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Prenatal diagnostic testing raises a number of important ethical issues, some related to diagnos-
tic testing in general and others related to the special circumstances of pregnancy. These issues
are most effectively addressed in the context of a broader understanding of the goals of prenatal
diagnosis. Our dual obligations—to the pregnant woman and to the fetus—have an important
influence on the goals of testing. Testing seldom leads to treatment beneficial to the fetus, but
more often can be beneficial to the pregnant woman, particularly if the information provided en-
hances her ability to make sound decisions about reproductive matters. The process of prenatal
diagnostic testing can, however, limit a woman’s sense of control over the decisions made about
her pregnancy. It can also provide an opportunity for third parties to become involved in what
are usually considered private matters. It is therefore important that the process of testing in-
clude adequate counseling and follow-up and that the patient’s confidence be respected. As pre-
natal diagnostic technology expands, both in terms of patients to be tested and diagnoses to be
sought, society will face difficult questions concerning access to testing and the justification for
its use.

(Gates EA: Ethical considerations in prenatal diagnosis, /n Fetal Medicine [Special Issue]. West ] Med 1993; 159:391-395)

Prenatal testing for the diagnosis of particular fetal
conditions has become an important component of
prenatal care for many women. Testing methods range
from noninvasive technologies such as ultrasonography
to invasive intrauterine techniques such as amniocentesis,
chorionic villus sampling, and umbilical cord blood sam-
pling. This testing raises a number of important ethical is-
sues, including many common to diagnostic testing in
general: the issues of informed consent, the appropriate
indications for testing, privacy, confidentiality, and the
just allocation of testing services and follow-up treatment.

Because this testing occurs within the context of preg-
nancy, important additional ethical considerations arise.
The increasing availability of diagnostic and therapeutic
procedures directed specifically toward improving fetal
health has led some observers to consider the fetus to be
a patient in its own right, a patient towards whom the ob-
stetrician owes a duty of beneficence, even though the fe-
tus resides within the body of a pregnant woman.* A
good deal of controversy exists over the appropriate ap-
plication of the concept of the “fetal patient” and includes
discussions of the role of the pregnant woman as primary
decision maker in matters regarding fetal well-being.*¢*

*See also the article, “Ethical Issues in Recommending and Offering Fetal Ther-
apy,” by F. A. Chervenak, MD, and L. B. McCullough, PhD, on pages 396-399.

“Autonomy is the moral right to choose and follow one’s
own plan of life and action.””®*® Although the fetus is de-
serving of an obligation of beneficence on the part of the
obstetrician, it is not an autonomous individual. It cannot
be considered a patient in the same sense that the preg-
nant woman is.

Meaningful consideration of the ethical issues that
arise in prenatal diagnostic testing requires a clear sense
of the goals of the testing process. In the context of preg-
nancy, testing may be directed toward the maternal pa-
tient, the fetus, or both. The goals of testing will differ de-
pending on which of these parties one posits as the
possible beneficiary.

The Fetus

Diagnostic tests are generally used in medicine to ben-
efit the person affected by the disease that a test reveals,
while avoiding harm out of proportion to the benefit that
the testing can provide. If a physician considering prena-
tal diagnostic testing regards the fetus as the intended
beneficiary, this concept of the goals of testing becomes
a problem.

Current methods of obtaining material for prenatal
testing often involve risk to the fetus; the possible benefit
to the fetus is less clear. The effective treatment of fetal
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conditions is certainly the ultimate aim of much of the
technology developed in the area of prenatal diagnostic
testing. Currently, however, actual benefit to the fetus or
to the expected child can be achieved in only a few situa-
tions. When fetal anemia develops due to isoimmuniza-
tion, prenatal therapy can be effective.® Physicians have
had some success in treating immunodeficiency syn-
dromes by fetal bone marrow transplantation.® The future
child may also benefit if the condition diagnosed indi-
cates a change in obstetric management. For example, if
hemophilia is diagnosed in a fetus, scalp sampling and the
use of a vacuum extractor to assist in delivery can be
avoided for the protection of the newborn.

