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Core Features

SNP & Variation Suite (SVS) Filgeng

Powerful Data Management

Rich Visualizations (GenomeBrowse)
Robust Static

Flexible
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Genotype Analysis
Agrigenomics Analysis
DNA/RNA Sequence Analysis
CNV Analysis
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B Microarray Data
- Affymetrix (e.g. CHP)
- Illumina (e.g. Final Report, Matrix Text)
- Agilent
- NimbleGen

B NGS Data
- VCF

B Phenotype Data
- Text
- Third Party (e.g. Excel)

B Others
- PED/TPED/BED
- Family Pedigree

SVS - SNP_GWAS_Tutorial

File Tools
S
|

Mavigator Wir
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* 3 |
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4
@
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Import | Download Rescurces  Window

Text

Help

= ?

Third Party

Froject Mavigator W

PED/TPEDYBED

Golden Helix DSF
Golden Helix Legacy GHD

Bheet 1

Public Data

Affymetrix 4
NMumina L
Agilent Files

MNimbleGen Data Summary Files

Eamily Pedigree 4

lllumina Einal Report

Import Single lllumina Final Report
Import lumina Matrix Text File N

Import lllumina iControlDB Data

Import VCFs and Variant Files
Import Complete Genomics Var Files

Import Impute? GWAS Files
HapMap

MACH Cutput

Import LDSCORE Files

RMA-5Seq Tabularized Quantification

itive Model) - Sheet 1
aponents (Additive Model) - Sheet 1 against EV

Phenotype - Sheet 1
ir X) - Histogram

Phenotype - Sheet 2
Phenotype - Sheet 3

fmpart Unsarted VOF Files

T mows . A grvaTres

columns Inferred Gender and Gender
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v SNPF=ADTF+ANI7ALI B ZLDBAL. SNPERIREIZNZENOYIXEID
FTEARI7A I ZERR L. SVSICA > i— U TER
A B C D E F
Sample SMP_A-1008444 SNP A-4303947 SNP A-1886933 SNP A-2236353 SNP_A-2205441 — - _
GEM233256 T AA GG TT CC m SNPy Hld AB (XZv—] I/JI’ES'H_
GEMZAA25E CT AA GG TT C o ) FEROEOZFIFHTREET]EE
GSM233260 CC 2 7 AA TT CC
GSMZ33267 CT A G A G TT CC — .
- _ _ - - ;:FI_] 77 N I H
GSMZ33266 TT A A G.G TT CC g ‘EBEN)&.UJ‘_J
GSM233268 CT 4G 4G TT o
GSM233270 TT AA G.G T v FREBF—HOFEANTI7AIN
GSM233272 TT AR G.G TT .
GSM233274 TT
GSM233276 TT A B c D E F G
GSM233278 TT 1 Sample Phenotype 1 Phenotype 2 Phenotype 3 =BF B Gender
CEM233280 7 2 |GSMZaI256 1 3 96 1 128 299 M
GEME33252 7 3 |GSM2aaZs5a 0 1218 0 137 328 M
GEME33284 T 4 |GEMZ33260 1 11 45 0 138 M6 F
GSM233256 T 5 |GShMZaIzaz 0 1101 1 117 274 M
GEME33288 T 6 |GShMZaIzas 0 325 0 140 297 M
GSMPI3290 oo 7 |GEmMzaazas 1 65 0 113 277 M
GEME33252 T 8 |GShM233268 1 877 1 121 277 F
3 |GSMZ33270 1 11 65 0 125 292 M
10 |GSM233272 0 1367 1 120 29 M
11 |GSM233274 0 1061 0 149 341 M
12 |GSM233276 0 1082 1 ag 20 M
13 |GSM2a3278 1 5 62 0 131 312 M
14 |GEM233280 1 502 1 124 262 M
15 |GSM233282 0 794 0 142 313 M
16 |GSM233284 0 11 73 1 111 298 M
17 |GSM233286 0 12 81 1 114 261 F
18 |GSM233288 0 3 46 1 107 235 M
19 |GSM233290 1 255 0 146 374 M
20 |GSM233207 1 1328 0 122 276 M
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[ pownload Marker Maps O *

