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The Australian Breast Cancer Family Study (ABCFS) thanks Maggie Angelakos, Judi Maskiell and Gillian Dite. The
ABCFS was supported by grant UM1 CA164920 from the National Cancer Institute (USA). The content of this manuscript
does not necessarily reflect the views or policies of the National Cancer Institute or any of the collaborating centers in the
Breast Cancer Family Registry (BCFR), nor does mention of trade names, commercial products, or organizations imply
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The Melbourne Collaborative Cohort Study (MCCS) cohort recruitment was funded by VicHealth and Cancer Council
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Haukeland University Hospital, Bergen, Norway), Grethe 1. Grenaker Alnaes, M.Sc. (Department of Cancer Genetics, Institute
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Supplementary Figure 1
haplotypes of all possible sizes




Linkage analysis | in 96 BrCa Linkage analysis Il in 14 large
families BrCa families
No overall significant LODs LOD > 1onchr 18
Overlapping
Re-analysis in a subgroup of 22 | rég'onson | Re.gnalysis coding all cancer
. s 3qg and 6q
moderate-risk families cases as affected
HLOD > 1 on 3g25, 6q14 and 14g32 HLOD > 1 on 3925, 5 and 6q14

Fine-mapping of the 6q region in 43 BrCa families
A 2.8 Mb haplotype on 6q14 shared by two unrelated families (6006 and 6043)

Targeted sequencing of the 2.8 Mb candidate region in 31 BrCa families

No clear pathogenic mutations were found
11 common SNPs were identified

Haplotype analysis | Haplotype analysis Il
11 SNPs previously identified 9 SNPs previously identified
The 31 BrCa families vs. 95 496 familial BrCa cases vs.
healthy controls 1,750 healthy controls
Identified one rare candidate haplotype Identified one rare candidate haplotype
(freq 7.7% vs. 0.3%, OR 26.5, p = 5x10%) (freq ~3%, OR <2, p=0.03)

Haplotype analysis Il
29 SNPs from iCOGS
44,214 BrCa cases vs. 43,532 controls

Identified several candidate risk haplotypes
- Family 6006’s haplotype identified as a risk haplotype in BCAC and BrCa before 50 yrs.
- Family 6043’s haplotype identified in SASBAC study.
- A novel risk haplotype identified in Swedish familial BrCa cases (KARBAC study).

- And a few other susceptibility haplotypes.

Supplementary Figure 2: Flowchart of main genetic analyses in this study.

For Supplementary Tables see in Supplementary Files.
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