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KONKLUSIONER

God idé at satse pa NGS i sundhedsvaesenet

Vigtigt at overveje hvilke problemer der kan vaere
(iseer uventede fund)

NGS kan IKKE bruges til at spa om fremtiden

Men i nogle tilfaelde kan NGS bruges til at
identificere hvilke personer der har RISIKO for at
udvikle sygdomme

NGS kan bruges til diagnostik

Og maske i fremtiden til at give en bedre
behandling

Risiko for ungdige tilbagemeldinger
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Population structure within Europe. nature
J Novembre et al. Nature 000, 1-4 (2008) doi:10.1038/nature07331




deOODEmeﬁ How deCODEme Works  Health  Ancestry  Genetics Explained  Try Demo

S &F ‘ : ' ‘ . l |
deCODE your health -

Calculate genetic risk - Empower prevention

d,

ol o mpo iy oo b oun oo 'mg and her team find out what lies within |
Discover your ancestral roots cine ic 1 -

your genetic refationship to world populations
News > Discussing Genetic Risk Testing on Martha Stewart Show

§ 4 0eCODEme ' deCODEme deCODEme deCODE leads the field in the discovery
J Complete Scan Cardio Scan Cancer Scan of genetic varants for common diseases
Discover your Genetic risk for 43 Discover your genetic risk for the Cakulate your genetic risk for seven @ deCODE"s scentiic dscoveries

diseases and traks rangng from most common types of common cancers ncludng Lung

Heart Attack and Diabetes to Aliconol cardovascular diseases, including Cancer, Skin Cancer, Breast Cancer Accuracy and reliability

Flush Reaction. Heart Attack and Atnal Frilation. and Prostate Cancer. We captura more medcaly relevant

genatic varants than our compeatiors
our Complete Scan our Cardio Scan our Cancar Scan
o o o €@ compare our genetic scans



23andMe genetics just got personal.

Go Login ClaimCodes Blog Help Cart

ancestry health how it works store

Choose the DNA test that’s right for you.

Fill in your family tree. Take charge of your health.

Ancestry Edition, $399 Learn more Health Edition, $429 Learn more

& Choose to have it all.
23andMe Complete, $499

News and Press
Find a disease or trait that we cover:

Select a Disease or Trait @ 23andMe Improves its Maternal Line
——@®=  Ancestry Analysis

Popular Topics: W= Apri1,2010

e Type 2 Diabetes ¢ Restless Legs

« Rheumatoid Arthritis Syndrome Introducing Relative Finder: Discover

e Psoriasis e Age-related Macular 238nd¢ Relatives with Autosomal DNA

e Breast Cancer Degeneration November 19, 2009

e Colorectal Cancer e Parkinson's Disease

. Pro§tate F:ancer . Co‘umadm.@')/Awa"' _/\/\ E 23andMe Launches Parkinson's

e Celiac Dlsease fann‘Sensnmty m et Eeting dtniln

e Crohn's Disease e Plavix® Efficacy March 12, 2009

¢ Hemochromatosis
Browse all 150 health and traits topics »

Scientific Resources and Principles

Physician Resources
« Read our open letter to the medical community

Our Science
e Scientific Advisory Board
o Read our open letter to the scientific community

Insurance, Privacy and Genetic Discrimination
e Learn how the Genetic Non-Discrimination Act
protects your genetic privacy



-1
=i
=
nd
=]
=i
=
b

HISTORIER FRA
GENETIKKENS OVERDREV




Ingen er perfekt

ARTICLE

doi:10.1038/nature09534

A map of human genome variation from
population-scale sequencing

The 1000 Genomes Project Consortinm®*

The 1000 Genomes Project aims to provide a deep characterization of human genome sequence variation as a foundation
for investigating the relationship between genotype and phenotype. Here we present results of the pilot phase of the
project, designed to develop and compare different strategies for genome-wide sequencing with high-throughput
platforms. We undertook three projects: low-coverage whole-genome sequencing of 179 individuals from four
populations; high-coverage sequencing of two mother-father-child trios; and exon-targeted sequencing of 697
individuals from seven populations. We describe the location, allele frequency and local haplotype structure of
approximately 15 million single nucleotide polymorphisms, 1 million short insertions and deletions, and 20,000
structural variants, most of which were previously undescribed. We show that, because we have catalogued the vast
majority of common variation, over 95% of the currently accessible variants found in any individual are present in this
data set. On average, each person is found to carry approximately 250 to 300 loss-of-function variants in annotated
genes and 50 to 100 variants previously implicated in inherited disorders. We demonstrate how these results can be used
to inform association and functional studies. From the two trios, we directly estimate the rate of de novo germline base
substitution mutations to be approximately 10~® per base pair per generation. We explore the data with regard to
signatures of natural selection, and identify a marked reduction of genetic variation in the neighbourhood of genes,
due to selection at linked sites. These methods and public data will support the next phase of human genetic research.

Nature 2010 Oct 28



“Alle sygdomme er genetiske”

Monogene
Polygene
Multifaktorielle/lkomplekse



Monogene sygdomme/egenskaber

Autosomerne: ca 15000
X-kromosomet:; ca 1100
Y-kromosomet: 56

OMIM 2005



Arv/milje ved monogene sygdomme

Selv monogent arvelige sygdomme kan
pavirkes af miljget.

Eksempel PKU: Kan behandles med diaet.
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DNVKSs retningslinier for NGS

Diagnostik skal ikke anmeldes til DNVK
Biobanker skal ikke anmeldes til DNVK
Forskning skal anmeldes

Tilbagemelding (hvis man ikke frabeder sig) hvis:
en vaesentlig sygdom kan forebygges eller
behandles

Mulighed for radgivning fér samtykke og efter
analysen

Der skal veere retningslinier for handtering af
tilfaeldighedsfund



Uventede fund VIL ses

Secondary variants in individuals undergoing exome
sequencing: screening of 572 individuals identifies high-
penetrance mutations in cancer-susceptibility genes

We piloted secondary variant detection by analyzing exomes for mutations in cancer-
susceptibility syndromes in subjects ascertained for atherosclerosis phenotypes.

Seven participants, four of whom were of Ashkenazi Jewish descent and three of

whom did not meet family-history-based referral criteria, had deleterious BRCA1 or
BRCA2 mutations.

Johnston et al, Am J Hum Genet. 2012 13; 91: 97-108



http://www.ncbi.nlm.nih.gov/pubmed?term=Johnston JJ[Author]&cauthor=true&cauthor_uid=22703879
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