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Figure S1: QQ-plots of p-values from the sex-combined analysis in the individual data sets. Each
header indicates the genomic inflation factor (Ag¢), and the number of principal components (mtPCs)
used to correct for population stratification.
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Figure S2: QQ-plots of p-values from the male-specific analysis in the individual data sets. Each
header indicates the genomic inflation factor (Ag¢), and the number of principal components (mtPCs)
used to correct for population stratification.
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Figure S3: QQ-plots of p-values from the female-specific analysis in the individual data sets. Each
header indicates the genomic inflation factor (Ag¢), and the number of principal components (mtPCs)
used to correct for population stratification.



Table S1. Meta-analysis results of the sex-combined analysis.

Trait mtSNP position Variant allele Reference allele VAF Beta SE P N

SBP 93 G A 0.022 2.142 2.213 0.333 2041
MAP 93 G A 0.022 -0.232 1.651 0.888 2041
DBP 93 G A 0.022 -1.26 1.528 0.41 2041
MAP 199 C T 0.034 2.596 1.4 0.064 2023
DBP 199 C T 0.034 1.789 1572 0.255 2023
SBP 199 C T 0.034 3.418 1.92 0.075 2023
SBP 217 C T 0.061 -0.633 1.545 0.682 2016
MAP 217 C T 0.061 -0.948 1.14 0.406 2016
DBP 217 C T 0.061 -0.957 1.052 0.363 2016
SBP 228 A G 0.038 -1.882 1.884 0.318 2016
DBP 228 A G 0.038 -2.082 1.292 0.107 2016
MAP 228 A G 0.038 -2.262 1.398 0.106 2016
DBP 295 T C 0.069 -1.16 1.078 0.282 1987
SBP 295 T C 0.069 -0.138 1545 0.929 1987
MAP 295 T C 0.069 -0.853 1.163 0.463 1987
MAP 456 T C 0.025 0.244 1.58 0.877 2008
DBP 456 T C 0.025 -0.426 1.448 0.768 2008
SBP 456 T C 0.025 1.637 2.169 0.45 2008
SBP 477 C T 0.018 1.037 2531 0.682 2014
MAP 477 C T 0.018 0.38 1.865 0.839 2014
DBP 477 C T 0.018 -0.247 1.714 0.886 2014
SBP 499 A G 0.019 -6.897 8.714 0.429 2005
DBP 499 A G 0.019 -0.644 2218 0.772 2005
MAP 499 A G 0.019 -2.587 4.503 0.566 2005
DBP 709 A G 0.107 0.056 1.708 0.974 2039
SBP 709 A G 0.107 -2.297 1.254 0.067 2039
MAP 709 A G 0107 -0.695 1.588 0.662 2039
MAP 951 A G 0.031 -0.136 1.397 0.923 2032
DBP 951 A G 0031 -0575 1.294 0.657 2032
SBP 951 A G 0.031 1.011 1.87 0.589 2032
SBP 1243 C T 0.024 -4.224 1.794 0.019 4219
DBP 1243 C T 0.024 -0.118 1.815 0.948 4219
MAP 1243 C T 0.024 -1.273 1.486 0.392 4219
MAP 1719 A G 0.048 0.863 1.071 0.42 4211
SBP 1719 A G 0.048 1.657 1.789 0.354 4211
DBP 1719 A G 0.048 0.509 0.97 0.6 4211
MAP 1721 T C 0.012 1.808 2294 0431 2042
SBP 1721 T C 0.012 0.324 3.185 0.919 2042
DBP 1721 T C 0.012 1.852 2.092 0.376 2042
MAP 1811 G A 0.084 0.856 0.802 0.286 4172
DBP 1811 G A 0.084 1.067 0.729 0.143 4172
SBP 1811 G A 0.084 -0.005 1.118 0.996 4172
DBP 1888 A G 0.051 0.224 1251 0.858 4202
MAP 1888 A G 0.051 0.636 1.353 0.638 4202
SBP 1888 A G 0.051 2.064 1.822 0.257 4202
SBP 2259 T C 0.017 -1.388 2.362 0.557 2042
MAP 2259 T C 0.017 -1.306 1.815 0.472 2042
DBP 2259 T C 0.017 -0.705 1.709 0.68 2042
SBP 2706 G A 0.559 0.331 1.357 0.807 4223
DBP 2706 G A 0.559 0.608 0.909 0.503 4223
MAP 2706 G A 0.559 0.433 0.992 0.663 4223
MAP 3010 A G 0275 -0441 0.618 0.476 2044
DBP 3010 A G 0275 -0422 0.569 0.458 2044
SBP 3010 A G 0.275 -0.363 0.837 0.665 2044
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0.646
0.905
0.934
0.869
0.317
0.482
0.907
0.686
0.244
0.368
0.375
0.791
0.736
0.735
0.657
0.861
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0.311
0.338
0.323
0.625
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0.643
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2056
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2058
2031
2031
2031
2056
2056
2056