Available Marker Maps

File Mame Size  Download Size Date &
HumanExome-12v1.1_A.dsm 28M  5.8M 0a/11,/2023
HumanExome-12vi_A.dsm 1M 3.0M 08/11/2023
HumanExome-12v1_A_GeneMame.dsm 2ah 5.9M 0a/11,/2023
HumanOmnil-CGuad_v1-0_B.dsm siM ATM 08/11/2023
HumanCmnil-Quad_v1-0_H.dsm s2M  1eM 0a/11,/2023
HumanOmni2,5-4v1_D.dsm 112M 26M 08/11,/2023
HumanOmniz.5-8v1.1_B_GRCh_37.dsm 108M 35M 08/11/2023
HumanOmni2.5-8v1_C_GRCh_37.dsm 1610 48M 08/11,/2023
HumanOmni2_5-4v1_B.dsm 120M 38M 08/11,/2023
HumanCmni2_5-4v1_H.dsm 12890 37TM 08/11,/2023
HumanOmnis-4v1_B.dsm 2290 66M 08/11,/2023
HumanCmnis-4v1_C.dsm 1990 63M 08/11,/2023
HumanOmnisExome-4v1-1_4.dsm 215M 68M 08/11,/2023
HumanOmniExpress-12v1_A.dsm 33M 1M 08/11/2023
HumanOmniExpress-12vi_Cdsm 36h 10M 08/11/2023
HumanOmniExpress-12v1_H.dsm B0 11IM 08/11/2023
HumanOmniExpress-24v1-0_A.dsm 33M 10M 08/11,/2023 W

Close Help

CSVHR DManifest I/ IL&A>0—R

B SNPF—AHNA707L1 LDESNILEDDZER. BIERITO—-JTTED
RN—N—-YIT-INE

B BIRGBO—EOYA(IO7 LA TlE. SVSOYI>O—RIR—Sv—FDY—
H—yIF—49%47>0— RoJfE

B SVSYY O—RIYR—Sv—hB4A0>0—-RTERVED(E. X107 A
A—h—BMHOY—h—vIManifestI7( )L 2L %= F) FAE] EE

Infinium Asian Screening Array

v1.0 Product Files

Support Center
Infinium Asian Screening Array v1.0 Product Files

Manifest, cluster, and LIMS product descriptor files for the Infinium Asian Screening Array v1.0.

Files

NAME TYPE & SIZE DATE

ZIP(70 MB) May 7, 2018

Infinium Asian Screening Array v1.0 Manifest File (CSV Format -
GRCh37)

Filgen

=



1K—MEDET—5

Ungort
Map Sample
Chromosame
Pozition
dbSHP RS ID
Aszociated Gene
Civtoband
Reference flleles A/B
Top Alleles
Bottom Alleles
Strand
Strand Wersus dbSNP
G5M233256
G5M233255
G5M233260
G5M233262
G5M233264
G5M233266
G5M233265
G5M233270
G5M233272
G5M233274
G5M233276
G5M233275
G5M233280
G5M233282
G5M233284

W o~ W B W R =

o | o |
W B WM = O

G 1

SMNP A-1909444

1

752566
rs3094315

7

p36.33
o
[G/A]
o

v AYIR—PMENESNP+Y—h—IVIT—4

G 2
SNP A-4303847
1
779322
rsA040617
?
p36.33
[A/GI]
[A/GI]
[/l
+
same
A_A
AA
77
AG
AA
AA
AG
AA
AA
AA
AA
AA
AA
AA
AG

G 3

SNP A-1886933

1
785989

rs2950300

v
p36.33
[A/GI
ma
[A/GI

FEVEISE

GG
GG
A_A
AG
GG
GG
AG
GG
GG
GG
GG
GG
AG
GG

AG

G 4

SNP A-2236359

1
792480

rs2905036

7
p36.33
o
o
[G/A]
+

FEVEISE

1T
1T
1T
1T
1T
1T
1T
1T
1T
1T
1T
1T
1T
1T
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G 5 G & G 7
SNP A-2205441 SNP A-2116190 SNP A-4291020 . R
: 1 1 B SNPEFRIRBIDT AT/ )\ 2% A Vih— I 3L,
799463 1003629 1097335 % n%n:/_ |\b\,f/|5 523 n 5
rsd245756 rsd4075116 rs8442385
2 2 2
B SNPF—AD3—MIlE, Y—H—-vTF—F%NZ
e e scenltE
[G/A] [A/GI] [C/AL
+ - +
same same same
CC AA G_G
cc AA G_G
cc AA G_G
CC AG G_T
C.C AA . g o=
cC GG v AIR—PMENERRBT -5
- A e
Unzart B 1 R 2 B 3 | 4 R 5 C 3
Sample Phenctvpe 1 Phenotvpe 2 Phenotvpe 3 SEP BMI Gender
1 | GSM233256 I B.96 1 128 29.9 M
2 | GSM233258 o 12,18 o 137 2.8 M
3 | GSM233260 1 11.45 o 138 2.6 F
4 | GSM233262 o 11,01 1 17 274 M
5 | GSM233264 o 9.25 o 140 29.7 M
6 | GSM233266 1 6.85 o 13 27.7 M
7 | GSM233268 1 877 1 121 27.7 F
& | GSM233270 1 11.65 o 125 29.2 M
9 | GSMe33er2 o 13.67 1 120 29 M
10 | GSM233274 o 10,61 o 149 34,1 M
11 | GSM233276 o 10.82 1 B8 20 M
12 | GSM233278 1 9.62 o 131 .2 M
13 | G5M233280 1 9.02 1 124 26.2 M
14 | GSM233282 0 7.94 o 142 1.3 M
15 | G5M233284 o 1.73 1 111 22.8 M

