Published symptoms and clinical features

Bohring-Opitz Syndrome (ASXL1)

Q 4

Communication

Neurological
Speech delay/absence Microcephaly
Decreased expressive communication Trigonocephaly
Nonverbal communication Hypotonia
Alternative communication methods Seizures

MRI abnormalities
Hypertonia (rare)

Behavior/Emotional Visual
Autism

Behavior disturbance
Self injurious behavior
Pleasant demeanor
Repetitive behaviors

Strabismus
Visual impairment
Retinal/optic nerve abnormalities
Anterior chamber abnormalities
Cortical visual impairment

2
Sleep Gastrointestinal

Infant feeding issues
Reflux/vomiting
Tube feeding
Underweight

Narcolepsy
Sleep disturbance
Irregular sleep/wake cycle
Sleep apnea

2

Cognition

Cogpnitive disability
Global developmental delay

G2

Cardio-pulmonary

Cardiac defects
Respiratory distress and infections

Musculoskeletal

“BOS Posture”
Fixed contractures
Scoliosis, kyphosis, lordosis
Micro/retrognathia
Craniofacial abnormalities
Hip and radial dislocations
Dental issues
Eye structure abnormalities
Nose abnormalities
Hand and feet abnormalities
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Motor

Motor delay
Gross motor delay
Fine motor delay
Oral motor impairment
Spasticity
Non-ambulatory

O
Other

Growth retardation
Neonatal infections
Renal abnormalities
IUGR
Genital abnormalities
Hernias
Wilms tumor
Hepatosarcoma

Skin/Hair

Abnormal hair growth
Nevus flammeus

This data was summarized from 63 individuals with Bohring-Opitz Syndrome reported in the medical literature as of October 2023 (Cuddapah 2021; Russell
2013, 2018, 2023; Zhao, J 2021; Zhao, W 2021).