Abbreviations and definitions: SBP, systolic blood pressure; DBP, diastolic blood pressure; MAP,

mean arterial pressure; VAF, variant allele frequency; Beta, beta coefficient; SE, corresponding

standard error to Beta, P, p-value; N, sample size



Table S2. Meta-analysis results of sex-differentiated analysis

mtDNA  Variant Reference Male Male  Male Male Male Female Female Female Female Female Sex-
Trait position allele allele VAF beta SE P N VAF beta SE P N differentiated P Heterogeneity P
SBP 93 G A 0.023 8.284 3.203 9.72E-03 1018 0.022 -2.809 3.384 4.06E-01 1023 2.50E-02 9.13E-03
DBP 93 G A 0.023  1.749 2.236 4.34E-01 1018 0.022 -3.841 2.174 7.73E-02 1023 1.55E-01 6.63E-02
MAP 93 G A 0.023  3.947 2.373 9.63E-02 1018 0.022 -3.467 2.396 1.48E-01 1023 8.80E-02 2.76E-02
DBP 199 C T 0.029 2.642 2.143 2.18E-01 1003 0.038 -0.080 2.862 9.78E-01 1020 4.68E-01 4.60E-01
SBP 199 C T 0.029 5.824 3.096 6.00E-02 1003 0.038 2.676 3.383 4.29E-01 1020 1.25E-01 4.92E-01
MAP 199 C T 0.029 3.900 2.280 8.72E-02 1003 0.038 1.618 2.370 4.95E-01 1020 1.83E-01 4.88E-01
DBP 217 C T 0.054 -2.580 1.623 1.12E-01 1001 0.067 1.189 1.627 4.65E-01 1015 2.17E-01 8.73E-02
SBP 217 C T 0.054 -2.637 2.279 2.47E-01 1001 0.067 0.886 2.177 6.84E-01 1015 4.71E-01 2.64E-01
MAP 217 C T 0.054 -2.864 1.710 9.40E-02 1001 0.067 1.166 1.891 5.38E-01 1015 2.04E-01 8.78E-02
SBP 228 A G 0.035 -5.625 3.144 7.36E-02 999 0.041 -0.791 3.497 8.21E-01 1017 1.97E-01 3.04E-01
DBP 228 A G 0.035 -1.572 2.130 4.61E-01 999 0.041 -2.118 2.182 3.32E-01 1017 4.75E-01 8.58E-01
MAP 228 A G 0.035 -2.985 2.287 1.92E-01 999 0.041 -1.736 2.431 4.75E-01 1017 3.31E-01 7.08E-01
MAP 295 T C 0.075 -1.777 2.058 3.88E-01 989 0.064 0.115 3.722 9.75E-01 998 6.88E-01 6.38E-01
DBP 295 T C 0.075 -1.791 1.923 3.52E-01 989 0.064 0.520 4.045 8.98E-01 998 6.43E-01 5.70E-01
SBP 295 T C 0.075 -2.015 2.802 4.72E-01 989 0.064 -0.237 4.484 9.58E-01 998 7.71E-01 7.37E-01
DBP 456 T C 0.026 -2.435 2.130 2.53E-01 1002 0.025 1.405 1.987 4.79E-01 1006 4.05E-01 1.87E-01
MAP 456 T C 0.026 -1.052 2.302 6.48E-01 1002 0.025 0.887 2.192 6.86E-01 1006 8.30E-01 5.42E-01
SBP 456 T C 0.026  1.021 3.194 7.49E-01 1002 0.025 0.386 3.106 9.01E-01 1006 9.43E-01 8.87E-01
MAP 477 C T 0.018 1.061 4.573 8.17E-01 1003 0.018 -0.203 2.577 9.37E-01 1011 9.70E-01 8.13E-01
DBP 477 Cc T 0.018 1.314 4.630 7.77E-01 1003 0.018 -1.670 2.300 4.68E-01 1011 7.38E-01 4.68E-01
SBP 477 C T 0.018 -0.151 4.040 9.70E-01 1003 0.018 2.709 3.721 4.67E-01 1011 7.67E-01 5.35E-01
DBP 499 A G 0.022 -2.357 2.306 3.07E-01 993 0.017 0.398 3.647 9.13E-01 1012 5.89E-01 3.37E-01
MAP 499 A G 0.022 -3.185 2.401 1.85E-01 993 0.017 -2.086 7.077 7.68E-01 1012 3.97E-01 2.72E-01
SBP 499 A G 0.022 -5.024 4.307 2.43E-01 993 0.017 -6.343 13.663 6.42E-01 1012 4.55E-01 4.51E-01
MAP 709 A G 0.097 2471 1.619 1.27E-01 1013 0.118 -2.480 1.590 1.19E-01 1026 9.24E-02 2.91E-02
SBP 709 A G 0.097 0.147 2.410 9.51E-01 1013 0.118 -4.631 2.322 4.61E-02 1026 1.37E-01 1.10E-01
DBP 709 A G 0.097 3.613 1.496 1.58E-02 1013 0.118 -1.434 1416 3.11E-01 1026 3.24E-02 1.11E-02
MAP 951 A G 0.031 1.015 2.103 6.30E-01 1010 0.032 -1.842 1.907 3.34E-01 1022 5.58E-01 3.14E-01
SBP 951 A G 0.031 1956 3.382 5.63E-01 1010 0.032 -0.499 2.704 8.53E-01 1022 8.32E-01 5.83E-01
DBP 951 A G 0.031 0.120 1.987 9.52E-01 1010 0.032 -1.853 2.139 3.86E-01 1022 6.86E-01 8.32E-01
SBP 1243 C T 0.023 -2.133 2.947 4.69E-01 2363 0.025 -6.213 4.373 1.55E-01 1856 2.80E-01 4.39E-01
MAP 1243 C T 0.023 0.477 2.654 8.57E-01 2363 0.025 -2.702 2.918 3.55E-01 1856 6.41E-01 3.88E-01
DBP 1243 C T 0.023 2.060 2.878 4.74E-01 2363 0.025 -1.152 2.559 6.53E-01 1856 6.99E-01 4.85E-01
SBP 1719 A G 0.046 0.802 2.329 7.31E-01 2365 0.051 1.890 2.709 4.85E-01 1846 7.39E-01 5.96E-01
DBP 1719 A G 0.046 -0.422 1.487 7.76E-01 2365 0.051 -0.896 1.689 5.96E-01 1846 8.35E-01 5.49E-01
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Abbreviations and definitions: SBP, systolic blood pressure; DBP, diastolic blood pressure; MAP, mean arterial pressure; VAF, variant allele frequency; Beta,

