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1. Dia Mundial DR

4. Dia da Deficiencia 2. Aniversario

3. Conselho Cientifico
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1. Educagao: Informar sem Dramatizar® (@\\
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Informar sem Dramatizar nas
Escolas Nacionais Entrevistas nos Media

PARA DUVIDAS ENVIE EMAIL PARA CONSULTORIO@PORTOCANAL.PT
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2. Saude: Roadshow W™,

Hospital Garcia de Orta - Almada

CHU Al= -0 Espirito Santo de Evora, Centro Hospitalar do Tamega e Sousa, EPE, Centro Hospitalar
R- , ~entro Hospitalar do Baixo Vouga, Unidade Local de Saude do Alto Minho, Unidade Local de
~aarda, para além dos grandes centros hospitalares de Lisboa, Coimbra e Porto.

iemas Centrais: articulacao com cuidados primarios, acolhimento, referenciacao, percurso, Registo, CPDR, CNCR.
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3. Social: CUIDARaro (\@)

Cuidador Inovacao
Informal - Pobreza
= suporte Existéncia de uma
resposta social
adaptada as
83,3% necessidades das
pessoas com doenca
Em estad? de - Isolamento .
exaustao

; +Liberdade
emocional

pacto

nendente e

acao de
Resultados, aos 12
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ESCOLA NACIONAL
DE SAUDE PUBLICA

+ Bem-estar

Caixa ¥ Social

PROJETO PREMIADC

Privilegiar vengao
hur: rada no
aptada as suas
icas e necessidades,
.idadas a respetiva familia.

+ Saude

&

Método Inovador:

* Criagdo de uma plataforma digital para o
efeito, onde serdo feitas as candidaturas e
o Match, entre a procura e a oferta;

* Proporcionar visitas de aceitac¢ao,
fundamentais para que os cuidadores
consigam deixar as pessoas cuidadas.
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4. Ciéncia: Conselho Cientifico 'H,
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Redes Europeias de Referéncia



4. Ciéncia: Conselho Cientifico (;ii/

Reference Centers for Rare Diseases in Portugal: How Collaborative Discussions Between Key Stakeholders
Contribute to Improve Healthcare for People Living with Rare Diseases

Raquel Marques’, Catarina Costa Duarte', Vanessa Ferreira2, Patricia Lamurias®, FLor Ferreira®, Diana Nunes*, Rita Francisco®, Paulo Gongalves'

"RD-Portugal-Uniao das Associacdes das Doengas Raras de Portugal, Lisboa, Portugal (https://raras.pt/), 2Humanized Solutions, Lisboa, Portugal (https://humanizedsolutions.com/), * Journalist - Associagao Atipicas,  Cognipharma, Lisboa, Portugal
(https://www.cognipharma.com/), 8 EURORDIS - Rare Diseases Europe (https://www.eurordis.org/)

Abstract

The principle of creating Reference Centers (RCs) follows a decision by the European C to create 24 European Networks ! that began in 2017, with
the aim of bringing together and sharing the best and p at P level, linking the best working for people with rare, complex and low-
prevalence diseases. 2

The expertise RCs integrated into these networks are highly specialized institutions that play a crucial role in the treatment of Rare Diseases. In Portugal,
Ministerial Order no. 194/2014, of September 30, established the process for identifying, approving and recognizing National RCs for providing health care,

(7)) Doencas Raras | REFERENCE CENTERS FOR RARE DISEASES
rd ’ 3 , Conclusions of the meeting between patient organizations,
— clinicians, researchers, industry and policy makers

namely for the di is and of rare di defining a RC as any service, department or health unit that stands out as the highest exponent of
skills in the provision of high-quality healthcare. These centers must include experienced and highly qualified multidisciplinary teams in their field, as well as
highly specialized medical structures and equipment. a muiciaciplinary
RD-Portugal - Unido das Associagbes das Doengas Raras de Pormga| is a non- profit organization, in the form of a Federation, which brings together team o follow patients
various patient associations. One of its goals is to actively p p: in in the of families living with Rare Diseases in ‘adulthood o the RCs to allow greater mn:m
gonugal RD-Portugal is part of the Intersectoral Working Group for Rare Diseases, with the aim of drawing up the National Intersectoral Plan for Rare hmmﬂ‘mm;’:,m between patients and their families

