genetic testing presents a serious
challenge to medical underwriting and could lead to an alternative policy approach
in which medical underwriting is eliminated altogether. Originally, health insur-
ance was based on health risks for entire communities, known as community rat-
ing, rather than on individual rating of health risks or conditions. Insurers gradu-
ally began to offer lower rates to employers based on the generally better health
and lower risks of employed persons, and competition ensued among insurers to
insure the “best” (i.., lowest) risks. This has led to many of the problems in our
current health insurance system in which some people have become permanently
uninsurable.'®! In a system of community rating,
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- . . there would be no place for [the use of the results of] genetic testing,
since applicants would not be rated according to their individual health
risks and conditions.!02 ’

Rochester, New York has had a successful system of community rating; a key
factor in its success has been the belief of large employers who would normally
self-insure that their participation in a system that emphasizes risk sharing and
collective strategies to contain costs, results in a system that will keep costs lower
over the long term than they would be in a segmented, risk-rated competitive
health insurance market.!®> The states of Maine and New York have recently
passed legislation requiring health insurers offering policies in their states to re-
turn to community rating by 1993.1% Several other states have introduced legis-
lation to protect people from discrimination based on their genotype. In addition,
more general antidiscrimination laws may provide some remedy for people who
are discriminated against because of their genotype.

Much of this legislation has been a direct response to the debacle in the early
1970s with respect to sickle cell screening. When mandatory sickle cell screening
laws were adopted, some insurers and employers began making decisions about
insurance coverage and employment opportunities based on the results of the test-
ing. In particular, carriers of sickle cell trait were denied jobs and charged higher
insurance rates without evidence that possession of the rraif placed a person at a
higher risk of illness or death.!%5 As a result, some states have adopted laws
protecting people with sickle cell trait. At least two states prohibit denying an
individual life insurance'% or disability insurance,!%” or charging a higher premi-
um,'% solely because the individual has sickle cell trait. A few states have simi-
larly adopted statutes to prohibit mandatory sickle cell screening as a condition of
employment,'® to prohibit discrimination in employment against people with
sickle cell trait,''® and to prohibit discrimination by unions against people with
sickle trait.!!!

More recently, some states have adopted laws with a broader scope. A Cali-
fornia statute prohibits discrimination by insurance companies against people who
carry a gene that has no adverse effects on the carrier, but may affect his or her
offspring.!1? Under a Wisconsin law,!!? insurers are prohibited from requiring
that applicants undergo DNA testing to determine the presence of a genetic dis-
ease or disorder, or the individual’s predisposition for a particular disease or dis-
order. Nor may insurers ask whether the individual has had a DNA test or what
the results of the test were. Insurers are also prohibited from using DNA test
results to determine rates or other aspects of coverage. However, insurance dis-
crimination based on genetic information not obtained through DNA testing is not
forbidden by the law.

There is also much concern about the use of genetic information in the em-
ployment context. The Council of Ethical and Judicial Affairs of the American
Medical Association has taken the position that it is inappropriate for employers
to perform genetic tests to exclude workers from jobs.''* The opinion acknowl-
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edges that the protection of public safety is an important rationale for medical
tests of employees. However, the opinion states:

Genetic tests are not only generally inaccurate when used for public safety
purposes, but also unnecessary. A more effective approach to protecting
‘the public’s safety would be routine testing of a worker’s actual capacity to
function in a job that is safety-sensitive.!13

The opinion points out that capacity testing is more appropriate because it would
not cause discrimination against someone who has the gene for a disorder but who
is totally asymptomatic, yet it would “detect those whose incapacity would not be
detected by genetic tests, either because of a false-negative test result or because
thie incapacity is caused by something other than the disease being tested for’!'6

In the employment context, a New Jersey law prohibits employment discrim-
ination based on an “atypical hereditary cellular or blood trait.”!'” In New York,
a statute prohibits genetic discrimination based on sickle cell trait, Tay-Sachs trait,
or Cooley anemia (beta-thalassemia) trait.'!® In Oregon, Wisconsin, and Towa,
evén more comprehensive laws prohibit genetic screening as a condition of em-
ployment.!?

