Chapter 11

National Thalassaemia Policy
The overall β-thalassaemia carrier rate in Pakistan is around 5%
with some variation between the ethnic groups. It is estimated
that each year approximately 5000 new children with thalassaemia major are born and their total number may be
between 50,000 to 100,000. Provision of quality treatment to
such large numbers of children is a gigantic task and can consume
a major chunk of the health budget. The births of children with
thalassaemia major can be prevented through premarital carrier
screening and prenatal diagnosis. The success of prevention
programs in the Mediterranean countries and Iran are a leading
example for countries like Pakistan.
The current infant mortality rate in Pakistan is around 66/1000.
It is mostly attributed to infectious diseases and malnutrition.
WHO has anticipated that morbidity and mortality due to noncommunicable diseases like thalassaemia become obvious when
the infant mortality, mostly due to communicable diseases and
malnutrition, falls below 40/1000. Pakistan is not very far from
this stage.
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There are only a few public sector institutions that take care of
the patients with thalassaemia major in Pakistan. Most of these
children are treated at centers run by over 50 NGOs working
under the umbrella of Thalassaemia Federation of Pakistan (TFP).
Although TFP has issued treatment guidelines for thalassaemia
but in the absence of adequate resources and a mechanism to
ensure implementation of the guidelines the outcome of
treatment at most of the centers is not up to the mark.
A study from a thalassaemia centre in Pakistan shows that the
median age of the children who died during treatment was just
ten years. Most of the children were under-transfused and nearly
half of them had never received iron chelation. Almost all of the
children had severe growth retardation due to chronic anaemia
and iron overload.

Financial constraints
A low level of health spending is the major cause of the poor
outcome of thalassaemics in Pakistan. The total expenditure on
health as percent of GDP is only about 2%, which is much lower
than the other countries with similar income levels. The
government contributes about a third of this and the remaining
70% is paid “out-of-pocket” by the citizens.

Non-financial constraints
A number of non-financial constraints are equally important in the
underperformance of the existing facilities. These include:
1. Poor governance.
2. Shortage of trained manpower.
3. Poor service delivery.
4. Difficulties in getting voluntary blood donations.
5. Lack of effective implementation of regulations.
154

National Thalassaemia Policy
6. Conflicting interests.

Aim of the Policy
To provide quality health care to children with thalassaemia major
and to make all possible efforts in reducing the new births of
children with thalassaemia major in Pakistan.

Policy Objectives
1. Get a political will from the Government.
2. Create awareness about thalassaemia.
3. Provision of affordable quality treatment to children with
thalassaemia major.
4. Development of competent and committed health care
providers.
5. Compilation of reliable data on thalassaemia and the
treatment centres.
6. Identify an approach for carrier screening of thalassaemia
in the population.
7. Development

of

network

of

laboratories

throughout

Pakistan for quality diagnosis of thalassaemia.
8. Provision of facilities for Chorionic Villus Sampling (CVS) at
District Headquarter Hospital level.
9. Establishment

of

labs

for

prenatal

diagnosis

of

thalassaemia at each provincial capital.
10. Rehabilitation of adult thalassaemics.
11. Establishment of a monitoring and evaluation cell for
thalassaemia at the Federal Ministry of Health.
12. Provide funding to support facilities for treatment and
prevention of thalassaemia.
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13. Define the role of Non-Governmental Organizations (NGO)
working for thalassaemia.

Political will by the Government
The National action plan for prevention and control of noncommunicable

diseases

including

cancer,

diabetes

and

cardiovascular diseases has gained a prominent place on
Pakistan’s health agenda since 2004. But thalassaemia is not
included in this plan. It is an emerging public health problem and
there is need to highlight the issue at all levels. A firm political will
from the Government can ensure inclusion of thalassaemia in the
future health plans.

Public awareness about thalassaemia
Experience in the Mediterranean countries and Iran has shown that
intensive awareness campaign and involvement of the population
is essential for the success of any thalassaemia policy. Public
education can be achieved by mass media, posters, information
booklets and special teaching on thalassaemia in schools. The
curricula may be modified to incorporate information about
thalassaemia. More personal approaches through lectures and
discussions with the community leaders of the population can be
very useful. In addition to the public awareness the state
authorities should also be made aware of the possibility of an ever
increasing expenditure on the new cases of thalassaemia if no
control measures are taken.

