
Brachycephaly
Absent reflex

Increased serum lactate
Respiratory Insufficiency

HMN (Hereditary Motor Neuropathy) Proximal Type I
Complex partial seizure with impairment of consciousness

Cerebral atrophy
Neuromuscular Diseases

Poor coordination
Blindness

Leigh Disease
Prominent fingertip pads

Cerebellar Hypoplasia
Abnormality of brain morphology

Mitochondrial Diseases
Spasticity, CTCAE

Gangliosidoses, GM2
Acidosis, Lactic
Gait, Unsteady

Joint laxity
Microstomia

Respiratory Failure
Dysarthria

Profound intellectual disabilities
Kyphosis deformity of spine

Spinal Muscular Atrophy
Nasal bridge wide

Autistic behavior
Pachygyria

Hyporeflexia
Dysmorphic features

Dystonia
Byzanthine arch palate

Hypoplasia of corpus callosum
Clumsiness - motor delay

Leukoencephalopathy
Motor delay

Movement Disorders
Severe intellectual disability

Feeding difficulties
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