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Génotypage 
Ex : CYP2C19 *2 / *3

Phénotype
CYP2C19 poor metabolizer

Exemple du CAMYZOS (Mavacamten)

Recommandations
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•Se positionner en tant que société savante de recours vis-
à-vis des institutions, autorités de santé ou de tutelles
•Rédiger des recommandations / ensemble des aspects du 
domaine 

Thésaurus ABM
Saisine HAS RIHN (Panel NGS)
Évaluation de tests compagnon par la HAS
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Companion diagnostic  Co-prescription Maladie 
rare/Cancer – PGx ? (PFMG ? Dépistage néonatal ?) 

Pre emptive Carte pharmacogénétique

Sherman CA, Claw KG, Lee SB. Pharmacogenetic analysis of structural variation in the 1000 genomes project using 
whole genome sequences. Sci Rep. 2024 Oct 1;14(1):22774. doi: 10.1038/s41598-024-73748-3. PMID: 39354004; 
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PGx+

PGx-

Side effects with/without preemptive PGx +



Ex autres programmes :

GT « analyses PGx à partir de WES WGS »
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Cahier des charges



Bibliographie / Essais

Aldy sur WES WGSPyPGx (SV) Stargazer / Stellar / Aldy / Cyrius Stargazer / Aldy / Astrolabe 
(gène CYP2D6)

Cahier des charges



-scope of WG12 and definitions of terms

-choice of priority diseases and indications

-single markers versus profiling vs polygenic drug response scores

-technology platforms for testing

-data needs and user perspective on GDI

- creating standardized ways of collecting/storing/report phased single nucleotide and 
structural variants 

-exploring relevance of genetic diversity in PGx testing

-design a “Pan-European” PGx array

-combine PGx with other genetic information (e.g., ethnicity, blood groups/HLA, FH, PRS, 
etc.)

-translating genetic test results into actionable prescription advice

-setting up trials for evidence

-costs and reimbursement programs for PGx testing

-implementation hurdles across various health care systems

-setting up PGx education/courses for healthcare officials and general public

-exploring collaboration with international efforts and societies

- stimulate development of systems to share PGx information across the entire healthcare 
chain

- stimulate systematic collection of drug response phenotypes 

Bibliographie / EssaisCahier des charges
Recommandations d’analyse bio-informatique 

en PGx

Recommandations cibles PGx de référence 
(Pr PICARD)

Expertise PGx pertinente par maladie rare / 
cancer 

(PFMG / DNN)

Mise à disposition de l’information PGx

Pharmacogenetics (PGx) Working Group 12

Topics :

PGx implementation



Merci de votre attention
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