iseases. their entire medical history ith psychologist
In November 2023, the non-profit organized an event under the theme "Reference Centers for Rare Diseases in Portugal and their close relationship et /e 7 socl wrker, andphysthrpit L] ~
with with the aim of bringing together various experts (patients, clinicians, researchers, decision-makers, consultants, e Tt 7 bW f appointments, to avoid
Joumallsts) invited for their relevant intervention in the areas of Health and/or Rare Diseases, to debate the existing model of healthcare for people living patients, with information about the {;;';:::;“;;‘(‘_’:“m‘vmm“m
with rare diseases and draw up a final Report, with key-topic conclusions to improve the patient journey, as well as the internal efficiency and effectiveness RO SEIER Oty

of the centers. The final Report was shared with all participants, presented publicly, and made available to policymakers. Reinforce edministrative and secretariel support

Methods

For the event discussion, RD-Portugal adopted the World Cafe (WC) methodology. This decision was carefully considered to allow the diverse perspectives

of a patient manager or SPOC
3 a direct contact with the RC More time set aside (and paid for)

more active @ for research and training
rticipation by the patient 7
bt @ Cresting a Ciinical Practice Guide
Records of diagnoses in the NHS clinical “THE WORK OF @ Adjusting e length of consulleiona

of the members of the Scientific Advisory Board and all the expert guests of who agreed, at the outset, to collaborate on the construction of a document A i ° — ° ,,:::,w_,m:’:!mm,w_ﬂc,

regarding the perception about the current status of the RCs for Rare Diseases, what we would like them to be, and understand their relationship with the 0 v o 5

European Reference Networks. Registration of ot :

The WG is recognized for its ability to facilitate open and constructive dialogue. This methodology allows participants to engage in meaningful conversations undiagnosod pationts @ ool r p a n e t O l l r n a
in a welcoming and informal environment, which is essential for handling an open but fruitful discussion. The invited participants were distributed among 8

tables. At these tables, we asked 8 by 8 note-takers, to circulate around the different tables, giving them the opportunity to interact Nm“.ﬁ;gm ym ° Standardize quaily accreditation

with the diversity of perspectives, each with lhelr own unlque i and . The 1 of the tables was studied in an intentional and @ processes for RCs N

balanced way and included patient lndustry representatives and decision-makers. This flow of ideas is
crucial to enrich the discussion and the content of the outcome. We developed 4 discussion themes, organized in the form of 4 questions, at 8 tables:

Implementation of a "Clinical Patient
Management System" to share clinical

==l of Rare Diseases

(biomedcentral.com)

» Theme 1: What model of
Table 1A/ Table 2A/

Reference Centers do we want? Crpains e crgesfkon
a5 2 well-dentified pointof contact
1B 28 Why? Puith e ERNs @

Results

Through collaborative work with key stakeholders,
including KOLs, patients, clinicians, researchers,
decision-makers, RD-Portugal was able to lead a

Theme 2: How can we
transform the model of the
current Reference Centers?
With whom? And for whom?

Theme 3: What results can we

Look for sources of funding in
the private sector to finance

Possibility of rare diseases without
RCs n Porugel bong resed in °
RCs

L]
Centralized purchase of orphan

achieve with the Reference
Centers? Who to recognize?
Who to celebrate with?

process that fostered constructive discussion
beMeen the dlﬂerenl players on the field of rare

ping a Report that into an
important resource to improve healthcare for people

« the evaluation process, ; P

@ drugs to reduce costs.

Create a funding model that
RTINS

Table 4A /4B sl ato)
;Dle S Theme 4: How to evaluate the living with rare diseases in Portugal. Purmanresurces o camycutand hioraria proceasis ce cino Kisle
ton evaluatl

Reference Centers? Who
evaluates? How is it
monitored? Who monitors?

