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Setting the scene on 
primary immunodeficiencies (PIDs)



Introduction to IPOPI

The association of national 

patient organisations dedicated 

to improving: 

- Awareness

- Access to early diagnosis 

- Access to care

For patients living with primary 

immunodeficiencies (PIDs) 

worldwide 



IPOPI members



What are Primary Immunodeficiencies 
(PIDs)? 
• 485+ different genetic rare and chronic diseases

• The immune system does not work properly or at all 

• Affect children and adults

• Clinical presentations are variable

• Patients with PIDs can have: 
• Increased susceptibility to infections

• Autoimmunity

• Inflammation

• Lymphoproliferation 

• Allergy

• Malignancy

• …

Autoimmunity / 

inflammation

Allergy

Granuloma

other

CancersInfections



What are the treatment options for 
patients with PIDs?

• Anti-infectious therapies

• Vaccines 

• Immunoglobulin replacement therapies

• Biological and targeted therapies

• Curative therapies

• Hematopoietic stem cell transplantation / bone marrow transplantation

• Gene therapy

• thymic transplant / cultured thymic tissues



Becoming a patient…
• An individual can be diagnosed with a PID at any stage of 

his/her life. 

• Diagnosis is key to avoid long-term damage… but hard to 
get sometimes→ diagnostic delay / diagnostic odyssey

Source: https://www.frontiersin.org/journals/immunology/articles/10.3389/fimmu.2020.00982/full 

Summary of most relevant CVID 

epidemiological studies in selected 

countries (2020)

https://www.frontiersin.org/journals/immunology/articles/10.3389/fimmu.2020.00982/full


Becoming a patient…
• Newborn screening for some PIDs is possible: SCID 

can be treated and (sometimes) cured!

• “Simple” + genetic tests are needed for specific 
diagnosis. 

• Multiple specialists are often needed in order to fully 
grasp the implications of the specific PID. 



Being a patient…
• Getting to terms with a chronic medical 

condition. 
• Learning & understanding the condition.
• You are no longer like anyone else, certain limitations 

/ precautions are needed. 

• Getting to terms with the treatment. 
• Learning about the (complex) treatment (s). 
• Treatment is often burdensome, not so easy to 

handle, side effects, needs to be planned, etc.
• Insecurity of supply with some therapies (anti-

infectious, immunoglobulins, biologicals…)
• Need to travel to receive it. 

Source: EMA shortages catalogue

Source: 

https://www.ema.europa.eu/en/events/hma-

ema-multi-stakeholder-workshop-shortages 

https://www.ema.europa.eu/en/events/hma-ema-multi-stakeholder-workshop-shortages
https://www.ema.europa.eu/en/events/hma-ema-multi-stakeholder-workshop-shortages


Being a patient…
• Getting used to a treating physician and the rest of 

specialists. 
• Managing appointments, several hospitals/ departments, ...

• Changing daily routine – precaution, treatment, travel 
to hospitals, work/school balance,  family life, disease 
itself, travelling … on top of “normal life”. 

• Mental support is in many cases needed.



Ageing as a patient…
• Evolution of the PID over the years. 

• What is known/ felt by the patient & doctor

• Unknown as little data

• Co-morbidities and subsequent treatment & care 
needed.

• Disability status needed in some cases. 

• Work / family/ social adjustments. 



Key take aways

• PIDs are a large group of chronic and rare disorders that affect the 
individuals in a different manner. 

• There is no one-size-fits-all approach for the individual patients.

• There are many aspects of patients’ lives that can be profoundly 
impacted by EU policy and legislation. 

• We look forward to continuing our collaboration with EU policy makers 
to jointly improve the lives of patients with PIDs. 



Thank you for your 
attention
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