At the federal level, it is still an open question whether the Americans with
Disabilities Act (ADA)!? will provide adequate protection against genetic dis-
crimination. There are three definitions of persons considered to have a disability
and, therefore, protected under the statute. Individuals currently with a disability
comprise the first group, persons with a history of a disability comprise the second
group, and persons who have the appearance of being disabled constitute the third.
This la* :r category should protect carriers of genetic disease who are themselves
healthy but could be refused employment because they have a high risk of giving
birth to a child with a genetic disorder that might be expensive in insurance or
health care costs to the employer. This third category for those with the appear-
ance of disability should also protect persons with an increased risk of disease due
to genetic susceptibility to breast cancer, or who have a gene for a late-onset
disorder such as Huntington disease.

The NIH-DOE Joint Working Group on Ethical, Legal, and Social Implica-
tions (ELSI) of the Human Genome Project petitioned the Equal Employment
Opportunity Commission (EEOC), which is responsible for iﬁﬁ)m.
E uested that the EEOC broaden its proposed rulemaking to include these

otections related to genetic testing and genetic disorders, or susceptibility to a
genetic disorder.

However, according to an interpretation by the EEOC, the act does not pro-
tect carriers of genetic diseases who are themselves healthy but could be refused
employment because they have a 25 percent risk of giving birth to a child with a
genetic disorder. Also, the EEOC does not view a person with an increased risk of
disease due to genetic factors, or who has the gene for a late-onset disorder such
as Huntington disease, as having a disability and thus being protected by the law.
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Legislation has been introduced to extend the definition of disability to a “genetic
or medically identified potential of, or predisposition toward, a physical or mental
impairment that substantially limits a major life activity.”!?!

Another limitation of the ADA is that it allows employers to request any type
of medical testing on an employee after a conditional offer of employment is
made. In contrast, statutes in 11 states limit such testing to that which is job
related.'??

There may in fact be a narrow set of circumstances in which genetic testing
may be appropriate to determine a person’s ability to undertake a particular job.
For example, a person with an active seizure disorder might be excluded from a
job in which he or she could cause serious harm. Such a possibility would seem
to be appropriate only if the potential harm were serious and screening were the
most appropriate way to avert the harm. The committee was concerned, however,
that employers might confuse having the gene for, or a genetic predisposition to,
a particular disorder with currently being symptomatic. The possibility that some-
one, later in life, might become incapable of doing a job does not provide a suffi-
cient rationale for not letting him or her undertake the job at the current time.
Consequently, in most situations, periodic medical screening for symptoms rather
than genetic screening will be a more appropriate means of determining whether
an employee presents a serious risk of harm to third parties.'?*

FINDINGS AND RECOMMENDATIONS

Overall Principles

The committee recommends that vigerous protectien be given to auton-
omy, privacy, confidentiality, and equity. These principles should be breached
only in rare instances and only when the following conditions are met: (1) the
action must be aimed at an important goal—such as the protection of others from
serious harm—that outweighs the value of autonomy, privacy, confidentiality, or
equity in the particular instance; (2) it must have a high probability of realizing
that goal; (3) there must be no acceptable altemnatives that can also realize the goal
without breach of these principles; and (4) the degree of infringement of the prin-
ciple must be the minimum necessary to realize the goal.

The committee recommends that regardless of the institutional structure
of the entity offering genetic testing or other genetics services, there be a
mechanism for advance review of the new genetic testing or other genetics
services not only to assess scientific merit and efficacy, but also to ensure that
adequate protections are in place for autonemy, privacy, confidentiality, and
equity. The usual standards for review of research should be applied no matter
what the setting. In particular, an institutional review board (IRB) should review
the scientific and ethical issues related to new tests and services in academic re-
search ceniers, state public health departments, and commercial enterprises.
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These reviews should include any proposed investigational use of genetic tests, as
well as more extensive pilot studies. In all instances the review body should
include people from inside and outside the institution, including community rep-
reseptatwes preferably consumers of genetic services. In the clinical practice
set.tmg‘, professional societies should be encouraged to review studies and issue
g;udelmes; thereby supplementing the guidance provided by IRBs (see Chapter
The committee also recommends that the National Institutes of Health
.(NIH) Office of Protection from Research Risks provide guidance and train-
ing on how review bodies should scrutinize the risks to human subjects of
genetic testing. IRBs may also need technical advice from a local advisory group
on genetics (see Chapter 1). To the extent that a National Advisory Committee on
Genetic Testing and its Working Group on Genetic Testing are established (see
Chapter 9), these bodies should be consulted by IRBs and the NIH Office of
Protection from Research Risks. |
All laboratories offering genetic testing are included under the Clinical
Laboratory Improvement Amendments of 1988 (CLIAS88), and the commit-
tee recommends that the Health Care Financing Administration expand its
existing lists of covered laboratory tests to include the full range of genetic
tesls now in use (see Chapter 3).

