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Thank you for downloading the IEEPO 2020 Experience Exchange 
Poster eBook. This eBook reflects the collective effort of 
representatives from more than 40 patient organisations worldwide 
who initially prepared these project posters for a best practice 
exhibition for Berlin during IEEPO 2020. 

During the months that followed many of you asked us to find another 
way of sharing these best practices despite our inability to meet in 
person. This eBook is the result. We hope it will inspire discussion and 
debate as well as acting as a valuable resource for you and your team. 

Please join us in thanking everyone who devoted time and energy to 
creating and submitting an experience exchange poster for inclusion. 
It has been an honour to work together on making this available to the 
community. We would also like to extend our gratitude to the IEEPO 
Advisory Committees and Global PHC Patient Council for their support 
and expert comments throughout the submission process.
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READY TO BEGIN? 

To assist you in finding relevant projects quickly and easily, the posters 
have been organised in three theme categories: 

•	 The Power of Data

•	 Digitalisation of Healthcare

•	 Engaging in Healthcare Transformation

You can also search posters by country and therapeutic and/or 
disease area

Additionally, we have included the contact details for project leads 
and encourage you to reach out to them with questions or comments 
about their projects.

We hope this will prove to be a valuable resource to the IEEPO 
community. Any feedback on how to make this eBook even more 
relevant or easy to use is encouraged. 

Share your comments here. 
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ASSOCIAÇÃO BRASIL 
HUNTINGTON-ABH
HUNTINGTON’S DISEASE

BACKGROUND

RESULTS

Maria Aparecida Alencar
ABH - ASSOCIAÇÃO BRASIL HUNTINGTON

Website: abh.org.br /  E-mail: abh.atendimento@abh.org / FB: Associação Brasil Huntington

CONTRIBUTIONS OF BRAZIL HUNTINGTON’S ASSOCIATION (ABH) 
TO THE REGISTRATION OF CASES OF HUNTINGTON’S DISEASE IN 

BRAZIL

CONCLUSIONS

Usually family members know Brazil Huntington Association (ABH)

through other relatives, most by the internet (website and social

networks) and many are referred by doctors, who know ABH work

and guide family members to receive more information about the

disease, care, and so on. The association provides support and

guidance to family members on the several topics related to HD and

it has been done through email, website, telephone and in person for

those who can go to the ABH headquarters in São Paulo. In addition,

the association collects data from families that come into contact,

feeding its own database.

The aim of the present study is presents records about numbers of

HD in Brazil, according ABH registers..

PICTURE 01

Huntington s Disease (HD) is an inherited neurodegenerative

disorder. Despite affecting people all over of the world, some

countries still have a large gap regarding the diagnosis and

consequently the statistical data. While investigation about HD is

often in Europe and Asia’s countries, data are still very scarce in

South America. There are no official statistical data in Brazil. The

Brazil Huntington Association (ABH) is the only institution that

presents database about HD in this country. ABH is the only

institution that presents recordes, in general, about HD in this

country. The main objectives of the association are to provide support

and guidance to family members on the several topics related to HD

and this is have been done through email, website, telephone and in

person for those who can visit to the ABH headquarters in São Paulo

city.

The Brazilian population is formed by 208 million inhabitants, and it is

estimated that there are 13,000 to 19,000 carriers and 65,000 to

95,000 people at risk for HD (70/100 per million)

Currently, ABH has 2,942 families registered, which means an

approximately three times greater number of patients and carriers of

the altered gene, since there are several members affected by family.

However, three groups with a high prevalence of HD cases stand out,

which are located in Feira Grande / AL, Senador Sá / CE and Ervália /

MG.

Brazil Huntington Association (ABH), based on information from family members, is the only institution that collects data related to Huntington's 
disease in all states of Brazil.

Estimate of HD prevalence in the brazilian population
Current estimate of the
country’s population:

208.000.000 inhabitants

Prevalence of 70/million
inhabitants:

15.275 people with the HD
gene

76.375 people at risk (5x the number of people with
the gene)

Number of registrations at ABH
until December 31, 2019:

3055

ABH register: 20% of the estimated number
of cases

Distribution of HD cases by region

230

255

81

1882

459
North
Northeast
Midwest
Northeast
South

AIM

METHODS

>

Lung Cancer 
Monitoring Platform 
(Lung Cancer Radar)

INSTITUTO ONCOGUIA
LUNG CANCER

LUNG CANCER 
MONITORING PLATFORM
(LUNG CANCER RADAR)

P R O J E C T :N A M E  O F  PAT I E N T  G R O U P :

The initiative Lung Cancer Radar provides 
information about lung cancer patients in 
Brazil, including data about staging at 
diagnose, incidence, mortality and other
data and numbers related with brazilian laws. 

All data published at the online 
interactive platform comes from public 
sources, with previous analysis of a health 
specialist. The objective of this initiative is 
to raise awareness on lung cancer as well 
as provide a tool with useful information 
for public decision makers and other key 
stakeholders.  

D E S C R I P T I O N :

CO N T E N T :

CO N TA C T :

Luciana Holtz
lucianaholtz@oncoguia.org.br

THE LUNG CANCER RADAR - METHODOLOGY

For the current study Oncoguia has chosen public data sources provided by 
DATASUS (SIASUS, SIHSUS), INCA (RHC) and GLOBOCAN. At DATASUS and INCA  
websites, we have used all lung cancer data linked to ICD C34.

At GLOBOCAN website Oncoguia has selected all data linked to the word  “lung”.

THE LUNG CANCER RADAR LAUNCH: august, 2019

UPDATE CYCLE: every 3 months / once a year
(depending on the information)
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Source: Globocan
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Evaluation of the 
work situation of 
multiple sclerosis 
patients in relation 
to edss

ASSOCIACAO BRASILEIRA DE 
ESCLEROSE MULTIPLA
MULTIPLE SCLEROSIS

IEEPO Poster Presentation - Application 

Name of Patient Group and Presenter

BRAZILIAN ASSOCIATION OF MULTIPLE SCLEROSIS – ABEM
Sumaya Caldas Afif - Government Relations
Jislaine Oliveira da Silva
Dyana Gervana de Oliveira Fernandes;
Thais Mira
Alice Estevo Dias

Topic/Project

EVALUATION OF THE WORK SITUATION OF MULTIPLE SCLEROSIS PATIENTS IN RELATION TO EDSS

Please describe the topic/project you would like to present in a few sentences

INTRODUCTION: Multiple sclerosis (MS) is a chronic, progressive disease of unknown etiology. Due to demyelination that
occurs in the central nervous system, its lesions can cause several functional and / or disabling changes. It is estimated that
currently in Brazil, its prevalence is 15 / 100,000 inhabitants. In addition, MS is one of the leading causes of physical disability
in young adults in Brazil.
GOAL: To assess the labor situation of patients in relation to Expanded Disability Status Scale - EDSS.
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BRAZIL

Incorporating Colorectal 
Cancer Patient Values and 
Preferences Into Health 
Technology Assessment (The 
“PVP” Project)

COLORECTAL CANCER CANADA
COLORECTAL CANCER

Incorporating Colorectal Cancer Patient Values and Preferences Into 
Health Technology Assessment (The “PVP” Project)

CADTH – PAN CANADIAN ONCOLOGY DRUG REVIEW (pCODR)

PHASES OF THE PVP SURVEY SITES

RECRUITMENT AND CONSENT

DISCRETE CHOICE EXPERIMENT (DCE)

Dr. Sharlene Gill (BC Cancer Agency); Dr. Winson Cheung (Tom Baker Cancer Centre); Dr. Benjamin Goldberg (Cancer Care Manitoba); Dr. Yoo-Joung Ko (Sunnybrook Health Sciences Centre); 
Dr. Petr Kavan (Jewish General Hospital); Dr. Bruce Colwell (QEII); Dr. Karen McDonald and Dr. Deborah A. Marshall (University of Calgary); Barry D. Stein  (Colorectal Cancer Canada)

SURVEY STAGES

The high cost of cancer drugs has increased pressure on the healthcare system to make 
better choices and adopt value models when considering drug reimbursement and 
treatment choices. 

While there are many stakeholders in the healthcare system, the perspective of patients is 
central to the definition of value, yet, it is likely the least understood and most difficult to 
measure. Attributing what weight patient preferences should carry in health technology 
assessment (HTA) decisions regarding reimbursement is challenging. 

The PVP project will address this issue by developing a framework to objectively 
incorporate patient values and preferences into the cancer drug HTA decision-making 
process in Canada since:

A. Patients have unique knowledge and perspectives that can influence decisions by 
pointing out what are the most important aspects or outcomes for them in a specific 
situation. 

B. Patient preferences directly impact patient adherence to treatment and can provide a 
broader view of real-world health evidence. These outcomes can ultimately influence 
the cost-effectiveness of treatment. 

C. Patient preferences may serve as an important and evidence-based source of 
information that can improve the uptake of current health priorities and policy gaps. 

D. By participating in health decision-making, patient engagement is enhanced which 
could help to support fair and ethical healthcare decision-making.

1. VANCOUVER, BC Cancer Agency
2. CALGARY, Tom Baker Cancer Centre
3. WINNIPEG, Cancer Care Manitoba
4. TORONTO, Odette Cancer Centre, Sunnybrook
5. MONTREAL, Jewish General Hospital
6. HALIFAX, QEII

QUALITATIVE WORK  TO INFORM DCE
Princess Margaret Hospital to informed the DCE  
framework, attributes + level development 

SURVEY PRE-TEST:
One-on-one interviews with metastatic and non-metastatic 
cancer patients (n = 5)  Provided updates to inform Pilot 
Survey using the patient feedback

SURVEY PILOT TEST:
Survey online sample of (non-metastatic and metastatic; 
n=30) CRC patients. Ensure attributes, levels facilitate 
trade-offs among 

MAIN SURVEY:
Population groups from the 6 survey sites (n = 1200):

1. Metastatic CRC patients (n = 300)
2. Mon-metastatic CRC patients (n = 300)
3. Caregivers (n = 300)

We are assessing preferences and willingness to pay for CRC treatment for 
Canadian CRC patients (non-metastatic and metastatic), care givers for CRC 
patients, and adults from the general population.

Phase 1: Patient preferences will be measured and the value of the attributes of
colorectal cancer treatments will be estimated for patients, their
families/caregivers, and adults without colorectal cancer from across Canada using
a Discrete Choice Experiment survey.

The survey is expected to answer the following research questions:
(i) How do colorectal cancer patients (early and metastatic) value various aspects of
oncology drug treatments when weighing the associated benefits and risks?
(ii) How do values differ based on patients’ demographics, quality of life, stage of
cancer and experiences?
(iii) What are the relative quantitative weights for the benefits and risks (attributes)
of treatment decisions?

Phase 2: The most effective combination of attributes will be determined for
cancer patients faced with oncology drug treatment decisions, and a weight will be
assigned to those attributes.

Phase 3: Incorporate patient preferences explicitly into decision making, determine
methodology to use, what weighting to assign

Oncologist will inform patients in person either at an in-clinic appointment, or 
virtual appointments (phone or virtual platform). Study Coordinators will speak 
with the patient immediately following their appointment in person or for virtual 
recruitment by phone or virtual platform.

Study Coordinator will inform patient about the study and provide a recruitment 
letter (paper for in-clinic, email for virtual) providing study details, a unique 
participant identifier and a website address for the online survey and will ask each 
patient if they would like to take a separate recruitment letter for their caregiver.  
Consent will be at the beginning of the online survey. 

The risks and benefits of colorectal cancer treatment vary according to the regimen and 
therefore, patient preferences must be carefully considered. 

To establish the value of different aspects of CRC treatment more formally the rigorous 
economic approach known as DCE is employed. 

DCE is a quantitative method used to elicit patient preferences and utility for various 
health states and/or other nonmarket goods and services, such as health care and to 
capture the full value of a treatment and the outcomes of treatment not captured by 
traditional measures.

Key factors about colorectal cancer treatment have been identified for the DCE survey 
based on qualitative research conducted by University of Toronto and literature review. 

By including a cost attribute in the DCE we can estimate the willingness to pay as a 
monetary measure of the benefit. 
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OBJECTIVES AND RESEARCH  QUESTIONSINTRODUCTION AND BACKGROUND

Figure 1.  pCODR’s expert 
committee uses a deliberative 
framework for drug funding 
recommendations and 
considers Patient Values  
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ITALY

Voices Matter
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DENMARK

PHC Mammography 
Screening Program

DANSH BREAST CANCER 
ORGANISATION DBO
BREAST CANCER

Danish mammography screening program February 2020
• Mammography screening is a public health service
• Mammography screening is voluntary and free of charge  
 in Denmark
• Age >50 - <69
• Mammography screening offered to all women in the defined 
 age group every 2 years
• Triple Test: Mammography, ultrasound and examinations by 
 a doctor/palpation

Facts about breast cancer in Denmark
• 5.000 women are diagnosed with breast cancer every year 
• 65.000 women in Denmark live with the diagnosis of breast 
 cancer
• 1.100 women die each year from breast cancer
• DBO (Danish Breast Cancer Organisation) is politically active 
 and works to ensure the interests of Danish women affected 
 by breast cancer.

History
1991 
Mammography screening was offered to women aged 50-69 
screening, in a few cities in Denmark.

2005
A report from the capital of Copenhagen, shows that for women 
who were offered mammography screening, the mortality rate 
 decreased by 25 /% and for women who actively participated in 
the mammography screening program, the mortality rate 
 decreased by 37%.

2008
The mammography screening program became a public health 
 service for all women aged 50-69 to participate in the screening 
program

2020 May
Reassessment of mammography screeningsprogram

Benefits (of screening)
• Early detection breast cancersurvival  increases
• Reduced mortality due to breast cancer  (30-50%)
• National screening also promoting awareness of breast 
 cancer risk
• National screening provides a high quality diagnostic service

Draw backs
• Over-diagnosis and over-treatment
• False reassurance in false negative cases
• Anxiety and harms in false positive cases
• Radiation exposure

Debate
False Positive: Do women react negatively when they are false 
 positive and if… 
How do they react.

Therapy: Are women with a  false positive result offered any help?

Age criterion: Extend the age criterion and offer the screening 
 program for women aged?
> 40- <69 
> 40- <74
> 50- <74 

Personalise programme: Personalise the mammography screening 
program  according to high and low risk?
• overweight
• highly educated women
• alcohol
• smoking

As the laws / regulations differ between countries, this poster complies with the laws/regulations of the country of origin.

Mammography
Screening Program
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Danmark
Bryst 
Incidens: ASR (W), Kvinder alder 0-85+

Dansk Brystkræft Organisation (DBO)
By Nadia Ryding
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The Power of Data: 
Building patient’s 
participation in Healthcare 
transformation through 
evidence and data
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As the laws / regulations differ between countries, this poster complies with the laws/regulations of the country of origin
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Data Harmonization Across Genetic 
Conditions Associated with Autism

AUTISM SCIENCE FOUNDATION
AUTISM SPECTRUM DISORDER

Data Harmonization Across Genetic Conditions Associated with Autism
A.K. Halladay 1, 2, H. Grosman 1, 3, J. Acampado 4, J. Tjernagel 4

1 Autism Science Foundation, 2Rutgers University, 3Mount Sinai School of Medicine,  4Simons Foundation Autism Research Initiative

Background

Results

Future Priorities and Activities
• Advances in genetic testing have resulted in the discovery of rare 

genetic variants that increase the risk for autism spectrum disorder 
(ASD) and related neurodevelopmental disorders. Understanding ASD 
with a distinct genetic etiology is critical to developing interventions 
for both syndromic and idiopathic ASD.

• Families affected by these genetic conditions have established Patient 
Advocacy Groups (PAGs) that have developed and maintained 
research registries that provide researchers important data, 
communicate information to families, and help with research study 
participation.  

• These PAGs have come together to form a consortium to address 
common issues, including harmonizing registry-based data, in a group 
called AGENDA (Alliance for the Genetic Etiologies of 
Neurodevelopmental Disorders and Autism).  

• The United States Food and Drug Administration (FDA) states that 
study data standards are an efficient approach to exchange clinical 
data between computer systems, and a proven a methodology to 
organize data.  Commercial Investigational New Drug (IND) 
applications must be submitted in data formats supported by the 
FDA. 

• Study standards have been developed by the FDA and the non-profit 
Clinical Data Interchange Standards Consortium (CDISC), and other 
sponsors. The FDA supports efforts to create therapeutic area 
standards. 

• A total of 239 questions were evaluated across 8 registries. 
• Two domains were identified in the analysis, Demographics (DM) and Medical History (MH). Within 

the Medical History domain, three subcategories were created for developmental questions 
(MH_DEV), neurological questions (MH_NEURO) and pregnancy questions (MH_PREG). 

• Recommendations were made to propose standardized questions and responses for the questions 
analyzed across the 8 registries. 

• The final resource can be accessed here: https://www.gdaac.org/for-scientists

• Additional domains of interest should be prioritized and standardized.
• A pilot study is recommended to be conducted using the existing 

resource. 
• An initiative to explore governing policies around data, as well as 

potential collaborations with organizations such as CDISC to create 
formal standards will convene. 

