
Psychosocial consequences of screening for Von Hippel-Lindau disease in patients 

operated for an hemangioblastoma of the central nervous system 

Objectives and context of the research project: Von Hippel-Lindau (VHL) disease is a severe 

autosomal dominant genetic disorder (with almost complete penetrance) that predisposes 

for many tumors. Some of them and associated with a poorer outcome. Clear cell-renal cell 

carcinoma (ccRCC) is the leading cause of mortality.  

The diagnosis of VHL disease may be challenging because the tumors have an asynchronous 

and multi-organ development and there is often no apparent hereditary context. It is 

admitted that VHL disease is underdiagnosed.  

To increase the proportion of diagnosed patients, some countries have put in place systems 

for recall of patients often based patients registries with one of the tumor potentially 

associated with VHL disease. These elements are currently being implemented in guidelines 

but many patients operated during the past years may have not been previously screened 

for VHL.  

Hemangioblastoma of the CNS (HB) is one of typical tumor type associated with VHL and up 

to 30% of patients with HB have VHL mutation. The diagnosis of VHL in this population 

enables the diagnosis of other tumor type at early stage of development since HB is 

chronologically the second tumor occurring during the VHL disease history.  

The diagnosis of VHL raises a number of critical problems and questions. The announcement 

of a potentially severe disease is always difficult, and there is also an additional psychosocial 

dimension related to the inherance of the disease.  

The main objective of this study is to evaluate the impact on state anxiety changes of the 

screening for VHL disease in patients operated for a CNS hemangioblastoma and VHL 

mutation status in comparison with non-mutated patients.  

Secondary objectives include assessment of the impact of screening on various other 

psychological and social dimensions (Depression and QOL scales) and the prevalence of 

other VHL-related disorders in this patient population.  

Patients Inclusion criteria: -aged >=18 years-Surgery for a CNS hemangioblastoma from 1999 

to 2013 at the department of Neurosurgery of la Timone university hospital and newly 

diagnosed CNS hemangioblastoma-Absence of screening for VHL 

No inclusion criteria: minor, incorrect French language  

Exclusion criteria: patients lost in follow-up before the result of genetic screening. 

Study Design: 



-For Patients previously operated and who fullfield the criteria will be contacted via a letter 

sent by the Department of Neurosurgery of la Timone university hospital (Pr P. Metellus).  

-For newly diagnosed CNS hemangioblastoma: all patients will be screenned. In all cases, the 

screening will be done by Dr H. Zattara who is the referential physician for VHL disease in 

PACA area. During the first genetic consultation, the geneticist will provide comprehensive 

information on the VHL disease. 

The results will be given to patients during a second consultation.  

Level of anxiety trait will be assessed with the state scale of the Spielberger state-trait 

anxiety inventory (STAI) (20 items, scale range20-80, higher scores corresponding to higher 

levels of anxiety).  

STAI will be administered before and after the knowledge of the genetic status.  

Assessment of depression, QOL and psychological consequences (quantitative and 

qualitative) will be assessed with BDI (Beck Depression Inventory) self administrated scale, 

SF-36 and the Psychological Consequences Questionnaire. All informations will be collected 

before and after the knowledge of the genetic status (VHL mutated and no-mutated). 

The participation of each person will be for 12 months, corresponding to the time for the 

genetic testing and the screening of all VHL-related tumors.  

Expected results and their use: 

At present: 42 different patients who have been operated for a CNS hemangioblastoma have 

been identified from the pathological registry of CNS tumors of la Timone University 

hospital. Only 6/42 have been previously screened for VHL with 2/6 VHL-patients.  

The remaining 36 patients will be potentially included in the present study and about5 newly 

cases during the study period (extrapolated from the mean number of cases of HB diagnosed 

annually in our department of the neurosurgery during the latest 10 years). By taking a 

response rate to the letter of 80%, The final population will be about 33 patients. 

The proportion of mutated patients will be about 30%. It is anticipated that the study 

population will include or 10 VHL patients mutated and 23 sporadic cases who act as control 

cases. 

This number of patient will enable to identify a difference in anxiety levels by 12 points, with 

a standard deviation of 10, a power of 80% and an alpha risk of 5%. 

All VHL patients will be sent to an Endocrinologist who will coordinate the subsequent 

screening work-up according to the VHL guidelines.  

Patients with psychological disorders will be sent to psychologist or psychiatrist. 



Given to the high number of newly diagnosed susceptibility genes for tumors each year, 

many patients from different inherited syndromes will probably be recalled after their 

primary treatment for a delayed screening program. The study will probably provide 

interesting informations on the psychosocial consequences of such approaches and a more 

appropriate management toward these patients who are undiagnosed during the initial 

work-up 


