HapMap Concordance Check
for the Affymetrix® GenomeWideSNP_6 training kit

Genotyping Console 2.0 can calculate genotype concordance between your data and reference
data. This document describes how you can check the concordance of the training kit samples
against the HapMap reference genotypes originally obtained from www.hapmap.org.

Genotyping Console 2.0 has an operation called “Run CHP vs. TXT Concordance Check”. This
operation compares multiple CHP files vs. a single reference sample’s genotypes, stored in the
TXT file. Since we want to compare CHP data vs. multiple samples’ reference genotypes, we
will instead use the operation “Run CHP vs. CHP Concordance Check”. The supplied
reference CHPs are synthetically generated, using data obtained from www.hapmap.org. The
reference CHPs contain the subset of SNP_6 markers for which HapMap genotypes exist
(HapMap data release 22). This amounts to 821,664 SNPs for each of the 30 unique HapMap
samples in the training kit:

Reference
SNP6_NAO06985 HapMapReference.chp
SNP6_NA06991 HapMapReference.chp
SNP6_NA06993 HapMapReference.chp
SNP6_NAO07019 HapMapReference.chp
SNP6_NAO07022_ HapMapReference.chp
SNP6_NAO07056_HapMapReference.chp
SNP6_NAO07345 HapMapReference.chp
SNP6_NAO07348 HapMapReference.chp
SNP6_NAO07357_HapMapReference.chp
SNP6_NA10831_HapMapReference.chp
SNP6_NA10835 HapMapReference.chp
SNP6_NA10846 HapMapReference.chp
SNP6_NA10855 HapMapReference.chp
SNP6_NA11831 HapMapReference.chp
SNP6_NA11832 HapMapReference.chp
SNP6_NA12144 HapMapReference.chp
SNP6_NA12145_ HapMapReference.chp
SNP6_NA12155_HapMapReference.chp
SNP6_NA12156 HapMapReference.chp
SNP6_NA12248 HapMapReference.chp
SNP6_NA12249 HapMapReference.chp
SNP6_NA12740 HapMapReference.chp
SNP6_NA12750_ HapMapReference.chp
SNP6_NA12751 HapMapReference.chp
SNP6_NA12753_HapMapReference.chp
SNP6_NA12762_HapMapReference.chp
SNP6_NA12763 HapMapReference.chp
SNP6_NA12801 HapMapReference.chp
SNP6_NA12812 HapMapReference.chp
SNP6_NA12813 HapMapReference.chp
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This procedure assumes you have some familiarity with Genotyping Console, and have already
downloaded the HapMap reference CHP files.

Steps:
1. Generate Genotype Results for you data:
133 Affymetrix Genotyping Console - [CHP Summary: Silver/20080102_14401 2 SNP6 Training 30]

EEX

% File  Edit Table ‘Workspace  Window  Tools  Help - B X
GEE & @& o3RS e e @S oc A ke (2) Mo New Lpdates
U Workspace [SHP B.0 silver] | % CHP Surmran: Silver/20080102_144012 SHPE Training 30
= Data Sets s - P
%@Silver Default View 'j*_ﬂ'|l.'j ﬂl%h‘ﬂ%l ﬁTH?ﬁ
FanomaWideSMA & File computed_gender | cal_rate A
(4 Sample Attibutes b1 |MADB9ES GWER_P2RJ_C Flbidseedchp | female sagzza L
-3 Intersity Data )
= | Genotype Hesults 2 MA0B9S1_GWwWE-R_P2RJ_C_ERBbidseed chp | female 9393437
44012 SHPE 3 MA0E393 Gwe-R_P2RJ_C_D1.birdzeed.chp | male 99.88081
ljﬂ E”Dﬁ' ’:‘“mbe“’ LOH Resuks 4 | NAD?019 GWER_P2R)_C_DSkhirdseedchp | female 59,3809
eports
SNIIZ' Lists ] MA07022_GwE-R_P2RJ_C_C4d.bidzeed.chp | male 939082 w
< | >
Rows; 30 Cols: 5 Selecked Rows: 0 File Tvpes: CHR/GOCARRSML
Library path: CiLibrary User Profile: build 420

2. Now add reference data to this Data Set. Right-click on the same data set, and select “Add
Data”.

U Workzpace [SHP B.0 silver)
=2 Q Data Sets
=i ey

3 Q Create Data Set...

s
ﬂll@ pdd Dotz

=[] Gl Ak Rename Data Set...

