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Table 1 Cowden Syndrome Diagnostic Criteria

Criteria
Pathognomonic *Lhermitte-Duclos disease (LDD) —
criteria adult

*Mucocutanous lesions:
Trichilemmomas, facial
Acral keratoses
Papillomatous lesions
Maijor criteria *Breast Cancer
*Thyroid Cancer (papillary or follicular)
*Macrocephaly (>97%ile)
*Endometrial cancer
Minor criteria *Other structural thyroid lesions
(e.g., adenoma, multinodular goiter)
*Mental retardation (i.e., 1Q < 75)
*Gastrointestinal hamartomas
*Fibrocystic disease of the breast
*Lipomas
*Fibromas
*Genitourinary tumours (e.g., uterine
fibroids, renal cell carcinoma) or
*Genitourinary structural malformations
*Uterine fibroids

Operational Any of the following:
diagnosis 1. Mucocutanous lesions alone jf*
in an Individual (a) There are six or more facial

papules, of which three or more

must be trichilemmoma, or
(b) Cutaneous facial papules and

oral mucosal papillomatosis, or
(c) Oral mucosal papillomatosis

and acral keratoses, or .
(d) Palmoplantar keratoses, six or more
2. Two or more major criteria, but one

must include macrocephaly or LDD; or

3. One Major and three minor criteria; or
4. Four minor criteria.

Operational 1. One pathognomonic criterion; or
diagnosis 2. Any one major criterion with
in a family where or without minor criteria; or
one individual is 3. Two minor criteria; or
diagnostic for 4. History of Bannayan-Riley-Ruvalcaba
Cowden syndrome

(National Comprehensive Cancer Network 2008)
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Juvenile polyposis syndrome JPS Familial juvenile

polyposis Generalized juvenile polyposis Juvenile polyposis of infancy

Juvenile polyposis Coli. Juvenile polyposis of stomach
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Jass, J.R., Pathology of polyposis syndromes with special reference to juvenile

polyposis. Hereditary Colorectal Cancer., 1990: p. 343-50.
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Peutz-Jeghers syndrome: a systematic

review and recommendations for
management. Gut. 2010; 59: 975-86.

2. Tomlinson IP, Houlston RS. Peutz-Jeghers
syndrome. J Med Genet. 1997; 34: 1007-11.
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al. Upper gastrointestinal cancer in patients
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is characterised by the presence of fewer
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adenomas and a later onset of the disease.
Clinical definition of AFAP is controversial and
should be considered in any patient with 10-99
adenomas, although a precise diagnosis is often

difficult in a single patient.

| Diagnosis of adenomatous polyposis (>10) ‘
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22.4% (5.1-39.6%, P=0.012),
29.8% (3.6-56.1%, P=0.027)
, 3 0.1
attenuated type FAP

Surgical resection includes both
procto- colectomy with ileal pouch-anal
anastomosis (IPAA) and total colectomy with
ileorectal anastomosis (IRA). IRA is a relatively
simple and straightforward operation, compared
with IPAA.

Primary chemoprevention has never T1
been demonstrated to delay the appearance of
FAP. Secondary chemoprevention with the T1
use of non-steroidal anti-inflammatory drugs
has been shown to reduce the number and J-CAPP
extent of colorectal adenomas and, less reliably,  Study Il
duodenal adenomas. Accordingly, sulindac and
celecoxib can be considered as adjuvant T1

treatment when adenoma recurrence is
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