SN and CNV Anmotation Database



What is SCAN?

 For each SNP, the SCAN database provides:

— (1) Summary information from eQTL mapping of HapMap SNPs to gene expression
(evaluated by the Affymetrix exon array) in the full set of HapMap CEU (Caucasians from
Utah, USA) and YRI (Yoruba people from Ibadan, Nigeria) samples;

— (2) LD information, including what genes have variation in strong LD (pairwise or multilocus
LD) with the variant and how well the SNP is covered by different high-throughput platforms;

— (3) Summary information available from public databases (e.g., physical and functional
annotations); and

— (4) Summary information from other GWAS.
 For each gene, SCAN provides annotations on:
— (1) eQTLs for the gene (both local and distant SNPs); and

— (2|) 'fl'he coverage of all variants in the HapMap at that gene on each high-throughput
platform.

 For each genomic region, SCAN provides annotations on:

— (1) Physical and functional annotations of all SNPs, genes, and known CNVs within the
region; and
— (2) All genes regulated by the eQTLs within the region.
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Profiling of mMRNA Expression

Affymetrix Human Exon Array 1.0ST

87 CEU samples in trios
(~18,000 Genes) <

89 YRI samples in trios

MRNA expression

(~10,000 expressed gene-level transcripts)

AFFYMETRIX

Published, GSE9703



SCAN Enter list of genes (White\
SNP and CNV Annetation Database Space or comma
e, | \Gor | ‘s | Rigan | it | separated) or upload a file
Region LD Annotations
with list of genes. Use
T official gene symbol
(assigned by HUGO)./

IIJ_I_‘ choose a file with a list of genes:
l,_ Browse.. ]

include gene start, end, and chromosome

include SNPs inside gene and up to kb from the gene
include SMNPs that predict expression with p-value less than [0.0001
and frequency greater than

for population
[ |
[ restrict to eQTLs on the same chromosome

HThAL table ¥ | output




SNP and CNV Annetation Database

AT A T T

Enter a gene or a set of genes:
CLPH10|

Select options indicating
what to include in the
results set.

or choose a file with a list of genes:
[ |’_ Browse,

include gene start, end, a nsome

include SNPs insid, € and up to kb from the gene
include SMNPs that predict expression with p-value less than [0.0001
and frequency greater than

for population
[ |
[ restrict to eQTLs on the same chromosome

HThAL table ¥ | output




SNP and CNV Annetation Database

AT A T T

Enter a gene or a set of genes:
CLPH10|

Specify p-value threshold.

e a file with a list of genes:

Browsze.. ]

include gene start, end, and chromosome

include SNPs inside gene and up to kb from the gel
include SMNPs that predict expression with p-value less than [0.0001
and frequency greater than

for population
Ll v

[ restrict to eQTLs on the same chromosome

HThAL table ¥ | output




SNP and CNV Annotat

Queries

Click on the
gene for more
info.

Qene_name art end
241174817 241205794 2

CAPN1O

Do

ownload the result. Here
is a list of SNPs that

predict the expression of
the gene in LCLs and

\.__ associated p-value.

chromosome SHPs

rs56244291
rs55650580
rs11556469
rs60704894
rs7596933

rsd676420

rs11692507
rs12619657
rs55999124

rsiD680Z20

535428509

rs10684680

rs35883707

rs55893551

Fs55976923

rs56351903
rs12620571
rs6lZ10947

rs3792263
rs12620622

rs12475968
556267113

rs41266967

rs34871679
rsd41266969

rs2975756
rs2975757
r52975758
rs2975759

o

gxpression_SMNPs

rs716181 CEU Ze-05
k5716183 CEU 3e-05
rs7069690 CEU 4e-05
rs10886046 CEU 0,0001
rs11197911 CEU 7e-05
rs11591353 CEU 2e-05
rs11819305 CEU 78-05
rs12763760 CEU 7e-05
rs17095748 CEU Se-05
rs1983265 CEU 0.0001
rs4945441 CEU §a-05
rs7112239 CEU 0,0001
rs1006496 CEU 9e-05
rs2682783 CEU Se-05
rs2730750 CEU 0.0001
rs4238055 CEU 0,0001
rs7969675 CEU 4e-05
rs11061820 CEU 3e-05
rs524566 CEU 0,0001
rs11627062 CEU 0,0001
rs7165671 CEU 8e-05
rs29869 CEU 98-05
rs12185206 CEU 0.0001
512917862 CEU 58-05
r512923102 CEU 4e-05
rs1558080 CEU 0,0001
rs12606900 CEU Se-05
rs352815 CEU 0,0001
rs352818 CEU 0,0001



General Information

Coding Region/Exon/Intran, RMA product, protein product; MApesess,d i

Gene Annatation:

Queried gene (in red) and neighboring genes {in grey),
including orientation {using NCBI's API):

Platfarm Coverage

Summary Information

|P|atf0rm |P0pu|ati0n |Avg. Multi-locus LD
|ffrLo0K [CEU .37
|affy1o0k [vrI paz1
|affys  [cEU .74
|afiye  [vRI [n.as2
fim |cEu |n.694
[ [vrr |n.545
[i6sok  [cEu |n.663
fiissoK  [vrI 477