Remove Data Set
1 C

| Reports
SNP Lists

3. Check only the “Batch Genotype Results folder (CHP)” option in the data selection area.
Click OK.

Select data to add to Data Set:
[ Sample Files [ARR, ML)

[ Intensity and GC files [CEL, GAC)

() SelectFiles (%) Select Directary

Batch Gi%ntype Results folder [CHP)

[] Batch Copl Mumber # LOH Results folder [CMCHP, LOHCHP, CH_SEGMENTS)
Mote: Data in the Data Set won't be re-added.
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4. Browse to the folder containing your un-zipped HapMap reference CHPs

Browse For Folder,

Select the Batch Genaotype Results Faolder

1) Copy Mumber Results ~
ey drop bax
|5 Genotype Resulks
|5 GTYPE 4.1 test data
I Intensity files
I3 oradle
= 25 Reference genotypes
= HapMapReference

oK l [ Cancel

6. Because these are synthetic CHP files that weren’t generated from Affymetrix CEL files, you
will see the following message:

Genotyping Console

- | ) GenotypeResult files were Found, which do not have a parent intensity file. The application will kry o identify the appropriate intensity file,

7. After clicking OK, you’ll see the following window. You should click “Cancel,” since you

won’t be able to find the intensity files.
Yerify Dataset Relations - Silver [gl

Genotype Result File Intenzity D ata File
Files Mot Related [or assumed to be related)

E:“Reference genotypesHaph apR eference'SMPE_MADESES Hapkd apReference.chp
E:\Reference genotypesz'Haphd apR eference SNPE_MNADESI_HapkdapReference. chp
E:\Reference genotypes'Haph apR eferencetSNPE_MADESI3_HapkapReference chp
E:\Reference genctypes'HapM apR eferencetSNPE_NAD?019_HapkapReference.chp
E:\Reference genotypes'Haph apR eference\SMNPE_MNALDY022_HaphapReference chp 3

Lebime kL emaee 1 —

< | >

: 0K ] I Cancel RJ

Jan. 2008



Your reference files will now be available in this Data Set. No summary statistics will be
available in the CHP Summary table, nor will you be able to see SNP Cluster Graph signals
for these synthetic CHPs:

[& Affymetrix Genotyping Console - [CHP Summary: Silver/HapMapReference]

= X

@ Mo Mew Updates

o File Edit Table ‘orkspace  Window  Tools  Help
el R A L RN IE =R - = AL R g
ﬂ Workspace [SHP B.0 silver] | % CHP Surmrany: Silver/Hapt apReference _E
Lk Data Sets ) -
B@Silvel Default View Lﬁj{" |Ei I_hllé% |..'ﬂ %¢ ET H?ﬁ
GamomalWidesSNR & File File Date
(4 Sample Attibutes P 1| SNPS_NAOBSSS HapMapReference.chp | 12/18/2007 831 &M
,ﬂ Intensity D ata )
= E Genotype Results 2 SNPE_MNA0E331_HaphdapReference.chp | 12/18/2007 831 &M
20080102_144012 SMPE Training 30 3 SHPE_MADES93_HaphapReference.chp | 12/18/2007 831 AM
HaphiapReference 4 | SMPE_MAOTOTS HapMapR sference.chp | 124 B/2007 633 AM
'|__f1_'| Copy Mumber/LOH Resulks
L_] Repoits 5 SMPE_MNAODTOZ2_HaphapReference.chp | 12/18/2007 8:33 &M
[ SMP Lists g MPE MADFOSE HaphapReference cho £/2007 525 b
Rows: 30 Cols: 2 Selected Rows: 0

