Appendix 1. Clinical data of the three patients with pathogenic variants in PEX6.

	Family
	Patient
	Pregnancy, delivery and neonatal findings
	Development
	Visual impairment
	Auditory impairment
	Other

	Family 1
	Patient II:1
	Normal pregnancy. Caesarean section. (41w). Apgar 7/9

BW=2,825g.

BL=48cm.

HC=33cm.
	Normal.
	24m: visual problems.
36m: RP diagnosis non-recordable ERG (normal VEP), abnormal retinal pigmentation (peripheral bone spicules and arterial narrowing) on ophthalmoscopic evaluation.
 4yr:  VA RE=0.3 and LE=0.4, OCT: abnormal macular thickness and profile.

	Normal neonatal hearing test.

20m: little or no response to auditory stimuli. Brain-stem evoked-response–audiometry: wave V= -75 dB in right ear and -85 dB in left ear (severe sensorineural hearing loss).
	No dysmorphic features.

Incisor agenesis and enamel anomalies.

	
	Patient II:2
	Normal pregnancy. Labour dystocia (39w), Intrapartum febricula, respiratory distress with Silverman 6. Apgar 9/9.

At 4 hours of life: assisted breathing during 12 hours.

BW=2,920g.

BL=49cm.

HC=33cm.
	Mild neurodevelopment delay, coordination and balance issues and possible attention deficit disorder.
	8m: ophthalmoscopic evaluation suggestive of RP (peripheral temporal pigment deposits). 
	Normal neonatal hearing test.

3m: bad response to auditory stimuli. Brain-stem evoked-response–audiometry: wave V= -50 dB in right ear and -60 dB in left ear (moderate sensorineural hearing loss).
8m: hearing aids.
	Long philtrum, fine upper lip, enamel anomalies and wide thumbs.

Nephrolithiasis.

	Family 2
	Patient II:1
	NA.
	Adapted school.
	2yr: Night blindness, visual field constriction.
3yr: VA loss.
21yr: visual acuity RE=0.2 and LE=0.15.Opthalmoscopic evaluation suggestive of RP (pre and retro-equatorial bone spicules, atrophic lesion on left macula, normal right macula, normal papillae). Abnormal ERG in both eyes (rods non- recordable, mixt and cones –flash and flicker-: very reduced amplitudes). Non-assessable visual field.
	Congenital hearing loss

21yr: moderate-severe bilateral neurosensorial hearing loss to low frequencies and profound bilateral neurosensorial hearing loss to high frequencies with preserved vestibular responses.
	Dysmorphic features (including enamel anomalies). Moderate intellectual disability.

Brachydactyly.


BL: birth length, BW: birth weight, ERG: Electrorretinogram, HC: head circumference, m: months, NA: not available, OCT: Optical coherence tomography, RE: right eye, LE: left eye, RP: retinitis pigmentosa, VA: Visual acuity, VEP: Visual evoked potentials, yr: years, m: months, w: weeks. 

