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~’ Scientific & health drivers for a Genomic

5 Genomic Medicine uses DNA information from each individual to inform and personalize
= g healthcare — for instance to estimate disease risk, personalise therapeutics, or define
e strategies to prevent disease
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The trigger: 1+Million Genomes Initiative

1+Million Genomes: Signatory countries
—_ (status on 1 July 2024)
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DECLARATION OF COOPERATION

Towards access to at least I million sequenced
genomes in the European Union by 2022

~
Ambition: Create a European network of genomic and
health data collections for the benefit of citizens

/




1+Million Genomes Initiative

Organisation and governance

Ethical, Legal & Social Issues (ELSI)

Clinical data

Sequencing Quality
Data Access Infrastructure
Health economics

Healthcare Implementation

NATIONAL
MIRROR GROUPS
NMGs at glance

; Cross-border access to genomic data, implementation of genomics-based
Rare diseases
Cancer

health
. Common Complex diseases

. Infectious diseases (COVID-19) y . . i . 2018 20120 . 20|22 . 20?4 . 20?6 , 20.28

Pharmacogenomics
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. Genome of Europe = = | | DesignaTesting
) e Scale-up & Sustainability

e _g* European
-'Co, Genomic Data
% Infrastructure

Population Genomics

GENOME OF EUROPE

& & EDIC, healthcare
=g S European |
IRl = Commission B1IMG

Policy-driven, multinational coordination
Strong emphasis on data governance and trust
Model for future global collaboration 4
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Genomic Medicine in Portugal —
Developing a National Strategy for Genomic Medicine
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ELSI

No public health strategy for genomic
testing

Bottom up decisions for testing adoption
following European standards and new
developments

Reimbursement but no clear criteria for
prescription —equity issues

No criteria for laboratories testing —
overlapping with unecessary costs

No established infrastructure for genomic
data management, no established criteria
(follows European standards)

No organized data access, not widely
disseminated information on genetic
variability in Portugal

No strategy for education of health
professionals — training is ad hoc

Need for improving citizen literacy



National Strategy for Genomic Medicine

Data
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Health data,
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SAUDE
Gabinete do Secretério de Estado Adjunto e da Satde

Despacho n.° 51352021

Sumirio: Cria ¢ determina a composigio de uma comiss3o & qual compete a definico de roa-
dmap para o planeamento & implementagio da Estratigia Nacional para a Medicing
Ganomica, que apolard a contribuiglo de Portugal na iniciativa 14MG.

O Programa do XXII Governo Cunslﬂumon:s\ estabelece como uma das suas prionidades a
satde digital, com consequente é dodigital rapida e avel do Servico
Nacional de Saude. O Governo da Rapubilca Portuguesa assinou, em abril de 2018, a declaraqﬁo
«Towards access fo at least 1 million sequenced genomes (1+MG) in the European Union by 2022,
no dmbito da European Union’s Digital Day 2018 Conference

Ainiciativa 1+MG visa essencialmente fomentar a partilha de dados genémicos e de salde
das populagGes, de forma a melhorar o diagnéstico, a terapéutica e a prevengdo de patologias com
contribuigdo genética significativa, como o cancro, as doengas raras, as doengas cardiovasculares
ou as doencas do cérebro. O conhecimento gerado criara oportunidades para estimular a investiga-
¢a0 e inovagdo na drea da salide e para melhorar os cuidados em areas chave da salde, através
da impk da medicina {a como abord médica do futuro.

Ao participar nesta iniciativa, Portugal de colaborar
de uma estrutura de partiiha de dados genémicos e de saide da populago europeia, e de contri-
buir para a meta de informag &0 gendmica e de saide de 1 milhiio de cidados europeus em 2022

Desde 2018, o Instituto Nacional de Satde Doutor Ricardo Jorge, 1. P. (INSA), tem coordenado,
em do do Ministério da Satde, a p do de Portugal neste processo, contribuindo
ativamente para a preparagdo do roadmap da lmc\allv;l 1#MG e organizando um grupo de trabalho
nacional que envolve multiplas instituicGes de relevincia para o projeto. Em outubro de 2020, por
solicitagdo da Comissdo Europeia, foram nomeados dois representantes de Portugal na iniciativa,
um pela area da salde e um pela area da ciéncia.

Ainiciativa 1+MG rep uma op para o d U o e implementagdo da
Estratégia Nacional parn a Medicina Genémica (PT_| MedGen} aqual permmm um avango signifi-
cativo na adog¢do de 1, de medicina p , a par com o d global
da medicina nesh area Nesie ncmexln a es!m!egm PT_| MedGen promoverd, amda a compe-
titividade e a i do a criagdo de conh e valor fi na
drea da saide.

