[bookmark: _Hlk115358015]TablE1: Clinical features of the 31 patients and comparison with those reported by (Fusco et al., 2014)   
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	11 Y
	8 Y
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	6
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	5
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	30
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	5
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	6
Y
	9
Y
	7
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Y
	4
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	5
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	4Y
	2Y
	4Y
	36Y
	8M
	5Y
	1Y 5M
	7Y
	2Y
	4Y 9M
	10Y
	3Y
	5D
	
	14,6 Y
	5,5 Y

	FD
*Broad front
*Bitemporal narrowing
*Periorbital fullness
*Iris with star and/or lace patterns
*Short, and snub nose with a bulbous tip
*Long philtrum
* Wide mouth
* Full lips
* Micrognathia
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	    Cranial perimeter (cm)
	*
	49
	*

	51
	*
	50
	*
	*
	*
	49
	*
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	47
	49
	*
	49
	45;5
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	   Weight (Neonate)
(g)

	2700
	2350
	*
	2450
	*
	2800
	*
	*
	*
	3800
	*
	3150
	*
	*
	2850
	*
	*
	2700
	3700
	2450
	3250
	*
	2000
	2600
	27500
	*
	*
	1400
	1900
	*
	*
	5
	2600
	2840

	Weight (consultation)
(kg)
	*
	30
	*
	16,5
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	*
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	22
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	16,5
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	10
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	21,5
	11
	*
	
	70
	13,5

	Height
(cm)
	*
	119
	*
	102
	*
	115
	*
	*
	*
	115
	*
	110
	123
	*
	100
	118
	108
	*
	105
	77
	99
	*
	68,5
	*
	72
	*
	84
	*
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	82
	*
	
	148
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	Cardiac defect
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	*
	PS
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	PS
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	AS
	*
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	*
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	17
	-
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	Kidney defect
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	-
	-
	-
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	-
	+
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	-
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	Psychomotor delay
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	-
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	6
	-
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	Developmental delay/ID
	+
	+
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	+
	+
	+
	+
	+
	+
	+
	+

	+
	+
	+
	+
	-
	+
	-
	+
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	+

	-
	+
	+
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	+
	+
	NP
	26
	+
	+

	Behavioural Profile:
*Hyper sociability
* Aggressivity
* Autistic traits
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	Visuo-spatial disorders
	+
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	   Language delay
	-
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	-
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	CGH Array
	NP
	NP
	NP
	NP
	NP
	NP
	NP
	NP
	NP
	NP
	NP
	NP
	NP
	NP
	NP
	NP
	NP
	NP
	Del 7q
(1,43MB)
ELN
LIMK1
CLIP2
GTF2I
GTF2IRD

	Del7q
(1,7MB)
ELN
LIMK1
CLIP2
GTF2I
GTF2IRD
NCF1
	Del7q
(3MB)
ELN
LIMK1
CLIP2
GTF2I
GTF2IRD
NCF1
	NP
	NP
	NP
	NP
	Del7q
(1,4MB)
ELN
LIMK1
CLIP2
GTF2I
GTF2IRD

	NP
	Del7q
(1,7MB)
ELN
LIMK1
CLIP2
GTF2I
GTF2IRD
NCF1
	Del7q
(1,39MB)
ELN
LIMK1
CLIP2
GTF2I
GTF2IRD

	NP
	NP
	6
	Del7q
(3,5MB)
ELN
LIMK1
CLIP2
GTF2I
GTF2IRD
NCF1
HIP1
YWHAG
	Del7q
(3,5MB)
ELN
LIMK1
CLIP2
GTF2I
GTF2IRD
NCF1
HIP1
YWHAG

	Indications CGH-Array
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	*RP
*RA

	*Familial case
*Bone malformation
	Autism
	
	
	
	
	* Normal heart ultrasound
	
	Autism
	*Kidney defect
*Hypothyroidy

	
	
	
	
	


+: present, −: not present, F female, M Male, *: data not collected or not mentioned, NP Not performed, FD Facial Dysmorphia, ID Intellectual disability, AS arteries stenosis, VSD ventricular septal defect, APS arteries pulmonary stenosis, SVAS supravalvular aortic stenosis, MV mitral valvopathy, PS pulmonary stenosis, P Performed          Twins with same clinical features,       Familial case,             2 patients reported in the study(Fusco et al,2014), Y: years, M: months, D: days 
