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Ethical, legal and social issues

Reducing the prevalence of congenital disorders and lessening their impact potentially
involves a wide range of individuals and organisations acting at many different levels. This
document explores some of the ethical, legal and social issues (ELSI) which may be relevant
when planning health services for populations and individuals and in developing health
policies and relevant legislation’. After a general introduction, separate sections deal with
particular issues that arise in relation to preconception, prenatal, and newborn care and
screening, and longer term ELSI aspects of treatment and care of the disabled.

GENERAL BACKGROUND
Universal ethical principles

Ethical norms vary widely in different human societies and may be strongly bound up with
different religious and cultural traditions. Some countries may contain many groups, each
with distinct cultural and religious values. Developing health policies that are acceptable to
all groups may be challenging and require extensive engagement with all stakeholders.

The philosophical tradition of the Western world may be different to that of many low and
middle income countries (LMIC) and there is a possibility that the assistance it offers may
assume values that many countries may not share. However, there are some ethical
standards for healthcare and medical practice that are regarded as being universally
applicable. These include equity, non-maleficence, beneficence, respect for persons, and
confidentiality.

Equity relates to the ability of all of the population at risk to be able to benefit from a health
service or intervention, and the extent to which the programme will be universally accessible.
Principles such as non-maleficence and beneficence are a measure of relative harms and
benefits: thus non-maleficence might focus upon the possibility of coercion, or psychological
or social damage resulting from an intervention, whilst beneficence might include an
assessment of how timely intervention might improve informed choices and the management
or treatment of the individual or their wider family.

The principle of respect for persons may require, for example, that individuals who are
offered interventions are given an opportunity to understand what is being provided and
make a reasoned decision. Confidentiality entails a duty not to release personal medical
information to third parties without consent, and is a cornerstone of a relationship of trust
between medical professionals and patients.

Health professionals in many LMIC may struggle to maintain the highest ethical standards,
especially when delivering services to large populations with very limited resources.
Financial and social deprivation, or social and cultural practices, may constrain people’s
behaviour and ability to make autonomous choices. It is important to guard against
unrealistic or culturally naive expectations with regard to ethical standards. However, it is
equally important to resist the idea that they are a luxury reserved for the well-off; such
attitudes may serve to perpetuate, justify and even exacerbate inequality.

One of the most pressing ethical issues relevant to policy development in many LMIC is the
absence of safe and affordable medical care for many of the most vulnerable children,
including those born with a congenital disorder.
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Social and economic inequality

In many places, the combination of poverty and a lack of education can lead to profoundly
reduced access to health services which can impact upon all stages of life. There may be
wide disparities in wealth, access and opportunity; an important concern might be a lack of
distributive justice if access to services and technologies is restricted to a wealthy minority?.
Global equity and social justice may also be important in determining research priorities and
the implementation of novel technologies. Wider political and economic drivers are also likely
to have an impact.

Population based public health interventions: ethics and
philosophy

When public health interventions are targeted at populations rather than individuals the
intrusiveness and potential harms of the intervention should be balanced against the likely
benefits, particularly if a degree of coercion is involved®. A highly intrusive intervention, or
one that entails some risk to all or part of the population, will generally only be justified if it is
both necessary and expected to lead to substantial benefits. Widely accessible public health
education tends to be beneficial to the whole or the majority of the population but other
policies that prohibit certain types of individual behaviour, such as the prohibition of smoking
in confined environments, are increasingly being seen as legitimate public health policy in
view of the health benefits they can confer.

Religious and cultural issues

Prevailing religious and cultural norms may influence the acceptability of services and
interventions at both an individual and community level. Beliefs about the causes and risks
of congenital disorders may influence the acceptability and uptake of screening and testing
and the acceptability of outcomes (including timing and rationale for termination of
pregnancy in the context of prenatal testing). Acceptability may also be dictated by religious
traditions and rulings, which may be specific to particular countries or conditions and may
change over time. For some women, giving birth to a child with a congenital disorder is
regarded as a test of faith imposed by God or Allah*. However, there is also a need to
recognise diversity within different faith groups and avoid stereotypical views based upon
people’s ethnicity or religion®.

