
Sign 
electronic 
consent

Sign-up process

Sign 
HIPAA 
form

List 
facilities 
visited

Research platform Participant portal

Collect & 
organize 
medical 
records

Generate
novel 

research 
insights 

Access 
organized 
medical 
history

Receive 
research 

updates & 
personalized 

insights

Participate 
in research 
from home

Extract and 
structure 

de-identified 
data

Our patient-engagement model has two main components: 1) a patient-centric online platform (Figure 3) and 2) 
external assets, events, and resources (Figure 4).

Figure 3: Patient engagement through a patient-facing technology platform
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  Purpose

We developed a two-sided technology platform: a patient-facing portal to survey, recontact, and provide participants access 
to their own medical records and an audit-trailed research tool to extract de-identified data from medical records. We also 
implemented a multi-channel participant experience to aid in education, advocacy, and community-building efforts led by 
rare disease patients and families and to encourage participant engagement in research. This model of patient engagement 
provides both direct and indirect benefits to participants and caregivers. Additionally, active research and patient 
engagement enables patients and communities to learn from and partner with researchers to ensure data depth and quality, 
expand knowledge of their condition beyond what is captured in medical records, identify outcomes that would most 
improve patients’ quality of life, and jumpstart or expand robust patient cohorts (Figure 2).  

Figure 2: The user benefits of a real-world data platform

  Methods

Patients or their legally authorized representatives living in the US, Canada, or the UK can participate in our research programs. The sign-up 
process takes about 15 minutes and consists of creating an account, signing an electronic research consent and a HIPAA form, and listing the 
patient’s doctors or healthcare facilities. We then collect, organize, and digitize the patient’s medical records on their behalf, and patients or 
caregivers can access, download, and share all the patient’s medical records through their secure account. Our team then extracts de-identified 
data from patient records and structures it for use in research. Users can also participate in research surveys as well as view educational 
resources and personalized insights in their personal account (Figure 3).

Figure 4: Patient engagement through external assets, events, and resources

  Results
Since 2017 and as of September 2021, we have launched programs in 41 rare conditions through our research platform, partnering with 36 
patient-advocacy organizations and serving 3,018 users. Several case studies illustrate the impact of our novel, multifaceted model for 
participant engagement both in serving patients and advancing research:

  Background

Rare disease research is complicated by small and dispersed patient populations and an often limited understanding of a 
disease’s natural history. Thus, we implemented a multifaceted approach to address the wide variety of challenges faced by 
rare disease patients, families, and researchers. Our unique technology platform and patient engagement model enable 
research participants and their caregivers to learn about, advocate for, and connect within their rare communities while 
accessing all their medical records at no cost. Additionally, these components of the research program empower 
participants to become active partners with researchers in generating high-quality, real-world data to advance drug 
development.
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Figure 1: Current state of rare disease research

Our patient engagement model also provides rare patients and families with opportunities for learning and engagement beyond the online 
platform. Community members can participate in educational webinars or can become ambassadors for their condition’s research program. 
This model empowers users to share, connect, educate, and advocate for their communities (Figure 4).  
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Engaging rare disease patients and caregivers in research through a two-sided technology platform

  Conclusion

1. EURORDIS. What is a rare disease? http://www.eurordis.org/about-rare-diseases. Last accessed 20 September 2021.

Patient & caregiver burdens Our real-world data platform
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  Accessing medical records
200,000+ records, 3,700+ facilities
ACCESS: We collect a patient’s medical records on their behalf and update them 
regularly. For example, since the launch of the Sanfilippo syndrome research program 
in October 2018, the community has grown to 54 research-activated (signed consent 
& HIPAA, 1+ listed facility) Sanfilippo patients and families. The average participant in 
the Sanfilippo syndrome cohort has 259 records over 9.9 years. The records from 
these patients have also been refreshed every 6-12 months to collect documentation 
from new visits and healthcare providers. Our ability to recontact families over time 
helps ensure patients’ records are complete and allows us collect robust, longitudinal 
data to inform research and drug development efforts.

  Building communities
156 ambassadors, 71  patient blog posts, 10 webinars 
BUILD: Many rare disease patients and families may feel alone or may struggle to find 
avenues to share their experiences. Yet in order for patients and researchers to fully 
understand a condition, each patient’s experience is key. Our ambassador program 
aims to provide patients and families with opportunities to share their unique 
journeys. We provide a social platform for ambassadors to offer peer resources or 
words of hope or to advocate for the needs of their community. Ambassadors can 
also share their reasons for participating in research and encourage others to join in. 
Another way we help build condition communities is through webinars and other 
awareness events. Our team works with community advocates to plan and share 
resources and events that will be both helpful and interesting to the community. We 
also support and amplify the existing efforts of community members and 
organizations.

  Driving progress
5 research programs in underserved conditions
DRIVE: Our platform drives progress by helping patients and caregivers jumpstart 
new research in their condition. For example, we host a number of conditions for 
which no clinical drug development programs yet exist, including Morquio B disease 
(MPS IVB), IRF2BPL, VCP disease (IBMPFD), and Kleefstra syndrome. Insights 
generated from de-identified medical data and patient surveys can help generate 
additional interest from the research community.

  Sharing knowledge
45 unique surveys across 41 rare conditions
SHARE: Our team collaborates with the patient community to develop surveys that 
are relevant and accessible. Surveys allow patients and caregivers to provide 
up-to-date information that may be difficult to capture through medical records. 
Survey responses can be used to guide future research efforts, such as 
understanding which symptoms would be most important for a new therapeutic to 
address. Survey responses can also be used to return personalized insights to the 
patient. These insights are provided through a patient’s “care journey,” a timeline 
that enables patients to track their path through pre-diagnosis, diagnosis, and 
management and compare their experiences with those of other patients.

  Discovering research opportunities
200+ active clinical trials listed
DISCOVER: Some patients and caregivers may struggle to find resources about clinical 
trials in their condition. In order to make information about research opportunities more 
accessible, we provide resources for participants to learn about more than 200 active 
clinical trials in the US, UK, and Canada. We also provide community-friendly summaries 
of each of our research studies along with information about our non-profit, academic, 
and industry research partners. By prioritizing learning and transparency, we aim to help 
participants and families become active partners in the research and drug development 
process.
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