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Adverse effects of genetic counselling on women carriers of disease:
The Indian perspective

SHUBHA R. PHADKE, S. S. AGARWAL

INTRODUCTION
Genetic disorders differ from other medical disorders in their
impact on the famil y, because of the risk of recurrence. This impact
is also culture dependent. In India, mothers usually get the blame
for poorreproductive results, whether it is infertility or a handicap
in the child. The problem gets compounded ifthe woman is found
to be the carrier of a disease. We have previously reported 2 cases
where women suffered discrimination from their husbands and in-
laws because of a genetic disorder in their children.' We have since
come across more such instances. This has prompted us to feel that
genetic counselling in India requires to be reassessed, particularly
in relation to the policy of disclosure of the carrier status of women.
Because of arranged marriages, living with the in-laws in ajoint
family set-up, illiteracy, social practices and the influence of
family and friends on the personal lives of couples, women in India
face considerable harassment from their husbands and in-laws,
including separation and divorce. With more genetic centres
coming up in the country and an acute shortage of professionally
trained genetic counsellors, the situation may become serious.
There is an urgent need for medical geneticists, disease special-
ists, sociologists and opinion makers to discuss this issue, share
their experiences, assess the magnitude of the problem and evolve
ethical guidelines for genetic counselling suitable for the Indian
social environment. If necessary, appropriate amendments to the
marital rights of women may be required to protect them from
discrimination because of their genetic make-up.

We hope that the three cases detailed below would initiate a
discussion on this subject.

Family 1
A couple with two daughters affected with Down syndrome was
referred to us for genetic counselling. The couple wanted a normal
child. They were looking for reassurance that the risk of recurrence
could be eliminated through testing. Both the parents were educated
and had a good socio-economic status. They appeared to have a
harmonious interpersonal relationship. The couple had not been
investigated or counselled after the birth of the first child with Down
syndrome. They visited our outpatient clinic when the older daugh-
ter was 5 and the younger one was 3 years old. On investigation, the
karyotype of the two daughters were 46,XX, t(14;21) and 47,XX,
+21, respectively. The mother was 28-years-old and a balanced
carrier of the translocation [45,XX, t(14;21)]; the father had a
normal karyotype.
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The consultant counselled the couple together. They were told
about the findings of the karyotype and the risk of recurrence was
communicated. The couple was also informed about the availabil-
ity of antenatal diagnosis for this disorder. Initially it appeared that
both the husband and wife understood what they were told and
were prepared to accept the alternatives. However, after a few
visits, the husband came alone to obtain in writing the fact that his
wife was the carrier of the translocation on account of which
another affected child with Down syndrome could be born to the
couple. He wanted the information in writing as he wanted to me
a divorce suit against his wife. He was denied such a document and
was again counselled about the availability of prenatal diagnosis.
Neither the husband nor the wife contacted us for the next five
years. Later, the husband accidentally met one ofthe employees of
the department and informed him that he had divorced his first
wife and remarried, though he was still taking care of his daugh-
ters with Down syndrome.

Family 2
On routine ultrasound examination at 20 weeks of gestation, a
young primipara was diagnosed to be carrying a foetus with
anencephaly. She was a law graduate. She was accompanied by
her in-laws. The family was told about the possibility of stillbirth
or early neonatal death. They were also informed about the
prevalence of neural tube defects in the general population, and the
chances of its recurrence. The available methods for prevention of
recurrence were also discussed. After receiving the information
about the prognosis of the affected foetus, the family preferred to
have the pregnancy terminated. During counselling, they were
also informed that about 2%-3% of all newborns have a major
malformation, and this could happen in any family; even in the
absence of a family history of a similar problem. After the family
left the consultation room, the pregnant woman came back alone
and thanked the counsellor for making it clear to the in-laws that
such a malformed child could be born in any family and that she
was not in any way responsible for it. She told us that her in-laws
had already started blaming her and her family for the mishap as
such a malformed child had never been born in their family.
Although the woman was educated, she did not have any know-
ledge about the causation of the malformation and as such could
not defend herself. She had started wondering whether she was
really responsible for it.

