Supplementary Table S1. A complete list of references
	No.
	References 
	Sex 
	Age
	Deleted region (location)
	Deleted size (Mb) 
	Inheritance
	Chromosomal aberration

	Case 1
	Abu-Amero et al[1]
	Female
	17y
	18p11.32p11.21 (121,700_14,749,050) (The data is obtained from the figures) (hg NA)
	14.6
	de novo
	Terminal deletion

	Case 2
	Willoughby et al[2]
	Male 
	4y
	18p11.32p11.21 (148,963_12,642,430) (hg19)
	12.49
	NA
	Terminal deletion

	Case 3
	[bookmark: OLE_LINK5]Lemmers et al (Rf898.202) [3]
	Female
	65y
	18p11.32p11.31 (1,829,674_3,039,186) (hg19)
	1.2
	NA
	Interstitial deletion

	Case 4
	Lemmers et al (Rf898.204)[3]
	Female
	59y
	18p11.32p11.31 (1,829,674_3,039,186) (hg19)
	1.2
	NA
	Interstitial deletion

	Case 5
	Lemmers et al (Rf898.205)[3]
	Male
	49y
	18p11.32p11.31 (1,829,674_3,039,186) (hg19)
	1.2
	NA
	Interstitial deletion

	Case 6
	Lemmers et al (Rf898.301)[3]
	Male
	36y
	18p11.32p11.31 (1,829,674_3,039,186) (hg19)
	1.2
	Mat
	Interstitial deletion

	Case 7
	Lemmers et al (Rf898.303)[3]
	Male
	36y
	18p11.32p11.31 (1,829,674_3,039,186) (hg19)
	1.2
	Fat
	Interstitial deletion

	Case 8
	Lemmers et al (Rf929.201)[3]
	Male
	60y
	18p11.32p11.31 (1,844,188_3039,186) (hg19)
	1.2
	NA
	Interstitial deletion

	Case 9
	Lemmers et al (Rf929.204)[3]
	Female
	NA
	18p11.32p11.31 (1,844,188_3,039,186) (hg19)
	1.2
	NA
	Interstitial deletion

	Case 10
	Bellfield et al[4]
	Female
	3 m
	18p11.32p11.21 (NA) (hg NA)
	13.93 
	NA
	Ring chromosome

	Case 11
	Kumar et al[5]
	Female
	45y
	18p11.32p11.21 (NA) (hg NA)
	14.52
	de novo
	Terminal deletion

	Case 12
	Balog et al[6]
	Female
	50y
	18p11.32p11.31 (1,852,498_3,039,186) (hg19)
	1.2
	NA
	Interstitial deletion

	Case 13
	Balog et al[6]
	Female
	24y
	18p11.32p11.31 (1,852,498_3,039,186) (hg19)
	1.2
	Mat
	Interstitial deletion

	Case 14
	Balog et al[6]
	Male
	17y
	18p11.32p11.31 (136,226_3,709,404) (hg19)
	3.7
	de novo
	Terminal deletion

	Case 15
	Renard et al[7]
	NA
	18y
	18p11.32p11.21 (148,963_14,081,888) (hg19)
	13.9
	de novo
	Terminal deletion

	Case 16
	Sun et al[8]
	Female
	7y
	18 p11.32p11.21 (12,842_15,375,878) (hg NA)
	15.3
	de novo
	Terminal deletion

	Case 17
	Crosiers et al[9]
	Male
	41y
	18p11.32p11.21 (12,842_14,385,836) (hg NA)
	14.39
	NA
	Terminal deletion

	Case 18
	Chen et al[10]
	Female
	13y
	18p11.32p11.21 (148,993_14,081,858) (hg19)
	13.93
	de novo
	Terminal deletion

	Case 19
	Klaphake et al[11]
	Female
	17y
	18p11.32p11.22 (210,071_15,096,727) (hg18)
	15.08
	NA
	Terminal deletion

	Case 20
	Yang et al[12]
	Female
	2y
	18p11.32p11.21 (136,227_15,099,116) (hg NA)
	14.9
	de novo
	Terminal deletion

