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Rare Diseases:  
Haematological – 
anaemias, red cell and 
primary 
immunodeficiency 
disorders 
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(1) 
• Combined 

immunodeficiency + / 
associated / 
syndromic features  

• Predominantly 
antibody deficiencies  

• Diseases of immune 
dysregulation 
(includes HLH)  

• Congenital defects of 
phagocyte number, 
function or both  

• Defects in intrinsic 
and innate immunity  

• Autoinflammatory 
disorders  

• Complement 
deficiencies 

(2) 
• Early onset 

pancytopenia and 
red cell disorders 

• Congenital 
anaemias 
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