
Background:
•  The rare disease space has traditionally been fragmented because of challenges such 

as low disease prevalence, lack of disease recognition or awareness, and scarcity of 
disease-specific information or resources. As a result, people impacted by rare diseases 
find searching for credible information about their condition, treatments, and clinical trials 
daunting, frustrating and ultimately not fulfilling.1,2

•  This paradigm is changing because of advances in technology, science, policy, and 
communication which have allowed more connection and collaboration among members 
within a rare disease community, including patients, advocates, caregivers (also known as 
PAC), researchers, and healthcare professionals.

•  The growth of online communities in particular is revolutionizing the way that PAC live with 
their disease, receive trusted information, and meaningfully share their experiences.

•  The advantages of an online rare disease community can extend well beyond serving 
as a web-based discussion forum and a source for relevant, trustworthy, up-to-date 
information.1 A successful online rare disease community can also inform and propagate 
medical research, consequently facilitating the ultimate goal to find cures and therapies 
and otherwise improve the experience of living with the disease. 

•  Familial Adenomatous Polyposis (FAP) is a rare, hereditary cancer syndrome most notably 
characterized by the development of hundreds to thousands of colon polyps that, if left 
untreated, will lead to cancer in nearly 100% of the cases at an average age of 39. Initially, 
most of the FAP community’s digital presence was limited; the landscape was composed 
predominantly of facebook groups having varied levels of activity and quality and a single 
not-for-profit organization encompassing all hereditary colorectal cancers. The FAP PAC 
community did not have their own centralized online home dedicated to their particular 
disease where they could connect with each other and find quality resources.

•  oneFAPvoice is a collaborative digital, educational, multistakeholder online community 
dedicated to all those impacted by or involved with FAP.

Objectives:
The objective of this poster is to present 2 case examples of how a state-of-the-art, 
collaborative, digital rare disease community platform was used to: 
1. Use community feedback to inform, direct, and improve the design of ongoing or planned 

FAP trials.
2. Gain insights from the community on the disease-specific issues that could impact trial 

endpoints as well as the recruitment and retention of patients in FAP clinical trials.

Methods: 

State-of-the-Art, Digital FAP  
Community Platform

•  Feature Groups: We built a customized, state-of-
the-art, collaborative software platform for the FAP 
community designed to serve as a one-stop-shop 
for relevant, trustworthy information, community 
engagement, a source for clinical trial information, 
and data collection.

 

•  Content Curation: Our research team developed 
algorithms to mine internet-based disease 
databases and collect information ranging from 
scientific journals to consumer-oriented healthcare 
and lifestyle publications as well as disease-specific 
videos, social and media sites, and news and 
events. The content was then scored based on 
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 •  In one week, 49 valid responses were submitted 

  –  The survey showed that the majority of patients were adversely affected – financially, 
physically, and/or emotionally – by their GI screenings and polypectomies.

  –  Almost 50% of respondents found it moderately to extremely inconvenient to endure 
regular endoscopies (Figure 4). Of those, 80% were ≥5 years post-colectomy.

  –  The most common reason patients felt the procedure was inconvenient was the 
required time off from work. Other reasons included difficulty of the procedure 
preparation, difficulty finding a driver to/from the procedure, and emotional struggles.

 •  42% of respondents reported experiencing worsening bowel function to some degree 
as a result of all the proctoscopies and/or polypectomies (Figure 6). Of these, 66% 
recalled an incident of bleeding/pain post endoscopy.

  –  When asked about which activities impact QoL in pediatric patients with FAP, the 
3 identified as the most important were: 1) the ability to play and exercise without 
restriction, 2) the ability to do everything other kids can do, and 3) feeling happy most 
of the time (Figure 9).

Figure 1. oneFAPvoice Digital 
Community Platform
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Figure 4. Convenience of Procedure
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Figure 7. Physicians’ Perceptions of Patients with High-Risk Adenomas

  –  90% of survey respondents reported experiencing financial implications from their 
regular endoscopy screenings. The most commonly cited financial implication was 
related to time off from work/school (Figure 5).

  –  79% of the respondents who stated they did not find the procedure inconvenient 
experienced ≥1 financial implication of regular endoscopy screenings.

 Physician Survey

 •  In April 2017, complementing the patient survey, leading inherited colorectal cancer 
physicians across the globe were asked to complete a 9-question survey about their 
perception of large polyp removal in patients with FAP.

 •  Over a 10-day period, 18 physician responses were submitted via the FAP digital 
community platform (response rate: 38%).

  –  78% of respondents had a patient with an acute or delayed hemorrhage from a 
polypectomy and 44% indicated that years of polypectomies and ablations impacted 
the urgency and frequency of their patients’ bowel movements.

  –  61% of respondents indicated that such interventional surgery sparks concern 
among patients; of these, 39% responded that their patients worried this indicated 
disease progression, 17% responded that it brought a fear of developing cancer, and 
6% responded that interventional surgery made patients most concerned about cost 
and time off from work.

 Outcome of Response to FDA

 •  Summaries of the patient and physician survey results were submitted by the sponsor 
to the FDA as part of the response package. In May 2017, the sponsor was informed 
that the FDA agreed with the sponsor’s position to include surgical removal of high-risk 
adenoma as a primary endpoint in the FAP trial. 

B. Protocol Partners Case Study

 Patient/Caregiver Survey

 •  In May 2016, FAP patients/caregivers were asked to complete an 8-question survey 
which sought to reveal insights about the needs of the FAP community relating to 
parental beliefs and trial inclusion criteria for a comparative placebo controlled trial in 
FAP evaluating the efficacy of a treatment (eflornithine + sulindac combination) vs usual 
care in delaying the time to an FAP-related event in pediatric patients.

