

Supplemental Table 1: Comparison of Referenced Studies
	Reference (Number)
	# of Pts
	Genetics (# of Pts)
	Ocular Findings (# of Pts)
	Systemic Manifestations (# of Pts)

	Strungaru et al 2007
(Ref. 15)
	126
	FOXC1 (91)
Multiple mutations, deletions, & duplications


PITX2 (35)
Multiple mutations & deletions
	Iridogoniodysgenesis (30)
Iris hypoplasia (24)
Corectopia (6)
Peripheral anterior synechiae (22)
Posterior embryotoxon (19


Iridogoniodysgenesis (12)
Iris hypoplasia (15)
Corectopia (7)
Polycoria (2)
Peripheral anterior synechiae (8)
Posterior embryotoxon (5)
	Dental (6)
Umbilical (3)
Cardiac (3)
Craniofacial (10)
Gastrointestinal (1)
Growth Retardation (4)

Dental (15)
Umbilical (11)
Facial (15)
Gastrointestinal (4)
Growth Retardation (1)


	Kaur et al 2009
(Ref. 16)
	7
	FOXC1 (7)
c.889C_T, c.1103C_A, c.1142_1144insGCG, 
c.91_100delCGGCGGCCG
	Microphthalmia (5)
Sclerocornea (1)
Microcornea (1)
Cataract (1)
Chorioretinal and optic nerve coloboma (2)
Retinal detachment (1)
	NR

	Suzuki et al 2006
(Ref. 17)
	1
	6p25 Terminal deletion (1)
	Persistent hyperplastic primary vitreous (1)
Posterior embryotoxon (1)
Uveal ectropion (1)
Iris hypoplasia (1)
	Caniofacial - Hypertelorism, maxillary hypoplasia, malformed ears (1)
Orthopedic - Hip dislocation (1)
Neurologic - Developmental delay (1)


	Ferguson and Hicks 1987
(Ref. 18)
	1
	Partial 16q trisomy (1)
	Infantile onset glaucoma (1)
Posterior embryoxoton (1)
Iris atrophy with corectopia (1)

	Craniofacial - Prominent forehead, closed sutures, hypertelorism, low set ears, long philtrum, high arched palate, micrognathia (1)
Hypotonia and hyporeflexia (1)
Orthopedic - Clindactyly (1)
Gastrointestinal - Hypoplastic anus (1)

	Phillips et al 1996
(Ref. 19)
	11
	13q14 (11)
	Posterior embryotoxon (11)
Iris adhesions (7)
Iris hypoplasia (7)
Glaucoma (9)
	Dental - Premature teeth loss, oligodontia, microdontia (8)
Craniofacial - Maxillary hypoplasia, broad nasal root (3)
Hearing loss/defects (5)
Orthopedic - Hip malformation (2)
Genitourinary - Cryptorchism, fetal lobulations of the kidney (2)
Cardiac - Tricuspid valve anomaly (1)
Neurologic - Hydrocephalus (1)

	Tanwar et al 2010
(Ref. 21)
	1
	CYP1B1 (1)
c.1063C>T
c.1103G>A
	Infantile onset glaucoma (1)
Posterior embryotoxon (1)
Iris adhesions (1)
	Protruding umbilicus (1)
Craniofacial - broad nasal bridge (1)
Dental - malaligned teeth (1)

	Ozeki et al 1999
(Ref. 24)
	21
	NR
	Posterior embryotoxon (15)
Iris hypoplasia (6)
Sclerocornea (3)
Glaucoma (3)
Persistent pupillary membrane (2)
Microphthalmia (2)
Iris coloboma (1)
	Dental (9)
Craniofacial (5)
Alagille syndrome (3)


	Perveen et al 2000
(Ref. 25)
	8
	PITX2 (8
Multiple mutations, deletions, and insertions
	Iris hypoplasia with corectopia/pseudopolycoria (8)
Iris hypoplasia (2)
Aniridia (1)
Peters Anomaly (2)
Peripheral anterior synechiaeh (2)
Posterior embryotoxon (1)
Anterior polar cataract (1)
Glaucoma (8)
Foveal hypoplasia (1)
	Dental (15)
Umbilical abnormalities (11)
Craniofacial - cleft palate, cleft uvula (2)
Orthopedic - Joint hypermobility, Pectus deformity, finger pulp deformity (2)
Gastrointestinal - anteriorly placed anus, Meckel’s diverticulum, imperforate anus (3)
Neurologic - Learning difficulties (1)


	Lines et al 2004
(Ref. 27)
	6
	PITX2 (6)*
	Posterior embryotoxon (3)
Iridocorneal adhesions (2)
Iris hypoplasia with corectopia/pseudopolycoria (5)
Glaucoma (2)
Endothelial guttata (1)
Anterior polar cataracts (1)
	Craniofacial - maxillary hypoplasia (1)
Redundant umbilical skin (2
Dental - pointed/maloccluded teeth (1)
Short stature (1)

