Published symptoms and clinical features

Shashi-Pena Syndrome (ASXL2)
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Communication

Speech delay/absence
Decreased expressive communication
Decreased receptive communication
Dysarthria
Verbal approximations

O

Visual

Optic nerve abnormalities
Strabismus
Retinal dystrophy/lesions
Visual impairment
Cortical visual impairment
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Gastrointestinal

Infant feeding issues
Obesity
Laryngomalacia
Metabolic abnormalities
Reflux
Tube fed
Dysmotility/constipation
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Neurological

Hypotonia
Hypertonia
Seizures
MRI abnormalities
Macrocephaly

Skin/Hair

Abnormal hair growth
Nevus flammeus

GE3

Cardio-pulmonary

Cardiac defects
Respiratory distress and infections

Sleep

Narcolepsy
Sleep apnea

A

Motor

Tremors
Gross motor delay
Fine motor delay
Spasticity

Musculoékeletal

Fractures
Craniofacial abnormalities
Advanced bone age
Nose abnormalities
Osteopenia
Scoliosis/kyphosis
Short stature
Orthopedic issues
Eye abnormalities
Hand and feet abnormalities
Facial dysmorphia
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Cognition

Cognitive regression
Global developmental delay
Attention deficit
Cogpnitive disability

Behavior/Emotional

Behavior disturbance
Hyperactivity
Aggression

O
Other

Dysautonomia
IUGR
Endocrine dysfunction
Genitalia abnormalities
Enlarged liver
Infections
Hearing loss

This data was summarized from 14 individuals with Shashi-Pena Syndrome reported in the medical literature as of October 2023 (Jiao 2022; Murphy 2022;

Shashi & Pena 2016; Wang 2021)



