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Case Report / Olgu Sunumu
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ABSTRACT
Ataxia telangiectasia (AT) is an autosomal recessive immunodeficiency syndrome. The presence of telangiectasias may vary in location; however,
bladder wall telangiectasias are rarely seen and may cause fatal hematuria. In the present case, a child with AT also diagnosed as acute
lymphoblastic leukemia presented with persistent hematuria. In cystouretroscopy session, there have been extensive hemorrhagic bladder wall
telangiectasias. Persistent hemorrhage was controlled with telangiectasia fulguration and continuous intravesical tranexamic acid infusion. As
a result, we advocate early cystoscopy for patients with AT who develop hematuria and intravesical continuous tranexamic acid infusion after
telangiectasia fulguration for the management of hemodynamically significant hemorrhage.
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ÖZ
Ataksi telenjiektazi (AT) otozomal resesif geçişli bir immün yetmezlik sendromudur. Vücudun çeşitli yerlerinde görülebilen telenjiektaziler arasında
mesane duvarı telenjiektazileri nadiren görülmektedir ve hayatı tehdit eden hematüri ataklarına sebep olabilir. Olgumuz, AT'nin yanında akut
lenfoblastik lösemi tanısı almış olup inatçı hematüri kliniği ile değerlendirildi. Yapılan tanısal sistoüretroskopisinde mesanede yaygın hemorajik
telenjiektazi alanları görüldü. Telenjiektazilerin neden olduğu kanama, fulgurasyon ve traneksamik asitin intravezikal yoldan sürekli infüzyonu ile
kontrol altına alındı. Sonuç olarak AT'li hematürik hastalarda farklı tedavi seçenekleri olsa da, erken sistoüretroskopi ve ardından telenjiektazilerin
fulgurasyonu ile intravezikal traneksamik asit uygulanması, kanama kontrolünü sağlamada etkilidir.
Anahtar kelimeler: Ataksi telenjiektazi, inatçı hematüri, mesane, fulgurasyon
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INTRODUCTION

DISCUSSION

Ataxia telangiectasia (AT) is an autosomal recessive immunodeficiency syndrome. The presence of telangiectasias may vary in
location. Here we present the case of an 11-year-old female patient diagnosed as AT with acute lymphoblastic leukemia (ALL)
who developed clinically significant persistent hematuria due to
bladder wall telangiectasias. It is rarely seen.

Ataxia telangiectasia is an autosomal recessive immunodeficiency
syndrome with cerebellar ataxia, oculocutaneous telangiectasia, and
sensitivity to radiation (1). The genetic defect in patients with AT is in
the ATM genome (11q) resulting defect in DNA repair and susceptibility to malignancies (2). Because it is a DNA-defective gene disorder,
patients with AT may develop malignancies. Most common malignancy in patients with AT is ALL. Our patient was also diagnosed with
“high-risk ALL” 2 years ago and received systemic chemotherapy.

CASE PRESENTATION
An 11-year-old girl was diagnosed with ataxia telangiectasia when
she was a toddler (18 months old). At 8 years of age, she was diagnosed as high-risk ALL and received St. Jude ALL chemotherapy
protocol. She was admitted to our hospital 7 months ago with the
complaint of persistent hematuria, which needed blood transfusions. She was consulted to us for cystourethroscopy, and a written
consent form was taken from her family in Karadeniz Technical University School of Medicine, Department of Urology. Cystourethroscopy revealed active hemorrhagic diffuse telangiectasias on whole
bladder wall (Figure 1). These hemorrhagic telangiectasias on the
bladder wall were fulgurated. After fulguration, tranexamic acid was
administered as continuous intravesical irrigation until the end of
the first postoperative week. Subsequently, there was no hematuria.
Corresponding Author / Sorumlu Yazar: Ahmet Serdar Teoman,
E-mail: asteoman88@gmail.com

Telangiectasias are mostly on oculocutaneous area. They are most
significant and pathognomonic lesions in AT. Sometimes these
may be located anywhere on body. However, bladder wall telangiectasias are rarely seen and may cause persistent fatal hematuria.
There are various opinions regarding the mechanisms of persistent hematuria due to these telangiectasias (3-7). One study
mentioned that hematuria episodes were secondary to the
cyclophosphamide-based chemotherapy treatment in patients
with AT with ALL (5). Another study reported that these patients
could undergo hematuria with increased chemotherapy toxicity
because of DNA-repair defects despite the administration of the
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hard to control bleeding. We advocate early cystouretroscopy for
patients with AT who develop hematuria and intravesical continuous tranexamic acid infusion after telangiectasia fulguration for
the management of hemodynamically significant hemorrhage.
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Figure 1. Active hemorrhagic diffuse telangiectasias on the patient’s
bladder wall

lower cyclophosphamide doses and the administration of the
protective agent Mesna (Uromitexan; Eczacıbaşı-Baxter Medical, İstanbul, Turkey) (6). In another study, patients with AT were
reported to be immunocompromised, resulting in the development of hemorrhagic cystitis by infection with human polyomaviruses (BK and JC viruses), which may lead to life-threatening
persistent hematuria attacks (8). Laboratory examinations of our
patient did not reveal any opportunistic viral infection. It is known
that she received cyclophosphamide (chemotherapy accompanied by Mesna); nevertheless, there is no evidence that caused
persistent hematuria when taken the chemotherapy regimen.
Clinically, it may be difficult to manage hematuria in patients with AT,
necessitating interventional treatment options, such as silver nitrate
instillation to bladder, vaporization of lesions with laser or diathermy,
selective vesical artery embolism, and even cystectomy, as reported
in the literature (4, 5). Our patient underwent telangiectasia fulguration those seen in her cystouretroscopy as diffuse hemorrhagic telangiectasias on whole bladder wall. After the fulguration, intravesical
continuous tranexamic acid infusion was administered using Foley
catheter for a week. Finally, there was no macroscopic hematuria observed. We believe that this successful treatment may be a treatment
option for persistent hematuria due to bladder wall telangiectasias.
CONCLUSION
In patients with AT it is rarely possible to see bladder wall telangiectasias. When these cause persistent hematuria, it may be
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