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Primary Care Information on thalassaemia and rare inherited anaemia

A. Thalassaemia

Types of Thalassaemia:
· Alpha Thalassaemia
· Beta Thalassaemia Major
· Beta Thalassaemia Intermedia
· Haemoglobin H Disease
· Sickle Beta Thalassaemia
· (Separate booklets available for all the above).
Please note: Thalassaemia trait / minor does not fall under this patient group. 
Thalassaemia trait is usually asymptomatic, and these patients are under their own General Practitioner. (See section regarding family for further information).

Main health conditions associated with thalassaemia:

People with thalassaemia often experience:
· anaemia – severe tiredness, weakness, shortness of breath, pounding, fluttering or irregular heartbeats (palpitations) and pale skin caused by the lack of haemoglobin
· too much iron in the body – this is caused by regular blood transfusions used to treat anaemia and can cause problems with the heart, liver and hormone levels if untreated
· some people may also have delayed growth, weak and fragile bones (osteoporosis), and reduced fertility. 


Treatments:

Regular or top up transfusions: 

People with a more sever type of thalassaemia (especially thalassaemia major) will need regular transfusions to treat the anaemia. 
People with a less sever type of thalassaemia might only need occasional top up transfusions if severely anaemic. 

Blood transfusions are very safe, but they can cause too much iron to build up in the body, so regular monitoring with blood tests and/or MRI T2* scans are required and if too much iron is found then medicine to remove the excess iron will be recommended.

Iron chelation:

There are distinct types of chelation therapies available, either used individually or in combination: 

· deferoxamine (DFO)
· deferiprone (DFP)
· deferasirox (DFX)

Some of these treatments are given subcutaneously via a home care provider or by the patient him/herself. If there are any problems related to this, please do contact our haemoglobinopathy team.

Stem cell or bone marrow transplants:

Stem cell or bone marrow transplants are the only cure for thalassaemia, but only if there is a bone marrow full sibling (brother/sister) match available. 

Other health issues often associated with thalassaemia:

Thalassaemia can also cause several other health problems that may need to be treated.

For example:
· hormone medicine may be used to help trigger puberty in children with delayed puberty and treat low hormone levels
· vaccinations and antibiotics may be recommended to prevent and treat infections
· thyroid hormones may be used if there's a problem with thyroid gland (hypothyroidism)
· medicines called bisphosphonates may be used to help strengthen bones
· gallstones may be treated with gallbladder removal surgery
· regular monitoring may be recommended to check for heart problems.

When to contact our Haemoglobinopathy team?

We recommend that, if thalassaemia patients present with any infection or worrying symptoms (including severe anaemia) please contact the haemoglobinopathy team for further advice. We are available during normal office hours Monday to Friday. Outside of normal office hours or in case of emergency please contact BHOC SDEC unit or haematology registrar on call (see contact details).


Appropriate vaccination:

Adults with thalassaemia (splenectomy only) should be offered:

• Pneumococcal conjugated vaccine [PCV13] - given once.  
• Pneumococcal Polysaccharide Vaccine (PPV23) - every 5 years.      
• Meningococcal vaccines (Meningococcal ACWY] - given once.  
• Meningococcal B – 2 doses 1 month apart.   

• Haemophilus Influenza type B/Men C - given once.  
• Hepatitis B vaccine if they have not previously received it and are non-immune. 
• Influenza – yearly.  
• COVID – as available.


Sexual Health and Contraception

Progesterone-only contraceptives are associated with no significant adverse effects in women with thalassaemia. Pills/dept or implants may be recommended.  The WHO recommends that in the case of the low dose combined oral contraceptive pill (COCP), the risks of pregnancy are outweighed by the potential risks of thrombosis and this form of contraception may be a reasonable option in some women with thalassaemia.  An intrauterine contraceptive device (IUCD) can be considered, but in view of the potential risks of infection with IUCDs an IUD (Mirena) is the preferred option. Termination should be avoided, if possible, by contraception, as it carries a high risk of post-operative complications.

Family Planning:
If a patient is known to have any type of thalassaemia (including trait/carrier) and is planning on starting a family, we highly recommend partner testing. If partner is also found to have any unusual haemoglobin a referral to genetic counselling for pre-pregnancy counselling may be warranted.


You and your team in primary care can help by:

a) Facilitating blood tests if it is easier for the patient to attend the GP surgery than coming to hospital.

b) Remembering that symptoms which may be trivial in others [e.g. sore throat, fever of 38.0°C or higher] may warn of significant bacterial infection in those with thalassaemia: please give broad spectrum antibiotics early and refer to us promptly via SDEC if there is any possibility of sepsis.

c) Being aware of the side effects of some of the medications he/she may require in the future: for example, 
i. Deferiprone, sometimes used to reduce iron levels in patients on regular transfusions, can cause agranulocytosis, SO anyone on this medication should be referred immediately to hospital if febrile. 
ii. [bookmark: _Int_fGJgA7JI]Deferasirox is also used to reduce iron levels in transfused patients, and it can cause indigestion, even upper GI bleeding, rash, and kidney and liver function abnormalities. 
iii. If people on Deferoxamine develop acute abdominal pain, we will need to assess them in case of Yersinia bowel infection. 
Please contact us immediately if you have any concerns about anyone on these medications.

d) Encouraging/giving annual flu vaccine and other vaccinations as needed.




B. Rare inherited anaemia

Types of rare inherited anaemias:
· [bookmark: _Int_EtaQgUqn]Diamond Blackfan anaemia 
· ADA 2
· Congenital dyserythropoietic anaemia (CDA) Type I, Type II, Type III, Type IV, Type VI, Type other
· Pyruvate Kinase Deficiency
· Glucose Phosphate Isomerase Deficiency
· Hexokinase Deficiency
· Sideroblastic anaemia
· Unstable Haemoglobin
· Methaemoglobin
· High Affinity haemoglobin 
· Transfusion dependent membrane disorders
Patients with rare inherited anaemia are a diverse group of patients. 

For the patients who receive regular blood transfusions such as CDA, patients will have similar treatment and clinical problems, therefore we kindly refer to the previous sections under Thalassaemia. 

In general, we advise patients under our care to contact us if they experience fever or feel unwell. Patients unknown to us can be referred to the haemoglobinopathy service directly via the below details, urgent enquires for unknown patients can be referred via the on-call haematology SpR.

More information needed? 

Contact our service directly or, 

Refer to the resources for healthcare professionals on thalassaemia on the Thalassaemia Society UK website https://ukts.org/healthcare-professionals/


[bookmark: _GoBack]
Contact details

University Hospitals Bristol & Weston NHS Foundation Trust - Haemoglobinopathy Service: 

0117 342 2774 or 07825 948 038 – Haemoglobinopathy Clinical Nurse Specialists 
(Monday – Friday, 9am to 5pm, not including bank holidays)

Out of hours:

· Same Day Emergency Care (SDEC) Unit:
· 0117 342 2011 (24/7 including bank holidays)
OR

· On-call Haematology Registrar:
· 0117 923 0000 switchboard
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