	Fetterman et al 2009
(Ref. 28)
	2
	FOXC1 (2)
c.889C>T
	Iridogoniodysgenesis (2)
Glaucoma (2)
Map dot fingerprint dystrophy (1)
Plateau iris (1)
Abnormal tissue in angle (1)
	NR

	D’haene et al 2011
(Ref. 31)
	32
	FOXC1 (19)
Multiple mutations, deletions, duplications, and insertions








PITX2 (13)
Multiple mutations, deletions, duplications, and insertions
	Glaucoma (11)
Posterior embryotoxon (9)
Cataract (3)
Corneal opacities (1)
Ectropion uvea (2)
Iris hypoplasia (3)
Peripheral anterior synechiae (3)
Blue sclera (1)
Iris hypoplasia with corectopia/pseudopolycoria (4)
Megalocornea (1)
Corectopia (1)

Glaucoma (5)
Posterior embryotoxon (4)
Iris hypoplasia with corectopia/pseudopolycoria (3)
Peripheral anterior synechiae (3)
Corectopia (6)
Polycoria (2)
Iridocorneal dysgenesis (1)
Leukoma (1)
Microcornea (1)
Corneal guttate (1)
	Craniofacial - maxilllary hypoplasia, hypertelorism (10)
Dental (10)
Hearing loss (7)
Neurologic - Learning difficulties, speech delay, developmental delay, epilepsy (5)
Orthopedic - scoliosis (1)






Craniofacial - maxillary hypoplasia (6)
Umbilical anomaly (11)
Dental anomaly (11)
Orthopedic - joint hyperextension, clindactyly
Urogenital - testis retention (1)
Short stature (1)

	Idrees et al 2006
(Ref. 33)
	6
	PITX2 (6)
c.710C>T
	Glaucoma (2)
Posterior embryotoxon (4)
Peripheral anterior synechiae (3)
Iris hypoplasia with corectopia/pseudopolycoria (3)
	Umbilical anomaly (3)
Dental anomaly (3)
Craniofacial - Maxillary hypoplasia (2)

	Dressler et al 2010
(Ref. 34)
	4
	PITX2 
c.774C>T
	Posterior embryotoxon (4)
Iridocorneal adhesions (4)
Iris hypoplasia (2)
Iris hypoplasia with corectopia/pseudopolycoria (2)
Glaucoma (3)
	Umbilical anomaly (4)
Dental (4)
Craniofacial - maxillary hypoplasia, micrognathia (3)

	Prem Senthil et al 2022
(Ref. 35)
	61
	FOXC1 (36)*














PITX2 (25)*
	Corneal abnormality (18)
Corneal decompensation (10)
Megalocornea (8)
Peters Anomaly (11)
Corneal edema (5)
Corectopia (15)
Pseudopolycoria (1)
Ectropion uvea (4)
Posterior embryotoxon (23)
Iris hypoplasia (12)
Peripheral anterior synechiae (14)
Iris processes (11)
Cataract (8)
Glaucoma (27)

Corneal abnormality (4)
Corneal decompensation (8)
Peters Anomaly (4)
Corneal edema (3)
Corectopia (14)
Pseudopolycoria (9)
Ectropion uvea (1)
Posterior embryotoxon (15)
Iris hypoplasia (17)
Peripheral anterior synechiae (15)
Iris processes (5)
Cataract (4)
Glaucoma (17)
	Dental (5)
Umbilical abnormality (3)
Hearing loss (13)
Cardiac (10)
Neurologic - hydrocephalus, learning disability (11)
Short stature (3)









Dental (23)
Umbilical abnormality (24)
Hearing loss (1)
Cardiac (2)
Neurologic - Learning disability (2)
Short stature (1)
Gastrointestinal (8)


	Reis et al 2022
(Ref. 63)
	128
	FOXC1 (69)
Multiple mutations and deletions












PITX2 (59)
Multiple mutations and deletions
	Typical ARS anomalies (50)
Corneal opacity (17)
Aniridia (9)
Primary congenital glaucoma (2)
Glaucoma (46)










Typical ARS anomalies (55)
Corneal opacity (9)
Aniridia (5)
Glaucoma (42)
	Craniofacial (54)
Dental - microdontia, hypodontia, enamel hypoplasia, caries (29)
Umbilical anomaly (8)
Gastrointestinal - Meckel’s diverticulum, anal anomaly, IBS, feeding disorder (15)
Cardiac (22)
Hearing loss (22)
Genituorinary - kidney (6)
Growth delay (11)
Hypotonia (11)
Developmental delay (11)
Orthopedic (22)
Hip anomalies (8)

Craniofacial (55)
Dental - microdontia, hypodontia, enamel hypoplasia, caries (54)
Umbilical anomaly (56)
Gastrointestinal - Meckel’s diverticulum, anal anomaly, IBS, feeding disorder (25)
Cardiac (4)
Hearing loss (6)
Genituorinary - kidney, hypospadias (6)
Growth delay (7)
Hypotonia (4)
Developmental delay (6)
Orthopedic (5)

