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Finding & organizing patients

Tuning regulation for ultras

Funding for basic science











Undiagnosed island
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What if only one?



Dr. Hudson Freeze, Sanford-Burnham













NGLY1



“Actionable”

















The Aftermath



1,700





2,000,000+











81



20





Toward a Drug



Step 1: Understanding



Natural History Study











































































































Biomarkers!



Step 2: Screening





Source: Hudson Freeze





Animal models













Early success!
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Enzyme replacement







PEG polymer



PEG polymer TAT peptide



Repurposing





Low-hanging fruit



De novo gain of function in Gene X





Gene X inhibitor



Gene X inhibitor





Obstacles
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Safety & Efficacy



Safety



Thank you!