EXAMPLE: 
“Age at first walking”
• What age did the child begin to walk? (integer response)
• Age when first walked unaided in months (integer response)
• How old was the patient when [walk unassisted]? (list response)

RECOMMENDATION:
• Is the participant able to walk without assistance? (No | Yes | Unknown)
• What was the age in months that the participant first walked without assistance? (integer response)

Objective
• The goal of this project was to create a resource for the autism 

research community  that condensed key questions across the 
registries of PAGs to facilitate research in this area.

Acknowledgments
Thank you to Lindsey Cartner for her assistance with helping design and format this 
presentation.

Collaborators and Advisors
The following organizations contributed their data dictionaries for 
inclusion in this resource.  We would also like to thank Ed Cook, Audrey 
Thurm and Shafali Jeste for their advice helping to identify scientific and 
clinical priorities for this first phase.

Materials and Methods
• In October of 2017, SFARI hosted a meeting of PAGs, industry and researchers to understand the gaps 

and barriers in utilizing patient registries.
• Participants suggested conducting an inventory of similar and unique questions across registries.
• Advisors were engaged in prioritizing domains of highest immediate interest.  
• Data dictionaries were collected from each registry and analyzed to identify similarities between 

questions and responses. 
• Questions from each registry were organized according to corresponding domain, in a similar 

approach to developing CDISC Study Data Tabulation Model (SDTM) standards for clinical data. 
• Potential response formats (i.e. multiple choice, open text) were noted.
• Standardized questions and responses were proposed. For questions, the recommendations were to 

include the variable name. For responses, the answer code/data type was included.
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The specifi city of collecting PROMs by “patients driven” registries for rare diseases 
vs “doctors driven” on example of Ukrainian Registry for Spinal Muscular Atrophy
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INTRODUCTION
The Ukrainian SMA Registry refer to the disease-specifi c geographically defi ned 
population and aim to register all cases in population; uses observational study 
methods to collect uniform data (clinical and other) to evaluate specifi ed outcomes for a 
population in Ukraine and serves scientifi c, clinical, policy purposes, although, a utility of 
the Registry is mostly called-for internationally rather inside.

METHODS
A minimum common data set and expanded core data set (from 2017) 
according TREAT NMD Consortium agreed entries as well clinical are collected 
by “patients driven” technology since 2004. Involvement of stakeholders such 
as patients, researchers and clinicians in the design, analysis and governance 
of the Registry was used to address the complexity and scarcity of knowledge 
on SMA. 

Patient-Reported Outcome Measures
PROMs can be applied to obtain data from the patient’s perspective. The 
data can guide in making decisions about different clinical inputs and for 
monitoring the outcomes of specific interventions, provide a baseline 
assessment of the health status, PROs offer pharmaceutical 
companies the chance to quantify the patient perspective on a disease or 
treatment. They are increasingly being used throughout R&D, shaping drug 
development, regulatory submissions, through discussions with payers, 
new models of reimbursement. A number of organizations and industrial 
players have increased their efforts to develop relevant outcome measures 
for common disease studies or make recommendations on ways to improve 
patientrelevant outcome measures used in patient-centered outcome research. 

RESULTS 
Using data sets for scientifi c purpose as well worldwide geographically diff erences of 
published recommendations of standards of care in TREAT-NMD Alliance publication 
were showed. Th ese common and specifi c data sets are enable to comparison across Ukraine 
and internationally. Th is goal was achieved through easy access to the self-report method to 
input data. A comparative analysis with the method of entering data by the doctor was 
carried out. Disadvantages and benefi ts for patients driven” and “doctors driven” were assessed. 

original items expanded items

Personal data, demographics
Wheelchair use
Clinical diagnosis
Genetic test result
Best & current motor function
Feeding function
Scoliosis surgery
Pulmonary function
Family history
SMA type
SMN2 Copies

Module of PROs*
Social performance/satisfaction
Fatigue
Activity participation
Emotional health
Pain

Date&cause of death
Clinical observations incl. contractures
HCP details
IV&NIV use
Airway clearance/secretion mobilisation
FVC results
Medications&disease-modifying thera-
pies
Th erapeutic interventions
Allopathic drugs
Hospitalisations&co-morbidities
≥ 1 validated motor outcome measure
Electrophysiology&biomarkers taken
PRO: 
Clinical Global Impression of Severity 
(CGI-S)
Total Global Impression (TGI)according 
to patient/parent

* under development

CONCLUSION
An amount, frequency, accessible of data collection shows the high level of sustainability, useful to 
share patient information in the form of “patients driven” registries to increase the overall patient 
cohorts when a natural history, clinical, patient-centered outcomes and new technologies can be 
statistically assessed. An attraction of patients’ organizations to drive RDs registries is more than 
desirable, but needs to fi nancial and legal support from all interested parties as the State as well 
pharmaceutical companies. Tools for incentive are valuable.

ACKNOWLEGMENTS
CSMA grateful for parents taking part of the Ukrainian Registry. 
Partial fi nancial support for developing universal registry platform (URP) provided by TREAT NMD Consortium.

disadvantages and benefits

“patients driven” “doctors driven” 

• The need to control of fi lled data;
• the need to have a consultant for   
on-line QA;
• the need regular missing data re-
minders;
• the need of incentive to update of 
data.

• Limited access to the registry due 
to the need to schedule a visit;
• mostly hard logistics;
• severity of condition for assess-
ment during visit;
• limited staff of involved doctors;
• doctors qualifi cations;
• the need fi nancial incentive for a 
doctor or staff for data entry.

• 24/7 access to personal data;
• no need for logistics;
• opportunity to receive an online 
consultation;
• free recruitment of new members 
(no bureaucratic enrollment re-
quired);
• more trusty between parents than 
doctors;
• the ability of curators to create of 
update requests at any frequency;
• Curator Query Control;
• network registry structure with re-
gional curators.

• Quality of data

1 2
Patients driven 4 8
Doctors driven 6 1
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DISADVANTAGES AND BENEFITS

REMARKS
Since 2004, the Registry registered 428 patients from all regions of Ukraine and partially around 
from countries without own registries. As of February 2020, the registry contain 257 active records. 
Th e number not include 37 patients who relocated from Ukraine, 41 patients who died, 77 citizens 
of other countries, and 17 patients whose information has not been updated for 12 months or more 
(loss of contact).
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Using (HOPE 
Passport) as PHC 
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management

The Underestimated 
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Cancer
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EVITA
HEREDITARY CANCER

MUNDOCANCER is an argentinean website that unifies and centralizes reliable and 
safe information about cancer, diagnosis, testings and treatments. It is supplied by 
o�cial organisms, such as The National Cancer Insitute, Health Ministery, Drug Bank
and experts, so that people with cancer and their families have the needed tools to
speed up treatment access times and improve their quality of life.

Centralize and unify information to 
assist people with cancer and their 
families in their cancer treatment 
acces and the available services 
that improve their quality of life.

My
rights

About
cancer

Where do I get 
attention?

Access
procedures

Treatment access 
related PSP

News

Personalized 
assistance

Campaignes

Emotion

Treatments

Public oncology 
hospitals

Palliative
care facilities

What is 
cancer?

Tips

Links of 
interest

NGO`s and
pacients groups

Family of patient with breast cancer.

Powered by

dondequieroestar.org

*jul ‘19 - Feb ’20

5500

mundocancer.com

visits
151

consultations
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Objetive

Results

In Argentina exists a fragmented 
health service where di�erent types 
of coverage coexist. More than 33% 
of the population attends within the 
public health system.

The information to start treatment, 
studies and medication is scattered 
or confusing, which doesn´t allow 
patients to access their treatment in 
time and form.

Problematic

196
access cases

Objetive 2020
Expand the procedure guides for treatment 
access to all the provinces of the country.

Thank you from the bottom of my heart 

for responding and o�ering your help. 

Thank you very much for your answers to 

my questions. You are angels.

Guides
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Abstract
Hereditary cancer (HC) is located in multiple organ systems and linked to the most frequent and most lethal cancers. It generally strikes at an early age, during 
the peak of the patient´s productivity and often during childbearing years. It is therefore also the most expensive cancer. If the patient is unaware of their genetic 
predisposition, the cancer signs may be disregarded by the self or even by health care practitioners, leading to diagnosis at late stages and poor prognosis. 
Nevertheless, with adequate measures, HC has the potential to be one of the most avoidable and early detected cancers. Identified mutation carriers can choose 
to undergo early and frequent screening, as well as prophylactic surgery. Here we identify the most prominent unmet needs in the treatment and prevention of HC, 
which are: lack of data, under-identification of mutation carriers, waiting times for testing and surgeries, need for genetic panel testing, information on 
oncofertility and pre-implantation genetic testing, and lack of resources. We propose measures to address these needs, and list several fronts on which our 
association, EVITA – Hereditary Cancer, works to improve these gaps raising the value in healthcare in Portugal.

Ana Rolo & Tamara Milagre

Associação EVITA: Edifício C. C. Continente de Telheiras | Av. Das Nações Unidas, Piso 2, Escritório 
4 | 1600-528 Lisboa | PORTUGAL  | info@evitacancro.org | T +351 935 049 027 | www.evitacancro.org

THE UNDERESTIMATED BURDEN
OF HEREDITARY CANCER

Unmet Needs
in Hereditary Cancer

1. Lack of data
The Portuguese National Cancer Register (RON – Registo Oncológico Nacional) 
does not specify data about HC. There are small registries worldwide, but they are 
not interconnected.
Collection of data and its analysis is the way forward to understand the many as-
pects of HC and create solutions.

There is also the need to continue basic and clinical research on all aspects of HC.
• EVITA is creating an online platform for the self-registry of patients [A]
• EVITA is a part of ERN GENTURIS [B]
• EVITA sponsors and supports continued research on HC [C, D, E, F]

2. Unidentified mutation carriers
According to the coordinator of ERN GENTURIS, Nicoline Hoogerbrugge, only 
20-30% of HC mutation carriers are identified. This can be due to lack of evident
family history (for instance, due to small family size and/or breast cancer muta-
tions inherited from the paternal side). However, there is a generalised lack of in-
formation regarding HC in Portugal, and people with an obvious family history are
not aware that they may qualify for genetic testing.

There is a Portuguese c.156_157insAlu 
BRCA2 founder mutation (BRCA2-P), 
which is missed in many genetic tests 
done abroad, and it is thus paramount 
to inform the Portuguese diaspora that 
they should require this specific test 
when undergoing genetic counselling.

• EVITA recommends that all Portuguese women over 25 years old be tested for
BRCA2-P
• EVITA co-sponsors the ASPIC study on the Portuguese founder mutation [G]
• EVITA conducts awareness campaigns in the media and through social net-
works [H, I, J, K]

3. Waiting times
There are mutation carriers in Portugal who develop cancer whilst waiting for ge-
netic consultation, testing or prophylactic surgery.

• EVITA has recently conducted a survey to assess the reality of genetic testing
and waiting times in the Portuguese population [L]
• EVITA is sponsoring a study on the economic burden of HBC, aiming to alert the
powers-that-be for this reality [M]

4. Gene panels
Around 30% of hereditary breast cancers are negative for BRCA1/2. Gene panels 
are recommended to detect non-BRCA genes, and variants of unknown signifi-
cance need to be further tested.

• EVITA recommends thorough studies on risk management for all the genes in
the panel

5. Pre-implantation genetic testing and oncofertility
Given the early onset of most HC, preservation of fertility is often a key issue for pa-
tients. They should be informed of their fertility preservation options.

Furthermore, mutation carriers, regardless of their disease status, should be 
made aware of the option of undergoing pre-implantation genetic testing if they 
wish to conceive without the risk of passing on their mutation to their offspring.

• EVITA recommends that mutation carriers be advised of their reproductive op-
tions immediately after getting the genetic test result and/or cancer diagnosis
• EVITA is preparing an information leaflet about pre-implantation genetic diag-
nosis procedures

6. Lack of resources
There is a generalised lack of resources to support the rising number of identified 
mutation carriers

• EVITA recommends the improvement of infrastructures and reinforcement of
human and technical resources to fight the increase in incidence and early
deaths from HC
• EVITA collaborates with all relevant stakeholders and constantly lobbies for the
importance of HC screening and prevention

[A] EVITA platform

Together with Prologica, we are working to build an online 
evidenced-based registry for carriers of genetic mutations 
with high cancer risk in Portugal and, at later stages, 
worldwide.

This will:
• Help patients and healthy carriers, as well as their families, to

understand and manage their risk;
• Create the big picture of the disease in the family (including

building a genealogy), thus helping clinicians evaluate the risk
and leading to a personalised preventive approach, early diag-
nosis, or treatment;

• Improve surveillance and generate knowledge about HC inci-
dence and prevalence to empower  epidemiological studies;

• Increase health literacy with reliable information accessible to
the lay person, as well as the HCPs;

• Offer additional services and support to improve life quality of
patients and healthy carriers.

[G] PROGNOSIS OF BREAST CANCER
ASSOCIATED WITH THE PORTUGUESE BRCA2
FOUNDER MUTATION c.156_157insAlu

EVITA supports and sponsors this study by ASPIC 
(Portuguese Association of Research in Cancer) which 
aims to:

• Describe the overall and cancer specific survival impli-
cations of BRCA2-P-associated breast cancer when
compared to non-BRCA mutated breast cancer or un-
known BRCA-status breast cancer;

• Describe the demographic, clinical and pathological
characteristics of BRCA2-P- associated breast cancer

[H] saBeR mais ContA (knowing more
matters) campaign

This ongoing campaign started in May 8th 2019, Ovarian Cancer 
World Day. It aims to increase awareness amongst clinicians 
and lay people of the importance of identifying carriers of BRCA 
mutations. This is relevant in breast and ovarian cancer 
patients, as it directly impacts therapeutic decisions, and also 
because it allows the identification of other family members 
who are healthy carriers, which should undergo tight cancer 
screening and may opt for preventative surgeries. 

The saBeR mais ContA campaign is run together with the 
relevant medical societies.

[I] Breast Cancer in Men

Men can get breast cancer (BC) too. One in every 
one-hundred BC occurs in males, and a male BRCA2 
mutation carrier has a 100x higher risk to develop BC than 
a non-carrier. Male breast cancer frequently has poor 
prognosis due to late stage diagnosis. This is mainly due 
to the fact that there is a generalised lack of awareness 
surrounding male BC.

EVITA ran a media campaign, including TV ads, in which 
the famous Portuguese male model twins Guedes 
participated. We continue to run posts on our social media 
regarding this topic.

[J] “Tenho cancro. E depois?” (“I have
cancer. Now what?”) campaign

The word cancer is still somewhat a taboo in Portugal. Even 
nowadays, we often hear in the news that ‘so and so died after 
a prolonged illness’, which invariably means cancer. The 
campaign “I have cancer. Now what?” aims to destigmatise the 
word cancer through explaining its causes and putting people 
at the centre of the problem, giving cancer a face. Talking 
openly about cancer is the best way to start preventing and 
curing this disease.

EVITA is part of the board of curators of relevant stakeholders 
in this campaign.

[K] “O Futuro Já Começou” (“The Future
Has Already Started”) campaign

“The Future Has Already Started” aims to aid research on 
cancer based on precision medicine. This campaign is an 
extension of the strategic plan for the implementation of 
precision medicine in Portugal. Its goals are to inform the 
public about precision medicine and the need for personalized 
treatments, given that each individual is unique. The 
Portuguese Association of Hospital Administrators (APAH) and 
EY are partners of EVITA in this campaign.

[L] Genetic diagnosis online inquiry

EVITA together with IQVIA have conducted an online 
questionnaire to understand the main difficulties and 
obstacles experienced by patients before and after undergoing 
genetic testing. The main issues identified were waiting times 
and the lack of information available.

The full results will be published in a scientific journal 
together with the results of a parallel questionnaire promoted 
by the Portuguese Oncology Society amongst HCPs.

[M] Financial Report of the Burden of He-
reditary Breast Cancer

Hereditary Breast Cancer (HBC) represents up to 20% of 
all BC, and has enormous mortality and morbidity due to 
typical early onset of disease and frequent late stage 
diagnosis. There is a need to quantify the economic 
burden of HBC to convince stakeholders and the 
powers-that-be of the need to optimise:

• access to diagnosis (avoiding underdiagnoses)
• treatment (avoiding overtreatment)
• delivery of high-quality health care (best practice
guidelines)

Together with NOVA School of Business and Economics 
(Lisboa, Portugal), we are working on elaborating a 
Financial Report of the Burden of HBC.

[B] ERN GENTURIS

A European Reference Network (ERN) is a network connecting 
healthcare providers and centres of expertise of highly 
specialised healthcare, for the purpose of improving access to 
diagnosis, treatment and the provision of high-quality healthcare 
for patients with Rare and Complex Diseases no matter where 
they are in Europe. Patient representatives are involved in the 
governance of ERNs.

