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Registry Around the Globe
134 families are enrolled in our Registry or are in the process of enrolling. Not
pictured countries include: Australia, New Zealand, Brazil, Colombia, Chile, China,

and Egypt.
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Email ASXL-CHROMATIN-REGISTRY@mednet.ucla.edu to check your registry enrollment status or if you are

interested in participating in the Biobank




Puberty Survey

We recently completed a puberty survey through the Registry looking at
puberty in individuals with ASXL syndromes.
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There was a total of 55 participants in the

. *The results below are preliminary and
ASXL Registry that completed the survey.

unpublished. Due to the small sample size of

ASXL1: 37 o
ASXL2 the results were not able to be quantified
ASXL2: 2 .
in a graph.
ASXL3:16
ASXL1 Age of Developmental Markers for Boys ASXL3 Age of Developmental Markers for Boys
16 16
214 214
2 212
g g
510 g
5 s g 8
f="9
i f—
b S 6
S 6
g g 4
Ly : -
2 2
S 2 4
=
0  I— I 0 -
Under 8 years old 8 10 less than 9 years old 9 to less than 12 years old Under 8 years old 9 to less than 12 years old 12 to less than 15 years old
m Genital Development ~ m Testicle Development EmealDoraggment  Ikaticic eyt
m Pubic Hair Development ® Start of Puberty MPubicHair Development Mtitart of Pubarty
ASXL1 Age of Developmental Markers for Girls ASXL3 Age of Developmental Markers for Girls
14 6
Zn a5
2 2
i I
3 H
g
5 ¢ 5
8 4 52
=]
: =
- = o
? 0

Under 7 years old 7to less than 8 8 to less than 11 11 to less than 14 Under 7 years 7 to less than 8 8 to less than 11 11 to less than 14 to less than
years old years old years old old years old years old 14 years old 18 years old
m Pubic Hair Develepment Breast Development  ® Start of Puberty ® Pubic Hair Development Breast Develepment  m Start of Puberty

Significantly early ages of reported pubic hair development in males and females show

possible precocious puberty in ASXL1. Preliminary findings indicate differences in ASXLI1
and ASXL3 findings.




Clinical Research ID (CRID)

Hickname:  JJ
A Clinical Research ID (CRID) is a patient generated Fiest Name: JON m
unique identifier that can be shared with researchers. ;“‘_““‘*- ﬁg}'ﬂ'th
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collaborative research. Learn more at:
https://thecrid.org/.

Research study now recruiting
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Do individuals with
Bohring-Opitz Syndrome have
distinct brain waves?

For eligibility criteria and enrollment:
asxl-chromatin-registry@mednet.ucla.edu

Upcoming Registry Surveys

BOS EEG Study Updates

The BOS EEG study aims to identify an EEG
signature for children with Bohring Opitz
Syndrome. So far we have 27 participants, We
are still looking for 3 more participants. Our
preliminary data looks promising and we are
excited about publishing the results of this
study.

Our next surveys will collect basic demographic information on ASXL2 and ASXL3
participants. Additionally, we plan to focus on sending out validated
neurodevelopmental surveys to ASXL1/2/3 participants. These are standardized
assessments that will allow for comparison with other syndromes.
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