Table S7. Summary of genomic annotation for LD surrogates of rs7311993.

FIELD DESCRIPTION

chr Chromosome

pos (hg38) Chromosome position on hg38 obtained from dbSNP build 141

LD (rz) Pairwise r* measure of LD with query SNP from 1000 Genomes Project EUR data
LD (D) Pairwise D' measure of LD with query SNP from 1000 Genomes Project EUR data
variant rsID of collected SNP

Ref Reference nucleotide(s)

Alt Alternate nucleotide(s)

AFR freq Allele frequency for African population

AMR freq Allele frequency for American population

ASN freq Allele frequency for Asian population

EUR freq Allele frequency for European population

GERP cons Conserved regions by GERP (Blue: conserved)

SiPhy cons Conserved regions by SiPhy (Purple: conserved)

Promoter histone marks
Enhancer histone marks
DNAse

Proteins bound

Motif changed
NHGRI/EBI GWAS hits
GRASP QTL hits
Selected eQTL hits
GENCODE genes
dbSNP func annot
RegulomeDB score

Summary of ChromHMM (core 15-state model) states corresponnding to promoter elements from the Roadmap Epigenomics project
Summary of ChromHMM (core 15-state model) states corresponnding to enhancer elements from the Roadmap Epigenomics project
Summary of DNase hypersensitivity from the Roadmap Epigenomics project

Protein bound(s) by ChIP-Seq

Motif alteration(s) from TRANSFAC, JASPAR, and protein-binding microarray (PBM) experiments

SNP in NHGRI GWAS catalog (accessed October 31, 2015)

SNP in The GRASP Build 2.0.0.0 results and QTLs (non-GWAS)

SNP in eQTLs obtained from the GTEx analysis V6, the GEUVADIS analysis, and 10 other studies

Gene annotations by GENCODE version 13

Functional annotations from dbSNP build 137

RegulomeDB score (http://regulomedb.org/help#score). 1 is most ilkely to be functional, to 7 = least likely.




chr pos (hg38) LD LD variant Ref Alt AFR AMR ASN EUR GERP SiPhy Promoter Enhancer DNAse Proteins Motifs NHGRI/EBI GRASP QTL  Selected eQTL GENCODE dbSNP  RegulomeDB
() (DY) freq freq freq freq cons cons histone marks histone marks bound changed GWAS hits hits hits genes  func annot score

12 11754194 0.64 0.92 rs2051526 C T 0.02 0.06 0.29 0.17 15 tissues CDP ETV6 intronic 5

12 11754271 0.64 0.92 rs3782135 A Cc 0.02 0.06 0.29 0.17 12 tissues Pax-4,Sox ETV6 intronic 6

12 11755204 0.71 0.93 rs11609711 G [} 0.02 0.08 0.3 0.18 14 tissues BLD,THYM AP-1,GR 2 hits ETV6 intronic No Data
12 11758015 0.66 0.93 rs11054445 G T 0.03 0.07 0.29 0.17 14 tissues HRT,BLD NF-Y ETV6 intronic 5

12 11759450 0.63 0.88  rs73066983 c A 0.23 0.1 0.33 0.18 16 tissues 7 tissues 10 bound proteins ~ CTCF,LBP-1,Myf ETV6 intronic 4

12 11759457 0.7 0.93 rs79715891 G A 0.2 0.1 0.32 0.18 16 tissues 6 tissues 10 bound proteins  CTCF,LBP-1 ETV6 intronic 4

12 11760426 0.63 0.88 rs7311189 [} T 0.24 0.1 0.33 0.18 5 tissues BLD Zbth3 1 hit ETV6 intronic 5

12 11764463 0.72 0.86 rs7963499 C T 0.22 0.13 0.33 021 20 tissues 8 tissues POL24H8 ETV6 intronic 5

12 11766024 0.6 0.84 rs3782138 C T 0.15 0.13 0.32 0.24 21 tissues 15 tissues 17 bound proteins  Nanog,Pax-5 ETV6 intronic 4

12 11766473 0.71 0.95 rs3825083 C T 0.03 0.08 0.31 0.18 21 tissues 23 tissues POL2 ETV6 intronic 4

12 11766888 0.62 0.86 rs1986946 A G 0.34 0.12 0.43 0.19 15 tissues 14 tissues ELF1,EIf5,GATA ETV6 intronic 3a

12 11767464 0.78 0.97 rs60587284 G A 0.03 0.08 0.35 0.18 15 tissues BLD FOXA1,HNF4A ETV6 intronic 4

12 11768371 0.75 0.89 rs7957338 G A 0.32 0.13 0.39 0.21 14 tissues e]] Ik-1,SETDB1 1 hit ETV6 intronic 6

12 1772512 075 089  rs7973524 G A 033 0.14 039 02 EE s s BLD,BRN,LNG Foxd1,Foxk1,Nanog ETV6 intronic 5

12 11776725 0.94 0.99 rs35260333 CcT C 0.05 0.08 0.36 0.21 8 tissues BRN,BLD 4 altered motifs ETV6 intronic 3a
12 11778221 0.99 1 rs4763725 C A 0.15 0.11 0.41 0.22 15 tissues 7 tissues Pou2f2 1 hit ETV6 intronic 4

12 11778486 0.98 0.99 rs4763726 A G 0.03 0.09 0.4 0.22 13 tissues 6 tissues ETV6 intronic 4

12 11778652 1 1 rs7311993 G A 0.4 0.12 0.41 0.22 13 tissues HRT,MUS GATA,STAT, TATA ETV6 intronic 5

12 11779124 0.98 1 rs10772506 G A 0.32 0.11 0.41 0.21 10 tissues Foxa,HNF6,RFX5 ETV6 intronic 5

12 11785295 0.85 0.96 rs11054456 G C 0.36 0.16 0.41 0.23 13 tissues ESDR,HRT,CRVX EWSR1-FLI1,GR,ZBRK1 ETV6 intronic No Data
12 11786594 0.95 0.99 rs10491990 G A 0.03 0.09 0.39 021 BRN,BLD Irf,PU.1 ETV6 intronic 5




