Supplementary Table 1: Detailed phenotypical and genetic features of paediatric-onset motor neuronopathies.
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Abbreviations: CH: Compound heterozygous; CMA: Congenital multiplex arthrogryposis; CMAP: Compound muscle action potential; CMT: Charcot Marie
Tooth disease; CONSDIAS: Stress-induced childhood-onset neurodegeneration with variable ataxia and seizures syndrome; CSF: Cerebrospinal fluid; CSV:
Complex structural variant; EEG: Electroencephalography; EMG: Electromyography; FVC: Forced vital capacity; Het: Heterozygous; Hom: Homozygous;
ID: Intellectual disability; MPS: Mucopolysaccharidosis; MRI: Magnetic resonance imaging; NA: Not applicable; NDD: Neurodevelopmental disorder;
PAMP: Episodic psychosis, ataxia, motor neuropathy with pyramidal signs; PCH: Pontocerebellar hypoplasia; SCA: Spinocerebellar ataxia; SN: Sensory
neuropathy; SMVTD: Sodium-dependent multivitamin transporter deficiency

a: Later-onset cases are excluded
b: Cases with neuropathy as a part of complex disease spectrum are excluded

¢ Cases described as congenital myopathy are exluded
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