p.
BetterHeCalI:!‘l Fact sheet

hanne

Thalassaemia

Thalassaemia is passed from parent to child and is the most common inherited blood disorder in
the world. This condition is caused by changes to the genes that control the production of
haemoglobin. Haemoglobin is a protein in red blood cells that carries oxygen around the body -
changes affecting haemoglobin result in severe anaemia.

Thalassaemia can affect anyone of any nationality, but it is particularly prevalent in people with
ancestry from Mediterranean countries and across a broad region extending through India, the
Middle East and South East Asia. Thalassaemia is usually diagnosed within the first six months of
life and can be fatal in early childhood without ongoing treatment. There are two different types of
thalassaemia, alpha (o) and beta (B), with the most common being B-thalassaemia.

Thalassaemia minor

B-thalassaemia minor is common. People who have pB-thalassaemia minor have one copy of the B-
thalassaemia gene. It is estimated that five per cent of the world’s population has B-thalassaemia
minor and carry this gene. These individuals are healthy carriers. The only way to detect the carrier
state is by a specific blood test for thalassaemia.

Thalassaemia major

The concern arises when two carriers of B-thalassaemia wish to start a family. If two carriers
conceive a child, the child has a:

e 25 per cent risk of developing thalassaemia major because they inherited the thalassaemia
gene from both parents

* 25 per cent chance of not inheriting the thalassaemia gene at all

* 50 per cent chance of inheriting the gene from one parent and becoming a carrier.

The red blood cells of a person with thalassaemia major can only survive for a few weeks,
compared to normal red blood cells that survive for around four months. Lack of haemoglobin
results in reduced oxygen to every cell in the body. The following signs appear in early childhood:

* Severe anaemia, because red blood cells are produced without sufficient oxygen-carrying
haemoglobin

Paleness

Sleep difficulties

Poor appetite

Failure to grow and thrive

Enlargement of organs, such as the spleen and liver.

Treatment

There is no cure for thalassaemia major and treatment must continue for life. Ongoing treatment
includes regular transfusions to boost haemoglobin levels in the blood. However, these transfusions
can lead to a build-up of iron and this can cause serious side effects including diabetes, heart
failure and liver disease.

Medications can be used to remove excess iron from the blood. These medications are called ‘iron
chelators’ - they work by binding with the iron and allowing it to be excreted by the kidneys. The
most commonly used medication is a tablet, taken daily, to remove excess iron from the blood'.
These medications may have severe side effects and must be carefully monitored. These
medications are available on the Pharmaceutical Benefits Scheme.
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Testing

Couples from communities with a higher than average risk of being carriers should be tested for
thalassaemia, especially before starting a family. Testing can be arranged by your family doctor or
is available free of charge at:

* Royal Women'’s Hospital Tel. (03) 8345 2180
* Monash Medical Centre Tel. (03) 9594 2756
* Mercy Hospital for Women - Genetics Tel. (03) 8458 4250

Options for a carrier couple

Couples who both have B-thalassaemia minor may elect not to have children and may choose to
adopt, foster or consider using donor sperm or eggs. Others may elect to take the risk of having
children with thalassaemia major. Couples may also choose prenatal diagnosis with the option of
terminating the pregnancy if the fetus is diagnosed with thalassaemia major. Pre-implantation
genetic diagnosis (PGD) may also be used - this is where artificial reproductive technology is used
to create an embryo that can be tested for thalassaemia prior to being transferred to the uterus of
the mother.

Bone marrow transplants

A bone marrow transplant is the only chance of a cure, but the risks are considerable. The odds of
finding a compatible donor are around 30 per cent and most donors are siblings. This operation is
more successful in young children who don’t suffer from iron overload, but graft rejection or even
death can still result. The risks involved mean that bone marrow transplantation is not a viable
option for some families. It should be remembered that a person with thalassaemia major can live
a normal life with regular transfusions and medication. Genetic research is ongoing in the hope of
finding a cure.

Where to get help

*  Your doctor

* Thalassaemia Australia Inc. Tel. (03) 9888 2211

* Thalassaemia Services Victoria, Monash Medical Centre, Medical Therapy Unit Tel. (03)
9594 2756

e Royal Women’s Hospital Tel. (03) 8345 2180

Things to remember

* Thalassaemia major is a genetic disorder that affects the production of haemoglobin,
resulting in severe anaemia.

* This disorder is usually diagnosed within the first six months of life.

* Treatment options include regular blood transfusions and bone marrow transplants.

* Couples from communities with a higher than average risk of being carriers should be
tested for thalassaemia.

This page has been produced in consultation with, and approved by:

Thalassaemia Australia Inc
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Content on this website is provided for education and information purposes only. Information
about a therapy, service, product or treatment does not imply endorsement and is not intended to
replace advice from your doctor or other registered health professional. Content has been
prepared for Victorian residents and wider Australian audiences, and was accurate at the time of
publication. Readers should note that, over time, currency and completeness of the information
may change. All users are urged to always seek advice from a registered health care professional
for diagnosis and answers to their medical questions.

For the latest updates and more information, visit www.betterhealth.vic.gov.au

Copyight © 1999/2012 State of Victoria. Reproduced from the Better Health Channel
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