ERN GENTURIS is an ERN for all patients with one of the genetic 
tumour risk syndromes (genturis). The aims of ERN GENTURIS 
are:
• Improved identification of people living with a genetic tumour

risk syndrome
• Reduced variation in clinical practice and outcomes
• Development of evidence based clinical guidelines
• Development and use of patient registries, biobanks and

research studies
• Defined health care pathways to facilitate improved access to

international specialist clinical knowledge for patients and
their families living throughout the EU

• Pan-European Development and use of patient registries,
biobanks and research studies

 Evita recommends strict collaboration with ERN GENTURIS and 
the reinforcement of National GENTURIS Reference Centers

C] RISK FACTOR ANALYSIS OF HEREDITARY
BREAST AND OVARIAN CANCER

EVITA is sponsoring the extension to Portugal of Dr Steven 
Narod’s study “RISK FACTOR ANALYSIS OF HEREDITARY 
BREAST AND OVARIAN CANCER”, which through medical 
and lifestyle questionnaires has been aimed at 
understanding risk factors in the development of cancer in 
carriers of BRCA and PALB2 mutations. This is a 
worldwide multicentre study which has been running 
since the 1990s and has currently enrolled almost 20000 
patients.

[D] Risk stratification in response to
ionizing radiation in BRCA1- and
BRCA2-Associated Hereditary Breast and
Ovarian Cancer

EVITA is supporting this study, undertaken by Professors 
Ana Margarida Abrantes and Maria Filomena Botelho at 
Faculty of Medicine, University of Coimbra (Coimbra, 
Portugal), which aims to understand the risks of exposure 
to radiation in cells carrying mutations in BRCA genes. 
These cells will be isolated from donor carriers, and well 
as non-carrier healthy controls. This project will help 
understand the risks associated with exposure of carriers 
to radiation commonly used in routine medical procedures 
using ionizing radiation.

[E] Exploring Glyco-mucin Biomarkers for
Serum Diagnosis of Ovarian Cancer
Patients

EVITA supports this study by the group of Dr Leonor David  
and Dr Sara Ricardo at IPATIMUP (Porto, Portugal), which 
aims to develop a new serum biomarker for ovarian 
cancer with higher specificity than the currently used one 
(CA125). Preliminary results show that this biomarker has 
the potential to significantly increase specificity and 
sensitivity for discrimination between benign / borderline 
/ malignant serous ovarian tumours.

Early detection of ovarian cancer is a major issue for 
BRCA mutation carriers, which often undergo early 
menopause due to prophylactic oophorectomy in their late 
30s. The promise of a more sensitive and specific 
biomarker may allow these women to undergo tight 
surveillance screening rather than being subject to 
prophylactic surgery.

[F] The Portuguese BRCA2 founder
mutation: new tools to investigate the
molecular mechanisms underlying cancer
susceptibility

In collaboration with EVITA, the group of Prof Carmo 
Fonseca (iMM, Lisboa, Portugal) is investigating how the 
Portuguese BRCA2 founder mutation disrupts normal 
cellular function. Using skin biopsies from healthy carrier 
donors, this group has been able to create induced 
pluripotent stem cells (iPSCs), which will be grown in the 
laboratory and induced to differentiate into mammary 
progenitor cells. This model will allow the study of how 
mammary cells respond to cancer inducing factors.

“To identify a woman as a 
carrier only after she 
develops cancer is a failure
of cancer prevention”.

Marie-Claire King   
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“My Opinion”

Scan this QR Code and visit
My Opinion website:

Aiming at providing clarifications and increasing the 

participation of people in the process of incorporation of new 

technologies into the health system, as well as improving the 

quality of contributions, FBH has created the project My Opinion. 

The project includes interactive and intuitive tools to facilitate 

learning and promote social participation in public consultations.

METHODOLOGY:

“MY OPINION”

- Creation of a webseries with short animated videos;

- Development of a website for the campaign;

- Use of FBH social media to disseminate all the content

created.

were sent to the public consultation 

about the inclusion of Emicizumab in 

the treatment of hemophilia-A with 

inhibitor of factor VIII who did not 

respond to the immune tolerance 

induction (ITI). 

The largest public consultation in 2019 

in terms of technical contributions in Brazil

The 2nd largest public consultation in 2019

in terms of experience and opinion in Brazil

MAIN RESULTS:
OVER

5
CONTRIBUTIONS

WEBSITE
page
views907 visitors639

FACEBOOK

posts17 images10

videos07 people reached
116.192

2.119 likes 14.388 views

FEDERAÇÃO BRASILEIRA 
DE HEMOFILIA

PROJECT

/Hemofilia

hemofiliabrasil.org.br

federacaobrasileiradehemofilia

HemofiliaBR

FEDERAÇÃO BRASILEIRA 
DE HEMOFILIA

TWITTER

9 without expressive database
to show the results 

INSTAGRAM

posts17 feed12

IGTV05 people reached
575.693

899 views 148 double clicks
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The Australian 
Patient Advocacy 
Alliance

THE CANBERRA HEALTH SUMMIT AND THE ESTABLISHMENT OF   

THE AUSTRALIAN PATIENT 
ADVOCACY ALLIANCE
The Challenge
While there are many highly effective disease-specific patient 

advocacy groups in Australia, a united voice is needed to advocate 

for broad and meaningful healthcare system change, and patient 

involvement in policy decisions.

Objectives
1.  Co-create meaningful policy solutions for patients across 

four key themes: Evidence, Innovation, Productivity  

& Data

2.  Effect positive health system change by engaging  

with policymakers

STEERING COMMITTEE MEMBERS

Jane Hill (Co-Chair), CEO Ovarian Cancer Australia; 

Deidre Mackechnie (Co-Chair), CEO MS Australia; 

Nettie Burke, CEO Cystic Fibrosis Australia;  

Sharon Caris, Executive Director Haemophilia Foundation Australia;  

Sharon Winton, CEO Lymphoma Australia

The Hon Greg Hunt MP, Minister for Health, speaking at the Canberra Health Summit 

Top: 2019 Canberra Health Summit Steering Committee 

Above: Australian Patient Advocacy Alliance members

As the laws / regulations differ between countries, this poster complies with the laws/regulations of the country of origin. 

Engaging

4 
Government departments

5 
Key policy asks

Representing

 15M 
Australians

22 
Patient
organisations

1 
Alliance

Wow! What did we just do? It’s a recognition that 
you can achieve so much by working together. 
COMMITTEE MEMBER

Key Learnings & Takeaways
• The power of a united patient voice

• Leave your disease at the door!

• Summit and establishment of APAA highly valued by individual 

patient groups

• Secure funding for a Summit and an Alliance is critical, but patient 

groups must own the agenda 

• Pre-briefing politicians and securing their buy-in is key to 

constructive engagement

• Collaboration is king – with health and economic policy experts, 

policymakers, individual patient groups and industry – with the 

engagement leading to a commitment from the Government to  

co-create policy solutions with the APAA

Solution & Approach
• Two-day multi-stakeholder Summit at Parliament House in 

Canberra, sponsored and organised by Roche.

• 22 patient organisations came together to discuss policy and agree 

on a common advocacy agenda. Together they represented 15 

million patients (more than 60% of Australians) - a reminder of the 

power of a united consumer voice. 

• Agenda and speakers determined by an independent steering 

committee of patient group CEOs from a range of disease areas.

• The Steering Committee held important  

pre-meetings with:

 ○ Key policymakers including representatives from the Prime 

Minister’s office, the Minister for Health’s office and the 

Department of Health, to seek commitment on policy change 

across the Summit’s themes; and

 ○ Each Summit delegate, to seek input and 

encourage participation.

Above: The Hon Chris Bowen MP, Shadow Minister  

for Health, speaking at the Canberra Health Summit

Right: 2019 Canberra Health Summit Consensus Statement

Outcomes
Delegates agreed on five key policies outlined in a Consensus 

Statement that was presented to policymakers. The five priorities were:

 Codify the principle of consumer co-design in health  

policy-making in legislation or regulation

 Establish a national database for PREM/PROMs for all diseases

 Undertake a review of current measures/indicators/ 

benchmarks used in National Health Agreements, led by the 

Productivity Commission

 Develop a white paper on the deployment of Artificial 

Intelligence to drive better health outcomes

 Review the Health Technology Assessment process to ensure  

it is fit for purpose/determine role of real-world evidence

Summit delegates agreed to form the Australian Patient Advocacy 

Alliance – the first group of its kind in Australia. The launch of APAA 

was announced to media in October 2019.

1.

2.
3.

4.

5.

The Minister for Health invited the Alliance to represent 

the patient voice on two key Government advisory bodies 

- the National Preventative Health Strategy and National 

Medicines Policy Review Working Group.

Great initiative and taking place at exactly  
the right time. 
THE HON GREG HUNT MP, MINISTER FOR HEALTH
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ASSOCIACAO DOS 
HEMOFILICOS DO ESTADO 
DE SANTA CATARINA
HEMOPHILIA

The ‘AHESC comes to 
you’ Project

This project has enabled health and 
education professionals as well as 
hemophiliacs and their families to have 
more confidence and information on 
hemophilia. The relationship between the 
agents involved has been strengthened 
and, as a result, treatment adherence and 
motivation to seek adequate treatment 
have improved.

Health care professionals had the opportunity of meeting in 
person many users they had previously contacted via phone 
calls, text messages or e-mail only. Users, in turn, had the 
chance to speak about their personal experience with 
hemophilia and their difficulties and ask questions. 
Testimonials were given based on which relevant measures 
were taken. Major concerns were: difficulty going to the blood 
centers caused by problems related to transportation 
provided by the patients' city administration; coagulation 
factor availability; coagulation factor transport difficulty.

The Association of Hemophiliacs of the State 
of Santa Catarina (AHESC) is a charitable 
association which aims at improving the 
quality of life of people with hemophilia, von 
Willebrand and other coagulopathies and 
their families throughout the state of Santa 
Catarina, Brazil. AHESC offers its members 
and their families free temporary social care, 
food, physiotherapy, hydrotherapy and legal 
advice. The AHESC comes to you project 
seeks to address one of the main complaints 
reported by members, i.e. lack of information 
on the part of both heath care professionals 
and hemophiliacs and their families. 

T H E  

P R O J E C T

COMES TO YOU 

INTRODUCTION 
A N D O B J E C T I V E S

ADDRESSING
THE LACK OF

INFORMATION
ON HEMOPHILIA

ENABLING
ACCESS TO
TREATMENT

INCREASING
TREATMENT
ADHERENCE

MATERIALS
A N D M E T H O D S

RESULTS CONCLUSION

AHESC

FOR MORE
INFORMATION

PROMOTING 
EVENTS

NOTIFYING MEMBERS
OF TALKS BY USING 
E-MAIL, WEBSITE, 

FACEBOOK AND
PHONE CALLS.

LOCAL AND REGIONAL
ATTENDANCE OF 

HEMOPHILIACS, THEIR 
FAMILIES AND HEALTH
CARE PROFESSIONALS

SHARING KNOWLEDGE
AND EXPERIENCES
AND PROMOTING 

SOCIAL 
INTEGRATION

VISITS TO THE BLOOD
CENTERS OF SANTA
CATARINA LOCATED 

IN THE CITIES OF 
CRICIUMA, JOACABA,
LAGES AND CHAPECO

EMPOWERMENT OF 
HEMOPHILIA PATIENTS 
AND THEIR FAMILIES IN 
SEARCH OF TREATMENT
AND OF THEIR RIGHTS 

AS WELL AS BETTER CARE,
ADEQUATE PROCEDURES

AND SAFETY ISSUES 
FOR HEMOPHILIACS

PROMOTING SOCIAL 
INTERACTION AMONG 

HEMOPHILIACS, HEALTH 
CARE PROFESSIONALS 

AND AHESC. PROVIDING 
A SPACE FOR SOCIAL 

INTERACTION, THEREBY 
HELPING TO CREATE A 
NETWORK OF SUPPORT 

AND GUIDANCE

TALKS GIVEN BY 
HEATH CARE

PROFESSIONALS: 
HEMATOLOGISTS,

SOCIAL WORKERS, NURSES,
PSYCHOLOGISTS AND
PHYSIOTHERAPISTS. 

COFFEE BREAK

SOCIALIZATION 
AND 

SHARING OF
EXPERIENCES

OBJECTIVES ACTIVITIES RESULTS

This project aims...

ahesc@ahesc.org.br

M-BR-00000469 - March/2020 - Material destined to patient groups
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BRAZIL

MALAYSIA

City Cancer Challenge 
And Engagement 
Opportunities For 
Patient Organisations: A 
Case Study Of Greater 
Petaling, Malaysia

NATIONAL CANCER  
SOCIETY OF MALAYSIA  
PAN-ONCOLOGY

CITY CANCER CHALLENGE AND ENGAGEMENT 
OPPORTUNITIES FOR PATIENT ORGANISATIONS: 
A CASE STUDY OF GREATER PETALING, MALAYSIA  
Murallitharan Ma, Mandy Thooa, Low KY*, Saunthari Sa, Nur Aishah Taibb

aNational Cancer Society of Malaysia ; bUniversity of Malaya 

National
Cancer
Society
Malaysia

What is the City Cancer Challenge?
• A global initiative to support cities around the world as they work  
 to improve access to equitable, quality cancer care.

• Launched in 2017 by the Union for International Cancer Control,  
 City Cancer Challenge (C/Can) is a stand-alone foundation   
 working in 9 cities today 

• The C/Can model targets cities with a strong need and readiness  
 for improved cancer care. 

• Local leaders drive the process from the ground up by selecting a  
 multi-sectoral executive committee in each city, prioritizing   
 specific needs, identifying partners for capacity building,   
 establishing sustainable financing models, and monitoring and  
 sharing results with other cities around the world. 

C/Can 2025: 
City Cancer Challenge

Good Health
and Well-being

Sustainable Cities
and communities

Partnership
for the goals

1. Opportunity to gain a seat at the ‘decision-making’ table 

2. Opportunity for policy-shaping & agenda-setting

3. Opportunity for advocacy

4. Opportunity to groom/nurture Key Opinion Leaders

5. Opportunity for multi-sectoral partnership

6. Opportunity for project/programme funding 

7. Opportunity for gainful community-level sustainable change

Opportunities for Patients Organizations

Greater Petaling,
Malaysia

TOTAL POPULATION
1.4 million

POPULATION REACHED BY
HEALTHCARE FACILITIES
Not currently available

CANCER INCIDENCE
(PER 100,000)
139.9

CANCER MORTALITY (PER 100,000)
85

PREMATURE CANCER RATE (PER 100,000)
67.1

MOST COMMON CANCER SITES: MALE
Lung, liver, leukemia, prostate, nasopharynx

MOST COMMON CANCER SITES: FEMALE
Breast, lung, colorectal, leukemia, liver

Primary City Cancer Challenge Partners: Patient Organisation National Cancer 
Society Malaysia Public Sector Tertiary Academic Institution: University of Malaya 

Tbilisi
Georgia

Greater Petaling
Malaysia

Kusami
Ghana

Yangon
Myanmar

Kigali
Rwanda

León
Mexico

Cali
Columbia

Asunción
Paraguay Porto Alegre

Brazil

City Challenge Game Plan

End- Game Proposed Solution
i) Increase accessibility to cancer care services in the  
 challenge city

ii) Increase rate of early detection in the challenge city

iii) Increase survival rates of cancer patients in the   
 challenge city

A free, individual-based navigator application for challenge city-residents able to do the 
following:

i) Assess an individual’s risk for cancer, prompt requirements for screening and also  
 provide avenues for patient to get his/her screening done on a routine basis

ii) Connect different levels of clinical care providers, financiers (such as insurance   
 providers and employers) and other stakeholders at patient level so that he/she can  
 proceed to receive the care needed (such as screening, diagnosis, treatment, palliative  
 care and others)

Learn Empower Grow

Due Diligence

• Determination  
 of whether city  
 is suitable for  
 joining the  
 challenge

• Assessment  
 incorporates  
 critical factors  
 such as   
 population,  
 number of  
 facilities, political  
 buy-in and other  
 factors 

Stakeholder
Engagement

Convening of local 
leaders across 
sectors (government, 
CSOs, international 
agencies, bilateral 
and multilateral 
agencies, academia, 
research centres, 
healthcare facilities, 
professionals, 
professional 
societies, private 
sector 

Needs
Assessment 

• The Convened
 City Executive  
 Committee  
 undertakes a  
 comprehensive,  
 city-wide,   
 data-driven  
 needs assessment 

• Determines gaps  
 and priorities

Action Planning

Development of an 
activity plan based on 
the needs assessment, 
including identification 
of relevant partners 
and institutions at the 
city level

Technical Analysis 

• Identification of   
 appropriate channels   
 for technical assistance  
 partnerships,   
 collaboration both   
 locally and   
 internationally 

• Engagement with City   
 Health Financing Lab to  
 assess one-off   
 investments and/or   
 longer-term financing   
 solutions to support   
 implementation of   
 action plan

Implementation

City Managers and City 
Executive Committee 
implement the action 
plan, alongsides a 
robust monitoring, 
evaluation and 
learning framework

City-to-City
Sharing 

• Data sets, case  
 studies, best  
 practices shared  
 across global  
 network of cities as  
 well as to other  
 cities within the  
 same country

