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Supplementary Figure 1. Scatter plots obtained by genotyping three SNPs in 197 DNA (black

dots) and RNA (red dots) samples. The sum of the fluorescence signal intensities (A1+A2) are

plotted on the y axis and the allele fractions [A1/(A1+A2)] calculated from the signal

intensities are plotted on the x axis. (A) Equal expression of the two alleles of the SNP

152098386 in the CEBPZ gene. Variations in the signal intensities between samples has a minor

if any effect on the allele fractions. (B) Allele-specific expression of the SNP rs7190823 in the

FANCA gene in32 of the samples with informative heterozygous SNPs. (C) Monoallelic

expression of the SNP rs3088074 in the ATRX gene in 19 of the samples with informative

heterozygous SNPs.
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Supplementary Figure 2. Inverse pair-wise correlation between SNP in the same exon of
FPRI for a subset of samples with ASE. The three top panels show the pair-wise correlation
between the ASE-levels determined with three SNPs in the FPRI gene. The lower panel shows
the linkage disequilibrium (LD) pattern of the FPRI gene according to the data from the
Human Haplotype Mapping project (http://www.hapmap.org). The SNPs that showed inverse
correlations between ASE-levels in a subset of the samples located in a region of low LD,

outside the major LD-block of the FPRI gene are high-lighted by blue boxes.
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Supplementary Figure 3. Correlation between ASE-levels determined by genotyping using
the NS-12 BeadChips and using Sanger sequencing of one SNPs per gene in 9 genes. The
ASE-levels from the NS-12 BeadChips are shown on the vertical axis, and the ASE-levels

obtained by sequencing are shown on the horizontal axis.
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Supplementary Figure 4. Distribution of methylation levels between CpG sites located within
or outside CpG islands (A) and between CpG sites located within or outside a 800 bp DNA
region surrounding a transcription start site (TSS) (B). The methylation levels (Beta-values) for
the CpG sites are shown on the horizontal axis and the vertical bars show the proportion of
CpG measurements in each bin of methylation level. The graphs show that CpG sites outside
CpG islands and further than 800 bp from the transcription start site have higher levels of

methylation than CpG sites in CpG islands and within 800 bp from the TSS.



Supplementary Table 1. Pathway analysis of genes displaying ASE.

KEGG pathway Gene symbol Obs?® Exp” Obs/Exp® P-value®

Cell Communication TNXB, GJA9, DSC3, LAMCL, KRT1, ITGAS, 7 1.27 5.52 1.65E-05
COL6A2

ECM-receptor TNXB, SDC2, LAMC1, ITGA6, COL6A2, HSPG2,

interaction CD44, GP6 8 190 421 1.02-04

beta-Alanine DPYD, ALDH1B1, ABAT 3 048 631  4.14E-03

metabolism

Antigen processing and TAP2, CTSB, LGMN, HLA-DQB1, HLA-DQA1, HLA- i

presentation DPB1, HLA-DOB, HLA-DOA, HLA-A 9 364 241 5.87E-03

Cell adhesion NRXN3, SDC2, ITGA6, HLA-DQA1, HLA-DPB1,

molecules (CAMSs) HLA-DOB, HLA-DOA, PECAM1, HLA-DQB1, HLA-A 10 4.28 234 5.89E-03

Type | diabetes PTPRNZ2, HLA-DQB1, HLA-DQA1, HLA-DPB1, HLA-

mellitus DOB, HLA-DOA, HLA-A ! 253 276 7.38E-03

a) Observed number of genes with ASE in the KEGG pathway.

b) Expected number of genes with ASE in the KEGG pathway (total number of genes in the KEGG pathway for the reference
set multiplied by the total number of genes in the test set and divided by the total number of genes in the reference set).

c¢) Ratio of enrichment for the KEGG pathway (Observed/Expected).

d) P-value indicating the significance of enrichment, calculated using a hypergeometric test.



Supplementary Table 2. Complete list of genes with ASE.