	Honkanen et al 2003
(Ref. 68)
	5
	FOXC1 (5)
p.Phe112Ser
	Posterior embryotoxon with iris processes (5)
Peters Anomaly (1)
Iris hypoplasia with corectopia (2)
Glaucoma (2)
	Craniofacial/Dental (2)
Cardiac (2)

	Qin et al 2020
(Ref. 69)
	9
	PITX2 (9)
Deletion (chr4:111,535,454-
111,588,933)
	Microcornea (1)
Sclerocornea (2)
Central corneal scar (3)
Endothelial dystrophy (1)
Decreased endothelial density (2)
Iris dysplasia (7)
Pseudopolycoria (3)
Posterior embryotoxon (4)
Cataract (3)
	Dental (9)
Umbilical abnormality (9)
Cardiac (7)

	Meng et al 2022
(Ref. 70)
	1
	NR
	Iris hypoplasia (1)
Posterior embryotoxon (1)
Iridocorneal adhesions (1)
Posterior staphyloma (1)
Peters Anomaly (1)
Cataract (1)
	NR

	Jacobson and Bohnsack 2022
(Ref. 71)
	4
	NR
	Glaucoma (3)
Microcornea (2)
Posterior embryotoxon (4)
Iris hypoplasia with corectopia/pseudopolycoria (4)
Optic nerve dysplasia (4)
Chorioretinal atrophy (4)
	Craniofacial - maxillary hypoplasia (2)

	Golaszewska et al 2021
(Ref. 72)
	4
	PITX2 (4
c.206G>A
	Cataract (3)
Glaucoma (4)
Posterior embryotoxon (4)
Corectopia (1)
Iridocorneal adhesions (3)
Foveal abnormality - absence of pit (3)
Iris hypoplasia (2)
Ectropion uvea (1)
	Craniofacial - hypertelorism, wide nasal bridge (1)
Dental - hypodontia, microdontia (4)


	Ramesh et al 2022
(Ref. 73)
	1
	NR
	Posterior embryotoxon (1)
Corectopia (1)
Iris adhesions (1)
Optic nerve coloboma (1)
	None

	Yang et al 2022
(Ref. 106)
	1
	PITX2 (1)
Deletion (chr4:111,437,127-
111,652,876)
	Posterior embryotoxon (1)
Iridocorneal adhesions (1)
Glaucoma (1)
	Umbilical anomaly (1)
Dental - hypodontia, cross bite (1)
Craniofacial - telecanthus (1)

	Cazzolla e al 2022
(Ref. 107)
	1
	NR
	Glaucoma (1)

	Hearing loss (1)
Developmental delay (1)
Orthopedic - vertebral lordosis, joint laxity
Dental - enamel hypoplasia, conoid-like teeth (1)
Craniofacial - maxillary and mandibular hypoplasia (1)

	Gripp et al 2013
(Ref. 109)
	1
	FOXC1 (1)
c.508C>T
	Irregular iris processes (1)
Infantile onset glaucoma (1)
	Cardiac - mitral valve dysplasia, aortic arch hypoplasia (1)
Craniofacial - telecanthus (1)

	Kannu et al 2006
(Ref. 111)
	1
	6p25 microdeletion
	Posterior embryotoxon (1)
	Craniofacial - hypertelorism, maxillary hypoplasia (1)
Learning disability (1)
Orthopedic - Perthes disease, thoracic scoliosis, hallux valgus, flattening of the femoral epiphyses, shortening of femoral neck (1)
Hearing loss (1)

	Ali et al 2019
(Ref. 112)
	1
	PITX2 (1)
c.271C>G
	
	Umbilical cyst (1)
Omphalocele (1)
Gastrointestinal - Meckel’s diverticulum (1)

	Yamazaki et al 2021
(Ref. 113)
	1
	FOXC1 (1)
c.477_478delCA
	Infantile onset glaucoma (1)
	Hearing loss and hypoplastic cochlea (1)

	Akcay et al 2022 
(Ref. 114)
	2
	NR
	Iris hypoplasia with corectopia/pseudopolycoria (2) 
	Dental - microdontia, oligodontia (2)
Umbilical anomaly (2)
Genitourinary - hypospadias (2)

	Lowry et al 2007
(Ref. 115)
	1
	NR
	Posterior embryotoxon (1)
Iris hypoplasia (1)
Iris adhesions (1)
	Hearing loss (1)
Orthopedic - dislocated hips, joint laxity (1)
Neurologic, Dural ectasia with  multiple meningocele, hydrocephalus (1)
Short stature (1)
Craniofacial - telecanthus, hypertelorism (1)


* Specific genetics data either not clearly denoted or not reported


Table caption: Comparison of referenced ARS studies showing the number of included patients, reported genetics, ocular findings and systemic manifestations. 


Information Classification: General

