Supplementary Table 12: Detailed documentation of annotation categories used for enrichment
analyses of eQTNs.
Annotation Abbreviation Source/URL Assembly Citation Comment
Exons of short non-coding RNAs
Short RNAs miRNA pre- UCSC table browser (track: sno/miRNA) GRCh37/hgl19 [1, 2, 3] -
cursors, snoR-
NAs(C/D  box
and H/ACA box
snoRNA)
long non-coding RNAs
Long non-coding Gencode v13 ftp://ftp.sanger.ac.uk/pub/ GRCh37/hgl9 Gencode [4] The original set of long non-
RNAs(IncRNAs) gencode/release_13/gencode. coding RNAs as annotated in
v13.long_noncoding_RNAs.gtf. Gencode was reduced to a set
gz of bona fide non-coding RNAs
without any evidence for con-
served ORFs (RNAcode [5]) nor
exhibiting any sequence similarity
to known amino acid sequences
(RefSeqgMar 7 2012); categorized
into exons and introns.
Large intergenic non-  Cabili et al. http://www.broadinstitute. GRCh37/hgl9  [6] Stringent set; categorized into ex-
coding RNAs (lincR- org/genome_bio/human_ ons and introns.
NAs) lincrnas/sites/default/
files/lincRNA_catalog/
lincRNAs_transcripts_
stringentSet.bed
LncRNAdDb IncRNAdb http://lncrnadb.com - [7] Coordinates in  GRCh37/hgl9
have been derived by BLAT [8]
with  paramters —trimHardA
-minIdentity=95.
RNA transcripts found to be contained in chromatin
Transcript located in CAR - NCBI36/hgl8  [9] Mapped to GRCh37/hgl9 using
intergenic space liftover [3].
Transcript located in CAR - NCBI36/hgl8  [9] Mapped to GRCh37/hgl9 using
introns of protein- liftover [3].
coding genes
miRNAs target sites
conserved miRNA TsmiRNA UCSC table browser (track:TS miRNAs NCBI37/hgl9 [10] -

target sites site)

Bona fide non-coding RNAs regulated in cell cycle, TP53 pathway or STAT3 pathway
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Annotation Abbreviation Source/URL Assembly Citation

Comment

Cell cycle CC - hgl19 Hackermiiller et al.!

Tumor protein 53 TP53 - hgl19 Hackermiiller et al.'

gene

Signal transducer and STAT3 - hgl19 Hackermiiller et al.!
activator of transcrip-

tion 3

Categorized according to transcript
location, transcripts in intergenic
space and transcript located in in-
trons of protein-coding genes. Re-
duced to a set of bona fide non-
coding RNAs without any evidence
for conserved ORFs (RNAcode
[5]) nor exhibiting any sequence
similarity to known amino acid se-
quences (RefSeq Mar 7 2012).

Categorized according to transcript
location, transcripts in intergenic
space and transcript located in in-
trons of protein-coding genes. Re-
duced to a set of bona fide non-
coding RNAs without any evidence
for conserved ORFs (RNAcode
[5]) nor exhibiting any sequence
similarity to known amino acid se-
quences (RefSeq Mar 7 2012).

Categorized according to transcript
location, transcripts in intergenic
space and transcript located in in-
trons of protein-coding genes. Re-
duced to a set of bona fide non-
coding RNAs without any evidence
for conserved ORFs (RNAcode
[5]) nor exhibiting any sequence
similarity to known amino acid se-
quences (RefSeq Mar 7 2012).

Bona fide non-coding genomic regions predicted to contain conserved secondary structure motifs

RNAz RNAz - GRCh37/hgl9  Smith et al.”

SISSIz SISSIz - GRCh37/hgl9  Smith et al.?

Categorized according to intronic
and intergenic space.
Categorized according to intronic
and intergenic space.

Protein-coding gene annotation

Coding exons CDS Gencode v13 GRCh37/hgl9 Gencode [4]

"Hackermiiller J et al. ”Cell cycle, oncogenic and tumor suppressor pathways regulate numerous long and macro RNAs.” submitted.

2Smith MA, Gesell T, Stadler PF, Mattick JS. ”Widespread Purifying Selection on RNA Structure in Mammals”. submitted

2



Annotation Abbreviation Source/URL Assembly Citation Comment

Introns intron Gencode v13 GRCh37/hgl9 Gencode [4] Defined as intronic nucleotides
which do not overlap any exon of
a protein-coding transcript annota-
tion.

