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ddPCR

Procedure Resul t Units Ref erence Interva
TPSAB1, Sour ce Wol e Bl ood

Al pha-tryptase Copy Nunber 2 copies

Bet a-t ryptase Copy Nunber 3 copi es

TPSAB1 Interp I ncreased " f1it

Result Footnote
f1: TPSAB1 Interp

There is an increase in copy nunber of TPSABl (al pha-tryptase), which is reported in hereditary al pha
tryptasemia (HaT). Calculations are based on the allelic ratio of TPSABL to AP3B1, and TPSB2 to AP3Bl
genes.

This result has been revi ewed and approved by Ganna Shestakova, M D., Ph.D.

Test Information
il: TPSAB1 Interp
| NTERPRETI VE | NFORMATI ON: TPSAB1 Copy Number Anal ysi s
by ddPCR
| NHERI TANCE: aut osonal domi nant
CAUSE: increased copy number of TPSABl1 gene on a single allele
VARI ANTS TESTED: copy nunber of TPSAB1 and TPSB2 genes.

Met hodol ogy: extracted DNA from whol e bl ood or bone marrow specinens is anplified in
a droplet digital polynerase chain reaction (ddPCR) targeting the TPSAB1, TPSB2,
along with a reference gene AP3Bl1. Three allel e-specific hydrolysis probes are used

for the detection. Results are reported as integer copy nunbers.

ANALYTI CAL SENSI TI VITY AND SPECI FI CI TY: greater than 99 percent

CLINI CAL SENSI TIMITY: greater than 99 percent

LI M TATI ONS: Di agnostic errors nmay occur due to rare sequence and copy nunber

variations. Single base pair substitutions, small deletions/duplications, and

regul atory regions are not detected. This test is unable to determni ne chronosona
phase of TPSAB1 and TPSB2 genes.

This assay detects only total nunmber of TPSABL and TPSB2 gene copies. Therefore,
rare copy nunber changes that affect TPSAB1 allelic/chronosonal distribution are not
detected by this assay. The results of this test nmust always be interpreted in the

context of other relevant clinical data. Counseling and inforned consent are
recommended for genetic testing. Consent forns are avail abl e online.

This test was devel oped and its performance characteristics determ ned by ARUP
Laboratories. It has not been cleared or approved by the U S. Food and Drug

Admi ni stration. This test was performed in a CLIA-certified | aboratory and is

i ntended for clinical purposes.
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