Provision of quality treatment
Safe blood transfusion
Blood is the lifeline of children with thalassaemia major. Most of
the children with thalassaemia in Pakistan remain chronically
under-transfused. The main reasons for the under-transfusion
include shortage of blood due to insufficient voluntary blood
donations and lack of awareness amongst the parents and the
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treating doctors to get timely blood transfusions. The safety of
blood transfusion can be ensured by adequate screening and
storage of blood.
The problems can be addressed by:
1. Awareness about voluntary blood donations through mass
communication media.
2. Parents and the treating doctors should understand that
maintaining pre-transfusion haemoglobin above 9.0-10.5
g/dL would not only improve the overall health of the child
but would also reduce the annual consumption of blood.
3. Transfusion of whole blood can be dangerous for children
with thalassaemia major. All treatment centres should
have the requisite facilities for preparation of packed cells.
4. The safety of blood should be ensured through adequate
screening before transfusion. Screening of blood with rapid
screening devices for HCV etc. give ~10% false negative
results and should be strongly discouraged.
5. Alternate forms of treatment like hydroxyurea in selected
patients and bone marrow transplant, for those who are fit
for the procedure and can afford it, may be useful.

Iron chelation
Iron overload is an invariable complication of thalassaemia major.
It is mostly caused by regular blood transfusions. The extra iron
is responsible for growth failure, hypogonadism, hypothyroidism
and diabetes etc. Cardiac haemosiderosis due to iron overload is
the major cause of death after the 1st decade of life.
1. Adequate iron chelation should be encouraged early in life.
Chelation started late in life is mostly ineffective.
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2. Subsidy on the cost of iron chelation should preferentially
be provided to those who are getting chelation from an
early life and are well chelated.
3. Iron chelation is the most expensive part of the treatment
of thalassaemia. There is a need to encourage the
development of low-cost oral iron chelators in Pakistan.

Other support facilities
The treatment of children with thalassaemia frequently requires
support from cardiologists, gastroenterologists, endocrinologists
and surgeons. Since most of these facilities are not available at
the thalassaemia treatment centres a close liaison between the
treatment centres and the tertiary care facilities is recommended.

Development of health care providers
Committed and competent health care providers are the back
bone of thalassaemia care and prevention programs. At present
most of the thalassaemia treatment centres in Pakistan are facing
shortage of the adequately trained staff. The availability of
trained manpower for the prevention labs is even more acute.
There is need to arrange short training courses for the doctors as
well as the paramedical staff.

Compilation of reliable data
There is shortage of data on almost all aspect of thalassaemia in
Pakistan. For adequate planning it is important to have the correct
information. The commonest anomaly is that most of the children
with thalassaemia major are registered at more than one
thalassaemia treatment centre. Therefore the actual number of
children getting treatment is not known. There is a need to create
a centralized registry of the patients with unique identifiers.
Another problem is that most of the NGOs are reluctant to share
their data. The following information should be documented at a
central registry:
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1. The existing number of children with thalassaemia
major (without duplicates).
2. The

centres

providing

treatment

facilities

to

thalassaemics.
3. The facilities provided at the treatment centres.
4. The health care professionals involved in the care of
children with thalassaemia.

Population screening
Pakistan has a population of over 200 million and thalassaemia
carrier rate is ~5%. It is estimated that there are approximately
ten million carriers of thalassaemia. Diagnosing ten million carriers
is a gigantic task. But even more challenging would be to identify
the right approach to locate them in the 200 million population.
There are three basic approaches through which these carriers can
be identified:
1. Premarital carrier screening.
2. Screening in early pregnancy.
3. Screening in the extended families of children with
thalassaemia.

Premarital screening
Mandatory thalassaemia screening before marriage is widely
practiced in the Mediterranean countries and Iran. Premarital
carrier screening enforced through law may not be as effective in
Pakistan because of the low level of literacy and the scarcity of
good quality labs where carrier screening can be done. The
situation may be improved by educating the population through
media campaign and by providing widely available good quality
carrier screening services at subsidized rates.
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Screening in pregnancy
Screening for thalassaemia in early pregnancy is a popular
approach in the UK. If the screening shows that woman is a
carrier then her husband is screened. If the husband also has
thalassaemia then the couple is offered prenatal diagnosis. The
screening in early pregnancy is impractical for Pakistan because
vast majority of the population lives in the rural areas with little
or no access to the qualified health care professionals and
services. The approach may be useful in the major urban areas
of Pakistan.

Extended family screening
The research on extended family screening in the thalassaemic
families strongly suggests that, due to the longstanding tradition
of cousin marriages, the thalassaemia gene is trapped in these
families. Therefore, it would be highly cost effective to do
screening in the families of children with thalassaemia major. At
present a large number of children with thalassaemia major are
registered with several NGOs in Pakistan. A substantial progress
can be made if the families of the registered children are screened
for thalassaemia. The extended family screening would also
provide a lead for further recruitment of the families to be
screened (cascade screening). It is estimated that the extended
family screening could identify up to 60-70% of thalassaemia
carriers in Pakistan.