.New tests, not validated elsewhere, that are added to the battery of tests
s!lould be considered investigational if they are used to make a clinical deci-
sion. Th; committee recommends that IRB approval be obtained in universities,
commercial concerns, and other settings where new tests for additional disorders
are being undertaken, even if the tests rely on existing technologies. IRB approv-
al should be obtained before new tests are added to newborn screening.

Autonomy
Informed Consent

The committee recommends that for a proper informed consent to be
f)btained from a person who is considering whether to undergo genetic test-
ing, the person should be given information about the risks, benefits, efficacy,
and dlternatives to the testing; information about the severity, potential vari-
ability, and treatability of the disorder being tested for; and information
about the subsequent decisions that will be likely if the test is positive (e.g.,
whether the person will have to make a decision about abortion). Informa-
tion should also be disclosed abgut any potential conflicts of interest of the
person or institution offering the test (e.g., equity holdings or ownership of
the laboratory performing the test, dependence on test reimbursement to
cover the costs of counseling, patents). The difficulty in applying the tradi-
tlona{ mechanisms for achieving informed consent should not be considered
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an excuse for failing to respect a patient’s autonomy and need for informa-
tion. '

The committee recommends that research be undertaken to determine
what patients want to know in order to make a decision about whether or not
to undergo a genetic test. People may have less interest in information about the
label for the disorder and its mechanisms of action than they have in information
about how certainly the test predicts the disorder, what effects the disorder has on
physical and mental functioning, and how intrusive, difficult, or effective any
existing treatment protocol would be. Research is also necessary to determine the
advantages and disadvantages of various means of conveying that information
(e.g., through specialized genetic counselors, primary care providers, single-dis-
order counselors, brochures, videos, audiotapes, and computer programs). People
also need to know about potential losses of insurability or employability or social
consequences that may result from knowledge about the disorder for which test-
ing is being discussed.

Multiplex Testing

Performing multiple genetic tests on a single sample of genetic material—
often using techniques of automation—has been called multiplex testing. The
committee recommends that informed consent be gained in advance of such
multiplex testing. New means (such as interactive or other types of computer
programs, videotapes, and brochures) should be developed to provide people—in
advance of testing—with the information described in the previous recommenda-
tions, such as descriptions of the nature of tests that are included in multiplex
testing and the nature of the disorders being tested for (discussed in Chapter 4). A
health care provider or counselor should also provide information about each of
the tests, or if that is not possible because of the number of tests being grouped
together, the provider or counselor should supply information about the categories
of disorders so that the person will be able to make an informed decision about
whether to undergo the testing.

The committee identified the area of multiplex testing as one in which
more research is needed to develop ways to ensure that patient autonomy is
recognized. The more general research the committee has advocated on deter-
mining what information should be conveyed and how it should be conveyed
should be supplemented with additional research dealing with the unique case of
multiplex testing where many disorders could be tested for at once, and those
disorders may have differing characteristics. In multiplexing, tests should be
grouped so that tests requiring similar demands for informed consent and
education and counseling may be offered together. Only certain types of tests
should be multiplexed; some tests should only be offered individually, especially
tests for untreatable fatal disorders (e.g., Huntington disease).

The committee also recommends that research be undertaken to make
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decisions about which tests to group together in multiplex testing, based on
the type of information the tests provide. The committee believes strongly that
tests for untreatable disorders should not be multiplexed with tests for disorders

that can be cured or prevented by treatment or by avoidance of particular environ-
mental stimuli.

Voluntariness

The committee reaffirms that voluntariness should be the cornerstone of
any genetic testing program. The committee found no justification for a state-
sponsored mandatory public health program involving genetic testing of adults, or
for unconsented-to genetic testing of patients in the clinical setting.

Screening and Testing of Children

~ The committee recommends that newborn screening programs be volun-
tary. The decision to make screening mandatory should require evidence
that—without mandatory screening—newborns will not be screened for
treatable illnesses in time to institute effective treatment (e.g., in PKU or con-
genital hypothyroidism). The committee bases its recommendation and prefer-
ence for voluntariness on evidence from studies of existing mandated and volun-
tary programs that demonstrate that the best interests of the child can be served
without abrogating the principle of voluntariness. Voluntary programs have de-
livered services as well or better than mandated programs. There is no evidence
that a serious harm will result if autonomy is recognized, just as there is no evi-
dence that mandating newborn screening is necessary to ensure that the vast ma-
jority of newborns are screened.

