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Is genetic testing for APDS the next step?
Know the clinical and family history that may prompt genetic  
testing for your patient.

Clinical impacts and incomplete diagnoses

INCOMPLETE DIAGNOSES

CLINICAL IMPACTS

Activated PI3K delta syndrome (APDS) is a rare, complex, and progressive primary immunodeficiency 
(PI) that results in immune deficiency and dysregulation.1 Patients often experience recurrent infections, 
autoimmune complications, and lymphoproliferation.1-4 APDS is an autosomal dominant disorder,  
so family members may also be affected.5

Given the genetic and heterogeneous nature of this disease, it is essential to consider current 
symptoms, current treatment response, clinical history, and family history in determining if genetic 
testing is the next step. Genetic testing is the only way to definitively diagnose APDS.

Are your patients presenting atypically, or responding sub-optimally to treatment? Consider the 
clinical and family history details below to determine if genetic testing could be the next step.

APDS can be the underlying cause of a wide range of symptoms, which may be shared with more 
common conditions. Some patients with the following diagnoses have been revealed to have 
underlying APDS6:

Clinical manifestations can vary greatly by patient, even within the same family.1,5 Recognizing that 
there may be an underlying cause of these variable symptoms can help prompt further investigation. 
These signs can include1-4,6: 

• Progressive, permanent organ damage

• Bronchiectasis 

• Need for lung resection

• Viremia

• Lymphoma 

• Herpesvirus infections, including 
Epstein-Barr Virus 

• Hearing loss

• Fatigue

•  Coughing phlegm, wheezing, difficulty breathing,  
and chest pain

•  Diarrhea, abdominal pain, cramping, blood in stool

• Enlarged tonsils, lymph nodes, spleen, or liver

• Hyper IgM syndromes (HIGM)

• Lymphoma 

• Common variable immunodeficiency (CVID)

• Combined immunodeficiency (CID)

• IgG subclass deficiency 

•  Autoimmune lymphoproliferative syndrome (ALPS)

• X-linked agammaglobulinemia (XLA)

See back for more important information.

The median time to diagnosis for APDS is 7 years.
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Family history is important for 
establishing genetic testing candidacy

Exploring your patient’s family history

A patient’s clinical past paired with insight into family history can help determine if they are a candidate 
for genetic testing for PIs, including APDS. Consider asking your patients the following questions:
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 Have you or anyone in your family dealt with severe infections that 
refused to go away, leading to hospitalization?
Have you or anyone in your family ever had swollen lymph nodes that 
could not be explained by previous physicians?
 Do you or anyone in your family have a history of recurring pneumonia, 
especially more than twice in a one-year period?
Have you or anyone in your family experienced allergic disorders or 
asthma-type disorders?
Is there a history of deep skin or organ abscesses in your family? 
Have any members of your immediate or extended family died from 
lymphoma?
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Is your patient and/or their family a candidate for genetic testing?

If your patient’s symptoms and family history could indicate an 
underlying PI like APDS, it may be time to consider genetic testing.

NavigateAPDS offers no-charge, sponsored genetic testing and 
counseling for individuals meeting certain criteria.* You can scan the 
QR code with your phone’s camera or visit www.navigateAPDS.com 
for more information.
*Available in the United States and Canada only. 