SNP Locationin  Het ASE  Abs mean

Gene® rs-number Chr gene (N)° (%) ASElevel®  ASE range®
ABAT rs1731017 16 coding 79 10% 0.15 [0.14;-0.21]
ACACB rs2075260 12 coding 45 36% 0.23 [0.35;-0.33]
ACCS rs3107275 11 coding 87 48% 0.30 [0.49;-0.43]
ACY3 rs948445 11 coding 66 12% 0.22 [0.22;-0.39]
AGER rs1035798 6 intron 85 12% 0.16 [0.18;-0.12]
AlF1 rs2857697 6 flanking 94 16% 0.21 [0.49;0.11]
ALDH1B1 rs2073478 9 coding 83 16% 0.21 [0.34;-0.45]
AMICA1 rs17121881 11 coding 96 10% 0.17 [0.17;-0.26]
AMICA1 rs2298831 11 coding 55 22% 0.16 [-0.11;-0.23]
ANPEP rs25651 15 coding 69 13% 0.18 [0.19;-0.31]
ANPEP rs25653 15 coding 101 12% 0.23 [0.29;-0.42]
APOBEC3H rs139297 22 coding 88 23% 0.18 [0.15;-0.27]
APOBEC3H rs139302 22 coding 88 25% 0.18 [0.13;-0.29]
APOL2 rs2010499 22 5'UTR 92 23% 0.18 [0.17;-0.24]
APOL4 rs2227168 22 coding 84 30% 0.28 [0.34;-0.44]
ARHGEF3 rs3772219 3 coding 71 13% 0.19 [0.29;0.11]
ARL11 rs3803185 13 coding 85 27% 0.17 [0.24;0.13]
ARSA rs2071421 22 coding 45 56% 0.31 [0.4;-0.39]
AS3MT rs11191439 10 coding 38 39% 0.22 [0.34;0.11]
ASPRV1 rs3796097 2 coding 100 10% 0.14 [0.22;0.11]
ATF5 rs283526 19 coding 93 16% 0.19 [-0.1;-0.37]
ATG10 rs1864182 5 coding 81 14% 0.15 [-0.11;-0.19]
ATMIN rs2278022 16 coding 34 74% 0.20 [-0.14;-0.27]
ATP10A rs3816800 15 coding 91 22% 0.21 [-0.13;-0.36]
ATP5SL rs1043413 19 coding 88 9% 0.15 [0.21;0.12]
ATP6V1C2 rs1198849 2 coding 88 57% 0.19 [0.27;0.13]
ATP7A rs2227291 X coding 23 65% 0.30 [0.46;-0.23]
ATRX rs3088074 X coding 27 96% 0.37 [0.46;-0.5]
B3GNTL1 rs7225887 17 coding 66 12% 0.19 [0.2;-0.36]
BAG3 rs2234962 10 coding 64 25% 0.23 [0.38;-0.23]
BAT4 rs7029 6 3'UTR 75 25% 0.15 [0.21;0.11]
BAT4 rs805262 6 flanking 95 13% 0.15 [0.17;0.1]
BBS4 rs2277598 15 coding 101 8% 0.15 [0.18;0.13]
BCR rs2071436 22 intron* 74 41% 0.21 [-0.12;-0.34]
BDH2 rs1054707 4 coding 51 59% 0.20 [-0.11;-0.44]
BMP4 rs17563 14 coding 93 25% 0.29 [0.36;-0.55]
BPI rs5743509 20 coding 19 58% 0.26 [-0.15;-0.36]
BSPRY rs3088235 9 coding 71 23% 0.20 [0.3;0.12]
BTN1A1 rs4343916 6 flanking* 86 23% 0.21 [0.32;-0.37]
BTN3A3 rs3846848 6 coding 53 51% 0.16 [0.2;0.12]
C10orf33 rs2147896 10 coding 94 59% 0.25 [0.4;-0.43]
C15o0rf23 rs7169404 15 coding 47 36% 0.16 [0.21;0.13]
Cl50rf42 rs3743372 15 coding 88 11% 0.14 [0.2;0.1]
C18orf51 rs2278154 18 coding 98 23% 0.26 [0.48;-0.44]
C19orf15 rs2302182 19 5'UTR 49 33% 0.17 [0.27;0.11]
C1GALT1C1 rs17261572 X coding 21 81% 0.28 [0.21;-0.53]
CIiR rs1801046 12 coding 74 18% 0.19 [0.25;-0.31]
CIRL rs3742089 12 coding 86 9% 0.16 [0.27;0.11]
C2orf24 rs17655123 2 coding 46 20% 0.15 [-0.13;-0.2]
C2orf3 rs6722682 2 coding 68 15% 0.21 [0.27;-0.47]
C2orf63 rs14026 2 coding 86 9% 0.16 [0.14;-0.22]
C4orf33 rs337277 4 coding 70 16% 0.15 [0.2;0.11]
Cdorf42 rs2279281 4 3'UTR 102 15% 0.15 [-0.11;-0.19]
C5orf35 rs2257505 5 coding 76 46% 0.25 [-0.17;-0.43]
C5orf35 rs40497 5 coding 78 18% 0.26 [-0.17;-0.4]
TMEM217 rs1150790 6 3'UTR 70 13% 0.18 [0.16;-0.3]
C6orf145 rs226959 6 coding 94 21% 0.23 [0.32;-0.41]
TTC39B rs1407977 9 coding 75 13% 0.17 [0.23;0.1]
CAMKK2 rs3817190 12 coding 93 14% 0.16 [0.23;-0.21]
CAPG rs2229668 2 coding 47 19% 0.19 [-0.13;-0.26]
CAPSL rs1445898 5 coding 92 15% 0.17 [0.25;-0.18]
CCDC125 rs10471774 5 coding 102 15% 0.22 [0.32;-0.28]
CCDC15 rs4936966 11 3'UTR 63 35% 0.22 [0.34;0.14]
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47%
17%
17%
28%
8%
30%
17%
22%
16%
12%
46%
11%
15%
18%
10%
19%
23%
10%
23%
28%
14%
11%
86%
82%
9%
14%
16%
100%
21%
9%
8%
19%
36%
12%
10%
37%
15%
23%
29%
15%
69%
10%
12%
12%
18%
9%

