Supplementary Table S1. Variants identified in BRCA1 and BRCA2 among carriers with cancer.
	BRCA1
	BRCA2

	Variant (HGVS c.)
	Protein (HGVS p.)
	Var. class
	N
	%
	Variant (HGVS c.)
	Protein (HGVS p.)
	Var. class
	N
	%

	c.5266dupC
	p.(Gln1756Profs*74)
	Frameshift
	35
	25·0
	c.2T>G
	p.(Met1?)
	Other
	6
	5·1

	c.3331_3334del
	p.(Gln1111Asnfs*5)
	Frameshift
	10
	7·1
	c.156_157insAlu
	p.(?)
	Other
	5
	4·3

	c.181T>G
	p.(Cys61Gly)
	Missense
	6
	4·3
	c.5576_5579del
	p.(Ile1859Lysfs*3)
	Frameshift
	5
	4·3

	c.1687C>T
	p.(Gln563*)
	Nonsense
	5
	3·6
	c.8488-1G>A
	p.(?)
	Splice-site
	4
	3·4

	c.441+2T>A
	p.(?)
	Splice-site
	4
	2·9
	c.1138delA
	p.(Ser380Valfs)
	Frameshift
	3
	2·6

	c.5096G>A
	p.(Arg1699Gln)
	Missense
	4
	2·9
	c.4005dup
	p.(Phe1336fs)
	Frameshift
	3
	2·6

	c.4484G>T
	p.(Arg1495Met)
	Missense
	3
	2·1
	c.5946del
	p.(Ser1982Argfs)
	Frameshift
	3
	2·6

	c.1327A>T
	p.(Lys443*)
	Nonsense
	2
	1·4
	c.8878C>T
	p.(Gln2960*)
	Nonsense
	3
	2·6

	c.188T>A
	p.(Leu63*)
	Nonsense
	2
	1·4
	c.9004G>A
	p.(Glu3002Lys)
	Missense
	3
	2·6

	c.211A>G
	p.(Arg71Gly)
	Missense
	2
	1·4
	c.9382C>T
	p.(Arg3128*)
	Nonsense
	3
	2·6

	c.3257T>G
	p.(Leu1086*)
	Nonsense
	2
	1·4
	c.1762_1766del
	p.(Asn588Valfs*7)
	Frameshift
	2
	1·7

	c.3770_3771del
	p.(Glu1257Glyfs*9)
	Frameshift
	2
	1·4
	c.2808_2811del
	p.(Ala938Profs*21)
	Frameshift
	2
	1·7

	c.4165_4166del
	p.(Ser1389Terfs)
	Frameshift
	2
	1·4
	c.3046G>T
	p.(Glu1016*)
	Nonsense
	2
	1·7

	c.469_470del
	p.(Lys157Valfs*25)
	Frameshift
	2
	1·4
	c.5216dup
	p.(Tyr1739fs)
	Frameshift
	2
	1·7

	c.470_471delCT
	p.(Ser157Terfs)
	Frameshift
	2
	1·4
	c.6037A>T
	p.(Lys2013*)
	Nonsense
	2
	1·7

	c.5074+2T
	p.(?)
	Splice-site
	2
	1·4
	c.6656C>G
	p.(Ser2219*)
	Nonsense
	2
	1·7

	c.5346G>A
	p.(Trp1782*)
	Nonsense
	2
	1·4
	c.7480C>T
	p.(Arg2494*)
	Nonsense
	2
	1·7

	c.6024dupG
	p.(Gln2009Alafs*9)
	Frameshift
	2
	1·4
	c.7738C>T
	p.(Gln2580*)
	Nonsense
	2
	1·7

	c.689_692delAGAC
	p.(Glu230Glyfs*3)
	Frameshift
	2
	1·4
	c.793+1G>A
	p.(?)
	Splice-site
	2
	1·7

	c.1066C>T
	p.(Gln356*)
	Nonsense
	1
	0·7
	c.7987del
	p.(Glu2663Lysfs*10)
	Frameshift
	2
	1·7

	c.1071dup
	p.(Leu358Thrfs*8)
	Frameshift
	1
	0·7
	c.8009C>T
	p.(Ser2670Leu)
	Missense
	2
	1·7

	c.1380dup
	p.(Phe461Ilefs*19)
	Frameshift
	1
	0·7
	c.1238delT
	p.(Leu413Hisfs*16)
	Frameshift
	1
	0·9

	c.1468_1513dup
	p.(Lys505Thrfs*12)
	Frameshift
	1
	0·7
	c.1296_1297delAG
	p.(Asn433Glnfs*18)
	Frameshift
	1
	0·9