File Tvpes: CHR/GOCARRSML

Library path: CiLibrary

User Profile: build 420

From the Workspace menu, select Genotype Results > “Run CHP vs. CHP Concordance

Check...”
B Affymetrix Genotyping Console - [CHP Summary: Silver/HapMapReference] |
oo File Edit Table | “Workspace | “Window  Tools  Help - 5 X
G 5 26| € R patases g T T = () NoMew Updates
li.j Workspace [SMF E. _'-'j Sample Attributes * bmmary: Silver/Haptd apFieference _z
= Data Sets i :
%Q . lﬂ Inkensity Data 3 L. @3 (188 AL ZT |Ed_:.
Ganomak |E Genatype Resulks 2 | i Show CHP Summary Table
g ??mplf A[;t”:: LJ S ’ i Show SMP Summary Table
H-a Intensiy L4 Copy Murnber/LOH Results 3 , .
=1 Genotype R g o L i Creats SMP List ...
% 2008010 tl!_g Show SMP Cluster Graphs. .,
'|__f1'| Copy Numba Properties g I-Ih Export Genokype Results..,
g IE'_I_] Reports ° |y Export SMP Summary Table
ista £
Raows: 30 Cl Run CHP vs. CHP Concordance Check. .. { est CHPJGQCRAEML
Libraty path: C:iLibrary ‘ Run CHP vs, TeT Concordance Check. .. Lser Profile: huild 420
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10. From the pull-down menu, select the test data to display in the left list. Then select some or
all of the files in the list via appropriate control-click or shift-clicks, and select the + icon to
add them to the middle Sample Files list.

CHP vs. CHP Concordance Check

Select the genotype results batch and move the files to define the zamples and references.

20080102_144012 SMPE Training 30w

21 214401 PE Training 30

HaphapReference
TS T W T T &1 WL % DTET,
MADRIS3 Ghw'B-R_P2RJ_C_D1 birds:
MA07019_GhwE-R_P2RJ_C_D5 birds:
MAOT022_GWE-F_P2RJ_C_C4. birdze
MAOD7ORE_GhwB-F_P2RJ_C_Bd birdze
MA07345_GhwE-R_P2RJ_C_B10 bird:
MA07348 GWE-R_P2RJ_C_G1.birds:
MAD73E7_GhWE-R_P2RJ_C_C7 birdze

Sample Files Reference Files

M&10831_GwE-F_P2RJ_C_DE bids
N&10835_GWE-R_P2ZRJ_C_G4.birds

M&10846_GWER_P2RJ_C_C12 bid

M&11831_GwE-F_P2RJ_C_G3 bids

NA11832_ GWE-R_P2RJ_C_DA.birds + +
MA12184 GWER P2RJ C CBbirds ™

< > = =

Cancel

11. Do the same operation for the reference data, putting it into the right Reference Files list.

NOTE: This operation does pairwise comparison of files, based on order in the middle and right
lists. For example, the file in row 10 of the middle list is compared against the row 10 file in the
right list (see below). You may need to remove and re-add reference files to make sure they
properly align with the sample files. If you have run the same sample repeatedly, you should add
the reference file to the right list as often as necessary to create the proper pairing of files.

