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Symptom
Present
Absent

Domain / Coding Impact
AAA+
3-Helix Bundle
Middle
Start Loss
Truncating

Outcome / Age at death
Alive
Deceased during early childhood
Deceased during first year of life

Pregnancy terminated
Deceased during neonatal period

NA

Flexion contractures
AMC
Developmental delay
Global developmental delay
Motor delay
Sitting without support
Walking independently
Delayed speech
Absent speech
Intellectual disability
ID, mild
ID, moderate to severe
Behavioural abnormality
Movement disorder
Hyperreflexia
Gait disturbance
Spasticity
Upper limb spasticity
Lower limb spasticity
Dystonia
Involuntary movements
Decreased foetal movement
Neonatal respiratory distress
Failure to thrive
Dysmorphic features

Domain / Coding Impact

Outcome / Age at death
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