=
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Review
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v Sample QC

Genotype Statistics by Sample
- Call Rate
- HRIA—EDOF VI

LD Pruning
- EFHAEESNPOX]DIA

Principle Component Analysis
- EFDEGHNESDHEE

Identity by Descent
- BNz FZROHETE

biosciences & nanosciences

v Marker QC

B Genotype Filtering by Marker
- Call Rate

- N\=FT 4= DLV i
- N1F=T7UIBEE
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Genotype Statistics by Sample Filgen

biosciences & nanosciences )

Genotype Statistics by Sample O bt

(Mo wariable iz =&t as dependent)

Genotype Count Statiztics
MOTE: Gall rate and heterozveosity are alwaws output.

[] Mumber and fraction of genotypes with a minor allele (as determined from sample data)

Wariant Statistics (lF{eference Field in Map: “Reference Alleles A/B") [ ] Sample QCT“(;\ ﬂ')j}l/:‘t(:SNP Ca” Rate“b/\?—D}%é{Z&@%“é\ }\—5:,{— . 'j/(\//\‘
[] Mumber of wariant genotypes {non reference) }L7‘$1ﬁi®§¥4ﬁ1lﬁma\%it&)t>— |\b\\||:|jjj éné

[] Humber of sineletons (variant eenctype present only in eiven sample)

(] Mean Ti Tv of variant gerotypes
S B XREBAONTOEESEROEIGHNS. U TILOMRIHEENE]EE
(] Hardy-Weinbere Thi P-Value (taken over all sutosomal chromosomes and all samples)
B S ESOT—SFIRIETEL . RTINS RITSTEHEIAE
Gender inference: (CaII Rate = 0.95 78:8:)

Select chromozome to uze for gender inference: | X ~

Threshold of heterozveosity for calling MAF {002

Additional Outputs (Verbose Output)

Output count and wariant statistics for each autosomal chromozome

Help Festore Optione > Save Optiong ™ Cancel
Unzort R 9 I 10 R 11 | 12
MSP_STY Call Rate (Autosomes) # Hets from All Columns (Autosomes) Het Rate from All Columns (Autoscmes) # (Called from Bi-Allelic/Monomerphic (Autosomes)

1 GSM 233256 GSM233257 0.973327325974319 132626 0.279056360017338 475266
2 G5M233258 GSM233259 0.964265428571341 121715 0.2584758625581346 470890
3 GSM 233260 GSM233261 0.939566650965615 113603 0.247619234440552 458781
4 GSM233262 GSM233263 0.980585403837883 127981 0.267288622674452 478812
5 GSM233264 GSM233265 0.8972171880763481 125696 0.264517350954355 475190
6 GSM2332e6 GSM233267 0.97876466853714 127305 0.266372475785747 477921
7 G5M233268 GSM233269 0.931827397653034 109923 0.24158794906396 455002
8 GSM 233270 GSM233271 0.958782690614184 119666 0.255607009500458 468164
9 GSM233272 GSM233273 0.924180302688576 109541 0.2427404557582372 451268
10 GSM233274 GSM233275 0.918300800033247 106102 0.236625133531222 448397 1 O
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R 18 C 19 B 20 R 21 B 22 | 23 R 24 C 25
NEP ST Het Rate from All Columns (Chr. X) Inferred Gender Phenotype 1 Phenotvpe 2 Phenotvpe 3 SBP BMI Gender
43 GSM 233362 GEM233363 0.00694100148735746 W ] 8.29 1 134 29.6 M
+ GSM233366 GSM233367 0.265898751320046 F 1 10.85 1 7 7 F
45 G5SM233368 GSM233369 0.00942655145320002 M 1 13.13 1 125 32.9 M
46 GSM233370 GSM233371 0.0083015919523391 [} a 717 1 134 29.6 I
47 IGSM 233372 (35M233373 0.00888932304386051 M ] 11.49 ] 136 30.9 FI
48 GSM 233374 GSM233375 0.00918686473807662 ¥ M 1 7.87 1 105 23.5 M
49 GSM 233378 GSM233379 0.00668436056227 268 vl ] 11.36 1 133 30.7 M
50 GSM233382 GSM233383 0.00490966221523959 vl L] 10,03 1 130 30.3 M
51 GSM 233384 GSM233385 0.008756038647343 ] ] 6.69 ] 140 31.3 M
52 G5SM233386 GSM233387 0.223991297468354 F 1 a.07 a 129 31.4 F
O HetRate from All Columns (Chr. X), Gender =='F' B HetRate from All Columns (Chr. X), Gender =='M'
T N S R SO
s KIRT — DM -
HEEU?EE%;%’TT?%&: Sample QC> F(C}EE }EE&“E"'&EEUD‘—E& 150 __ ...............................................................................................................................................................................................

