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DISEASE:
Autosomal recessive severe congenital neutropenia due to CSF3R deficiency

NAME: Autosomal recessive severe congenital neutropenia due to CSF3R deficiency

A rare, genetic, primary immunodeficiency disorder characterized by predisposition to recurrent, life-
threatening bacterial infections associated with decreased peripheral neutrophil granulocytes (absolute
DESCRIPTION: neutrophil count less than 500 cells/microliter), resulting from recessively inherited loss-of-function mutations
in the CSF3R gene. Full maturation of all three lineages in the bone marrow and refractoriness to in vivo rhG-
CSF treatment are associated.

ORPHACODE: 420702
Orphanet
XREF(S): OMIM
ICD-10
ANALYTE(S): CSF3R
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RELATED CONTENT

Related Genetic Tests

e Primary immune deficiencies (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 colony stimulating factor 3 receptor

Related Gene Panels

e Hematologic Familiar Forms - ULG
e Primary immune deficiencies (444 genes) - KUL
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