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Clinical Case
Patau Syndrome and Perinatal Decision Making
Commentaries by Patrick D. Guinan, MD, and Malika Haque, MD

Mariana Lopez, 18, is 6 months pregnant with her first child. A routine screening
ultrasound at 20 weeks demonstrated a constellation of severe fetal defects, including a
structural brain anomaly, multiple heart defects, and an abdominal wall defect.
Concerned about a possible genetic syndrome, Ms Lopez’s obstetrician, Dr Sarah
Wilson, scheduled an amniocentesis, which confirmed trisomy 13 (Patau syndrome).
Dr Wilson informed Ms Lopez and her parents, with whom she lived, that the fetus
had a severe genetic anomaly, and that the prognosis was poor. Eighty percent of
affected infants die within the first month of life, only 5 percent survive the first 6
months. Those who survive past the first year have severe mental deficiency and
seizures and fail to thrive.

The obstetrician offered the family 2 options: early induction of labor to terminate the
pregnancy or term delivery of the child with palliative care after birth. She suggested
the family think about these options for a few days, and return for a follow-up visit
next week.

When they returned, Mariana’s parents tearfully explained to Dr Wilson that they were
devout Catholics and that they weren’t interested in terminating the pregnancy. After
praying about the situation and consulting with their priest, they had decided that
Mariana should carry the baby to term, and after delivery, they wanted to provide the
best care possible to the infant. “At first, we weren’t sure what to do, but after talking
with our priest, we’ve decided that we want you to do everything you can to help our
granddaughter live,” they said. Dr Wilson asked Mariana if she agreed with her
parents, and she tearfully nodded yes.

At this point, Dr Wilson explained to the family that, given the poor prognosis
associated with Patau syndrome, she believed the best course of action was
conservative management of the pregnancy, with no aggressive measures taken either
in the peripartum period or in the neonatal intensive care unit. “For instance,” she
said, “given the child’s multiple malformations, there is a high likelihood of fetal
distress during delivery. But I can’t in good conscience subject you to a caesarean-
section delivery for a fetus that will probably not survive its first month.” Dr Wilson
asked that they meet again in a few days, suggesting that a neonatologist also be a part
of the discussion.

Three days later, the family came to the obstetrics clinic, now accompanied by their
priest. Dr Wilson asked Dr John Kim, the director of neonatal intensive care, to join
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the discussion. Dr Kim emphasized the poor prognosis of the child’s condition, but
informed the family that he would be guided by their wishes.

The priest, Father Joe Garcia, explained to both physicians that, as long as the baby
was alive, he and the family believe that the best possible care should be provided,
especially care that’s considered routine for other children. “Trisomy or not, this is a
child whose soul is made in the image of God,” he says, “and to take the life of this
innocent one—nbefore, during, or after delivery—is unthinkable.”

Commentary 1
by Patrick D. Guinan, MD

This is a case of an 18-year-old woman, 6 months pregnant with a child with
ultrasound-detected congenital defects. Amniocentesis revealed a karyotype diagnostic
for trisomy 13 (Patau syndrome). The patient is unmarried but is strongly supported
by her Hispanic family that is devoutly Catholic. Her attending doctors are not known
to be religious.

There are several dilemmas here. The first involves the delivery of the unborn baby
who has a severe congenital anomaly. The second is the management of the child after
birth. And the third, and the primary focus of this case, is the interaction between the
religious convictions of the parents and the secular medical attitudes of the patient’s
physicians.

Patau Syndrome

Patau syndrome, otherwise known as trisomy 13, is the fourth most common
autosomal disorder. It is characterized by orofacial and limb defects as well as cardiac
anomalies. Fifty percent of trisomy 13 patients die in the first week of life, and 90
percent die before their first birthday. The cause of death is probably central apnea [1].
Patients who survive have severe mental deficiency, seizures, and failure to thrive. The
mother and family should be informed, as compassionately as possible, of the medical
realities involved.

There are 3 options. The first would be a direct abortion, where permitted, at 6
months. This is to be ruled out in the case of this Roman Catholic family, because it is
the direct killing of an innocent human person. The second, as mentioned by the
obstetrician, would be the early induction of labor to terminate the pregnancy.
Presumably death would be the necessary, but unintended, side effect of the
therapeutic procedure. The medical staff presumes that the therapeutic effect for the
pregnant woman would be the psychological relief of the anxiety of raising a retarded
child with the dismal prognosis of an early death. Clearly the induced labor is not to
enhance the possibility of survival but rather to guarantee the death of the innocent
human being. This, then, is not ethically permissible, either.

The third option would be to proceed with what has been an uneventful pregnancy.

This would probably result in normal labor and delivery. The possibility of fetal
distress would not justify a planned caesarean section. If fetal distress occurred, a C-
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section could then be considered, but given the circumstances, could be considered an
extraordinary measure.

It should be noted that the deliberate termination of pregnancies for fetal anomalies
does not necessarily eliminate the expectant parents’ grief but may even increase it

Management after Birth

While most infants with trisomy 13 die relatively soon, some can survive as long as 1
year and should be provided all normal care and affection. The associated congenital
malformations are best managed conservatively. The baby should receive the care
typically accorded any newborn, but extraordinary efforts are probably not warranted.
If terminal apnea intervenes, the child should be allowed to die, possibly in the arms of
his or her mother and family, with all of the emotional support that they can be
provided. There is strong evidence that mothers bond with their babies and that they
should be allowed to grieve appropriately following the death of their children [4].

