
HAEMOCHROMATOSIS is a condition where too much iron is 
absorbed and stored in the body. It can cause liver cirrho-
sis, liver cancer, arthritis, diabetes and general fatigue. It is 
hereditary and is more common in Ireland than anywhere in 
the world, affecting one in 83 people. Haemochromatosis is 
often under-diagnosed, partly because of low public aware-
ness of the condition, but also because symptoms, including 
fatigue, joint pain and depression, can be similar to a number 
of other illnesses. If undetected and untreated, it can result 
in premature death, so early diagnosis is essential to avoid 
organ damage. Haemochromatosis can easily be managed 
through venesections or phlebotomies, which remove iron 
from the body. Diagnosis of haemochromatosis should be no 
barrier to a patient leading a normal life. 
Symptoms 

It is important for GPs to screen for heriditary haemochro-
matosis (HH) and perform serum ferritin and transferrin 
saturation tests on patients who present with symptoms. Gen-
eral presentations include fatigue, lethargy, sleep disturbance 
and weakness. Haemochromatosis can present with mus-
culoskeletal problems, including vague aches and pains, 
exercise-induced joint pain, osteoporosis, early onset 
osteoarthritis, chondrocalcinosis (wrists, knees, hips and 
symphysis pubis, acutely as pseudogout). Arthropathy is 
a common symptom usually affecting the second and third 
MCP joints. Other presentations include: Hepatic: abnormal 
liver function tests, hepatomegaly, cirrhosis; Cardiac arrhyth-
mia: congestive cardiac failure, cardiomyopathy; Endocrine 
presentations: amenorrhoea, diabetes, decrease in libido, 
infertility; Skin: pigmentation, porphyria cutanea tarda; adom-
inal pain and thyroid and parathyroid abnormalities.
Diagnosis

A simple blood test to check iron status can confirm or rule 
out iron overload. If both the SF and the TS levels are raised, 
then a genetic test is carried out to confirm diagnosis. An SF 
of > 200ug/L in premenopausal women, and > 300ug/L in 
men and postmenopausal women suggests that the patient 
may be iron-overloaded. This should prompt a test for fasting 
TS. Fasting TS of > 45% is strongly suggestive of haemochro-
matosis and should prompt a test for the HFE gene. 

We recommend that GPs consider testing all adults > 40 
years of age every five to eight years for SF/TS. GPs may also 
consider undertaking an audit of all adults 50+, to check if a 
SF/TS test was done in the past decade. This will meet Medi-
cal Council audit requirements. It is recommended that all 
patients with HH are screened for diabetes. 
A patient story from a GP

‘Tom’ a man in his 60s, joined the practice. He attended for 
a check-up, describing aching in his knees. Blood tests were 

arranged; these showed type 2 diabetes and ferritin > 1,000 
with TS of > 95%. Genetic testing confirmed HH and thera-
peutic phlebotomy was commenced. A few days after his first 
phlebotomy his knee pain had fully resolved. His type 2 diabe-
tes went into remission once his ferritin was normalised.
Treatment 

When diagnosed early, haemochromatosis responds 
well to therapeutic phlebotomy, ie. the removal of a unit 
of blood. Each 500ml of blood withdrawn contains 250mg 
iron. The aim is to bring the SF level down to 50-100µg/L. 
The frequency of venesection depends on initial SF. Initially, 
treatment can be weekly or bi-weekly phlebotomy to rapidly 
reduce ferritin levels. After a normal level has been achieved, 
maintenance may require three or four sessions per year.

Nutrition and lifestyle is an important factor in managing 
haemochromatosis. Patients should eat a well-balanced 
diet. However, iron supplements and iron-fortified foods 
should be avoided; vitamin C should not be taken with meals 
and alcohol should be kept to a minimum.

Since 2019, the Irish Blood Transfusuion Service (IBTS) 
accepts the blood of HH patients who are eligible to donate 
blood. Patients can attend by appointment up to four times 
a year (minimum of 90 days between phlebotomies). The 
patient’s HH will continue to be managed by their GP, 
including monitoring of ferritin levels. Patients must have 
had at least one venesection. The cut-off age for eligibility is 
70 (see www.giveblood.ie)
GP care

The Irish Haemochromatosis Association (IHA) encour-
ages GPs where possible to provide venesections for HH 
patients. The 8,000 GMS patients with HH can be treated 
locally and will no longer have to attend hospital. Many GP 
practices now provide therapeutic phlebotomy.
Blood disposal 

Community Health Organisations provide clinical waste 
disposal as a support service to GPs. It is important to 
dispose of the blood, following HSE infection prevention 
guidelines. This requires a dedicated specific container, 
which your local HSE will provide.

We regret that a national funded screening programme for 
HH has not yet been established and are awaiting progress 
in relation to the criteria of the new National Screening Advi-
sory Committee. 

Miriam Forde is executive director and Margaret Mullett is chair of the 
Irish Haemochromatosis Association

Brochures on haemochromatosis are available for GPs on request from 
Tel: 01 873 5911 Email: info@haemochromatosis-ir.com  
See also www.haemochromatosis-ir.com for more information
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