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SYNGAP1: main clinical features
• intellectual disability

• autism spectrum disorder

• motor impairment

• epilepsy
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PATRE - PATient based phenotyping and 
evaluation of therapy for Rare Epilepsies

www.patre.infoNETRE*'s patient-focused sister
*Network for Therapy in Rare Epilepsies (NETRE): Lessons From the Past 15 Years
von Stülpnagel C, van Baalen A, Borggraefe I, Eschermann K, Hartlieb T, Kiwull L, Pringsheim M, Wolff M, Kudernatsch M, Wiegand G, Striano P, Kluger G; NETRE Consortium. Front Neurol. 2021 Jan 14;11:622510. 
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Patient brainstorming platform
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Patient brainstorming platform
German SYNGAP1 Community December 2020 – March 2021

619 unique visits

56 ideas

246 total votes
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Development of a patient-based score 
for the effect of medications on
• seizures

• sleep

• behavior

• development

Subjective score -50 / +50
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Data collection
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Collection period 05/2021 – 12/2022
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Participants by countries / languages
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Results
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Conclusion
• The genetic diagnosis SYNGAP1 allows a prediction of drug response

• Early patient involvement leads to meaningful PROMs

• Sleep, behavior, and development should also be considered when selecting
an antiepileptic medication in SYNGAP1
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Limitations
• large standard deviation for some drugs

• no information about

the exact mutation

the clinical phenotype

the dosage of the medication, the duration of therapy and the
medication combinations

→ detailed analysis with all these aspects is planned



HORIZON Europe project started 1st of June 2023

German language live

More languages launched step by step

Pre-registration: SYNGAP.EU

Patient-reported SYNGAP1 Registry
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Grant No. 101080580

Disclaimer
Funded by the European Union. However, the views and opinions expressed are 
solely those of the author(s) and do not necessarily reflect those of the European 
Union or the Health and Digital Executive Agency (HaDEA). Neither the European 
Union nor the granting agency can be held responsible for them. 
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