The committee recommends that newborn screening should not be un-
dertaken in state programs unless there is a clear, immediate benefit to the
particular infant being screened. In particular, screening should not be under-
taken if presymptomatic identification of the infant and early intervention make
no difference, if necessary and effective treatment is not available, or if the disor-
der is untreatable and screening is being done to provide information merely to
aid the parents’ (or the infant’s) future reproductive plans. The committee rec-
ommends that states that screen newborns have an obligation to ensure treat-
ment of those detected with the disorder under state programs, without re-
gard to ability to pay for treatment.

The committee recommends that in the clinical setting, children general-
ly be tested only for disorders for which a curative or preventive treatment
exists and should be instituted at that early stage. Childhood screening is not
appropriate for carrier status, untreatable childhood diseases, and late-onset dis-
eases that cannot be prevented or forestalled by early treatment. Because only
certain types of genetic testing are appropriate for children, tests specifically di-
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rected to obtaining information about carrier status, untreatable childhood diseas-

es, or late-onset diseases, should not be included in the multiplex tests offered to

children. Research should be undertaken to determine the appropriate age for

testing and screening for genetic disorders in order to maximize the benefits of-
therapeutic intervention and to avoid the possibility that genetic information will
be generated about a child when there is no likely benefit to the child in the imme-
diate future.

The majority of the committee recommends that carrier status of new-
borns and other children be reported to parents only after the parents have
been informed of the potential benefits and harms of knowing the carrier
status of their children. Because of the risk of stigma for the newborn, such
pretest information should be provided to parents when they are informed about
newborn screening. Provision shouid be made for answering any questions the
parents may have; these questions are best answered in the context of genetic
counseling. The decisions of the parents about whether to receive such informa-
tion should always be respected (sce Chapter 4). Where such information is not
disclosed after parents are given the option to get such information and then
knowingly refuse the information, the courts should take this policy analysis
and the recommendation of this committee into consideration and not find
Hability if parents sue because the carrier status of their child was not dis-
closed and they subsequently give birth to an affected child. Research is need-
ed on the consequences of revealing carrier status in newborns to identify both
harms and benefits from disclosing such information in the futlire.

Subsequent Uses

The committee recommends that before genetic information is obtained
from individuals (or before a sample is obtained for genetic testing), they (or,
in the case of minors, their parents) be told what specific uses will be made of
the information or sample; how—and for how long—the information or sam-
ple will be stored; whether personal identifiers will be stored; and who wili
have access to the information or sample, and under what conditions. They
should also be informed of future anticipated uses for the sample, asked permis-
sion for those uses, and told what procedures will be followed if the possibility for
currently unanticipated uses develops. The individuals should have a right to
consent or to object to particular uses of the sample or information.

Subsequent anonymous use of samples for research is permissible, in-
cluding in state newborn screening programs. Except for such anonymous use,
the newborn specimen should not be used for additional tests without informed
consent of the parents or guardian.

If genetic test samples are collected for family linkage studies or clinical
purposes, they should not be used for law enforcement purposes (except for body
identification). If samples are collected for law enforcement purposes, they
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should not be accessible for other nonclinical uses such as testing for health insur-
ance purposes.

Confidentiality

Disclosure to Spouses and Relatives

As a matter of general principle, the committee believes that patients
should be encouraged and aided in sharing appropriate genetic information
with spouses. Mechanisms should be developed to aid a tested individual in
informing his or her spouse and relatives about the individual’s genetic status and
informing relatives about genetic risks. These mechanisms would include the use
of written materials, referrals for counseling, and so forth.

On balance, the committee recommends that health care providers not
reveal genetic information about a patient’s carrier status to the patient’s
spouse without the patient’s permission. Furthermore, information about
misattributed paternity should be revealed to the mother but should not be
volunteered to the woman’s partner.

Although confidentiality may be breached to prevent harm to third parties,
the harm envisioned by the cases generally has been substantial and imminent.!24
The spouse’s claim of future harm due to the possibility of later conceiving a child
with a genetic disorder would not be a sufficient reason to breach confidentiality.
The committee found no evidence of a trend on the part of people to mislead their
spouses about their carrier status. Moreover, since most people do tell their spous-
es about genetic risks, breaching of confidentiality would be needed only rarely.

