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rare segregating haplotype at 8q24.21
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Supplemental Table 3. Most frequent haplotype among carriers of the rare allele at rs138042437.

Presence of alllele_2
on the haplotype

Chromosome Marker Position Allele_1  Allele_2 1iency of Alll  (1=TRUE, 0=FALSE)
8 rs141692423 128094151 TAGAA T 0.000376 0
8 rs144374205 128094286 C T 0.000125 0
8 rs184232975 128094383 A G 0.000627 0
8 rs6981122 128094460 A C 0.589348 1
8 kgp5314987 128094483 T G 0.589599 1
8 kgp28652058 128094577 A G 0.003258 0
8 rs72725872 128094864 G A 0.335213 1
8 rs115936719 128094887 A G 0.000125 0
8 rs112708750 128094913 A G 0.000627 0
8 rs76639131 128095006 T C 0.000627 0
8 rs13252298 128095156 A G 0.277569 0
8 kgp5872800 128095329 G A 0.013283 0
8 rs142970406 128095343 T G 0.000125 0
8 rs115773417 128095358 T G 0.000376 0
8 rs114911018 128095813 A G 0.000125 0
8 rs73705712 128095977 A G 0.001128 0
8 rs74421890 128096183 C T 0.000627 0
8 kgp28569603 128096289 C T 0.00213 0
8 rs76111959 128096424 C A 0.000627 0
8 rs77764845 128096442 A G 0.000125 0
8 kgp6215045 128096477 T G 0.238972 0
8 rs150645176 128096558 G A 0.000877 0
8 kgp498405 128096564 A G 0.006892 0
8 rs78004364 128097025 T C 0.000376 0
8 rs60091013 128097315 C T 0.000627 0
8 rs6997559 128097578 C T 0.541103 1
8 rs111255075 128097619 T A 0.000376 0
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Supplemental Table 2. Significant SNPs (p < 5e®) from the genome-wide association of 2,511 familial

prostate cancer cases and 1,382 controls using imputed genotypes based on 1000 Genomes.

Chromosom | Marker Position Minor | Alternat | Minor Odds | 95% | 95% P-
e allele | e allele allele ratio | lowe | uppe | value
frequenc r Cl rCl
y

