Open Journal of Gastroenterology, 2012, 2, 105-108

0JGas

http://dx.doi.org/10.4236/0jgas.2012.23022 Published Online August 2012 (http://www.SciRP.org/journal/ojgas/)

Young patient with juvenile polyposis syndrome: A case

report

Mounia El Yousfi*", Bahija Benyachou', Adil Ibrahimi, Laila Chbani?, Afaf Amarti’

Gastroenterology Department, Fez University Hospital, Fez, Morocco

%pathology Department, Fez University Hospital, Fez, Morocco
Email: "elyousfimounia2005@yahoo.fr

Received 29 May 2012; revised 3 July 2012; accepted 18 July 2012

ABSTRACT

A case is reported here of juvenile polyposis in a 15-
year-old girl. She was diagnosed upon the assessment
of the dysenteric syndrome. Coloscopy and gastro-
scopy had shown polyps of variable size whose histo-
logical study confirmed the hamartomatous character
typical of the youthful non adenomatous polyps free
of dysplasia. There was no localization in the small
bowel. Coloprotectomy with ileoanal anastomosis was
carried out in view of the importance of diarrhoea
and the impacts on the general state of health.
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1. INTRODUCTION

Juvenile polyposis syndrome (JPS) is a rare autosomal
dominant entity in which the patient develops multiple
juvenile polyps. An estimate for prevalence in the popu-
lation is 1 in 100,000 individuals. JPS patients are usu-
ally diagnosed by age 30, but the mean age of presenta-
tion is 9.5 years. The diagnosis is reached on the basis of
the pathological features of the polyps. The most serious
complication later in life is colorectal cancer, and the
average age for the diagnosis of cancer is 34 years.

The present report concerns a new case of JPS in a
young girl patient.

2. CASE PRESENTATION

The case reported here concerns a young girl 15 years of
age, born of a nonconsanguineous marriage, the eldest in
a family of three children. One year earlier, she presented
dysentery with bloody mucoid diarrhoea, sometimes pu-
rulent, accompanied by significant weight of loss. Clini-
cal examination revealed that the patient was in poor
general health, showing arachnodactyly, clinodactyly of
the fifth finger, digital hippocratism and retrognathia
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(Figures 1(a)-(d)). She also presented with failure to
thrive estimated at least 2 standard deviations. Abdomi-
nal examination objectified diffuse abdominal sensitivity.
Digital rectal examination showed irregular mucosa and
allowed to identify several polypoid formations. Labora-
tory tests showed malabsorption syndrome and hypo-
chromic microcytic anemia of 9 g/dl. Colonoscopy showed
the presence of an aspect of polyposis from rectum to
caecum, due to multiple polyps of variable size (5 - 10
mm) and irregular surface, which were biopsied (Figure
2). Upper gastrointestinal endoscopy (Figure 3) showed
polyposis in fundus and bulbe, biopsies were performed.
The papilla was normal. CT enteroclysis (Figure 4) showed
a feature of gastric and colonic polyposis in respect of
the small bowel. A capsule endoscopy was indicated but
not performed lack of means to the patient. Histological
study indicated the presence of typical hamartomatous non-
adenomatous polyps of juvenile polyposis free of dys-
plasia (Figures 5 and 6). In view of dysentery and the
significant long-term risk of degradation of these polyps,
total coloprotectomy with ileoanal anastomosis on res-
ervoir was performed to the patient. Histological exami-
nation showed typical hamartomatous polyps of juvenile
polyposis without adenomatous contingent and free of
dysplasia. An oncogenetic consultation was made with
DNA blood sampling; the search for constitutional muta-
tions proved negative. In case of such a presence, a
screening of the siblings shall be considered. The patient
shall be submitted to endoscopic gastric control on a
regular basis adjusted following molecular study.

3. DISCUSSION

JPS is a rare autosomal dominant hereditary disorder char-
acterized by multiple hamartomatous polyps that invade
all the gastrointestinal tract, in the colon and rectum
(98%), stomach (13.6%), duodenum (2.3%), jejunum and
ileum (6%) in order of frequency[1,2]. The frequency of
this syndrome is approximately one per 100,000 births.
The average of diagnosis is 9 years. It is often established
after gastrointestinal exploration for rectal bleeding. Iron
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Figure 3. Polyposis in antrum.

deficiency, chronic diarrhea or protein-losing enteropathy
can be revealing [3].