	c.1504_1508del
	p.(Leu502fs)
	Frameshift
	1
	0·7
	c.1337T>A
	p.(Leu446*)
	Nonsense
	1
	0·9

	c.1670T>G
	p.(Leu557*)
	Nonsense
	1
	0·7
	c.1670T>G
	p.(Leu557*)
	Nonsense
	1
	0·9

	c.190T>C
	p.(Cys64Arg)
	Missense
	1
	0·7
	c.1813dupA
	p.(Ile605Asnfs*11)
	Frameshift
	1
	0·9

	c.2176_2177delCT
	p.(Leu726Serfs*13)
	Frameshift
	1
	0·7
	c.2376C>A
	p.(Tyr792*)
	Nonsense
	1
	0·9

	c.2331T>G
	p.(Tyr777*)
	Nonsense
	1
	0·7
	c.2376C>G
	p.(Tyr792*)
	Nonsense
	1
	0·9

	c.2405_2406delTG
	p.(Val802Glufs*7)
	Frameshift
	1
	0·7
	c.2621_2622insG
	p.(Val875Cysfs*6)
	Frameshift
	1
	0·9

	c.2800C>T
	p.(Gln934*)
	Nonsense
	1
	0·7
	c.2806_2809del
	p.(Ala938Profs)
	Frameshift
	1
	0·9

	c.2920_2921delTT
	p.(Leu974Thrfs*17)
	Frameshift
	1
	0·7
	c.2845del
	p.(Tyr949fs)
	Frameshift
	1
	0·9

	c.2960dup
	p.(Ser988Valfs*4)
	Frameshift
	1
	0·7
	c.3502dupA
	p.(Met1168Asnfs*16)
	Frameshift
	1
	0·9

	c.3433delG
	p.(Val1145Phefs*10)
	Frameshift
	1
	0·7
	c.3599_3600delGT
	p.(Cys1200fs)
	Frameshift
	1
	0·9

	c.3450del
	p.(Asp1151fs)
	Frameshift
	1
	0·7
	c.3751dup
	p.(Thr1251Asnfs*14)
	Frameshift
	1
	0·9

	c.3627dup
	p.(Glu1210fs)
	Frameshift
	1
	0·7
	c.426-1G>A
	p.(?)
	Splice-site
	1
	0·9

	c.3689T>G
	p.(Leu1230*)
	Nonsense
	1
	0·7
	c.4380_4381del
	p.(Ser1461Leufs*4)
	Frameshift
	1
	0·9

	c.3817C>T
	p.(Gln1273*)
	Nonsense
	1
	0·7
	c.4415_4418delAGAA
	p.(Lys1472Thrfs*6)
	Frameshift
	1
	0·9

	c.3G>A
	p.(Met1Ile)
	Missense
	1
	0·7
	c.4808delA
	p.(Asn1603Thrfs*)
	Frameshift
	1
	0·9

	c.4183C>T
	p.(Gln1395*)
	Nonsense
	1
	0·7
	c.4964C>T
	p.(Ser1655Phe)
	Missense
	1
	0·9

	c.4327C>T
	p.(Arg1443*)
	Nonsense
	1
	0·7
	c.4965C>A
	p.(Tyr1655*)
	Nonsense
	1
	0·9

	c.4547G>T
	p.(Arg1516Met)
	Missense
	1
	0·7
	c.5164_5165delAG
	p.(Ser1722Tyrfs*4)
	Frameshift
	1
	0·9

	c.4689C>G
	p.(Tyr1563*)
	Nonsense
	1
	0·7
	c.53T>C
	p.(Met18Thr)
	Missense
	1
	0·9

	c.4808del
	p.(Asn1603Thrfs*)
	Frameshift
	1
	0·7
	c.5419del
	p.(Ile1807Leufs*27)
	Frameshift
	1
	0·9

	c.4987-1G>A
	p.(?)
	Splice-site
	1
	0·7
	c.5682C>G
	p.(Tyr1894*)
	Nonsense
	1
	0·9

	c.5030_5033delCTAA
	p.(Thr1677Ilefs)
	Frameshift
	1
	0·7
	c.5791C>T
	p.(Gln1931*)
	Nonsense
	1
	0·9

	c.5057A>G
	p.(His1686Arg)
	Missense
	1
	0·7
	c.584C>G
	p.(Ser195*)
	Nonsense
	1
	0·9

	c.5062_5064delGTT
	p.(Val1688del)
	In-frame
	1
	0·7
	c.5981delA
	p.(Gln1994fs)
	Frameshift
	1
	0·9

	c.5075-1G>C
	p.(?)
	Splice-site
	1
	0·7
	c.6001dupT
	p.(Ser2001Phefs*2)
	Frameshift
	1
	0·9

