
OTHER PROMISING MEASURES

Patient-Reported Outcome Measures
ORCA - Observer Reported Communication Measure

Event-Related Potentials
Audio - Language processing
Visual - Facial recognition, Object recognition

Home-based video measures
Seizure-detecting glasses - Eysz
Facial recognition software - PainChek
Video-based motor measures - Casimir, Actimyo
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● Angelman-like: 
○ SynGAP1 
○ STXBP1 

● Moderately Angelman-like

○ Phelan-McDermid - SHANK3 
○ Hunter - MPSII 
○ Malan - NFIX 
○ SETBP1 deficiency 
○ SCN2A 
○ GRIN 

● Not-Angelman-like
○ HNRNPH2 
○ Hao-Fountain - USP7 
○ BBSOAS - NR2F1 

● Very severely affected
○ Schinzel-Giedion - SETBP1 over-expression 
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PAINCHEK

Artificial intelligence

Facial recognition software



HOME-BASED VIDEO OUTCOMES



HOME-BASED VIDEO OUTCOMES

Chabaron (2018) Prospective and longitudinal natural 
history study of patients with Type 2 and 3 spinal 
muscular atrophy: Baseline data NatHis-SMA study



EVENT-RELATED POTENTIALS

Key (2018), Feasibility of using auditory 
event-related potentials to investigate learning 
and memory in nonverbal individuals with 
Angelman syndrome



EVENT-RELATED POTENTIALS

Carson (2021), Nutritional Formulation for Patients with 
Angelman Syndrome: A Randomized, Double-Blind, 
Placebo-Controlled Study of Exogenous Ketones

● Avoids floor effect
● Masked data acquisition
● Passive paradigm
● Changes in brain activity before behavioral 

symptoms

● Visual Face recognition
● Auditory language processing



SLEEP: The Final Frontier

● Polysomnography
● Actigraphy
● Videography
● Portable devices

○ Infrared
○ Bed Mat

● Patient-Reported Surveys
○ Children's Sleep Habits Questionnaire 

(CSHQ) 
○ Parents' Sleep Habits Questionnaire
○ Excessive Daytime Sleepiness

● Circadian measures
○ Heart rate
○ Temperature


