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What is genome sequencing?
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Homo sapiens has around 21,000 genes

1,5%

The complete set of genetic information in an organism
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Genome sequencing
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Genetic variation
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• The human genome consists of around 3 billion base 

pairs

• Genetic variants are deviations from the ”standard” 

(reference) genome

• Each human has around 20 millioner                                                                    

(0.6% of the genome) genetic

variants
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From ”Three Identical Strangers”

One base pair
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Filtering of genome data
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Selection of genes (e.g. known

disease-associated genes, cancer genes) 

> 1% of the reference sequence

Effect on protein

Inheritance
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What is a secondary (incidental) finding?
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ACMG 59 Genes List | NIGMS Repository | Browse The Collection (coriell.org)

From NVK’s guideline

https://www.coriell.org/1/NIGMS/Collections/ACMG-59-Genes
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Frequency of secondary finding
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Genet Med. 2020 Sep; 22(9): 1470–1477
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Secondary findings according to disease
areas
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How to proceed

• Contact the Department of Clinical Genetics

• Contract

• Data transfer agreement
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Legal department, 

Capital Region of Denmark