3 kgp1923988 170,074,51 | C 0.192 1.41 1.25 1.59 2.17E
7 -08

6 rs7740824 160,808,990 | T 0.311 135 | 121 |15 3.18E
1 -08

6 rs3105751 160,822,67 | G 0.306 135 | 121 |15 3.46E
5 -08

6 rs9364554 160,833,66 | T 0.311 135 | 121 |15 3.37E
4 -08

6 rs12194182 160,834,51 | C 0.311 135 | 121 |15 3.01E
5 -08

6 rs1112444 160,835,19 | A 0.311 1.35 1.21 1.5 3.21E
2 -08

6 rs10455782 160,839,35 | T 0.356 137 | 123 |1.51 | 3.30E
0 -09

6 rs3123636 160,842,53 | C 0.356 137 | 123 |1.51 | 2.81E
7 -09

6 rs2661839 160,849,14 | T 0.357 136 | 122 |15 5.94E
0 -09

8 rs182352457 127,941,79 | A 0.019 6.91 | 3.59 | 13.29 | 7.27E
3 -09

8 rs28561575 128,014,00 | T 0.236 136 | 1.22 |1.52 | 3.92E
9 -08

8 rs28556804 128,01431 | G 0.236 136 | 1.22 |1.52 | 4.21E
5 -08

8 rs9297750 128,022,997 | G 0.226 137 | 122 |1.53 | 4.85E
3 -08




kgp9645322 128,077,14 G 0.044 239 |1.81 | 3.16 | 8.22E
6 -10
rs1031589 128,092,98 A 0.416 136 | 1.23 |15 1.31E
2 -09
rs1031587 128,093,47 A 0.415 1.36 1.23 1.5 1.17E
2 -09
rs4871008 128,093,54 C 0.415 1.36 1.23 1.5 1.17E
1 -09
rs6981122 128,094,46 C 0.413 135 | 1.22 | 149 | 3.60E
0 -09
kgp5314987 128,094,48 G 0.413 135 | 1.22 | 1.49 | 2.55E
3 -09
kgp9938326 128,103,97 T 0.2 143 | 1.27 | 161 | 4.85E
9 -09
rs183373024 128,104,11 A 0.017 7.63 | 3.9 14.93 | 2.90E
7 -09
rs35365584 128,108,72 G 0.315 134 | 121 | 149 | 2.98E
6 -08
rs56005245 128,113,422 C 0.225 1.41 1.25 1.59 1.27E
6 -08
rs3100857 128,159,43 T 0.369 134 | 1.21 | 149 | 3.10E
2 -08
rs188140481 128,191,67 T 0.016 9.38 | 4.43 | 19.88 | 5.15E
2 -09
rs138042437 128,208,36 A 0.015 13.2 | 5.37 | 32.69 | 2.08E
9 5 -08
rs143229300 128,320,50 TITTTG 0.162 147 | 128 | 168 | 3.71E
9 -08
rs74822356 128,320,97 C 0.166 149 |13 1.71 | 7.27E
6 -09
rs72728057 128,321,41 A 0.168 151 | 1.32 | 1.72 | 2.51E
3 -09
kgp760058 128,321,48 T 0.169 1.5 1.31 |1.72 | 3.18E
3 -09
rs72728061 128,321,58 T 0.168 151 | 132 | 173 | 2.19E
3 -09
rs16902095 128,321,68 G 0.164 149 |13 1.71 | 1.11E
4 -08
rs60163266 128,323,15 G 0.162 149 |13 1.71 | 1.00E
7 -08
rs56736364 128,323,72 C 0.162 149 |13 1.7 1.27E
4 -08
rs34585331 128,323,73 T 0.16 148 | 1.29 | 1.69 | 2.51E
1 -08
rs4506170 128,323,89 T 0.166 151 | 132 | 173 | 2.18E
1 -09
rs151204419 128,323,95 AG 0.161 1.49 1.3 1.71 1.10E
1 -08
rs139988765 128,324,07 T 0.161 149 |13 1.71 | 1.32E
1 -08




rs144898130 128,324,07 | T 0.161 149 |13 1.71 | 1.58E
5 -08
rs192955651 128,324,71 | C 0.165 151 | 132 | 173 | 2.22E
8 -09
rs151184050 128,326,80 | C 0.16 148 | 129 |17 2.06E
1 -08
rs186307710 128,327,21 | G 0.159 148 | 129 |17 2.28E
0 -08
rs138105578 128,327,41 | G 0.159 148 | 129 |17 2.05E
9 -08
rs140846233 128,327,45 | T 0.159 148 | 129 |17 2.11E
7 -08
rs183738189 128,327,88 | A 0.155 149 | 129 | 171 | 2.73E
9 -08
rs191545467 128,327,92 | G 0.16 148 | 129 |17 2.04E
0 -08
rs117510207 128,330,37 | G 0.163 149 |13 1.71 | 9.17E
2 -09
rs116881722 128,330,51 | G 0.163 147 | 128 |1.69 | 2.77E
0 -08
rs77635060 128,330,55 | C 0.162 149 |13 1.71 | 1.18E
5 -08
rs146529058 128,331,51 | A 0.162 149 |13 1.71 | 9.34E
0 -09
rs186935985 128,332,96 | A 0.162 149 |13 1.71 | 8.58E
8 -09
rs138867633 128,333,10 | AT 0.162 149 |13 1.71 | 9.10E
3 -09
rs72712308 128,333,22 | C 0.162 149 |13 1.71 | 9.02E
0 -09
rs72712310 128,333,56 | A 0.162 149 |13 1.71 | 9.31E
5 -09
rs55717424 128,335,07 | G 0.162 149 |13 1.71 | 1.10E
9 -08
rs58104177 128,335,53 | A 0.162 149 |13 1.71 | 1.16E
6 -08
rs72712332 128,336,05 | G 0.162 149 |13 1.71 | 1.05E
3 -08
kgp7771502 128,336,66 | C 0.162 149 |13 1.71 | 8.92E
4 -09
rs201361304 128,337,27 | TAC 0.016 593 | 3.14 | 11.19 | 3.89E
2 -08
rs72712335 128,338,25 | A 0.162 149 |13 1.71 | 8.89E
8 -09
rs16902101 128,340,12 | G 0.162 149 |13 1.71 | 8.18E
4 -09
rs16902102 128,340,22 | A 0.162 149 |13 1.71 | 8.09E
1 -09
rs16902103 128,340,37 | C 0.162 149 |13 1.71 | 7.96E
4 -09




