-

View metadata, citation and similar papers at core.ac.uk brought to you byf’f CORE

provided by Ghent University Academic Bibliography

>

N

UNIVERSITEIT
GENT

biblio.ugent.be

The UGent Institutional Repository is the electoomichiving and dissemination platform for
all UGent research publications. Ghent Universdg mplemented a mandate stipulating that
all academic publications of UGent researcherslshimei deposited and archived in this
repository. Except for items where current copytrigistrictions apply, these papers are
available in Open Access.

This item is the archived peer-reviewed authorieersf:

Title INCIDENTAL RADIOLOGICAL FINDING OF A RENAL
TUMOUR LEADING TO THE DIAGNOSIS OF BIRT-HOGG-DUBE
SYNDROME

Authors

M. Schreuel? M. Lemmerling, W. Pauweld D. Dewildé, C. Heys&? K.L. Verstraeté
In: Journal, Volume (Issue), pages, year.

journal belge de radiologie/Belgisch tijdschriftoraadiologie

Optional: link to the article

To refer to or to cite this work, please use the ttion to the published version:
Authors (year). Title. journal Volume(lssue) page-page. doi


https://core.ac.uk/display/55760838?utm_source=pdf&utm_medium=banner&utm_campaign=pdf-decoration-v1

INCIDENTAL RADIOLOGICAL FINDING OF A RENAL TUMOUR
LEADING TO THE DIAGNOSIS OF BIRT-HOGG-DUBE SYNDROME

M. Schreuel? M. Lemmerling, W. Pauweld D. Dewildé, C. Heys&? K.L. Verstraeté

From:

1. Department of Radiology UZ Gent, Belgium

2. Department of Radiology AZ Sint-Lucas Hospitang Belgium

3. Department of Gastroenterology AZ Sint-Lucas pita$ Gent, Belgium

Address for correspondence:
Dr. M. Lemmerling
Department of Radiology
AZ Sint-Lucas Hospital Gent
Groenebriel 1

9000 Gent

Belgium

marc.lemmerling@azstlucas.be



Birt-Hogg-Dubé (BHD) syndrome is a rare autosomal dminant condition characterised
by benign tumours of the hair follicle, renal cance pulmonary cysts and spontaneous
pneumothorax. We report the diagnosis of a BHD symdme achieved after incidental
radiological finding of a renal tumour in a 24-yearold man. The patient also displayed
recurrent pneumothoraces and showed to have cysts the basis of both lungs. The
association of recurrent pneumothoraces and renaleoplastic disease should alert for

the possible presence of this syndrome.
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Case Report

A 24-year-old man was admitted to the hospitairfi@estigation of retrosternal pain
suggestive of pericarditis. Initial investigatiaesealed a CRP level of 3.4 mg/dl and discrete
ECG changes confirming the suspicion of pericasdAi contrast enhanced computed
tomography (CT) examination of the chest and thgeupbdomen was performed to rule out
conditions such as pulmonary embolism and aorfisatition, but the examination showed no
abnormalities. However, it was incidentally notkdtta solid contrast captating nodule of 2
cm was present posteriorly in the interpolar regbthe left kidney (Fig. 1A). The kidney
otherwise appeared normal and no other abdomimalratalities were seen. The patient
subsequently underwent a gadolinium enhanced magesbnance imaging (MRI) study of
the kidneys on which the presence of the noduleawarmed. The mass was hypo-intense
on the T1- and T2-weighted images (Fig. 1B), ara&d slight enhancement after
intravenous injection of gadolinium (Fig. 1C). Arpal nefrectomy was performed. The
anatomopathological analysis of the nodule showetineocytoma. Postoperatively our
young patient surprisingly showed a left-sided pnethorax . The pneumothorax resolved
within 5 days after chest drain insertion.

The history of our patient revealed that one mamibr to this admission, our patient was
treated for a primary left-sided pneumothorax whtbracoscopic pleurectomy and basal
bullectomy after chest drainage had failed (Fig.IIhe patient also had a known history of
ulcerative colitis, for which he had been undeatiment for several years. Furthermore,
family history revealed that our patients fathexddat a young age due to renal cancer.
Because of the wide variety of clinical problemegant in a young patient and because of his
family history of renal cancer, our patient waseredéd for genetic counselling. Molecular
genetic research confirmed the diagnosis of Birggt®ubé (BHD) syndrome, a rare

autosomal dominant disorder.

Discussion:

Birt-Hogg-Dubé syndrome is a rare autosomal dontinandition characterised by benign
tumours of the hair follicle, renal tumours of @ifént histological types, pulmonary cysts,
and spontaneous pneumothoraces. The conditiomsedady germline mutations in the

FLCN gene, which encodes folliculin. At present @200 families with BHD syndrome



with pathogenic FLCN mutations have been reporteddwide. BHD syndrome is probably
under-diagnosed because of the wide variabilitysiclinical expression. Patients might
present with renal cancer or pneumothorax, conditibat generally occur sporadically. The
skin lesions usually appear after the age of 2@syes multiple dome-shaped, whitish
papules on nose and cheeks. About 25% of the FLQbioN carriers do not manifest skin

lesions (1).

