Table S8.  TSC gene mutations

	Subject #
	Gene
	Exon/intron
	Mutation
	Mutation Type

	1
	TSC2
	unknown 
	unknown
	unknown

	2
	Test ordered but no mutation identified
	 
	 
	 

	3
	TSC2
	Exon 5
	487-488 del TT
	deletion, frameshift

	4
	Test ordered but no mutation identified
	 
	 
	 

	5
	TSC2
	Exon 38
	5056 C>T, Gln 1686>X
	nonsense

	6
	TSC2
	Exon 23
	2713 C>T, 905Arg>Trp
	missense

	7
	Test ordered but no mutation identified
	 
	 
	 

	8
	TSC2
	Exon 13
	1372 C>T, 458 Arg>X
	nonsense

	9
	TSC2
	Exon 10
	1093-1095 del ATC, 365del
	deletion, in frame

	10
	Test ordered but no mutation identified
	 
	 
	 

	11
	TSC2
	Exon 40
	5227-5244 18 BP deletion
	deletion, in frame

	12
	Test not ordered
	 
	 
	 

	13
	TSC2
	 Exons 1-41 (all)  
	large deletion NHL1-TSC2-PKD1
	large deletion

	14
	TSC2
	Exon 37
	4852-4860 9 BP deletion
	deletion, in frame

	15
	TSC2
	Exon 33
	4289 G>A, 1420 Trp>X
	nonsense, mosaic

	16
	Test not ordered
	 
	 
	 

	17
	TSC2
	 Intron 38
	5068+1 G>A
	splice

	18
	TSC2
	 Exon 39
	5126 C>T, 1709 Pro>Leu
	missense

	19
	Test not ordered
	 
	 
	 

	20
	Test not ordered
	 
	 
	 

	21
	TSC2
	unknown 
	inversion
	inversion

	22
	TSC2
	 Exon 16 
	1831 C>T, 611 Arg>Trp
	missense

	23
	Test not ordered
	 
	 
	 

	24
	Test not ordered
	 
	 
	 

	25
	Test not ordered
	 
	 
	 

	26
	Unknown
	unknown 
	unknown
	unknown

	27
	Test not ordered
	 
	 
	 

	28
	Unknown
	unknown 
	unknown 
	unknown 

	29
	Test not ordered
	 
	 
	 

	30
	Test not ordered
	 
	 
	 

	31
	Test not ordered
	 
	 
	 

	32
	Test not ordered
	 
	 
	 

	33
	Test not ordered
	 
	 
	 

	34
	Test not ordered
	 
	 
	 

	35
	Unknown
	unknown 
	unknown
	unknown

	36
	Test not ordered
	 
	 
	 


