UNIVERSITE
«F Grenoble

& &

AL Alpes




eres)

iy

(32107 caract
4 génomes par jour
(Illumina Hiseq X)

équencé

[

un mois

(Heli;ns]

1 génome

-

13ans !

v
k=
=
=
)
-
-’
=
~Q
=10
—_
g
o
-+
<=
(=}
(-

(Shut;un)

1 génome

[

51,000,000




AAP PFMG 2025

AURAGEN

AUvergne Rhone-Alpes Génomique

PLATEFORME DE SEQUENCAGE
TRES HAUT DEBIT A VISEE SANITAIRE



es lett




o =)

' GENOME
GEET':I%TEE REFERENCE



















Présentation globale

CONSORTIUM
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Interprétations et rendus de résultats
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\§]:¥.N Comparaison (précoce) a Genomics England

ORIGINAL ARTICLE

100,000 Genomes Pilot on Rare-Disease
Diagnosis in Health Care — Preliminary Report

The 100,000 Genomes Project Pilot Investigators
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Quelle(s) informations médicales dans un
séquencgage de génome ?

Table 2. Variant Categories in Clinical Reports of Whole-Exome Sequencing.*®

Category No. of Variants{
Focused report

Deleterious mutation related to the disease phenotype 0-2
VUS related to the disease phenotype 49
Medically actionable mutationg

Autosomal recessive carrier statusf§

Pharmacogenetic variant§

Expanded report

Deleterious mutation unrelated to the disease phenotype
VUS unrelated to the disease phenotype|

Truncating mutation in genes with no known association
with disease

Not included in report

VUS unrelated to the disease phenotype in which only
one mutant allele was identified in a gene associated
with a recessive disorder

VUS in gene with no known association with disease
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Jewish Genetic Disease About Genetic Heritage Carrier Screening Personal Stories Rabbis and Cantors Medical Professionals Diseases
Consortium

JGDC

Diseases Dor Yeshorim « code 9 chiffres médié par le Rabbin »

JGDC provides information about diseases that are commonly found in the Jewish (Ashkenazi, Sephardi, and Mizrahi) population and would be important to be included in a
carrier screening panel. Please keep in mind that the availability of testing for these diseases might differ between labs and it is important to discuss your options with a genetics
professional before being tested.

Most expanded carrier screening panels will include the diseases listed below as well as many other diseases common to individuals of all ethnicities. Many medical and genetics
profesionals are currently supporting expanded carrier screening for all individuals of child bearing age, in lieu of ethnic specific testing.

Diseases Common to all Jewish Groups

Cystic Fibrosis

Familial Mediterranean Fever

Fragile X Syndrome

Glycogen Storage Disease Type |l
Phenylalanine Hydroxylase Deficiency
Retinitis Pigmentosa 28
Smith-Lemli-Opitz Syndrome

Spinal Muscular Atrophy

Tay-Sachs Disease

Wilson Disease



Ashkenazi Jewish Diseases Sephardi-Mizrahi Jewish Diseases

3-Phosphoglycerate Dehydrogenase Deficiency 3-Methylglutaconic Aciduria, Type lll / Optic Atrophy 3,
Abetalipoproteinemia Acute Infantile Liver Failure

Alport Syndrome Adrenoleukodystrophy-X-Linked ABCD1
Arthrogryposis, Mental Retardation and Seizures Asparagine Synthetase Deficiency
Bardet-Biedl Syndrome Ataxia Telangiectasia

Bloom Syndrome Beta-Globin-Related Hemoglobinopathies
Canavan Disease Cerebrotendinous Xanthomatosis
Carnitine Palmitoyltransferase Il Deficiency Chronic Granulomatous Disease
Choreoacanthocytosis Congenital Insensitivity to Pain with Anhidrosis
Congenital Amegakaryocytic Thrombocytopenia Congenital Myasthenic Syndrome
Congenital Disorder of Glycosylation la Corticosterone Methyloxidase Deficiency
Cystic Fibrosis Cystic Fibrosis

Deafness-Autosomal Recessive 77 Cystinosis

Dyskeratosis Congenita, Autosomal Recessive Familial Mediterranean Fever
Ehlers-Danlos VIIC Fanconi Anemia-Group A

Enhanced S-Cone Syndrome Fragile X Syndrome

Factor X| Deficiency Glycogen Storage Disease Type Il

Familial Dysautonomia Glycogen Storage Disease Type llI

Familial Hypercholesterolemia Glycogen Storage Disease Type V

Familial Hyperinsulinism Hereditary Spastic Paraparesis 49

Familial Mediterranean Fever Homocystinuria due to MTHFR Deficiency
Fanconi Anemia-Group C Inclusion Body Myopathy 2

Fraaile X Sundrame . Infantile Cerebral and Cerebhellar Atronhv ..



~ Genetics in Medicine (2019) 21:1958-1968; https://doi.org/10. 1038/541436

01904576

Population genomic screening of all young adults in a
health-care system: a cost-effectiveness analysis

Conclusion: Preventive genomic screening in early adulthood
~ would be highly cost-effective in a single-payer health-care system,
 but ethical issues must be considered.
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The Royal Australian
and New Zealand
College of Obstetricians
and Gynaecologists

Excellence in Women's Health

- Genetic carrier screening

Recommendation 2
All pregnant women should be offered basic screening for thalassaemia carrier

Consensus-based
status by a full blood examination af initial presentation. Screening with specific | recommendation
assays for haemoglobinopathies (such as HPLC or EPG and

haemoglobinopathy DMNA testing) should be considered in high probability

ethnic or population groups.




The Royal Australian
and New Zealand
College of Obstetricians
and Gynaecologists
Excellence in Women’s Health

Recommendation 3 Grade

Information on carrier screening for other genetic conditions should be offered | Consensus-based

to all women planning a pregnancy or in the first trimester of pregnancy. recommendation

Options for carrier screening include screening with a panel for a limited

selection of the most frequent conditions (e.g. cystic fibrosis, spinal muscular
atrophy and fragile X syndrome) or screening with an expanded panel that

contains many disorders (up to hundreds).




HEALTH + ANCESTRY SERVICE

What can your DNA say
about your health?

Learn more about your health, traits and ancestry, with a package of
| 125+ reports that only the 23andMe service offers.
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Health Predispositions* Wellness Carrier Status*
10+ reports 5+ reports 40+ reports










