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gangliomas extraadrenales malignos tienden a presentar
margenes irregulares con densidad heterogénea’. La gam-
magrafia con metayodobenzilguanidina, un analogo de las
catecolaminas captado en mas del 90% de los paraganglio-
mas, puede ser utilizada para su localizacion y tratamiento.
Esta prueba es especifica, pero en ocasiones carece de
sensibilidad®.

El tratamiento de eleccion es la reseccion quirlrgica,
ya que existe una correlacion positiva entre la exéresis
completa y el pronostico. La quimioterapia se utiliza en
pacientes con enfermedad no resecable o metastasica y
como tratamiento neoadyuvante en grandes tumores para
facilitar la reseccion quirurgica’. En las recurrencias tumo-
rales también esta indicada la reseccion quirirgica. No
existen reportes de metastasis a ganglios linfaticos ni a 6rga-
nos cercanos o distantes®.

Los paragangliomas extraadrenales son un dilema diag-
nostico para el patologo. La evaluacion citologica de los
hallazgos neuroendocrinos de las células tumorales ayuda
a evitar los diagndsticos erroneos de carcinoma o sarcoma.
Su patrdén microscopico es trabecular, con cordones de célu-
las tumorales definiendo nidos de células cuboidales con
patrdn Zellballen, separados por septos fibrovascularizados.
Los indicadores fiables de malignidad son invasion extensa
de drganos adyacentes (ganglios linfaticos) y diseminacion
metastasica a distancia (pulmén e higado)®.
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Recurrent cecocolic
intussusception in a young
woman

@ CrossMark

Intususcepcion cecocdlica recurrente en una
mujer adulta joven

A 21-year-old female, white race, native resident in wes-
tern Europe and with no relevant personal history, was
admitted with a severe, progressively worsening, abdomi-
nal pain lasting for 7 days. She denied vomits, weight loss
or alterations in bowel movements. No other extraintesti-
nal symptoms were present. Laboratory tests only revealed
mild leukocytosis. Abdominal ultrasonography suggested an
abdominal mass in the right flank. Abdominal CT showed
a colonic intussusception with cecum, ascending colon, fat
and mesenteric vessels (intussusceptum) invaginated into
the transverse (intussuscipiens) (Fig. 1); within this area a
nodular mass with 4cm was identifiable. After a multidisci-
plinary discussion a colonoscopy was proposed. It revealed a
significant narrowing in the transverse and ascending colon
and a congestive and extensively ulcerated pseudopolypoid

mass with 4cm in the cecum (Fig. 2). Forceps biopsies were
performed. After clinical improvement and before a histo-
logical evaluation was available, the patient was referred
to our outpatient department. Nevertheless, 8 days after
the discharge, she recurred to the emergency department
with a similar abdominal pain. An intussusception relapse
was again suggested by abdominal ultrasonography. A surgi-
cal approach was then decided and a right hemicolectomy
performed. Histological evaluation revealed a cecal lympho-
proliferative disorder constituted by medium-size cells with
high proliferative and apoptotic activities (Fig. 3). Immu-
nostaining revealed CD3 and CD20 positivity (Fig. 4) and
CD23, CD30, B cell leukemia/lymphoma 2 (bcl-2), ciclin D1
and Pax 5 negativity. These features were compatible with
a Burkitt lymphoma. The patient was then referred to the
hemato-oncology department.

Burkitt lymphoma is an aggressive non-Hodgkin B-cell
lymphoma related to the translocation and deregulation of
the c-myc gene.’

Burkitt lymphoma is rare in Western Europe and North
America and it is usually diagnosed in children and young
adults. Currently there are three types of Burkitt lymp-
homa: sporadic, endemic and immunodeficiency-related.
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Figure 1
(arrows).