8 rs201134695 128,340,49 | AAC 0.162 1.5 13 1.71 | 7.87E
2 -09

8 rs72712338 128,340,53 | T 0.162 15 13 1.71 | 7.81E
7 -09

8 rs72712339 128,340,55 | T 0.162 1.5 13 1.71 | 7.79E
4 -09

8 rs16902104 128,340,90 | T 0.162 1.5 131 | 1.72 | 6.41E
8 -09

8 rs60497658 128,341,81 | C 0.164 151 | 132 |1.73 | 3.53E
0 -09

8 rs72712344 128,342,62 | T 0.168 148 | 129 |17 1.35E
6 -08

10 rs142752112 51,468,284 | T 0.393 138 | 123 | 1.54 | 3.55E
-08

10 rs2926494 51,517,356 | T 0.492 131 | 119 | 1.44 | 3.59E
-08

10 rs2611508 51,518,047 | T 0.492 13 1.19 | 1.43 | 4.15E
-08

10 rs35094615 51,518,083 | TA 0.493 13 1.19 | 1.43 | 4.35E
-08

10 rs2843547 51,519,358 | A 0.49 131 | 119 | 1.44 | 3.31E
-08

10 rs3101227 51,520,203 | C 0.489 131 | 119 | 1.44 | 3.20E
-08

10 kgp10578928 51,521,247 | C 0.488 131 | 119 |1.45 | 2.25E
-08

10 rs2843550 51,521,452 | C 0.488 131 | 119 | 1.44 | 2.67E
-08

10 rs2843551 51,521,945 | C 0.488 131 | 119 | 1.44 | 3.02E
-08

10 rs7088225 51,522,120 | C 0.487 131 | 119 |1.44 | 3.79E
-08

10 rs7077830 51,522,276 | G 0.487 131 | 119 |1.44 | 3.78E
-08

10 rs2843554 51,523,861 | G 0.488 131 | 119 |1.44 | 3.17E
-08

10 rs2611489 51,524,889 | G 0.488 131 | 119 |1.44 | 2.89E
-08

10 rs4935162 51,525,699 | G 0.488 131 | 119 |1.44 | 2.89E
-08

10 rs7081532 51,526,093 | A 0.488 131 | 119 | 1.44 | 3.12E
-08

10 rs7915602 51,528,656 | A 0.484 131 | 119 | 1.44 | 3.77E
-08

10 rs7896437 51,529,593 | A 0.484 131 | 119 | 1.44 | 4.12E
-08

10 rs4486572 51,531,805 | A 0.489 131 | 119 | 1.45 | 2.40E
-08

10 rs4581397 51,532,367 | A 0.489 131 | 119 | 1.44 | 2.51E




10 rs10763536 51,535,801 | G 0.49 132 |12 145 | 1.97E
-08

10 rs7911198 51,537,475 | A -59.49 131 | 119 | 1.44 | 2.54E
-08

10 rs10763567 51,538,169 | A 0.489 131 | 119 |1.44 | 2.99E
-08

10 rs11006274 51,540,291 | T 0.49 131 | 119 | 1.44 | 2.54E
-08

10 rs4512771 51,540,906 | C 0.49 131 | 119 | 1.45 | 2.61E
-08

10 rs4631830 51,543,344 | C 0.465 131 | 119 |1.44 | 4.88E
-08

10 rs7098889 51,544,475 | C 0.496 132 | 119 |1.45 | 2.35E
-08

10 rs142854067 51,544,680 | CAAA 0.498 132 | 1.2 1.45 | 2.38E
T -08

10 rs11006462 51,545,813 | G 0.495 132 | 1.2 145 | 2.17E
-08

11 rs7930375 68,972,657 | C 0.46 139 | 126 |1.53 | 3.93E
-11

11 rs7945442 68,972,747 | T 0.355 134 | 122 |1.49 | 7.30E
-09

11 rs9783278 68,972,975 | A 0.355 134 | 122 |1.49 | 7.54E
-09

11 rs9783279 68,972,992 | A 0.355 134 | 121 |1.48 |9.43E
