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How to improve your skills in 

diagnosing PID in everyday

pediatric practice (in Denmark)

• Frequency & Awareness

• Diagnostic tables

• Clinical Phenotype and Presentation

• Key papers

• Initial Diagnostic approach

• Where to find help



Frequency & Awareness

• Frequency
– Normal variations / polymorphisms

• MBL deficiency, Selective IgA deficiency

– Individual destinct diseases
• unusual to extremely rare

• Overall prevalence estimated at 1:2000

• Awareness
– Warning signs

• Pediatric

• Adult



Clinical Phenotypes

• The International Union of Immunological
Societies (IUIS) 

• Classification & Phenotypic approach
– Primary immunodeficiency diseases: an update on the classifi-

cation from the international union of immunological societies 
expert committee for primary immunodeficiency. Front Immunol. 
2011;2:54.

– A phenotypic approach for IUIS PID classification and diagnosis:
guidelines for clinicians at the bedside. J Clin Immunol. 2013 
Aug;33(6):1078-87.











Clinical Phenotypes

• European Society of Immunodeficiencies
(ESID)
– Patient-centred screening for primary immunodefici-ency, a multi-

stage diagnostic protocol designed for non-immunologists: 2011 
update. de Vries E; European Society for Immunodeficien-cies
(ESID) members.Clin Exp Immunol. 2012 Jan;167(1):108-19



Phenotypes

• Recurrent ENT & airway infections

• Failure to thrive in infancy

• Recurrent pyogenic infections

• Unusual infections or course of infections

• Recurrent inf with same pathogen

• Autoimmune or chronic inflammatory disease, 
lymphoproliferation

• Syndromatic disease

• Angioedema

















Warning signs: a time for a change?

• O’Sullivan and Cant
– The 10 warning signs: a time for a change? O’Sullivan MD, Cant AJ. 

Curr Opin Allergy Clin Immunol. 2012 Dec;12(6):588-94.

– Warning signs. Sensitivity & specificity
• Family history
• Iv antibiotics
• Failure to thrive in infancy

– Targeted Warning signs
• Neonatal physician
• Dermatologist
• Gastroenterologist
• ENT / airway specialist
• Infectious disease specialist
• Endocrinologist, reumatologist, etc.



Get help

• Supplementary reading

– http://www.rigshospitalet.dk/NR/rdonlyres/37
8A0019-E98C-4B81-9573-
DCF16BC6554A/0/Immundefekt.PDF

• Call a friend at your regional 
referral center 

– Pediatric dept

– Clinical Immunology dept