Search Gene:

Image of gene \
showing
alternative
splicing, coding
regions, and gene

products /
Gene Type: protein-coding
Description: calpain 10 \
Status: 0
Chromosame: 2

Map of gene
ey relative to

Strand: +

Map Location; 2937.3 neighboring

Locus Tag: -

Other Designations: OTTHUMPOO000164509 |calcium-activated neutr, g e n eS . Q u e ri e d

Momenclature: calpain 10

Chr Accession Wer: MC 000002.10 gene in red o /

NC_000002,11

[ 241526145

[ 2418557122
5 g

3

HH_0230 58, 2 —+—++—Hr—H
NH_ 12515 ——
HH_ 250591 —t

B - coding region B - untronzlated region

GenelD: 11132

[ 241493471

255193 11152 e— 2359 53437
57140



Average Multilocus LD

Measures of (high throughput)
platform coverage using

rs2953166 red234123 re7 556718 red67 6348 rs2993161 reg975770 rel 0933620 rs2953147 rel 0933621 I I IU|tI|OCUS LD

HapMap SNPs (up to 2KB of CAPN10)

Md Distribution of CAPN10 on Select Platforms

|Platform |Popu|ation |nverage Multi-lacus LD |Q1 Multi-lacus LD |Median Multi-lacus LD |Q3 Multi-lacus LD |No. of HapMap SMPs (MAF = .05) |No. of HapMap SMPs (MAF <= .05)

|affrs  [cEu |n.574 [0.7a7 |0.995 1 S E
|affre YR |45z [0.264 0434 [0.526 [t [tz
iam  [ceu |n.g34 [0.729 It 1 |26 |2
R |n.545 [0.279 |0.478 [0.7a7 |16 12

Comparison of Platforms for CAPN10 (CEU = Red, YRI = Blue)

g o
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0.4
|

0.0
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Hone Tome | SNe | Redon

Enter list of SNPs to
guery or upload a file
containing list of SNPs.

\SCAN

SNP and C

Enter SNPS (s numbers):
rs7069690

rsl10856046
rs11197911
rs11591353

Select options
indicating what
annotations to include

or choose a file with a list of SNPs: In result set.
| |[ﬁe\l>

S s /

include host gene and SNP function
include left- and right- lanking genes

¥ include genes that SNP predicts expression for with p-value less than
0.0001

HThL table * | putput format




rsnuam

rs7069690

rsl0G86046

chromosome

1o

1o

pasition

272958646

118905850

alleles gene

CAT

NA

function

M&

expression_gene_{population_ai

PLOD3I CEU 0.0001

&

he list of genes for

which the given SNP is

an eQTL and the p-
value of the SNP-

\_Expression association

G

M&

left_gene right_gene
LOC100131912 ANKRDZ 6
¥AXi KCNEKL1S

EMO1 CEL 9e-05
UBEZ2DZ CElU Se-05
JAGMN1 CEU Se-05
SARS CEU 0.,0001
PH-4 ZEU 9e-05
TP53RE CEL 0.0001
YWHAG CEU ze-05
CES CEU 0.0001
HIST3IH2#A CEU 0.0001
PRMTZ CEU 4&-05
¥IF1A CEU S5e-05
Cllorfz CEU 3e-05
Cililorf3 CEU 3e-05
FREUL1 CEL 00001
BCEP CEU 0.,0001
MEMZ CEU 3e-05
C9orf51 CEU 3e-05
MGC12966 CEL 32-05
¥LDLR CEU Se-05
B4GALTZ CEU 0,0001
FTS31 CEU 0.0001
C8orf58 CEU 2e-05
MIMIL CEL 0.0001
MORN1A CEU Se-05
IFRDZ CEU 3e-05
MATE CEU 3e-05
CAPMID CEL 48-05
GPR35 CEU 4e-05
EEFZ CEU 0,0001
SMORD3IY CEU 0.0001
ASES CEU 0.0001
ATP6YOB CEU 6e-05
TMED4 CEU 1e-05
PEMT CEU 0.0001
CD151 CEU Ze-06
ABCF3 CEU Se-05
TRIM27F CEU 9e-05
NTSDC2 CEU 6e-05

CDE3 CEU 4e-05
CAPMID CEL 0.0001
GPR35 CEU 0.0001
2MFF0 CEU 3e-05
IMMT CEU 8e-05



\SCAN

4 SNP and CNV Annotation Database
Homs TGune | S| Rogen | Lo mtions

@ter list of regions or uplo®

a file with list of regions. A
region may be specified as

A region can be specified as a chromosome:start:end

or by a pair of SNPs from the same chromosome as snpid1:snpid,
Enter a region o a set of regions:

2:100:2000 5:400000:500000

chromosome:start:end or as
rsNuml1:rsNumz2 for a pair of
SNPs on the same

or choose a file with a list af_re_g_ions:

| [Brouse. ]

include SNPs

include genes

O include left- and right- flanking genes

O include genes regulated by SNPs in region, with p-value less than
0.0001

HTrL table * | output format

N chromosome.
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