Unfortunately, prenatal testing has not yet led to
meaningful therapy for fetuses affected with most of the
conditions that can be identified. Even when treatment
becomes possible before birth, difficult decisions about
the relative risks of treatment, the effectiveness of the
therapy, and the need for ongoing and potentially burden-
some interventions will remain. One set of conditions for
which prenatal diagnosis is frequently used, chromo-
somal aneuploidy, will probably never be ameliorated
through fetal therapy. Selective abortion of the affected
fetus will remain an important alternative.

This observation calls into question the appropriate-
ness of much of what is available in terms of diagnostic
testing and, particularly, invasive testing, if it is in fact in-
tended to benefit the fetus. Currently used procedures
generally involve risk, seldom lead to benefit for the fe-
tus, and often result in a decision for selective abortion.
The professional ethics of medicine prohibit the active
killing of patients.!®!! Physicians owe their patients a duty
of nonmaleficence—an obligation to avoid doing harm.
Whether sparing a fetus a future life of disease, pain, or
disability is a benefit or even an avoidance of harm to that
future child is a difficult ethical question on which a spec-
trum of articulate opinion exists.’>! If a postnatal life
with Turner syndrome or even a more serious condition
such as Down syndrome is considered a life worth living,
it is difficult to conceive of selective abortion as a benefit
or even an avoidance of harm for that potential child.”

The power to diagnose fetal conditions exceeds the
power to treat them and probably will for a long time to
come. Although future investigation may well lead to
therapies for many genetic conditions and therefore be of
benefit to fetuses and children, the conditions that are
now most frequently diagnosed prenatally are ones that
will, most likely, never be amenable to meaningful ther-
apy. In these cases it is difficult to conceive of most test-
ing as being beneficial to a fetus in any important way.
Whereas the quest for fetal therapy may justify ongoing
research in prenatal diagnosis, it does not justify the cur-
rent expansion in the clinical use of this technology. An-
other goal for therapy would have to be postulated to sup-
port this practice.

The Pregnant Woman

Although the cells being analyzed belong to a fetus or
fetal-placental unit, they are obtainable only by traversing

the body of a pregnant woman. Whereas the condition be-
ing diagnosed is one affecting the fetus, the pregnant
woman is the source for any decision that will be made in
response to that diagnosis. Despite the fact that the preg-
nant woman does incur some risk, both physical and psy-
chological, during the process of testing, she may benefit
in terms of her ability to make reasoned choices about re-
productive matters when test results are received.

Before a test is used in a clinical setting, physicians
who intend to use it have an obligation to be certain that
the test will provide results that are accurate and reliable.
Furthermore, those recommending a diagnostic test must
be confident that the test will, in general, yield the bene-
fits that are its goal. If a pregnant woman is intended to be
the beneficiary in most instances of prenatal diagnostic
testing, and if the benefit expected consists of an enhance-
ment of her ability to exercise informed reproductive
choice, then it is important to assess whether that benefit
is in fact being achieved. Making choices about preg-
nancy is a complex and personal process that takes place
in the context of ongoing relationships with spouse, fam-
ily members, and others. It involves the consideration of
deeply held personal values and an assessment of one’s
life circumstances. The process of and response to prena-
tal diagnostic testing may therefore have an effect on
many areas of a woman’s life. The sum of these positive
and negative effects will determine whether, overall, pre-
natal diagnostic testing is of benefit to her.

Reassurance

One way in which prenatal testing might benefit a
pregnant woman would be by providing reassurance to
her about the health of her fetus. Although testing—at
least a-fetoprotein and chromosomal testing—tends to
raise anxiety before the procedure and while test results
are being anticipated, most women experience a decrease
in anxiety levels to or below their baseline once normal
results are received.'*? A group of women who received
abnormally low results on a-fetoprotein screening were
noted to be substantially more worried about their babies’
health three weeks after testing—after normal follow-up
results were available—than were women who received
an initial normal result. These differences were not appre-
ciable at later points in the pregnancy.?! Dixson and
co-workers observed women who received genetic coun-
seling and then either underwent amniocentesis or de-
clined.” The rate of continuing concern about possible
congenital abnormalities was just over 20% in both the
group who received normal amniocentesis results and in
the group of women who declined testing.

