Supplementary Table 2. Clinical and Molecular Findings in the Reported Cases of OAS (1–4)
	Family 
	Family 1
	Family 2
	Family 3
	Family 4
	Family 5

	Study
	Schorderet et al 

2008
	Gillespie et al

2015
	Abdelsalam et al. 2018
	Ansar et al.
2022
	Present study

2025

	Patient
	Patient 1
	Patient 2
	Proband
	Patient 1
	Patient 2
	Patient 1
	Patient 2
	Patient 1
	Patient 2
	Proband

	Sex
	Male
	Female
	Male
	Male
	Male
	Male
	Female
	Male
	Male
	Female

	Age at diagnosis
	2 months
	3 years
	6 years
	2 4/12 years
	13 years
	7 3/12 years
	3 months
	11 years
	9 years
	6 years

	Origin 
	Swiss
	Pakistani
	Egyptian
	Pakistani
	Egyptian

	Consanguinity
	+
	+
	+
	+
	+
	+
	+
	+
	+
	+

	Family history
	+
	+
	+
	+
	+
	+
	+
	+
	+
	-

	Growth
	Average
	Average
	Average
	Average
	Average
	Average
	Average
	Average
	Average
	Average

	Development
	Normal
	Normal
	Normal
	Normal
	Normal
	Normal
	Normal
	Normal
	Normal
	Severe GDD

	Excessive sweating
	NR
	NR
	NR
	+
	+
	NR
	NR
	NR
	NR
	+++

	HMX1 Variant
	Zygosity
	Homozygous
	Homozygous
	Homozygous
	Homozygous
	Homozygous

	
	ACMG class.
	Pathogenic
	Pathogenic
	Likely pathogenic
	Likely pathogenic
	VUS

	
	Type
	INDEL frameshift
	Missense
	Nonsense
	Nonsense
	INDEL frameshift

	
	Nucleotide change
	c.215_240del
	c.650A > C
	c.487G>T
	c.457C>T
	c.570_571delG

	
	Amino acid change
	p.(Leu72fs)
	p.(Gln217Pro)
	p. (Glu163Ter)
	p.(Arg153Ter)
	p.(E191Rfs*34)

	Ocular Anomalies
	Globe
	Colobomatous microphthalmia (R)
	Microphthalmia
	Microphthalmia
	Colobomatous microphthalmia
	Gross microphthalmia
	Microphthalmia
	Microphthalmia
	Microphthalmia
	Microphthalmia
	Microphthalmia (R)

	
	Cornea
	Microcornea
	Sclerocornea
	Microcornea
	Rt: Microcornea and localized sclerocornea

Lt: Microcornea and posterior embryotoxon
	Rt: Microcornea and gross sclerocornea 

Lt: Microcornea and posterior embryotoxin 
	Microcornea
	Microcornea
	Sclerocornea
	Sclerocornea
	Rt: Micro-sclerocornea and central adherent corneal leukoma

Lt: Total corneal leukoma

	
	Lens
	Rapidly progressive bilateral CC
	Cataract (onset not clear)
	Cataract (onset not clear)
	Bilateral dense CC
	Bilateral dense CC
	Bilateral CC
	Bilateral CC
	Bilateral CC
	NA
	Bilateral CC

	
	Iris
	Incomplete iris coloboma -posterior synechiae
	Inferior iris coloboma
	Iris coloboma
	Inferior iris coloboma
	Inferior iris coloboma - anterior synechiae
	Iris coloboma
	Iris coloboma
	Anterior 

Synechiae -inferior coloboma -  iris atrophy
	NA
	Lt: Aniridia

	
	Retina
	Bilateral optic nerve dysplasia
	Inferior chorio-retinal coloboma (R)
	Retinal detachment
	Bilateral uveo-retinal coloboma
	Small, tilted, dysplastic optic discs
	-
	NA
	Abnormal 

foveal reflex
	NA
	NA

	
	Nystagmus
	+
	+
	+
	+
	+
	+
	+
	+
	+
	+

	
	Strabismus
	+
	+
	NR
	+
	+
	+
	+
	NR
	NR
	+

	
	ERG
	NA
	NA
	Almost undetectable rod specific

ERG, severe cone ERG

abnormalities
	NA
	Significantly attenuated light

& dark ERGs 
	+
	+
	
	
	+

	
	Intraocular tension
	Normal
	High 
	Normal
	Normal
	Normal
	NR
	NR
	High
	Normal
	Normal

	
	Others
	-
	-
	Lt eye enucleated due to painful complications of partially calcified phthisis bulbi
	-
	-
	-
	-
	-
	-
	Persistent hyperplastic primary vitreous evident on ultrasound

	Ear
	Morphology
	Strikingly abnormal appearance

of the pinna Lobule aplasia 
	Strikingly abnormal appearance

of the pinna Lobule aplasia
	Low set ears

Lobule aplasia

Narrow external acoustic meatus
	Low-set  pinna Crumpled  helix Lobule aplasia
	Low-set  pinna Crumpled  helix Lobule aplasia
	Large, protruded, malformed and low-set pinna 

Hypoplastic 

lobule
	Large pinna

Lobule aplasia
	Abnormal bridging between the 

crus of helix 

and antihelix

Hypoplastic 

lobule
	Abnormal bridging between the

crus of helix

and antihelix

Hypoplastic

lobule
	Lobule aplasia Narrow external acoustic meatus

	
	Hearing
	Normal
	Normal
	Normal
	NR
	NR
	Normal
	Normal
	Normal
	Normal
	Normal

	Others
	3 maxillary dental rows
	Spina bifida occulta

Short mandibular rami
	-
	-
	High-arched  palate 
Extra dentition

Small ASD Short mandibular rami

Micrognathia

Mild plagiocephaly
	Short mandibular rami


	-
	-
	-
	Severe psychomotor impairment

Abnormal gait
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