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Abstract

Juvenile Polyposis Syndrome (JPS) is a rare autosomal dominant hereditary syndrome affecting 1:100000-160000 individuals.
JPS most presents with rectal bleeding, anemia, abdominal pain, obstruction and rarely with rectal prolapsus of the polyp. In
this case, we diagnosed Infantile Juvenile Polyposis Syndrome due to protein losing enteropathy, rectal bleeding and
extraintestinal manifestations of the syndrome. A 2-year-old male infant was referred to the hospital due to complaints of
painless rectal bleeding and rectal prolapsus of the polyp which occurred at 15 months of age. Pathological examination
revealed that it was a juvenile polyp. After a short while, the patient was hospitalized due to rectal bleeding, paleness, swelling
in both legs and periorbital edema. Physical examination of the patient revealed +3 pretibial, scrotal, periorbital edema,
clubbing and pale appearance. The patient had macrocephaly, hypotonicity and neuromotor retardation. Laboratory test results
revealed low immunoglobulin levels, hypoalbuminemia, anemia, and electrolyte imbalance. We diagnosed the case with JPS
due to protein losing enteropathy with extraintestinal manifestations of the syndrome. Gastroscopic and colonoscopic
examinations revealed multiple polyps through the antrum and colon. JPS diagnosis is based on the detection of polyps which
are histopathologically defined as juvenile polyps. One of the most common causes of painless, rectal bleeding in children are
colorectal polyps. We wanted to emphasize that the sporadic juvenile polyp diagnosis should be made by pathological
examination of polypectomy material and clinical exclusion of JPS. In our patient, there were extraintestinal system
manifestations such as macrocephaly, congenital heart disease and clubbing, accompanied with protein-losing enteropathy.
Awareness of these clinical findings is necessary for the differential diagnosis of protein-losing enteropathy and polyposis
syndrome. We would also like to draw attention to the importance of a multidisciplinary approach, early recognition of the
syndrome and appropriate referral of the patient.
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Oz

Juvenil Polipozis Sendromu (JPS), ¢ok nadir gériilen, otozomal dominant gegisli, 1/100000 ile 1/160000 insan1 etkileyen,
herediter bir sendromdur. JPS siklikla rektal kanama, anemi, karin agrisi, ttkanma ve nadiren polipin rektal prolapsusu ile bulgu
verir. Bu olgu ile protein kaybettiren enteropati, rektal kanama ve ekstraintestinal manifestasyonlar1 olan hastamiza JPS tanist
koyduk. 2 yas erkek hasta agrisiz rektal kanama nedeniyle hastaneye bagvurdu. 15 aylik iken rektal polip prolapsusu olmus ve
bu polipin patolojik degerlendirmesi juvenil polip ile uyumlu imis. Cok kisa siire sonra hasta rektal kanama, solukluk,
ayaklarda sislik ve g6z ¢evresi 6dem ile bagvurdu. Fizik muayenesinde pretibial +3 6dem, skrotal 6dem, goz ¢evresinde 6dem,
parmaklarda gomaklasma ve soluk goriiniimii mevcut idi. Makrosefali, hipotoni ve néromotor retardasyonu vardi. Laboratuvar
testlerinde: immunglobulinler ve albumin diisiik, anemisi mevcut ve elektrolit dengesizligi vardi. JPS tanisi protein kaybettiren
enteropatiye eslik eden ekstraintestinal system bulgularimin varlig ile konuldu. Yapilan gastroskopik ve kolonoskopik
incelemesinde antrumdan baglayarak tiim kolon mukozasi boyunca yaygin polipler mevcut idi. Histopatolojik incelemesi
juvenil polip ile uyumlu idi. Cocuklarda agrisiz rektal kanamalarin en sik nedeni kolorektal poliplerdir. Sporadik juvenil polip
tanisi, patolojik olarak polipektomi materyalinin incelenmesi ve klinik olarak JPS’nun diglanmasi ile konulmalidir, bunu
vurgulamak istedik. Bizim hastamizdaki gibi makrosefali, konjenital kalp hastaligi ve ¢omak parmak gibi ekstraintestinal
bulgularin farkindaligi ve protein kaybettiren enteropati ayirici tanisinda polipozis sendromunun akilda tutulmasi gerektigini
vurgulamak istedik. Multidisipliner yaklagim ile erken tani prognozu iyilestirebilmektedir.