Religious Family and the Secular Medical Staff

The central focus of this case appears to be the potential clash of the values of the
patient’s family and those of the medical staff. The doctors offer an option of
“termination of pregnancy” and “conservative” peripartum management. The family
wants “care that's considered routine for other children.” This case is structured to
highlight the dichotomy: if the doctors suggest abortion, the family may resist that
option and ask for “routine care.” This is reasonable and the staff should not deny this
request. Principle 1V of the AMA Code of Medical Ethics requires that physicians respect
the rights of patients and certainly the choice of care for their child should, if at all
possible, be honored [5].

If experience has taught us anything, it is that the autonomy of the patient and his or
her mother must be respected. The staff’s opinions should be expressed but are
secondary. We as clinicians live in a pragmatic medical world but our patients, while
they interact with us for a day, a week, or a month, spend the majority of their lives
with their families and in their cultures, and we are obligated to respect that. We
should not risk the esteem we receive from our patients, to say nothing about ill will
and malpractice possibilities, if we subtly force our cultural beliefs on them.

It should be noted that the majority of physicians do have religious belief systems and
are probably open to the reasonable religious concerns of their patients [6].

Summary

In summary, we have a woman pregnant with a child that has Patau syndrome. The
medical staff is suggesting induced labor which would result in an direct abortion. The
family, consistent with their religious beliefs, resist this. The medically ethical solution
is to follow the wishes of the family. Infants with congenital anomalies oftentimes
present difficult medical dilemmas. We should support families with these problems,
and an abortion is not the way to do this. Physicians should explain the difficult
medical realities to patients but then accede to reasonable requests.
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Commentary 2
by Malika Haque, MD

Islamic medical ethics are based on the Quran, the holy book of Muslims; the Hadith,
which are traditions of the Prophet Muhammad, peace be upon him; and clarifying
opinions of Islamic scholars and jurists when needed.

Quranic View on Sanctity of Life

Islam upholds sanctity and protection of human life, which is clearly manifested in the
Quranic verse “whoever kills a human being not in lieu of another human being nor
because of mischief on earth, it is as if he has killed all mankind, and whoever saves
the life of a human being, it is as if he has saved the life of all mankind” [1]. Muslims
believe that God is the creator of life [2], and many Islamic jurists believe that life
starts at conception. The Quran states, “We created man from a quintessence (of clay).
Then we placed him as (a drop) sperm in a place of rest firmly fixed. Then we made
the sperm into a clot of congealed blood. Then out of the clot we made a lump. Then
we made out of the lump, bones, clothed the bones with flesh. Then we developed out
of it another creature. So blessed be Allah (God) the best creator” [3].

While most Islamic scholars and jurists believe that life starts at conception, some
believe that the intrauterine life is divided into 2 stages. The first stage occurs as plant
life, when growth and nourishment take place. The second stage occurs as human life,
which is introduced into the fetus when the spirit is breathed into it [4]. This view is
supported by the Hadith, narrated by the Islamic scholar Ibn Masud. “The creation of
each one of you is brought into the belly of his mother for 40 days, then for a similar
period he is a germ cell, then for another 40 days he is an embryonic lump, then an
angel is sent to him and ordered to write down his career, his livelihood, his life’s
duration, whether he is to be miserable or happy, and the angel breathes spirit into
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him” [4]. This “breathing of spirit” is interpreted as the beginning of human life. This
is said to occur at 120 days after conception, according to Islamic scholar Ibn al-
Qayyim al-Jawziyah [5]

Abortion is not permissible in Islam, unless to save a mother’s life as set forth by
Islamic teachings and scholars. The Quran is clear on abortion or infanticide in its
verse “kill not your children for fear of want, we will provide sustenance for them as
well as for you, verily killing of them is a great sin” [6].

Recent Developments in Islamic Medical Ethics

The majority of Islamic scholars believe that the only indication for termination of
pregnancy is a danger to the mother’s life, and, even in those cases, termination needs
to occur before 120 days. In some rare cases when a mother’s life is in serious danger,
termination can occur at any time, even if after 120 days. In Islamic Shariah (Islamic
Law), termination of pregnancy to save a mother’s life is accepting the lesser of 2
harms.

The medical ethics committee of the Islamic Medical Association of North America
(IMANA), of which I am a member, has recently composed position papers on
Islamic medical ethics wherein it is stated that “abortion may be permitted if
continuation of pregnancy may cause the pregnant woman to die or cause serious
deterioration of her health, both medical (physical) and mental” [7].

In this case of trisomy 13, diagnosed at 20 weeks of gestation, despite poor chances of
survival, poor prognosis for life and functions, | agree that the pregnancy needs to
continue with the best appropriate care both for the mother and the baby. There is no
question of termination because there is no danger or harm to the mother’s life by
continuation of pregnancy. Moreover the pregnancy has advanced to 20 weeks, when
the baby is endowed with life and soul. Prior to 120 days, termination would have
been considered for a valid reason if it had affected the mother’s life.

Prayers and faith in the will of God empowers a Muslim patient to accept any illness,
for everything occurs with the knowledge of God and there is always wisdom in his
creation. Muslims also believe that the rewards are greater for caring for a child born
with serious health problems.

With regard to the care of a newborn with multiple life-threatening congenital
anomalies such as trisomy 13 or Patau syndrome, it’s preferable to provide the care
available and let the baby take the natural course if symptoms worsen despite the
medical care. Parents of severely handicapped children are best able to make
appropriate decisions for them when given not only good medical care but also
support by medical experts who are truly conscious of parental religious beliefs and
values [8]. There are many medical and ethical dilemmas in the management of a
severely handicapped baby. The optimum management can be achieved not only with
the best medical technology and treatment but also with significant awareness of
parental religious beliefs and values in caring for the patient and the family.
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