Table S3. Large CNV second hits in individuals with 16p13.1 duplications.
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Case No. Case ID Chrom Start End Length CNV Gene(s)

1 MG5041

†

chr16 14667268 16693507 2026239 Dup

chr 6 105720900 105061851 659049 Del PREP, POPDC3

2 MG3392 chr16 14808870 16190572 1381702 Dup

3 MG5609

†

chr16 15311211 16298536 987325 Dup

chr4 69047456 69216088 168632 Dup UGT2B17

4 MG6343 chr16 14824193 16505578 1681385 Dup

5 MG4956 chr16 14851706 16326995 1475289 Dup

6 MG8233

*

chr16 15366674 16198600 831926 Dup

chr20 17756698 17941461 184763 Dup CSRP2BP,OVOL2

7 4808142

*

chr16 15369797 16256106 886309 Dup

chr9 17581829 17620500 38671 Dup SH3GL2

8 521044

*

chr16 15387379 16197033 809654 Dup

chr20 30469393 44484622 14015229 Dup MYL9

9 MG7647 chr16 14824193 16190572 1366379 Dup

CNV: copy number variation; Chrom: chromosome; Start and End: beginning and end of CNV based 

on build 36.1 of reference genome; Length: size of CNV in base pairs; Gene(s): candidate genes 

within regions implicated in vascular phenotype; dup: duplication; del: deletion.  

*

Patients with an 

additional CNV that is unique to TAAD and not found in controls. 

†

Patients with other CNVs that 

were also identified in controls.  
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		Case No.		Case ID		Chrom		Start		End		Length		CNV		Gene(s)

		1		MG5041†		chr16		14667268		16693507		2026239		Dup

						chr 6		105720900		105061851		659049		Del		PREP, POPDC3

		2		MG3392		chr16		14808870		16190572		1381702		Dup

		3		MG5609†		chr16		15311211		16298536		987325		Dup

						chr4		69047456		69216088		168632		Dup		UGT2B17

		4		MG6343		chr16		14824193		16505578		1681385		Dup

		5		MG4956		chr16		14851706		16326995		1475289		Dup

		6		MG8233*		chr16		15366674		16198600		831926		Dup

						chr20		17756698		17941461		184763		Dup		CSRP2BP,OVOL2

		7		4808142*		chr16		15369797		16256106		886309		Dup

						chr9		17581829		17620500		38671		Dup		SH3GL2

		8		521044*		chr16		15387379		16197033		809654		Dup

						chr20		30469393		44484622		14015229		Dup		MYL9

		9		MG7647		chr16		14824193		16190572		1366379		Dup

		CNV: copy number variation; Chrom: chromosome; Start and End: beginning and end of CNV based on build 36.1 of reference genome; Length: size of CNV in base pairs; Gene(s): candidate genes within regions implicated in vascular phenotype; dup: duplication; del: deletion.  *Patients with an additional CNV that is unique to TAAD and not found in controls. †Patients with other CNVs that were also identified in controls.
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