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CASE REPORT

Bardet-Biedl syndrome with vulva carcinoma presented with acute renal failure:
a case report
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Abstract

Background: Bardet-Biedl syndrome is a rare disorder characterized by retinal dystrophy, obesity, kidney dysfunction,
polydactyly, hypogonadism and cognitive impairment. It can be accompanied by systemic findings such as malignancy,
hypertension, diabetes mellitus, constitutional and functional disorders of urogenital system and liver fibrosis.

Case report: A 35-year-old woman with Bardet-Biedl syndrome was referred to our outpatient nephrology clinic with
dysuria, acute renal failure, and urinary tract infection. A sized 2 x 1 cm mass between labia major and minor was noted,
while CT scan showed a lesion that encompassed uterus and extended to the posterior side of the bladder in the left adnexal
region and a 3 cm lesion in the liver. Excisional biopsy of the mass revealed a well-differentiated, squamous cell carcinoma.
Dysuria resolved with insertion of urinary catheter after bougie dilatation and the patient was referred for radiotherapy.
Conclusion: It should be kept in the mind that renal failure may develop due to constitutional urogenital anomalies such
as vulva carcinoma. This can be an important cause of morbidity and mortality in patients with Bardet-Biedl syndrome.
Hippokratia 2015; 19 (2):176-178.

Keywords: Bardet-Biedl syndrome, malignancy, renal failure

Corresponding author: Funda Sari, MD, Division of Nephrology, Antalya Education and Research Hospital, Ministry of Health, TR-07070,

Antalya, Turkey, tel: +902422494400, fax: +902422494462, e-mail: fundasari@ymail.com, drsari@hotmail.com

Introduction

Laurence-Moon-syndrome (LMS) and Bardet-Biedl-
syndrome (BBS) have traditionally been referred as a
single condition with the name of Laurence-Moon-Bar-
det-Biedl-syndrome (LM/BBS)!2. It is now accepted that
BBS is a distinct clinical entity similar to, but different
from LMS and separated from LMS mainly by the ab-
sence of spastic paraplegia and presence of polydactyly.
Typical findings in BBS are developmental and progres-
sive degenerative defects such as retinal dystrophy, obes-
ity, polydactyly, kidney dysfunction, hypogonadism and
cognitive impairment?>.

LM/BBS is a rare autosomal recessively inherited
disorder. It can be accompanied by systemic findings
including hypertension, diabetes mellitus, structural and
functional disorders of urogenital system and hepatic fi-
brosis®. Rarely, urogenital system malignancies such as
endometrial carcinoma can be encountered in patients
with LM/BBS’®. Nephropathy is one of the most com-
mon involvements seen in LM/BBS and is accepted as the
most important cause of morbidity and mortality®!'. We
report a BBS case with vulva carcinoma that presented
with acute renal failure due to urinary obstruction, which
has never been reported in the literature previously.

Case report

A 35-year-old woman with BBS was referred to our
outpatient nephrology clinic with dysuria, acute renal
failure, and urinary tract infection. In her medical history,
we noted that she had visual loss, obesity, mental retarda-
tion and underwent an operation for polydactyly at child-
hood. She had amenorrhea for the last three years. On
physical examination blood pressure was 110/70 mmHg;
pulse was 75/minute and body temperature was 36.6 °C.
She was obese (height: 1.60 m; weight: 92 kg; body mass
index: 35.9 kg/m?) with a short neck, rounded face, short
limbs and fingers. Visual examination revealed retinitis
pigmentosa. In her genitourinary examination, we detect-
ed a solid, painless, mobile mass with a size of 2 x 1 cm
that was localized between labia major and minor.

Laboratory data were as follows: Hemoglobin: 8.6
g/dl (normal range:12-16), Hematocrit: 29.2% (35-52),
white blood cell: 12,340 /mm?® (4,800-10,800) plate-
let count: 431,000 /mm?, glucose: 115 mg/dl (74-106),
blood urea nitrogen: 30 mg/dl (6-20), creatinine: 1.9 mg/
dl (0.7-1.2), uric acid: 7.1 mg/dl (3.4-7,0), albumin: 3.9
g/dl (3.97-4.94), potassium: 5.9 mmol/l (3.5-5.1), eryth-
rocyte sedimentation rate: 96 mm/h (0-20), C-reactive
protein: 18.6 mg/dl (0-0.5), estradiol: 29 pg/ml (0-39),
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follicle-stimulating hormone: 2.53 mIU/ml (25.8-134.8),
luteinizing hormone: 0.86 mIU/ml (7.7-58.5), urinary
erythrocyte count: 4 /high power field, urinary leukocyte
count: 106 /high power field. Serum calcium, total pro-
tein, sodium, parathormone, ferritin and lipid levels were
normal. There was no bacterial growth in urine culture.
In addition, evaluation for acid-resistant bacilli was nega-
tive.