The committee believes that patients should share genetic information

with their relatives so that the relatives may avert risks or seek treatment. |

Health care providers should discuss with patients the benefits of sharing infor-
mation with relatives about genetic conditions that are treatable or preventable or
that involve important reproductive decision making. The committee believes
that the disadvantages of informing relatives over the patient’s refusal gener-
ally outweigh the advantages, except in the rare instances described above.

The committee recommends that confidentiality be breached and rela-
tives informed about genetic risks only when attempts to elicit voluntary dis-
closure fail, there is a high probability of irreversible or fatal harm to the
relative, the disclosure of the information will prevent harm, the disclosure is
limited to the information necessary for diagnosis or treatment of the rela-
tive, and there is no other reasonable way to avert the harm. When disclosure
is to be attempted over the patient’s refusal, the burden should be on the person
who wishes to disclose to justify to the patient, to an ethics committee, and per-
haps in court that the disclosure was necessary and met the committee’s test.

If there are any circumstances in which the geneticist or other health care
professional could breach confidentiality and disclose information to a spouse,
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relative, or other third party——for example, to an employer—those circumstances
should be explained in advance of testing; and, if the patient wishes, the patient
should be given the opportunity to be referred to a health care provider who will
protect confidentiality.

On a broader scale, the committee recommends that:

« all forms of genetic information be considered confidential and not be
disclosed without the individual’s consent (except as required by law), includ-
ing genetic information that is obtained through specific genetic testing of a per-
son as well as genetic information about a person that is obtained in other ways
(e.g., physical examination, knowledge of past treatment, or knowledge of a rela-
tive’s genetic status); ‘

- confidentiality of genetic information should be protected no matter
who obtains or maintains that information, including genetic information col-
lected or maintained by health care professionals, health care institutions, re-
searchers, employers, insurance companies, laboratory personnel, and law en-
forcement officials; and

e to the extent that current statutes do not ensure such confidentiality,
they should be amended so that disclosure of genetic information is not re-
quired.

i

The committee recommends that codes of ethics of those professionals
providing genetics services (such as those of the National Society of Genetic
Counselors (NSGC), or of geneticists, physicians, and nurses) contain specif-
ic provisions to protect autonomy, privacy, and confidentiality. The commit-
tee endorses the NSGC statement of a guiding principle on confidentiality of test
results:

The NSGC support individual confidentiality regarding results of genetic
testing. It is the right and responsibility of the individual to determine who
shall have access to medical information, particularly results of testing for
genetic conditions. 125

The committee also endorses the principles on DNA banking and DNA data bank-
ing contained in the 1990 ASHG statement.
To further protect confidentiality, the committee recommends that

« patients’ consent be obtained before the patient’s name is provided to
a genetic disease registry and that consent be obtained before information is
redisclosed;

+ each entity that receives or maintains genetic information or samples
have procedures in place to protect confidentiality, including procedures limit-
ing access on a need-to-know basis, identifying an individual who has responsi-
bility for overseeing security procedures and safeguards, providing written infor-
mation to each employee or agent regarding the need to maintain confidentiality,




280 ASSESSING GENETIC RISKS

and taking no punitive action against employees for bringing evidence of confi-
dentiality breaches to light;
_* any entity that releases genetic information about an individual to
someone other than that individual ensure that the recipient of the genetic
_information has procedures in place to protect the confidentiality of the in-
formation;

* any entity that collects or maintains genetic information or samples
separate them from personal identifiers and instead link the information or
sample to the individual’s name through some form of anonymous surrogate iden-
tifiers; :

* the person have control over what parts of his or her medical record
are available to which people; if an optical memory card is used, this could be

- accomplished through a partitioning-off of data on the card; and

- * any individual be allowed access to his or her genetic information in
the context of appropriate education and counseling, except in the early re-
search phases during the development of genetic testing when an overall decision
has been made that results based on the experimental procedure will not be re-
leased and the subjects of the research have been informed of that restriction prior
to participation.

Discrimination in Insurance and Employment

In general, the committee recommends that principles of autonomy, pri-
vacy, confidentiality, and equity be maintained, and the disclosure of genetic
information and the taking of genetic tests should not be mandated. Such a
position, however, is in conflict with some current practices in insurance and
employment.

