	Case #
	Fusion transcript
	FISH COL1A1-PDGFB fusion
	FISH PDGFB break apart
	FISH COL1A1 break apart
	FISH PDGFD break apart
	FISH COL6A3 break apart
	FISH EMILIN2 break apart
	[bookmark: _GoBack]Intragenic breakpoint by array-comparative genomic hybridization
	Additional quantitative anomalies

	1
	COL6A3(e42)-PDGFD (e6)
	Negative
	Negative
	NA
	Split
	Split
	NA
	Loss of 3’COL6A3 region (2q37.3)
	No

	2
	COL6A3(e42)-PDGFD (e6)
	ND
	Negative
	NA
	Split
	Split
	NA
	PDGFD intragenic deletion
	Loss of 11q22.3

	3
	COL6A3(e43)-PDGFD (e6)
	Negative
	Negative
	Negative
	Split
	Split
	NA
	PDGFD intragenic deletion
	Loss of 11q22.4

	4
	COL6A3(e42)-PDGFD (e6)
	Negative
	Negative
	Negative
	Failure
	Failure
	NA
	PDGFD intragenic deletion
	Losses of 11q22.5 and 2q33-q37

	5
	COL6A3(e42)-PDGFD (e6)
	ND
	Negative
	Negative
	ND
	ND
	NA
	Losses of 5'PDGFD and 3'COL6A3
	Losses of 3q26, 2q37, 11q22

	6
	COL6A3(e42)-PDGFD (e6)
	ND
	Negative
	Negative
	Split
	Split
	NA
	Losses of 5'PDGFD and 3'COL6A3
	Gain of whole chromosome 12;
Losses of 2q35-q37 and 11q22

	7
	COL6A3(e42)-PDGFD (e6)
	Failure
	Negative
	Negative
	Split
	Split
	NA
	Failure
	Failure

	8
	COL6A3(e42)-PDGFD (e6)
	Negative
	NA
	NA
	Split
	Failure
	NA
	ND
	ND

	9
	EMILIN2(e4)-PDGFD(e6)
	Negative
	Negative
	NA
	Split
	NA
	Split
	No breakpoint
	Losses of 3q, 5q, 9p, 9q and 14q,
homozygous deletion of CDKN2A

	10
	EMILIN2(e4)-PDGFD(e6)
	Negative
	Negative
	NA
	Split
	NA
	Split
	PDGFD intragenic deletion
	Homozygous deletion of CDKN2A

	11
	COL1A1(e45)-PDGFB(e2)
	Negative
	Negative
	Split
	NA
	NA
	NA
	5’COL1A1 gain
	Gains of 1q21-q25.3, 17q21.33-qter whole chromosomes 6 and 10 and loss of 1q22-23.1

	12
	COL1A1(e33)-PDGFB(e2)
	Negative
	Negative
	Split
	NA
	NA
	NA
	5’COL1A1 gain
	Losses of 6q12-q26 and of 8p and gains of 17q21-qter and of 22q11-q12 region

	13
	COL1A1(e11)-PDGFB(e2)
	Negative
	Negative
	Split
	NA
	NA
	NA
	5’COL1A1 gain
	Gains of 1p33-q23, 2q37-qter, 16p13-p12 and 17q21-qter

	14
	COL1A1(e46)-PDGFB(e2)
	Negative
	Negative
	Split
	NA
	NA
	NA
	5’COL1A1 gain
	Gains of 7pter-q11 region and 17q21-qter

	15
	COL1A1(e20)-PDGFB(e2)
	Negative
	Negative
	Split
	NA
	NA
	NA
	5’COL1A1 gain
	Gains of 4q28-q35, 6p, chr7 and 17q21-qter

	16
	COL1A1(e43)-PDGFB(e2)
	ND
	Negative
	Split
	NA
	NA
	NA
	ND
	ND

	17
	COL1A1(e39)-PDGFB(e2)
	Ambiguous
	Negative
	Split
	NA
	NA
	NA
	ND
	ND

	18
	COL1A1(e40)-PDGFB(e2)
	Negative
	Negative
	Negative, polysomy
	NA
	NA
	NA
	ND
	ND

	19
	COL6A3(e42)-PDGFD (e6)
	Negative
	NA
	NA
	Split
	Split
	NA
	5’COL6A3 gain
	Gains of 1, 2q, 7, 17,11q (spanning PDGFD)

	20
	No fusion transcript
	ND
	Negative
	Negative
	Negative
	Negative
	Negative
	No breakpoint
	Loss of 2p26-p22




Supplementary Table 3. 