-09

11 rs9783280 68,973,036 | A 0.355 134 | 122 |1.49 | 7.58E
-09

11 rs4255548 68,973,970 | A 0.351 134 | 122 | 1.49 | 6.55E
-09

11 rs12793009 68,974,355 | C 0.352 135 | 122 |1.49 | 3.49E
-09

11 rs7926098 68,975,524 | T 0.365 133 |12 1.47 | 2.84E
-08

11 rs4495900 68,976,119 | T 0.35 135 | 122 |1.49 | 3.38E
-09

11 rs4620729 68,980,335 | C 0.457 138 | 1.26 | 1.52 | 5.74E
-11

11 rs4930668 68,980,828 | T 0.351 135 | 122 |1.49 | 4.23E
-09

11 rs10896447 68,980,875 | C 0.351 135 | 122 |1.49 | 4.26E
-09

11 rs4265599 68,981,066 | T 0.351 135 | 122 | 1.49 | 4.42E
-09

11 rs12275055 68,981,359 | G 0.195 142 | 125 |16 4.82E
-08

11 rs4451736 68,982,703 | A 0.45 138 | 1.26 | 1.53 | 4.91E
-11

11 kgp3232870 68,983,561 | A 0.45 138 | 1.25 |1.52 |5.79E




11 rs7939803 68,983,700 | T C 0.45 138 | 126 |1.52 | 5.18E
-11
11 rs10792032 68,984,602 | G A 0.461 138 | 1.25 | 1.52 | 1.34E
-10
11 rs11421935 68,984,743 | A AG 0.45 138 | 1.25 | 1.52 | 6.57E
-11
11 rs11351679 68,985,480 | GT G 0.467 137 | 124 | 151 | 1.88E
-10
11 rs7929962 68,985,583 | C T 0.457 137 | 124 | 151 | 1.99E
-10
11 rs12790802 68,986,495 | A C 0.451 138 | 125 | 152 | 6.53E
-11
11 rs10792033 68,989,198 | G A 0.45 138 | 125 | 152 | 5.87E
-11
11 rs7121816 68,990,295 | T G 0.457 137 | 124 | 151 | 1.79E
-10
11 rs7109672 68,991,110 | A G 0.449 138 | 1.25 | 1.52 | 9.32E
-11
11 rs10896448 68,991,749 | G C 0.458 138 | 1.25 | 1.52 | 1.08E
-10
11 rs12795301 68,992,285 | A C 0.195 142 | 125 |16 4.25E
-08
11 rs7122190 68,993,788 | C T 0.451 138 | 1.25 | 1.52 | 9.58E
-11
11 rs6591374 68,993,832 | A G 0.457 137 | 124 | 151 | 233E
-10
11 rs7931342 68,994,497 | T G 0.451 138 | 1.25 | 1.52 | 1.00E
-10
11 rs10896449 68,994,667 | A G 0.457 137 | 124 | 151 | 2.42E
-10
11 rs12362678 68,996,170 | C G 0.451 138 | 1.25 | 1.52 | 9.96E
-11
11 rs9787877 68,996,509 | T C 0.457 137 | 124 | 151 | 2.42E
-10
11 rs4644650 68,998,118 | T C 0.449 138 | 125 | 152 | 8.33E
-11
11 rs201557676 68,998,187 | TA T 0.457 138 | 1.25 | 1.52 | 1.21E
-10
11 rs5792472 68,998,188 | AG A 0.457 138 | 1.25 | 1.52 | 1.21E
-10
11 rs4569015 68,998,405 | T C 0.449 138 | 1.25 | 1.52 | 8.33E
-11
11 rs7950547 68,998,788 | T C 0.351 133 | 121 |1.47 | 1.75E
-08
11 rs7925434 69,002,632 | T A 0.35 133 | 121 |1.47 | 1.79E
-08
11 rs7939250 69,002,950 | G A 0.457 138 | 1.25 | 1.52 | 1.15E
-10
11 rs12788188 69,003,581 | T A 0.458 138 | 1.25 | 1.52 | 1.20E




