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Summary

PIDs are a group of mostly monogenic disorders arising from mutations in genes responsible for immune host
defense and immunoregulation. Typical clinical features include recurrent infections, allergies, autoimmunity,
inflammatory lymphoproliferation, and malignancy. Common allergic symptoms may also represent one of
the PID related comorbidities.

Also, the correct diagnosis could pave the way for targeted therapies.

Since the first HSCT performed in a PID patient (1968 in the USA), many patients (both children and
teenagers and young adults) with a wider variety of PIDs have been cured by Hematopoietic Stem Cell
Transplantation (HSCT), partly thanks to a better management of care and knowledge in transplantation
biology and immunogenetics.

With improvements in care of patients with PID, including curative approaches, most outcome data are focused
on overall survival and incidence of complications. However, limited data are collected about the impact of
these interventions on QoL of patients with PID.

Overall, it can be difficult to assess QoL and publish QoL data in PID patients. Current challenges in this
area are partly driven by poor engagement with methodologists, hurdles to publish QoL studies in prominent
journals, as well as poor availability and engagement of health psychologists.

Similarly, most research in patients post-HSCT 1is centered on physical outcome measures and event-free
survival. Data focused on psychosocial outcomes and quality of life post-HSCT are often obtained in children
and limited data are available for patients who were treated with HSCT for a PID.

Recent data looking at long-term QoL and psychosocial outcomes in adults who underwent HSCT in childhood
for PID have been reported and demonstrate mixed outcomes.

This highlights the need for further research in the field of humanities and human sciences such as Patient-
Reported Outcome Measures (PROMs), Patient-Reported Experience Measures (PREMs), and Health-Related
Quality Of Life (HRQoL) to guide the development of screening protocols and to influence intervention.
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