The most threatening complication of BHD syndromeenal cancer. In a series of 124
individuals with BHD, 27% of the patients had renahours at a mean age of 50.4 years
(range 31-74 years) (2). The earliest reportedsagéagnosis of renal cancer in a patient with
BHD syndrome is 20 years (3). A unique characterddtthis condition is the mixture of
histological types of renal tumours seen in a gkidiney or patient, with chromophobe renal
cell carcinoma (RCC), clear cell RCC and oncocytoespectively accounting for up to 34%,
9% and 8% of the cases (4). In addition to this,gresence of different cell populations
within an individual tumour, the so-called hybridoocytic tumour (50%), is frequently
observed in BHD patients. Furthermore, kidney turaau BHD syndrome usually occur
earlier than sporadic tumours and are generallyiphelland bilateral (5). This is not the case
in our patient. Therefore a familial history of akwancer, the diagnosis of early-onset renal
cancer (<50 years), or the presence of multipktdxial kidney tumours should raise suspicion
of BHD syndrome, particularly if the predominaigtblogical type is chromophobe renal

cell carcinoma or hybrid oncocytic tumour. CT an&Misually show multiple, bilateral,
heterogeneous, solid renal masses that demonk&t@egeneous enhancement after contrast
administration. In our patient the family historfysomalignant renal tumour and the discovery

of a benign oncocytoma at the age of 24, were dluése diagnosis of BHD syndrome.

On CT examination of the thorax, more than 80%cdufltapatients with BHD have multiple
lung cysts. It is known that pulmonary cysts mggtuve under the pressure of ventilation and
subsequently cause pneumothorax. On CT-scan theclsts are seen as well-circumscribed,
round, air-filled structures. In contrast with spaic primary pneumothorax, where
pulmonary cysts are usually located in the apioaks, the lung cysts in BHD are typically
found in the basal lung regions (1). In our patmunth cysts were seen in the basis bilaterally,
with the largest one showing a diameter of 1.5 Eig.(1E). Another clue to the diagnosis in
our case was therefore given by the finding of nemi spontaneous pneumothoraces on

radiographic imaging.



The typical skin lesions that are associated wibByndrome where in this case never used
as a clue to the diagnosis of this rare clinicoplaitic condition. Concerning the initial
complaints, the retrosternal pain was most likbbytesult of a viral pericarditis of which our

patient steadily recovered. This pericarditis epswas probably unrelated to the syndrome.

Finally, since our patient is known with ulcerats@itis, we also searched for a possible link
between ulcerative colitis and BHD syndrome, bulaass we know no other cases of BHD
syndrome have been reported in combination witlammimatory bowel disease. Throughout
the years, a number of pathological conditions Hmen linked to BHD syndrome. Intestinal
polyps have been described more than once in catmwith BHD syndrome, but no
association was demonstrated so far. The genemakosus now is that patients with BHD
syndrome are not at risk for colon polyps or cataadenocarcinoma (6,7). Due to the risk of
renal cancers for individuals who have a familytdmg of BHD syndrome, different
surveillance programs have been suggested ainesatlgtrecognition and treatment of
cancer. A yearly MRI scan of the kidneys startibtha age of 20 years is probably best, but
the exact role of CT and ultrasonography has nen lbelly investigated (1).

In conclusion, we describe the case of a patiettt thie rare Birt-Hogg-Dubé syndrome, a
probably underdiagnosed syndrome that is passéal foiowing generations in an autosomal
dominant fashion. Recurrent pneumothoraces wittsaggshe basis of the lungs rather than in
the apical regions in association with renal nestptadisease should alert for the possible
presence of this syndrome.
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Figure legends:

Fig 1A: This axial contrast-enhanced CT scan ofaibh@omen shows a well-defined,
exophytic, solid mass posteriorly in the interpakegion of the left kidney, less attenuating

than the surrounding renal parenchyma (arrow).

Fig 1B: On this axial T2-weighted MR image a wedfided hypo-intense lesion is seen in the

left kidney (arrow).

Fig 1C: The axial contrast-enhanced T1-weightediMBge shows slight homogeneous

enhancement of the mass in the left kidney (arrow).

Fig 1D: The AP conventional chest x-ray demonssratéeft-sided pneumothorax (arrows).

Fig 1E: This axial CT image of the chest displayelling window setting shows well-

circumscribed, round, air-filled structures in th& lung basis: lung cysts (arrow).