• Local progress  
 leading to global  
 impact 

C/Can Model
PROCESS ORIENTED TIMELINE – SCHEDULED ACROSS TWO YEARS 

Greater Petaling: Engaged Stakeholders

Federal Government

Ministry of
Health

Ministry of Housing &
Local Government

Ministry of Women,
Family & Community

Development

The Members
Parliament of Malaysia

Social Security
Organization

Employees
Provident Fund

Private Insurance
Providers

Clinical Institutions
- Hospitals

MEDICAL CENTRE

Medical Professional
Associations

Malaysian
Pharmaceutical
Society

PhAMA
Innovative Medicines for Malaysia

Social Welfare
NGO

Pride Foundation

Religious NGO

Tzu Chi

State Government

Selangor Chief
Ministry Office

Petaling Jaya
City Council

Subang Jaya
Municipal Council

Selangor State
Health Office

Non-governmental Organization & Civil Society

National
Cancer
Society
Malaysia

National Cancer
Society Malaysia

Union for International
Cancer Control

ASSISS Palliative
Services

Challenge Cities in 2020 >

CHINESE ANGELMAN 
SYNDROME 
ORGANIZATION
ANGELMAN SYNDROME

>

MDbaby Care Centre, 
China

MDBABY CARE 
CENTER
DUCHENNE MUSCLE 
DYSTROPHY

>

China Illness Challenge 
Foundation (ICF)

THE ILLNESS 
CHALLENGE 
FOUNDATION
PAN-RARE DISEASE

>

Patient Involvement Decision 
Making: Chinese Practice 
on Childhood Cancer 
Comprehensive Control

NEW SUNSHINE 
CHARITY 
FOUNDATION
PEDIATRIC CANCER

>

CHINA

SALUTE DONNA 
ONLUS
PAN-ONCOLOGY

WALCE
LUNG CANCER

FAMIGLIE SMA ONLUS
SPINAL MUSCULAR 
ATROPHY

AISM - ASSOCIAZIONE ITALIANA 
SCLEROSI MULTIPLA
MULTIPLE SCLEROSIS

Health: An Assest and 
a Right That Needs 
to be Protected and 
Promoted

>

Be MUT-ual Days 
- Oncogene driven 
Cancers: The New 
Paradigm

>

Progetto pilota di 
screening per la SMA

>

Welfare Program 
2016 - 2019: 
Advocating for the 
rights of people with 
MS in Italy

>
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Engaging in Healthcare Transformation
MEXICO

ASOCIACIÓN MEXICANA DE 
LUCHA CONTRA EL CÁNCER 
& SINTRA, ADELA AYENSA
PAN-ONCOLOGY

Together Against Cancer

>

TURKEY UKRAINE

The Cancer Patient Forum 
Vol. 2 “Cancer Policy”

SOUL SISTERS
PAN-ONCOLOGY

>

USA

Eliminating Disparities In 
Precision Medicine Through A 
Patient-provider Intervention

LUNGEVITY FOUNDATION
LUNG CANCER

l u n g e v i t y. o rg        3 1 2 - 4 0 7 - 6 1 0 0         a c c c - c a n c e r. o rg

Through a Patient-Provider Intervention

AWARD IN ONCOLOGY

ELIMINATING DISPARITIES IN PRECISION MEDICINE 

The Approach

Surveys / focus groups
Understand how underserved 

lung cancer patients access care 

Characterize HCP attitudes and 
preferences toward biomarker testing

Identify patient and HCP barriers to access

PHASE 2

Analysis / development
Triangulate data obtained 

from both groups in Phase 1 

Use data to develop resource center and toolkit 

Testing / implementation
Usability and acceptability testing

Implement interventions at 3 ACCC member 
cancer centers with large Medicaid populations

biomarker-driven lung cancer drugs 
approved in the past 3 years

*At the time data for study was collected, there were FDA-approved therapies for 4 mutations  •  As the laws/regulations differ between countries, this poster complies with the laws/regulations of the country of origin.

of advanced-stage NSCLC patients 
being treated in community oncology 
centers received testing of 4 genes  
(EGFR ALK, ROS1, BRAF)* 

less likely are Medicaid patients 
to get tested than those with 
private insurance

Patient toolkit including 
comprehensive biomarker testing 
education, what to ask their doctor, 
and financial navigation for testing

Care sequence planning  
specific to comprehensive biomarker 
testing (Example, leveraging the 
4R approach) 

Measurement

Our Goal

The OutcomesThe Need

To improve access to biomarker testing in lung 
cancer for all advanced-stage NSCLC patients, 

including patients from underserved communities 

Post-intervention follow-up: Measure change in awareness 
 (patients and HCPs) on comprehensive biomarker testing

Post-intervention one year: Measure centers to assess
 impact on biomarker testing rates

10+

22%

40%

PHASE 1

PHASE 3

Webinars and in-person meetings 
for patients (newly diagnosed and at 
progression or recurrence of disease) 
and HCP education 

GT20-185361-Lungevity-Poster-Edit-2.pdf   1   2/25/20   10:53 AM
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SPOMINČICA – 
ALZHEIMER SLOVENIA
PAN-NEUROSCIENCE

In The Rhythm Of The 
Human Brain

5 NEUROLOGICAL DISEASES
DEMENTIA | PARKINSON’S DISEASE MULTIPLE 
SCLEROSIS | HUNTINGTON’S DISEASE SPINAL 

MUSCULAR ATROPHY

As the laws / regulations differ between countries, this poster complies with the laws/regulations of the country of origin. 

Spominčica
ALZHEIMER SLOVENIJA

David Krivec, Spominčica Alzheimer Slovenija, Ljubljana, Slovenija
david.krivec@spomincica.si | www.spomincica.si

6 PATIENT ORGANIZATIONS

1 CHALLENGE

EDUCATION, AWARENESS RAISING,
AND POLICY SHAPING EVENT

IN THE RHYTHM 
OF HUMAN 

BRAIN

Clinical experts presenting each 
disease, advances in 
treatment, and challenges

Panel  discussion about the needs 
of the patients and their families 
with HCPs, patients, caregivers and 
policymakers

Mr. Marjan Šarec, 
Prime Minister, 
General Patron

Ms. Aiga Rurane,
WHO Regional
Office Slovenia

Where was I?
Theatre play 
about dementia

More than 200 
participants: 
patients, 
caregivers, 
professionals, 
policymakers

>

SLOVENIA

KANSER SAVAŞÇILARI
PAN-ONCOLOGY

PEMBE İZLER
OVARIAN CANCER

Cancer Survivors Association

>

Pink Route

PINK ROUTE
OUR ROUTE IS PINK, OUR FUTURE IS SAFE!

PEMBE IZLER WOMEN'S CANCER SOCIETY

https://kadinkanserleridernegi.org/
This poster complies with the laws/regulations of Turkey
Contact : Ayşem Baykara (phone: +90 532 4337749
e-mail: aceylanb@gmail.com)

OUR AIM

To raise awareness about gynecological cancers.
OUR GOAL
To provide free gynecological cancer screening for 10,000 
women
HOW DID WE PROCEED?

We took our healthcare experts with us.
We also cooperated with local healthcare professionals.
WHEN WE STARTED?
May, 2018 
WHERE DID WE GO?

İSTANBUL, BODRUM, BURSA, MARDİN
WHERE WE PLANNING TO GO?
DİYARBAKIR, ANKARA, KAYSERİ, ANTAKYA,
İZMİR GAZİANTEP, İSTANBUL, ADANA

•  So far, we have met more than 1.850 women face to face.
• 739 of them examined for free
• 33 of them were diagnosed with cancer,
• 77 gynecological cancer operations and interventional procedures were performed

free of charge and
• 12 women underwent protective surgery at no cost.
• We reached out to vast audience with our news in the press and social media.

Pembe Izler Women’s Cancer Society; (founded in 2014)

Pink Route project has been developed based on the low awareness about the gynecological cancers in Turkey. 
With this project, we emphasise the importance of early diagnosis and give support to treatments of women.

Pembe İzler Women’s Cancer Society aims to raise public awareness about all types of women's cancer particularly for 
breast cancer and to provide support in the diagnosis and treatment of the patients with financial inadequacy. In 
other words, it aims to give patients and patient relatives a helping hand in this quite important challenging situa-
tion. It aims to raise awareness by telling the truth and practicing accordingly. In order to make this widespread as 
possible, it prepares various qualified and comprehensive projects.
The society is the most prominent supporter of women fighting with women's cancers during and after the treatment 
and it aims to help these afflicted women to maintain their lives as strong women who are not afraid of the disease 
and its results.

>

REPUBLIC OF NORTH MACEDONIA

PAG LIFE WITH 
CHALLENGES
PAN-RARE DISEASE

Mental Health Care As A Vital 
Part In The Holistic Care For 
Patients And Families With 
Rare Diseases

MENTAL HEALTH CARE AS A VITAL PART IN THE HOLISTIC CARE 
FOR PATIENTS AND FAMILIES WITH RARE DISEASES

Leading Author: MSc. Ivana Hadjivanova, Licensed Psychologist, Gestalt Psychotherapist, 
Supervisor, Founder and General Manager of NEOCORTEX

Co-authors: M. Soc. sc, B. Sc. Vesna Aleksovska, Founder and President of Association of citizens 
for rare diseases LIFE WITH CHALLENGES Bitola

Aleksandra Stojanovska, Psychologist in NEOCORTEX
LIFE WITH CHALLENGES has a successful helpline for over 5 years now. The free psychological 
support was implemented in 2019 and in 2020 it continues to grow as a network of psychologists 
and psychotherapists. 

Mental healthcare and psychological wellbeing are recognized as a vital part of the holistic care, 
which was until now lacking in the support of the patients with rare diseases in the Republic 
of North Macedonia. We focused not only on the patients but also on their immediate family 
members, who are also severely psychologically affected and experience severe psychological 
stress, trauma and sudden change in the family dynamics and every day functioning.

The psychological care services were recognized and accepted as a service of paramount importance for prevention and treatment 
regarding mental health and overall wellbeing. The outcomes that we noticed in the patients are:

- Anxiety reduction

- Improvement in the mood and will

- Better stress resilience and coping mechanisms

- Better life activity and day organization

- Increased feeling of control over their condition

- Better quality of life and wellbeing

- Facing and accepting their illness

- Better socialization and openness in interpersonal relationships

- Improved family dynamics and reorganization

- A strengthened feeling of self-worth

- Empowered patients and caregivers

- Decreased feeling of stigma and marginalization

As the laws / regulations differ between countries, this poster complies with the laws/regulations of the country of origin

Founded 2009 with a mission to provide 
better quality of life of patients and families 

with rare diseases. It represents over 100 rare 
diseases, >500 members (patients, families, 

volunteers, healthcare professionals).

Founded 2017 by MSc. Ivana 
Hadjivanova with goal to offer 

psychological care and support, 
prevention and treatment of mental 
health in children, youth and adults.

Contact me:
Phone: +38970 70 54 46
Email: info@challenges.mk 
Web: https://challenges.mk/en/  

FUTURE STEPS:
•	 Psychotherapy group for support of family members of patients with rare diseases, especially 
parents of children with rare disease

•	 Other professional trainings and continual education for the team of psychologists who is working 
with this patients

•	 Group supervision for the team of psychologists

•	 Professional trainings for school psychologists, pedagogue and teachers, which will offer psycho-
education for basic interventions, sensibilisation, knowledge and tools for early detection of mental 
health disorders and deterioration in children with rare diseases and disabilities in the schools, and 
help for better integration

•	 We will continue with education of other psychologists and psychotherapists in our country and 
furthermore in the region where needed

OUTCOMES:
The implementation of free psychological support and treatment within the other services provided by the Association LIFE WITH 
CHALLENGES, encompassed an important aspect which was identified as important need for these patients. Around 40 patients with 
their families received psychological support for 2019, and the number is constantly growing due to the recommendations and positive 
feedback. 

Why Family-Systemic psychotherapy approach is important?
Illness in one family member affects and changes the whole family dynamic and all family members. 
It’s a challenge for the family as it is as the sick individual. Apart from accepting the illness and 
adapting, also sexual and other dysfunctions in the marriage within the families with a rare patient 
are common. This is why we used Family-Systemic psychotherapy approach, which proved to be 
extremely beneficial. 

Helpline for rare diseases:
•	 Over 400 phone calls and over 70 face to face meetings

•	 Communication through social media and e-mails

•	 5 educational meetings organized and participation in over 10 conferences and meetings

•	 Exchange of information about clinical trials. 

•	 Connected over 20 families with rare diseases

•	 Creation of a website with information about rare diseases in Macedonian and Serbian language

•	 Cooperation on regional level and International level (EURORDIS, IGA, IAPO, MDS, MPS, IPA …)

•	 Support to patients and families to establish their own patient organization (FAP, SMA, MS)

negative body image

general exhaustion

desperation

lost of hope

low confidence

anxiety
feeling insecure

intensive existential fearfeeling different

depression

severe deterioration of mental health

RARE DISEASES 
ARE CHRONIC 
CONDITIONS
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SERVICES GUIDELINES

RARE DISEASE PATIENT

Social isolation
Family dysfunction
and divorce

Chronic stress

Delays in diagnosis
Depression

Diagnostic mistakesAnxiety disorders

Lack of medical diagnostic procedures and treatment

What psychological services we offered:
•	 Psychological counselling

•	 Individual, Couples and Family-systemic psychotherapy

•	 Psychoeducation

•	 Psychodiagnostic evaluation

The psycho-diagnostic evaluation and psychological testing, were very useful and contributed to 
the early detection of psychopathology in these individuals, timely treatment and good prognosis 
for their mental health.

>

SWEDISH HEMOPHILIA 
SOCIETY
HEMOPHILIA

To Live with Haemophilia: 
Quality of life study - Sweden

To live with Haemophilia
Quality of life study - Sweden

As the laws / regulat ions dif fer  between countr ies,  this poster complies with the laws/regulat ions of  the country of or igin.

Therese Backus
kanslichef@fbis.se

44%
of individuals with haemophilia A 

bleed several times per year

80%
of the bleeds are triggered by 
accidents or physical activity

15%
bleed more than 

once a month

Lack of knowledge
There is a lack of knowledge in the healthcare system when it comes to 
haemophilia. Care is concentrated to three centers of expertise, 
however in the primary healthcare system and in emergency care there 
is still very little knowledge about haemophilia. 

”Healthcare personnel must increase 
their knowledge about haemophilia. 

It is a matter of life and death”

To live with constant worry
Many with haemophilia report feeling limited by their 
worry. Their worry is often related to pain, and that 
treatment will be difficult in terms of finding a vein or 
injuring oneself. Many refrain from activities out of fear 
of injury. Worry is common in parents to children with 
haemophilia. 

”He can never go anywhere 
and stay the night with his 
dad as his dad is worried 

about administering 
treatment”

Number of bleeds – underreported 
Haemophilia, A or B, is an inherited bleeding disorder where a persons blood does not clot properly due to 
lack of insufficient levels of blood clotting factor. An accident, such as cutting your finger, or having a stroke, 
could therefore have very serious consequences. The treatment of hemophilia aims to minimize and avoid 
bleeds. 

The biggest consequence for patients in their daily life is more or less regular internal bleeds that limit daily 
life. Our study shows that while haemophilia care is advanced in Sweden, there is an underreporting of 
bleeds. Bleeds that can have short term and long term consequences. 

33% 
experience 
joint pain 
more than 

once a 
month

50% 
experience 
pain as a 
recurring 
problem

63%
with hemophilia 

A often feel 
worried as a 

consequence of 
the disease
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MULTIPLE SCLEROSIS 
SOUTH AFRICA
MULTIPLE SCLEROSIS

Multiple Sclerosis

Slide 2

01

Indigent Care 

Programme

Monthly grants paid to 

19 indigents to purchase 

personal hygiene 

products.

03 Support

Emotional and practical 

support to
 patients, care 

givers and family 

members

02

Provincial 

Support 

G
roups

Locally based, 

regionally 

connected

04Volunteer Strength

10 out of 13 regular 

volunteers have M
S

06

05
Website/FB/TW

Realtim
e access to 

relevant In
formation 

from international 

organisations

Awareness

Email 

campaigns to 

subscribed 

members 

As the laws / regulations differ between countries, this poster complies with the laws / regulations of the country of origin.
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Country
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ARGENTINA

Donde Quiero Estar 
mundocancer.com
Digitalisation of Healthcare

AUSTRALIA

Ovarian Cancer Australia
The Australian Patient Advocacy Alliance
Engaging in Healthcare Transformation 

BRAZIL

Associacao Brasileira De Esclerose Multipla
Evaluation Of The Work Situation Of Multiple 
Sclerosis Patients In Relation To EDSS
The Power of Data

Associação Brasil Huntington-ABH
Contributions Of Brazil Huntington’s 
Association (ABH) To The Registration Of 
Cases Of Huntington’s Disease In To The 
Registration Of Cases Of Huntington’s 
Disease In Brazil
The Power of Data

Instituto Oncoguia
Lung Cancer Monitoring Platform  
(Lung Cancer Radar)
The Power of Data

Associacao Dos Hemofilicos  
Do Estado De Santa Catarina
The ‘AHESC comes to you’ Project
Engaging in Healthcare Transformation

Federacao Brasileira De Hemofilia
“My Opinion”
Digitalisation of Healthcare

FEMAMA
MAMAtch!: a journey-sharing  
experience - Bringing patients  
together through technology
Digitalisation of Healthcare

CANADA

Colorectal Cancer Canada
Incorporating Colorectal Cancer Patient 
Values and Preferences Into Health 
Technology Assessment (The “PVP” Project)
The Power of Data

CHINA

House086
Data Initiates Real Changes  
in the Real World
The Power of Data

Chinese Angelman Syndrome Organization
One For All and All For One - The Long 
Term Doctor-Patient Alliance for Chinese 
Angelman Syndrome Patients
Engaging in Healthcare Transformation
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The specificity of collecting PROMs by “patients driven” registries for rare diseases 
vs “doctors driven” on example of Ukrainian Registry for Spinal Muscular Atrophy

V. Matyushenko1, A. Shatillo2

1Kharkiv Charitable Foundation “Children with Spinal Muscular Atrophy”, Ukraine,
2Institute of  Neurology, Psychiatry and Narcology NAMS of  Ukraine
E_mail: csma.ua@gmail.com

Non-governmental patient-driven Children SMA Foundation founded by parents of  the children with Spinal Muscular 
Atrophy, dedicated to improving the quality of  life for people living with SMA in Ukraine and supporting of  scientific 
developments. 
Keywords: spinal muscular atrophy, rare disease registries, TREAT-NMD, CSMA. universal registry platform, URP

INTRODUCTION
The Ukrainian SMA Registry refer to the disease-specifi c geographically defi ned 
population and aim to register all cases in population; uses observational study 
methods to collect uniform data (clinical and other) to evaluate specifi ed outcomes for a 
population in Ukraine and serves scientifi c, clinical, policy purposes, although, a utility of 
the Registry is mostly called-for internationally rather inside.