The issue of reassurance can also be examined in the
converse. Can the information that is obtained through
prenatal diagnosis be falsely reassuring? Even if the spe-
cific diagnosis being sought, such as muscular dystrophy,
is ruled out, approximately a 3% chance remains that the
child will be born with some kind of congenital disorder
or genetic disease. Will women who undergo prenatal ge-
netic testing be more prepared or less prepared for other
congenital problems that may arise?



THE WESTERN JOURNAL OF MEDICINE e SEPTEMBER 1993

159 ¢ 3 393

Enhancing Autonomy

Eric Cassell, a physician and medical ethicist, has
stated that “the . . . function of medicine is to preserve . . .
autonomy.”?*®'® This is consistent with the concept that
an important goal of prenatal diagnostic testing is to en-
hance a pregnant woman’s ability to make good choices
about her pregnancy. Although it is true that prenatal di-
agnostic testing provides options to women at risk for
bearing children with genetic diseases or other congenital
conditions, it is not clear from existing data that reproduc-
tive choice is actually enhanced. Rapp has asked whether
amniocentesis offers women “a ‘window of control’ or an
anxiety-provoking responsibility.”2®1® ]ippman notes
that “some features of prenatal diagnosis do increase con-
trol but allocate it to someone other than a pregnant
woman herself.”2®34

Several concerns have been articulated regarding the
influence of prenatal diagnosis on a woman’s sense that
the decisions made about her pregnancy are really her
own. One survey of women undergoing amniocentesis or
chorionic villus sampling indicated that 75% of them
found it difficult to refrain from a prenatal diagnostic
study once it was offered.” Of these women, 78% felt it
would be more difficult to give birth to a disabled child if
they had not accepted prenatal diagnosis. Many stated
that whereas they felt “free from external pressure,” they
still felt an “obligation” to have testing done.

Among women of a certain age, a willingness to un-
dergo prenatal diagnostic testing seems to be construed as
a sign of responsible parenting. Is a woman acting irre-
sponsibly in the eyes of others if the procedures are for-
gone? Might a woman sense less sympathy and support if
testing is forgone and a child is born with a diagnosable
condition or if a pregnancy is continued in the face of ad-
verse results? If perceptions such as these are common
among pregnant women, the availability of prenatal diag-
nosis may in fact limit autonomy rather than enhance re-
productive choice.

Privacy

The availability of prenatal genetic testing has brought
the interests and influence of family, friends, and society
into a woman’s pregnancy to an increasing degree. It has
allowed third-party involvement in the most private of de-
cisions being made during pregnancy. Involvement by
parties such as employers and insurance companies in a
woman’s decisions about prenatal genetic testing could
restrict reproductive choice in an unprecedented way.*

In one illustrative case, a pregnant woman whose liv-
ing child was affected with cystic fibrosis sought prenatal
testing for the disease. When testing revealed that the ex-
pected child would also be affected with cystic fibrosis,
the woman and her husband faced an agonizing decision.
They ultimately decided not to abort the fetus. Their
health maintenance organization, which had originally
approved the test, decided that it would not provide med-
ical coverage for an affected child, a child who would be
born with a “preexisting condition” because of the prena-
tal diagnostic procedure. As one journalist wrote, “The

insurance company’s message was clear: The parents
could either abort the defective baby or struggle alone
with the financial burden of a sick child” (L. Thompson,
“The Price of Knowledge: Genetic Tests That Predict
Dire Conditions Become a Two-Edged Sword.” The
Washington Post, October 10, 1989, WH7, col 1). Al-
though the health maintenance organization ultimately
capitulated and agreed to cover the child’s treatment, its
initial policy serves as a sign of the new limits on mater-
nal choice that may evolve as the capacity for prenatal di-
agnosis expands.