The social position and rights of women

Attitudes to women, and their legal and social rights, may profoundly influence both their
own health and their prospects of giving birth to healthy children. In some countries it may be
customary for women to have few rights to make decisions about their own health care, but
instead defer to the wider family or social group. The role of women within society may limit
access to education, treatment or services (for example, family planning and contraception),
and may entail expectations about acceptable lifestyle and behaviour. At the extremes, a
subservient role for women may force unwelcome choices of marriage partner or sexual
behaviour.

Issues also arise when considering the respective rights of the pregnant woman and her
unborn child. Respecting a woman’s right to freedom of choice versus the right of her child to
be born healthy is a delicate and important balance communities must strive to achieve’.

! Paternal rights may also be relevant when considering the potentially detrimental impact on fetal
development caused by preconception paternal exposure to dangerous substances.
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Legislation and regulation

The role of regulation and legislation in safeguarding women’s health, minimising the risk of
congenital disorders, and ensuring optimum care for those who are born with these
conditions, will vary from country to country. Measures may include, for example,
occupational health laws, environmental legislation, alcohol licensing and labelling laws,
regulation of healthcare provision including professional accreditation and registration for
practitioners, safety and quality standards for laboratories and other testing facilities, legal
rights to prenatal care, and mandatory vaccination programmes. The acceptability and
feasibility of measures such as these will depend on a combination of political will and the
prospects of effective enforcement, which in turn depend on affordability, social acceptability
and sociocultural factors such as levels of corruption in civil institutions, the judicial system
and the commercial sector.

Social rules, religious and cultural factors have a strong influence on the legal framework. In
some countries there may be legal constraints on the availability of certain medications or
services such as contraceptives or family planning services, or lawful access to termination
of pregnancy. Legal frameworks may promote or prohibit certain types of behaviour (such as
the number or spacing of children). In some situations, restrictive legislation may force
people to resort to illegal practitioners to obtain medications or access to procedures such as
termination of pregnancy.

Population screening

Screening has been defined as ‘a process of identifying apparently healthy people who may
be at increased risk of a disease or condition’®. Screening for diseases carries risks of
stigmatisation and discrimination, even if the condition does not cause symptoms (as it might
if the individual is identified as a carrier of a genetic condition) or treatment is available which
renders the individual asymptomatic. The significance of this stigmatisation is that it may
affect job, insurance and marriage prospects and may lead to, or be associated with, a lack
of trust in medical systems and services’.

The design and implementation of population based screening programmes raise a
distinctive set of ethical issues including:

The purpose of the programme: screening must yield demonstrable clinical benefits:
screening for conditions for which treatment is unavailable, or predictive testing for
conditions with adult onset may raise ethical issues; the need for compatibility with local
laws;

Access: the extent of public information about the programme; the need for equitable
access both to the programme and to follow-up tests and treatment (including funding and
reimbursement);

Informed choice and consent: the verbal and/or written information provided before and
after testing (both about the screening process itself and the consequences that flow from
acceptance or refusal); the process for obtaining informed consent (and/or refusal if there
might be religious or other grounds for objecting to participation);

Screening process: the false positive and false negative rates of testing and the
psychosocial harms that might arise as a result?®; the disclosure of incidental findings (such
as carrier status in prenatal genetic screening); and the right not to know the results;

Outcomes: ethical issues relating to privacy or confidentiality of the test itself and results
generated from the test; these might include issues relating to onward communication with
other family members or whether dissemination to other interested parties (such as insurers,
employers, or the state) should be permitted;

On-going storage and use of samples and data: the conditions for on-going storage and
provision for future use (including use for research).
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Commercialisation and private providers

In many places, the only providers of some types of health services (for example, genetics
services) are commercial providers, and state run services are extremely limited or non-
existent (this may include where reimbursement or insurance policies exclude certain
interventions or services). This has implications for access, in that only the wealthy typically
have access to these services and technologies, and also for quality assurance. Tests
lacking clinical validity and clinical utility may be offered by providers (on the basis that they
are likely to be profitable), and services run by those who lack expertise. It may be difficult
for governmental agencies to monitor the quality of services offered by commercial
companies, especially if local expertise is limited.

