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Systemic Mastocytosis

3002956 KIT (D816V) Mutation by ddPCR, Quantitative

This assay aids in the diagnosis of systemic mastocytosis (SM) in peripheral blood and bone marrow specimens and 
provides important information to predict therapy response. 

•	 Recommended first-line test: The National Comprehensive Cancer Network (NCCN) recommends KIT mutational 
analysis as a first-line test for the evaluation of SM.

•	 Ultrasensitivity increases diagnostic yield: This assay detects lower concentrations of mutated cells (as low as 0.03% 
variant allele frequency) and is easily performed on peripheral blood, providing a less invasive testing option.

Additional Testing

3016621 Myeloid Malignancies Mutation and Copy Number Variation Panel by Next Generation 
Sequencing

•	 Multigene next generation sequencing may also be considered to evaluate additional mutations relevant in the 
diagnosis and treatment of MCDs.

Hereditary Alpha-Tryptasemia

3017399 TPSAB1 Copy Number Analysis by ddPCR

This assay aids in the diagnosis of hereditary alpha-tryptasemia (HαT) in peripheral blood and bone marrow specimens. 
HαT is enriched in patients with mastocytosis and is associated with an increased risk of severe mediator symptoms and 
anaphylaxis.

•	 Recommended test: NCCN guidelines recommend considering TPSAB1 mutational analysis for any individual who is 
being evaluated for SM. 

•	 High specificity: This assay quantifies the absolute copy numbers of α-tryptase and β-tryptase to identify possible 
pathogenic genotypes.




