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Involvement of the gastrointestinal system and vascular lesions are well-known features
of von Recklinghausen's disease, but they are rarely detected in childhood. We report
a case of von Recklinghausen's disease with intestinal Involvement. The excised right
hemicolectomy material of a 16-year-old girl was examined, and diffuse
neurofibromatous proliferation with ganglioneuromatous features were observed.

Vasculopathy was also seen in some arteries throughout the intestinal segment.
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Gastrointestinal (Gl) involvement in von Recklinghausen's disease (VRD) or type
+ 1 neurofibromatosis (NF 1) is common, but diffuse neurofibromatous proliferation
_involving all layers of the intestinal wall with ganglioneuromatous features has
been detected only in occasional cases' 3%, It is also rare in childhood®®.
Although vasculopathy is a common finding in neurofibromatosis (NF)”1, it has
been reported in the Gl tract of only a few cases®'%. We present a 16-year-old
girl who had VRD with diffuse intestinal (ileum, cecum, colon, appendix and
mesentery) involvement and arterial lesions in the intestinal wall and mesentery.

Case Report

A 16-year-old girl was admitted to the hospital due to intermittent episodes of
abdominal pain and diarrhea since one year of age. There were numerous café-
au-lait spots on her body, of which the largest was 3 x 2 cm. Her family history
revealed that her father, grandmother and aunt also had multiple café-au-lait
spots. She had axillary and inguinal freckling and a cutaneous nodule 0.5 cm
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diffuse and prominent, and was detected throughout the intestine. Because of
the resemblance to intestinal neuronal dysplasia in some sections, we believe
- that proper examination of the child and a detailed family history are warranted
if limited surgical material is to be investigated.

Gastrointestinal lesions of VRD vary greatly from case to case. Gastrointestinal
involvement in VRD occurs in three main forms: 1. hyperplasia of the submucosal
and myenteric nerve plexuses and mucosal ganglioneuromatosis,
2. gastrointestinal stromal tumors, and 3. endocrine cell tumors of the duodenum
and periampullary region'. Our case had form 1 lesions, but there were also
plexiform lesions in the subserosa and mesentery. Because of the presence of
neural hyperplasia, especially mucosal GN in the surgical margins, we considered
the intestinal involvement to be more diffuse than we could detect.

The pathogenesis of Gl neuronal and neural hyperplastic lesions in VRD and GN
remains unknown. Genetic factors and the presence of some evidence of increased
activity of nerve growth factor in the serum of patients with VRD might be
responsible’ 6, D'Amore et al.5 indicated that the physiopathology of GN is related
to complex hyperplasia of several peptidergic, cholinergic and probably adrenergic
nerve fibers instead of selective overgrowth of one type of nerve fiber. A case of
vasoactive intestinal polypeptide-secreting GN affecting the entire colon and rectum
_ in a seven-year-old boy who presented with watery diarrhea has been reported?’.
Unfortunately we were not able to investigate our patient for these features.

Vasculopathy, especially arterial lesions, has been well documented in VRD’-!1,
Vascular changes may develop in the entire arterial tree from the proximal aorta to
the small arteries, but these changes are most common in the renal arteries, aorta,
mesenteric and cerebral arteries®. The incidence of vascular lesions is unknown
and seems to be underestimated®. These lesions are frequently unrecognized
clinically, but it has been suggested that, if carefully searched for, they could be
found in all patients with NF® 10, Vascular changes have been called either vascular
NF or arterial dysplasia in the literature® . Six different types of vasculopathy are
now known® 1, in our case, the arteriopathy was mainly of the intimal type.

The pathogenesis of the vascular lesions has been subject to controversy. It
may be the result of restricted blood flow caused by NF°, Salyer and Salyer'
suggested that Schwann cell proliferation and secondary degenerative fibrosis
could cause these changes in both large and small vessels. A myoblast-
myofibroblast origin or smooth muscle proliferation has been considered in some
cases’ 8 11 We also detected smooth muscle-specific actin positivity in the intima
in some vascular lesions. Although involvement of the mesenteric arteries has
been described in the literature, there have been few reports describing vascular
lesions of the intestinal wall in VRD, and they are rare in children® 0, Recently,