CT scan revealing a cecocolic intussusception

Their epidemiology, clinical presentation and genetic featu-
res are different. Endemic variant, which is strongly related
to Epstein-Barr virus infection, is mainly present in Africa
and affects children. Sporadic variant is more common in
Europe and United States and it is also more common in
children. It rarely affects adult patients. Immunodeficiency-
related Burkitt lymphoma occurs mainly in HIV-positive
patients. A male predominance occurs in all variants.?
Clinical presentation differs between variants. Endemic
variant usually involves facial bones, namely the maxi-
lla, jaw and orbit with a rapid spread to extranodal sites
including kidneys, breasts, bone marrow and meninges. Spo-
radic variant often has an abdominal presentation with
bowel obstruction or gastrointestinal bleeding. Distal ileum,

Figure 2  Colonoscopy revealing an ulcerated pseudopolypoid
mass in the cecum.
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Figure 3 Histological analysis revealing medium-size
cells with high proliferative and apoptotic activities
(hematoxylin-eosin staining).

cecum, stomach and mesentery are frequently involved.
Immunodeficiency-related Burkitt lymphoma often presents
with lymph node involvement.?

Although Burkitt lymphoma variants comprise some dif-
ferences, histological features are similar. Tumor cells are
usually monotonous, medium-sized, nuclei with multiple
nucleoli and a basophilic cytoplasm. High rates of prolife-
ration and apoptotic activities are typical. A ‘‘starry-sky’’
pattern is characteristic and refers to numerous macrop-
hages ingesting apoptotic tumor cells. Immunostaining also
contributes for the diagnosis. Burkitt lymphoma cells lack
CD5, bcl-2 and CD23. In contrast they present positivity for
CD19, CD20, CD22, CD10 and CD43.4

A definitive diagnosis of intestinal Burkitt lymphoma is
usually achieved after histological evaluation of the surgical
specimen. Nevertheless, endoscopy may achieve the diagno-
sis in some cases. Chemotherapy is the mainstay treatment
for all variants of Burkitt lymphoma.® Surgical approach may
be recommended in selected cases, namely for symptoms
relief or to avoid complications during chemotherapy.®
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Figure 4 Medium-size cells with positive immunostaining for
CD 20.



588

CARTAS CIENTIFICAS

Intussusception consists in a prolapse of a proximal bowel
segment into a distal segment. It is much more common in
children than in adults (20:1). Among children intussuscep-
tion is idiopathic in 90% of the cases. In contrast, a causal
lesion is identified in 90% of the cases occurring in adults.”
Tumors, colonic diverticulum or Meckel’s diverticulum may
cause intussusception. Bowel obstruction with abdominal
pain, vomiting and often with a palpable mass is the most
common clinical presentation. Currently, diagnosis is mainly
based on ultrasonography and/or computed tomography.®
Although a temporary relief of intussusception may be achie-
ved by endoscopy, a surgical approach is recommended for
a definitive resolution. Moreover, considering the existence
of a leading point, the surgical approach is advisable.’

Authors describe a case of a white adult female with
recurrent cecocolic intussusception caused by an intestinal
Burkitt lymphoma. Colonoscopy achieved a temporary relief
of the intussusception. Nevertheless, an early intussuscep-
tion relapse occurred and a definitive surgical approach was
performed.

References

1. Ferry JA. Burkitt’s lymphoma: clinicopathologic features and dif-
ferential diagnosis. Oncologist. 2006;11:375-83.

2. Armitage JO, Weisenburger DD. New approach to classifying non-
Hodgkin’s lymphomas: clinical features of the major histologic
subtypes. Non-Hodgkin’s Lymphoma Classification Project. J Clin
Oncol. 1998;16:2780-95.

3. Blum KA, Lozanski G, Byrd JC. Adult Burkitt leukemia and lymp-
homa. Blood. 2004;104:3009-20.

4. Yano T, van Krieken JH, Magrath IT, Longo DL, Jaffe ES, Raf-
feld M. Histogenetic correlations between subcategories of small
noncleaved cell lymphomas. Blood. 1992;79:1282-90.

