Editorial

Neurofibromatosis type 1

Alexandre Dias Mancano?

Neurofibromatosis type 1 (NF1), or von Recklinghausen
disease, is one of the most common genetic diseases, with an
estimated incidence of 1:2,500 to 1:3,000 people, regardless
of gender or ethnicity™. An extremely interesting piece of data
regarding the disease is that in up to 50% of cases the disease
manifests as a result of a mutation in the NF1 gene in individu-
als with no known family history®®.

Among patients with NF1, the clinical presentation of the
disease varies greatly. The diagnosis is made on the basis of
the presence of at least two of the following seven criteria®: six
or more café-au-lait spots; axillary or inguinal ephelides; two
or more cutaneous neurofibromas of any type or one plexiform
neurofibroma; two or more pigmented iris hamartomas (Lisch
nodules); a specific skeletal lesion (sphenoid wing dysplasia or
long bone dysplasia); an optic nerve glioma; and at least one
first-degree relative affected by the disease.

The NF1 gene is a tumor suppressor gene that is located
on the long arm of chromosome 17. Regular follow-up of pa-
tients with NF1 is recommended because of the increased
risk of neoplasms, such as optic nerve gliomas, glioblastomas,
malignant tumors of peripheral nerves, pheochromocytomas,
gastrointestinal stromal tumors, and carcinoid tumors of the
duodenum, as well as breast cancer, leukemia, and rhabdo-
myosarcoma®. Patients with NF1 can present with thoracic
involvement, including intrathoracic neurogenic tumors, me-
ningoceles, kyphoscoliosis, rib deformities, cutaneous or sub-
cutaneous neurofibromas of the chest wall, bullous lung dis-
ease, and interstitial lung disease®®.

The article “Neurofibromatosis type 1: evaluation by chest
computed tomography”, by Alves Jinior et al.®®), published in
the previous issue of Radiologia Brasileira, revisits the topic
in a didactic way, through a retrospective analysis of 14 pa-
tients with NF1 and diffuse pulmonary involvement. The au-
thors evaluated six male patients and eight female patients.
The sample included only one child. In 11 patients, the pres-
ence or absence of respiratory complaints at the time of chest
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computed tomography was recorded. Of those patients, five
had some type of symptom, the most common being cough
and dyspnea, and three of those five patients were smokers.

A number of recent studies in the radiology literature of
Brazil have highlighted the importance of imaging methods in
the assessment of the chest”-*?. Among the pulmonary find-
ings on computed tomography scans of the chest, Alves Junior
et al.® found, in descending order, cysts (in 92.9% of patients),
emphysema (in 57.1%), and subpleural bullae (in 42.9%), typi-
cally in combination and bilateral. Cutaneous or subcutaneous
neurofibromas in the chest wall were also identified in 85.7%
of the patients.

Among patients with NF1, smokers and nonsmokers can
both present with pulmonary abnormalities®*-*®, cysts and
bullae being the most common such abnormalities. It is also
noteworthy that pulmonary involvement in NF1 occurs late in
the evolution of the disease, typically when patients are in the
third or fourth decade of life.

The patient sample evaluated by Alves Janior et al.® in-
cluded only one child. The reading of this article should be re-
quired for thoracic and general radiologists, because the recog-
nition of pulmonary impairment in NF1 can play a fundamental
role in the follow-up of these patients. In that study, approxi-
mately 45.4% of the patients for whom respiratory symptoms
were recorded had some respiratory complaint, although three
of them were smokers.

Finally, further studies are needed in order to correlate
pulmonary tomography findings with the evolution of respira-
tory function in patients with NF1. Such studies could also de-
termine the impact that those findings have on survival.
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