
Supplementary Table S1: COL18A1 mutation in patients diagnosed with KS 

 

Mutations Type 

Race or 

nationalit

y 

Gender 

Ocular findings 

Systemic  

Features 
Reference 

myopia 

Anterior  

segment  

features 

Posterior 

segment  

features 

Others 

IVS1-2A>T Hom Brazilian F Y NA 
Vitreo-retinal 

degeneration 
None NA 

Suzuki OT 

et al.[1] 

c.355del Hom Saudi M Y Ectopia lentis 
Vitreo-retinal 

atrophy 
None 

Encephalocele

, epilepsy and 

mental delay 

Khan AO et 

al.[2] 

c.355del Hom NA F Y NA 
RD related to 

macular hole 
Nystagmus NA 

Alsulaiman 

SM et al.[3] 

c.1238_1239in

s 

c.3514_3515d

el 

Compound 

het 

North 

American 
M Y NA 

Vitreo-retinal 

degeneration, 

macular 

degeneration, 

retinal 

detachment 

None NA 
Suzuki OT 

et al.[1] 

c.1610del Hom Belgian M Y 
Lens 

dislocation 

Macular 

pseudocolobo

mas and 

chorioretinal 

atrophy 

Nystagmus 
Occipital bone 

abnormality 

Balikova I 

et al.[4] 

c.1785_1786d

elinsA 
Hom Saudi M Y Normal 

Vitreo-retinal 

atrophy 
Exotropia 

Focal hair 

defect 

Khan AO et 

al.[2] 



c.2437-2A>G 

c.3213delC 

Compound 

het 
NA M Y 

Persistent 

pupillary 

membrane 

Chorioretinal 

atrophy 
None 

Hypermobile 

joints 

Hull S et 

al.[5] 

c.2658dupC Het NA F Y 
cortical lens 

opacity 

Choroiretinal  

atrophy 
None 

Occipital 

meningocele 

Hull S et 

al.[5] 

c.2673delC Hom NA F Y NA 
RD related to 

macular hole 
None NA 

Alsulaiman 

et al.[3] 

c.2743C>T Hom Saudi M Y Ectopia lentis 
Vitreo-retinal 

atrophy 
Nystagmus 

Focal hair 

defect 

Khan AO et 

al.[2] 

c.2797C>T  

c.3213dupC 

Compound 

het 
NA M NA NA NA Nystagmus Cysts 

Thau A et 

al.[6] 

c.2960_2969d

up 

c.3514_3515d

el 

Hom Belgian F Y Normal 
Chorioretinal 

atrophy 
Nystagmus 

Occipital 

meningoen 

cephalocele 

Balikova I 

et al.[4] 

c.2969_2978d

el10  

c.1187_1200d

up14 

Hom NA M NA NA NA Strabismus 

Focal 

alopecia, otitis 

media and 

constipation 

Thau A et 

al.[6] 

c.2969_2978d

el 

c.3514_3515d

Compound 

het 
Brazilian F Y NA 

Vitreo-retinal 

degeneration 
None NA 

Suzuki OT 

et al.[1] 



el 

c.2970_2971d

elAGinsC 
Hom Hispanic M Y Normal 

BE: 

chorioretinal 

atrophy, RE: 

RD 

Nystagmus 
Polymicrogyri

a 

White RJ et 

al.[7] 

c.3213dupC Hom NA F Y NA 

Choroiretinal  

atrophy and 

atrophic 

macular 

patches, RD 

Nystagmus 

and 

esotropia 

Bifrontal 

polymicrogyri

a 

Gradstein L 

et al.[8] 

c.3213dupC Hom NA F Y 

Cortical lens 

opacity and 

lens 

subluxation 

Chorioretinal 

atrophy 
None 

Unilateral 

duplex 

kidney/bifid 

ureter 

Hull S et 

al.[5] 

c.3277C>T Hom Brazilian M Y NA 

Vitreo-retinal 

degeneration,r

etinal 

detachment 

None Epilepsy 
Suzuki OT 

et al.[1] 

c.3356_3357in

sT 
Hom NA M Y Normal 

Chorioretinal 

atrophy and 

RD 

NA 

Midline 

occipital 

defect, 

congenital 

Hull S et 

al.[5] 



hydronephros

is and 

hypermobile 

joints 

c.3459dupC Hom NA M Y 

cortical lens 

opacity and 

lens 

subluxation 

Chorioretinal 

atrophy 
None 

Midline 

occipital 

defect and 

learning 

difficulties 

Hull S et 

al.[5] 