Intergenic intergenic Gencode v13 GRCh37/hgl9 Gencode [4] Defined as the complement of all
known protein-coding transcript an-
notation.

UTRs UTRs Gencode v13 GRCh37/hgl9 Gencode [4] -

Pseudogenes

Pseudogenes Gencode v13 GRCh37/hgl9 - -

Novel transcripts with putative coding function

Transcripts of uncer- TUCP http://www.broadinstitute. GRCh37/hgl9 [6] Categorized according to intronic

tain coding potential org/genome_bio/human_ and intergenic space.
lincrnas/sites/default/
files/TUCP_transcripts_
catalog/TUCP_transcripts.gtf

RNAcode RNAcode - GRCh37/hgl9 [11, 12,13, 14] Predicted OREF in intergenic space.

Regulatory sites

CpG islands CpG islands UCSC table browser (track: CpG islands) NCBI37/hgl9  [10] -

Most conserved se- MCS UCSC table browser (track: MCS) NCBI37/hgl9 [10] -

quences

Open source for Reg-  OregAnno UCSC table browser (track: OregAnno) NCBI37/hgl9  [10] -

ulatory Annotation

Promoter regions GRCh37/hg19 Defined as 2kb and 5kb upstream of
5’UTR.

H3K4 trimethylation =~ H3K4me3 ftp://hgdownload.cse. NCBI36/hgl8  [15, 3] Chromatin-mark associated with
ucsc.edu/goldenPath/ promoter sites [16, 17]. Mapped
hgl8/encodeDCC/ to GRCh37/hgl19 using 1iftOver
wgEncodeBroadChipSeq/ [3].

DNasel- DNasel UCSC table browser (track: Dnase Clus- GRCh37/hgl9 [15, 3] Associated with transcription factor

hypersensitive sites ters) binding sites [17, 18].

Transcription factor TFBs (Encode) UCSC table browser (track: Txn Factor GRCh37/hgl9 [15, 3] Binding sites identified by ChIP-

binding sites (TFBs) ChIP) seq [15].

Transcription factor TFBs (Transfac) UCSC table browser (track: TFBS Con- GRCh37/hgl9 [19, 3] Binding sites conserved in human,

binding sites (TFBs)

served)

mouse and rat from Transfac
Matrix Database (v7.0)
[19].



Annotation Abbreviation Source/URL Assembly Citation Comment

Pol-II binding sites Pol-I1 ftp://hgdownload.cse. NCBI36/hgl8 [15, 3] Pol-I  binding sites derived
ucsc.edu/goldenPath/ by ChIP-seq [15]. Mapped to
hgl8/encodeDCC/ GRCh37/hgl9 using liftOver
wgEncodeBroadChipSeq/ [3].

H3K36 trimethylation H3K36me3 ftp://hgdownload.cse. NCBI36/hgl8  [15, 3] Chromatin-mark associated with
ucsc.edu/goldenPath/ active regions of Pol-II transcripts
hgl8/encodeDCC/ [20]. Mapped to GRCh37/hg19 us-
wgEncodeBroadChipSeq/ ing 1iftover [3].

H3K27 trimethylation H3K27me3 ftp://hgdownload.cse. NCBI36/hgl8 [15, 3] Chromatin-mark associated
ucsc.edu/goldenPath/ with repressed regions of Pol-
hgl8/encodeDCC/ I transcripts [21]. Mapped to
wgEncodeBroadChipSeq/ GRCh37/hgl9 using liftOver

[3].

H3K4 monomethyla- H3K4mel ftp://hgdownload.cse. NCBI36/hgl8 [15, 3] Chromatin-mark associated with

tion ucsc.edu/goldenPath/ enhancer regions [22, 17]. Mapped
hgl8/encodeDCC/ to GRCh37/hgl9 using 1iftOver
wgEncodeBroadChipSeqg/ [3].

H3K27 acetylation H3K27ac ftp://hgdownload.cse. NCBI36/hgl8 [15, 3] Chromatin-mark associated with

ucsc.edu/goldenPath/
hgl8/encodeDCC/
wgEncodeBroadChipSeq/

enhancer and promoter sites [15,
23, 24].Mapped to GRCh37/hgl9
using 1iftOver [3].
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