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Table 1: Population Specific Mean Depth of Coverage across all chromosomes for Yoruban, African (YRI) and Central European (CEU) populations in the 1000 Genomes Phase 1 Pilot Study Exon
Capture Sequencing Project (targeted depth of 50x) and Low-Coverage Whole Genome Sequencing (target depth of 2-4x) in the 1000 Genomes Phase 1 pilot study.

Exon Capture Sequencing Project

Low-Coverage Whole Genome Sequencing Project

CEU YRI CEU YRI
N=36 N=25 N=91 N=119
Chr Number of Total Depth of Coverage Number of Total Depth of Coverage Number of | Total Depth of Coverage | Number of Total Depth of Coverage
Variants Mean (STD) Variants Mean (STD) Variants Mean (STD) Variants Mean (STD)
1 344 83.6 (33.1) 505 62.0 (31.2) 3,325,487 7.8 (1.5) 6,935,828 8.2 (1.7)
2 237 84.8 (33.2) 330 66.4 (27.1) 1,049,521 7.9(1.4) 3,633,300 8.2(1.7)
3 176 88.6 (35.4) 262 68.8 (28.0) 556,362 8.0(1.4) 3,008,969 8.2 (1.7)
4 146 77.2 (30.2) 241 62.6 (24.5) 567,547 7.8(1.3) 773,805 7.8(1.7)
5 168 79.2 (33.4) 250 54.2(27.2) 499,164 8.0(1.4) 696,878 8.1(1.7)
6 253 66.8 (37.9) 341 53.9(31.7) 518,645 7.94(1.4) 687,537 8.1(1.7)
7 145 72.8(36.2) 430 53.0 (25.0) 451,004 7.9(1.4) 610,887 8.1(1.7)
8 125 77.6(30.1) 201 62.5(24.4) 429,055 8.0(1.4) 605,510 8.1(1.7)
9 116 73.5 (40.3) 183 52.8 (29.8) 328,069 8.0(1.4) 450,846 8.2(1.7)
10 182 95.9 (47.9) 250 72.9 (33.0) 396,487 8.0(1.4) 530,275 8.3(1.7)
11 196 96.5 (40.8) 337 75.2 (38.4) 381,826 8.0(1.4) 518,208 8.3(1.7)
12 185 74.0 (30.9) 302 56.5 (26.7) 365,883 8.0(1.4) 493,878 8.2(1.7)
13 59 87.6 (34.5) 64 74.4 (32.3) 293,253 7.8(1.4) 389,516 7.9(1.7)
14 139 82.7 (41.7) 218 61.6 (31.4) 254,837 7.8(1.4) 344,054 8.2(1.7)
15 168 83.6 (34.8) 228 63.1(27.7) 210,540 7.6(1.3) 298,300 8.3(1.7)
16 139 67.0 (33.2) 185 46.0 (26.6) 238,117 7.7(1.5) 334,638 8.6(1.8)
17 182 72.6 (33.1) 255 57.1 (28.0) 196,327 7.6(1.5) 815,928 8.6(1.7)
18 113 74.9 (39.8) 161 62.0 (32.7) 225,279 7.6(1.3) 309,033 8.1(1.7)
19 210 59.7(37.1) 310 43.5 (28.7) 157,182 7.3(1.6) 209,370 8.5(1.8)
20 116 56.6 (39.8) 154 47.4 (33.7) 174,484 7.8(1.4) 244,110 8.6(1.7)
21 23 69.1 (27.0) 42 50.6 (16.0) 109,143 7.5(1.5) 152,505 8.1(1.8)
22 67 60.2 (34.1) 111 41.7 (26.5) 101,568 7.6(1.6) 137,859 8.7(1.7)

CEU= The Central European population identified in the 1000 genomes dataset; YRI= The Yoruban Nigerian population identified in the 1000 Genomes dataset. Chr= chromosome; N= Total number of individuals in the
populations used for analysis; # of Variants = total number of variants in the population that were detected at each chromosome; average coverage is based on the mean total depth of coverage from all individuals within the

population
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Table 2. The association between average total depth of coverage and population group (CEU and YRI) from the exon capture and low-coverage whole
genome phase 1 pilot study datasets in the 1000 Genomes Project.

Exon Capture Sequencing Project Low-Coverage Whole Genome Sequencing Project
CEU YRI Statistical Comparisons CEU YRI Statistical Comparisons
N=91 N=119 T-Test Kolmogorov-Smirnov N=36 N=25 T-Test Kolmogorov-Smirnov
Chr # of Variants | # of Variants Mean Ksa # of Variants | # of Variants Mean Ksa
Difference Difference
1 344 505 21.7¢ 1.9 3,325,487 6,935,828 -0.4° 905.9
2 237 330 18.4% 0.7 1,049,521 3,633,300 -0.4° 5594
3 176 262 19.8* 0.6 556,362 3,008,969 -0.2¢ 456.8
4 146 241 14.6* 0.7 567,547 773,805 -0.02* 387.3
5 168 250 25.0¢ 1.7 499,164 696,878 -0.1* 360.3
6 253 341 12.9¢ 0.8 518,645 687,537 -0.2¢ 353.0
7 145 430 19.9¢ 1.7 451,004 610,887 -0.2¢ 3284
8 125 201 15.1% 0.5 429,055 605,510 -0.2¢ 334.0
9 116 183 20.7¢ 1.0 328,069 450,846 -0.2¢ 283.6
10 182 250 22.4% 0.6 396,487 530,275 -0.3? 302.5
11 196 337 21.3% 14 381,826 518,208 -0.3? 299.5
12 185 302 17.5% 0.9 365,883 493 878 -0.2¢ 2972
13 59 64 13.3° 0.1 293,253 389,516 -0.1* 270.7
14 139 218 21.1% 1.1 254 837 344,054 -0.4° 233.0
15 168 228 20.5% 1.1 210,540 298,300 -0.7° 204.1
16 139 185 20.9° 14 238,117 334,638 1.0° 197.1
17 182 255 15.6* 0.6 196,327 815,928 -0.9° 200.7
18 113 161 12.9° 04 225279 309,033 -0.5° 218.1
19 210 310 16.2* 1.3 157,182 209,370 -1.1° 125.0
20 116 154 9.20° 0.7 174 484 244,110 -0.8? 178.8
21 23 42 18.5° 12 109,143 152,505 0.5 141.7
22 67 111 18.5¢ 1.5 101,568 137,859 -1.1 67.50

CEU= The Central European population identified in the 1000 genomes dataset; YRI= The Yoruban Nigerian population identified in the 1000 Genomes dataset. Chr= chromosome; N= sample size; Ksa= the
Kolmogorov-Statistic; # of Variants = total number of variants in the population that were detected at each chromosome; average coverage is based on the mean total depth of coverage from all individuals within the
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population; * Results are statistically significant using a p-value of 0.002 which corrects for multiple comparisons (0.05/22).; " Results are marginally significant using a p-value of 0.05.
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