Guideline

Thalassaemia and Abnormal Haemoglobins
in Pregnancy
1. Purpose
Thalassaemias and abnormal haemoglobins are detected in approximately 4% of patients of reproductive age
attending the Women's. In almost half of these cases, the abnormality is not evident following simple full blood
examination and is only detected by haemoglobin electrophoresis.
These disorders have been described in every ethnic group. They are most frequent in people originating from:
•

the Mediterranean basin

•

the Middle East

•

Africa

•

Asia

•

Polynesia

•

the Subcontinent.

As the inheritance of thalassaemia syndromes is autosomal recessive, the heterozygous carrier states are
essentially asymptomatic. Most people are unaware of their carrier state. Depending on the mutation,
homozygous or compound heterozygous thalassaemia syndromes may result in adverse maternal outcomes,
stillbirth, transfusion dependency, or sickling syndromes.
This document outlines the guideline details for screening couples for thalassaemia to detect those at risk of
having children with severe disease, with a view to offering prenatal diagnosis and the option of termination of
pregnancy in the event of a positive diagnosis, or to facilitate the early diagnosis and treatment of affected
children at the Women’s.

2. Definitions
Haemoglobinopathies- (comprising the thalassaemias and abnormal haemoglobins) are hereditary disorders
which affect the balance of globin chain synthesis and/or the structure of haemoglobin.
Thalassaemia- is an inherited condition that affects the production of haemoglobin, which carries oxygen in our
blood. It appears in the flowing forms:

3. Responsibilities
Key personnel involved are Obstetric team, Haematologist.

4. Guideline
4.1. Thalassaemia Screening in the Pregnancy Booking Clinic
Couples attending the Women's for antenatal care should be offered screening for haemoglobinopathies at their
first visit, according to the algorithm (refer to Appendix 1).
The aim of the Thalassaemia screening program is to identify couples in which both partners have thalassaemia
minor and/or a haemoglobinopathy and who are at risk of having a baby with serious disease. This allows timely
prenatal diagnosis and/or early diagnosis and treatment of affected children.
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Detailed genetic counseling and family studies are important for future pregnancies.

4.2. Referring women/partners for thalassaemia and abnormal haemoglobin testing
and genetic counseling
Patients may be directly referred by hospital midwives or medical staff. Referrals from outside practitioners and
patient self-referrals are also accepted.
The haematology outpatient clinics accept referrals for the following:
•

screening of partners and family members

•

diagnosis of pregnancies at risk of major thalassaemia/serious haemoglobinopathies

•

coordination and genetic counselling for prenatal diagnosis (in conjunction with the Women’s Genetics
Clinic)

•

management of pregnant women with thalassaemia disease.

Mothers with thalassaemia disease or severe haemoglobinopathy syndromes require MFM consultant
supervision in conjunction with haematologist consultation.
Note: Consultation regarding thalassaemia and the haemoglobinopathies is coordinated through the Women’s
Genetics Clinic ph: (03) 8345 2180.
For urgent queries, contact the haematologist on call via the Women’s switchboard.
Refer to Appendix 1: Algorithm: Thalassaemia screening and referral in pregnancy .

4.3. Investigations
Note: Full Blood Examination (FBE) alone is insufficient as a screening test.
Testing for thalassaemia and abnormal haemoglobins requires:
•

FBE

•

serum ferritin and

•

haemoglobin electrophoresis

•

if these results are suggestive of alpha thalassaemia:
o

DNA analysis is indicated.

Screening of at risk patients (from high risk ethnic group, past history of anaemia, or family history of
haemoglobinopathy) should occur prior to pregnancy.
Prenatal diagnosis cannot be offered to at-risk couples unless DNA analysis has been performed and the exact
nature of mutations has been determined.
If the patient is iron deficient, screening should be repeated after iron stores have been replaced, as iron
deficiency may result in an abnormal HbA2 in mild forms of beta thalassaemia minor.

4.4. Treatment/specific considerations
Pregnant women in whom beta thalassaemia minor is identified should receive high dose folic acid (5mg daily)
throughout pregnancy and lactation as there is some evidence that this is beneficial in optimising haemoglobin
levels.
Iron supplements should NOT be given in the absence of documented iron deficiency. Many patients with
thalassaemia minor have a mild degree of iron overload and iron supplements do not improve haemoglobin or
red cell indices unless iron deficiency is present.

5. Evaluation, monitoring and reporting of compliance to this guideline
To be developed.
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7. Legislation related to this guideline
Not applicable

8. Appendices
Appendix 1: Algorithm: Thalassaemia screening and referral in pregnancy
Appendix 2: FBE findings: thalassaemia and abnormal haemoglobins
Appendix 3: Potentially serious haemoglobinopathies: prenatal diagnosis may be offered
Appendix 4: Consumer information
PGP Disclaimer Statement
The Royal Women's Hospital Clinical Guidelines present statements of 'Best Practice' based on thorough evaluation of evidence
and are intended for health professionals only. For practitioners outside the Women’s this material is made available in good faith
as a resource for use by health professionals to draw on in developing their own protocols, guided by published medical evidence.
In doing so, practitioners should themselves be familiar with the literature and make their own interpretations of it.
Whilst appreciable care has been taken in the preparation of clinical guidelines which appear on this web page, the Royal Women's
Hospital provides these as a service only and does not warrant the accuracy of these guidelines. Any representation implied or
expressed concerning the efficacy, appropriateness or suitability of any treatment or product is expressly negated
In view of the possibility of human error and / or advances in medical knowledge, the Royal Women's Hospital cannot and does not
warrant that the information contained in the guidelines is in every respect accurate or complete. Accordingly, the Royal Women's
Hospital will not be held responsible or liable for any errors or omissions that may be found in any of the information at this site.
You are encouraged to consult other sources in order to confirm the information contained in any of the guidelines and, in the event
that medical treatment is required, to take professional, expert advice from a legally qualified and appropriately experienced
medical practitioner.
NOTE: Care should be taken when printing any clinical guideline from this site. Updates to these guidelines will take place as
necessary. It is therefore advised that regular visits to this site will be needed to access the most current version of these
guidelines.
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Appendix 1: Algorithm: Thalassaemia screening and referral in pregnancy
The aim of the Thalassaemia screening and referral program at The Women’s is to identify couples at risk of
having a baby with thalassaemia major or a significant haemoglobinopathy (e.g. sickle cell disease).
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Appendix 2: FBE findings: thalassaemia and abnormal haemoglobins

Appendix 3: Potentially serious haemoglobinopathies: prenatal diagnosis may be offered

Appendix 4 Consumer information
Consumer health information about thalassaemia and abnormal haemoglobins can be accessed from the
following website: Thalassaemia Society of Victoria. Click on 'Resources' then 'Fact Sheets'.

Uncontrolled document when printed

Publication Date: (18/05/2017)

Page 5 of 5

