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Haemochromatosis

Key GP Notes

. Unselected population screening for HFE mutations is not recommended
. Always interpret ferritin in clinical context
. Treat secondary causes before referral where appropriate

Haemochromatosis - GP Assessment & Referral Flowchart:

Identify Raised Ferritin Family Screening
Raised ferritin detected on blood tests Offer laboratory screening (FBC,

LFTs, ferritin, TS, HFE) to:
¢ o Parents
o Siblings

Assess Transferrin Saturation (TS) o Children (over age of
« TS can fluctuate with recent iron intake consent)

. If uncertain, repeat TS on a fasting sample
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Is Ferritin AND Transferrin Saturation Raised?
Thresholds: No

« Men: Ferritin >300 pg/L and TS >50% —
« Women: Ferritin >200 pg/L and TS >40%

Likely reactive Hyperferritinaemia
Consider and manage:
. Liver disease / alcohol excess
« Infection or inflammation

¢ Yes « Metabolic syndrome (obesity,
diabetes, dyslipidaemia, fatty
liver)

HFE Genetic Testing
. Offer HFE mutation testing
. Note:
o 90% hereditary cases are C282Y
homozygous
o C282Y/H63D compound heterozygotes rarely
develop significant iron overload
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|n£ef2$el_tl Genetic Results Normal HFE / Other Genotype
C28 0mozygous If ferritin & TS remain raised with no other

= Manage underlying condition
in primary care

= Assess ferritin level and liver enzymes cause:
« Ferritin >1000 pg/L or raised transaminases = Arrange T2 MRI
=Refer to Hepatology for fibrosis = Exclude rare iron-loading genotypes if iron

assessment / exclusion of cirrhosis
« Ferritin £1000 pg/L and normal LFTs
= Refer to general Haematology (Red Cell
Clinic) for Venesection
Refer to haematology if confirmed Genetic
Haemochromatosis
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overload confirmed
= Refer to Hepatology for FerriScan

Additional Considerations

If C282Y homozygous Haemochromatosis and elevated iron . Intolerant of Venesection
studies, discuss urgently with Haematology via A&G or = consideration of oral iron chelation
phone to organise referral for Venesection . Raised transaminases at any stage

= Joint care with Hepatology