Family 3
After the diagnosis of thalassaemia major in a 6-month-old child,
the family was counselled regarding the 25% risk of recurrence in
subsequent pregnancies. The availability of facilities for antenatal
diagnosis of thalassaemia was also communicated to them. The
couple was poorly educated and had a modest income. However,
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despite the poor educational background, the husband immedi-
ately understood that if either parent was not a thalassaemia
carrier, then a child with thalassaemia major could not be born. On
his second visit he came alone and clarified that if he married a
woman who was not a carrier of beta-thalassaemia then his
children would not be affected with thalassaemia major. Although
scientifically correct, it did not appear to be the morally or socially
correct solution. The counsellor informed him that as every person
is a carrier of 5-6 disease-causing genes, the possibility of
occurrence of a genetic disease would not be eliminated even by
a second marriage. Prenatal diagnosis was again stressed as the
better option. However, the husband felt that the option of a second
marriage was more convenient than that of prenatal diagnosis. We
could not follow up this family.

DISCUSSION
Many women who give birth to a child with a genetic disorder
report emotional harassment from in-laws; even when the hus-
band and wife are both carriers of the disorder. Similarly, premari-
tal detection of a carrier state of an autosomal recessive disorder
such as thalassaemia and haemoglobinopathy has been a hurdle in
marriages.

These three illustrative cases highlight various psychosocial
problems that may occur due to one or both parents being the
carrier of a genetic disease. After a number of similar experiences,
we strongly feel the need to address the various psychological and
ethical issues related to the diagnosis of women carriers of genetic
disorders at various stages of their lives-premarital, before the
birth of an affected child and after the birth of an affected child.

Both the husband and wife could be carriers of autosomal and
chromosomal disorders and could pass these on to their children,
while women are carriers of X-linked disorders. The carrier status
of a woman may be obvious to family members and lay persons,
if similarly affected persons were present among the woman's
relatives. However, often the possibility of a mother being the
carrier of the genetic disease is obvious only to medical personnel
and the information may be provided to the family by them or the
genetic counsellor. Tests for the diagnosis of carriers for a variety
of diseases such as thalassaemia, haemophilia, Duchenne muscu-
lar dystrophy, Tay-Sach' s disease, chromosomal rearrangements,
etc. are available and an increasing number of laboratories are
performing such tests. The aim of carrier detection tests is to help
the family cope with the possibility of occurrence or recurrence of
a genetic disease in the best possible way, as well as to help them
take suitable reproducti ve decisions. Sadly, in Indian society, this
information is often used as a tool to discriminate against women.

The main reason for such an attitude is the male-dominated
Indian society where a woman's worth depends upon her ability
to provide a healthy son to the family. This problem most certainly
needs to be addressed at the social level.

The situation of carrier and infertile women is somewhat
similar. If the husband is infertile, the wife is unlikely to disrupt
the marriage. However, in our experience, women carriers often
have to suffer for no fault of theirs and may even be divorced by
their husbands. Apart from increasing the level of education and
awareness among the general population, this problem needs to be
tackled at the medical level too. First, genetic counsellors and
medical practitioners need to be aware of this problem. Second, a
consensus should be evolved with regard to genetic counselling of
carrier women by those working in this field.

To minimize such problems, we offer some suggestions to
modify genetic counselling of couples with a carrier status of a
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genetic disorder. These are more to initiate a debate than to be used
as guidelines.
1. The information should be provided in the presence of the

husband, wife and a relative. The concerned physician should
bring up the topic and suggest that clarifications be freely
sought. Thoughts of guilt and pinpointing responsibility usu-
ally start cropping up in the minds of the husband, wife and in-
laws (as with family 2). A preliminary discussion may help to
eliminate such feelings and may also help to ease the tension
in the family. Also, the mother may not suffer the additional
psychological stress of guilt and blame.

2. For autosomal recessive disorders, both the parents have to be
carriers to have an affected child. This softens the harsh
treatment of carrier women to some extent. However, in our
experience, the husband and especially ill-informed in-laws
may put the blame on the wife and initiate divorce proceedings
against her (Family 3). It may be useful to stress that every
person is a carrier of 5-6 disease-carrying genes which may be
lethal in the homozygous state and there is no way of knowing
this unless an affected child is born. A second marriage would
not guarantee that the couple would have a normal child. On the
contrary, known carrier status of a genetic disease for which
prenatal diagnosis is available provides an opportunity for
preventive measures to be taken at the proper time.