Options

Given the current inability to effectively treat most
conditions diagnosed in utero, many women who learn
through prenatal testing that their fetus is affected have
only two options: continue the pregnancy, anticipating
and preparing for the birth of a child with expected hand-
icaps, or terminate the pregnancy. Many women who un-
dergo testing have not yet made a decision as to which
option they will choose if testing indicates an abnormal-
ity."? Testing should not be contingent on a woman’s
willingness to undergo abortion. Although a substantial
proportion of people do not consider abortion a morally
acceptable alternative, others see it as an important repro-
ductive option, particularly in the context of a prenatal di-
agnosis.

Although state legislatures in this country are plan-
ning and establishing programs to enable women, through
genetic screening and prenatal diagnosis, to avoid con-
ceiving or bearing children with serious congenital condi-
tions, a trend toward limiting a woman’s right to decide
to abort an affected fetus is evident. It seems likely, in
view of recent Supreme Court decisions, that state legis-
latures will have increasing power to define the circum-
stances under which abortion will be legally available.?”’
Although many are currently optimistic that abortion will
remain a legal option in this country, women are still
faced with limitations on the accessibility of abortion ser-
vices in terms of the number and geographical distribu-
tion of facilities offering abortion procedures. Women
facing the termination of a desired pregnancy based on an
abnormal outcome from prenatal testing may have even
more difficulty because they must locate facilities that of-
fer the termination of second-trimester pregnancies. If ac-
cess to abortion is substantially restricted, one really must
ask just what kind of choices prenatal diagnostic testing
offers. How much benefit is knowledge in the absence of
meaningful options? '

If enhanced decision making on the part of pregnant
women is the outcome that justifies using prenatal diag-
nostic testing, a generally invasive and somewhat risky
technology, it is important to demonstrate that the tech-
nology actually achieves this end before testing is applied
widely, not only to those women at increased risk for hav-
ing an affected fetus, but to women in general. Investiga-
tion of the effect of prenatal testing on pregnant women
and their ability to make thoughtful and uncoerced deci-
sions about pregnancy should continue. Efforts to im-
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prove the current testing process so that the benefits to
pregnant women are increased will also be important.

Counseling

The importance of the nonclinical implications of test
results, and the acknowledgement that a woman’s per-
sonal values are of primary importance in the decision be-
ing made, are two of the considerations that underlie the
concept of nondirective genetic counseling.?® To enhance
decision making by a patient, pretest counseling should
provide accurate information about the testing procedure
and the risks involved, including the possibility of am-
biguous results. Both the medical and social conse-
quences of the proposed tests and their results should be
discussed. Counseling should also include a discussion of
the particular condition or conditions for which testing is
being done. A patient’s informed consent for testing must
then be obtained. All of this presumes a certain level of
expertise on the part of the person providing the counsel-
ing. At present, it is unlikely that most women’s health
care professionals are as skilled as trained genetic coun-
selors in either genetic knowledge or in the technique of
counseling.? It may be difficult for many professionals to
help patients identify personal preferences while avoiding
the implicit communication of their own. There is evi-
dence, for example, of an increased tendency for women
to terminate a pregnancy affected by a sex chromosome
abnormality when counseled by a general obstetrician
rather than a geneticist.®

As the use of prenatal diagnostic testing expands, the
current shortage of genetic counselors will be exacer-
bated.’! Most women, particularly those who are offered
testing as a routine part of prenatal care, will be counseled
by their regular obstetric professional. These profession-
als are obligated to improve their skills so that their pa-
tients may benefit from the process of testing and so that
the burdens that are a part of testing do not, on balance,
result in harm.