METHODS
A minimum common data set and expanded core data set (from 2017) 
according TREAT NMD Consortium agreed entries as well clinical are collected 
by “patients driven” technology since 2004. Involvement of stakeholders such 
as patients, researchers and clinicians in the design, analysis and governance 
of the Registry was used to address the complexity and scarcity of knowledge 
on SMA. 

Patient-Reported Outcome Measures
PROMs can be applied to obtain data from the patient’s perspective. The 
data can guide in making decisions about different clinical inputs and for 
monitoring the outcomes of specific interventions, provide a baseline 
assessment of the health status, PROs offer pharmaceutical 
companies the chance to quantify the patient perspective on a disease or 
treatment. They are increasingly being used throughout R&D, shaping drug 
development, regulatory submissions, through discussions with payers, 
new models of reimbursement. A number of organizations and industrial 
players have increased their efforts to develop relevant outcome measures 
for common disease studies or make recommendations on ways to improve 
patientrelevant outcome measures used in patient-centered outcome research. 

RESULTS 
Using data sets for scientifi c purpose as well worldwide geographically diff erences of 
published recommendations of standards of care in TREAT-NMD Alliance publication 
were showed. Th ese common and specifi c data sets are enable to comparison across Ukraine 
and internationally. Th is goal was achieved through easy access to the self-report method to 
input data. A comparative analysis with the method of entering data by the doctor was 
carried out. Disadvantages and benefi ts for patients driven” and “doctors driven” were assessed. 

original items expanded items

Personal data, demographics
Wheelchair use
Clinical diagnosis
Genetic test result
Best & current motor function
Feeding function
Scoliosis surgery
Pulmonary function
Family history
SMA type
SMN2 Copies

Module of PROs*
Social performance/satisfaction
Fatigue
Activity participation
Emotional health
Pain

Date&cause of death
Clinical observations incl. contractures
HCP details
IV&NIV use
Airway clearance/secretion mobilisation
FVC results
Medications&disease-modifying thera-
pies
Th erapeutic interventions
Allopathic drugs
Hospitalisations&co-morbidities
≥ 1 validated motor outcome measure
Electrophysiology&biomarkers taken
PRO: 
Clinical Global Impression of Severity 
(CGI-S)
Total Global Impression (TGI)according 
to patient/parent

* under development

CONCLUSION
An amount, frequency, accessible of data collection shows the high level of sustainability, useful to 
share patient information in the form of “patients driven” registries to increase the overall patient 
cohorts when a natural history, clinical, patient-centered outcomes and new technologies can be 
statistically assessed. An attraction of patients’ organizations to drive RDs registries is more than 
desirable, but needs to fi nancial and legal support from all interested parties as the State as well 
pharmaceutical companies. Tools for incentive are valuable.

ACKNOWLEGMENTS
CSMA grateful for parents taking part of the Ukrainian Registry. 
Partial fi nancial support for developing universal registry platform (URP) provided by TREAT NMD Consortium.

disadvantages and benefits

“patients driven” “doctors driven” 

• The need to control of fi lled data;
• the need to have a consultant for
on-line QA;
• the need regular missing data re-
minders;
• the need of incentive to update of
data.

• Limited access to the registry due
to the need to schedule a visit;
• mostly hard logistics;
• severity of condition for assess-
ment during visit;
• limited staff of involved doctors;
• doctors qualifi cations;
• the need fi nancial incentive for a
doctor or staff for data entry.

• 24/7 access to personal data;
• no need for logistics;
• opportunity to receive an online
consultation;
• free recruitment of new members
(no bureaucratic enrollment re-
quired);
• more trusty between parents than
doctors;
• the ability of curators to create of
update requests at any frequency;
• Curator Query Control;
• network registry structure with re-
gional curators.

• Quality of data

1 2
Patients driven 4 8
Doctors driven 6 1
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DISADVANTAGES AND BENEFITS

REMARKS
Since 2004, the Registry registered 428 patients from all regions of Ukraine and partially around 
from countries without own registries. As of February 2020, the registry contain 257 active records. 
Th e number not include 37 patients who relocated from Ukraine, 41 patients who died, 77 citizens 
of other countries, and 17 patients whose information has not been updated for 12 months or more 
(loss of contact).
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Data Harmonization Across Genetic Conditions Associated with Autism
A.K. Halladay 1, 2, H. Grosman 1, 3, J. Acampado 4, J. Tjernagel 4

1 Autism Science Foundation, 2Rutgers University, 3Mount Sinai School of Medicine,  4Simons Foundation Autism Research Initiative

Background

Results

Future Priorities and Activities
• Advances in genetic testing have resulted in the discovery of rare

genetic variants that increase the risk for autism spectrum disorder
(ASD) and related neurodevelopmental disorders. Understanding ASD
with a distinct genetic etiology is critical to developing interventions
for both syndromic and idiopathic ASD.

• Families affected by these genetic conditions have established Patient
Advocacy Groups (PAGs) that have developed and maintained
research registries that provide researchers important data,
communicate information to families, and help with research study
participation.

• These PAGs have come together to form a consortium to address
common issues, including harmonizing registry-based data, in a group
called AGENDA (Alliance for the Genetic Etiologies of
Neurodevelopmental Disorders and Autism).

• The United States Food and Drug Administration (FDA) states that
study data standards are an efficient approach to exchange clinical
data between computer systems, and a proven a methodology to
organize data.  Commercial Investigational New Drug (IND)
applications must be submitted in data formats supported by the
FDA.

• Study standards have been developed by the FDA and the non-profit
Clinical Data Interchange Standards Consortium (CDISC), and other
sponsors. The FDA supports efforts to create therapeutic area
standards.

• A total of 239 questions were evaluated across 8 registries.
• Two domains were identified in the analysis, Demographics (DM) and Medical History (MH). Within

the Medical History domain, three subcategories were created for developmental questions
(MH_DEV), neurological questions (MH_NEURO) and pregnancy questions (MH_PREG).

• Recommendations were made to propose standardized questions and responses for the questions
analyzed across the 8 registries.

• The final resource can be accessed here: https://www.gdaac.org/for-scientists

• Additional domains of interest should be prioritized and standardized.
• A pilot study is recommended to be conducted using the existing

resource.
• An initiative to explore governing policies around data, as well as

potential collaborations with organizations such as CDISC to create
formal standards will convene.

EXAMPLE: 
“Age at first walking”
• What age did the child begin to walk? (integer response)
• Age when first walked unaided in months (integer response)
• How old was the patient when [walk unassisted]? (list response)

RECOMMENDATION:
• Is the participant able to walk without assistance? (No | Yes | Unknown)
• What was the age in months that the participant first walked without assistance? (integer response)

Objective
• The goal of this project was to create a resource for the autism

research community that condensed key questions across the
registries of PAGs to facilitate research in this area.

Acknowledgments
Thank you to Lindsey Cartner for her assistance with helping design and format this 
presentation.

Collaborators and Advisors
The following organizations contributed their data dictionaries for 
inclusion in this resource.  We would also like to thank Ed Cook, Audrey 
Thurm and Shafali Jeste for their advice helping to identify scientific and
clinical priorities for this first phase.

Materials and Methods
• In October of 2017, SFARI hosted a meeting of PAGs, industry and researchers to understand the gaps

and barriers in utilizing patient registries.
• Participants suggested conducting an inventory of similar and unique questions across registries.
• Advisors were engaged in prioritizing domains of highest immediate interest.
• Data dictionaries were collected from each registry and analyzed to identify similarities between

questions and responses.
• Questions from each registry were organized according to corresponding domain, in a similar

approach to developing CDISC Study Data Tabulation Model (SDTM) standards for clinical data.
• Potential response formats (i.e. multiple choice, open text) were noted.
• Standardized questions and responses were proposed. For questions, the recommendations were to

include the variable name. For responses, the answer code/data type was included.

The content of this poster represents the work and opinions of the patient advocacy group who is the author, and who is 
responsible for the described activity’s compliance with applicable laws and regulations.

VEEVA number: M-XX-00002889
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BRAZILIAN ASSOCIATION OF MULTIPLE SCLEROSIS – ABEM
Sumaya Caldas Afif - Government Relations
Jislaine Oliveira da Silva
Dyana Gervana de Oliveira Fernandes;
Thais Mira
Alice Estevo Dias

Topic/Project

EVALUATION OF THE WORK SITUATION OF MULTIPLE SCLEROSIS PATIENTS IN RELATION TO EDSS

Please describe the topic/project you would like to present in a few sentences

INTRODUCTION: Multiple sclerosis (MS) is a chronic, progressive disease of unknown etiology. Due to demyelination that
occurs in the central nervous system, its lesions can cause several functional and / or disabling changes. It is estimated that
currently in Brazil, its prevalence is 15 / 100,000 inhabitants. In addition, MS is one of the leading causes of physical disability
in young adults in Brazil.
GOAL: To assess the labor situation of patients in relation to Expanded Disability Status Scale - EDSS.

METHOD: Study conducted in a Civil Social Organization in the city of São Paulo, with 20 patients, male and female, aged
between 21 and 60 years, covering all types of MS, with EDSS between 0 - 9.5, by applying a questionnaire. Sociodemographic.

RESULTS: The sample consisted predominantly of women, but 40% are male. The types of MS are relapsing remitting (80%), 
primary progressive (15%) and secondary progressive (5%), with EDSS 0 - 4 (70%); 4.5 - 6.5 (20%); 7 - 9.5 (10%). Regarding 
education, there is a higher prevalence of higher education (65%). The results obtained through the questionnaire showed that the 
lower the EDSS (0 to 4.0), the more patients are able to develop work activities (55%). However, only 5% of patients with EDSS
greater than 4.0 worked.

CONCLUSION: The progression of the disease has a direct influence on financial and social aspects of the individual's life. Making 
it necessary for health professionals to reflect more on the incidence of the disease, as well as on the search for treatment
innovations.

REFERENCES (1)CALLEGARO, D; GOLDBAUM, M; MORAIS, L; TILBERY, C. P; MOREIRA, M. A; GABBAI, A. A et al. The prevalence of multiple sclerosis in the city of São Paulo, Brazil, 
1997. Acta Neurologica Scandinavica, v. 104(4) p208-2013, October. /2001 (2) COMPSTON, A; COLES, A. Multiple sclerosis. Lancet; v. 359, n. 9313, p1221-1231. April. / 2002. (3) LOPES, K. 
N; NOGUEIRA, L, A, C; NÓBREGA, F, R; FILHO, A, H; ALVARENGA, R, M, P. Limitação funcional, fadiga e qualidade de vida na forma progressiva primária da esclerose múltipla. Rev 
Neurocienc, v. 18(1) p13-7, 2010

As the laws / regulations differ between countries, this poster complies with the laws / regulations of the country of origin.

BACK

Download this 
poster as a PDF>

Share a comment or 
question with the 
poster owners by 
contacting them here

>

Evaluation of the work situation of 
multiple sclerosis patients in relation 
to edss

Associacao Brasileira  
De Esclerose Multipla
Sumaya Afif
The Power of Data
NEUROSCIENCE, MULTIPLE SCLEROSIS
Brazil

https://drive.google.com/file/d/1Ik9nWJayZ0TANUmGJdsNjZV0pm8QWeGN/view?usp=sharing
mailto:juridico.institucional%40abem.org.br?subject=Please%20send%20more%20info%20on%3A%20EVALUATION%20OF%20THE%20WORK%20SITUATION%20OF%20MULTIPLE%20SCLEROSIS%20PATIENTS%20IN%20RELATION%20TO%20EDSS


BACK

Download this 
poster as a PDF>

Share a comment or 
question with the 
poster owners by 
contacting them here

>

Voices Matter

La Lampada di Aladino
Roberto Bollina
The Power of Data
ONCOLOGY, HEMATOLOGY
Italy

https://drive.google.com/drive/u/1/folders/1SlDh00h3zzgPPsp3RWYbMbFSu39Sdg-l
mailto:roberto.bollina%40unimi.it?subject=Please%20send%20more%20info%20on%3A%20Voices%20Matter


BACK

Download this 
poster as a PDF>

Share a comment or 
question with the 
poster owners by 
contacting them here

>

Ricera In-Acto

ACTO Onlus
Nicoletta Cerana
The Power of Data
ONCOLOGY, OVERIAN CANCER
Italy

https://drive.google.com/file/d/16IfyuX8-2P2Orq2rzLuAiSs86M7yHq4I/view?usp=sharing
mailto:nicoletta.cerana%40gmail.com?subject=Please%20send%20more%20info%20on%3A%20Ricera%20In-Acto


BACK

Download this 
poster as a PDF>

Share a comment or 
question with the 
poster owners by 
contacting them here

>

Contributions of brazil huntington’s 
association (abh) to the registration of 
cases of huntington’s disease in to the 
registration of cases of huntington’s 
disease in Brazil

BACKGROUND

RESULTS

Maria Aparecida Santos de Souza Alencar 
ABH - ASSOCIAÇÃO BRASIL HUNTINGTON

Website: abh.org.br /  E-mail: abh.atendimento@abh.org / FB: Associação Brasil Huntington

CONTRIBUTIONS OF BRAZIL HUNTINGTON’S ASSOCIATION (ABH) 
TO THE REGISTRATION OF CASES OF HUNTINGTON’S DISEASE IN 

BRAZIL

CONCLUSIONS

Usually family members know Brazil Huntington Association (ABH)

through other relatives, most by the internet (website and social

networks) and many are referred by doctors, who know ABH work

and guide family members to receive more information about the

disease, care, and so on. The association provides support and

guidance to family members on the several topics related to HD and

it has been done through email, website, telephone and in person for

those who can go to the ABH headquarters in São Paulo. In addition,

the association collects data from families that come into contact,

feeding its own database.

The aim of the present study is presents records about numbers of

HD in Brazil, according ABH registers..

PICTURE 01

Huntington s Disease (HD) is an inherited neurodegenerative

disorder. Despite affecting people all over of the world, some

countries still have a large gap regarding the diagnosis and

consequently the statistical data. While investigation about HD is

often in Europe and Asia’s countries, data are still very scarce in

South America. There are no official statistical data in Brazil. The

Brazil Huntington Association (ABH) is the only institution that

presents database about HD in this country. ABH is the only

institution that presents recordes, in general, about HD in this

country. The main objectives of the association are to provide support

and guidance to family members on the several topics related to HD

and this is have been done through email, website, telephone and in

person for those who can visit to the ABH headquarters in São Paulo

city.

The Brazilian population is formed by 208 million inhabitants, and it is

estimated that there are 13,000 to 19,000 carriers and 65,000 to

95,000 people at risk for HD (70/100 per million)

Currently, ABH has 2,942 families registered, which means an

approximately three times greater number of patients and carriers of

the altered gene, since there are several members affected by family.

However, three groups with a high prevalence of HD cases stand out,

which are located in Feira Grande / AL, Senador Sá / CE and Ervália /

MG.

Brazil Huntington Association (ABH), based on information from family members, is the only institution that collects data related to 
Huntington's disease in all states of Brazil.

As the laws / regulations differ between countries, this poster complies with the laws / regulations of the country of origin.

Estimate of HD prevalence in the brazilian population
Current estimate of the
country’s population:

208.000.000 inhabitants

Prevalence of 70/million
inhabitants:

15.275 people with the HD
gene

76.375 people at risk (5x the number of people with
the gene)

Number of registrations at ABH
until December 31, 2019:

3055

ABH register: 20% of the estimated number
of cases

Distribution of HD cases by region
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Lung Cancer Monitoring Platform 
(Lung Cancer Radar)

LUNG CANCER 
MONITORING PLATFORM
(LUNG CANCER RADAR)

P R O J E C T :N A M E  O F  PAT I E N T  G R O U P :

The initiative Lung Cancer Radar provides 
information about lung cancer patients in 
Brazil, including data about staging at 
diagnose, incidence, mortality and other
data and numbers related with brazilian laws. 

All data published at the online 
interactive platform comes from public 
sources, with previous analysis of a health 
specialist. The objective of this initiative is 
to raise awareness on lung cancer as well 
as provide a tool with useful information 
for public decision makers and other key 
stakeholders.  

