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PATIENT RESULT POSITIVE
Gene Variant Clinical Significance

BRCA1 c.1039_1040delCT (p.Leu347fs) Pathogenic

BRCA2 No clinically significant mutation identified.
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Molecular Genetic Test Report (BRCA1 / BRCA2)

BRCA1 exon10
c.1039_1040delCT (p.Leu347fs) Heterozygote

Detected

Control(-)
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Target region

BRCA1 NM_007294.3 Exon1-Exon24

BRCA2 NM_000059.3 Exon1-Exon27

Gene Transcript ID Exon

Data analysis

Reference genome

Panel

Quality check & trimming

Alignment tools

Variant calling tools

Annotation tools and databases

GRCh37/hg19

Axen™ BRCA1/2 panel

FASTQC, fastp

BWA mem

GATK-v4.0

BRCA_exchange version 48
Clinvar Jun,2021

Type Name

QC

Mean Depth(X) 50X coverage(%)
RESULT

3813 100.0

PASS :
FAIL :

Mean Depth ≥ 100X, 50X coverage ≥ 90%

Mean Depth < 100X, 50X coverage < 90%
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