Throughout the process of testing, it is essential that
women feel assured that information shared with their
health care professional will be held in confidence. Infor-
mation obtained through prenatal testing should not be re-
vealed to institutional third parties such as insurance car-
riers or employers without a woman’s explicit consent.
The permissibility of sharing information about genetic
diagnoses with other family members who are at risk,
without the consent of the person being tested, is cur-
rently a matter for debate.?3 As a rule, patient confiden-
tiality should be respected. A breach of confidentiality
may be justified if the conditions set forward by the Pres-
ident’s Commission for the Study of Ethical Problems in
Medicine are met*®:

® Reasonable efforts to elicit voluntary consent to
disclosure have failed;

® A high probability exists that harm will occur if the
information is withheld and the disclosed information
will actually be used to avert harm;

® The harm that identifiable persons would suffer
would be serious; and

® Appropriate precautions are taken to ensure that
only the genetic information needed for diagnosis or
treatment, or both, of the disease in question is disclosed.

Applying an Expanding Technology

In most circumstances, the process of prenatal diag-
nostic testing more effectively benefits a pregnant woman
than it does the fetus actually being tested. Nevertheless,
the obstetric professional still maintains important obliga-
tions to both parties. What effect does this dual obligation
have when decisions are made about which conditions are
reasonable targets for prenatal diagnosis?

Juengst has proposed that the range of appropriately
diagnosed conditions be limited to those “relevant to the
welfare of the fetus.”* This approach, by providing infor-
mation relative to the health of the fetus, can help parents
make decisions in the context of fetal health. It also con-
fines the process of prenatal diagnostic testing to the
“usual context of medical practice,” that is, health. Even
within these limitations, however, decisions will be re-
quired as to the appropriateness of prenatal diagnosis and
selective abortion for mild impairments such as von
Willebrand’s disease, treatable conditions such as phe-
nylketonuria, late-onset conditions such as Huntington’s
disease and Alzheimer’s disease, or the increased suscep-
tibility to a condition such as coronary artery disease. As
Botkin points out, “This technology will force us to ex-
amine the fundamental relationship between parent and
child. How much control can we legitimately exert over
the biologic structure of our children and how would such
control change the way we view our children, how they
view us, and how they view themselves?¥®1 If a soci-
etal consensus on questions such as these cannot be
reached, individual choice is likely to remain decisive.

Economic considerations may constrain our ability to
provide prenatal diagnosis for conditions such as those
just listed. Legitimate concern already exists about in-
equalities in access to what are currently considered rou-
tine prenatal diagnostic services. Many of these inequities
reflect society’s problems with access to prenatal care in
general. If the affluent continue to have disproportionate
access to technologies such as chorionic villus sampling
and amniocentesis, being genetically disabled could be-
come, as much as anything, a mark of social class.> This
sort of inequity may increase as noninvasive screening
technologies, such as the use of the “triple marker,”* be-
come widely available.® A larger segment of society will
have access to testing, with the exception of those with
limited access to health care in general. As we face deci-
sions about the wisest use of health care resources, a tech-
nology that provides options or enhances choice may not
appear as essential to the public health as a technology
that provides cures.

Conclusion
As perinatal medicine advances, more interventions
will become possible, enhancing the potential benefit of

*See N. C. Rose, MD, and M. T. Mennuti, MD, “Maternal Serum Screening for
Neural Tube Defects and Fetal Chromosome Abnormalities,” on pages 312-317.
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testing and expanding the treatment options available for
affected fetuses. A substantial proportion of testing, how-
ever, will continue to be done for conditions such as
Down syndrome for which meaningful prenatal treat-
ment, and therefore fetal benefit, is not expected. In these
contexts, the pregnant woman, often in conjunction with
her partner, will remain the principal beneficiary of the
process of prenatal diagnosis. As individual decisions are
made about the use of prenatal diagnostic technology, it
will be important that obstetric professionals be able to
identify the goals of the particular test being considered,
in relation to both a pregnant woman and her fetus.
Health care professionals will have an important role in
helping pregnant women and their partners elicit their
own preferences about testing and come to well-consid-
ered decisions in response to testing results.
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