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Table[LO Laboratory data on admission
WBC 11,600 /mm3 T. Bil 0.3 mg/dl CEA 235 ng/ml
RBC 401 x 104 /mm3 T.P 5.7 g/dl CA19-9 20U/ml
Hb 10.0 g/dl BUN 11 mg/dl CRP 4.0 mg/dl
Ht 313% Cr 0.6 mg/dl Na 133 mEqg/I
PIt 28.1x 10*/mm3 GOT 94 1U/1 K 39 mEg/I
GPT 152 1U/1 Cl 100 mEqg/I
y-GTP 62 1U/1
LDH 299 1U/1
ALP 364 1U/1
Fig. 1 The barium enema examination demon- Fig. 2 Pelvic CT showed a solid tumor occupied in

strated severe stenosis of lower part of the rectum.
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Fig. 3 Macroscopic findings revealed a type 2 tumor
measuring 10x 8cm at the rectum.

Fig. 4 Microscopic findings showed well differenti-
ated adenocarcinoma with mucin productiond x 20,
H & EDO
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Fig. 5 Two examples of cases showing microsatellite
instability at the locus D2S123 and BAT26. With re-
spect to the corresponding normal DNA sample,
novel alleles are present in the tumor( arrow(
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Fig. 6 Inframe mutation in codon 597 of exon 1 was
recognized in h-MSH2 gene.
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Table[20 Clinicopathological characteristics between HNPCCU typical typeld and a present case

Typical HNPCC

present case

1. Age
2. Location
3. Pathological findings

477 averagel
right side colon
poorly differentiated mucin production

28
rectum
well differentiated mucin production
aneuploid
MSI-H

4. Ploidy pattern diploid

5. MSI status MSI-H

6. Synchronousl] 0
metachronous colon cancer

7. Muitupel cancer 0
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A Case of Juvenile Rectal Carcinoma without a Family History of Colorectal
Cancer Accompanied with Mismatch Repair Gene Deficiency

Toru Yoshida™ Yuko Baba', Osamu Shimooki*, Tadashi Abe", Tamotsu Sugai*’
Wataru Habano™, Noriyuki Uesugi®, Shin-ichi Nakamura®,
Kazuyoshi Saito® and Hitoshi Nomizu**”
Division of Surgery Iwate Prefectural Kuji Hospital
*Division of Pathology, Central Clinical Laboratory, School of Medicine Iwate Medical University
*Department of Surgery I, lwate Medical University
‘“Department of Surgery, Hoshi General Hospital
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A 28-year-old man admitted for diarrhea was found on palpation to have an elastic hard mass, 10 cm in di-
ameter, was palpated in the lower abdomen. Computed tomography and magnetic resonance imaging showed
a solid tumor occupying the pelvic cavity. The preoperative diagnosis was rectal cancer and Miles’ operation
was conducted. Histopathological diagnosis was well differentiated adenocarcinoma with mucin production] a
1, ly1, v1, n0, ow-, aw-, ew-, stage 1100 High-frequency microsatellite instability] MSI-HOwas identified in the rec-
tal specimen using a microsatellite assay. Germline mutation in the h-MSH2 gene was also identified. We diag-
nosed this case as rectal cancer accompanied with mismatch repair gene deficiency.

Assessment of MSI status is important for determing high-risk colorectal carcinoma.
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