3. For autosomal dominant disorders, either the husband or wife
may be a carrier. If the woman is a carrier with minimal
manifestations (e.g. tuberous sclerosis), it may be advisable to
merely tell the couple about the risk of recurrence without
pointing to the mild features in the mother and making it
obvious that she is the carrier of the disease. However, the
opportunity to screen siblings of the mother and provide
genetic counselling to extended family members is then lost.

4. Issues related to X-linked recessive conditions are more com-
plex. In many families, maternal relatives of patients are also
affected, making it clear that transmission of the disease is
through the mother. This makes the woman feel guilty even if
she is not blamed by the family. Other women relatives of the
carrier may also worry about the possibility of their giving birth
to similarly affected children. Such at-risk women need to be
counselled as they may hesitate to enquire about the problem.
A responsible adult of the family should be explained the need
for screening members of the extended family for carrier status
and a list of relatives who need to be tested should be provided.
The availability of carrier testing and prenatal diagnosis for
common X-linked genetic disorders such as Duchenne muscu-
lar dystrophy and haemophilia has made the task simpler.
However, unless the taboo linked to carrier women is removed,
the utilization of carrier detection tests before marriage or
conception will be poor. Such families need continued educa-
tion, social support, surveillance and guidance from time to
time.

5. The risk of recurrence in the case of chromosomal disorders is
usually minimal. However, detection of a carrier with a bal-
anced chromosomal rearrangement in one of the parents as a
cause of infertility, recurrent abortions or a malformed, men-
tally retarded child may lead to counselling dilemmas. Carriers
of balanced rearrangements themselves do not have any pheno-
typic abnormalities. We wonder whether simply telling the
family about the risk of recurrence and the option of prenatal
diagnosis would be more appropriate in the interest of the
family, than clearly explaining the test results and identifying
the carrier.
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6. Carrier detection for autosomal recessive disorders and premari-
tal counselling can be one way of preventing the birth of affected
children. However, because of various social issues involved,
this is neither acceptable nor recommended. Moreover, it is not
necessary, as prenatal diagnosis is possible. Hence, carrier
detection should preferably be done after marriage, though at-
risk persons should be informed before their marriage so that
proper contraceptive precautions can be taken and the pregnancy
planned only after suitable tests and counselling. After marriage,
the spouse should be informed about the proband (affected
patient in the famil y) and the need for genetic counselling for the
couple. After proper counselling, the wife (in case of an X-linked
condition) and the couple (in case of an autosomal recessive
condition) should be tested. All attempts should be made to offer
prenatal diagnosis to carriers.

CONCLUSIONS
The information provided during genetic counselling should be
such that the carrier woman does not feel guilty and family
members do not blame her. Constant attempts should be made to
assess the feelings of the family and reinforce counselling so that
tensions in the family are minimized.

The number of disorders which can be diagnosed by prenatal
testing are limited, and so are the facilities. The cost of these tests
is also high. Detailed investigations and exact diagnosis of the
proband can provide information that should be used to remove
any accusations againstthe mother.

Acceptance of the genetic make-up of the person should be
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stressed. In cases where there is a suspicion of likely harassment!
injustice to a carrier woman, it may be necessary to talk to her
alone to ascertain the facts, boost her confidence and decrease
guilt feelings. In selected cases, continued home visits by a social
worker may be needed to monitor the situation and reinforce
counselling. Patient support groups and social organizations can
play an important role in this regard. In India, family members,
especially the in-laws, influence the decision-making process of
the couple. These family members usually have wrong notions
based on inadequate information and superstitions. If the couple
agrees or so desires, then family members should be included in
the counselling process so that they receive correct information.

Involvement of family physicians by providing them relevant
medical information may be of benefit as they keep in touch with
the family and their advice may be more acceptable to family
members. Genetic diseases do cause a strain on family relation-
ships to a varying degree and women carriers usually suffer.

The magnitude of this problem is as yet unknown and studies to
assess such problems related to the appropriate utilization of genetic
counselling and carrier testing are necessary. Evolving ethical
guidelines appropriate for the Indian situation will be of great
benefit. For situations where legal recourse is taken, it is imperative
for the judiciary as well as lawyers to make sure that no injustice is
done to a woman because of her genetic make-up.
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