Anahtar kelimeler: Rektal kanama, Infantil juvenil polipozis sendromu, Protein kaybettiren enteropati

Introduction

Juvenile Polyposis Syndrome (JPS) is a rare autosomal dominant hereditary syndrome
affecting 1:100000-160000 individuals [1]. It is diagnosed according to the following criteria:
a) At least 3 polyps detected on colonoscopy, b) Juvenile polyps in the entire digestive tract
(stomach, small bowel, etc.), c) In cases of positive family history of the disease, any number
of juvenile polyps [2]. Three subtypes of Juvenile Polyposis Syndrome were defined: 1.
Juvenile polyposis coli (JPC), 2. Generalized juvenile polyposis (GJP), and 3. Juvenile
polyposis of infancy (JPI) [3]. The first two subtypes are distinguished by the location and
extent of polyps along the gastrointestinal tract with polyps located in the colon only in JPC
and in the colon and upper gastrointestinal tract in GJP [4].
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JPS most presents with rectal bleeding, anemia,
abdominal pain, obstruction and rarely, with rectal prolapsus of
the polyp [5]. It is estimated that over 20% patients with JPS
have macrocephaly, congenital heart diseases and urogenital
system anomalies [6]. Germline mutations which causie JPS in
40-60% of patients have been identified in bone morphogenetic
protein receptor type 1A (BMPR1A) and SMAD4 [7,8].

In this case, we diagnosed as Infantile Juvenile
Polyposis Syndrome based on protein-losing enteropathy, rectal
bleeding and the extraintestinal manifestations of the syndrome.

Case presentation

A 2-year-old male infant was referred to the hospital
with complaints of painless rectal bleeding and rectal prolapsus
of a polyp, which occurred when was 15 months old.
Pathological examination revealed that it was a juvenile polyp.
After a short while, the patient was hospitalized due to rectal
bleeding, paleness, swelling in both legs and periorbital edema.
Physical examination of the patient revealed +3 pretibial, scrotal,
periorbital edema, clubbing and pale appearance. The patient had
macrocephaly, hypotonicity and neuromotor retardation. Liver
and spleen were subcostally palpable at 4 and 2 cm, respectively.
We observed the prolapsus of the polyp during rectal
examination (Figure 1).

Figure 1: Physical examination of the patient. (A: Macrocephaly, B: Pretibial edema, C:
Prolapsus of the polyp and scrotal edema during rectal examination, D: Clubbing, E:
Macroscopic appearance of the polyps during colonoscopy)

Cardiovascular examination revealed a 1/6 heart
murmur.  Laboratory  test results were as follows:
Immunoglobulin (Ig) G: 266 IU/L, Ig A: 69 IU/ml, Ig M: 43
1U/ml, 1g E: 16 1U/ml, Total protein: 2.5 g/dl, Albumin: 1.4 g/dI,
Hemoglobin: 6 g/dl, Hematocrit: 18%, Blood Sodium: 125
mmol/L, Potassium: 2.5 mmol/L. Echocardiography reported
mitral valve prolapse and mild mitral valve deficiency. Urinary
system ultrasonography and cranial magnetic resonance imaging
were normal, along with the past medical history of the patient.
Two grandfathers had died due to lung cancer and colon cancer.
We considered polyposis syndrome in the differential diagnosis
of protein-losing enteropathy and diagnosed the case with JPS

Infantile juvenile polyposis syndrome
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based on the existence of protein-losing enteropathy with
extraintestinal manifestations of the syndrome. Infantile juvenile
polyposis syndrome is considered because the symptoms
occurred during the first 2 years of age. Gastroscopic
examination through the antrum revealed multiple (more than
10), spherical and lobulated, 5-20 cm-sized, pedunculated/sessile
polyps. Colonoscopic examination revealed multiple polyps
through the colon. JPS diagnosis must be based on
histopathological findings coherent with juvenile polyps (Figure
2). We obtained written consents forms from the patient’s
primary caretakers for this case presentation.

Figure 2: Mucosal pathology (A: Gastric mucosa juvenile poly, Hematoxylin&eosin x40, B:
Gastric mucosa juvenile poly, Hematoxylin&eosin x100, C: Colon mucosa juvenile poly
Hematoxylin&eosin x40, D: Focal low grade dysplasia, Hematoxylin&eosin x100

Discussion

There are several reasons of rectal bleeding, including
infections, medications, and inflammatory bowel disease [9].
One of the most common causes of painless, rectal bleeding in
children is colorectal polyps, most of which are sporadic, usually
isolated, colorectal juvenile polyps. Sporadic isolated colorectal
juvenile polyps are present in as many as 2% of symptomatic
children [10]. We want to emphasize that the sporadic juvenile
polyp diagnosis should be based on pathological examination of
the polyps and clinical exclusion of JPS.

In our patient, extraintestinal system manifestations
such as macrocephaly, congenital heart disease and clubbing
accompanied protein losing enteropathy. Awareness of these
clinical findings is necessary for the diagnosis of polyposis
syndrome as the differential diagnosis of protein losing
enteropathy. We mentioned the importance of a multidisciplinary
approach, early recognition of the syndrome due to the elevated
risk of mortality and malignancy development at later stages, and
appropriate referral of the patient. This provides the best
outcome for patients affected by polyposis syndrome. JPS carries
an increased risk of gastrointestinal malignancy (38 % to 68 %)
[11].

Conclusion

Our case highlights the importance of combined clinical
findings of JPS with extraintestinal system manifestations and
endoscopic examination for diagnosis. It is a rare syndrome,
requiring more studies in which patients are monitored
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prospectively to reach a comprehensive understanding of JPS
and make its early diagnosis possible.
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