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A 40-year-old man presented to the dermatology outpatient department with multiple nodular 
swellings over his body since childhood, which were progressively increasing in size and number. His 
mother also had similar lesions. On examination, uncountable soft skin-colored nodular swellings 
were present all over the body [Figure 1]. There was freckle-like pigmentation evident all over his 
body including axillae and palms. Furthermore, multiple café au lait macules were present over the 
trunk and limbs. On ophthalmologic examination, Lisch nodules were seen on the iris. No skeletal 
abnormalities were found on orthopedic examination. A final diagnosis of neurofibromatosis type 1 
(NF-1) was made according to the revised diagnostic criteria for NF-1.[1] The patient was counseled 
regarding the nature of the disease and management options for a neurofibroma.

Von Recklinghausen’s NF-1 is one of the most common autosomal-dominant neurocutaneous 
conditions in humans characterized by multiple soft-tissue tumors arising from Schwann cells and 
fibroblasts caused by a mutation in the neurofibromin one gene located on chromosome 17q11.2.1.[2] 
The hallmark lesion is the neurofibroma, a benign peripheral nerve sheath tumor, with subtypes: 
Cutaneous, subcutaneous, nodular or diffuse plexiform, and spinal. The earliest clinical manifestation 
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Figure  1: Patient of Von 
Recklinghausen’s disease with florid 
cutaneous neurofibromas and freckle-
like pigmentation.
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of NF-1 is café-au-lait macules, axillary and inguinal freckling 
is another common clinical feature of NF-1 and is usually 
detected in affected individuals by age 5–8 years, Lisch nodules 
are benign melanocytic hamartomas of the iris, typically 
first noticed in children aged 5–10  years.[3] Management of 
neurofibromas is challenging. There is no effective medical 
treatment available. Physical removal has been the mainstay of 
therapy and gives excellent cosmetic results.

Our patient had a very typical case of NF-1, which presents 
considerable interest because of the florid neurofibromas 
over the skin. Such cases require a detailed history and 
examination to rule out internal organ involvement. These 
patients may be treated by surgery for cosmetic improvement 
and also genetic counseling is necessary.
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