SN IILCEOHERINESAEN., RIRET
55— N R — TS, RS ORERETS
CENEIHE

XREBADNATOIBEROEIEZEANISAILT
OvhU. RIRELFT -5 — bOMERIT—ATEAFT
ZITOCET, '|':L|EE|J71_ BT R ER(CHERR
gBENAJEE

LEWS>IIL

0.05 0.1 0.15 0.2 0.25 0.3
Het Rate from All Columns (Chr. X)

11
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LD Pruning#li®SNP ‘

. . LD - Default Pruning Options ’ ) CEU .—.5-:'-::'.4'[:4.:!;[: r‘-u-‘»;:l'l‘,
LD Pruning#®MSNP ‘ i , | g -

RefSeq Genes 105v2, NCBI User Annotato. e

L L 1 I I O Bt

J4IVF—SNIZSNP

l petive: 454 21225
B ESHAFEE (Linkage Disequilibrium) OBMRIC&HZSNPORNS, T e I [T —
1D EFEKLUFEDDSNPEINTIMINA—FBIEICEO T ARFRIIBSNP S A A
DIHFDIADLTFE T AG
T A G
B PCAYIBDEtEICHLBSNPT —FDRMIELL TEAT & A
i AG 12




Principal Component Analysis (PCA)

Filgeng

YOINE | ERDL | EED2 | EERD3
8>l | -0.0091 | 0.015 | -0.023
H9>7)L2 | -0.013 | 0.016 | 0.086
$>F)L3 | -0.017 | 0.014 | -0.031
>4 | -0.0073 | -0.079 | -0.054
$>7)L5 | 0.0078 | 0.0059 | 0.069
GWASOD7—5#1EICFIA

Y I IWREIOBZROERS (Principal Component) %#5t&39 3¢
(C&D T YO TIDBGHNESRZANBEERC. BE(TSUTGWAS
sTEROT—~H1EICFIA

SVST(&, EHXPBOT—F>—MEAICHIR, 2)R7T./ 3RTTDT 5T
HYE]EE

= 15.5366

EV

biosciences & nanosciences

J)5I%R
g.. E
(L)
P
(]
®
®
®
FErkI1
W EV = 155366, Population =='CEJ' W EV = 15,5366, Population == PT'
EV = 15.5366, Population == 'Study’ m EV = 15.5366, Population == "YRI
0.02 |- f 2
7 e’
0
0.02
0.2
0.04
0.06
L4
0.08
—— —— ——
-0.02 0 0.02
EV
“0.00 S5
£y 0.04

= 35 .0.06 ~
35,835, ° 0.08 -0.08

010 o010
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Identity by Descent (IBD)

BrINL | BUAN2 | B2TN3 | Y24
5271 1 0.01 0 0.06
BoIN2 0.01 1 0.04 0
B2 I3 0 0.04 1 0.03
B4 0.06 0 0.03 1
PL.

Filgeng
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SNPF—4%6L(C, INTOY TV ETOREREEME(LT—5T. Y27

)V O IMAFEEMZROIEE(CAALS

GWAST(E. MIFBEHRORVIEYZUIEY > TV R {ESEDRIRDIZ8.
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Genotype Filtering by Marker

Filgen

Genotype Filtering by Marker

(Mo variable iz zet az dependent)

(®) Clazzify alleles by allele frequency () Glassify alleles by reference./alternate

{Reference figld in map: " Reference Allzles A/B")

Filter Genotype Columns

General Statistics Filtering

Drop if call rate [ |IJ.EI |
] Drop if number of alleles o2

Drop if Minor &llele Frequency (MAF) < |IJ.E|1 |
[ Dvop if carrier count < w10

Hardy ‘Weinbere Equilibrium (HWE) Filtering

Perform HWE filtering based on: All

[ Drop if Hardy Weinbere Equilibrium (HWE) P-\falue < v M
Drop if Fizher's exact test for HWE P-Value

[] Drop if siened HWE R {positive if more homozveous) |»> | 02

Aotions

Ihactivate genotype columns that meet above criteria for filtering

utput zpreadsheet with marker statistics and 'Drop? columns
] Output spreadsheet with marker statist d 'Drop? cal

Additional Cutput
[ Cutput —log 10(4alue)