The recommended approach for screening
Targeted screening in the index families is technically feasible and
is the most cost effective strategy for application to the Pakistani
population. Premarital thalassaemia screening, voluntary or
mandatory, should also be encouraged along with the extended
family screening.
A major strength of the health care services in Pakistan is a strong
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outreach via about 95,000 Lady Health Workers (LHWs) and an
increasing number of community midwives (CMWs). The basic
knowledge about thalassaemia screening can be included in the
curricula of the LHWs/CMWs and they can be used in the mass
population screening.

Facilities for diagnosis of thalassaemia
The diagnosis of thalassaemia is a specialized job that cannot be
done without proper training and equipment. There are only a
handful of labs in the country that have the requisite expertise
and the equipment for diagnosis of thalassaemia. There is a need
to carry out certification of the labs that are undertaking this type
of work. It would be advisable to establish a few centralized labs
that are certified to carry out diagnosis of thalassaemia. The
individual thalassaemia centres may establish their own collection
points for referring the samples to the centralized labs. Similar
collection points may also be established in the smaller cities of
the country.

Chorionic Villus Sampling (CVS)
CVS is the first step in prenatal diagnosis. The procedure can be
performed by an adequately trained person having an ultrasound
machine. The samples can be transported to a central DNA lab
within 24 hours of collection.
Most of the patients from the remote locations are unable to use
prenatal diagnosis because they cannot travel to a place where
CVS is done. Therefore it is recommended that the facility for CVS
is made available at the Tehsil or at least the District Headquarter
Hospital level.

DNA labs for thalassaemia
The DNA based diagnosis of thalassaemia is a highly specialized
job that requires very strict quality assurance. Therefore it should
only be done at selected places. A feasible approach would be to
161

National Thalassaemia Policy
establish the DNA labs at each provincial capital. In order to keep
uniformity all DNA labs should adopt the same methodology.

Rehabilitation of adult thalassaemics
With improvement in the treatment facilities an increasing
number of thalassaemics are reaching adult age. Many have
joined or even completed university level education and they can
become a useful member of the society.
The United Nations Convention on the rights of persons with
disabilities stresses on the need to recognize the rights of persons
with disabilities to work on an equal basis. In view of this the
thalassaemia care givers need to advocate their patients, educate
the public, and the potential employers for creating employment
opportunities for thalassaemics.

Monitoring and evaluation
Monitoring and evaluation is the key to success of any policy. It
is recommended to establish a cell in the federal ministry of
health headed by a National Coordinator for thalassaemia. The
job of the cell should be to:
1. Establish a National registry of the new births of children
with thalassaemia major.
2. Establish a National registry of prenatal diagnosis.
3. Formulate guidelines for the treatment of children with
thalassaemia major.
4. Formulate guidelines for carrying out carrier screening and
prenatal diagnosis of thalassaemia.
5. Evaluate the functioning of the centres providing treatment
facilities, carrier screening and prenatal diagnosis.
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Financial support
Government sources
The overall health spending in Pakistan is very low even when
compared with the other low income countries. The total annual
health expenditure is about 1.9% of the National GDP. Of this the
government spends about 1/3rd whereas the remaining 2/3rd
comes from the pockets of the citizens at the points of care. Over
80% of the health spending goes to the curative care and only
16% is left for the prevention services. The Government should
at least double or triple its health spending to achieve the
minimum internationally acceptable standards of health care. A
special allocation for thalassaemia should be kept in the health
budget.

International donor funding
The International donor funding in Pakistan accounts for about
2% of the National health spending. The official donor assistance
that is allocated to health is around 8%. At these levels, Pakistan
lags behind the other low income countries where donor
assistance averages about 14% of the health spending. In
Bangladesh around 22% of the health funds are contributed by
the donors. There is need to explore the possibility of finding
international donors to support thalassaemia in Pakistan.

Public private partnerships
The

possibility

of

public

private

partnership

to

support

thalassaemia centres in Pakistan should also be explored.

Role of Non-Governmental Organizations
At present most of the work on thalassaemia in Pakistan is being
done by a large number of Non-Governmental Organizations
(NGO). There are very few NGOs that get support from the
Government sources. Most of the NGOs have their own sources
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of funding. They are doing a great job but there is no mechanism
to know how these funds are spent? There is a need to carry out
the financial and technical audit of the NGOs.
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