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A case of Neurofibromatosis in a 5- month New born
Behvad A, Rakhshan M, Vesal P, Mohammadi F
Shaheed Beheshti university of Medical Sciences

SUMMARY

Neurofibromatosis, an autosomal dominant disorder is
characterized by showan cell tumor affecting any Part of
the body containing such cell, giving rise to appropriate
feature a¢cording to the organ involved but the most
characteristic clinical aspect of the disease is pripheral or
cranial nerve tumors usually associated with cafe au lait
spots more than 6 in number and larger than 1.5 centimetr
in diameter, to fullfil the requirement for definite
diagnosis.

Neurofibromatosis although an hereditary illness, is not

always manifest at birth and cafe au lait spots also appear

later on in life. In very rare instances these spots are not
actually existant and instead of cutaneous changes such as
wrinkling and saging of the skin similar to that of cutis laxa
are seen (0 make the diagnosis possible solely by
microscopic examinations.

We have Presented in this article a similar case in a
6-month old male whose clinical feature was not different of
cutis laxa without any evidences of cafe au lait spots or
cutaneous tumor and definite diagnosis was possible through

skin biopsy.

Behvad A, Rakhshan M, Vesal P, Soltan Abadi A

Shaheéd Beheshti of Medical Sciences

SUMMARY

Lipogranulomatosis or Farber’s discasc in a rare
autosomal recessive disorder characterized by swollen,
tender joints, periarticular and subcutancous nodules,
horsness and progressive aphonia. Hepatosplenomegaly
and C.N.S. involvements are also reported in certain
patients.

The disorder is caused by a deficiency of acid ceramidasc
which may be best diagnosed by missing ceramidasc
activity at acidic pIT in extracis of cultured skin fibroblasts.

We presented here for the first time 2 cases of
lipogranulomatosis in a 1 year-old boy and a 3 year-old girl
admitled to children department Loghman Tlakim Medical

center for evaluation of arthritis, periartcular nodules and

other associated manifestion, skin man manifestations
which were found out 10 be leukocytoclastic vasculitis on
biopsy examinations in addition to limbs edema and
spindle, shaped arthropaties in the first paticnt and
pronounced horsness and remarkable periartecular
nodules, joint swlling, limited motion and not responding
Lo conventional treatment in the second paticnt were of
noticeable clinical findings.

Synovial biopsy on the first casc and subcutancous
nodular biopsy on the second one revealed sufficient
macrophages filled with lipids whech were consistant with

lipogranulomatosis.
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