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A Case of Neurofibromatosis Combined with Ectopic Kidney
Eugene Yang, M.D., Bo Hyun Kim, M.D. and Joon Soo Lee, M.D.

Department of Pediatrics, Handicapped Children’s Institute,
Yonsei University, College of Medicine, Seoul, Korea

Neurofibromatosis(NF) is an autosomal dominant disorder, probably of neural crest origin that affects
all three germinal layers. It is a group of heterogeneous multisystemic neurocutaneous disorders in-
volving both neuroectodermal and mesenchymal derivatives. Type 1(von Recklinghausen disease) is
the most common neurocutaneous disorder among the eight subtypes. Previous reports showed vari-
ous involvements in the renal organ. Renovascular hypertension is the most common major manifes-
tation of renal involvement in this disease. However, we experienced a case of ectopic kidney con-
current with neurofibromatosis type 1. The diagnosis of neurofibromatosis had been made by typical
skin manifestation on physical examination, and ectopic kidney was discovered accidentally during
routine abdominal sonography. The etiological basis of this association is not clear. We report a rare
case of coexisting neurofibromatosis and ectopic kidney in a 7-year-old girl with a brief review.
(Korean ] Pediatr 2005;48:448-452)
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Fig. 2. Plexiform neurofibroma on dorsum of nose. (A) Edematous dorsum of nose.
(B) .PNS CT shows plexiform neurofibroma at nose with skin involvement and bone
erosion.
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Fig. 3. Right axillary freckling and cafe-au-lait spot.

Fig. 4. Harmatomas in both internal and thalamic area. MR
T2 weighted axial image shows multifocal high signal inten-
sity lesion involving both internal capsule and thalamic area,
suggesting most likely harmatomas change.
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Fig. 5. Tc-99mc DMSA reveals ectopic location and axis ro-
tation of left kidney.

Fig. 6. Abdominal CT shows ectopic pelvic kidney of the left
kidney with rotation anomaly and minimal contour change.
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Fig. 7. Facial bone 3D reconstriction CT shows two basal
defect with anterior ethmoid ballooing changes. (B) 0.3 cm
size of pin point tract at the anterior aspect of cristagalli area.

bone defect. (A) 0.4%0.6 cm size of Rt. side cribriform plate
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