beta coefficient; SE, corresponding standard error to Beta, P, p-value; N, sample size



Table S3. Results from SKAT meta-analysis across seven mtDNA regions

mtDNA region Trait Qmeta cMAF mMtSNPs P T
Complex | SBP 14133 0.810 332 0.105 T1
Complex Il SBP 3015 0.159 70 0.314 T1
Complex IV SBP 5788 0.339 148 0.193 T1
Complex V SBP 3555 0.150 69 0.025 T1
Control region SBP 6261 0.476 169 0.456 T1
rRNA SBP 1966 0.126 60 0.370 T1
tRNA SBP 2107 0.111 67 0.124 T1
Complex | MAP 25819 0.810 332 0.082 T1
Complex Il MAP 6732 0.159 70 0.156 T1
Complex IV MAP 10515 0.339 148 0.166 T1
Complex V MAP 5786 0.150 69 0.041 T1
Control region MAP 12223 0.476 169 0.214 T1
rRNA MAP 4118 0.126 60 0.153 T1
tRNA MAP 3274 0.111 67 0.250 T1
Complex | DBP 28458 0.810 332 0.091 T1
Complex Il DBP 7447 0.159 70 0.179 T1
Complex IV DBP 11728 0.339 148 0.157 T1
Complex V DBP 5370 0.150 69 0.118 T1
Control region DBP 13908 0.476 169 0.148 T1
rRNA DBP 4701 0.126 60 0.123 T1
tRNA DBP 3268 0.111 67 0.382 T1
Complex | SBP 23587 2.371 402 0.175 T5
Complex Il SBP 3895 0.331 77 0.366 T5
Complex IV SBP 8715 0.718 169 0.223 T5
Complex V SBP 4921 0.434 85 0.200 T5
Control region SBP 9074 1.622 214 0.891 T5
rRNA SBP 5205 0.468 73 0.053 T5
tRNA SBP 3020 0.273 75 0.302 T5
Complex | MAP 41026 2.371 402 0.243 T5
Complex Il MAP 7863 0.331 77 0.267 T5
Complex IV MAP 14509 0.718 169 0.342 T5
Complex V MAP 7832 0.434 85 0.326 T5
Control region MAP 20319 1.622 214 0.434 T5
rRNA MAP 8919 0.468 73 0.089 T5
tRNA MAP 5579 0.273 75 0.295 T5
Complex | DBP 45922 2.371 402 0.244 T5
Complex Il DBP 8340 0.331 77 0.354 T5
Complex IV DBP 15944 0.718 169 0.359 T5
Complex V DBP 7994 0.434 85 0.434 T5
Control region DBP 24921 1.622 214 0.212 T5
rRNA DBP 8547 0.468 73 0.241 T5
tRNA DBP 5941 0.273 75 0.372 T5

