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Intro - H3A chip

Source Number of 
samples

GDAP 204

UG2G 2000

AGVP 320

1000G* ~2500

TrypanoGEN 168

Baylor 350

SAHGP 16

Total ~5500



Intro - H3A chip

● Existing catalog (~1.7M probes)
● Preselected content

○ H3Africa requested SNPs
○ ClinVar disease relevant SNPs
○ GWAS catalogue
○ AIMS
○ Y and MT

● Sequence content 
○ from ~5000 sequence samples including ~350 

H3Africa samples



Intro - Workflow
Sample collection

Sample labelling, phenotype, gender, relatedness

Array processing

Sample processing, hybridisation variability, batch effects

Genotype calling

Probe clustering, chip annotations

Downstream processing

Association testing, data conversion, merging datasets

Imputation

Reference panels, inherent imputation errors

Reporting results



Concepts - SNP, alleles, genotypes, probes



Intro - Why GenomeStudio?

● Easy user experience
● Datasets are often distributed with GenomeStudio structure
● Several useful features
● Support from Illumina
● Good way to start



File formats

iDat
Cluster files
Plink
Annotation files



Concepts - Annotations



Concepts - ID types

200610-1-0_B_R_1867864656

exm-rs10032423-131_B_F_1990477642

GA000172-0_T_F_1853021140

hCV32294341-0_T_F_1853033970

kgp10000048-0_B_R_1811117133

MitoA10045G-0_B_R_1850911267

pgxUn0004-0_T_F_1853105790

rs1000000-131_B_F_1894802339

seq-h3a_37_1_100726313_G_A-1_T_F_2510603673

seq-rs10498672-147_T_F_2585303702

snp-known10000012-142_T_F_2556548951

SNP106-0_B_R_1852975650

VG01S1133-0_B_R_1852963053

h3a-req-37_1_16534074_G_T_ver1-1_T_R_2598050152
h3a-req-37_1_16534074_G_T_ver2-1_T_R_2598067940



GenomeStudio - start project



GenomeStudio - start project



GenomeStudio - start project



GenomeStudio - start project



GenomeStudio - start project



GenomeStudio - overview



GenomeStudio - clustering



Troubleshooting - Non-polymorphic



Troubleshooting - incorrect ploidy Y



Troubleshooting - Incorrect ploidy MT



Troubleshooting - False clustering



Troubleshooting - multiple mappings



GenomeStudio - Exporting



GenomeStudio - Exporting



GenomeStudio - Exporting



GenomeStudio - Exporting



GenomeStudio - Exporting



TOP/BOT 

1) https://www.illumina.com/documents/products/technotes/technote_topbot.pdf
2) S. C. Nelson, K. F. Doheny, C. C. Laurie, and D. B. Mirel, "Is 'forward' the same as 'plus'?...and other adventures in SNP allele 

nomenclature." Trends in Genetics, vol. 28, no. 8, pp. 361-363, 2012. http://dx.doi.org/10.1016/j.tig.2012.05.002

https://www.illumina.com/documents/products/technotes/technote_topbot.pdf
http://dx.doi.org/10.1016/j.tig.2012.05.002


Troubleshooting

● Bad annotations
● Legacy probes
● Incorrect location
● TOP/BOT vs FWD/REV
● Plink swapping alleles
● Be critical



Resources

https://chipinfo.h3abionet.org



Resources