Health economics

In order to prioritise health services effectively, there is a need for evidence of the cost-
effectiveness of services and interventions. However, cost-based decisions on public funding
must be balanced against considerations of equity and distributive justice or fairness’.
Health-economic analyses often compare the costs of lifetime care of an ill or disabled
person to the costs of prevention. Such calculations, while necessary to justify expenditure
of limited healthcare funds may fail to adequately reflect some social and psychological
‘costs’ and ‘benefits’ that are difficult to value in monetary terms. Extreme care must also be
exercised if cost-effectiveness or cost-benefit analysis is used when considering prevention
of congenital disorders by termination of affected pregnancies. For example, justification of
terminations on the basis of money saved may appear to devalue the lives of people who
are born with these conditions, and risks accusations that prevention has a eugenic purpose.

ETHICAL, LEGAL AND SOCIAL ISSUES ARISING AT
DIFFERENT STAGES OF LIFE

Preconception

Preconception interventions fall into two broad categories. Interventions may be aimed at
those women who are planning or are at risk of a pregnancy and might include for example
improvements in lifestyle, vaccination against infectious diseases, and food fortification or
supplementation to reduce the risks to the unborn child. Other interventions are targeted at
an ‘at-risk’ population, for example to determine their risk of recessive genetic disease (such
as population based screening programmes for Tay Sach’s disease in those of Jewish
ancestry).

Equity of access to preconception care and interventions

Preconception care is not systematically offered in most countries. Instead, it is usually
offered on an opportunistic level by primary healthcare providers or is targeted at high risk
women. Barriers to equitable access to preconception care may include an already over-
burdened primary healthcare system; that many pregnancies are unplanned and thus there
is no opportunity for preconception care; a lack of community knowledge about the benefits
of preconception care and the reproductive risks associated with specific occupations,
locations or substances; organisational barriers including the lack of free health services,
health insurance or ability to afford preconception care; and a lack of incentives for relevant
professionals to offer preconception services. Inequity in access to preconception care may
result in those with the best health having the best access to services and so widening
existing inequalities.
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Vaccination and/or other measures for control of infectious diseases (such as the provision
of clean water, sewage disposal, refrigeration of food, and education about hygiene) can
reduce the incidence of congenital disorders caused by infections such as rubella and
toxoplasmosis. Many of the world’s poorest people do not have access to the fundamental
benefits of clean water and sanitation. In addition, vaccination is limited in many LMIC which
cannot afford the vaccines or their means of delivery.

Treatment or care needs to be in place for children born with congenital disorders,
regardless of whether their parents had access to, or accepted, preconception care or
screening.

Consent to preventive interventions

Where possible, preconception care, including screening, should be carried out on a
voluntary basis. As a general principle, coercion should not be used (which is not the case in
all certain countries). Although the law recognises some instances where it is proportionate
to compel an individual to undergo a particular medical test or procedure, this is usually done
either to avert a public health emergency or to save a life.

Some types of preconception care may be unsolicited e.g. food fortification programmes,
which may affect an entire population rather than only a specific target group. Here, the need
is to strike an ethical balance between the principle of consent (which, strictly speaking,
would require that food is fortified only for those who wish it) and the principle of equity
(which requires that all those who might benefit from fortified food have access to it). A
practical compromise might be to ensure that alternative sources of non-fortified foods are
also available.

Role of and attitudes to family planning

Access to family planning is usually associated with the reduction overall in the number of
children born. However, it has other important maternal and child health benefits including
provision of access to nutritional supplements prior to and during pregnancy, public health
information on the benefits of increased spacing between pregnancies and limiting births in
women over age 35, as well as improved antenatal care for both mother and child.

