Table 2.The clinical characteristics of the population that was included in the study
	Group
	p.Val14Ile
	other mutation
	Standardize diff.
	P-value

	N
	10
	47
	
	

	Age
	12.01 ± 4.24
	8.21 ± 9.37
	0.52 (-0.33, 1.38)
	0.309

	Sex
	0.24 (-0.52, 1.01)
	0.549

	male
	6 (75.00%)
	23 (63.89%)
	
	

	female
	2 (25.00%)
	[bookmark: _GoBack]13 (36.11%)
	
	

	Craniofacial and brain morphological abnormalities
	0.21 (-0.99, 1.41)
	0.724

	No
	1 (33.33%)
	6 (24.00%)
	
	

	Yes
	2 (66.67%)
	19 (76.00%)
	
	

	Growth restriction
	0.08 (-0.64, 0.80)
	0.828

	No
	2 (22.22%)
	8 (19.05%)
	
	

	Yes
	7 (77.78%)
	34 (80.95%)
	
	

	Development and intelligence
	0.17 (-0.59, 0.93)
	0.640

	No
	1 (12.50%)
	3 (7.50%)
	
	

	Yes
	7 (87.50%)
	37 (92.50%)
	
	

	Central nervous system abnormalities
	
	<0.001

	No
	1 (100.00%)
	0 (0.00%)
	
	

	Yes
	0 (0.00%)
	12 (100.00%)
	
	

	Cardiovascular system abnormalities
	0.34 (-0.35, 1.03)
	0.300

	No
	3 (30.00%)
	7 (15.91%)
	
	

	Yes
	7 (70.00%)
	37 (84.09%)
	
	

	Trunk and neck
	0.46 (-0.36, 1.27)
	0.209

	No
	2 (28.57%)
	4 (10.81%)
	
	

	Yes
	5 (71.43%)
	33 (89.19%)
	
	

	Limb and skeletal development
	0.13 (-1.15, 1.41)
	0.837

	No
	1 (33.33%)
	3 (27.27%)
	
	

	Yes
	2 (66.67%)
	8 (72.73%)
	
	

	Hair abnormalities
	2.07 (0.51, 3.63)
	0.057

	No
	2 (100.00%)
	7 (31.82%)
	
	

	Yes
	0 (0.00%)
	15 (68.18%)
	
	

	Skin abnormalities
	0.85 (-0.13, 1.84)
	0.119

	No
	4 (80.00%)
	10 (41.67%)
	
	

	Yes
	1 (20.00%)
	14 (58.33%)
	
	

	Reproductive system
	0.23 (-0.86, 1.31)
	0.683

	No
	2 (50.00%)
	7 (38.89%)
	
	

	Yes
	2 (50.00%)
	11 (61.11%)
	
	

	Urinary system
	4.00 (1.29, 6.71)
	0.035

	No
	1 (100.00%)
	1 (11.11%)
	
	

	Yes
	0 (0.00%)
	8 (88.89%)
	
	

	Ear, nose, throat (ENT) and vestibular system
	0.40 (-0.77, 1.57)
	0.469

	No
	1 (25.00%)
	1 (10.00%)
	
	

	Yes
	3 (75.00%)
	9 (90.00%)
	
	

	Eye/Vision
	0.21 (-0.57, 0.99)
	0.589

	No
	2 (25.00%)
	5 (16.67%)
	
	

	Yes
	6 (75.00%)
	25 (83.33%)
	
	

	Lymphatic and hematologic systems
	1.58 (0.37, 2.80)
	0.013

	No
	3 (75.00%)
	2 (13.33%)
	
	

	Yes
	1 (25.00%)
	13 (86.67%)
	
	




