	Symptom
	Note
	Reference

	Motor alterations symptoms
	
	

	Variable tremor and dystonia of the hands, feet, and face
	All 3 (Jab’16)
2 out of 3 (Cart’19)
	Jaberi et al. (2016) 
Carter et al. (2019) 

	Ataxia
	All 3 (Jab’16)
Bert’19 says not present
All 3 (Cart’19)
	Jaberi et al. (2016) 
Bertoli-Avella et al. (2018) 
Carter et al. (2019) 

	Mildly abnormal finger-nose test,
	All 3 (Jab’16)
	Jaberi et al. (2016) 

	Dysmetria
	All 3 (Jab’16)
	Jaberi et al. (2016) 

	Hyporeflexia at the ankles and abnormal plantar reflexes
	All 3 (Jab’16)
	Jaberi et al. (2016) 

	Decreased distal muscle tone and strength (chronic motor neuronopathy in all extremities)
	2 patients out of 3 (Jab’16)
2 siblings clear musc. atrophy (Abdi Rad’21)
	Jaberi et al. (2016) 
Abdi Rad et al. (2021)

	Generalized seizures
	1 patient (Jab’16)
All 3 (Bert’18)
All 3 (Cart’19)
9/16 (Sal’24)
	Jaberi et al. (2016) 
Bertoli-Avella et al. (2018) 
Carter et al. (2019) 
Salpietro et al. (2024)

	Hypotonia (esp truncal)
	All 3 (Bert’18) (no ataxia)
1 out of 3 (Cart’19)
13/16 (Sal’24)
	Bertoli-Avella et al. (2018)
Carter et al. (2019) 
Salpietro et al. (2024) 

	Spasticity
	All 3 (Bert’18) (no ataxia)
	Bertoli-Avella et al. (2018) 

	Choreoathetosis
	All 3 (Bert’18) (no ataxia)
2 out of 3 (Cart’19)
	Bertoli-Avella et al. (2018) 
Carter et al. (2019) 

	Tetraparesis
	14/16 (Sal’24)
	Salpietro et al. (2024) 

	Intellectual disability 
	
	

	Impaired intellectual development 
(more severe in Bert’18 and especially Cart’19)
	All 3 (Jab’16)
All 3 (Bert’18)
All 3 (Cart’19)
2 siblings (Abdi Rad’21)
14/16 “severe” Sal’24
	Jaberi et al. (2016) 
Bertoli-Avella et al. (2018) 
Carter et al. (2019) 
Abdi Rad et al. (2021)
Salpietro et al. (2024)

	Delayed walking
	All 3 (Jab’16)
All 3 (Bert’18)
All 3 (Cart’19)
	Jaberi et al. (2016) 
Bertoli-Avella et al. (2018) 
Carter et al. (2019) 

	Delayed speech
	All 3 (Jab’16)
All 3 (Bert’18)
All 3 (Cart’19)
	Jaberi et al. (2016) 
Bertoli-Avella et al. (2018) 
Carter et al. (2019) 

	General morphological changes
	
	

	Scoliosis or kyphoscoliosis
	2 patients out of 3 (Jab’16) 
	Jaberi et al. (2016) 

	Pectus carinatum
	1 patient (Jab’16)
	Jaberi et al. (2016) 

	Thin, sparse, brittle hair
	All 3 (Jab’16)
All 3 (Bert’18)
2 out of 3 (Cart’19)
2 siblings (Abdi Rad’21)
5/16 (Sal’24)
	Jaberi et al. (2016) 
Bertoli-Avella et al. (2018) 
Carter et al. (2019) 
Abdi Rad et al. (2021)
Salpietro et al. (2024)

	Microcephaly (hypogenesis of the corpus callosum, cerebellar hypoplasia)
	All 3 (Bert’18)
All 3 (Cart’19)
2 siblings (Abdi Rad’21)
All 16 (Sal’24) – 11 hyp. C. cal.
	Bertoli-Avella et al. (2018) 
Carter et al. (2019) 
Abdi Rad et al. (2021)
Salpietro et al. (2024)

	Pathognomonic craniofacial features, eyebrow, chin alterations
	All 3 (Bert’18)
All 3 (Cart’19)
All 16 (Sal’24)
	Bertoli-Avella et al. (2018) 
Carter et al. (2019) 
Salpietro et al. (2024)

	Cerebellar atrophy and hypointensities
	Patient with seizures (Jab’16)
10/16 hypointens (Sal’24)
	Jaberi et al. (2016) 
Salpietro et al. (2024)

	Failure to thrive
	1 patient (Bert’18)
	Bertoli-Avella et al. (2018) 

	Dandy-Walker malformation
	1 patient (Bert’18)
	Bertoli-Avella et al. (2018) 

	Abnormal dentition
	All 3 (Bert’18)
All 3 (Cart’19)
Common (Sal’24)
	Bertoli-Avella et al. (2018) 
Carter et al. (2019) 
Salpietro et al. (2024)

	Prominent low-set ears
	All 3 (Bert’18)
	Bertoli-Avella et al. (2018) 

	Small nose
	All 3 (Bert’18)
	Bertoli-Avella et al. (2018) 

	Protruding tongue
	All 3 (Cart’19)
Common (Sal’24)
	Carter et al. (2019) 
Salpietro et al. (2024)

	Hyperconvex nail
	All 3 (Cart’19)
	Carter et al. (2019) 

	Joint stiffness or hypermobility
	1 out of 3 (Bert’18)
	Bertoli-Avella et al. (2018) 

	Ocular alterations
	
	

	Retinal anomalies
	2 out of 3 (Jab’16)
All 3 (Cart’19)
Confirmed in 4/16 -many young (Sal’24)
	Jaberi et al. (2016) 
Carter et al. (2019) 
Salpietro et al. (2024)

	Cataracts
	1 out of 3 (Jab’16)
	Jaberi et al. (2016) 

	“Generalized visual impairment”
	All 3 (Bert’18)
	Bertoli-Avella et al. (2018) 

	Optic atrophy
	1 out of 3 (Bert’18)
All 3 (Cart’19)
	Bertoli-Avella et al. (2018) 
Carter et al. (2019) 

	Metabolic manifestations
	
	

	Iron accumulation in the brain
	All 3 (Jab’16)
No hypointintensities associated with iron in Bert’18
1 patient in Cart’19
	Jaberi et al. (2016) 
Bertoli-Avella et al. (2018) 
Carter et al. (2019) 




Table S3 – Prominent and common phenotypic manifestations reported in human patients with deleterious GTPBP2 genetic variants.
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