Increased orofacial cleft incidence may be associated with a short interval between
pregnancies: this is thought to be due to nutritional depletion, specifically folate depletion in
the mother, particularly in those who are breastfeeding. Increasing the intervals between
pregnancies may reduce the number of children born to women with a family history of
orofacial cleft. However, achieving increased birth spacing through access to family planning
methods remains challenging in many LMIC and may not be religiously or culturally
acceptable in some settings. Unacceptability of or lack of access to family planning methods
may also limit the usefulness of education about the risks associated with advanced
maternal age which increases the risk of Down’s syndrome.

Consanguinity

In some communities, marriages within an extended family group (for example, first-cousin
marriages) are the norm®. Such marriages are often favoured because they have the social
advantages of strengthening family links and mutual support, and maintaining family
resources. However, extensive intermarriage within a family group can increase the risk of
recessive genetic disorders'®'. A sensitive approach is required to ensure that at-risk
individuals and couples have accurate information about their risk and any preventive
measures available to them, while ensuring that families do not experience stigma and
discrimination.

Preconception screening
Women who are planning or at risk of pregnancy may be screened for infectious diseases
such as syphilis. In practice, this tends to occur as an adjunct to other services such as
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family planning. Steps should be taken to minimise the danger that those found to be
affected may suffer stigmatisation and discrimination.

Preconception screening may also be offered to detect carriers of some recessive genetic
diseases. The identification of both potential parents as carriers confers a one in four risk
that they will conceive an affected child. The UK Human Genetics Commission considers
that those able to benefit from preconception screening should have access to it on the basis
of maximising individual reproductive autonomy; and that individuals should be supported in
making informed choices whenever reproductive options are available'.

There is a risk that screening may encourage eugenic notions of a society of people without
congenital disorders, relegating anyone with a congenital disorder to an underclass. Using
population screening before pregnancy to determine carrier status in healthy individuals may
be contentious. It is important that those who consent to screening, understand what being
identified as a carrier means for their future health and that of their potential offspring. In the
past, lack of understanding of conditions such as sickle cell disease and certain types of
thalassaemia has led to stigmatisation and discrimination. The confidential nature of
personal medical information including information about carrier status should be respected
and safeguarded.

The timing of preconception genetic screening must be considered carefully. In high income
countries there may be reluctance among genetics professionals to provide genetic testing
to children and adolescents on the basis that their future decision-making may be
compromised. However, there may be justifications for earlier genetic testing where teenage
pregnancy is common or where arranged marriages are made on the basis of choices made
in childhood.

If, as a result of preconception genetic screening, an individual is found to be a carrier it may
be very difficult for that person’s family to ask a potential partner to be tested: the preferred
option is often to postpone testing until after marriage and use prenatal diagnosis to detect
an affected child. This may be a particular issue for women who may be regarded as
unmarriageable if found to be a carrier of a genetic condition.

Public attitudes to screening, testing and carrier screening influence their acceptability and
uptake. Research has shown a complex range of public attitudes that are not
straightforwardly related to ethnic or religious group™. In some countries, premarital
screening for certain recessive conditions is compulsory. Although such programmes violate
the principle of autonomous informed consent, they may nevertheless have considerable
support in some settings. For example compulsory premarital screening for hereditary
haemoglobinopathies has been in place since 2004 in Saudi Arabia, and research seems to
suggest that more women tend to favour mandatory screening and prohibition of marriage
between two carriers on the basis that women may bear more of the burden of caring for a
handicapped or chronically ill child than men™.

Psychological issues

Access to information may result in increased anxiety about a future pregnancy, especially
where prospective parents were not formerly aware of potential risks. Conversely, parents
who have received preconception care and screening may feel that all risk has been
removed and be unprepared for the birth of an affected child. For this reason it is important
to make the distinction between those risks that can be reduced or removed and those that
cannot.