These panel discussions were intended to be a unique opportunity to share ideas,
experiences and best practices, with a view to the continuous improvement.
Through these conversations, RD-Portugal wanted to contribute to a more robust,
patient-centered health system adapted to current and future needs, as described

in the conclusions of this document.
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bringing new perspectives

The final report has been summanzed in this
ic, with the key i into

7 topics, which translate the advantages and gains

for the various for the

system and for Portugal. The final Report was

shared with all participants, presented publicly, and

made available to policymakers.
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 Plano de A¢ao DR 2025-2030
* SP3S
* Edificio Digital

* Registo de Saude Eletronico
Unico / GenomePT

 Comunicacao Transversal




+351 916 292 292

Numero Raro

R

Comunicacao: Numero Raro e Folheto

Teve um -
diagnéstico de '
Doenca Rara?

"~ N&o estd sé.

Folheto Novos Diagnosticos RD-Portugal
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Outros Organismos, Acordos/Protocolos ,‘2

Protocolos de colaboracao:

e ULS de Coimbra e ULS de Santo Antonio

 Ordens Profissionais
 Farmacéuticos, Biologos, Médicos,
 Nutricionistas, Méedicos Dentistas.
* Psicologos, Fisioterapeutas, Enfermeiros - TBD
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EURORDIS CNA
RD-International

RD Day (coorganizadores)

NMG =>» ERDERA

Acao Doencas Raras
 ULS Algarve
 ULS Medio Tejo
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“Ha 5 requisitos para um casamento feliz: o primeiro é Fé e os outros 4 sao confianga”

Mil sorrisos!

unificardoencasraras@gmail.com | +351 916 292 292

O

Doencas Raras

® O Ok



http://www.rdportugal.pt/
https://www.facebook.com/raras.pt
https://www.linkedin.com/company/rd-portugal
https://www.instagram.com/rd_portugal/?hl=en
https://twitter.com/raras_pt
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Informacao Complementar sobre o Informar sem Dramatizar | d )
4

1. Apresentagao do Projeto aos Agrupamentos
e Solicitamos ao Municipio uma reuniao em formato digital com os Agrupamentos Escolares
* Explicamos o Projeto e como se podem inscrever, enviando os detalhes do numero de alunos por turma e ano

letivo, do pré-escolar ao secundario.
2. Agendamento de Sessao com os Professores
A RD-Portugal agenda com os Professores dos Agrupamentos uma sessao de explicacao do projeto, dos

materiais que irdo receber, como se implementa a sessao na sala de aula, a importancia do preenchimento dos
inguéritos de satisfacdao que nos devolvem e, um numero de telefone e um email para apoio a duvidas.

Partilha de informacgao estatistica dos resultados da A¢ao com o Municipio e Agrupamentos

4. Avaliacao por parte do Municipio a comparticipa¢ao do financiamento do projeto.
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Informacao Complementar sobre o CUIDARaro | d

Pedido de reuniao entre a equipa CUIDARaro da RD-Portugal e o Municipio
* A RD-Portugal tem uma Assistente Social, Dr.2 Palmira Martins, com a
experiéncia de implementacao do Programa em varios Municipios
* Areunido é pedida ao(s) responsaveis pela area social e saude do
Municipio.
Implementac¢ao do projeto e partilha de informagao com o Municipio
e A Assistente Social da RD-Portugal partilha, periodicamente, informacao
do curso da implementacao com o Ponto de Contacto do Municipio.
Promoc¢ao de evento local/nacional de partilha de experiéncia dos Cuidados
Formais, Cuidadores Informais e familias.
Avaliagao por parte do Municipio a comparticipa¢ao do financiamento do
projeto.
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Catarina Costa Duarte Micaela Rozenberg Palmira Martins Paula Guimardes Raquel Marques

Gestora do projeto Responsavel pela comunicacao Coordenadora do projeto Embaixadora do projeto Responsa

vel pelas parcerias
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Como lidar com as Doencas Raras

Sessao de Capacitagao
Profissionais de Saude

ULS LISBOA OCIDENTAL

14:00 - Sala de Reunides do Centro de
Saude de S&o Joao do Estoril , 3° Piso.

Oradores:

Paulo Gongalves
Dr. André Biscaia
Palmira Martins

Inscricdo Gratuita, mas obrigatéria
para o e-mail: geral@rdportugal.pt
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