An Overview of WHIM Syndrome for patients and caregivers

What is WHIM syndrome?

WHIM syndrome is a specific type of primary immunodeficiency (Pl)—a genetic condition that weakens the body’s immune
system, making it difficult to fight infections.

It is named for 4 signs and symptoms, but despite its name, only 23% of people with WHIM syndrome have all 4:

Warts | Hypogammaglobulinemia* | Infections | Myelokathexis

*Hypogammaglobulinemia is the medical term for low levels of antibodies in the bloodstream.
TMyelokathexis is the medical term for when infection-fighting white blood cells called neutrophils become trapped in the bone marrow. It is discovered through a bone marrow biopsy.

What are the signs and symptoms of WHIM syndrome?

Below are the signs and symptoms that are commonly found in people with WHIM syndrome, including several types of
infections, but you do not need to have all of them to have WHIM syndrome.
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What causes WHIM syndrome?

The main cause of WHIM syndrome is a variation in the
CXCR4 gene, which is part of your DNA. This variation
affects the CXCR4 pathway, which is responsible for moving
infection-fighting white blood cells, including neutrophils and
lymphocytes, from the bone marrow into the bloodstream.

Bone Marrow

In WHIM syndrome, the CXCR4 pathway is not working properly
and white blood cells become stuck in the bone marrow.

With low levels of white blood cells in the
bloodstream, the body is immunocompromised
and vulnerable to infections.

Bloodstream



How is WHIM syndrome diagnosed?

Confirming a WHIM syndrome diagnosis can be a challenge because it is rare, its signs and symptoms can be similar to other
primary immunodeficiencies like common variable immunodeficiency (CVID) or common neutropenias like chronic neutropenic
disorder, and it can vary in presentation and severity, even within the same family. There are different ways to inform a WHIM
syndrome diagnosis:

Q Clinical Evaluation Q& Bloodwork [ Genetic Test ' Bone Marrow Biopsy
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symptoms such as infection-fighting white swab to look for variations of white blood cells called
recurring infections and blood cells (neutrophils in the CXCR4 gene neutrophils trapped in the
warts, your medical history, and lymphocytes) and associated with WHIM bone marrow, a condition
and family medical history antibodies syndrome known as myelokathexis
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is and T have a name for it now...and it makes life so much easier.
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The importance of seeking a WHIM syndrome diagnosis as soon as possible:
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To learn more about WHIM syndrome, visit WHIMsyndrome.com.
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questions, you should contact your healthcare provider.
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