Prenatal care

Within any setting, the ethical acceptability of prenatal care and screening may be influenced
by religious, cultural, or political factors. Policy makers and health providers should
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recognise that a range of views may be held and try to find ways of balancing or reconciling
conflicts. A number of themes are important:

Equity of access to prenatal care

Around 98% of women utilise prenatal care services in industrialised countries, compared
with only 68% women in lower income countries. In many African countries, knowledge and
education about safe motherhood is lacking, and there is poor access to healthcare facilities
due to factors such as long distances, lack of transport and difficult locations. For women in
low-income strata in industrialised countries, psychosocial, structural, and socio-
demographic factors are major barriers, while the mother's beliefs about the acceptability of
an intervention and the availability of support from others are important motivators.

The legal status and rights of the unborn child

In many countries, laws only provide protection for the child once it is born. The unborn child
does not have a legal identity which is separate from its mother. This means that until the
child is born, the needs (and wishes) of the mother generally take precedence over those of
the unborn child. In many societies, the unborn child is seen as acquiring increasing rights
as the pregnancy progresses.

The rights of the pregnant woman and those of her unborn child may conflict during
pregnancy. This may be relevant if a pregnant woman knowingly exposes her baby to
teratogens such as drugs or alcohol during pregnancy, or refuses treatment that could save
the life of herself or her baby.

Protecting the health of the pregnant woman and unborn child

The chances that a woman will have a healthy pregnancy leading to the birth of a healthy
child are influenced by a variety of legal, cultural and socio-economic factors. For example,
employment legislation may be needed to protect pregnant women against exposure to
industrial or agricultural teratogens. Some countries have legal frameworks that
acknowledge strict liability for workplace exposures or pollution (to make it easier to bring a
successful criminal conviction). Others have statutory authorities that can intervene promptly
to monitor and regulate environmental exposures, or laws that provide that vulnerable
groups (such as pregnant women) can be excluded from a pool of possible employees
without contravening anti-discrimination legislation. It is important to foster a culture of
transparency and accountability amongst stakeholders including employers, regulators and
workers: workplace monitoring, audit, inspection, and the availability of appropriate,
proportionate and enforceable sanctions for any breaches are all important elements.
Without these protections, for many individuals, particularly in poorer settings, the benefits of
employment may overwhelm the potential health risks particularly where well developed
systems of health care, social and economic support are lacking.

A range of legal, regulatory and social measures may be needed to protect women against
other dangerous exposures. For example, labelling laws, licensing regimes and
dissemination of educational material may raise awareness of the dangers of alcohol to the
developing fetus, while smoking may be discouraged by restrictions on smoking in public
places, together with educational initiatives and assistance in giving up the habit.

Social and cultural expectations about the role of women may also influence lifestyle, and
behaviour. For example, in cultures where alcohol is considered a ‘male drink’, women may
be hesitant to truthfully discuss their alcohol consumption and accept (or even be offered)
education about the effects of alcohol on the developing fetus. Disclosing details of exposure
to other potentially harmful agents such as tobacco, or even disclosing contraceptive use,
may be potentially sensitive in some settings.
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Implications of prenatal testing and screening

The purpose of prenatal testing is to identify whether the baby is at risk of future ill-health, to
lessen those risks and treat any underlying problem if possible, and if there is a prospect of
serious disability or disease, to consider the option of terminating the pregnancy, if this is
legally and ethically acceptable. As well as highlighting existing health problems, test results
may suggest that the child is at risk of developing diseases in the future (possibly, many
years in the future as an adult). Test results should be stored in a confidential way, and
consideration given to how and when the child might be informed about their risks, and
safeguarded against possible discrimination or stigmatisation by others (including
employers, insurers or the state).

Informed choice

Emphasis is often placed upon the need for pregnant women to make an informed choice
about whether or not to have prenatal tests, and as importantly, how to proceed when the
results of the tests are known. It is important that information about testing is provided,
before the test, in a non-directive, accessible and supportive manner. Relevant information
includes the risks and benefits of the test, as well as any subsequent diagnostic tests that
might be required, the available options if the fetus is found to be affected and, if possible,
information about the nature and likely severity of the condition(s) tested. Additional support
or procedures might be needed to obtain valid consent from those who lack capacity as a
result of immaturity, a lack of understanding of local language or through iliness or disability.

