Published symptoms and clinical features

Bainbridge-Ropers Syndrome (ASXL3)
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Communication

Speech delay/absent
Decreased expressive communication
Nonverbal communication
Alternative communication methods
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Behavior/Emotional

Autism or autistic traits
Behavior disturbance
Self injurious/aggressive behavior
Repetitive movements
Happy demeanor
Hand flapping
Obsessive compulsive disorder
Poor eye contact
Maladaptive behavior
Anxiety

Sleep

Sleep apnea
Sleep disturbance
Bruxism
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Neurological

Microcephaly
Hypotonia
Seizures
Abnormal MRI

Musculoskeletal

Ulnar deviation of both wrists
Deep palmar creases
Scoliosis/other skeletal defects
Micro/retrognathia
Craniofacial abnormalities
Eye appearance abnormalities
Nose abnormalities
Hand and feet abnormalities
Ear appearance abnormalities
Dental and oral abnormalities
Delayed bone age
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Cardio-pulmonary

Cardiac abnormalities

Respiratory distress and infections
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Motor

Motor delay
Stereotypies
Unsteady, broad gait
Oral motor impairment
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Gastrointestinal

Feeding difficulties
Reflux/vomiting
Tube feeding
Underweight
Constipation
Laryngomalacia
Other Gl surgeries

Skin/Hair

Abnormal hair growth

Acanthuses Nigricans (dark patches of

skin)
Nevus flammeus (forehead)
Poor temperature regulation
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Cognition

Intellectual delay
ADHD
Global developmental delay
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Visual

Visual Impairment
Strabismus

Periorbital edema (swelling around

eyes)
Nystagmus

Convergent or divergent squint
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Other

Failure to thrive
Precocious puberty
Genital abnormalities

IUGR and pregnancy complications

This data was summarized from 109 individuals with Bainbridge-Ropers Syndrome reported in the medical literature as of October 2023 (Bacrot 2018; Bainbridge
2013; Balasubramanian 2017, 2020; Chinen 2018; Cuddapah 2021; Dinwiddie 2013; Dad 2017; Fu 2019; Gou 2019; Hori 2016; Koboldt 2018; Kuechler 2017; Li 2020;
Meyers 2018; Qiao 2019; Schirwani 2020, 2021, 2023; Srivastava 2016; Verhoeven 2018; Wang 2022; Wayhelova 2019; Yang 2020; Yu 2021; Zhang 2018).