D E S C R I P T I O N :

CO N T E N T :

CO N TA C T :

Luciana Holtz
lucianaholtz@oncoguia.org.br

THE LUNG CANCER RADAR - METHODOLOGY

For the current study Oncoguia has chosen public data sources provided by 
DATASUS (SIASUS, SIHSUS), INCA (RHC) and GLOBOCAN. At DATASUS and INCA 
websites, we have used all lung cancer data linked to ICD C34.

At GLOBOCAN website Oncoguia has selected all data linked to the word  “lung”.

THE LUNG CANCER RADAR LAUNCH: august, 2019

UPDATE CYCLE: every 3 months / once a year
(depending on the information)

LUNG CANCER SCENARIO

Source: Globocan
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Health Technology Assessment (The 
“PVP” Project)

Incorporating Colorectal Cancer Patient Values and Preferences Into 
Health Technology Assessment (The “PVP” Project)

CADTH – PAN CANADIAN ONCOLOGY DRUG REVIEW (pCODR)

PHASES OF THE PVP SURVEY SITES

RECRUITMENT AND CONSENT

DISCRETE CHOICE EXPERIMENT (DCE)

Dr. Sharlene Gill (BC Cancer Agency); Dr. Winson Cheung (Tom Baker Cancer Centre); Dr. Benjamin Goldberg (Cancer Care Manitoba); Dr. Yoo-Joung Ko (Sunnybrook Health Sciences Centre); 
Dr. Petr Kavan (Jewish General Hospital); Dr. Bruce Colwell (QEII); Dr. Karen McDonald and Dr. Deborah A. Marshall (University of Calgary); Barry D. Stein  (Colorectal Cancer Canada)

SURVEY STAGES

The high cost of cancer drugs has increased pressure on the healthcare system to make 
better choices and adopt value models when considering drug reimbursement and 
treatment choices. 

While there are many stakeholders in the healthcare system, the perspective of patients is 
central to the definition of value, yet, it is likely the least understood and most difficult to 
measure. Attributing what weight patient preferences should carry in health technology 
assessment (HTA) decisions regarding reimbursement is challenging. 

The PVP project will address this issue by developing a framework to objectively 
incorporate patient values and preferences into the cancer drug HTA decision-making 
process in Canada since:

A. Patients have unique knowledge and perspectives that can influence decisions by
pointing out what are the most important aspects or outcomes for them in a specific
situation.

B. Patient preferences directly impact patient adherence to treatment and can provide a
broader view of real-world health evidence. These outcomes can ultimately influence
the cost-effectiveness of treatment.

C. Patient preferences may serve as an important and evidence-based source of
information that can improve the uptake of current health priorities and policy gaps.

D. By participating in health decision-making, patient engagement is enhanced which
could help to support fair and ethical healthcare decision-making.

1. VANCOUVER, BC Cancer Agency
2. CALGARY, Tom Baker Cancer Centre
3. WINNIPEG, Cancer Care Manitoba
4. TORONTO, Odette Cancer Centre, Sunnybrook
5. MONTREAL, Jewish General Hospital
6. HALIFAX, QEII

QUALITATIVE WORK  TO INFORM DCE
Princess Margaret Hospital to informed the DCE 
framework, attributes + level development 

SURVEY PRE-TEST:
One-on-one interviews with metastatic and non-metastatic 
cancer patients (n = 5)  Provided updates to inform Pilot 
Survey using the patient feedback

SURVEY PILOT TEST:
Survey online sample of (non-metastatic and metastatic; 
n=30) CRC patients. Ensure attributes, levels facilitate 
trade-offs among 

MAIN SURVEY:
Population groups from the 6 survey sites (n = 1200):

1. Metastatic CRC patients (n = 300)
2. Mon-metastatic CRC patients (n = 300)
3. Caregivers (n = 300)

We are assessing preferences and willingness to pay for CRC treatment for 
Canadian CRC patients (non-metastatic and metastatic), care givers for CRC 
patients, and adults from the general population.

Phase 1: Patient preferences will be measured and the value of the attributes of
colorectal cancer treatments will be estimated for patients, their
families/caregivers, and adults without colorectal cancer from across Canada using
a Discrete Choice Experiment survey.

The survey is expected to answer the following research questions:
(i) How do colorectal cancer patients (early and metastatic) value various aspects of
oncology drug treatments when weighing the associated benefits and risks?
(ii) How do values differ based on patients’ demographics, quality of life, stage of
cancer and experiences?
(iii) What are the relative quantitative weights for the benefits and risks (attributes)
of treatment decisions?

Phase 2: The most effective combination of attributes will be determined for
cancer patients faced with oncology drug treatment decisions, and a weight will be
assigned to those attributes.

Phase 3: Incorporate patient preferences explicitly into decision making, determine
methodology to use, what weighting to assign

Oncologist will inform patients in person either at an in-clinic appointment, or 
virtual appointments (phone or virtual platform). Study Coordinators will speak 
with the patient immediately following their appointment in person or for virtual 
recruitment by phone or virtual platform.

Study Coordinator will inform patient about the study and provide a recruitment 
letter (paper for in-clinic, email for virtual) providing study details, a unique 
participant identifier and a website address for the online survey and will ask each 
patient if they would like to take a separate recruitment letter for their caregiver.  
Consent will be at the beginning of the online survey. 

The risks and benefits of colorectal cancer treatment vary according to the regimen and 
therefore, patient preferences must be carefully considered. 

To establish the value of different aspects of CRC treatment more formally the rigorous 
economic approach known as DCE is employed. 

DCE is a quantitative method used to elicit patient preferences and utility for various 
health states and/or other nonmarket goods and services, such as health care and to 
capture the full value of a treatment and the outcomes of treatment not captured by 
traditional measures.

Key factors about colorectal cancer treatment have been identified for the DCE survey 
based on qualitative research conducted by University of Toronto and literature review. 

By including a cost attribute in the DCE we can estimate the willingness to pay as a 
monetary measure of the benefit. 
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OBJECTIVES AND RESEARCH  QUESTIONSINTRODUCTION AND BACKGROUND

Figure 1.  pCODR’s expert 
committee uses a deliberative 
framework for drug funding 
recommendations and 
considers Patient Values  
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PHC Mammography Screening Program

Danish mammography screening program February 2020
• Mammography screening is a public health service
• Mammography screening is voluntary and free of charge 

in Denmark
• Age >50 - <69
• Mammography screening offered to all women in the defined 

age group every 2 years
• Triple Test: Mammography, ultrasound and examinations by 

a doctor/palpation

Facts about breast cancer in Denmark
• 5.000 women are diagnosed with breast cancer every year 
• 65.000 women in Denmark live with the diagnosis of breast 

cancer
• 1.100 women die each year from breast cancer
• DBO (Danish Breast Cancer Organisation) is politically active 

and works to ensure the interests of Danish women affected 
by breast cancer.

History
1991 
Mammography screening was offered to women aged 50-69 
screening, in a few cities in Denmark.

2005
A report from the capital of Copenhagen, shows that for women 
who were offered mammography screening, the mortality rate 
 decreased by 25 /% and for women who actively participated in 
the mammography screening program, the mortality rate 
 decreased by 37%.

2008
The mammography screening program became a public health 
 service for all women aged 50-69 to participate in the screening 
program

2020 May
Reassessment of mammography screeningsprogram

Benefits (of screening)
• Early detection breast cancersurvival  increases
• Reduced mortality due to breast cancer  (30-50%)
• National screening also promoting awareness of breast 

cancer risk
• National screening provides a high quality diagnostic service

Draw backs
• Over-diagnosis and over-treatment
• False reassurance in false negative cases
• Anxiety and harms in false positive cases
• Radiation exposure

Debate
False Positive: Do women react negatively when they are false 
 positive and if… 
How do they react.

Therapy: Are women with a  false positive result offered any help?

Age criterion: Extend the age criterion and offer the screening 
 program for women aged?
> 40- <69 
> 40- <74
> 50- <74 

Personalise programme: Personalise the mammography screening 
program  according to high and low risk?
• overweight
• highly educated women
• alcohol
• smoking

As the laws / regulations differ between countries, this poster complies with the laws/regulations of the country of origin.
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Danmark
Bryst 
Incidens: ASR (W), Kvinder alder 0-85+

Dansk Brystkræft Organisation (DBO)
By Nadia Ryding

Dansh Breast Cancer 
Organisation DBO
Nadia Ryding 
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ONCOLOGY, BREAST CANCER
Denmark
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City Cancer Challenge And Engagement 
Opportunities For Patient Organisations:  
A Case Study Of Greater Petaling, Malaysia

CITY CANCER CHALLENGE AND ENGAGEMENT 
OPPORTUNITIES FOR PATIENT ORGANISATIONS: 
A CASE STUDY OF GREATER PETALING, MALAYSIA  
Murallitharan Ma, Mandy Thooa, Low KY*, Saunthari Sa, Nur Aishah Taibb

aNational Cancer Society of Malaysia ; bUniversity of Malaya 

National
Cancer
Society
Malaysia

What is the City Cancer Challenge?
• A global initiative to support cities around the world as they work

to improve access to equitable, quality cancer care.

• Launched in 2017 by the Union for International Cancer Control,
City Cancer Challenge (C/Can) is a stand-alone foundation
working in 9 cities today

• The C/Can model targets cities with a strong need and readiness
for improved cancer care.

• Local leaders drive the process from the ground up by selecting a
multi-sectoral executive committee in each city, prioritizing
specific needs, identifying partners for capacity building,
establishing sustainable financing models, and monitoring and
sharing results with other cities around the world.

C/Can 2025: 
City Cancer Challenge

Good Health
and Well-being

Sustainable Cities
and communities

Partnership
for the goals

1. Opportunity to gain a seat at the ‘decision-making’ table

2. Opportunity for policy-shaping & agenda-setting

3. Opportunity for advocacy

4. Opportunity to groom/nurture Key Opinion Leaders

5. Opportunity for multi-sectoral partnership

6. Opportunity for project/programme funding

7. Opportunity for gainful community-level sustainable change

Opportunities for Patients Organizations

Greater Petaling,
Malaysia

TOTAL POPULATION
1.4 million

POPULATION REACHED BY
HEALTHCARE FACILITIES
Not currently available

CANCER INCIDENCE
(PER 100,000)
139.9

CANCER MORTALITY (PER 100,000)
85

PREMATURE CANCER RATE (PER 100,000)
67.1

MOST COMMON CANCER SITES: MALE
Lung, liver, leukemia, prostate, nasopharynx

MOST COMMON CANCER SITES: FEMALE
Breast, lung, colorectal, leukemia, liver

Primary City Cancer Challenge Partners: Patient Organisation National Cancer 
Society Malaysia Public Sector Tertiary Academic Institution: University of Malaya 

Tbilisi
Georgia

Greater Petaling
Malaysia

Kusami
Ghana

Yangon
Myanmar

Kigali
Rwanda

León
Mexico

Cali
Columbia

Asunción
Paraguay Porto Alegre

Brazil

City Challenge Game Plan

End- Game Proposed Solution
i) Increase accessibility to cancer care services in the

challenge city

ii) Increase rate of early detection in the challenge city

iii) Increase survival rates of cancer patients in the
challenge city

A free, individual-based navigator application for challenge city-residents able to do the 
following:

i) Assess an individual’s risk for cancer, prompt requirements for screening and also
provide avenues for patient to get his/her screening done on a routine basis

ii) Connect different levels of clinical care providers, financiers (such as insurance
providers and employers) and other stakeholders at patient level so that he/she can
proceed to receive the care needed (such as screening, diagnosis, treatment, palliative
care and others)

Learn Empower Grow

Due Diligence

• Determination
of whether city
is suitable for
joining the
challenge

• Assessment
incorporates
critical factors
such as
population,
number of
facilities, political
buy-in and other
factors

Stakeholder
Engagement

Convening of local 
leaders across 
sectors (government, 
CSOs, international 
agencies, bilateral 
and multilateral 
agencies, academia, 
research centres, 
healthcare facilities, 
professionals, 
professional 
societies, private 
sector 

Needs
Assessment 

• The Convened
City Executive
Committee
undertakes a
comprehensive,
city-wide,
data-driven
needs assessment

• Determines gaps
and priorities

Action Planning

Development of an 
activity plan based on 
the needs assessment, 
including identification 
of relevant partners 
and institutions at the 
city level

Technical Analysis 

• Identification of
appropriate channels
for technical assistance
partnerships,
collaboration both
locally and
internationally

• Engagement with City
Health Financing Lab to
assess one-off
investments and/or
longer-term financing
solutions to support
implementation of
action plan

Implementation

City Managers and City 
Executive Committee 
implement the action 
plan, alongsides a 
robust monitoring, 
evaluation and 
learning framework

City-to-City
Sharing 

• Data sets, case
studies, best
practices shared
across global
network of cities as
well as to other
cities within the
same country

• Local progress
leading to global
impact

C/Can Model
PROCESS ORIENTED TIMELINE – SCHEDULED ACROSS TWO YEARS 

Greater Petaling: Engaged Stakeholders

Federal Government

Ministry of
Health

Ministry of Housing &
Local Government

Ministry of Women,
Family & Community

Development

The Members
Parliament of Malaysia

Social Security
Organization

Employees
Provident Fund

Private Insurance
Providers

Clinical Institutions
- Hospitals

MEDICAL CENTRE

Medical Professional
Associations

Malaysian
Pharmaceutical
Society

PhAMA
Innovative Medicines for Malaysia

Social Welfare
NGO

Pride Foundation

Religious NGO

Tzu Chi

State Government

Selangor Chief
Ministry Office

Petaling Jaya
City Council

Subang Jaya
Municipal Council

Selangor State
Health Office

Non-governmental Organization & Civil Society

National
Cancer
Society
Malaysia

National Cancer
Society Malaysia

Union for International
Cancer Control

ASSISS Palliative
Services

Challenge Cities in 2020
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Mental Health Care As A Vital Part In 
The Holistic Care For Patients And 
Families With Rare Diseases

MENTAL HEALTH CARE AS A VITAL PART IN THE HOLISTIC CARE 
FOR PATIENTS AND FAMILIES WITH RARE DISEASES

Leading Author: MSc. Ivana Hadjivanova, Licensed Psychologist, Gestalt Psychotherapist, 
Supervisor, Founder and General Manager of NEOCORTEX

Co-authors: M. Soc. sc, B. Sc. Vesna Aleksovska, Founder and President of Association of citizens 
for rare diseases LIFE WITH CHALLENGES Bitola

Aleksandra Stojanovska, Psychologist in NEOCORTEX
LIFE WITH CHALLENGES has a successful helpline for over 5 years now. The free psychological 
support was implemented in 2019 and in 2020 it continues to grow as a network of psychologists 
and psychotherapists. 

Mental healthcare and psychological wellbeing are recognized as a vital part of the holistic care, 
which was until now lacking in the support of the patients with rare diseases in the Republic 
of North Macedonia. We focused not only on the patients but also on their immediate family 
members, who are also severely psychologically affected and experience severe psychological 
stress, trauma and sudden change in the family dynamics and every day functioning.

The psychological care services were recognized and accepted as a service of paramount importance for prevention and treatment 
regarding mental health and overall wellbeing. The outcomes that we noticed in the patients are:

- Anxiety reduction

- Improvement in the mood and will

- Better stress resilience and coping mechanisms

- Better life activity and day organization

- Increased feeling of control over their condition

- Better quality of life and wellbeing

- Facing and accepting their illness

- Better socialization and openness in interpersonal relationships

- Improved family dynamics and reorganization

- A strengthened feeling of self-worth

- Empowered patients and caregivers

- Decreased feeling of stigma and marginalization

As the laws / regulations differ between countries, this poster complies with the laws/regulations of the country of origin

Founded 2009 with a mission to provide 
better quality of life of patients and families 

with rare diseases. It represents over 100 rare 
diseases, >500 members (patients, families, 

volunteers, healthcare professionals).

Founded 2017 by MSc. Ivana 
Hadjivanova with goal to offer 

psychological care and support, 
prevention and treatment of mental 
health in children, youth and adults.

Contact me:
Phone: +38970 70 54 46
Email: info@challenges.mk 
Web: https://challenges.mk/en/  

FUTURE STEPS:
•	 Psychotherapy group for support of family members of patients with rare diseases, especially 
parents of children with rare disease

•	 Other professional trainings and continual education for the team of psychologists who is working 
with this patients

•	 Group supervision for the team of psychologists

•	 Professional trainings for school psychologists, pedagogue and teachers, which will offer psycho-
education for basic interventions, sensibilisation, knowledge and tools for early detection of mental 
health disorders and deterioration in children with rare diseases and disabilities in the schools, and 
help for better integration

•	 We will continue with education of other psychologists and psychotherapists in our country and 
furthermore in the region where needed

OUTCOMES:
The implementation of free psychological support and treatment within the other services provided by the Association LIFE WITH 
CHALLENGES, encompassed an important aspect which was identified as important need for these patients. Around 40 patients with 
their families received psychological support for 2019, and the number is constantly growing due to the recommendations and positive 
feedback. 

Why Family-Systemic psychotherapy approach is important?
Illness in one family member affects and changes the whole family dynamic and all family members. 
It’s a challenge for the family as it is as the sick individual. Apart from accepting the illness and 
adapting, also sexual and other dysfunctions in the marriage within the families with a rare patient 
are common. This is why we used Family-Systemic psychotherapy approach, which proved to be 
extremely beneficial. 