c.3514_3515d

el 

c.2105del 

Compound 

het 

North 

American 
M Y NA 

Vitreo-retinal 

degeneration,r

etinal 

detachment 

None NA 
Suzuki OT 

et al.[1] 

c.3514_3515d

elCT 
Hom 

El 

Salvadori

an 

F Y NA 
Choroiretinal  

atrophy 
None 

Occipital 

dermal sinus 

tract, frontal 

cortical 

dysplasia, 

white matter 

loss, mild 

ventriculomeg

aly and 

developmenta

l delay 

Mahajan VB 

[9] 



c.3514_3515d

elCT 
Hom Saudi M Y Ectopia lentis 

Vitreo-retinal 

atrophy 
Nystagmus None 

Khan AO et 

al.[2] 

c.3514_3515d

elCT 
Hom NA M NA NA NA Nystagmus Dermal sinus 

Thau A et 

al.[6] 

c.3825_3838d

el 
Hom Iranian F Y Normal 

Chorioretinal 

atrophy and 

macula lesion 

Nystagmus 

and 

esotropia 

NA 
Haghighi A 

[10] 

c.4054_4055d

el 
Hom NA F Y NA 

RD related to 

macular hole 
Nystagmus NA 

Alsulaiman 

et al.[3] 

c.4063_64del

CT 
Hom NA M Y 

Poor pupillary 

dilatation 

Chorioretinal 

atrophy and 

RD 

None 

Epilepsy and 

developmenta

l delay 

Hull S et 

al.[5] 

c.4063_64 del 

CT 
Hom NA F Y NA 

Chorioretinal 

atrophy 
Glaucoma 

Occipital bone 

defect 

Wawrzynsk

i J et al. [11] 

c.4173G>A Hom NA F N 
Poor pupillary 

dilatation 

RE:Choroiretin

al  atrophy, 

LE:RD and 

macular hole 

None 
Occipital 

encephalocele 

Hull S et 

al.[5] 

c.4224_4225d

elinsC 
Hom Chilean F Y NA NA Strabismus 

Sinus 

pericranii 

Nakousi-Ca

purro N et 

al.[12] 

c.4259-28_426

5del 
Hom NA M Y Normal 

Peripapillary 

atrophy, 

leopard fundus 

and macular 

atrophy 

Strabismus 

Scalp defect 

region and 

occipital bone 

defect 

Wang P et 

al.[13] 



c.4269_4287d

el 

c.4194_4221d

el 

Compound 

het 
Jewish F Y 

Irregular 

pupil 

Albinotic 

fundus 
None Normal 

Levinger N 

et al.[14] 

c.4290_4299d

el 
Hom NA M Y Normal 

Peripapillary 

atrophy, 

leopard fundus 

and macular 

atrophy 

Strabismus 
Scalp defect 

region 

Wang P et 

al.[13] 

c.4492delG Hom Belgian F Y 
Absent iris 

crypts 

BE: 

Chorioretinal 

atrophy, LE: 

RD 

NA 

Congenital 

hip 

subluxation 

and 

developmenta

l delay 

Balikova I 

et al.[4] 

c.4759_4760d

el 
Hom NA M Y cataract 

Peripapillary 

atrophy, 

leopard fundus 

and macular 

atrophy 

Nystagmus 

and 

strabismus 

Scalp defect 

region 

Wang P et 

al.[13] 

c.4759_4760d

elCT 
Hom Chinese F Y cataract 

Myopic fundus 

and macular 

degeneration 

None 

Bilateral 

frontal gyrus 

dysplasia 

Zhang LS et 

al.[15] 

c.4759_4760d

elCT 
Hom Arab M Y Cataract 

Chorioretinal 

atrophy and 

macular 

coloboma 

None 

Occipital 

meningocele 

polymicrogyri

a 

Levinger N 

et al.[14] 



c.4164dupC Hom Arab F Y Normal 

Chorioretinal 

atrophy and 

macular 

coloboma 

None 

Atretic 

meningocele 

and 

polymicrogyri

a 

Levinger N 

et al.[14] 

 

Hom, homozygous; Het, heterozygous; NA, not available; F, female; M, male; Y, yes; BE, both eyes; RE, right eye; LE, left eye; RD, retinal 

detachment. 
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