0.24
0.22
0.34
0.18
0.21
0.15
0.16
0.22
0.14
0.21
0.22
0.19
0.25
0.19
0.15
0.15
0.17
0.36
0.19
0.16
0.17
0.20
0.22
0.19
0.15
0.15
0.15
0.16
0.19
0.19
0.16
0.26
0.20
0.30
0.19
0.19
0.16
0.17
0.18
0.20
0.20
0.20
0.18
0.36
0.20
0.13
0.17
0.20
0.34
0.24
0.28
0.26
0.24
0.20
0.16
0.16
0.37
0.28
0.31
0.35
0.18
0.31
0.17
0.15
0.35
0.24
0.15

[0.27;-0.41]
[0.3;-0.3]
[0.39;-0.46]
[0.21;-0.16]
[0.35;-0.21]
[-0.11;-0.2]
[0.21;0.12]
[0.12;-0.36]
[0.17;0.12]
[0.28;-0.33]
[0.41;-0.18]
[0.25;0.14]
[0.37;0.16]
[0.22;-0.34]
[-0.1;-0.21]
[0.17;-0.17]
[-0.1;-0.26]
[0.15;-0.47]
[0.28;-0.22]
[-0.12;-0.18]
[-0.14;-0.21]
[0.26;-0.23]
[0.18;-0.3]
[0.25;-0.22]
[0.17;0.12]
[-0.1;-0.21]
[0.21;0.1]
[0.19;-0.18]
[0.33;-0.3]
[-0.12;-0.34]
[0.22;0.13]
[0.51;-0.49]
[0.41;-0.24]
[0.5;-0.34]
[0.34;0.12]
[0.24;-0.32]
[-0.13;-0.21]
[0.25;0.1]
[0.25;0.1]
[0.36;-0.45]
[0.32;-0.51]
[-0.12;-0.29]
[0.28;0.12]
[0.46;-0.41]
[-0.11;-0.3]
[0.17;0.12]
[0.24;0.13]
[0.27;-0.21]
[0.49;-0.35]
[0.4;-0.35]
[-0.14;-0.39]
[-0.12;-0.38]
[0.34;-0.4]
[0.35;0.13]
[0.16;-0.22]
[0.27;0.12]
[0.51;-0.51]
[0.4;-0.46]
[0.34;-0.51]
[0.32;-0.44]
[0.21;0.12]
[0.32;-0.4]
[0.28;0.11]
[0.18;0.13]
[0.42;-0.43]
[0.35;-0.32]
[-0.12;-0.18]

a) Gene symbol according to HUGO Gene Nomenclature Committee (http://www.genenames.org/).