Help Regtore Options > | | Save Cptions «

<~ |Donot

Cancel

J4VI—2NIZSNPT =52 —h

biosciences & nanosciences

-

S

B Marker QCTIL. SNPCEMDCall Rate®wNAF—FLIBBRE ., \—=F 14— D4 >N)VJ EED

Unsort G 59 G 60 &1 62 G 63 G 65
Map sub SNP A-4248380 SNP A-2135694 SNP A-2233800 SNP A-2232054
1 | GSM233256 GSM233257 T GG cC e
2 GSM233258 GSM233258 1T 77 CC cC
3 GSM233262 GSM233263 cC G_G cC CG
4 | GSM233264 GSM233265 T 77 cC ccC
5 G5SM233266 GSM 233267 T 77 CC CC
6 | GSM233270 GSM233271 ccC GG cC e
7 GSM233278 GSM233277 T GG CC cC
&  GSM233278 GSM233279 T G_G cC cC
9 | GSM233280 GSM233281 T AG cC ccC
10  GSM233284 GSM233285 T GG CcC ccC
w
SNPZEMDQCS—b
Unsort 1 R 2 £ 4 B 5 6
Map Warker Call Rate Call Rate < 0.9 MAF MAF < 0.01 Fisher's HWE P (Controls)
1 SNP A-1909444 0: 1 0 0.172413793103448 0 0L637770213047421
2 SMP A-4303047 0 0.97B44B275862069 0 0. 1123348017621 0 (L746665776740478
3 SMNP A-1886933 0 0,57B44B275862060 0 0.177312775330306 0 0. 167512260445758
4 SNP A-2116190 0 0,997B44827586207 0 0.251619870410367 0 0L494572258078673
5 SMP A-4291020 0 0,060B275B6206807 0 (.0BBEEEEEEEEEEEE0 0 1
6 SNP A-1902458 0 0.995689655172414 0 0.114718614718615 0 0.769526106706426
7 SMNP A-2109914 0 1 0 (L09B0603448275862 0 0.70145721300437
8 SMP A-2291997 0 0,574137931034483 0 0.0557345132743363 0 (,506750476509105
9 SNP A-4277872 0 0.991379310344828 0 a1 0 0.0161970528095534
10 SMNP A-4221087 0 0.9B0603448275862 0 0.010969010969011 0 (1,999999999999607

FUMEREDRMEZERTEL. SNPT—4>—MSSNPOI/IAUSJ ZBHERITI D

B Sample QCEEHRIC, SNPCEDQCT —Az TS —MoilEH HEN3

15
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<

Import m RFBFT—4H m TS m SNP7—%

- REBOBEPEN - MBI, T/ - QC&)\AUTT -4
ReaRe DT —HRE DHEAEF

Create Imputation Reference Panel

Genotype Imputation with BEAGLE

v

X €K

"W PBAT Family-Based QA
" PBAT Genotype Analysis B Genotype Regression Analysis
3% Genotype Association Tests - SN P?\_Qb\‘:\)@ ')%ﬁ*ﬁ%?%’?i’g_éty)@‘y—) I/
L#  Genotypic Regression Analysis - MM ZEBIREREDIERDFELEN., =M
T Hoploype Asociaion Tess RAT—5 (BHOVE) PHERICLZ/ (7
~/ Haplotype Block Detection Z%m'IED\‘EJﬁE
ko Haplotype Trend Regression

ReV|eW ase  Runs of Homozygosity for GWAS

<

16
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m |
| I
| (]
= S b 7+ - S
— N Y —
BF—93—MNe—2RE
Unzort 1 R 2 C 3 4 5 & G = G 8 G 9 G 10 G 1
Idap ub Phenotype 2 Bl Gender EV = 35.8391 EV = 15.5366 EV = 2.04098 SMNP A-1909444 SMP A-4303947 SMP A-1886933 SMP A-2116190 SMNP A-4291020
1 (5M233258 GSM233257 6.965 209 %] -0,00913848082717825 0.01524837568185808 0.00079288192220567 TT AA GG A_A GG
2 GSM233258 GSM233259 12.18 32.8 M -0,0132832140660563 0.0160274568117261 -0,00267927413469164 cT AN GG A_A GG
3 G5M233262 GSM233263 11.01 27.4 4l -0.0171541561898054 0.0144654467729679 -0.00151115502573382 CT AG AG AG GT
4 GSM233264 GSM233265 9.25 29.7 it -0.017547 7947358796 0.0179457088844222 -0.000371874804655187 T A A GG AA GG
5 GSM233266 GSM233267 £.85 277 MW -0.0176869143656866 0.0192042175196264 -0,5021270587903e-06 TT AA GG GG GG
& GSM233270 GSM2332T1 11.65 29,2 %] -0.0174722583523377 0.0185435996780324 -0.000204887 286060429 TT A A GG A_A GT
r GSM233276 GSM 233277 10,82 20 M 007747 21818751 0.0193516580266023 0.000290985401467564 TT AA GG AA G_T
& GSM233278 GSM233279 9.62 31.2 [\t -0.0167289709585903 0.0188172288854126 0.00029807 2606222266 TT AA GG AA GG
] GSM233280 G5M233281 9.02 26.2 it -0,00731550512550411 -0.0790740316310559 0.00125077230443915 T A A AG AA G_T
10 GSM233284 GSM233285 11.73 22.8 MW -0.0176815540204872 Q.0187010220735615 0.0001580825142877242 CT AG AG AG GG
1 GS5M233286 GSM233287 12.81 261 F -0.017094187251538 0.0187133319025732 -0.000186116671362646 TT A A GG A_A GG
12 GSM233288 GSM 233289 9.46 23.5 M -0.016657779126341 0.019500794 3419922 0.0015462503951008 cT AG AG AG GG
IJ —t 9 —t 9
ZOMMDOFRIREL T SNPF—
HZ=(ER)
(HZ=E(C
v
C XRIgAF ER T —4
GWASI{EHT 3XRIFE T -4 + T
WET% (HEZZ(FEA)
(EEEZN) HE=(C
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Genotypic Regression Analysis O X
Cuantitative dependent variable: Phenatvpe 2 (464 active samples) Linear Regression
Feerezsion Parameters Output Parameters Gienotypic Parameters

