	Supplementary table 1: Detailed data on cytogenetic testing results

	Pt
	Change
	Origin 
	Classical karyotype
	MLPA analysis
	Array CGH analysis, size 

	1
	Partial gene deletion  
	De novo
	NP
	del 13q14.2(RB1 ex21-23)

	NP

	2
	Balanced translocation 
	Maternal 
	46,XX,t(13;16)(q21?;q23?)
	normal
	normal

	3
	Whole gene deletion
	De novo
	46,XY,del(13)(q14.1q14.3)
	NP
	arr[GRCh37] 13q14.11q14.3(44170158_51625488)x1
7,4 Mb

	4
	Duplication 
	Paternal 
	NP
	dup 13q14.2(RB1 ex 3-17)
	arr[GRCh37] 13q14.2(48914863_48964482)x3
49,6 kb

	5
	Partial gene deletion 
	ND
	46,XX
	del 13q14.2(RB1 ex 18-27)
	NP

	6
	Whole gene deletion 
	Paternal 
	NP
	del 13q14.2
	NP

	7
	Partial gene deletion 
	ND
	NP
	del 13q14.2(RB1 ex 7-8)

	NP

	8
	Whole gene deletion 
	De novo
	NP
	del 13q14.11q14.3
	arr[GRCh37] 13q14.11q14.3(42848000_50932437)x1
8,1 Mb

	9
	Duplication 
	ND 
	NP
	dup 13q14.2(RB1 ex3-17)
	NP

	10
	Partial gene deletion 
	ND
	NP
	del 13q14.2(RB1 ex1-2)
	NP

	11
	Partial gene deletion, translocation
	ND
	46,XY,del(13)der(6;13)(6pter-6q12::13qter;13pter-13q12.2::6q12-6qter)dn
	
	NP

	12
	Deletion 
	De novo
	NP
	del 13q14.2(RB1 ex1-2) 
	NP

	13
	Partial gene deletion 
	De novo
	NP
	del 13q14.2(RB1 ex 18-23) 
	NP

	14
	Partial gene deletion 
	Paternal 
	NP
	del 13q14.2(RB1 ex 1-2)
	NP

	15
	Whole gene deletion 
	ND 
	NP
	del 13q14.11q14.3
	arr[GRCh37] 13q14.11q22.2(42778209_76118362)x1
33,3 Mb

	16
	Whole gene deletion 
	De novo
	NP
	del 13q14.2q14.3
	NP

	17
	Whole gene deletion 
	Not maternal 
	NP
	del 13q14.2q14.3
	NP

	18
	Partial gene deletion 
	Paternal 
	NP
	del 13q14.2(RB1 ex 18) 
	NP

	19
	Partial gene deletion 
	ND 
	NP
	del 13q14.2(RB1 ex 8)
	NP

	ND – no data, NP – not performed, Pt - patient