Symbols marked with an apostrophe (') are genes for which HGNC symbol were not available.

b) Number of samples with heterozygous genotypes for the SNP analyzed.

c) Proportion of heterozygous samples with allele-specific expression.

d) Absolute value of mean ASE across individuals with ASE, calculated as the difference in allele fraction between RNA and DNA.

e) Range of ASE across the samples, + indicates over-expression of allele 1 and - indicates over-expression of allele 2.

*) SNPs in flanking or intronic regions of annotated genes but within coding regions of reported GenBank mRNA transcripts or expressed sequence tags



Supplementary Table 3. Differences in ASE levels between CpG sites with low/high or intermediate methylation.

Gene Symbol® CpG site” N°  Median ASE N° Median ASE' pvalue? Permuted
Low/High Low/High Intermediate  Intermediate p-value
FAM24B €g17560056 49 0.09 32 0.37 49E-08 2.0E-04
DNAJC15 €g26288331 42 0.17 20 0.35 5.7E-07 2.0E-04
ZNF75A €g13161844 66 0.03 10 0.25 3.0E-06 2.0E-04
ZNF75A cg05506643 67 0.03 9 0.24 4.2E-06 2.0E-04
TSPO cg06758027 68 0.03 7 0.18 5.4E-05 8.0E-04
ZNF75A €g04907193 68 0.03 8 0.25 8.9E-05 2.0E-04
ZNF274 €g16113200 57 0.03 11 0.15 1.1E-04 2.0E-04
ZNF667 €g05412820 58 0.03 8 0.37 1.6E-04 2.0E-04
FLJ10769 €g11955762 50 0.07 30 0.20 3.0E-04 1.2E-03
CLEC10A €g21550483 39 0.05 34 0.11 3.3E-04 6.8E-03
FAT €g17448665 38 0.08 11 0.47 3.4E-04 2.0E-04
BMP4 €g26240298 65 0.08 12 0.29 3.5E-04 2.0E-04
FAM24B €g04189241 56 0.15 25 0.37 3.9E-04 6.0E-04
ZNF667 €g18243335 61 0.03 5 0.37 4.5E-04 3.0E-03
MYOM2 €g05245209 47 0.09 3 0.31 5.6E-04 4.4E-03
RASAL1 €g12961697 48 0.06 4 0.35 5.7E-04 3.6E-03
KIAA1683 €g18019887 27 0.06 91 0.09 1.0E-03 3.0E-03
AGAP1 €g18731507 55 0.08 9 0.23 1.4E-03 5.2E-03
CPT1B €g21596097 81 0.08 46 0.11 1.5E-03 1.9E-02
FZD6 €g24442586 68 0.07 7 0.27 1.6E-03 2.0E-04
PDLIM5 €g27478071 92 0.04 9 0.08 1.7E-03 1.0E-02
MYO10 €g26840270 35 0.08 10 0.27 2.0E-03 6.8E-03
ACY3 €g11096993 46 0.05 5 0.17 2.0E-03 2.8E-03
WFS1 cg06569272 87 0.08 6 0.38 2.1E-03 2.0E-04
HEBP1 €g04588079 77 0.11 3 0.37 2.3E-03 4.0E-04
MYO3A €g20746559 13 0.09 7 0.34 2.3E-03 1.1E-02
HEBP1 €g00810659 44 0.09 36 0.15 2.7E-03 1.4E-03
WFS1 €g22794485 85 0.08 8 0.18 2.8E-03 1.0E-03
PDLIM5 cg07319098 88 0.04 13 0.08 2.8E-03 2.8E-03
TSPO €g13392232 70 0.04 5 0.14 2.8E-03 2.0E-02
C50rf35 €g12654349 104 0.08 3 0.35 3.0E-03 2.0E-04
CCDC125 €g24338643 84 0.04 12 0.14 3.1E-03 4.0E-04
ZNF667 €g21290245 60 0.03 6 0.35 3.4E-03 2.2E-03
ZNF415 €g16250649 47 0.08 3 0.31 3.4E-03 9.6E-03
FAAH €g11293517 49 0.07 20 0.14 3.6E-03 1.3E-02
IRAK1 €g02258409 9 0.32 9 0.42 3.9E-03 3.1E-02
C5o0rf35 €g12311346 103 0.08 4 0.31 4.2E-03 6.0E-04
