WL A— 26 DE MAIO

@ce..”"  Colégiode Especialidade

": S, REGULAMENTARES LISBOA

ORDEM DOS
FARMACEUTICOS

A Experiéncia
vivida do Acesso
nas doencas raras

REFAWES ANDO g : ‘ o

ASSOCIAGAO NACIONAL ‘
DISPLASIAS OSSEAS



REGULACAO EM
TRANSFORMACAO

INOVAGCAO E ACESSO PARA
OS DOENTES NA UE

Patient
online research

= s

visit Blood

No diagnosis /
misdiagnosis

O

Specialist clinic
Symptoms
appear

GP
referral

No diagnosis /
misdiagnosis New

symptoms

“

Patient

Itl online

research

Positive result counselling %
ﬁ’ ® No diagnosis / Genetics .
N Retesting misdiagnosis specialists o) « GP

Disease-modifying
treatment

Genetic

&
A

Co-ordinated / new tests referral
multidisiplinary ) (eg WGS)
care and support Negative result Genomic

N, tests
N




REGULACAO EM_
TRANSFORMACAO

A M t . R u“ INOVAGAO E ACESSO PARA
atrix Rara s

OS DOENTES NA UE

Doenga Rara Investigacao Ensaios Aprovacao Cuidados Acesso
clinicos em especializados Portugal
Portugal
X X

X X X

A
B
C
D X X X
E
F
G
H




REGULAGCAO EM.
Sem tempo para . TRANSFORMAGAO

INOVAGCAO E ACESSO PARA

ser pacient(e)

Pessoas com doenga rara sem medicamento 6rfao (OMP)

Nao podem continuar a espera indefinidamente

Quando ha 1 OMP aprovado mas nao esta acessivel ...

N3ao podem continuar a espera indefinidamente




The ten key factors de
patient access
This infographic shows the last PROCESS REIMBURSEMENT
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Gotas no oceano

m European
Commission

European Commission > Live, work, travel in the EU >

= Union Register st

Public Health - Union Register of medicinal products

Community Register of orphan medicinal products

/ﬁ 9 Search: |Jachondroplasia
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EU # Product Indication dg t EU product # -
ate
Implemented on
+ EU/3/21/2475 Infigratinib Treatment of achondroplasia 19 Jul 2021 ™
+ EU/3/21/2454 Humanised monoclonal antibody derivative Treatment of achondroplasia 21 Jun 2021 Acesso

against fibroblast growth factor receptor 3

via PAP

ainda...

E 20/2299 -type natriuretic peptide conjugated to multi- reatment of achondroplasia 27 Jul 202
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l EMA/285195/2017 l

EMEA/H/C/004065

Resumo do EPAR destinado ao publico

Brineura
cerliponase alfa

O que é o Brineura e para que é utilizado? N //"

O Brineura € um medicamento para o tratamento da ceroidolipofuscinose neuronal tipo 2 (doenga
CLN2), uma doenca hereditaria em criancas que leva a lesdes cerebrais progressivas.

Infarmed > Noticia

Brineura (cerliponase alfa) | Relatério de avaliagao de financiamento
publico | Indeferimento

nprimir & Partilhar  f in W

22 mai 2026

O medicamento Brineura (cerliponase alfa) foi objeto de indeferimento da avaliagdo prévia hospitalar, na indicacao: Brineura é indicado para o
tratamento da doenca ceroidolipofuscinose neuronal tipo 2 (CLN2), também conhecida como deficiéncia de tripeptidil peptidase 1 (TPP1).
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A Search clinical trials and reports Search for clinical trials

On this page you can search for trials and show the results on a map. If you would like to search for trials using text with advanced search criteria you can do it here.
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A danca das palavras
Designacao

Aprovacao
Submissao

Medicamentos autorizados a nivel europeu
2020-2025 (n=282)
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The access landscape in Europe has continued to evolve
Historically, full availability was the main access route; now, restrictions are commonplace

Historic landscape (2019) Current landscape (2025)

Not available

In 2019, nearly half of all Unavailability has increased slightly

innovative medicines were not since 2019, with close to half of W
available to patients innovative medicines still not available
to patients.
5%
6%
17% In 2025, nearly a fifth of products are

available under restricted conditions

In 2019, full availability was the
primary route through which
patients accessed innovative

medicines across Europe

Full availability

By 2025, the share of medicines fully SE ,R
available on public reimbursement

lists has declined substantially

Notes: EU averages of full / limited availability are calculated using absolute figures before determining the percentage. This approach ensures a more accurate representation by accounting

for the varying number of available medicines in each EU country, thereby avoiding potential distortions that could arise from averaging individual country percentages. Segments total 99%

due to rounding. Source: Historic landscape shows data from 2019 W.A.LT. study (EU average availability for 24 countries: EU27 excl Cyprus, Luxembourg, and Malta); Current landscape .

shows data from 2025 W.A.LT. study (EU average from EU27 countries) —— | Qv I /_\
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“A pessoa com doenca é a
prioridade!”

A realidade no acesso

Sem abertura de pedido de avaliacao
para financiamento e disponibilizacao

Discussoes extensas preco-reembolso
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PROBLEMAS BASE

- Dificuldade em transformar inovacao terapéutica em
beneficio real e atempado para a pessoa com doenca rara

« Comprometimento de recrutamento, de monitorizacao e de
decisOes de financiamento por auséncia de:
1. registos interoperaveis,
2. codificacao sistematica incluindo ORPHA
3. capacidade de gerar evidéncia de mundo real

4L°

Encontro
Conselho Cientifico

INO\IA?IT\O
TERAPEUTICA

NAS DOENCAS RARAS -

C

sanofi -

d \| Doencas Raras
~

Apoios: ALeExioNn Ecuf
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- Medir acesso real

« Usar melhor a avaliacao clinica conjunta europeia (JCA)

« RWD e RWE

- Adaptar a evidéncia e a HTA a realidade das doencas raras

« Ensaios clinicos centrados nas pessoas (modelos transfronteiricos, digitais,
compativeis com a vida real).

« Integrar formalmente doentes e associacdes no desenho, avaliacao e
monitorizacao do acesso ao medicamento.
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