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Summary
Von Recklinghausen's disease also known as neurofibromatosis type 1 
(NF1), is one of the most common genetic diseases. It is responsible of 
the development of neurofibromas from nerve sheaths and very typical 
skin lesions. Chest damage according to the literature is rare. Spontaneous 
hemothorax is a subcategory of hemothorax that involves the accumulation 
of blood in the pleural space in the absence of trauma or other causes. This 
clinical entity secondary to vascular involvement is rarely described in the 
literature. 

We present the cases of 2 young patients, with neurofibromatosis type 1 
(NF1), without dermatological follow-up, or any contributive past medical 
history, with both massive spontaneous hemothorax. The first is a 26-year-
old female nurse student, who consult for rapid worsening dyspnea over a 
week, associated with a dry and painful cough. She had no fever, no weight 
loss. Physical examination objectified NF1 lesions with coffee-milk stain 
type of skin neurofibromas, massive left fluid pleural effusion confirmed 
by imaging with a tumor of the posterior mediastinum. The second patient 
was 37 years old man, unemployed stable at the admission, also have a 
voluminous plexiform neurofibroma. Their evolution after pleural drainage 
was favorable. Patient with neurofibromatosis type1should be follow by 
dermatologist and refer in case of thoracic involvement. Spontaneous 
hemothorax are not exceptional, and can be associated with a tumor.
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Introduction
Neurofibromatosis is a group of three heterogeneous disorders that 

include neurofibromatosis type 1 (NF1), neurofibromatosis type 2 (NF2) 
and schwannomatosis. NF1 still known as Von Recklinghausen's disease is 
the most common phacomatoses [2] [3]. Its transmission occurs under the 
autosomal dominant mode. In 1988, the consensus conference of the National 
Institutes of Health in Bethesda, United States of America, clarified 7 cardinal 
criteria for the diagnosis of NF1. It is posed during the association of 2 criteria 
among the following: a first-degree relative with NF1, presence of 6 café-au-
lait spots, 2 neurofibromas or 1 plexiform neurofibroma, axillary or inguinal 
lentigines, 2 Lisch nodules, characteristic bone lesions or glioma of the optic 
tract [4]. 

This condition is associated with multi-organ complications including 
damage of the nervous system, eyes, skin and bones. [5] People with NF1 
have an increased risk of developing many pathologies, including cancers with 
cancers of the nervous system in the first place. Chest involment is however 
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rare, 5-10% depending on the series. These are mainly 
diffuse interstitial lung diseases, lung cancers and pulmonary 
hypertension [6]. Fdil et al. in 2017, Ben Saad et al. in 
2018, and Miura et al in 2003 reported cases of spontaneous 
pneumothorax in young subjects in Morocco. We did not find 
any studies on the subject in the sub-Saharan literature. [9]. 
We report 2 cases of massive spontaneous hemothorax in 
patients with NF1 since childhood who received conservative 
treatment.

Case Description
Case 1

This is a 26-year-old patient, nursing student, with no 
contributory history, who came to consult for rapid worsening 
dyspnea for a week, associated with a dry and painful cough. 
She had no fever, no hyperperspiration, no weight loss. 
Physical examination objectified NF1 lesions with coffee-
milk stain type of skin neurofibromas, (Figure 1), massive 
left fluid pleural effusion confirmed by imaging.

On the chest X-ray, there was a dense and homogeneous 
opacity erasing the left pleural sac with on the same side, 
a coarsely rounded, voluminous opacity, with clear limits 
postero-medium, mediastinal, which may be related to 
neurofibroma (Figure 2).

The patient also had moderate anemia at 7.5g/dL. 
Pleural fluid PCR by GeneXpert MTB/RIF was negative. 
The investigation for the presence of malignant cells within 
the pleural fluid was also negative. The patient received 2 
pound of blood cell caps and a thoracocentesis has been 
done with drainage of 2800 ml of non-coagulable blood 
fluid. The evolution was simple clinically and radiologically 
with regression of dyspnea and cough and almost complete 
radiological cleaning of previous lesions until its discharge 5 
days after removal of the drain.

Figure 1:  stains nodules and neurofibromas characteristic of Von 
Recklinghausen's disease

Figure 2: Left fluid pleural effusion of medium abundance. Coarsely 
rounded opacity, postero-medium, mediastinal, possibly related to 
neurofibroma

Figure 3: Large plexiform neurofibroma of the right shoulder in a 
37-year-old patient with neurofibromatosis type 1

Figure 4: Massive pleural effusion of the large right pleural cavity
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Case 2
The second patient was 37 years old man, with NF1 

diagnosed since the age of 5, without follow-up, nor any 
other contributory history. For several months, he had been 
experiencing progressive, painless swelling developed from 
one of the neurofibromas of the right shoulder (Figure 3).