	c.5123C>A
	p.(Ala1708Glu)
	Missense
	1
	0·7
	c.6024dupG
	p.(Gln2009Alafs*9)
	Frameshift
	1
	0·9

	c.5125_5127delG
	p.(Val1709del)
	In-frame
	1
	0·7
	c.6034del
	p.(Ser2012Profs*28)
	Frameshift
	1
	0·9

	c.5271C>T
	p.(Arg1751*)
	Nonsense
	1
	0·7
	c.6100C>T
	p.(Arg2034Cys)
	Missense
	1
	0·9

	c.5419del
	p.(Ile1807Leufs*27)
	Frameshift
	1
	0·7
	c.632-1G>A
	p.(?)
	Splice-site
	1
	0·9

	c.5444G>A
	p.(Trp1815*)
	Nonsense
	1
	0·7
	c.6491_6494del
	p.(Gln2164fs)
	Frameshift
	1
	0·9

	c.547+2T>A
	p.(?)
	Splice-site
	1
	0·7
	c.6585dupT
	p.(Lys2196Terfs)
	Frameshift
	1
	0·9

	c.5476C>T
	p.(Gln1826*)
	Nonsense
	1
	0·7
	c.658_659del
	p.(Val220Ilefs*4)
	Frameshift
	1
	0·9

	c.5554_5555delAC
	p.(Thr1852Leufs*27)
	Frameshift
	1
	0·7
	c.6952C>T
	p.(Arg2318*)
	Nonsense
	1
	0·9

	c.679G>T
	p.(Glu227*)
	Nonsense
	1
	0·7
	c.7007G>A
	p.(Arg2336His)
	Missense
	1
	0·9

	c.68_69delAG
	p.(Glu23Valfs*17)
	Frameshift
	1
	0·7
	c.7124T>G
	p.(Leu2375*)
	Nonsense
	1
	0·9

	c.791_794delGTTC
	p.(Ser264Metfs)
	Frameshift
	1
	0·7
	c.7180A>T
	p.(Arg2394*)
	Nonsense
	1
	0·9

	c.798_799del
	p.(Ser267Lysfs*19)
	Frameshift
	2
	1·4
	c.7580_7583dup
	p.(Gly2529Argfs*11)
	Frameshift
	1
	0·9

	c.833_834insA
	p.(His279Serfs)
	Frameshift
	1
	0·7
	c.7795_7797delGAA
	p.(Glu2599del)
	In-frame
	1
	0·9

	del Ex1_2
	p.(?)
	Other
	1
	0·7
	c.7975A>G
	p.(Arg2659Gly)
	Missense
	1
	0·9

	del Ex11
	p.(?)
	Other
	1
	0·7
	c.8009C>G
	p.(Ser2670Trp)
	Missense
	1
	0·9

	del Ex11_15
	p.(?)
	Other
	1
	0·7
	c.8195T>G
	p.(Leu2732*)
	Nonsense
	1
	0·9

	del Ex16
	p.(?)
	Other
	1
	0·7
	c.819_821del
	p.(Lys273del)
	In-frame
	1
	0·9

	
	
	Total
	140
	100·0
	c.8351G>A
	p.(?)
	Missense
	1
	0·9

	Note. Percentages refer to the total number of variant records among cancer patients within each gene (BRCA1 and BRCA2). HGVS = Human Genome Variation Society nomenclature; c. = coding DNA; p. = protein.
 
	c.8537_8538delAG
	p.(?)
	Frameshift
	1
	0·9

	
	c.8725A>T
	p.(Lys2909*)
	Nonsense
	1
	0·9

	
	c.8960del
	p.(?)
	Frameshift
	1
	0·9

	
	c.9076C>T
	p.(?)
	Missense
	1
	0·9

	
	c.9097_9098insT
	p.(Thr3033Ilefs*11)
	Frameshift
	1
	0·9

	
	c.9097dupA
	p.(?)
	Frameshift
	1
	0·9

	
	c.9325delA
	p.(?)
	Frameshift
	1
	0·9

	
	c.9401delG
	p.(?)
	Frameshift
	1
	0·9

	
	c.9572G>A
	p.(?)
	Missense
	1
	0·9

	
	del Ex13
	p.(?)
	Other
	1
	0·9

	
	del Ex2
	p.(?)
	Other
	1
	0·9

	
	
	
	Total
	117
	100·0


Note: Counts are shown by variant, including repeated variant records. Percentages refer to the total number of variant records among carriers with cancer within each gene: BRCA1 = 140 and BRCA2 = 117. Abbreviations: HGVS, Human Genome Variation Society nomenclature; c., coding DNA; p., protein.

