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Enhancer Seq Validation Motif Disruption Luciferase Assay

Mutant RLU normalized to WT
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ref G C G C C C T G

alt A G C T T G G T
D-score_min 20.361 16.910 3.665 15.746 7.217 13.959 13.372 13.989

D-score_mean 20.361 16.910 15.834 15.746 15.521 15.242 15.019 14.591

D-score_max 20.361 16.910 30.424 15.746 21.648 17.325 17.993 15.796
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K562-GM12878 Network
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new 1TSS network, one TSS per gene
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Common Gain

Loss

Common Gain

Loss

311% 248% 16.7% 29.7% 7.8% 3.2% 99% -2-fold_UP
15.7% 29% 42% 91% 1214% 53% 7.9% -2-fold_DN
189% 7.0% 63% 139% 83% 08% 3.6% -2-fold_UP
16.7% 6.2% 43% 124% 51% 43% 9.8% -2-fold_DN
11.8% 25% 28% 58% 226% 22% 8.0% -2-fold_UP
471% 54.8% 49.0% 57.3% 7.4% 105% 11.6% -2-fold_ DN
%, %, 7 < < 9 %
S5, (] e > )’b e .
’oo (3 ¢ GU-, (V4 /oo
31.8% 21.6% 16.2% 28.5% 64% 22% 8.7% -2-fold_UP
15.7% 4.2% 3.7% 10.7% 139% 59% 84% -2-fold_ DN
198% 49% 44% 121% 88% 1.5% 4.0% -2-fold_UP
1M1.7% 41% 22% 82% 38% 41% 101% -2-fold_DN
13.2% 6.2% 35% 97% 200% 51% 143% -2-fold_UP
40.8% 346% 343% 435% 41% 7.0% 10.8% -2-fold_ DN
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“n % T2 (= % L) %
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m 53.6% 47.6% 32.1% 50.3% 3.3% 29% 20.2% -2-fold UP

s =
© 8 - 6.8% 1.4% 2.7% 45% 229% 51% 45% -2-fold DN
& W 5 283% 9.7% 64% 161% 7.2% 1.8% 7.5% -2-fold_UP
= £
= £
8 8 10.0% 25% 2.6% 9.1% 54% 43% 43% -2-fold DN
" N Edge \\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\ g N 16.0% 4.8% 48% 11.6% 129% 2.3% 7.7% -2-fold _UP
§ [ SNV in TSS // / 3

D SNV in TFBS | 28.0% 18.8% 16.4% 252% 5.7% 53% 12.8% -2-fold DN
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