Table S1: Splice site germline mutations of PTEN identified so far in CS/BRRS patients.

Mutation

IVS2+1G>A
IVS2-2A>G

ex3 last nt (c209)T>C

IVS3+1G>C
IVS3+1G>A
IVS3+1_+2delGT
IVS3+1 +4delGTAA
IVS3+5G>A
IVS3+5G>A
IVS3-1G>A

IVS4+1G>T
IVS4+2T>C

IVS5+1delG

IVS6+2T>G
IVS6+5G>T
IVS6-1G>C

ex6 nt2G>T
ex6 nt2G>A

IVS7+1G>A
IVS7+1G>T
IVS7T+H2T>G
IVS7-4insT

IVS8-8G>A

* Cowden Syndrome

® Bannayan-Riley-Ruvalcaba Syndrome

mRNA change

5nt del 3'of exon2
unknown

unknown

unknown
unknown
unknown
unknown
unknown
unknown
exon skipping

unknown
partial intron
inclusion

unknown

unknown
unknown
unknown

unknown
unknown

partial intron
inclusion

unknown
exon skipping
unknown

unknown

Reference

Trojan et al., 2001
Marsh et al., 1998

Eng, 2003

Nelen et al., 1999
Marsh et al., 1999
Eng, 2003

Eng, 2003

Marsh et al., 1998
Celebi et al., 1999
Celebi et al., 2000

Nelen et al., 1997
Celebi et al., 2000
Eng, 2003

Olschwang et al., 1998

Marsh et al., 1999
Marsh et al., 1999

Eng, 2003
Eng, 2003

Celebi et al., 2000
Nelen et al., 1999
Tsou et al., 1998

Marsh et al., 1999

Marsh et al., 1999

Disease type

cs*
CS

CS

CS
BRRS®
CS

CS

CS
BRRS
CS

CS
BRRS
CS

CS
BRRS
CS, BRRS

CS
CS

CS
CS
CS
BRRS

BRRS



