
Appendix 6: A comparison of the presence of ocular or systemic features between individuals with at least one European founder variant (c.767_786del) and individuals who did not have the European founder variant  
	Ocular or systemic feature
	Individuals with at least one European founder variant

(n, %)
	Individuals without the European founder variant 
(n, %)
	P value

	Total individuals
	55 (100.0)
	40 (100.0)
	-

	Other anterior segment
	30 (54.5)
	13 (32.5)
	0.06a

	Early onset cataract/lens opacity
	6 (10.9)
	6 (15.0)
	0.78a

	Posterior segment
	7 (12.7)
	4 (10.0)
	0.76b

	Any systemic feature
	19 (34.5)
	7 (17.5)
	0.11a

	Musculoskeletal and connective tissue
	10 (18.2)
	5 (12.5)
	0.64a

	Cardiovascular
	6 (10.9)
	2 (5.0)
	0.46b

	Facial dysmorphism
	3 (5.5)
	3 (7.5)
	0.69b

	Neurodevelopmental
	5 (9.1)
	0 (0.0)
	0.07b


Other anterior segment features included: ectopia lentis et pupillae, iris transillumination defect, iridodonesis, persistent pupillary membrane, poor pupillary dilatation, spherophakia, corectopia, iris coloboma, lens coloboma, posterior synechiae and iris processes. 
Posterior segment features included retinal detachment, axial length ≥27.0 millimeters and posterior staphyloma.

aChi-square test with continuity correction

bFisher exact test