Although more than half the U.S. population (approximately 156 million peo-

ple) is covered by some kind of life insurance, 6 the use of genetic information in
medical underwriting'?” decisions about life insurance appears to raise different
and somewhat lesser concerns than the use of genetic information in health insur-
ance underwriting. More of life insurance has historically been medically under-
written. Complaints of genetic discrimination in life insurance have been made.!28
Apparently, fewer Americans believe that life insurance is a basic right. In con-
trast, the Canadian Privacy Commission believes that life insurance is a basic
right, and recommends that Canadians be permitted to purchase up to $100,000 in
basic life insurance without genetic or other restrictions; underwriting for larger
amounts of life insurance could be subject to a variety of life-style and health
restrictions, including the use of genetic information.'?? Most of the committee
agrees with the spirit of the Canadian Commission’s recommendation that a
limited amount of life insurance be available to everyone without regard to
health or genetic status. However, health insurance was considered a much
more pressing ethical, legal, and social issue.
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The committee recommends that legislation be adopted so that medical
risks, including genetic risks, not be taken into account in decisions on wheth-
er to issue or how to price health care insurance. Because health insurance
differs significantly from other types of insurance in that it regulates access to
health care, an important social good, risk-based health insurance should be elim-
inated. A means of access to health care should be available to every American
without regard to the individual’s present health status or condition, including
genetic makeup. Any health insurance reform proposals need to be evaluated to
determine their effect on genetic testing and the use of genetic information in
health insurance (see Chapter 7).

The committee recommends that the unfair practices highlighted by the
McGann case be prevented. Such situations could be eliminated by Congress in
three ways. First, the antidiscrimination provision of the Employee Retirement
Income Security Act (ERISA, see Chapter 7), section 510, could be amended to
prohibit various types of employer conduct. For example, the legisltation could
prohibit: (1) the alteration of benefits or the alteration of benefits without a certain
notice period; (2) the reduction of coverage for only a single medical condition;
(3) the reduction of benefits after a claim for benefits already had been submitted,
and so forth. At the very least, the committee recommends that an amendment be
adopted making those practices illegal.

A second way of legislatively preventing McGann-type situations would be
to amend the ERISA preemption provision, section 514. By amending this sec-
tion to limit the preemptive effect of ERISA (e.g., that permits ERISA provisions
to override state insurance regulations) or to eliminate ERISA preemption entire-
ly, the result would be to allow the states to regulate self-insured employer bene-
fits in the same way that state insurance commissions regulate commercial health
insurance benefits. Although state regulation may be preferable to no regulation,
it could lead to the burdensome multiplicity of state regulations that ERISA was
intended to eliminate. For this reason, the committee believes that federal prohi-
bition of the type of conduct in the McGann case would be preferable.

A third way to eliminate discrimination in employee health benefits by self-
insured employers would be to amend section 501 of the ADA. The ADA is
essentially neutral on the issue of health benefits; clauses on preexisting condi-
tions, medical underwriting, and other actuarially based practices, to the extent
permitted by state law, do not violate the ADA. Thus, the ADA could be amended
to prohibit differences in health benefits that result in discrimination against indi-
viduals with disabilities. Amending the ADA in this manner would, in effect,
mandate uniform coverage (although it is not clear what conditions would be
covered) at community rates for employees. If Congress wanted to mandate that
all employers offer a package of health benefits, a good argument could be made
that it ought to do so separately and not via amendments to the ADA.

The committee recommends that legislation be adopted so that genetic
information cannot be collected on prospective or current employees unless it

i

|
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is clearly job related. Sometimes employers will have employees submit to
medical exams to see if they are capable of performing particular job tasks. The
committee recommends that if an individual consents to the release of genetic
‘information to an employer or potential employer, the releasing entity should not
release specific information, but instead answer only yes or no regarding whether
the individual was fit to perform the job at issue.

The committee recommends that the EEOC recognize that the language /7

of the Americans with Disabilities Act provides protection for presymptomat-
ic people with a genetic profile for late-onset disorders, unaffected carriers of
disorders that might affect their children, and people with genetic profiles
indicating the possibility of increased risk of a multifactorial disorder. The
committee also recommends that state legislatures adopt laws to protect people
from genetic discrimination in employment. In addition, the committee recom-
mends an amendment to the ADA (and adoption of similar state statutes) limiting
the type of medical testing employers can request or the medical information they
can collect to that which is job related.

*-Ultimately, new laws on a variety of other topics may also be necessary to
protect autonomy, privacy, and confidentiality in the genetics field, and to
protect people from inappropriate decisions based on their genotypes.'*® The
ability of genetics to predict health risks for asymptomatic individuals and their
potential offspring presents challenges in the ethical and social spheres. The com-
mittee recommends that careful consideration be given to the development of
policies for the implementation of genetic testing and the handling of genetic
test results.
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