Supplementary Table S1. A complete list of references.
	
	References 
	Duplication location and copy
	Sex
	Chromosomal aberration
	Duplication size 
	Inheritance
	State

	Case 1
	Córdova-Fletes C et al., 2012
	chr22: 15,250,000-17,035,860 × 4 (hg18)
	F
	sSMC
	2.6 Mb
	de novo
	Homogeneous

	Case 2
	Knijnenburg J et al., 2012
	chr22: 17,799,398-18, 397,897 × 4 (hg19)
	F
	Triplication
	0.6 Mb
	Mat
	Homogeneous

	Case 3
	Case 2 mother
	chr22: 17,799,398-18, 397,897 × 4 (hg19)
	F
	Triplication
	0.6 Mb
	Mat
	Homogeneous

	Case 4
	[bookmark: OLE_LINK1]Case 2 maternal uncle
	chr22: 17,799,398-18, 397,897 × 4 (hg19)
	M
	Triplication
	0.6 Mb
	Mat
	Homogeneous

	Case 5
	Case 2 maternal grandmother
	chr22: 17,799,398-18, 397,897 × 4 (hg19)
	F
	Triplication
	0.6 Mb
	NA
	Homogeneous

	Case 6
	Kvarnung M et al., 2012
	chr22: 15,275,597–17,086,045 × 4 (hg18)
	F
	sSMC
	1.81Mb
	Pat
	Mosaicism

	Case 7
	Case 6 brother
	chr22: 15,275,597–17,086,045 × 4 (hg18)
	M
	sSMC
	1.81Mb
	Pat
	Mosaicism

	Case 8
	Case 6 sister
	chr22: 15,275,597–17,086,045 × 4 (hg18)
	F
	sSMC
	1.81Mb
	Pat
	Mosaicism

	Case 9
	Case 6 father
	chr22: 15,275,597–17,086,045 × 4 (hg18)
	M
	sSMC
	1.81Mb
	de novo
	Mosaicism

	Case 10
	Quintero-Rivera F et al., 2013
	chr22: (17,381,569-17,556,908) to chr22: (18,451,769-18,618,107) × NA (hg19) 
	F
	sSMC
	1.5 Mb
	NA
	Homogeneous

	Case 11
	Haltrich I et al., 2014
	chr22: 17,435,645-18,656,678 ×3, chr22: 17,598,642-17,799,783 × 4 (hg19)
	M
	Ring sSMC
	1.22 Mb, 0.2 Mb
	de novo
	Mosaicism

	Case 12
	Jedraszak G et al., 2015
	[bookmark: _Hlk157698483]chr22: 16,053,473-18,641,468 × 4 (hg19)
	M
	sSMC
	2.59 Mb	
	de novo
	Homogeneous

	Case 13
	Tsai MC et al., 2015
	chr22: 15,777,528-17,145,109 × 3 (NA)
	M
	sSMC
	1.37 Mb	
	de novo
	Mosaicism

	Case 14
	AlSubaihin A et al., 2018
	chr22: 16,888,899-18,648,856 × 4 (hg19)
	F
	sSMC
	1.76 Mb
	NA
	Homogeneous

	Case 15
	Katz B et al., 2020
	chr22: NA, × 4 (NA)
	F
	NA
	NA (Reported to contain DGSCR)
	de novo
	NA

	Case 16
	Glaeser AB et al., 2021
	chr22: 17,153,988-18,641,468 × 4 (NA)
	F
	sSMC
	1.49 Mb	
	de novo
	Mosaicism

	Case 17
	Serra G et al., 2021
	chr22: 16,054,691-19,010,508 × 4 (hg19)
	M
	sSMC
	2.96 Mb	
	de novo
	Homogeneous

	Case 18
	Williams JL et al., 2021, patient 1 
	chr22: NA -18,644,773 × 4 (hg19)
	F
	sSMC
	NA
	NA
	Mosaicism

	Case 19
	Williams JL et al., 2021, patient 2
	chr22: NA -18,644,773 × 4 (hg19)
	F
	sSMC
	NA
	NA
	Mosaicism

	Case 20
	Gaspar NS et al., 2022, patient 1
	chr22: 17,068,189_18,894,894 × 4 (NA)
	M
	sSMC
	1.83 Mb	
	NA
	Homogeneous

	Case 21
	Li J et al., 2022
	chr22: 16,888,899–18,644,241 × 4 (hg19)
	M
	sSMC
	1.76 Mb
	de novo
	Homogeneous

	Case 22
	Lu Y et al., 2023
	chr22: 16,500,000–18,200,000 × 4 (hg38)
	F
	sSMC
	1.7 Mb	
	Pat
	Homogeneous

	Case 23
	Case 22 father
	chr22: 16,500,000–18,200,000 × 4 (hg38)
	M
	sSMC
	1.7 Mb
	NA
	Homogeneous

	Case 24
	Wang Y et al., 2023
	chr22: 17,100,001-18,650,000 × 4 (hg19)
	F
	sSMC
	1.55 Mb
	Mat
	Homogeneous

	Case 25
	Case 24 mother
	chr22: 17,100,001-18,650,000 × 4 (hg19)
	F
	sSMC
	1.55 Mb
	NA
	Homogeneous

	Case 26
	Spineli-Silva S et al., 2023 patient 2
	chr22: 16,888,899_18,649,190 x 4 (hg19)
	F
	sSMC
	1.76 Mb
	NA
	Homogeneous

	Case 27
	Spineli-Silva S et al., 2023 patient 3
	chr22: 17,096,855–18,641,468 x 3 (hg19)
	M
	sSMC
	1.54Mb
	de novo
	Mosaicism

	Case 28
	Present case 
	chr22: 16,888,900-18,644,241 × 4 (hg19)
	M
	sSMC
	1.76 Mb
	de novo
	Homogeneous


[bookmark: _GoBack]F: female; M: male; NA: not available; Pat: paternal; Mat: maternal; DGSCR: DiGeorge syndrome critical region