Our patient had other abnormalities including arach-
nodactyly, clinodactyly of the fifth finger clubbed fingers
and retrognathia. in fact, patients with juvenile polyposis
can have many extra-digestive abnormalities [3]: cuta-
neous (telangiectasia, nevus, alopecia), bone (hypertelor-
ism, bone cysts, congenital cleft lip and palate), brain

Copyright © 2012 SciRes.

Figure 5. HES x 10: juvenile polyp showing branching and
cystic change (arrows).

(hydrocephalus, macrocephaly), cardiovascular (ventricu-
lar septal defect or arteriovenous malformation in a Rendu-
Osler), urinary tract as well as mental retardation [4].
Polyps have macroscopic and histological aspects which
usually correspond to those of solitary juvenile polyps
[5]. and are rounded, smooth-surfaced with a short pedi-
cle. Histologically, the lamina propria is abundant, with-
out smooth muscle [5]. These polyps may be the seat of
focus of dysplasia and, in some cases, true adenomas were
described in their vicinity. This variant, called hereditary
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Figure 6. HES x 100: juvenile polyp showing surface ulceration
(arrow).

mixed polyposis, is now considered as a distinct juvenile
polyposis [6]. Accordingly, we can distinguish the ade-
nomatous polyposes and their phenotypic variants, Peutz-
Jeghers and juvenile polyposis [7,8]. In our patient, his-
tology showed neither a contingent of adenomas nor
dysplasia.

Due to its genetic heterogeneity, juvenile polyposis may
result from the alteration of different genes. Germline
mutations of tumor suppressor gene SMAD4/MADHA4,
localized on chromosome 18qg21.1 [9-11], reported for
the first time in 1998, were found in about 20% to 50%
of families affected by juvenile polyposis [12,13]. The
SMAD4 gene encodes an enzyme involved in the trans-
duction pathway of TGF. Germline mutations inactivate
the protein SMAD4, which, most often, is no longer de-
tectable in juvenile polyps.

For many years, hamartomatous polyposes were con-
sidered benign. In reality, the risk of cancer in juvenile
polyposis was first described in 1966 [14]. This risk is
estimated at 50% for the colon and rectum [15,16], 15%
for the stomach, 2% for the pancreas and 1% for the
duodenum. Given the risk of gastrointestinal cancer as-
sociated with juvenile polyposis, molecular diagnostics
optimize management at the family level within a genet-
ics consultation. When the causal mutation of SMAD 4
is evidenced in the family, based on one member af-
fected, research may be extended to relatives at risk, es-
pecially to siblings and children whose theoretical risk of
being carriers is 50%. This analysis allows to record moni-
toring by suggesting endoscopy only to carrier subjects.
A routine screening colonoscopy is recommended from
the age of 10 - 12 years in case of family history. The
occurrence of symptoms may require colonoscopy before
this age. It must be performed every two years until age
40 or beyond if a genetic diagnosis has been established.
Gastroscopy is also recommended at diagnosis because
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of the possible presence of gastric polyps and the risk of
gastric or duodenal adenocarcinoma. Gastric endoscopic
surveillance every 3 years thereafter is recommended.
The impact of small bowel exploration by capsule re-
mains to be defined. When the mutation is not identified,
monitoring should be considered in all relatives at high
risk [17-19].

No therapeutic management guidance has been codi-
fied. It depends on the polyps count and their histological
characteristics. Few and non-dysplastic polyps can be
treated by endoscopic polypectomy provided that regular
monitoring can be ensured. The occurrence of complica-
tions, impossibility to remove all polyps, or the presence
of a large number of adenomatous polyps or double con-
tingent, are indications that require colectomy with ileo-
rectal anastomosis or coloprotectomy [20]. This is the case
of our patient whose significant rectal bleeding made it
imperative to perform radical surgery of the colon and
rectum.

In other respects, partial or total gastrectomy, depend-
ing on the seat of lesions, may also be discussed [20].

In conclusion, the present report presents another case
of juvenile polyposis, and highlights the place of surgery
in case of hemorrhagic evolution and the impact on the
patient’s general condition.
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