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Investigator: Anne Berg, PhD Grant Award Year: 2018
Amount of PERF™ Grant: $200,000

Investigator Institution: Ann & Robert H. Lurie Children's Hospital

Project Title: Natural History of Early Life Epilepsies: Supporting the Translation from
Scientific Discovery to Clinical Implementation

Project Description: This project will provide a critical resource for performing natural
history studies and measuring key outcomes in children with early life epilepsy.

Project Goals/Objectives: The approach is designed and intended to give voice to the
parent perspective regarding seizures and the many morbidities that affect children with
early life epilepsies for the purpose of developing rigorous, reliable, sound means of
assessing important endpoints and performing natural history studies based on parent-
reported measures. This will lead to valuable information for parents, the development
of educational materials for providers, and provide the needed information about the
natural history and outcomes of these rare disorders required by the FDA to facilitate
the design of efficient and effective randomized trials to test treatment that may improve
seizure control and a variety of morbidities in affected children.

Outcome of Research: As the project developed, the focus shifting from a “Natural
History” study to identifying measures that are appropriate to the population (relevant,
right level, and sensitive to meaningful change). The data from the Natural History
Project are still in active use (Dec 2022) as the Pl and others are using those data for
analysis and as preliminary data to develop new initiatives in rare genetic diseases
associated with epilepsy and other neurodevelopmental disorders.

Subsequent Funding [1 None to report.

Year: not specified

Funder: Families SCN2A

Amount: a small contract, amount not specified

Project: Analyze and report the data collected on SCN2A probands in the Simons
Foundation Autism Research Initiative. This was considered work part of the Natural
History Project.
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Year: Not specified

Funder: Families SCN2A

Amount: 2-year contract, amount ot specified

Project: To implement a longitudinal, two-year trial readiness study for children with
SCN2A-DEE. The study was largely informed by the work performed with the PERF™
award.

Subseguent Publications [J None to report.
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Conference abstracts and presentations in 2023 only:

1 | Measuring Inchstones of Success for Those with Profound Intellectual and Multiple Disabilities:
From FDA Guidances to Community Initiatives. Child Neurology Society Annual Meeting,
October 2023, Vancouver, British Columbia, Canada. (Symposium talk)

2 | Berg AT, Lerner J, Millichap J, L’ltalien G, Coric V, Potasham M. Functional Impairments in
Patients with KCNQ2-DEE: Associations Among Key Clinical Features. Poster # 2.451. Presented
at the Annual meeting of the American Epilepsy Society, December, 2023, Orlando FA.

3 | Non-Seizure Outcomes in DEEs: Assessing Their Burden and Impact. CME course, Beyond
Seizures: The Evolving Standard of Care in Developmental and Epileptic Encephalopathies.
Orlando FL, Dec 1, 2023.
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