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No. of Cases(n=7,051) Controls(n=11,241)
pathogenic (95% Ci)
variants No. of carriers (%) No. of carriers (%)

BRCA2 85 191 (2.71) 19 (0.17) 9.87 X 10758 (10.2-28.0)
BRCA1 55 102 (1.45) 5 (0.04) 3.71 X 1073 33.0 (13.7-103.8)
PALB2 21 28 (0.40) 5 (0.04) 5.79 X 1078 9.0 (3.4-29.7)
TP53 13 16 (0.23) 3(0.03) 5.93 X 10°° 8.5 (2.4-45.6)
PTEN 12 11 (0.16) 1(0.01) 2.16 X 10 17.6 (2.6-753.3)
CHEK2 17 26 (0.37) 13 (0.12) 431 X 107 3.2 (1.6-6.8)
NF1 8 8(0.11) 0 (0.00) 4.86 X 10~ Inf (2.7-Inf)
ATM 27 22 (0.31) 17 (0.15) 0.031 2.1 (1.0-4.1)
CDH1 2 2 (0.03) 0 (0.00) 0.149 Inf (0.3-Inf)
NBN 3 1(0.01) 3(0.03) 1.000 0.5 (0.0-6.6)
STK11 1 0 (0.00) 1(0.01) 1.000 0.0 (0.0-62.1)
Sum 244 404* (5.73) 67 (0.60) 2.87 X 107102 10.1 (7.8-13.4)

Momozawa Y et al. Nat Commun. 2018 Oct 4;9(1):4083.
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ABL1
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AKT1
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APC
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ATM
AXIN1
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BAP1
BARD1
BCL2L11/BIM
BRAF
BRCA1
BRCA2
CCND1
CD274/PD - L1
CDK4
CDKN2A
CHEK?2

Mutations and copy number alterations for all exons

CRKL
CREBBP
CTNNB1
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DDR2
EGFR
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EP300
ERBB2/HER2
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ESR1/ER
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FBXW?7
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PALB2
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PDGFRA
PDGFRB
PIK3CA
PIK3R1
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RAD51C
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ROS1
SETBP1
SETD2
SMAD4
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STAT3
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TP53

TSC1

VHL

Fusions

ALK
AKT2
BRAF
ERBB4
FGFR2
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PDGFRA
RET
ROS1

Enroliment: n=248
v
Analysis: n=230

v

NCC Oncopanel test: n=212
v

Gene profiling data: n=187
v

Somatic mutation (Z1): n=156
v
Actionable mutation (Z1): n=109

114EEFHP I3V EEEERREFEEF (ACMG)

Secondary findings: 6/187 (3.2%)
4 cases BRCA1/2 mutation
(HBOC)
1 case: MSH2 mutation

(Lynch syndrome)
1 case: TP53 mutation

(Li/Fraumeni syndrome)

Sunami K et al. Cancer Sci. 2019 Apr; 110(4): 1480-1490.
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https://www.breasthealthuk.com/

American Society of Clinical Oncology Policy
Statement Update: Genetic and Genomic
Testing for Cancer Susceptibility
Robson ME, et al. Clin Oncol. 2015 Nov 1;33(31):3660-7
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