Table S2. Reported extragenic deletions in human genetic disorders.

	Disease
	Locus
	Gene
	Distance of the deletion

from the gene (in kilobases); 

orientation with respect to target gene
	Size of the deletion (in kilobases)
	References

	Aniridia, type II
	11p13
	PAX6
	22.1 kb; 3’ 

11.6 kb; 3’
	975 kb deletion

1,105 kb deletion
	


[1] ADDIN EN.CITE 

	α-thalassemia 
	16p13.3
	HBA2
	0.35 kb; 3’ 

30-50 kb; 5’
	18.4 kb, including HBA1, HBAQ1 and part of LUC7L
also multiple overlapping deletions
	[2]; [3]; [4]

	Blepharophimosis syndrome (BPES)
	3q22.3
	FOXL2
	101-231 kb; 5’

28.7 kb; 3’
	4 different microdeletions (126 kb to 1.9 Mb)

188 kb microdeletion
	


[5] ADDIN EN.CITE 

	Campomelic dysplasia
	17q24.3
	SOX9
	380 kb; 5’
	1.5 Mb microdeletion
	


[6] ADDIN EN.CITE 

	Pierre Robin sequence (PRS)
	17q24.3
	SOX9
	1.38 Mb; 5’

1.58 Mb; 5’

1.56 Mb; 3’
	75 kb microdeletion

>319 kb microdeletion

36 kb microdeletion
	


[7] ADDIN EN.CITE 

	Glaucoma / iridogoniodysgenesis / Axenfield-Rieger syndrome
	6p25
	FOXC1
	1200 kb; 5’
	
	[8]

	Gonadal dysgenesis with XY sex reversal
	Yp11.31
	SRY
	1.7 kb; 5’

 2-3 kb; 3’
	25-50 kb

2.5-7 kb (exact size not assessed)
	


[9] ADDIN EN.CITE ;


[10] ADDIN EN.CITE 

	β-thalassemia
	11p15.4
	HBB
	50 kb; 5’
	30 kb deletion
	[11]

	Fascioscapulohumeral dystrophy (FSHD)
	4q35
	FSHD
	100 kb; 3’
	n D4Z4 deletions (n x 3.3 kb)
	[12];


[13] ADDIN EN.CITE ; [14]

	Potocki-Shaffer syndrome
	11p11.2
	ALX4
	>15 kb; 3’
	~1.37 Mb deletion
	


[15] ADDIN EN.CITE 

	Saethre-Chotzen syndrome
	7p21.1
	TWIST1
	5 kb; 3’
	translocation with 512 kb microdeletion
	


[16] ADDIN EN.CITE 

	Leri-Weill dyschondrosteosis, idiopathic short stature
	Xp22.33
	SHOX
	250-350 kb; 5’

30-530 kb; 3’

200 kb; 3’
	ring (X) with deletion of  700-900 kb of PAR1

12 microdeletions (<81 kb to 501 kb)

240-350 kb
	[17]; 


[18] ADDIN EN.CITE ; 


[19] ADDIN EN.CITE  

	Van Buchem disease
	17q21.31
	SOST
	35 kb; 3’
	51.7 kb deletion
	


[20] ADDIN EN.CITE 

	X-linked deafness with stapes fixation
	Xq21.1
	POU3F4
	400 kb; 5’

900 kb; 5’
	microdeletions

overlapping microdeletions with 8 kb overlap
	[21];


[22] ADDIN EN.CITE 

	X-linked recessive hypoparathyroidism
	Xq26.3
	SOX3
	67 kb; 3’
	23-25 kb deletion/340 kb insertion
	


[23] ADDIN EN.CITE 
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