
 
 - 1 - 

ISO/TS 20738:2026-03 (E) 
 
 
Genomics informatics - Requirements of data analysis for direct-to-consumer testing 
 
 
Contents            Page 
 

Foreword ....................................................................................................................................................................................................................................................iv
Introduction .............................................................................................................................................................................................................................................v
1 Scope ............................................................................................................................................................................................................................................. 1
2 Normative references ................................................................................................................................................................................................. 1
3	 Terms	and	definitions ................................................................................................................................................................................................ 1
4 Data analysis process ................................................................................................................................................................................................. 3
5 Quality control of raw data ................................................................................................................................................................................... 4

5.1 DNA chip data preprocessing and quality control requirements ..........................................................................4
5.1.1 Data preprocessing .......................................................................................................................................................................4
5.1.2 Data quality control ......................................................................................................................................................................5

5.2 Whole genome sequencing quality requirements................................................................................................................5
5.2.1 Sequencing type and data quality ....................................................................................................................................5
5.2.2 Sequencing data comparison and quality control .............................................................................................6

6 Evaluation model and database ....................................................................................................................................................................... 6
6.1 DNA chip analysis requirements .........................................................................................................................................................6

6.1.1 DNA chip selection .........................................................................................................................................................................6
6.1.2 Genotyping analysis .....................................................................................................................................................................6
6.1.3 Genotype imputation analysis ............................................................................................................................................7

6.2 WGS analysis requirements .....................................................................................................................................................................7
6.2.1 Variant detection, genotype imputation and quality control ..................................................................7
6.2.2 Variant site annotation ..............................................................................................................................................................7
6.2.3 Interpretation of variation .....................................................................................................................................................8

7 Evaluation report ............................................................................................................................................................................................................ 8
7.1 Interpretation .......................................................................................................................................................................................................8
7.2 Use and disclosure of data .........................................................................................................................................................................8

Annex A (normative)		VCF	format	file	example .................................................................................................................................................... 9
Annex B (informative)  Annotation databases ................................................................................................................................................... 11
Annex C (informative)  Call rate thresholds by application .................................................................................................................12
Bibliography .........................................................................................................................................................................................................................................13


		2026-04-25T19:07:36+0000
	DIN Deutsches Institut fuer Normung e. V.
	Dokument ist zertifiziert




