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DISEASE:
Aggressive systemic mastocytosis
NAME: Aggressive systemic mastocytosis
A rare, aggressive form of advanced systemic mastocytosis (advSM) characterized by massive infiltration of
DESCRIPTION: mast cells (MC) in different tissues and presence of extracutaneous organ dysfunction, but without evidence
of mast cell leukemia or another hematologic neoplasm.
ORPHACODE: 98850
Orphanet
XREF(S): MedDRA
ICD-10
TET2
SRSF2
ANALYTE(S): ASXL1
RUNX1
CBL
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RELATED CONTENT

Related Genetic Tests

Myeloid neoplasms with germline predisposition (Hereditary MDS/Acute Leukemia) (gene panel)
Myeloid/lymphoid neoplasms with germline predisposition (gene panel)

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

ASXL transcriptional regulator 1

Cbl proto-oncogene

RUNX family transcription factor 1
serine and arginine rich splicing factor 2
tet methylcytosine dioxygenase 2

Related Gene Panels

e Hematologic Familiar Forms - ULG
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e Hereditary Myelodysplastic /Acute Leukemia Predisposition Syndromes (gene panel)
e Primary immune deficiencies (444 genes) - KUL
e Trombosis - Hemostasis (108 genes) - KUL
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