11 rs7106762 69,003,706 C 0.456 137 | 124 | 151 | 1.96E
-10

11 rs9667638 69,004,339 A 0.457 138 | 125 |1.52 | 1.15E
-10

11 rs7947353 69,004,983 A 0.456 138 | 1.25 | 1.52 | 1.02E
-10

11 rs10896450 69,008,114 G 0.456 137 | 124 | 151 | 1.86E
-10

11 rs11228583 69,009,114 T 0.457 138 | 1.25 | 1.52 | 1.09E
-10

11 rs12293259 69,010,238 G 0.457 138 | 1.25 | 1.52 | 9.41E
-11

11 kgp3981922 69,010,651 G 0.457 138 | 1.25 | 1.52 | 8.44E
-11

11 chr11:69011692 | 69,011,692 GT 0.454 14 1.27 | 1.54 | 2.57E
A -11

11 rs71858850 69,011,693 AT 0.454 14 1.27 | 1.54 | 2.57E
-11

11 rs199556390 69,011,694 TG 0.456 139 | 126 |1.54 | 3.07E
-11

11 rs12270641 69,012,244 A 0.45 14 1.27 | 155 | 1.42E
-11

17 rs2005705 36,096,300 G 0.415 133 | 121 |1.47 | 1.25E
-08

17 rs11263761 36,097,775 A 0.441 134 | 122 |1.48 | 4.89E
-09

17 rs11651755 36,099,840 T 0.446 134 | 122 |1.48 | 2.95E
-09

17 rs10908278 36,099,952 A 0.442 135 | 122 |1.49 | 1.67E
-09

17 kgp203119 36,101,586 C 0.434 137 | 124 | 1.51 | 3.06E
-10

17 rs12601991 36,101,633 G 0.456 132 | 1.2 1.45 | 2.28E
-08

17 kgp8074160 36,101,926 G 0.458 132 | 1.2 1.45 | 2.32E
-08

17 kgp410234 36,102,035 G 0.458 132 |12 1.46 | 1.49E
-08

17 rs11651052 36,102,381 G 0.435 137 | 124 | 151 | 2.49E
-10

17 rs757209 36,102,833 G 0.453 131 | 119 |1.45 |4.73E
-08

17 rs11263763 36,103,565 A 0.437 136 | 124 |15 5.04E




Supplemental Figure 1. The figure depicts the first two eigenvectors (the first eigenvector is labeled EV1
and the second eigenvector is labeled EV2) of a principal components analysis by site for cases and
controls. For each site appearing in the plot, cyan dots represent controls, magenta dots represent
cases, and gray dots represent subjects from the other sites. Three sites that contributed only cases
were merged with other sites with similar genetic background. Specifically, data from Michigan site was
merged with FHCRC site, JHU site was merged with Northwestern site, and LSU site was merged with

Mayo site.
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Supplemental Figure 2. Forest plots showing odds ratios (blue boxes) and 95% confidence intervals
(blue lines) for SNPs previously associated with prostate cancer, and the estimated odds ratios (red
boxes) and 95 percent confidence intervals (red lines) from the set of familial prostate cancer cases.
Cytogenetic band designations appear next to SNP names. Previously reported odds rations are
summarized in Al Olama, et al., 2014, except rs138042437 which was reported in Gudmundsson, et al.,
2012. In order to improve scale, two SNPs appear with clipped intervals depicted. For SNP rs138213197
(17921), the upper 95% Cl boundary is 8.5. For SNP rs138042437, the estimated odds ratio occurs at
13.3 and the 95% Cl is [5.3, 32.7].
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