CCDC15 €g03298804 49 0.12 4 0.23 4.4E-03 2.2E-02
HEBP1 €g06058092 20 0.08 60 0.13 4.6E-03 2.4E-03
AGAP1 €g13253797 52 0.08 12 0.22 4.8E-03 1.2E-03
TSPO €g20491652 72 0.04 3 0.20 4.9E-03 1.3E-02
FZD6 €g02160804 69 0.07 6 0.21 5.4E-03 4.8E-03
PCLO €g27190496 56 0.08 3 0.32 6.2E-03  9.8E-03
RELL2 cg01208614 85 0.05 15 0.13 6.2E-03  6.8E-03
PKLR cg15708776 41 0.04 27 0.09 6.4E-03 3.4E-03
HIBCH €g25152524 43 0.08 13 0.11 6.6E-03 5.4E-03
HSPG2 €g01079163 111 0.08 4 0.27 7.1E-03  2.8E-03
MYOM2 €g25102683 36 0.08 14 0.21 7.4E-03 3.0E-03
CHST13 €g02122884 13 0.12 16 0.24 7.6E-03 2.5E-02
TCL1B €g01313424 66 0.09 14 0.23 7.7E-03 1.0E-02
TNFRSF11A €g23129163 49 0.09 3 0.25 9.2E-03  3.9E-02
MAGEF1 cg01730653 50 0.07 7 0.13 9.5E-03 1.5E-02
HIST1H2BD €g26882456 6 0.03 72 0.05 9.8E-03 3.6E-02
COL27A1 €g06687010 76 0.08 9 0.15 1.0E-02 4.0E-03
FAAH €g06388115 54 0.08 15 0.17 1.0E-02 7.0E-03
COL27A1 cg06032189 61 0.08 24 0.12 1.1E-02 8.4E-03
CDH11 €g12376435 55 0.06 25 0.15 1.2E-02 1.1E-02
ZNF462 €g27601046 77 0.08 4 0.35 1.2E-02 1.6E-02
DSC3 €g16172586 15 0.06 3 0.37 1.3E-02 7.3E-02
SLC25A43 cg05895666 33 0.39 6 0.43 1.4E-02 2.3E-02
MYO3A €g04049425 17 0.11 3 0.39 1.4E-02 6.4E-02
ITIH3 €g00121349 34 0.04 19 0.09 1.4E-02 5.2E-02
PON2 €g21661083 47 0.05 15 0.12 1.4E-02 8.8E-03
BAG3 cg02064719 34 0.06 16 0.14 15E-02 1.2E-02
FUCA2 €g03699528 45 0.06 15 0.13 1.7E-02 1.3E-02
PCLO €g04266902 44 0.07 15 0.14 1.7E-02 1.6E-02

RNF165/LOXHD1 ¢g12675333 43 0.06 19 0.14 2.0E-02 1.3E-02
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0.07
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NT5E
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CDH11
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C6orf128
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a) Gene symbol according to HUGO Gene Nomenclature Committee (http://www.genenames.org/).
b) CpG site ID assigned by lllumina.
¢) Number of individuals with ASE and low or high methylation levels (Beta-value <0.25 or >0.75).

d) Median ASE level for individuals with low or high methylation levels (Beta-value <0.25 or >0.75).

e) Number of individuals with ASE and intermediate methylation levels (Beta-value between 0.25-0.75).
f) Median ASE level for individuals with intermediate methylation levels (Beta-value between 0.25-0.75).

g) P-value for the difference in ASE level between the groups of samples with intermediate and low or high methylation levels

calculated using a one-sided Mann-Whitney test.

h) P-value computed by permuting the methylation groups and re-calculating the median ASE levels 5000 times.
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