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Table 2. Sample of genes tested for mutations.

Gene Reference Sequence Result Zygosity Clinical significance

APC NM_000038 No Mutation - -

ATM NM_000051 No Mutation - -

AXIN2 NM_004655 No Mutation - -

BMPR1A NM_004329 No Mutation - -

BRCA1 NM_007294 NoMutation - -

BRCA2 NM_000059 NoMutation - -

CDH1 NM_004360 NoMutation - -

CDK4 NM_000075 NoMutation - -

CHEK2 NM_007194 NoMutation - -

EPCAM NM_002354 NoMutation - -

MEN1 NM_000244 NoMutation - -

MLH1 NM_000249 NoMutation - -

MSH2 NM_000251 NoMutation - -

MSH3 NM_002439 NoMutation - -

MSH6 NM_000179 NoMutation - -

MUTYH NM_001128425 NoMutation - -

NF1 NM_000257 NM_000267:c.49992G>A, p.(Trp1664*) Heterozygous pathogenic

NTHL1 NM_002528 NM_002528:c268C>T, p.(Gln90*) Homozygous pathogenic

PALB2 NM_024675 NoMutation - -

PMS2 NM_002528 NoMutation - -

PTEN NM_000314 No Mutation - -

RAD50 NM_005732 NoMutation - -

RET NM_020975 NoMutation - -

RAD51C NM_058216 NoMutation - -

RAD51D NM_002878 NoMutation - -

SMAD4 NM_005359 No Mutation - -

STK11 NM_000455 No Mutation - -

TP53 NM_000546 NoMutation - -

orectal anastomosis was performed.The rationale behind 
this decision was that this operation is a safe choice, less 
radical than other interventions. As no malignancy was 
detected in the rectum, sparing of the rectum can provide 
acceptable functional outcomes for a patient of his age. It 
also achieves excision of all the colon, reducing the risk for 
a future incidence of CRC and does not include the creation 
of a stoma, either permanent or temporary. The patient 
was informed of the need for frequent rectoscopies and 
the possibility of the need for a more radical intervention 
in the future.

Outcomes

According to the pathologist’s report of the surgical 
specimen, the cecum tumour was a pT3N1b adenocarci-
noma of intermediate differentiation, with a squamous 
feature in less than 50% of the total mass. The tumour, 
infiltrating the pericolic fat, was 5 x 4.5 cm, and 2 out of 
46 lymph nodes were found positive. Perivascular infil-
tration was detected. The rest of the colon was found to 
contain numerous polyps sized from 0 to 18mm (Figures 
1 - 2) that were listed according to the distance from the 
surgical boundaries and the size of the polyp. 