Faced with the rapid increase and the progressively 
disabling character with limitation of the function of the right 
shoulder, the patient consulted in a health facility near his 
home where an ablation of the largest portion of the tumor was 
done, without pathological examination. The evolution was 
marked a week later by the occurrence of rapidly worsening 
respiratory distress with dry cough that motivated an emergency 
consultation. On physical examination, NF1 was confirmed by 
the presence of disseminated neurofibromas of varying size 
and a giant plexiform neurofibroma of the right arm. The chest 
examination was in favor of a well-tolerated right massive fluid 
effusion confirmed by chest X-ray (Figure 4).

There were no malignant cells in the pleural fluid. The 
patient received local care for the surgical wound, chest 
drainage of 4300 ml of blood fluid. Clinical improvement and 
return to the lung wall motivated the patient's discharge on 
the 7th day of discharge 5 days later.

Discussion
NF1 is a rare genetic disease with an estimated prevalence 

of 1/3000 in the general population [10]. The diagnosis is 
easy with recognition of typical skin lesions associated or 
no with a family history of NF1. Although without family 
history of known cases of NF1, our two patients both had 
café-au-lait lesions on the body, particularly in the chest 
and the second had more advanced lesions including a large 
plexiform neurofibroma. Chest involvement during NF1 is 
rare and found in the literature as case-reports. [11] [12]. The 
most common causes of respiratory distress on NF1 usually 
include interstitial diseases and pulmonary hypertension. 
[6]. Spontaneous hemothorax complicating NF1 are rarely 
described. In the African literature, less than 10 cases have 
been described over more than 50 years [References]. NF1 
lesions predispose to vascular complications including 
strictures, arterial ectasias and aneurysms [13]. In order to a 
better understanding of this clinical entity we reviewed the 
literature of less than 10 years on PubMed using the terms 
"Spontaneous hemothorax", "Neurofibromatosis type 1", and 
"Recklinghausen's disease". Of the 22 clinical cases reported, 
we did not notice a predominance over sex. The average age 
of patients ranged from 31 years in the work of Ben Saad et al., 
to 73 years in that of Gilvazquez et al. [14], [15]. The patients 
in our study were young. The diagnosis of hemothorax on 
NF1 is usually easy on clinical examination with the presence 
of a franc pleural effusion syndrome. The exploration pleural 
puncture highlight a blood fluid that does not coagulate, 
while a thorough examination makes it possible to find skin 

lesions typical of this phacomatosis. Management of pleural 
involment depends on the initial severity of the patient, the 
etiology involved when it is found and the technical platform. 
Our patients have benefited from conservative treatment with 
a good initial outcome. Fdil et al in Morocco in 2017 noted an 
evolution marked by the superinfection of the hemothorax and 
the patient benefited from a decortication with good secondary 
evolution. That of Degbelo et al was discharged from 
hospitalization after 8 days without immediate complication 
and a CT scan performed 1 month after the event, revealed a 
post-drainage pleural scar. [9] [16]. However, 18/22 patients 
(81.8%) received Video assisted thoracoscopic surgery video 
assistance (VATS) management for the most part. Two 
patients died prior to management. The basic treatment of 
spontaneous hemothorax is chest drainage combined with 
associated measures depending on the patient's condition at 
admission. After insertion of the chest tube, some patients 
may be potential candidates for VATS or thoracotomy [17]. 
In limited resources setting, some technical procedures are 
not available. An initial severity was rarely found, but is not 
exceptional. Both of our patients were stable at admission.  
D'Erriko et al in 2018 and Bidal et al in 2019 described severe 
cases from the onset with a fatal course, both on a ruptured 
aneurysm [18][13]. A neurofibroma-like tumor as found in 
our second patient or a mediastinal tumor whose histology 
must be specified for better management is most often at the 
origin of bleeding, more rarely vascular involvement of large 
or small arteries is responsible [3]. In our review, vascular 
causes were in the majority of the cases published. 20/22 
cases (91%), in a patient the etiology could not be formally 
established despite the investigations made and a patient died 
before the diagnostic and therapeutic procedures.

Conclusion
Spontaneous hemothorax is not an exceptional 

complication of chest involvement during neurofibromatosis 
type I. Its occurrence in a patient can the patient's vital 
prognosis at stake. Management is usually surgical. But in 
hemodynamically stable patients, conservative treatment can 
be considered. Patients with this condition should be given 
special regular follow-up, including respiratory assessment.
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