Appendix 1. Clinical features of patients with a Hom.c.802-8_810del17insGC mutation
	Patient
	Sex
	Onset age
	Visit age
	Pedigree
	First symptom
	Consanguineous marriage
	BCVA
(RE/LE)
	Visual field
	Fundus
	SD-OCT
	FERG
	mfERG
	Comorbidity

	P1
	M
	17
	27
	N
	[bookmark: OLE_LINK21][bookmark: OLE_LINK22]NB
	No
	0.2/0.2
	No residual visual field
	[bookmark: OLE_LINK19][bookmark: OLE_LINK20]RPE dystrophy, CS, little crystals, wax disc, normal vessels
	ND
	Non-recorded
	Flat 
	_

	P2
	F
	30
	43
	N
	DV
	No
	0.3/CF
	VS diffusely reduced in central visual field
	RPE dystrophy, CS, little crystals, wax disc, normal vessels, more pimentosa
	Disappearance of the photoreceptor layers that extends beyond the vascular arcades 
	Non-recorded
	ND
	_

	P3
	M
	18
	24
	N
	DV
	No
	0.4/0.4
	Paracentral scotoma
	RPE dystrophy, CS, little crystals, wax disc, normal vessels
	Disappearance of the photoreceptor layers that extends beyond the vascular arcades 
	Both of Rod and cone reaction reduced 
	Flat 
	_

	P4
	M
	15
	25
	N
	NB&DV
	No
	0.5/0.4
	VS diffusely reduced in central visual field
	RPE dystrophy, CS, little crystals, wax disc, normal vessels, more pigmentosa
	Disappearance of the photoreceptor layers that extends beyond the vascular arcades 
	Non-recorded
	ND
	_

	P5
	M
	20
	45
	N
	DV
	No
	HM/0.05
	ND
	RPE dystrophy, CS, little crystals, wax disc, normal vessels
	Disappearance of the photoreceptor layers that extends beyond the vascular arcade and slight thinning of choroidal thickness
	Non-recorded
	Non-recorded
	_

	P6
	F
	19
	29
	N
	NB
	No
	0.3/0.6
	Slight reduction
	RPE dystrophy, more crystals, normal disc, normal vessels
	Disappearance of the photoreceptor layers that extends beyond the vascular arcades and slight thinning of choroidal thickness
	Both of Rod and cone reaction reduced
	Flat 
	_

	P7
	F
	30
	30
	N
	Vision distorted in left eye 
	No
	1.0/1.0
	Normal in right eye, central scotoma in left eye
	Little crystals, CNV in left eye
	RPE and choroidal thinning slightly
	Normal
	Center reaction reduced 
	Macular CNV

	P8
	M
	30
	40
	N
	NB
	No
	0.3/0.8
	Diffuse reduce
	RPE diffuse dystrophy, little crystals, CS serious in macular
	Disappearance of the photoreceptor layers and slight thinning of choroidal thickness
	Non-recorded
	ND
	_

	P9
	F
	40
	50
	N
	NB
	No
	0.5/0.5
	VS diffusely reduced in central visual field
	RPE dystrophy, CS, little crystals in post pole
	Disappearance of the photoreceptor layers that extends beyond the vascular arcades 
	Both of Rod and cone reaction reduced slightly
	Flat 
	_

	P10
	M
	30
	41
	N
	DV
	No
	0.4/0.2
	ND
	RPE dystrophy, CS, little crystals in post pole,
	Disappearance of the photoreceptor layers that extends beyond the vascular arcades 
	Retained 3.0 cone reaction 
	Flat 
	_

	P11
	M
	30
	38
	N
	Photophobia &DV
	No
	0.5/0.3
	VS diffusely reduced
	RPE diffuse dystrophy, little crystals, CS serious, more pigmentosa in macular
	Disappearance of the photoreceptor layers that extends beyond the vascular arcades 
	Both of Rod and cone reaction reduced serious
	ND
	_

	P12
	M
	34
	44
	N
	DV
	No
	0.2/0.1
	VS diffusely reduced
	RPE diffuse dystrophy, little crystals, CS serious, scar in macular
	Disappearance of the photoreceptor layers that extends beyond the vascular arcades 
	Retained 3.0 cone reaction 
	ND
	Macular membrane & macular edema in both eyes

	P13
	M
	10
	23
	N
	NB
	No
	1.0/1.0
	ND
	RPE diffuse dystrophy, little crystals, serious CS, scar in macular
	ND
	Non-recorded
	Flat 
	Keratitis, high myopia

	P14
	M
	46
	68
	N
	NB
	No
	0.3/0.1
	ND
	RPE diffuse dystrophy, little crystals, serious CS, scar in macular, more pigmentosa
	Disappearance of the photoreceptor layers that extends beyond the vascular arcades 
	ND
	ND
	Cataract in both eyes

	P15
	F
	25
	28
	N
	DV
	No
	0.2/0.05
	VS diffusely reduced
	RPE diffuse dystrophy, little crystals, CS in macular, macular atrophy
	Disappearance of the photoreceptor layers that extends beyond the vascular arcades 
	Non-recorded
	Flat 
	_

	P16
	F
	40
	55
	N
	DV
	No
	HM/0.05
	VS diffusely reduced
	RPE dystrophy, CS, little crystals, wax disc, normal vessels
	Disappearance of the photoreceptor layers that extends beyond the vascular arcades 
	Non-recorded
	Non-recorded
	Cataract in both eyes


BCVA, best corrected visual acuity; LE, left eye; RE, right eye ; SD-OCT, spectral domain optical coherence tomography; FERG, full-field electroretinogram; mfERG, multifocal electroretinogram; NB, night blindness; M, male; F, female; DV, decreased vision; VS, 
Visual sensitivity;HM, hand motion; ND, not detected; RPE, retinal pigment epithelium; CS, choroidal sclerosis; CNV, choroidal neovascularization.
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