Selection Parameters Full Madel Covariates

(® Feeress on each of the 384255 genotypic columns

The current genctypic column) #dd Covariate

Correct for covariate(s) i
fidd Interaction

[] Add additional full model covariatels)
Femove Selected
(") Feeress on a moving window with parameters:
Fixed mindow over 384250 genotypic columne Clear List

#of columns in window: |1
Dvnamic window over 384255 mapped eenotypic columns

Size: | 10000 baze pairs with max markers: |20

Correct for covariate(s)

#fidd additional full model covariatel(s) Feduced Modsl Covariates

() Perform single regression with selected covariates Gender Aidd Covariate
. GenderF
Correct for covariatels) EV = 35.8391 add Interaction
() Feeress on covariate—column interactions {on 384255 eenotypic cols) E:i 125045;:: Remaove Selected

Ciorrect for additional covariate(s) :
Clear List

\\ HIECARVWSHZE S

[] Stepwize Resrezsion P-value cutoff: 001
Backward elimination Farward zelection
(Z—bPALDER)

Cutput rezidual spreadshest

Run Cancel

Help Festore Options> | |Save Optionz ™

M Genotype Regression AnalysisWY—ILZ{EL. > — MO IECAVSEZENS A 7ZI1EIR

B S FCERUCRIRBEN N (FUT—4 (U—R/2>b0-IRE) DBEEROZSAT vI0lE. EET D
BAEREZEROFENBE B TEITIND "
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Genotypic Regression Analysis

Quantitative dependent variable: Phenotype 2 (464 active samples)
RFeereszion Parameters Qutput Parameters

Additional Outputs

Genotypic Parameters

Multiple Testing Correction

Output data for P-PA0-0 plots
Output - log 10(F)

Bonferroni adjustment (on N covariates)
Falze Discovery Rate (FDR)
[ Sirgle value permutations

[ Full szan permutations

Mumber of permutations:

Detailed Output
[ Cutput detailed reslts it | P-alue Full Model

Q-QJOvhAET—4
OHSIEETE

Help Restore Options ™ | | Save Options ™

— [ |

[} X

Linear Reeression

w |4 we | |00B

BBIEUT, WHT IR, AT

Genotypic Regression Analysis

Quantitative dependent variable: Phenotype 2 (464 active samples)

Regrezsion Parameters Qutput Parameters

Recode Genotype Column Data To Mumeric Walues by Allele Clagsification

Genotypic Parameters

(®) Clazzify Alleles by major allele (d) ve. minor allele (D) az found in the data

(O Classify Alleles by reference allele () vs. alternate allele {A) from the marker map

{Reference field in map: “Reference Alleles A/B")

MNOTE: For multiallelic columnz, all alternate alleles will be recoded the same may.

