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Registry Around the Globe
137 families are enrolled in our Natural History Study. Not pictured countries include:
Australia, New Zealand, Brazil, Colombia, Chile, China, Egypt, and Singapore.

Email ASXL-CHROMATIN-REGISTRY@mednet.ucla.edu to check your registry enrollment status or if you are
interested in participating in the Biobank
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Looking Forward - Goals in 2025

Thank you to the ARRE Foundation for their
continued financial support! They have generously

funded the ASXL Natural History Study and Biobank
for the next 3 years with $180,000.

Kidney Survey Results *from unpublished preliminary data

Completed Kidney Surveys
Fifty participants completed the kidney and
bladder health survey. Eleven participants (22%)
show symptoms of possible congenital
anomalies of the kidneys (CAKUT). Some of the
reported conditions included vesicoureteral
reflux, renal hypoplasia, cysts in the kidney,
misshapen kidney, urinary retention, recurrent
urinary tract infections, and bed wetting.

Collaboration with UCLA
Health and Washington

University, St. Louis

Dr. Michael
Rauchman

Dr. Bianca
Russell

Natural History Study

Biobank

Enroll 20 new participants in the ASXL Natural History Study with a
focus on ASXL2/3 ​
Update recruitment materials and approach
Begin administering standardized neurodevelopmental questionnaires
Collaborate with parents to develop mortality data collection plan
Publish results of the puberty survey ​
Publish results of the ASXL1 EEG study ​

Collect 15 samples across chromatinopathies with a focus on ASXL2/3