CHP ws. CHP Concordance Check E|

Select the genatype results batch and move the files to define the samples and references.
HapMapReference “

SHPE_MADEIS5_Haph apRieference »

Feference Files
SHPE_MADEIEE_HapM apReference »

Sample Files
M&0E985_GWwWE-F_P2RJ_C_F3.bid: A

SHPE_MADEIN _HaphapReference
SHPE_MADEI93_Haph apReference
SMPE_MADY019_Haphd apReference
SMPE_MADY022_Haphd apReference
SMPE_MADYOSE_Haph apReference
SHPE_MADT 345 HaphapReference
SHPE_MADY348_HapMapReference
SHPE_MADY3E7_HapMapReference
SMPE_MA&10831_HaphdapReference
SMPE_M&10835_Haphd apReference
SMPE_M&10846_Haph apReference
SHPE_MA10855_HaphapReference
SHPE_MAT1831_HapMapFieference

SHPE NA11832 HapMapReference ™

< ?

+

MADBII _GwWE-F_P2RJ_C_E5.bird:
MADB393_GwWE-R_P2RJ_C_D1.hird:
MAD7IN3_GWwE-R_P2RJ_C_D5.bird:
MAD70Z22_GWE-R_P2RJ_C_C4.bird:

MAD7OSE_GWE-R_P2RJ_C_B4.bird:
MAD7345_GwWE-R_P2RJ_C_B10.bir
NAO7348_GWE-R_P2RJ_C_G1.kird
MAD7I57_GWE-R

P2RJ_C_C7 bird:

NA10835_GwE-F_P2RJ_C_G4 bird:
NA10845_GwE-F_P2RJ_C_C12 bin
MA11831_GwE-R_P2RJ_C_G3bird
MA11832_GwE-F_P2RJ_C_DE bird

MA12144 GwE-R P2RJ C CB.hird: ¥

< 3

+

SHPE_MADEIT_HapkapReference
SHPE_MADEIS3_HapkapReference
SHPE_MNADYDT3_HapkapReference
SHPE_MNADTDZZ_HapkdapReference
SHPE_MADTDSE_HaphapReference
SHPE_MADT345_HapMapReference
SHPE_MAD?345_HapkapReference
SHPE_MAD?IS?_HapkapReference
SHPE_MA10831_HapkapReference
SHPE_MAT0835_Hapk apReference
SMHPE_MAT084E6_Haph apReference
SHPE_MAT1831_HapMapReference
SHPE_MA11832_HapkapReference

SHPE MATZ2144 HapMapReference ™

< ?

ak. ] [ Cancel
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12. Click OK. You will be asked to save the concordance report file. After you do this,
Genotyping Console will calculate pairwise concordance.

B Affymetrix Genotyping Console - [SHP6 training vs HapMap all:Concordance Check]

Ganamalidesi? &
ﬁ Sample Attributes
] Intersity Data
=] E Genotype Results

% HaptdapReference
1Y Copy Mumber/LOH Results

= |__] F!eports
| SNPE training vs Haphap all

] SNP Lists

£ |

20080102_144012 SMNPE Train

4

@ Mo MNew Updates

|

L] File  Edit  Table ‘Workspace Window  Tools  Help
GEE &6 N SR8 6 0 3 oc A

[‘.j Workspace [SMP B.0 silver] | D SHPE training vws HapMap allConcordance Check
= Data Sets :

= 2% % 0 Al

File
1 MNADEI8S_GWE-R_P...
z WADES91_GWwWE-R_P...

4 WAOD7OT9_GWwWE-R_P...
5 WADTOZ22_GWE-R_P...
3 WAO7O5E_GWwWE-R_P...

Reference

SHPE_MADE3S5_HapMap..
SHPE_NADESY!_HapMap..
. | 5hPE_t:
SHPE_NADTOTS HapMap..
SHPE_NADTOZZ_HapMap..
SHPE_NADTOSE_HapMap..

| HaphMap.

#5MP's | # Concordant | & e
Called SHP': Concordance
BO2977 | BO1YFY 99.85 =
805337 | 804480 99.89
mw

802528 | BO1322 99.85

803358 | BO02141 93.85

803351 | 800324 99.55 3

Rows: 30 Cols: 5 Selected Rows: 1

*

Library path: CiiLibrary

User Profile: build 420

<end>
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