Assim, ao abrigo do disposto na alinea f) do n.® 1 e do n ° 4 do Despacho n ® 1119972020, de
6 de novembro, publicado no Didrio da Repablica, 2.* série, n.° 222, de 13 de novembro de 2020,
determina-se o segum!e

mento e lmplementayac da Eslrategia Naclunal para a M\edlcma Genomlca que apolam a contri-

buicdo de Pcvtugal na iniciativa 1+MG, i as suas etapas, calendanzacdo e
@ posterior acomp do processo

2—0 ruadrrwp referido no nimero anterior deve descrever o conjunto de objetivos especificos,

etapas, atvidades, metas a atingir, prazos, resultados esperados para cada etapa e necessidades

de investimento para a implementagdo da Estratégia Nacional para a Medicina Genémica que

suporte a contribui¢ 3o de Portugal na iniciativa 1+#MG. O roadmap devera ser apresentado ao meu
Gabinete, no prazo de 5 meses a contar da publicagdo do presente despacho.

3 — A comissdo é constituida por Femando José Ramos Lopes de Almeida, presidente do
conselho diretivo do INSA, que preside, e pelos seguintes membros, responsaveis pela organizago
@ coordenagdo de grupos de trabalho (GT):

v) Asmd Moun chenle

PT MedGen
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PT MedGen Strategy - Development Process

PT_MedGen Concept
2022

Genomic Medicine
Strategy Pillars

Citizen Health

Governance T
of genomic Data Clinical Service Citizen

Analysis  communication
Infrastructure

and health Infrastruture ~ Organization
information

Ethics and _ Health Professional Citizen Intersectorial
. Health Policy ] : - S .
regulation Economics Education Literacy ynergies
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Concept for
Genomic Medicine
in Portugal

European Funding
(DG-REFORM)

\.

Maturity
Assessment of
Genomic Medicine
practice in the
National Health
Service

J

Consultancy
Support for the
Stepping Stones

Project

National Strategy
for Genomic
Medicine
PT_MedGen
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PT MedGen Strategy - Development Process

REFORM

Technical Support
Instrument (TSI)
Directorate-General for
Structural Reform
Support
European Commission
Agency for Development

sndiCohesion nsituto_Nacional de Satide

Doutor Ricardo Jorge

XU & PT_MedGen
PT MedGen~ Commission
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Stepping stones for the implementation of a
Genomic Medicine Strategy in Portugal
(2022-2024)

1. Guidelines for a legal and ethical framework for
genomic and health data in Portugal, in a
European context;

2. A governance model for genomic and health
information, including pathways between data
collection and storage infrastructures, clinical
services, R&l institutions, and national and
European entities;

3. Astrategy for the efficient organisation of
clinical services for genomic medicine including
data management, multidisciplinary teams, clinical
networks and integration with R&;

4. A communication campaign aimed at citizens,
patients, and policy makers to better understand the
potential of genomics for health;

5. Areport on the role and value of industry for
genomic medicine.
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Maturity Level Model for Genomics in Healthcare — GiH-MLM PT

Genomic Medicine in Portugal
Maturity levels 2022

Dominios

Niveis de Maturidade

I - Governanga e Estratégia
(3 indicadores)

11 - Investimento e Modelos
Econdémicos (5 indicadores)

111 - Etica, Legislag3o e Politica
(11 indicadores)

1V - Conscientizagao e Aceitagao
Publica (3 indicadores)

V - Capacitagao e Organizagao dos
Profissionais (7 indicadores)

VI - Servigos Clinicos, Infraestrutura e
Ferramentas (5 indicadores)

VIl - Normas para Implementagao da
Genomica na Clinica (6 indicadores)

VIl - Padronizagao e Infraestrutura
de Gestao dos Dados (9 indicadores)
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() o Nacional de Saide

Co-Creation process with Stakeholders

Communication :

Challenge Worll(.:hookl:fv;:rsjoliu::ol:s. Europeafq benchmar-kmg Ethical, Legal and genomic iiterscy
identification: p akeholaers on Analysis of strategies Societal Issues: survey and
stakeholder interviews Genomic Medicine Governance across European expert consultation Bt
and Clinical Service Organization countries commum(?a el
campaign
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Estratégia Nacional para a
Medicina Genémica

PT_MEDGEN
] PT_MedGen ——
Estratégia Nacional para a
Medicina Genomica

Porque é que Portugal precisa de uma Estratégia
para a Medicina Genémica?

saide dos
‘cidadsos, reforgo dos sistemas de saUGe, # para © progresso da

. ® Individy
3 custos razodvels, permitindo diagnosticos multo mais rapidos e
precisos, seguir.

