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Introduction
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• There are roughly 7,000 rare diseases and the vast majority have no FDA-approved
treatment. As 80% of rare diseases are genetic in origin, these are attractive targets
for gene replacement or gene editing therapeutics.
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• To accomplish this LTFU of patients over considerable distances, we are
using a device-agnostic mobile phone platform developed to support remote
data collection and enable virtual clinic visits.

• The low prevalence and wide geographic distribution of rare disease patients poses
a unique challenge to trial enrollment. Cross-Border Enrollment, wherein a patient
enrolls in a clinical trial located at a site outside their country of residence, is an
effective solution to this dilemma. This solution, however, is at odds with the
regulatory requirement for the long-term follow up (LTFU) of patients participating in
gene therapy trials.
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• We are remotely collecting LTFU data from international pediatric patients
and caregivers who are participating in a rare disease gene therapy 15-year
registry (n=50) collecting safety and efficacy data, including adverse events
(AEs), serious adverse events (SAEs), biometrics, and quality of life
electronic Patient Reported Outcomes (ePROs).

• It is neither realistic nor feasible to subject patients to several years of international
travel required for safety surveillance in these studies. Remote data collection
across geographical location would drastically reduce burden on participants and
sites.

Digital Platform Considerations
Results
• Primary outcomes data has been successfully captured.
• Excessive long-distance travel was reduced.
• Patients were able to complete follow-up assessments from their home countries

Methods: Study Design
• Post-marketing, prospective registry for pediatric rare disease gene therapy
• Single treatment site in Italy, cross-border enrollment of 50 international patients
• Following treatment, all patients return to home countries (Western Europe and
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Africa)
• Need for a multilingual technology platform to engage patients, caregivers, and
healthcare providers and capture long-term safety and efficacy data
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without having to rely on traditional site visits.
• The digital platform was able to collect
AEs and other healthcare utilization
A
information in case report forms (CRFs), which triggered email alerts to the PI and
care team at the treatment center in Italy.
• To date, the registry’s retention rate is 100%.
• Patient’s created and engaged their care team in a “Care Circle” before leaving the
treatment center in Italy:
THE CARE CIRCLE – A
GLOBAL PATIENT
SUPPORT NETWORK
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Conclusions/Future Directions
• Ongoing, remote data collection across time and geographical location
• Support recruitment, engagement, and retention by reducing burden on
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participants and sites
Multilingual technology capabilities
Maintain robust safety oversight and regulatory compliance
Flexible, global “bring your own device” (BYOD) platform
Infrastructure to support ongoing technical evolution over 15-year study
period
Document and consent updates immediately delivered to patients
Collects patient data from connected mobile health devices
Embedded eCRF and ePRO interfaces
Data integrity: platform’s EDC export to CTMS or EMR, or link directly to
third party EDC
Data locks: Soft locks or hard locks at patient, cohort, or country level

• Digital platforms that support execution of virtual visits strengthen patient
engagement, refines data collection, and boosts overall patient retention, enabling
the FDA recommended LTFU of gene therapy trials (5-15 years)
• In the rare disease space, drug development is moving away from traditional
approaches that rely on patients to travel long distances to clinical sites and toward
a more patient-focused paradigm.
• Patients in this study will continue to use the technology to continue collection of
outcomes data while also providing important safety data required by regulatory
authorities.
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