 •  In one week, 84 responses were submitted via the FAP digital community platform.

  –  Over 90% of respondents answered that delaying the time to surgery was probably 
or definitely an important clinical trial endpoint (Figure 8A); 88% responded that 
delaying surgery was desirable even if it meant taking medication daily to suppress 
polyp growth and potential cancer development.

   •  The following are examples of comments provided by respondents:

relevancy, quality, and audience-appropriateness to 
curate only those links that would be most useful 
to the FAP community. 

• Community Engagement: Knowledgeable, 
active, and positively-charged community 
managers were recruited from the FAP community 
itself to facilitate conversations among community 
members, engage with FAP and rare disease 
influencers, and raise awareness of the platform.

• Data Collection and Sharing: The platform was 
also designed to collect and share data from and with 
the community by using rotating polls for targeted 
questions and responses, while longer surveys allow more in-depth data collection and 
provide an engaging user experience. 

• Device Preference Adaptability: The entire FAP platform is desktop, tablet, and mobile-
friendly, allowing community members to search, interact, and respond based on their 
device preference.

Assessing the Benefits of Collaboration Through the Digital 
Community Platform

•  After launching the digital community platform, we sought to assess whether benefits of 
collaboration among an engaged and centralized rare disease community would result in 
insights valuable to (a) inform and direct the development of an FAP clinical trial and (b) an 
FDA response package related to primary endpoints of a Phase III trial.

A. Clinical Trial Endpoint Case Study

 • Challenge: 

  I.  The FDA questioned the validity of a primary endpoint (surgical removal of high-risk 
adenoma) in a fully recruited Phase III FAP trial (NCT01483144) that compared the 
efficacy of 3 treatment regimens in delaying the time to the first occurrence of an 
FAP-related event. 

  II.  The FDA had not considered the surgical removal of these polyps as important 
compared to other clinical events in the study; however, the sponsor took the stance 
that the literature supported the use of the surgical removal endpoint and endeavored 
to support it’s position with FAP patient sentiments and expert physician input.

 • Solution: Use digital community platform to field:

  I.  Patient Survey: to understand experience with regular GI screenings and large polyp 
removal post-colectomy.

  II.  Physician Survey: to understand perceptions regarding the surgical procedure and 
validate the intervention as a real clinical event. 

B. Protocol Partners Case Study

 •  Challenge: A pharmaceutical company was designing an FAP trial in the pediatric 
population and sought to better understand critical issues relevant to maximizing 
enrollment and retention.

 •  Solution: Use digital community platform to field a patient/caregiver survey to 
understand the needs related to trial endpoints, entry criteria, and quality of life (QoL) 
parameters.

Results:
A. Clinical Trial Endpoint Case Study

 Patient Survey

 •  In April 2017, FAP patients who had undergone an ileorectal anastomosis (IRA) or an 
ileal pouch-anal anastomosis (IPAA) were asked to complete a 20-question survey 
about their post-colectomy experience via the FAP digital community platform. 

 Outcome of Protocol Partners Survey Results

 •  The insights gained from this survey about the trial endpoint, entry criteria, and QoL 
parameters were used to inform the final protocol design of the pediatric FAP trial.

Discussion:
•  The internet has become a predominant source of vital information for those living with rare 

diseases, their families, and in turn, their healthcare team.1

•  A successful online education platform can serve as a source for vetted, disease-specific 
information and empowers the community members to contribute to both their personal 
and society’s overall understanding of their rare disease space as well as protocol 
development and important advances in rare diseases.

•  The actionable insights gleaned from the use of the FAP digital education platform by all 
disease stakeholders in the 2 case studies presented, showcase the value of developing 
disease-specific online communities, through which additional insights can be continuously 
uncovered and shared with the community thereby expanding our collective understanding 
of a rare disease.

•  The Clinical Trial Endpoint Case Study demonstrates validation by the FDA of a long-held 
community perspective that polypectomies constitute an event worthy of consideration as 
a clinical endpoint. This validation allowed for more meaningful and robust data collection.

•  In the Protocol Partners Case Study, the use of community-based insight to inform 
trial design exemplified an alternate approach to designing pediatric trials, one that can 
potentially impact patient enrollment and retention. 

Conclusion:
The 2 case studies summarized in this report show how a digital education software 
platform, designed specifically for a particular rare disease, that allows for collaboration 
among diverse community members within a given rare disease can be used to inform and 
advance scientific research and transform the overall community into informed, engaged, 
and valued contributors. In the rare ecosystem where patient involvement and advocacy is 
especially critical, even the most reserved community member is empowered with tools to 
inform and shape their own disease trajectory as well as that of their peers. 
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  –  Nearly all physicians surveyed responded that patients with high-risk adenomas were 
at an increased risk of additional and progressive polyposis disease and/or cancer, 
warranted increased surveillance, and were at an increased risk for developing cancer 
in the long-term (Figure 7).

  –  56% of participants responded that children ≤12 years should be allowed to participate 
in the proposed trial with parental consent while 25% responded that they should not be 
allowed (Figure 8B).

“Healthiest option is to keep the colon, medication to extend the time a child has 
their colon would allow them time to have a normal life for longer.”

“I was diagnosed as a teen, with FAP and had my colon removed at age 18. 
Surgery should be a last resort, not a form of prevention.”

Figure 3. Community-Driven 
Conversations on oneFAPvoice

Presented at the National Organization for Rare Disorders’ Rare Disease and Orphan Products Breakthrough Summit, Washington, D.C., October 16–17, 2017

1187 NORD poster 92" x 44".indd   1 10/10/2017   08:58


