	ID(sex)
	Age of onset/symp-tom of onset
	Spasti-city UL/LL
	Extensor plantar-respons
	Parkin-sonism
	Limb ataxia
	Dysarthria
	Intenti-on tremor/other tremor
	Visual symptoms
	Cognitive impairment
	Distal sensory impair-ment LL
	Brain MRI
	Ophtal-mological exam-ination
	Additional findings

	Gusatovic et al. 2026

	F1-I.1(M)
	40yo/ gait disturbance

	+/+
	+
	+
	+
	+
	-/+*
	-
	+
	-
	Cerebellar atrophy
	Possible optic atrophy
	[18F]FE-PE2I PET consistent with Parkin-son’s disease

	F1-I.2(F)
	40yo/gait disturbance
	+/+
	+
	-
	+
	+
	-/-
	-
	+
	+
	Mild cerebellar atrophy
	Optic atrophy
	

	Park et al. [5]

	F1-III.2(M)
	65yo/gait disturbance
	-/+
	+
	NA
	+
	+
	+/-
	-
	-
	+
	NA
	NA
	

	F1-III.3(F)
	63yo/gait disturbance
	-/+
	-
	NA
	+
	-
	-/-
	-
	-
	+
	Normal
	NA
	

	F1-III.4(F)
	53yo/dystonia

	-/+
	+
	NA
	+
	+
	-/-
	-
	-
	+
	Normal
	NA
	Dystonia, blefarospas-mus

	F1-IV.1(M)
	16yo/gait disturbance

	-/+
	+
	NA
	+
	-
	-/-
	-
	-
	+
	Normal
	NA
	

	F1-IV.3(F)
	49yo/gait disturbance

	-/+
	-
	NA
	+
	-
	+/-
	-
	-
	+
	NA
	-
	REM sleep disorder

	F1-III.7(M)
	49yo/gait disturbance

	-/-
	-
	NA
	+
	-
	-/-
	-
	-
	+
	Normal
	NA
	

	F2-III.2(F)
	67 yo/gait disturbance

	-/+
	-
	NA
	+
	-
	-/-
	-
	+
	+
	Microangi-opathic lesions
	NA
	Dementia, onset age 75yo

	F2-III.5(M)
	50yo/gait disturbance

	-/+
	-
	NA
	+
	+
	+/+
	-
	+
	+
	Cerebellar atrophy
	-
	Mild cognit-ive impairment MOCA 24/30, fasciculat-ions, head tremor

	F2-III.8(M)

	30yo/tremor
	-/NA
	-
	NA
	+
	+
	+/+
	-
	-
	+
	NA
	NA
	Resting tremor

	F2-IV.1(F)
	45yo/gait disturbance

	-/-
	-
	NA
	+
	-
	+/-
	-
	-
	+
	NA
	Normal
	

	F3-II.1(M)
	Childhood/
Developmen-tal delay

	-/+
	+
	NA
	+
	-
	+/-
	+
	+
	-
	Bilateral optic atrophy
	Optic atrophy
	Mild cogni-tive impa-irment

	F4-II.1(M)
	50yo/tremor

	-/-
	-
	NA
	+
	+
	+/+
	-
	-
	-
	Cerebellar atrophy
	Normal
	Resting tremor

	F5-II.1(F)
	50 yo/gait disturbance

	-/+
	+
	NA
	+
	-
	+/-
	NA
	+
	+
	Generalized atrophy, in particular frontotem-poral
	NA
	

	F6-III.1(F)
	40 yo/gait disturbances and hypoast-easia of distal limbs

	-/-
	-
	NA
	+
	-
	-/-
	-
	-
	+
	NA
	NA
	Pes cavus, resting leg syndrome

	F6-III.3(F)
	49yo/gait disturbances and hypoast-easia of distal limbs

	-/-
	-
	NA
	+
	-
	-/-
	-
	-
	+
	NA
	NA
	

	F6-II.1(M)

	NA
	NA
	NA
	NA
	NA
	NA
	NA
	NA
	NA
	NA
	NA
	NA
	

	F7(M)
	48 yo/gait disturbance

	-/-
	-
	NA
	+
	-
	+/-
	+
	-
	+
	Normal
	Optic atrophy
	

	F8-III.2(M)
	44yo/leg stiffness

	-/+
	NA
	NA
	+
	-
	+/-
	-
	-
	+
	Normal
	NA
	

	F9-I.2(M)
	58yo/visual symptoms and ataxia

	NA/+
	-
	NA
	+
	-
	+/+
	+
	-
	+
	Generalized atrophy
	Optic atrophy
	Left hand resting tremor, fasciculat-ions

	F9-II.1 (M)
	35yo/vis-ual symptoms

	NA
	NA
	NA
	NA
	NA
	NA
	+
	-
	NA
	NA
	Optic atrophy
	

	F10-II.1(F)
	55yo/abnor-mal eye movement and tremor upper limbs

	NA/+
	+
	NA
	+
	-
	+/+
	NA
	-
	+
	Generalized atrophy including in the cerebellum
	Pale discs
	Resting tremor