Genetic_Model To Use

® fdditive model: DD=2, Dd=1, dd=0
(O Dominant model: DO=1, Dd=1, dd=0
(O Recessive modek DD=1, Dd=0, dd=0

Mizzing (Morn—Covariate) Genotype Values
() Impute mizsing genatype values as homozveous major allele
() Impute missing gsnotype valuss numerically as average value

(® Drop samples containing missing genotype values

Help Restore Options ™ | | Sawve Options ™

«— KRIRBEDELRETINODKE

Marker Statiztics Outputs
[ Gall rate (fraction not miszing)
[ allele frequencies
Genotype counts
[ allele counts

Linear Reeression

O

Cancel

*

—_—y—

EXE)

BEOAT> 3>

-

K
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=

|Insort

tap

L= I = - B = R B Y

— ek ek b e b
[0, B N Y R R =]

Predictar
SHP A-1908444
SNP A-4303947
SNP A-1886933
SNP A-2116190
SMP A-4291020
SNP A-1902458
SNP A-2109914
SNP A-2291397
SNP A-4277872
SNP A-4221087
SNP A-1866065
SNP A-2288244
SNP A-1884606
SNP A-1783407
SNP A-2082515

1

FvR Model P-Value

0.B46928278871993

0.696968128321045
0.321287856958079
0.357700657404535

(0.50257133440925
0.527734778527308
0.690381124220186
0.688603463568493
0.767088480402878
(.563608637088136
(0.936095131040665
0.580502678209219
0.159505324081015
0.276797305655153
(0.955273470875209

2

-log10 FvR Model P

0.0721533658309954
0.156787081314872
0.493105688254137
D.446480261676863

0.298456765T6442
Q.277567625706434
0.160911091219672
0.162030797192046
0.115154535913515
0.2485953015216742
(0.0266800136693430
0.23619577225822
0.797224816177858
0.557838141616954
0.0198695552191927

3

expected FvR Model P

(0.847974652249157
0.697808746795748
0.321584624793431
0.358292019622386
0.503820785445714
(0.5265435453019485
0.691211565236627
0.689449714382376
0.767697232306671
(0.564493630531808
(0.935911048652587
0.581326202651885
0.1596999388426596
0.277160993856866
(.955267T986102575

4

expected -logl10 FvR Model P

Q.0716171295273073
0.156263591119854
0.492704723378167
0.445762864936203
0.297715295989301
0.276919226511155
0.160389003925533
0.161497403980733
0.114810025103855
(0.248340954076471

0.0287054257438163

0.23558010124685
0.796695250175136
0.557267880620717

Q019E747T7652175964

STENE T I3L. SNPCEOPEREZFEDIZS — M OENS

SNPF—53— NI h—-<vTT

FRAJHE

5

Predictor Beta

-0.0386061416380235
-0,09501165688666571
-0, 20440689 7693855
-0.154918001659734
0.177532959639651
-0.146032706681106
-0.102084042161614
-0.128838432677009
-0,0818244150063285
0.414263245752205
-0.0138473824233057
0.08810605793596464
-0.295966602 189654
0.178604063617939
0.0132014512781551

6
Sample Size
464
454
454
463
450
462
464
452
460
455
430
464
460
455
464

7

Bonferroni P

—HEIMZTHNE, [Map k5> 2T IBTET. BSNPOFHET —5%

G

FDR
(0.998764490635262
0.998793482988185
0.999073127800428
0.998345870819747
0.99829158111274
(0.996505201594373
0.998796659161839
0.998770685641262
(0.999205348067771
(0.99E85893675914349
1
0.998581134289337
0.998773234447719
(0.998683098604504
1
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Import
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QC

<

Test

€&

B F-=S0uRI{t
- Manhattan Plot
- LD Plot

- Q-Q Plot ...

m EEOREBELOFE., BEROTERE
- Genomic Control
- LD Score Regression

B ASE
- Meta-Analysis
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=

10 1" 12 13 14 15 16 17 18 20

Association Tests (Additive Model) [287] [
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B
7
B
5.
4
3.
2
1
o

[] RefSeq Genes 105.20220307, NCBI
L

i

bk ool sl i b o i

B -logl0ZHEENIZPIEDTIZEIUYIU. XZ1—15T ) LT 50T —ZEBEE DL T.
X>I\yA> IOy MeRRIR

RIS 6.39313312151234

SNP_A-2012255
rs2373115

?

q14.1

[G/T]

ICIA]

1G]

same

12
4.04451898639024e-07
6.39313312151234
2.73256040910333e-05

2 D E D 4
A .
-loal0FvR Modelp 7+  SortAscending F
0.0721533658303¢ 4+ Sort Descending !
01567870813 14¢ Unsort 0
0.493105688254" _ 0
Make Active
0.4464802616768 ) 0
0.39B45676576 Make Inactive 0
0.277567825706+ Make Dependent 0
0160911091215 Activate By Threshold P
0.162030797192( . . 0
Inactivate Missings
0.11515453913¢ 0
0.2489530152167 @ Plot Variable in GenomeBrowse ]
0.0286800136692 | Plot Histagram {
. SE O Plot: - v el P vs Y:Dependent(s
0.23619577225¢ Plot X: -log10 FvR Model P vs Y:Dependent(s)
0.797224816177¢ 0
Chr11: 78,091,150 - 78,091,150
4 "11: 78.042.1K 11: 78.092.1K 11: 781
| L | L |
Extended Fields
-log10 FvR Model P Mame
8 -
] . e SHP_A-2313615 SNP_A- 1209309 dbSNP RS ID
74 _
] SNP‘@QQEE Associated Gene
£ B Cytoband
] Reference Alleles AIB
4 Top Alleles
3_. SMP_#- Bottom Alleles
2— Cr-
] SHP_A-4253694 o W
g Strand Versus dbSNP
|| 04 Probe Count
| RefSeq Genes 105.20220307, NCBI PR HBEEIENEIE
] ZNF75CP g -log10 FuR Modsl P
l—_eGRE.'z. e B expected FvR Model P
- ]

