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Abstract. : 
Von Hippel–Lindau Disease (VHL), Also Known As Von Hippel–Lindau Syndrome, Is A Rare Genetic Disorder 

With Multisystem Involvement. It Is Characterised By The Development Of Multiple Vascularised Tumours, 

Particularly Cerebellar, Retinal And/Or Visceral. The Disease Can Occur At Any Age And Usually Starts With 

Retinal Hemangioblastomas 

We Report The Case  Of A 17 Years Old Patient With VHL Family History Who Presented With   Progressive 

Unilateral  Decrease  Of Visual Acuity Evolving For 6 Months. The Fundus Examination Showed A Retinal 

Examination With Significant Edema.The Fluorescein Angiography Confirmed  The  Diagnosis . The   Brain MRI 

And The  Abdominal CT Scan Were Normal. The Patient Had To Undergo Photocoagulation Of The Retinal 

Lesions 

Management Of Patients With VHL Disease Often Requires A Multidisciplinary Approach. The Role Of The 

Ophthalmologist Is Important In The Management Of This Condition Since The Ocular Involvement May Be 

Indicative Of The Disease. 
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I. Introduction : 
Von Hippel-Lindau (VHL) disease  is a dominantly inherited familial cancer syndrome predisposing to 

various benign or malignant tumors: central nervous system (CNS) and ocular hemangioblastomas, renal cell 

carcinoma (RCC) and/or renal cysts, pancreatic tumors and cysts, pheochromocytoma, and endolymphatic sac 

tumors 

The birth incidence is estimated to be 1 in 36,000 to 1 in 53,000. 

We report the case of a patient with Von Hippel-Lindau disease revealed by a retinal hemangioblastoma. 

 

II. Case report : 
A 17 years old patient with no a family history of Von Hippel-Lindau disease  presented with unilateral 

progressive decrease  of visual acuity evolving for 6 months. 

At examination, the visual acuity was counting fingers at 2 meters in the right eye and 10/10 in the left 

one, with no significant refractive error. Anterior segment examination was unremarkable and the intraocular 

pressure was 13 and 15 mm Hg, respectively Ocular funduscopy of the right eye showed an orange elevetad tumor 

of 3 disc diameters with dilated feeding vessel and tortuous draining vein and significant macular edema with 

lipid exudates ( figure1) 

Fluorescein angiography  revealed hyperfluorescence of the tumor in the early phase, whereas marked 

dye leakage was noted in a late phase. The optical coherence tomography (OCT) confirmed the  macular oedema 

( figure 2). The diagnosis of retinal hemangioblastoma was established. ( 

The   Brain MRI and the  abdominal CT scan results were unremarkable. The genetic testing was in favor 

of VHL disease. 

The patient had to undergo  an argon laser photocoagulation of the retinal lesion .  The laser burns were 

applied directly on the retinal hemangioblastoma 

Onee year after the trealment, the visual acuity in the rigjt eye was 2/10. The optical coherence 

tomography showed  a large centrofoveolar exsudate and the  fluorescein angiography revealed the  regress of the 

retinal hemangioblastoma (figure 3 and 4) 
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Figure 1 : right eye fundus  : nette résorption des exsudats maculaires , l’aspect des vaisseaux est moins 

tortueux apres un an 

 

 
Figure 2 : Right eye OCT showing the macular edema 

 

 
Figure 3 : Right eye OCT : Evolution of the macular edema after trealment 
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Figure4 : Retinal angiography showing the results 8 months after photocoagulation 

 

III. Discussion : 
Retinal hemangioblastoma is one of the most frequent tumors occurring during the course of VHL disease 

and can be responsible for significant visual impairment. 

The disease results from germline mutations in the VHL tumor suppressor gene located on chromosome 

3p25-p26, and the tumor development results from somatic inactivation of the remaining wild-type VHL allele 

(1). 

The contribution of the ophthalmological examination in VHL is considerable, because the first 

manifestation of VHL is ophthalmic in 50% of patients. 

On fundus evaluation, the lesions have an easily recognizable globular reddish appearance with a dilated 

feeding artery and a tortuous draining vein. The size of the retinal hemangioblastoma may be variable, ranging 

from a pinpoint lesion or a discrete vascular tuft to a large globular lesion (1) 

The superior temporal quadrant is the predilection site for retinal hemangioblastoma (2). The most 

common causes of vision loss are intraretinal exudation, exudative retinal detachment, hemorrhage, and epiretinal 

fibrosis (2) 

Fluorescein angiography  remains the gold standard for identifying small angiomas, juxta papillary 

angiomas or angiomas obscured by epiretinal membrane (3)  Fluorescein angiography shows early 

hyperfluorescence and late leakage. 

Successful treatment of peripheral tumors has been reported with laser photocoagulation, especially in 

smaller tumors, and with cryotherapy, brachytherapy, pars plana vitrectomy and diathermy (4). 

Laser photocoagulation, brachytherapy and transpupillary thermoplasty have been shown to be effective 

in the treatment of optic disc hemangiomas, but all these approaches are risky and can result in permanent 

scotomas and poor clinical outcome due to the posterior location of the tumor and its proximity to the optic nerve  

(5). 

Cryotherapy may be useful for larger peripheral lesions or associated exudative retinal detachment (12). 

Brachytherapy reserved for larger lesions (6,7,8) 

Retinovitreal surgery is to be considered for severe cases of retinal capillary hemangioblastoma 

associating serous RD, vascularized or non-vascularized pre-retinal fibrosis and neo-vessels on the tumor or pre-

papillary (8,9). 

In spite of its benign nature and classic slow-growing course, ocular hemangioblastoma may cause sight-

threatening complications and remains a major cause of visual morbidity or sometimes blindness for patients with 

VHL disease. Early detection and treatment can change the visual prognosis (1). 

According to french guidelines, yearly ophthalmic examination is indicated for patients with VHL  

disease under the age of 5 years. Between the age of 15 and 30 years, a funduscopy is recommended twice a year. 

After 30 years of age, a yearly examination is recommended. (1) 
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IV. Conclusion : 
Diagnostic delay due to the variability of clinical manifestations is one of the main difficulties 

encountered in the management of p1tients with VHL disease.The early diagnosis allows monitoring of lesions 

that can threaten the vital or visual outcome.  

The ophthalmologist therefore has a major role to play in screening since 2/3 of patients with the disease 

present with retinal hemangioblastoma. 
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