	F11-II.1(F)
	50yo/impaired balance

	-/+
	-
	NA
	+
	-
	-/-
	-
	-
	+
	Normal
	Pale fundus
	

	F12-II.3(F)
	30’s/gait disturbance

	+/+
	+
	NA
	+
	+
	+/-
	+
	-
	+
	Normal
	NA
	

	F12-III.1(F)
	55yo/gait disturbance

	+/+
	+
	NA
	+
	-
	-/-
	+
	-
	+
	Normal 
	NA
	

	F13-II.1(M)
	50yo/lower limb tightness

	+/+
	+
	NA
	NA
	-
	NA
	-
	-
	NA
	Normal
	Pale fundus
	Pes cavus

	F13-III.2(M)

	35yo/lower limb stiffness
	+/+
	+
	NA
	+
	-
	+/-
	-
	-
	+
	Mild superior vermian atrophy
	Pale fundus
	

	F14-II.3(F)
	NA/mild balance problems

	+/+
	-
	NA
	+
	-
	+/-
	+
	-
	-
	NA
	Optic atrophy
	

	F14-III.1(M)
	7 yo/visual problems 
	-
	-
	NA
	-
	-
	+/-
	+
	-
	-
	NA
	Optic atrophy
	

	F15-II.1(M)
	early 40’s/gait disturban-ces

	-/+
	-
	NA
	+
	+
	+/-
	-
	NA
	-
	NA
	Normal
	

	F16-II.1(M)
	53 yo/leg stiffness

	NA/+
	+
	NA
	+
	-
	+/-
	NA
	NA
	+
	Normal
	Diabetic retino-pathy
	

	F17-II.3(M)
	50’s/gait disturbance

	-/+
	+
	NA
	-
	-
	-/-
	+
	-
	+
	NA
	Optic atropy
	

	F17-III.1(F)
	40’s/gait disturbance

	NA
	NA
	NA
	NA
	NA
	NA
	+
	NA
	NA
	NA
	Optic atrophy
	

	F17-II.1(F)
	57 yo/gait disturbance and visual symptoms

	-/+
	-
	NA
	+
	-
	-/-
	+
	-
	+
	Normal
	Optic atrophy
	

	F18(F)
	45 yo/gait disturbance

	+/+
	+
	NA
	+
	-
	+/-
	+
	-
	-
	Mild microangio-pathy otherwise normal
	Presbyopia and stigma-tism
	

	Marelli et al. [6]

	F1-II.2(M)
	61 yo/ataxia

	-/-
	+
	NA
	+
	+
	NA
	-
	NA
	+
	Very mild cerebellar atrophy
	Bilateral temporal disc palor
	

	F1-II.1(M)

	45yo/ataxia
	NA
	NA
	NA
	+
	NA
	NA
	+
	NA
	NA
	NA
	Optic atrophy
	

	F1-III.2(M)
	15yo/visual loss

	-/-
	-
	NA
	+
	-
	-
	+
	-
	-
	Optic nerve atrophy without cerebellar atrophy
	Optic atrophy
	

	F2-III.2(M)
	infancy/pro-blem with color vision and fluctuating visual acuity

	-/-
	-
	NA
	+
	-
	-
	+
	-
	-
	Optic atrophy
	Severe optic nerve atrophy, no cerebel-lar atrophy
	

	F2-III.3(M)
	34 yo/no symptoms reported

	-/-
	-
	NA
	-
	-
	-
	-
	NA
	NA
	NA
	Optic atrophy
	

	F2-II.1(F)
	60 yo/ataxia

	NA
	NA
	NA
	+
	NA
	NA
	+
	NA
	NA
	NA
	Optic atrophy
	

	F3-IV.4(M)
	17yo/visual loss
	-/-
	-
	NA
	+
	-
	-
	+
	NA
	NA
	Optic atrophy
	Mild cerebel-lar atrophy
	

	F3-III.6(F)
	56 yo/ataxia

	NA
	NA
	NA
	+
	NA
	NA
	-
	NA
	NA
	NA
	NA
	

	F3-II.5(M)
	50yo/ ataxia

	NA
	NA
	NA
	+
	NA
	NA
	-
	NA
	NA
	NA
	NA
	

	F3-III.8(F)
	55 yo/ataxia
	-/-
	-
	NA
	+
	NA
	NA
	-
	NA
	NA
	NA
	NA
	

	Leroy et al. [4]

	F1-I.1(M)
	51yo/resting tremor

	NA
	NA
	+
	NA
	NA
	NA
	NA
	NA
	NA
	NA
	NA
	Rigidity, bradykin-esia, post-ural instab-ility 

	F1-I.2(M)
	49yo/resting tremor
	NA
	NA
	+
	NA
	NA
	NA
	NA
	NA
	NA
	NA
	NA
	Rigidity, bradykine-sia, postural instability 



Supplementary Table 1. Summary of clinical and paraclinical features in all published cases of autosomal dominant UCHL1-associated neurodegeneration (SPG79A; OMIM #620221). 
UL = upper limb; LL = lower limb; MRI = Magnetic Resonance Imaging; yo = Years old; NA = not applicable 