	Case 21
	Mello et al (P1)[13]
	Male
	24y
	18p11.32p11.23 (NA_8,476,957) (hg19)
	8.5
	NA
	Terminal deletion

	Case 22
	Mello et al (P2)[13]
	Female 
	11y
	18p11.32p11.21 (NA_12,335,784) (hg19)
	12.3 
	NA
	Terminal deletion

	Case 23
	Mello et al (P3)[13]
	Male
	25y
	18p11.32p11.21 (NA_15,093,591) (hg19)
	15.1
	NA
	Terminal deletion

	Case 24
	Mello et al (P4)[13]
	Female 
	23y
	18p11.32p11.21 (NA_15,152,200) (hg19)
	15.1
	NA
	Terminal deletion

	Case 25
	Ju et al[14]
	Female
	35y
	18p11.32p11.21 (136,227_15,099,116) (hg19)
	14.9
	NA
	Terminal deletion

	Case 26
	Ju et al (Case 25 son)[14]
	Male
	12y
	18p11.32p11.21 (136,227_15,099,116) (hg19)
	14.9
	Mat
	Terminal deletion

	Case 27
	Jin et al[15]
	Female
	27y
	18p11.32p11.21 (146,484_11,654,499) (hg19)
	11.51
	de novo
	Terminal deletion

	Case 28
	Li et al[16]
	Male 
	8y
	18p11.32p11.21 (85,037_14,378,579) (hg19)
	14.3
	de novo
	Terminal deletion

	Case 29
	Kocaaga et al[17]
	Male
	21m
	18p11.32p11.21 (148,963_14,081,887) (hg NA)
	13.9
	de novo
	Terminal deletion

	Case 30
	Wakabayashi et al[18]
	Male 
	6m
	18p11.32p11.21 (NA) (hg NA)
	12.59
	NA
	Terminal deletion

	Case 31
	Mouraux et al[19]
	Male
	37y
	18p11.32p11.21 (90,001_12,690,000) (hg38)
	12.7
	NA
	Terminal deletion

	Case 32
	Herlin et al (Monozygotic triplets 1)[20]
	Female
	37y
	18p11.31p11.21 (5,416,774_11,286,578) (hg19)
	5.9
	de novo
	Interstitial deletion

	Case 33
	Herlin et al (Monozygotic triplets 2)[20]
	Female
	37y
	18p11.31p11.21 (5,416,774_11,286,578) (hg19)
	5.9
	de novo
	Interstitial deletion

	Case 34
	Herlin et al (Monozygotic triplets 3)[20]
	Female
	37y
	[bookmark: _GoBack]18p11.31p11.21 (5,416,774_11,286,578) (hg19)
	5.9
	de novo
	Interstitial deletion

	Case 35
	Braccia et al (case 1)[21]
	Male
	67y
	18p11.32p11.21 (118,788_13,463,777) (hg19)
	13.33
	NA
	Terminal deletion

	Case 36
	Braccia et al (case 2)[21]
	Female 
	59y
	18p11.32p11.21 (14,275_14,206,245) (hg19)
	14.19
	NA
	Terminal deletion

	Case 37
	Di Rauso et al[22]
	Male
	55y
	18p11.21 (10,633,666_11,904,117) (hg19)
	1.3
	NA
	Interstitial deletion

	Case 38
	Giannotti et al[23]
	Female
	19y
	[bookmark: OLE_LINK1]18p11.32p11.21 (NA) (hg NA)
	15.3
	NA
	Terminal deletion

	Case 39
	Ye et al[24]
	Female
	24y
	18p11.32p11.21(136,227_15,079,295) (hg38)
	14.9
	de novo
	Terminal deletion

	Case 40
	Jeremia et al[25]
	Male
	4y
	18p11.32p11.21 (NA) (hg NA)
	11.5
	NA
	Terminal deletion

	Case 41
	Present case
	Female
	30y
	18p11.32p11.21 (136,228_13,986,303) (hg19)
	13.85
	de novo
	Terminal deletion


Mat: maternal; NA: not available; Pat: paternal
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