On ultrasonographic evaluation, the right kidney size
was measured 70 mm, whereas parenchyma thickness
was 9 mm. A grade 1-2 increase in the echogenicity of
renal parenchyma was noted. The right ureteral wall was
thickened, and the right renal pelvis was dilated. Also,
millimetric cysts and calcifications were detected. The
size of the left kidney was 93 mm, whereas parenchyma
thickness was 16 mm. In addition to the presence of lobu-
lated contours, parenchymal echogenicity was increased
by grade 1-2. An anechogenic cyst with a diameter of 4.5
cm was observed in the left ovary, which passed over its’
contours. On Computed Tomography scan, a hypodense
mass lesion with a diameter of 3 cm was seen in the liver,
which showed a peripheral enhancement during the arte-
rial phase and became isodense to the liver tissue dur-
ing the venous phase. No contrast passage was observed
in the collecting duct system of the right kidney. Also,
an asymmetric thickening of the right lateral wall of the
bladder was detected. Moreover, a septated hypodense le-
sion with 5 cm diameter and multi-loculated complicated
cystic lesions with intense peripheral enhancement, thar
encompass uterus and extend to the posterior side of the
bladder in the left adnexal region, were shown. Fluid col-
lection around the endometrial region and a few enlarged
lymph nodes at the obturator region were also detected.
On magnetic resonance imaging, a complex mass lesion
sized 58 x 68 x 100 mm and consisting of solid and cystic
components was observed at cervix uteri localization.
A septated cystic mass with multi-lobulated appearance
was detected in the left adnexal region, which was 42 x
58 mm in size. An excisional biopsy of the mass between
labium major and minor was performed, which was re-
ported as a well-differentiated, squamous cell carcinoma
in the pathological evaluation.

Intravenous antibiotic treatment with Ceftriaxone (2 x

1 g) was administered. In cystoscopy, a urethral stenosis
was detected and a Foley urinary catheter was inserted,
after bougie dilatation. Dysuria was resolved; the patient
had fever (38 °C) occurring at an interval of 2-3 days,
which was relieved with antipyretics. Blood urea nitro-
gen, creatinine and C-reactive protein levels were 18 mg/
dL, 1.3 mg/dL, and 182 mg/L, respectively while urine
leukocyte was found to be 2 /high power field.
The patient was referred to the Departments of Medical
and Radiation Oncology after improvement of her renal
function tests, and radiotherapy was planned for vulva
carcinoma.

Discussion
Eventhough LMS and BBS have traditionally been

referred as a single condition, it is now accepted that
BBS is a distinct clinical entitiy. BBS has typical mani-
festations such as developmental and progressive degen-
erative defects characterised by retinal dystrophy, obes-
ity, polydactyly, kidney dysfunction, hypogonadism and
cognitive impairment as it was the case in our patient>>.
Moreover, renal dysfunction, hypertension, diabetes
mellitus, heart failure, hepatic fibrosis, hyperuricemia,
hyperfibrinogenemia, thrombocytosis and/or increased
vascular risk may be seen®!!.

The most common cause of mortality in patients with
LM/BBS is nephropathy. Lower urinary tract obstruction,
pyelonephritis, glomerulonephritis and hypertension are
frequently seen in these patients, whereas recurrent uri-
nary infections may cause chronic pyelonephritis and re-
nal failure. Renal cysts, diverticulum, calyceal deformities
and diffuse cortical loss may be also seen. The presence
of vesicoureteral reflux can exacerbate these findings®!'.
In the patient reported, renal failure at presentation was
due to urethral stenosis, which was resolved by urinary
catheter insertion. However, there was bilateral, struc-
tural renal disorder on the radiological evaluation, sug-
gesting previous injuries. It should be kept in mind that
renal failure is the most important cause of mortality in
these patients. Recurrent urinary infections and obstruc-
tions increase the risk for development of renal failure.
However, relieving obstruction and effective treatment of
infections may prevent renal failure.

The relationship between LM/BBS and increased
cancer risk is controversial. Beales et al'? reported three
cases of renal cell carcinoma among 180 identified par-
ents of 109 patients. This was estimated to represent a
17-fold increased risk of renal carcinoma. In contrast,
data from Hjortshoj et al’® did not support the suggested
increased risk for renal cancer, in these patients. In the
literature, there are case reports including LM/BBS pa-
tients with malignancies such as intracranial malignancy,
uterine, testicular, renal and endometrial carcinoma’®!%,
Obesity and insulin resistance may affect development
of malignancy in these patients. Herein, we report a BBS
patient with vulva carcinoma, presented with acute renal
failure due to urinary obstruction, which has never been
reported previously in the literature.

Conclusion

The present case shows that renal failure may develop
due to constitutional urogenital anomalies such as vulva
carcinoma. Also, careful assessment should be under-
taken in terms of malignancy, due to increased risk of
cancer, related to obesity in BBS patients.
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