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Taiwan Biobank
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“TPMI Taiwan Precision Medicine Initiative

Precision Medicine Initiative
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TPMI Participants

TPMI enrclled 531,011 subjects as of Aug. 9, 2022

100,513 531,011 }
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TWB 2.0 Array
(TPM 1.0 Array)

and
TPM 2.0 Array

TWB 2.0 TPM 2.0
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The Data Sets

Total N Array # of Subjects | # of Variants
TWB1 27,732 646,973
TWB 147,895
TWB2 120,163 686,439
TPM1 165,666 686,439
TPMI 487,026
TPM2 321,360 725,457




Batch effect

 Different genotyping time
» Different lots of arrays
* Different reagents
» Different operators

e Cases and controls
* User’s samples
* Using biobanking samples

* Genotype calling
* Individual plate
* Pooling plates

* Annotations
 Solution: Using cross-platform validation



CMOD - TPMI Final Callset Tuning Strategy

Reference Batch

Batch 1 Batch 2 Bateh 3
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Imputation Steps

TPMI

1. Genotype QC

2. Merging array with overlapping variants
3. Phasing haplotype by SHAPEIT5

4. Imputation by IMPUTES

Total of 20M variants are imputed

TWB

Total of 8M variants pass through
INFO>0.7 and MAF>0.01

TPM2 Array

—_—)

TWB2 Array
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TPMI PheWeb

250.2: Type 2 diabetes

49397 cases, 216833 controls
Category: endocrine/metabolic
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| 11:2.836,003 G/ A (rs60808706) |
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Search for a variant, gene, or phenotype
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TPMI PheWeb Search for a variant, gene, or phenotype

11 : 2,836,003 G /A (rs60808706)

MNearest gene: KCNQ1

A.F ranges from 0.36 to 0.37 Diabetic retinopathy

View on UCSC , GWAS Catalog , dbSNP | opdecrine/metabolic

P-valug: 6.20 = 10*-14
Beta: -0.17 (se:10.023)
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Search... "427.21", "Diabetes”, efc.
Category Phenotype P-value Effect Size (se) Number of samples
endocrine/metabolic Type 2 diabetes 3.0e-94 -0.19 (0.0092) 49397 / 216833
endocrine/metabolic Diabetes mellitus 41e-83 -0.17 (0.00886) 55703 7 216847
endocrine/metabolic Type 2 diabetes with renal manifestations 9.1e-56 -0.21 (0.013) 18616 / 216833
endocrine/metabolic Type 2 diabetes with ophthalmic manifestations 5.4e-46 -0.21 (0.015) 13647 / 216833
endocrine/metabolic Type 2 diabetes with neurological manifestations 5.8e-46 -0.20(0.014) 15201/ 216833
endocrine/metabolic Other disorders of pancreatic internal secretion 7.5e-23 -0.16 (0.018) 10376 / 255880

endocrine/metabolic Diabetic retinopathy 6.2e-14 017 (0.023) 4932 /249314
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