5. Levine AM. Challenges in the management of Burkitt’s lymphoma.
Clin Lymphoma. 2002;3 Suppl. 1:519-25.

6. Fallon SC, Redell MS, El-Bietar J, Lopez ME, Vasudevan SA, Brandt
ML. Intestinal perforation after treatment of Burkitt’s lymp-
homa: case report and review of the literature. J Pediatr Surg.
2013;48:436-40.

7. Weilbaecher D 2nd, Bolin JA, Hearn D, Ogden W 2nd. Intussus-
ception in adults. Review of 160 cases. Am J Surg. 1971;121:
531-5.

8. Takeuchi K, Tsuzuki Y, Ando T, Sekihara M, Hara T, Kori T, et al.
The diagnosis and treatment of adult intussusception. J Clin Gas-
troenterol. 2003;36:18-21.

9. Haas EM, Etter EL, Ellis S, Taylor TV. Adult intussusception. Am J
Surg. 2003;186:75-6.

Carlos Fernandes*, Rolando Pinho, lolanda Ribeiro, Joana
Silva, Ana Ponte, Sonia Leite, José Fraga

Department Gastroenterology, Centro Hospitalar Vila Nova
Gaia, Porto, Portugal

* Corresponding author.
E-mail address: carlosdpfernandes@gmail.com
(C. Fernandes).

http://dx.doi.org/10.1016/j.gastrohep.2014.10.006

Is H63D a ‘minor’ HFE
polymorphism?

@ CrossMark

¢Es la H63D un polimorfismo ‘‘menor’’?

Iron overload is associated with a variety of genetic and
acquired conditions. Of these, HFE-hemochromatosis is by
far the most frequent, well-defined inherited cause, and the
majority of patients are homozygotes for the C282Y poly-
morphism. H63D is considered a ‘minor’ HFE polymorphism!'
but some clinical studies suggest an association between
H63D homozygosity and iron overload. However, its role in
the development of iron overload remains unclear.

We aimed to study the prevalence and phenotypic expres-
sion of H63D homozygotes in a cohort of patients referred
to our hepatology clinic.

Method

Patients with increased serum ferritin (1.5x upper limit
of normal, >300ng/mL in females, >450ng/mL in males -
values adopted from the Hemochromatosis and Iron Over-
load Screening Study?) and increased transferrin saturation
(>45% in females, >50% in males) were enrolled in our
study, for three consecutive years. Genetic testing for
C282Y/H63D/S65C mutations of the HFE gene was perfor-
med by polymerase chain reaction. Standard biochemical
markers of iron status, including serum ferritin and trans-
ferrin saturation, were obtained. Other laboratorial data

included complete blood count, fasting glucose, liver func-
tion tests, lipid profile and serology for hepatitis B and
C. Also, baseline demographic and clinical characteristics
(with quantification of alcohol consumption) were recor-
ded. Chronic renal disease, shunts, chronic haemolytic
anemia, thalassemia major, sideroblastic or spur cell ane-
mia, parenteral iron overload and porphyria cutanea tarda
were excluded.

Results

230 consecutive patients fulfilled the inclusion criteria, and
were enrolled in our study. After HFE genetic analysis, the
H63D homozygous mutation was identified in 6.96% (n=16)
of the individuals. The mean age was 53.8 years (28-76), and
ten (62.5%) were male. In this group, we found median value
of serum ferritin of 550.3 ng/mL and transferrin saturation
of 57.6%.

Other causes of liver disease were found in 15: Non-
Alcoholic Fatty Liver (NAFLD) in 8 patients, chronic alcohol
consumption (>60g/day) in 3, chronic Hepatitis B in 3 and
C in 1 patient. One patient with H63D homozygosity was
negative for other hepatic diseases, viral infections, alcohol
abuse and NAFLD.

Discussion

It has been suggested that the H63D mutation con-
tributes to iron overload, increasing serum iron and
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