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DISEASE:
X-linked severe congenital neutropenia

NAME: X-linked severe congenital neutropenia

X-linked severe congenital neutropenia is an immunodeficiency syndrome characterized by recurrent major
bacterial infections, severe congenital neutropenia, and monocytopenia. It has been described in five males
spanning three generations of one family. It is transmitted as an X-linked recessive trait and is caused by
mutations in the WAS gene, encoding the WASP protein.

DESCRIPTION:

ORPHACODE: 86788
Orphanet
XREF(S): OMIM
ICD-10
ANALYTE(S): WAS
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RELATED CONTENT

Related Genetic Tests

Myeloid/lymphoid neoplasms with germline predisposition (gene panel)

e Primary immune deficiencies (gene panel)

Trombosis - Hemostasis (gene panel)

« Inherited bone marrow failures syndromes » with or without organ dysfunction

Related Laboratories

e Centre de Génétique Humaine - CHU Sart-Tilman
e Centrum Menselijke Erfelijkheid - KUL

Related Analytes

e WASP actin nucleation promoting factor

Related Gene Panels

Hematologic Familiar Forms - ULG

e Immunogenetics (21 genes)

e Primary immune deficiencies (444 genes) - KUL
e Trombosis - Hemostasis (108 genes) - KUL
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