Appendix 2. Clinical features of the patients and the disorder associated.
	Family 1
	Clinical feature
	PBDs presenting the clinical feature

	
	Hearing loss
	HS/ZS/ NALD/IRD

	
	Retinitis pigmentosa
	HS/ZS/ NALD/IRD

	
	Enamel anomalies
	HS/IRD

	
	Neurodevelopmental delay (only patient II:2)
	ZS/ NALD/IRD

	
	Nephrolithiasis (only patient II:2
	-

	Family 2
	Hearing loss
	HS/ZS/ NALD/IRD

	
	Retinitis pigmentosa
	HS/ZS/ NALD/IRD

	
	Dysmorphic features
	ZS/ NALD/IRD

	
	Moderate intellectual disability
	ZS/ NALD/IRD

	
	Enamel anomalies
	HS/IRD