Helpline for rare diseases:
•	 Over 400 phone calls and over 70 face to face meetings

•	 Communication through social media and e-mails

•	 5 educational meetings organized and participation in over 10 conferences and meetings

•	 Exchange of information about clinical trials. 

•	 Connected over 20 families with rare diseases

•	 Creation of a website with information about rare diseases in Macedonian and Serbian language

•	 Cooperation on regional level and International level (EURORDIS, IGA, IAPO, MDS, MPS, IPA …)

•	 Support to patients and families to establish their own patient organization (FAP, SMA, MS)
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SERVICES GUIDELINES

RARE DISEASE PATIENT

Social isolation
Family dysfunction
and divorce

Chronic stress

Delays in diagnosis
Depression

Diagnostic mistakesAnxiety disorders

Lack of medical diagnostic procedures and treatment

What psychological services we offered:
•	 Psychological counselling

•	 Individual, Couples and Family-systemic psychotherapy

•	 Psychoeducation

•	 Psychodiagnostic evaluation

The psycho-diagnostic evaluation and psychological testing, were very useful and contributed to 
the early detection of psychopathology in these individuals, timely treatment and good prognosis 
for their mental health.

PAG Life with Challenges 
Vesna Aleksovska
Engaging in Healthcare Transformation
RARE DISEASE, PAN-RARE DISEASE
Republic of North Macedonia
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To Live with Haemophilia:  
Quality of life study - Sweden
To live with Haemophilia
Quality of life study - Sweden

As the laws /  regulat ions dif fer  between countr ies,  this poster complies with the laws/regulat ions of  the country of  or igin.

Therese Backus
kanslichef@fbis.se

44%
of individuals with haemophilia A 

bleed several times per year

80%
of the bleeds are triggered by 
accidents or physical activity

15%
bleed more than 

once a month

Lack of knowledge
There is a lack of knowledge in the healthcare system when it comes to 
haemophilia. Care is concentrated to three centers of expertise, 
however in the primary healthcare system and in emergency care there 
is still very little knowledge about haemophilia. 

”Healthcare personnel must increase 
their knowledge about haemophilia. 

It is a matter of life and death”

To live with constant worry
Many with haemophilia report feeling limited by their 
worry. Their worry is often related to pain, and that 
treatment will be difficult in terms of finding a vein or 
injuring oneself. Many refrain from activities out of fear 
of injury. Worry is common in parents to children with 
haemophilia. 

”He can never go anywhere 
and stay the night with his 
dad as his dad is worried 

about administering 
treatment”

Number of bleeds – underreported 
Haemophilia, A or B, is an inherited bleeding disorder where a persons blood does not clot properly due to 
lack of insufficient levels of blood clotting factor. An accident, such as cutting your finger, or having a stroke, 
could therefore have very serious consequences. The treatment of hemophilia aims to minimize and avoid 
bleeds. 

The biggest consequence for patients in their daily life is more or less regular internal bleeds that limit daily 
life. Our study shows that while haemophilia care is advanced in Sweden, there is an underreporting of 
bleeds. Bleeds that can have short term and long term consequences. 

33% 
experience 
joint pain 
more than 

once a 
month

50% 
experience 
pain as a 
recurring 
problem

63%
with hemophilia 

A often feel 
worried as a 

consequence of 
the disease

Swedish Hemophilia Society
Therese Backus
Engaging in Healthcare Transformation
RARE DISEASE, HEMOPHILIA
Sweden
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Together Against Cancer

Asociación Mexicana de Lucha Contra  
el Cáncer & Sintra, Adela Ayensa
Mayra Galindo & Adela Ayensa
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Mexico
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In The Rhythm Of The Human Brain

5 NEUROLOGICAL DISEASES
DEMENTIA | PARKINSON’S DISEASE MULTIPLE 
SCLEROSIS | HUNTINGTON’S DISEASE SPINAL 

MUSCULAR ATROPHY

As the laws / regulations differ between countries, this poster complies with the laws/regulations of the country of origin. 

Spominčica
ALZHEIMER SLOVENIJA

David Krivec, Spominčica Alzheimer Slovenija, Ljubljana, Slovenija
david.krivec@spomincica.si | www.spomincica.si

6 PATIENT ORGANIZATIONS

1 CHALLENGE

EDUCATION, AWARENESS RAISING, 
AND POLICY SHAPING EVENT

IN THE RHYTHM 
OF HUMAN 

BRAIN

Clinical experts presenting each 
disease, advances in 
treatment, and challenges

Panel  discussion about the needs 
of the patients and their families 
with HCPs, patients, caregivers and 
policymakers

Mr. Marjan Šarec, 
Prime Minister, 
General Patron

Ms. Aiga Rurane, 
WHO Regional 
Office Slovenia

Where was I?
Theatre play 
about dementia

More than 200 
participants: 
patients, 
caregivers, 
professionals, 
policymakers

Spominčica – Alzheimer Slovenia
Engaging in Healthcare Transformation
NEUROSCIENCE, PAN-NEUROSCIENCE
Slovenia

https://drive.google.com/file/d/1kc6vxVsK3cdPDfzh5GK5bOgoka6m13_B/view?usp=sharing
mailto:masa.bastarda%40spomincica.si?subject=Please%20send%20more%20info%20on%3A%20In%20The%20Rhythm%20Of%20The%20Human%20Brain
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Be MUT-ual Days - Oncogene driven 
Cancers: The New Paradigm

WALCE
Stefania Vallone
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The ‘AHESC comes to you’ Project

This project has enabled health and 
education professionals as well as 
hemophiliacs and their families to have 
more confidence and information on 
hemophilia. The relationship between the 
agents involved has been strengthened 
and, as a result, treatment adherence and 
motivation to seek adequate treatment 
have improved.

Health care professionals had the opportunity of meeting in 
person many users they had previously contacted via phone 
calls, text messages or e-mail only. Users, in turn, had the 
chance to speak about their personal experience with 
hemophilia and their difficulties and ask questions. 
Testimonials were given based on which relevant measures 
were taken. Major concerns were: difficulty going to the blood 
centers caused by problems related to transportation 
provided by the patients' city administration; coagulation 
factor availability; coagulation factor transport difficulty.

The Association of Hemophiliacs of the State 
of Santa Catarina (AHESC) is a charitable 
association which aims at improving the 
quality of life of people with hemophilia, von 
Willebrand and other coagulopathies and 
their families throughout the state of Santa 
Catarina, Brazil. AHESC offers its members 
and their families free temporary social care, 
food, physiotherapy, hydrotherapy and legal 
advice. The AHESC comes to you project 
seeks to address one of the main complaints 
reported by members, i.e. lack of information 
on the part of both heath care professionals 
and hemophiliacs and their families. 

T H E 

P R O J E C T

COMES TO YOU 

INTRODUCTION
A N D O B J E C T I V E S

ADDRESSING
THE LACK OF

INFORMATION
ON HEMOPHILIA

ENABLING
ACCESS TO
TREATMENT

INCREASING
TREATMENT
ADHERENCE

MATERIALS
A N D M E T H O D S

RESULTS CONCLUSION

AHESC

FOR MORE
INFORMATION

PROMOTING 
EVENTS

NOTIFYING MEMBERS
OF TALKS BY USING 
E-MAIL, WEBSITE,

FACEBOOK AND
PHONE CALLS.

LOCAL AND REGIONAL
ATTENDANCE OF 

HEMOPHILIACS, THEIR 
FAMILIES AND HEALTH
CARE PROFESSIONALS

SHARING KNOWLEDGE
AND EXPERIENCES
AND PROMOTING 

SOCIAL 
INTEGRATION

VISITS TO THE BLOOD
CENTERS OF SANTA
CATARINA LOCATED 

IN THE CITIES OF 
CRICIUMA, JOACABA,
LAGES AND CHAPECO

EMPOWERMENT OF 
HEMOPHILIA PATIENTS 
AND THEIR FAMILIES IN 
SEARCH OF TREATMENT
AND OF THEIR RIGHTS 

AS WELL AS BETTER CARE,
ADEQUATE PROCEDURES

AND SAFETY ISSUES 
FOR HEMOPHILIACS

PROMOTING SOCIAL 
INTERACTION AMONG 

HEMOPHILIACS, HEALTH 
CARE PROFESSIONALS 

AND AHESC. PROVIDING 
A SPACE FOR SOCIAL 

INTERACTION, THEREBY 
HELPING TO CREATE A 
NETWORK OF SUPPORT 

AND GUIDANCE

TALKS GIVEN BY 
HEATH CARE

PROFESSIONALS: 
HEMATOLOGISTS,

SOCIAL WORKERS, NURSES,
PSYCHOLOGISTS AND
PHYSIOTHERAPISTS. 

COFFEE BREAK

SOCIALIZATION 
AND 

SHARING OF
EXPERIENCES

OBJECTIVES ACTIVITIES RESULTS

This project aims...

ahesc@ahesc.org.br
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Cancer Survivors Association
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The Australian Patient Advocacy Alliance

THE CANBERRA HEALTH SUMMIT AND THE ESTABLISHMENT OF   

THE AUSTRALIAN PATIENT 
ADVOCACY ALLIANCE
The Challenge
While there are many highly effective disease-specific patient 

advocacy groups in Australia, a united voice is needed to advocate 

for broad and meaningful healthcare system change, and patient 

involvement in policy decisions.

Objectives
1.  Co-create meaningful policy solutions for patients across 

four key themes: Evidence, Innovation, Productivity 

& Data

2.  Effect positive health system change by engaging

with policymakers

STEERING COMMITTEE MEMBERS

Jane Hill (Co-Chair), CEO Ovarian Cancer Australia; 

Deidre Mackechnie (Co-Chair), CEO MS Australia; 

Nettie Burke, CEO Cystic Fibrosis Australia;  

Sharon Caris, Executive Director Haemophilia Foundation Australia;  

Sharon Winton, CEO Lymphoma Australia

The Hon Greg Hunt MP, Minister for Health, speaking at the Canberra Health Summit 

Top: 2019 Canberra Health Summit Steering Committee 

Above: Australian Patient Advocacy Alliance members

As the laws / regulations differ between countries, this poster complies with the laws/regulations of the country of origin. 

Engaging

4 
Government departments

5 
Key policy asks

Representing

15M 
Australians

22 
Patient
organisations

1 
Alliance

Wow! What did we just do? It’s a recognition that 
you can achieve so much by working together. 
COMMITTEE MEMBER

Key Learnings & Takeaways
• The power of a united patient voice

• Leave your disease at the door!

• Summit and establishment of APAA highly valued by individual 

patient groups

• Secure funding for a Summit and an Alliance is critical, but patient 

groups must own the agenda 

• Pre-briefing politicians and securing their buy-in is key to 

constructive engagement

• Collaboration is king – with health and economic policy experts, 

policymakers, individual patient groups and industry – with the 

engagement leading to a commitment from the Government to 

co-create policy solutions with the APAA

Solution & Approach
• Two-day multi-stakeholder Summit at Parliament House in

Canberra, sponsored and organised by Roche.

• 22 patient organisations came together to discuss policy and agree 

on a common advocacy agenda. Together they represented 15 

million patients (more than 60% of Australians) - a reminder of the 

power of a united consumer voice. 

• Agenda and speakers determined by an independent steering 

committee of patient group CEOs from a range of disease areas.

• The Steering Committee held important 

pre-meetings with:

○ Key policymakers including representatives from the Prime 

Minister’s office, the Minister for Health’s office and the 

Department of Health, to seek commitment on policy change

across the Summit’s themes; and

○ Each Summit delegate, to seek input and

encourage participation.

Above: The Hon Chris Bowen MP, Shadow Minister  

for Health, speaking at the Canberra Health Summit

Right: 2019 Canberra Health Summit Consensus Statement

Outcomes
Delegates agreed on five key policies outlined in a Consensus 

Statement that was presented to policymakers. The five priorities were:

 Codify the principle of consumer co-design in health  

policy-making in legislation or regulation

 Establish a national database for PREM/PROMs for all diseases

 Undertake a review of current measures/indicators/ 

benchmarks used in National Health Agreements, led by the 

Productivity Commission

 Develop a white paper on the deployment of Artificial 

Intelligence to drive better health outcomes

 Review the Health Technology Assessment process to ensure  

it is fit for purpose/determine role of real-world evidence

Summit delegates agreed to form the Australian Patient Advocacy 

Alliance – the first group of its kind in Australia. The launch of APAA 

was announced to media in October 2019.

1.

2.
3.

4.

5.

The Minister for Health invited the Alliance to represent 

the patient voice on two key Government advisory bodies 

- the National Preventative Health Strategy and National 

Medicines Policy Review Working Group.

Great initiative and taking place at exactly 
the right time. 
THE HON GREG HUNT MP, MINISTER FOR HEALTH

Ovarian Cancer Australia
Jane Hill
Engaging in Healthcare Transformation 
NOT DISEASE AREA SPECIFIC
Australia
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MDbaby Care Centre, China

MDbaby care center
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Pink RoutePINK ROUTE
OUR ROUTE IS PINK, OUR FUTURE IS SAFE!

PEMBE IZLER WOMEN'S CANCER SOCIETY

https://kadinkanserleridernegi.org/
This poster complies with the laws/regulations of Turkey
Contact : Ayşem Baykara (phone: +90 532 4337749
e-mail: aceylanb@gmail.com)

OUR AIM

To raise awareness about gynecological cancers.
OUR GOAL
To provide free gynecological cancer screening for 10,000 
women
HOW DID WE PROCEED?

We took our healthcare experts with us.
We also cooperated with local healthcare professionals.
WHEN WE STARTED?
May, 2018 
WHERE DID WE GO?

İSTANBUL, BODRUM, BURSA, MARDİN
WHERE WE PLANNING TO GO?
DİYARBAKIR, ANKARA, KAYSERİ, ANTAKYA,
İZMİR GAZİANTEP, İSTANBUL, ADANA

•  So far, we have met more than 1.850 women face to face.
• 739 of them examined for free
• 33 of them were diagnosed with cancer,
• 77 gynecological cancer operations and interventional procedures were performed

free of charge and
• 12 women underwent protective surgery at no cost.
• We reached out to vast audience with our news in the press and social media.

Pembe Izler Women’s Cancer Society; (founded in 2014)

Pink Route project has been developed based on the low awareness about the gynecological cancers in Turkey. 
With this project, we emphasise the importance of early diagnosis and give support to treatments of women.

Pembe İzler Women’s Cancer Society aims to raise public awareness about all types of women's cancer particularly for 
breast cancer and to provide support in the diagnosis and treatment of the patients with financial inadequacy. In 
other words, it aims to give patients and patient relatives a helping hand in this quite important challenging situa-
tion. It aims to raise awareness by telling the truth and practicing accordingly. In order to make this widespread as 
possible, it prepares various qualified and comprehensive projects.
The society is the most prominent supporter of women fighting with women's cancers during and after the treatment 
and it aims to help these afflicted women to maintain their lives as strong women who are not afraid of the disease 
and its results.

Pembe İzler
Ayşem Baykara
Engaging in Healthcare Transformation
ONCOLOGY, OVARIAN CANCER
Turkey

https://drive.google.com/file/d/14J7icn60U-iTr2lTwjKRE2WDMOH1Gcrd/view?usp=sharing
mailto:aceylanb%40gmail.com?subject=Please%20send%20more%20info%20on%3A%20Pink%20Route
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The Cancer Patient Forum Vol. 2 
“Cancer Policy”

Soul Sisters
Anna Uzlova
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Eliminating Disparities in Percision 
Medicine

l u n g e v i t y. o rg 3 1 2 - 4 0 7 - 6 1 0 0         a c c c - c a n c e r. o rg

Through a Patient-Provider Intervention

AWARD IN ONCOLOGY

ELIMINATING DISPARITIES IN PRECISION MEDICINE 

The Approach

Surveys / focus groups
Understand how underserved 

lung cancer patients access care 

Characterize HCP attitudes and 
preferences toward biomarker testing

Identify patient and HCP barriers to access

PHASE 2

Analysis / development
Triangulate data obtained 

from both groups in Phase 1 

Use data to develop resource center and toolkit 

Testing / implementation
Usability and acceptability testing

Implement interventions at 3 ACCC member 
cancer centers with large Medicaid populations

biomarker-driven lung cancer drugs 
approved in the past 3 years

*At the time data for study was collected, there were FDA-approved therapies for 4 mutations. The content of this poster represents the work and opinions of the patient advocacy group who is the author, and who is responsible for the described activity’s compliance with applicable laws and regulations.

of advanced-stage NSCLC patients 
being treated in community oncology 
centers received testing of 4 genes  
(EGFR ALK, ROS1, BRAF)* 

less likely are Medicaid patients 
to get tested than those with 
private insurance

Patient toolkit including 
comprehensive biomarker testing 
education, what to ask their doctor, 
and financial navigation for testing

Care sequence planning  
specific to comprehensive biomarker 
testing (Example, leveraging the 
4R approach) 

Measurement

Our Goal

The OutcomesThe Need

To improve access to biomarker testing in lung 
cancer for all advanced-stage NSCLC patients, 

including patients from underserved communities 

Post-intervention follow-up: Measure change in awareness 
 (patients and HCPs) on comprehensive biomarker testing

Post-intervention one year: Measure centers to assess
 impact on biomarker testing rates

10+

22%

40%

PHASE 1

PHASE 3

Webinars and in-person meetings 
for patients (newly diagnosed and at 
progression or recurrence of disease) 
and HCP education 

GT20-185361-Lungevity-Poster-Edit-2.pdf   1   2/25/20   10:53 AM

LUNGevity Foundation
Andrea Ferris
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Progetto pilota di screening per la SMA

Famiglie SMA Onlus
Anita Pallara
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Welfare Program 2016 - 2019: 
Advocating for the rights of people with 
MS in Italy

AISM - Associazione Italiana Sclerosi 
Multipla
Alessia Villani
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Patient Involvement Decision Making: 
Chinese Practice on Childhood Cancer 
Comprehensive Control

New Sunshine Charity Foundation
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“My Opinion”

Scan this QR Code and visit
My Opinion website:

Aiming at providing clarifications and increasing the 

participation of people in the process of incorporation of new 

technologies into the health system, as well as improving the 

quality of contributions, FBH has created the project My Opinion. 