Prenatal population screening

In countries where there are programmes of universal prenatal screening, certain conditions
(such as neural tube defects) tend to be detected as part of an established programme.
Subsequent care pathways should document access to supplementary tests or
interventions, including access to termination of pregnancy (where local laws and norms
permit). Research has shown that a diagnosis made via ultrasound scanning has a much
more negative impact than a diagnosis made via biochemical methods. The proliferation of
ultrasound scanning services run on a commercial basis (which may not include access to
medically qualified professionals) has implications for the way in which diagnoses are made,
availability of counselling, and for longer lasting harms to women (including psychological
harms).

Prenatal genetic screening programmes which identify babies that are homozygous for a
disease such as sickle cell disease or thalassaemia may raise difficult choices about the
course of the pregnancy and the ability of the family to support an affected child. Experience
from countries having implemented combined prenatal and newborn screening programmes
suggests that participants need to be well prepared and better informed about the
consequences of screening, and the possible choices to be made.

Screening programmes may also involve testing for infectious diseases, such as syphilis.
Delivering screening in this way may be an effective way of targeting scare resources.
Where possible, programmes should be organised to provide equitable access to all those
at-risk, and for any subsequent treatment that might be required for both mother and child if
an infectious disease is diagnosed. Where results are potentially sensitive, they should be
communicated in a confidential manner. Sometimes a test result might have implications for
other family members (such as siblings of the parents). Ideally, those providing prenatal
screening should have protocols for communicating the results of testing to other family
members (with the consent of the person being screened). Test results may also reveal
unanticipated findings (such as misattributed paternity) and there needs to be processes in
place to decide when and how to feedback such results to screening participants.
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Termination of pregnancy

Where prenatal screening indicates that a fetus is at high risk of a debilitating congenital
disorder, the option of termination of pregnancy may be considered. However, various legal,
social and religious issues must be taken into account.

There is wide variation in access to termination of pregnancy. In those European countries
where abortion is legal, the rationale for allowing termination of pregnancy is based upon a
presumption that as the fetus grows, it acquires increasing rights that should be respected
by both individuals and the state (through its polices). Thus termination of pregnancy is more
freely available at early stages of pregnancy (the first trimester), but at later stages it may be
limited to where a severe condition is detected in the fetus, or the mother’s life or health is
endangered.

In many places, legal termination of pregnancy is unavailable for religious reasons, or is
restricted to cases where termination is necessary to protect the woman's life. In others,
diagnosis of a severe congenital disorder may be grounds for a legal termination of
pregnancy. For example, a Fatwa issued by the Jurisprudence Council of the Islamic World
League in 1990 allows abortion in the first 120 days following conception provided that the
fetus is affected by a severe malformation that is not amenable to treatment (confirmed by
physicians); that a live birth would result in a life of misery for the child and their family, and
both parents consent.

The detection of severe congenital disorders early in pregnancy can be problematic where
abortion is illegal, as parents face either the harrowing prospect of continuing with the
pregnancy in the knowledge that the baby will be stillborn or severely disabled, or resorting
to illegal abortion. The wealthy may have the option of safe abortion locally or travelling to
access termination of pregnancy in another country or region where it is lawful (so called
‘abortion tourism’), but this option is unlikely to be available to the poorest or more
educationally disadvantaged. Nevertheless, prenatal detection may still confer an advantage
where the pregnancy is maintained, by preparing the family and health services for the birth
of a child with a congenital disorder.

Where the maijority of procedures are offered illegally, associated costs are often directly
related to the poor safety of the procedures™. Evidence suggests that unsafe abortion is the
cause of around 13% of all maternal deaths, with around 21.6 million unsafe abortions
carried out in 2008, most of them in the developing world. The incidence of abortion does not
reflect the differences in legal restriction; for example, despite the fact that abortion is illegal
in most African countries, the abortion rate is almost identical to that in Europe, where
abortion is permitted in many countries. This means that in higher income countries, nearly
all abortions are performed safely, whereas more than half of abortions that occur in low and
middle income countries are classified as unsafe under the WHO definition (which defines
unsafe abortion as a procedure for terminating an unintended pregnancy carried out either
by persons lacking the necessary skills or in an environment that does not conform to
minimal medical standards, or both)™.