Abbreviations and definitions: mtDNA region, one of the tested mtDNA regions; Trait, the trait used for a
specific test; cMAF, cumulative minor allele frequency; mtSNPs, the number of mtSNPs used in the
analysis; Qmeta, SKAT Q statistics: Qmeta=) w*2U”"2 where w is a weight for mtSNP and U is the
associated score statistics; P, p-value for SKAT meta-analysis; T, MAF value threshold for selecting
mtSNPs to be included in the analysis



Table S4. Results from SKAT meta-analysis across six mtDNA regions with possibly and likely

pathogenic variants

mtDNA region Trait Qmeta cMAF MtSNPs P T
Complex | SBP 2430 0.119 47 0.093 T1
Complex Il SBP 331 0.019 12 0.437 T1
Complex IV SBP 874 0.045 23 0.214 T1
Complex V SBP 1176 0.064 27 0.164 T1
Control region SBP 1 0.002 2 0.883 T1
tRNA SBP 38 0.004 4 0.475 T1
Complex | MAP 5169 0.119 47 0.038 T1
Complex Il MAP 1066 0.019 12 0.088 T1
Complex IV MAP 1191 0.045 23 0.463 T1
Complex V MAP 1786 0.064 27 0.270 T1
Control region MAP 5 0.002 2 0.753 T1
tRNA MAP 51 0.004 4 0.556 T1
Complex | DBP 5745 0.119 47 0.047 T1
Complex Il DBP 1345 0.019 12 0.056 T1
Complex IV DBP 1112 0.045 23 0.637 T1
Complex V DBP 1554 0.064 27 0.502 T1
Control region DBP 15 0.002 2 0.590 T1
tRNA DBP 47 0.004 4 0.605 T1
Complex | SBP 4270 0.326 56 0.038 T5
Complex Il SBP 450 0.033 13 0.420 T5
Complex IV SBP 1181 0.120 26 0.339 T5
Complex V SBP 1240 0.110 30 0.472 T5
Control region SBP 1 0.002 2 0.883 T5
tRNA SBP 38 0.004 4 0.475 T5
Complex | MAP 7244 0.326 56 0.069 T5
Complex Il MAP 1314 0.033 13 0.173 T5
Complex IV MAP 1527 0.120 26 0.663 T5
Complex V MAP 1936 0.110 30 0.592 T5
Control region MAP 5 0.002 2 0.753 T5
tRNA MAP 51 0.004 4 0.556 T5
Complex | DBP 7651 0.326 56 0.107 T5
Complex Il DBP 1609 0.033 13 0.148 T5
Complex IV DBP 1299 0.120 26 0.861 T5
Complex V DBP 1844 0.110 30 0.726 T5
Control region DBP 15 0.002 2 0.590 T5
tRNA DBP 47 0.004 4 0.605 T5

Abbreviations and definitions: mtDNA region, one of the tested mtDNA regions; Trait, the trait used for a
specific test; cMAF, cumulative minor allele frequency; mtSNPs, the number of mtSNPs used in the
analysis; Qmeta, SKAT Q statistics: Qmeta=)w"2U"2 where w is a weight for mtSNP and U is the
associated score statistics; P, p-value for SKAT meta-analysis; T, MAF value threshold for selecting
mMtSNPs to be included in the analysis



