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Outline

- Logistics genotyping

« DNA

« Genotyping and workflow

« Clustering & QC in Genome Studio
« Export from Genome Studio

« Import TSD

« Overview samples
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Genotyping

« Performed at deCODE Genetics, Reykjavik,
lceland

« |llumina platform

* Infinium OmniExpress chip (- 2017)
24 samples per chip
710.000 fixed markers (up to 30.000 custom)
Includes SNPs, CNVs, germline variant, structural
variants

Infinium Global Screening Array (2017 - )

24 samples per chip

640.000 fixed markers (up to 50.000 custom)

Combines multi-ethnic genome-wide content

Curated clinical research variants

Quality control markers for precision medicine
research.
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Logistics genotyping

Sample collection QCand _
and Shipment imputation Genotyping

Genotyping Sample collection QC and
and shipment imputation
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DNA

Stored in the biobank at Norwegian Institute of public health
Directly shipped to deCODE

Collaborators: ship DNA to NORMENT from other biobanks

Requirements
200 ng
Recommended DNA sample: 20 pl of 50 ng/pl
« Overview file with ID, age, gender, phenotype
Shipment on dry ice
World Courier
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Genotyping workflow
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Dﬂl" 1 Dﬂ}ﬂ Day 3
Amplification ~ Fragmentation Hybridization Imaging
DNAisamplifiedby PCR DNA is enzymatically Samples are hybridized BeadChips are imaged
and incubated ovemight  fragmented to Bead Chip by ISCAN System
Precipitation Extension Analysisand
and Resuspension and Staining Genotyping
DNA is alcohol precipitated Samples undergo Illumina software
and resuspended enzymatic base extension automatically performs
and fluorescent staining analysis and genotype
calling
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Clustering & QC in Genome Studio

« (Genome Studio automatic clustering algorithms

+ Good for 99% of SNPs
« Other 1 % needs to be manually reviewed
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Figure 3: Example of a Successfully
Heclustared SMP
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QC measures in Genome Studio

« Identifying poorly performing samples
« QC of haploid SNPs

«  QC of autosomal SNPs

- Final quality thresholds

« Exporting data (plink format)
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Overview samples

Norment wiki with link:

https://docs.google.com/spreadsheets/d/1DAc4nXQmLN|B4y
edTZCOhB_EgtMW90n9IMMBKIIY7cng/edit? usp=sharing

Genotypes
stored on TSD project p33
ltsd/p33/data/durable/vault/genetics/rawdata/genotypes/

Database on TSD project p33
Clinical variables, overview QC measures, phenotypes efc.
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Thank you!

Oslo University Hospital HF

Division of Mental Health and Addiction
Psychosis Research Unit TOP

Ulleval Hospital, building 49

P.O. Box 4956 Nydalen

N-0424 Oslo
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