The project includes interactive and intuitive tools to facilitate 

learning and promote social participation in public consultations.

METHODOLOGY:

“MY OPINION”

- Creation of a webseries with short animated videos;

- Development of a website for the campaign;

- Use of FBH social media to disseminate all the content

created.

were sent to the public consultation 

about the inclusion of Emicizumab in 

the treatment of hemophilia-A with 

inhibitor of factor VIII who did not 

respond to the immune tolerance 

induction (ITI). 

The largest public consultation in 2019 

in terms of technical contributions in Brazil

The 2nd largest public consultation in 2019

in terms of experience and opinion in Brazil

MAIN RESULTS:
OVER

5
CONTRIBUTIONS

WEBSITE
page
views907 visitors639

FACEBOOK

posts17 images10

videos07 people reached
116.192

2.119 likes 14.388 views

FEDERAÇÃO BRASILEIRA 
DE HEMOFILIA

PROJECT

/Hemofilia

hemofiliabrasil.org.br

federacaobrasileiradehemofilia

HemofiliaBR

FEDERAÇÃO BRASILEIRA 
DE HEMOFILIA

TWITTER

9 without expressive database
to show the results 

INSTAGRAM

posts17 feed12

IGTV05 people reached
575.693

899 views 148 double clicks

Tania Maria Onzi Pietrobelli
PRESIDENTE

posts

T
H

O
U

S
A

N
D
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Using (HOPE Passport) as PHC tool 
to enhance cancer patient’s self-
management

Hope Foundation For Cancer Care
Shih-ming Tsai
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Multiple Sclerosis

Slide 2

01

Indigent Care 

Programme

Monthly grants paid to 

19 indigents to purchase 

personal hygiene 

products.

03 Support

Emotional and practical 

support to
 patients, care 

givers and family 

members

02

Provincial 

Support 

G
roups

Locally based, 

regionally 

connected

04Volunteer Strength

10 out of 13 regular 

volunteers have M
S

06

05
Website/FB/TW

Realtim
e access to 

relevant In
formation 

from international 

organisations

Awareness

Email 

campaigns to 

subscribed 

members 
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mundocancer.com

MUNDOCANCER is an argentinean website that unifies and centralizes reliable and 
safe information about cancer, diagnosis, testings and treatments. It is supplied by 
o�cial organisms, such as The National Cancer Insitute, Health Ministery, Drug Bank
and experts, so that people with cancer and their families have the needed tools to
speed up treatment access times and improve their quality of life.

Centralize and unify information to 
assist people with cancer and their 
families in their cancer treatment 
acces and the available services 
that improve their quality of life.

My
rights

About
cancer

Where do I get 
attention?

Access
procedures

Treatment access 
related PSP

News

Personalized 
assistance

Campaignes

Emotion

Treatments

Public oncology 
hospitals

Palliative
care facilities

What is 
cancer?

Tips

Links of 
interest

NGO`s and
pacients groups

Family of patient with breast cancer.

Powered by

dondequieroestar.org

*jul ‘19 - Feb ’20

5500

mundocancer.com

visits
151

consultations

�

�

Objetive

Results

In Argentina exists a fragmented 
health service where di�erent types 
of coverage coexist. More than 33% 
of the population attends within the 
public health system.

The information to start treatment, 
studies and medication is scattered 
or confusing, which doesn´t allow 
patients to access their treatment in 
time and form.

Problematic

196
access cases

Objetive 2020
Expand the procedure guides for treatment 
access to all the provinces of the country.

Thank you from the bottom of my heart 

for responding and o�ering your help. 

Thank you very much for your answers to 

my questions. You are angels.

Guides
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MAMAtch!: a journey-sharing 
experience - Bringing patients together 
through technology
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Punto-e 2019 - 2020

FedEmo Onlus (Federazione delle 
Associazioni Emofilici Onlus)
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The Underestimated Burden Of 
Hereditary Cancer

Abstract
Hereditary cancer (HC) is located in multiple organ systems and linked to the most frequent and most lethal cancers. It generally strikes at an early age, during 
the peak of the patient´s productivity and often during childbearing years. It is therefore also the most expensive cancer. If the patient is unaware of their genetic 
predisposition, the cancer signs may be disregarded by the self or even by health care practitioners, leading to diagnosis at late stages and poor prognosis. 
Nevertheless, with adequate measures, HC has the potential to be one of the most avoidable and early detected cancers. Identified mutation carriers can choose 
to undergo early and frequent screening, as well as prophylactic surgery. Here we identify the most prominent unmet needs in the treatment and prevention of HC, 
which are: lack of data, under-identification of mutation carriers, waiting times for testing and surgeries, need for genetic panel testing, information on 
oncofertility and pre-implantation genetic testing, and lack of resources. We propose measures to address these needs, and list several fronts on which our 
association, EVITA – Hereditary Cancer, works to improve these gaps raising the value in healthcare in Portugal.

Ana Rolo & Tamara Milagre

Associação EVITA: Edifício C. C. Continente de Telheiras | Av. Das Nações Unidas, Piso 2, Escritório 
4 | 1600-528 Lisboa | PORTUGAL  | info@evitacancro.org | T +351 935 049 027 | www.evitacancro.org

THE UNDERESTIMATED BURDEN
OF HEREDITARY CANCER

Unmet Needs
in Hereditary Cancer

1. Lack of data
The Portuguese National Cancer Register (RON – Registo Oncológico Nacional) 
does not specify data about HC. There are small registries worldwide, but they are 
not interconnected.
Collection of data and its analysis is the way forward to understand the many as-
pects of HC and create solutions.

There is also the need to continue basic and clinical research on all aspects of HC.
• EVITA is creating an online platform for the self-registry of patients [A]
• EVITA is a part of ERN GENTURIS [B]
• EVITA sponsors and supports continued research on HC [C, D, E, F]

2. Unidentified mutation carriers
According to the coordinator of ERN GENTURIS, Nicoline Hoogerbrugge, only 
20-30% of HC mutation carriers are identified. This can be due to lack of evident
family history (for instance, due to small family size and/or breast cancer muta-
tions inherited from the paternal side). However, there is a generalised lack of in-
formation regarding HC in Portugal, and people with an obvious family history are
not aware that they may qualify for genetic testing.

There is a Portuguese c.156_157insAlu 
BRCA2 founder mutation (BRCA2-P), 
which is missed in many genetic tests 
done abroad, and it is thus paramount 
to inform the Portuguese diaspora that 
they should require this specific test 
when undergoing genetic counselling.

• EVITA recommends that all Portuguese women over 25 years old be tested for
BRCA2-P
• EVITA co-sponsors the ASPIC study on the Portuguese founder mutation [G]
• EVITA conducts awareness campaigns in the media and through social net-
works [H, I, J, K]

3. Waiting times
There are mutation carriers in Portugal who develop cancer whilst waiting for ge-
netic consultation, testing or prophylactic surgery.

• EVITA has recently conducted a survey to assess the reality of genetic testing
and waiting times in the Portuguese population [L]
• EVITA is sponsoring a study on the economic burden of HBC, aiming to alert the
powers-that-be for this reality [M]

4. Gene panels
Around 30% of hereditary breast cancers are negative for BRCA1/2. Gene panels 
are recommended to detect non-BRCA genes, and variants of unknown signifi-
cance need to be further tested.

• EVITA recommends thorough studies on risk management for all the genes in
the panel

5. Pre-implantation genetic testing and oncofertility
Given the early onset of most HC, preservation of fertility is often a key issue for pa-
tients. They should be informed of their fertility preservation options.

Furthermore, mutation carriers, regardless of their disease status, should be 
made aware of the option of undergoing pre-implantation genetic testing if they 
wish to conceive without the risk of passing on their mutation to their offspring.

• EVITA recommends that mutation carriers be advised of their reproductive op-
tions immediately after getting the genetic test result and/or cancer diagnosis
• EVITA is preparing an information leaflet about pre-implantation genetic diag-
nosis procedures

6. Lack of resources
There is a generalised lack of resources to support the rising number of identified 
mutation carriers

• EVITA recommends the improvement of infrastructures and reinforcement of
human and technical resources to fight the increase in incidence and early
deaths from HC
• EVITA collaborates with all relevant stakeholders and constantly lobbies for the
importance of HC screening and prevention

[A] EVITA platform

Together with Prologica, we are working to build an online 
evidenced-based registry for carriers of genetic mutations 
with high cancer risk in Portugal and, at later stages, 
worldwide.

This will:
• Help patients and healthy carriers, as well as their families, to

understand and manage their risk;
• Create the big picture of the disease in the family (including

building a genealogy), thus helping clinicians evaluate the risk
and leading to a personalised preventive approach, early diag-
nosis, or treatment;

• Improve surveillance and generate knowledge about HC inci-
dence and prevalence to empower  epidemiological studies;

• Increase health literacy with reliable information accessible to
the lay person, as well as the HCPs;

• Offer additional services and support to improve life quality of
patients and healthy carriers.

[G] PROGNOSIS OF BREAST CANCER
ASSOCIATED WITH THE PORTUGUESE BRCA2
FOUNDER MUTATION c.156_157insAlu

EVITA supports and sponsors this study by ASPIC 
(Portuguese Association of Research in Cancer) which 
aims to:

• Describe the overall and cancer specific survival impli-
cations of BRCA2-P-associated breast cancer when
compared to non-BRCA mutated breast cancer or un-
known BRCA-status breast cancer;

• Describe the demographic, clinical and pathological
characteristics of BRCA2-P- associated breast cancer

[H] saBeR mais ContA (knowing more
matters) campaign

This ongoing campaign started in May 8th 2019, Ovarian Cancer 
World Day. It aims to increase awareness amongst clinicians 
and lay people of the importance of identifying carriers of BRCA 
mutations. This is relevant in breast and ovarian cancer 
patients, as it directly impacts therapeutic decisions, and also 
because it allows the identification of other family members 
who are healthy carriers, which should undergo tight cancer 
screening and may opt for preventative surgeries. 

The saBeR mais ContA campaign is run together with the 
relevant medical societies.

[I] Breast Cancer in Men

Men can get breast cancer (BC) too. One in every 
one-hundred BC occurs in males, and a male BRCA2 
mutation carrier has a 100x higher risk to develop BC than 
a non-carrier. Male breast cancer frequently has poor 
prognosis due to late stage diagnosis. This is mainly due 
to the fact that there is a generalised lack of awareness 
surrounding male BC.

EVITA ran a media campaign, including TV ads, in which 
the famous Portuguese male model twins Guedes 
participated. We continue to run posts on our social media 
regarding this topic.

[J] “Tenho cancro. E depois?” (“I have
cancer. Now what?”) campaign

The word cancer is still somewhat a taboo in Portugal. Even 
nowadays, we often hear in the news that ‘so and so died after 
a prolonged illness’, which invariably means cancer. The 
campaign “I have cancer. Now what?” aims to destigmatise the 
word cancer through explaining its causes and putting people 
at the centre of the problem, giving cancer a face. Talking 
openly about cancer is the best way to start preventing and 
curing this disease.

EVITA is part of the board of curators of relevant stakeholders 
in this campaign.

[K] “O Futuro Já Começou” (“The Future
Has Already Started”) campaign

“The Future Has Already Started” aims to aid research on 
cancer based on precision medicine. This campaign is an 
extension of the strategic plan for the implementation of 
precision medicine in Portugal. Its goals are to inform the 
public about precision medicine and the need for personalized 
treatments, given that each individual is unique. The 
Portuguese Association of Hospital Administrators (APAH) and 
EY are partners of EVITA in this campaign.

[L] Genetic diagnosis online inquiry

EVITA together with IQVIA have conducted an online 
questionnaire to understand the main difficulties and 
obstacles experienced by patients before and after undergoing 
genetic testing. The main issues identified were waiting times 
and the lack of information available.

The full results will be published in a scientific journal 
together with the results of a parallel questionnaire promoted 
by the Portuguese Oncology Society amongst HCPs.

[M] Financial Report of the Burden of He-
reditary Breast Cancer

Hereditary Breast Cancer (HBC) represents up to 20% of 
all BC, and has enormous mortality and morbidity due to 
typical early onset of disease and frequent late stage 
diagnosis. There is a need to quantify the economic 
burden of HBC to convince stakeholders and the 
powers-that-be of the need to optimise:

• access to diagnosis (avoiding underdiagnoses)
• treatment (avoiding overtreatment)
• delivery of high-quality health care (best practice
guidelines)

Together with NOVA School of Business and Economics 
(Lisboa, Portugal), we are working on elaborating a 
Financial Report of the Burden of HBC.

[B] ERN GENTURIS

A European Reference Network (ERN) is a network connecting 
healthcare providers and centres of expertise of highly 
specialised healthcare, for the purpose of improving access to 
diagnosis, treatment and the provision of high-quality healthcare 
for patients with Rare and Complex Diseases no matter where 
they are in Europe. Patient representatives are involved in the 
governance of ERNs.

ERN GENTURIS is an ERN for all patients with one of the genetic 
tumour risk syndromes (genturis). The aims of ERN GENTURIS 
are:
• Improved identification of people living with a genetic tumour

risk syndrome
• Reduced variation in clinical practice and outcomes
• Development of evidence based clinical guidelines
• Development and use of patient registries, biobanks and

research studies
• Defined health care pathways to facilitate improved access to

international specialist clinical knowledge for patients and
their families living throughout the EU

• Pan-European Development and use of patient registries,
biobanks and research studies

Evita recommends strict collaboration with ERN GENTURIS and 
the reinforcement of National GENTURIS Reference Centers

C] RISK FACTOR ANALYSIS OF HEREDITARY
BREAST AND OVARIAN CANCER

EVITA is sponsoring the extension to Portugal of Dr Steven 
Narod’s study “RISK FACTOR ANALYSIS OF HEREDITARY 
BREAST AND OVARIAN CANCER”, which through medical 
and lifestyle questionnaires has been aimed at 
understanding risk factors in the development of cancer in 
carriers of BRCA and PALB2 mutations. This is a 
worldwide multicentre study which has been running 
since the 1990s and has currently enrolled almost 20000 
patients.

[D] Risk stratification in response to
ionizing radiation in BRCA1- and
BRCA2-Associated Hereditary Breast and
Ovarian Cancer

EVITA is supporting this study, undertaken by Professors 
Ana Margarida Abrantes and Maria Filomena Botelho at 
Faculty of Medicine, University of Coimbra (Coimbra, 
Portugal), which aims to understand the risks of exposure 
to radiation in cells carrying mutations in BRCA genes. 
These cells will be isolated from donor carriers, and well 
as non-carrier healthy controls. This project will help 
understand the risks associated with exposure of carriers 
to radiation commonly used in routine medical procedures 
using ionizing radiation.

[E] Exploring Glyco-mucin Biomarkers for
Serum Diagnosis of Ovarian Cancer
Patients

EVITA supports this study by the group of Dr Leonor David  
and Dr Sara Ricardo at IPATIMUP (Porto, Portugal), which 
aims to develop a new serum biomarker for ovarian 
cancer with higher specificity than the currently used one 
(CA125). Preliminary results show that this biomarker has 
the potential to significantly increase specificity and 
sensitivity for discrimination between benign / borderline 
/ malignant serous ovarian tumours.

Early detection of ovarian cancer is a major issue for 
BRCA mutation carriers, which often undergo early 
menopause due to prophylactic oophorectomy in their late 
30s. The promise of a more sensitive and specific 
biomarker may allow these women to undergo tight 
surveillance screening rather than being subject to 
prophylactic surgery.

[F] The Portuguese BRCA2 founder
mutation: new tools to investigate the
molecular mechanisms underlying cancer
susceptibility

In collaboration with EVITA, the group of Prof Carmo 
Fonseca (iMM, Lisboa, Portugal) is investigating how the 
Portuguese BRCA2 founder mutation disrupts normal 
cellular function. Using skin biopsies from healthy carrier 
donors, this group has been able to create induced 
pluripotent stem cells (iPSCs), which will be grown in the 
laboratory and induced to differentiate into mammary 
progenitor cells. This model will allow the study of how 
mammary cells respond to cancer inducing factors.

“To identify a woman as a 
carrier only after she 
develops cancer is a failure
of cancer prevention”.

Marie-Claire King   
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