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On gross examination of the colectomy specimen (Panel A), a large tumor was visible centrally and a small tubular
adenoma (arrow) was noted adjacent to the tumor. On hematoxylin and eosin staining, the tumor was histologically
composed primarily of sheets of malignant, pleomorphic cells (Panel B), with only focal areas of discernible glandu-
lar formation (Panel C). On immunohistochemical staining, MLH1 was intact in both the tumor tissue and the back-
ground normal tissue (Panel D), whereas PMS2 was completely absent (Panel E).
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Figure 3. Family Pedigree.

A multigenerational family history of cancer was obtained. The patient’s
parents are of French-Canadian descent. Squares represent male sex, and
circles female sex. The number below each circle or square reflects the cur-
rent age in years; for family members who have died (indicated by a slash),
the number reflects the age at death, when available. Diamonds represent
family members whose sex was not recorded, and the numbers inside the
diamonds represent the number of persons. Black shading in the right lower
quadrant of a square or circle indicates that the family member had colon
cancer; black shading in the right upper quadrant of a square or circle indi-
cates that the family member had another type of cancer. In parentheses,
the abbreviation and the number indicate the type of cancer and the age at
diagnosis, when available. The arrow points to the patient under discussion.
CO denotes colon cancer, ES esophageal cancer, LG lung cancer, LK leuke-
mia, and LYM lymphoma.
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Table 2. Results of Genetic Testing.

Hereditary Cancer Syndrome Gene

Familial adenomatous APC
polyposis syndrome

Li-Fraumeni syndrome p53

MUTYH-associated polyposis ~ MUTYH

Lynch syndrome and CMMRD ~ PMS2
syndrome*

Patient’s Result Mother’s Result
No mutation detected Not tested
No mutation detected Not tested
Negative for Y179C and G396D muta- Not tested
tions
Mutation 1: c.2117delA (deletion of one  EX9_15del
nucleotide causing a translational mutation

frameshift predicted to produce a

premature or alternate stop codon)
Mutation 2: EX9_15del (gross deletion

spanning exons 9 through 15)

Father’s Result
Mot tested

Mot tested
Not tested

c.2117delA
mutation

* CMMRD denotes constitutional mismatch-repair deficiency.
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