PT_MedGen
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| Genomic Medicine in Portugal — PT_MedGen priorities

TRANSVERSAL

' COMMITTEES FOR
PT_Med G e n GENOMIC MEDICINE

NATIONAL COUNCIL FOR STRATEGIC LEVEL
GENOMIC MEDICINE

Governacao para a Medicina
Genoémica em Portugal

SCIENCE, INOVATION
AND COOPERATION
Questoes éticas, legais e

sociais COMMISSION FOR THE COMMISSION FOR THE COMISSION FOR ORGANIZATIONAL
EDUCATION AND GENOMIC CLINICAL-LAB GENOMIC TEST GENOMIC DATA LEVEL
PROFESSIONAL UNITS DIRECTORY MANAGEMENT

DEVELOPMENT

LITERACY AND
COMMUNICATION

DATA MANAGEMENT
CLINICAL SERVICES INFRASTRUCTURE

HEALTH ECONOMICS & &&

OPERATIONAL
LEVEL
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Genomic Medicine in Portugal — PT_MedGen priorities

Genomic Test Requisiton
Plataform

~N T e Organizacao dos servicos @ 5‘1 ﬁ
/.\JEmo 3 clinico-laboratoriais I’ \I

8T

Hospital Laboratory
@ Network T E Network

T

Hom

Biobanking and Research

Sample
Monitoring
System

T Gestao de Dados Genomicos e

Naa e
Eixo 4 B
/.\ Acesso Transfronteirico a Dados

Genomic Test Bioinformatic Individual ’-L ‘
= Requisition L. Analysis & Genomic API 35%?.2"
Platform Plataform Registry Manager

Clinical systems
r";) and EHR il
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Genomic Medicine in Portugal — PT_MedGen priorities

PATIENTS HEALTH PROFESSIONALS RESEARCHERS

CITIZENS

...allowing a wider ...Allowing a better understaning, ...allowing a better adoption of ...promoting reserach in genomic

implementation of genomic diagnsotic, treatment and genomic medicine in healthcare, medicine, simplifying funding and
medicine, benefiting healthcare. prevention of disease. benefiting patients. fostering access to genomic
data.

Carreiras e Capacitacao dos
Profissionais

Estratégia de Comunicacao ) -
PT_MEDGEN -~ dn e

POLICY MAKERS PUBLIC ADMINISTRATION INDUSTRY EUROPEAN ORGANIZATIONS

...improve the efficiency nad ...promoting a better national ...opening opportunities of ...fostering a better alignement
collaboration with industry for with European initiatives and

Coordination of healthcare in coordination in healthcare,
Portugal, benefiting patients and improving efficiency and innovation. providing more collaboration and
aligning the country with benefiting citizens. growth opportunities.
innovative initiatives in Europe

and globally. W o
sy &

Inovacao, Criacdo de Valor e
Transferéncia de Tecnologia

PT MedGen
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Genomic Medicine in Portugal — PT_MedGen

Governance of
genomic data

—

é A

Revising the
ethical and

I. normative
framework in a

European context

i

peee

Reorganization of
clinical-
laboratorial
services

. |Operacionalization of

M

the genomic data
management model

PT MedGen

R
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Education of health
professionals and
career development

(PR

: A

Citizen literacy and
communication

s R

Economic models
for sustainability

| S
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1+Million Genomes Initiative / Genomic Medicine in Portugal

Journey to an infrastructure for genomic data

PT_MedGen PT_MedGen PT_MedGen

NMG Concept Strategy
@ Cross-border access to genomic data, implementation of genomics-based
health
2018 2020 2022 2024 2026 2028
i + } ‘I I' I' ¢ + $ $ —
PM implementation — the MLM for e.IMG N
Genomic in Healthcare — .:Q (Eslelm?cnnata
¥ .e% Infrastructure
Genome of Portugal - testing P! Nede y— . .
T s 19 [omics awareness and
= the — edGen strategy: cation of professionals G E
3 + Ethical and legal framework
< + Genomic data governance 2000 PT Genomes —
E . g Look up variant frequencies in ACMG EDIC. health
= + Genomic data management, actionable genes and PGx
il storage, data flows, access B1MG
- Communication campaigns Ithcare implementation — updating the MLM  ¢w
c enomics in Healthcare with novel indicators:

prevention, equity
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