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The additional mutation analysis of breast cancer recurrence or metastasis
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The QIAseq Human Breast Cancer Panel NGS assay could identify driver
mutations in both primary breast tumour tissue and recurrent/metastatic lesions in almost all
patients. Actionable mutations and/or copy number variations (CNVs) were detected in 82% (9/11) of
recurrent/metastatic breast cancer cases. This method can cost-effectively assist in identifying
drug-targetable mutation and CNV in metastatic breast cancers.

We also showed that the older formalin-fixed paraffin-embedded (FFPE) materials often had lower DNA
quality and could not be analyzed.
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ID T (%) (%)
CDKNZA (0.78)
40 TP53p.P152fs 17.95 PTEN (0.8)
CCND1 (8.25)
K18 CDKNZA (0)
TP53 p.P152fs 19.2
TP53(0.76)
>0 PBRM1 c.996-4G>A 27.12
ATRp.1774fs 16.74
PMS1 (0.03)
PTEN (0)
20 PIK3CA p.H1047R 9.3 RB1 (0.3)
MAP2K4 (0.47)
ERBBZ2 (8.37)
PMS1 (0.87)
PTEN (0.3)
K20 PIK3CA p.H1047R 24.07 RBI1(0.92)
MAP2K4 (0.85)
60 ERBBZ2 (14.83)
PIK3CA p.S6L 17.71
TP53 p.X224 splice 33.3
MUCI16 p.Q5773E 18.75
EP300p.1706D 18.53
PIK3CA p.H1047R 33.8
70 GATA3p.X308_splice 31.4
ESR1 p.D538G 36.22
PIK3CA p.H1047R 28.06
K21 60 GATA3p.X308_splice 20.65
ESR1 p.D538G 31.05
PIK3CA p.H1047R 30.08
#2 70 GATA3p.X308_splice 39.74
ESR1 p.D538G 38.12
PTEN (0.6)
20 CDH1 p.Q264* 8.46
RB1(0.97)
K22 CDH1 p.Q264* 20.69 TP53(0.96)
50 ERBBZ2 p.S310F 20.69
CBFB p.X27_splice 18.31




TP53 p.R248Q 18.3
60 PTEN p.A328fs*15 52
K23
40 PTEN p.A328fs*15 22.81 PTEN (0.95)
TP53 p.P36fs*7 48.94 PTEN (0.44)
70 KMT2C p.Y816fs*
28.95
(VUS)
K25+ MYC (5.07)
TP53 p.P36fs*7 54.07
PTEN (0.33)
60
KMT2C p.Y816fs*
29.25
(VUS)
30 TP53 p.X306_splice 32.22 MYC (6.9)
K27
40 TP53 p.X306_splice 20.33 MYC (4.98)
MYC (4.16)
70 TP53p.R213* 30.3
CCND1 (7.8)
K28
PTEN (0.55)
30 TP53p.R213* 29.7
CCND1 (10.73)
PMS1 (0.73)
MYC (6.85)
60 TP53 p.R342fs*3 21.25 PTEN (0.28)
ATM (0.8)
K30 RB1 (0.67)
80 TP53 p.R342fs*3 75.86 MYC (7.41)
FGFR1 (4.4)
#2 80 TP53 p.R342fs*3 71.11 MYC (8.2)
ATM (0.91)
20 TP53 p.R146* 8.5 CDKNZA (0.95)
TP53 p.R146* 56.52 MYC (4.11)
90
K31 TP53p.1195T 32.29
TP53 p.R146* 70 MYC (5.99)
90
TP53p.1195T 25
PIK3CA p.H1047R 71.43
70
TP53 p.R196* 34.09
EGFR (4.57)
FGFRI1 (11.67)
K32 PIK3CA p.H1047R 62.62
CDKNZ2A (0.98)
60
ATM (0.95)
TP53 p.R196* 59.73
BLM p.N525fs*16 11.03
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