
Table 1. Variants in patients with Lynch Syndrome who do not meet Amsterdam II and/or revised Bethesda criteria.

	Country/authors
	Patients with LS 
	Cancer type
	Molecular findings 

	Norway [1]
	514
	Colorectal cancer
	MSH2

	
	
	
	c.229_230delAG; p.Ser77CysfsX3 

	
	
	
	c.815C→T 

	
	
	
	c.942+3A→T 

	
	
	
	c.1076+1G→A 

	
	
	
	c.1277-2A→G  

	
	
	
	c.1759G→C 

	
	
	
	c.1979A→G 

	
	
	
	c.142G→T; p.Glu48X 

	
	
	
	c.226C→T; p.Gln76X 

	
	
	
	c.1857T→G; p.Tyr619X 

	
	
	
	c.2038C→T; p.Arg680X

	
	
	
	c.2275G→T; p.Gly759X 

	
	
	
	c.1-?_366+?del 

	
	
	
	c.1-?_1076+?del 

	
	
	
	c.1-?_1661+?del 

	
	
	
	c.571_573delCTC;  p.Leu191del 

	
	
	
	MSH6

	
	
	
	c.1943delG; p.Ser648MetfsX5 

	
	
	
	c.3261dupC; p.Phe1088LeufsX5 

	
	
	
	3261delC; p.Phe1088ProfsX2 

	
	
	
	c.3804dupA; p.Cys1269MetfsX5 

	
	
	
	c.3647-2A→C

	
	
	
	c.467C→G; p.Ser156X 

	
	
	
	c.718C→T; p.Arg240X 

	
	
	
	c.1444C→T;  p.Arg482X 

	
	
	
	c.2731C→T; p.Arg911X 

	
	
	
	c.3991C→T; p.Arg1331X 

	
	
	
	c.2302_2304delCCT; p.Pro768del 4/14 

	
	
	
	PMS2

	
	
	
	c.736_741delCCCCCTinsTGTGTGTGAAG; p.Pro246CysfsX2 

	
	
	
	c.2382dupT; p.Gly795TrpfsX29 

	
	
	
	c.537+1G→T 

	
	
	
	c.989-1G→T 

	
	
	
	MLH1

	
	
	
	c.790+1G→A

	
	
	
	c.1731G→C

	
	
	
	c.1732-?_1896+?del

	China [2]
	6
	Endometrial cancer
	MSH2 

	
	
	
	c.1813delG; p.Val605Leufs

	
	
	
	MSH6 

	
	
	
	c.C742T; p.Arg248Ter

	
	
	
	c.C3103T;  p.Arg1035Ter

	
	
	
	c.2598_2602delAGTAA;  p.Lys866Asnfs 

	Canada [3]
	12
	Endometrial cancer
	MSH2 

	
	
	
	c.882dupT 

	
	
	
	c.1786__1788delAAT; p.Asn596del  

	
	
	
	c.998G>A; p.Cys333Tyr  

	
	
	
	MSH6 

	
	
	
	c.4001G>A; p.Arg1334Gln 

	
	
	
	c.2300C>T; p.Thr767Ile  

	
	
	
	c.1139_1143delATGAG; p.Asp380fs  

	
	
	
	PMS2

	
	
	
	Exon 6-8 deletion 

	
	
	
	c.137G>T; p. Ser46Ile

	
	
	
	MLH1

	
	
	
	Exon 6 deletion 

	
	
	
	c.454-13A>G 

	Australia [4]
	3
	Endometrial cancer
	MSH2

	
	
	
	chr2:g.47656969C>T

	
	
	
	PMS2

	
	
	
	chr7:g.6017220G>A

	
	
	
	chr7:g.6026664G>A

	USA [5]
	8
	Endometrial cancer
	MSH2 

	
	
	
	c.1251_ 1268del18insAGTT

	
	
	
	c.1950dupT

	
	
	
	MSH6 

	
	
	
	c.3802-7_ –4delTCTT

	
	
	
	5’UTR_EX1del

	
	
	
	c.1367G>A

	
	
	
	nc.2731C>T

	
	
	
	MLH1 

	
	
	
	c.2224C>T

	
	
	
	c.1975C>T

	USA [5]
	16
	Colorectal cancer
	MSH6 

	
	
	
	c.3939_3957dup19

	
	
	
	c.10C>T

	
	
	
	c.3202C>T

	
	
	
	PMS2 

	
	
	
	c.1021delA

	
	
	
	c.137G>T

	
	
	
	1407ins46

	
	
	
	MLH1 

	
	
	
	Germline MLH1 promoter methylation

	Korea [6]
	30
	Endometrial cancer
	MSH2

	
	
	
	c.1276 + 1G>A

	
	
	
	c.187delG

	
	
	
	c.792 + 1del

	
	
	
	c.942 + 3A>T

	
	
	
	MSH6

	
	
	
	c.3261dupC

	
	
	
	c.3226C>T

	
	
	
	c.3489dup

	
	
	
	PMS2

	
	
	
	c.1738A>T

	
	
	
	MLH1

	
	
	
	c.1878_1881del

	
	
	
	c.1036C>T

	Spain [7]
	14
	Colorectal cancer
	MSH2

	
	
	
	c.2635-3C>T and c. 2635-5T>C

	
	
	
	c.687dupA; p.Ala230fsX2

	
	
	
	c.1165C>T; p.Arg389X

	
	
	
	c.2131C>T; p.Arg711X

	
	
	
	c.1077-?_1276+? del; Arg359_Gly426> ArgfsX17

	
	
	
	MSH6

	
	
	
	c.3477C>A; p.Tyr1159X

	
	
	
	MLH1

	
	
	
	c.1668-1G>A; p.Ser556ArgfsX14

	Scotland [8]
	38
	Colorectal cancer
	MSH2

	
	
	
	EX1_6del

	
	
	
	c.1A>C; p.Met1Leu

	
	
	
	c.754C>T; p.Q252X

	
	
	
	c.942+3A>T 

	
	
	
	c.1320_1321insA; p.L440fsX442

	
	
	
	c.1786_1788delAAT; p.N596del

	
	
	
	c.2634+5G>C 

	
	
	
	MSH6

	
	
	
	c.3261_3262insC; p.F1088fsX1092 

	
	
	
	c.3516_3527del12; p.V1173_R1176del

	
	
	
	c.3519_3520insA; p.V1173fsX1175

	
	
	
	c.3840_3846delGGAGACT; p.Q1280fsX1324 

	
	
	
	c.3958_3959ins19; p.A1320fsX1324

	
	
	
	MLH1

	
	
	
	c.3G>A; p.Met1Ile 

	
	
	
	c.116G>T 

	
	
	
	c.116 +1G>A

	
	
	
	c.588+1G>T 

	
	
	
	c.1017_1018delC; p.S339fsX366

	
	
	
	c.2041G>A; p.A681T

	
	
	
	c.2099-2102delAGCA; p.Q700fs[X722]

	Portugal [9]
	4
	Colorectal cancer
	MSH2

	
	
	
	c.388_389del; p.Gln130ValfsTer2

	
	
	
	PMS2

	
	
	
	Deletion exons 1 to 14 (c.(?-87)_(2445+1_2446-1)del)

	
	
	
	Deletion exons 12 to 14 (c.(2006+1_2007-1)_(2445+1_2446- 1)del)

	
	
	
	MLH1

	
	
	
	c.2041G>A; p.(Ala681Thr) 


LS: Lynch Syndrome. 
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