Olei=I BN ISR LN 4 56343022826198

User Annotations @l

m 5L EOEBOEBEILAFRRSE, SNPOTOYMENIRIIYITBE,
SNPOFFHET—4 (N—H—NvITPGWASHERRE) NERREND
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L#F‘Int i

(4

i
B

Plot new source
Commaon Sources

Plot Cytobands
Plot Reference
Plot Genes

Update to Latest

K-k

]

LD2'Ov b Filgeng
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(@R T B BN BN s RN N e Em B -
4 11: 7.792.1K 11: 77842.1K 11: 77.892.1K 11: 77.842.1K 11: 77.992.1K 11: 78.042.1K 11: 78.082.1K 11: 78.142.1K 11: 78.192.1K »
I L 1 L 1 I 1 L 1 L 1 L 1 L 1 L 1
LD

Edited Edited Phenotype + Principal Components (Additive Model) + Filtered Data for Association Testing - Sheet 1[99] 7

| [ i [

] Jog10 FvR Model P Genotypic Regression Results - Column Subset [104] |
B_ ~ —
] e Aot SNP_A-1526565 w e SRR SNP_A-4209300
" T . . . " . SNP B-4287517 SNP_A-2012256
6] SHP_A-2208450 « e - SMP_A-1860200 -

] SNP_A-4207161 » ° .
5 - SNP_A-TBE2988  Snp a-1708023

SNP_A- 1868480
3 - SNP_A- 1858161 *  SNP_A-1867400
X SNP_A-4274528 g ¢ SNP. SNP_A-2110800 o - -
2] SNP_A-2012038 = SNP_fi-2072050

. . iR SNP_A-4258604 o SNP_A- 4215180

i = - " s - - : o * SMF_A-1929053

RefSeq Genes 105.20220307, NCBI
THRSP =i

i:_{_‘ i [ RNUG-126P KCTD21 - ZNF75CP 45y

L ' |A|_Gsw§g}mmm -AS1 1 USP35 LECGAB2 : : , ®mH TNARS2

UserAnnotations @m

5 ) LT Z9F—(IMEBDT )73 Y- (UIrL>RT ) LB, RefSeq, dbSNPRE) #EIRLTE
RHETHE

B IINEBOSNPT -5 — MaEIRUHE . LDITOYMERRENS -
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[F&d] v Scatter Parameters O X
Select Independent Axis (3 Select Dependent Axis (Y3 B -logl0 FvR Model P — flx) = 1.00c) + 00
8 i B P PP B B i
Search: |* HIHEI Search: |* HIHEI : : : : H : " £
: : : : : : [] :
Showing 24 of 26 columns, 1 selected. Showing 24 of 26 columnz, 1 selected. 1 : : : : : HE—-— H
: : : : : ‘m
R FvR Model P-Value ~ [1 R EvBModel PValye - "
R -log10FvR Model P I R -log10 FvR Model P I :
LI R expected FuR Model P
[ R expected -log10 FvR Model P [1 R expected -log10 FvR Model P &
R Full-Model P-Value [0 R Full-Model PValue
R -log10Full-Model P [ R -leg10Full-Model P o
R expected Full-Model P-Value [0 R expected Full-Model P-value —_
R expected -log10 Full-Model P [1 R expected -log10 Full-Model P _g
R Full-Model R Squared [0 R Full-Model R Squared ﬁ
R Meany v [1R MeanY v
o
| R expected -log10 FvR Model P | | Al I Clear - 4
L.
Select item arrangement o
i
(® Plot one item per eraph. Plat =Ti]
’ =
() Plot all items in one eraph. I
Cancel

g}

B EENTREERS — MDD, XEl(C-log10Z SN PIEDFENE,
#l(C-log1 0 HaEN e PEDEAUEZEIRL T, Q- Q7°D‘yl\7i 0
1EX]

B OYMSERC, ES45°0EMENS EAICITNTUVRIEES
(. YO TINERBDOREEBILREDINA T ADFEIENEENDND

expected —logl0 FvR Model P
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TEL: 052-624-4388 (9:00~18 : 00)
FAX: 052-624-4389
E-mail: biosupport@filgen.jp
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