Psychological issues

For most prospective parents there are likely to be profound psychological consequences
from discovering that their unborn baby is affected by a congenital disorder, regardless of
their attitude to termination of pregnancy. Even if a false-positive screening result is resolved
by a subsequent diagnostic test which shows that the fetus is at no greater than average
risk, women may remain anxious about their baby and this anxiety may itself have effects on
the developing fetus, and influence maternal behaviour after birth’®. For some women, a
strong religious belief, or fatalism about the course of the pregnancy and about the baby’s
future health, may be the justification for refusing screening or pregnancy termination even in
settings where both screening and pregnancy termination are lawful. However, an important
justification for screening and testing before birth is to deal with congenital disorders more
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effectively and to avoid discovery once the child is born, which may cause more serious
psychological harm to parents than prenatal diagnosis.

Exercising a parental choice to continue with an affected pregnancy

In some high income countries there is sometimes concern that it may be difficult for
mothers who have an affected child identified on screening to make a free choice to proceed
with the pregnancy in the knowledge of the burden that this is likely to impose upon
themselves, their family, health providers and state. These concerns may seem somewhat
less relevant in some LMIC where poverty and lack of access to health care and social
support may be overwhelmingly important.

Provision of health care in the perinatal period

The absence of health care in the perinatal period constitutes a significant cause of infant
mortality and morbidity. Socially and economically deprived mothers, particularly in places
with poor health infrastructures, often lack obstetric care that could prevent birth
complications that lead to severe disability and neonatal care that could enable timely
diagnosis and treatment of congenital disorders. In some countries, lack of access to health
care is compounded by preferences for male children over females: thus sometimes claims
are made that parents are less likely to seek medical care (particularly if this is expensive
and difficult to access) for girls rather than boys.

Newborn

Newborn screening

Newborn screening programmes are ubiquitous in high income countries and the ethical
basis for screening for conditions such as phenylketonuria (PKU) and congenital
hypothyroidism (CHT) is well documented. The condition screened for must be serious,
reasonably frequent, and an effective and reliable test must be available which could be
administered on a population basis: If.an affected individual is identified, a treatment or
intervention should be available, the programme administered by the state and ideally free of
charge'. Often, these criteria are not satisfied in many countries..

As with other screening programmes, there is scope for parental anxiety in a number of
areas. There is a potential for harm where children are wrongly identified as being at risk
(false positives); in some recessive conditions, the health implications of being a carrier may
be poorly understood™. In particular, parents need timely and appropriate information, and
subsequent care should be incorporated within a screening pathway®.

Treatment and care of disabled people

Those who are born disabled often have a very poor life expectancy, especially in LMIC.
This is due to a combination of factors: lack of access to relevant health and social services
compounded by social determinants of ill health such as poverty and poor education. Ideally,
functional assessments of disability take account of both physical and psychological
determinants, as well as social and environmental factors. The effect of severe disabilities
may be ameliorated by substantive support from the state. However, this may be virtually
non-existent in many settings, where the psychological and economic burden of having a
handicapped child falls entirely on the immediate and extended family, and may also have a
significant effect on the wider community.

In countries undergoing economic transition, developing state healthcare systems may
attempt to provide services for congenital disorders, but the costs can be crippling and raise
difficult ethical questions about how resources should be distributed, and the opportunity
costs of treating these conditions when there are so many competing demands on limited
resources. lIronically, although some treatments may be sufficiently effective to enable
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individuals to live independent lives and contribute to the economy. In other cases,
decreasing mortality may mean many more years of expensive care. For this reason, many
countries are focussing on preventive strategies, and grappling with the ethical issues raised
by compulsory measures such as preconception screening for carrier status for recessive
genetic conditions.

CONCLUSIONS

The many E