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Genomic infrastructure (with IMPaCT Cohort and IMPacT Data) desgined to be the basis for the
implementation of Personalized Medicine in the Spanish  National Health System
- Equal access of “high complexity” genomic diagnosis in udiagnosed cases (beyond the standard of care)
-Generation of high quality genomic data to be used in research as contribution to the 1+M Genomes
Initiative

-Actionable biomarkers (proven clinical utility)

Use cases: Rare diseases, cancer and pharmacogenomics & population genomics (in coordination with

IMPaCT cohort)
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200 WGS/day
2000 WES/day
17 CCAA
37 associated institutions G & o) o
110 hospitals o e ,ﬂ Informed consent model allowing the use for research
3 sequencing centers 7 and shareability of clinical and genomic data
20 working goups Approved by the ISCIII EC and local ECs

Mandatory for patient’s inclusion in the program
Additional IC for diagnosis (model offered to centers)
Signature of MTA/DTA (mandatory)

9 groups of experts
>350 collaborators
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Rare diseases
working groups
DIAGNOSIS REPORT STORAGE AND DATA
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EXPERT COMMITTEES - Diagnoses procedures
0 - Functional validation network
I - >400 experts

+ 1500 genes OMIM/Orph
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CASES BY CCAA — POPULATION CRITERIA SEQUENCING EFFORTS

UNDIAGNOSED RARE DISEASES

3000 WGS (Cases and trios)

Exome reanalysis success 12%

Disgnosis rate (estimated) 20-23%

Average undiagnosed time: 9 years
o CANCER

26/06/2023 phig Undiagnosed inherited cancer and unkown primary

N (as a model of standards for somatic mutations)

300 0

226

1o S PHARMACOGENOMICS
Clinical guidelines, proficiency testing, pilot projects

U e o D Population genomics: Standards for PRS (breats
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https://genomica-impact.es/pacientes/
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Contra el Cancer

DE ENFERMEDADES RARAS

Para conocer camo solicitar la participacian en el programa por favor revisa la siguiente documentacion segun corresponda:

Enfermedades raras Cancer hereditario

Cancer primario de origen desconocido
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