
Appendix 5: Systemic features reported amongst 95 individuals with ADAMTSL4-associated ectopia lentis
	Systemic features
	Number of individuals (n, %)
	Exact systemic features reported per individual per group of systemic features 

	Nil
	69 (73)
	1-69. No systemic features reported1–14

	Musculoskeletal and connective tissue 
	15 (16)
	1. Craniosynostosis, scoliosis, hyperlaxity of elbows and knees, hypoplastic toenails4
2. Craniosynostosis7  
3. Arm to height span ratio 1.064
4. Arm to height span ratio 1.05, arachnodactyly, hyperextensible skin10
5. Pes planus, pectus carinatum4
6. Pes planus4
7. Brachydactyly, short stature (10th centile)5  
8. Microcephalic, mild syndactyly5
9. Two lumbar herniated discs5
10. Herniotomy (hernia location not reported)8
11. Herniotomy (hernia location not reported)8
12. Umbilical hernia8
13. Inguinal hernia8
14. High arched palate6
15. Hypermobility (Individual B-II-1)a 

	Cardiovascular 
	8 (8)
	1. Varicosis5 
2. Mild venous insufficiency5 
3. Small ventricular septal defect5 
4. Benign ventricular extrasystolia8
5. Mild cardiac arrhythmias8
6. Mild mitral systolic murmur10
7. Minimal mitral valve prolapse4
8. Borderline aortic root diameter6

	Facial dysmorphism
	6 (6)
	1. Down-slanting palpebral fissures, malar hypoplasia, retrognathia4
2. Retrognathia4 
3. Malar hypoplasia, retrognathia4 
4. Mild hypertelorism and epicanthal folds13
5. Epicanthal folds5
6. Slight facial asymmetry (secondary to craniosynostosis)7 

	Neurodevelopmental
	5 (5)
	1. Developmental delay7  
2. Mild developmental delay5
3. Learning difficulties (Individual A-II-2)a 
4. Motor delay, autism spectrum disorder, depression, anxiety (Individual B-II-1)a
5. Learning difficulties, autism spectrum disorder (Individual C-II-2)a


	Other
	7 (7)
	1. Unilateral hearing loss4 
2. Hirsutism4 
3. Frequent joint pains5
4. Phenylketonuria1
5. Occasional nose bleeds5 
6. Mild eczema, fructose and lactose intolerance (Individual A-II-2)a
7. Low Vitamin D (Individual C-II-2)a


aIncludes individuals presented in this case series 
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