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A Case of Schinzel-Giedion Syndrome

Min Jee Jeoung, M.D., Hyung Eun Yim, M.D.,_ Kee Hwan Yoo, M.D.,
Young Sook Hong, M.D., Joo Won Lee, M.D. and Soon Kyum Kim, M.D.

Department of Pediatrics, College of Medicine, Korea University, Seoul, Korea

Schinzel-Giedion syndrome is a rare, distinct dysmorphic syndrome characterized by con-
genital hydronephrosis, skeletal dysplasia, and severe developmental retardation, likely to be
inherited as an autosomal recessive trait, but not yet confirmed. This syndrome is charac-
terized by coarse facial features such as midfacial retraction, bulging forehead, short nose
with anteverted nostrils, low-set malformed ears, protruding large tongue, and hypertelorism.
Skeletal and limb defects, choanal stenosis, simian creases, hypospadias, microphallus, hyper-
trichosis, and intractable seizures are the frequently associated clinical findings. Urogenital
involvement is a major component of the syndrome, and this problem sometimes is asso-
ciated with nephrocalcinosis and urinary tract infection in the clinical course of the disease.
We report a 22 month-old girl with Schinzel-Giedion syndrome complicated by medullary
nephrocalcinosis and urinary tract infection due to Klebsiella pneumoniae. This patient had
also been suffering from postnatal growth deficiency, intractable seizure, spastic tetraplegia,
delayed development and severe mental retardation. (J Korean Soc Pediatr Nephrol 2004;8:

57-62)

Key Words : Schinzel-Giedion syndrome, Urinary tract infection, Nephrocalcinosis, Klebsi-
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Fig. 1. Patient’s brain MRI at 11 month of age shows cranial bone
deformity in the right occipital area, widening of prepontile cistern,
mega cisterna magna, and severe hydrocephalus in both lateral ven-

tricles.
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tiple rigid and contractured large joints of the up-

Fig. 2. Patient’s whole-body picture reveals mul-
per and lower extremities.
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Fig. 3. Abdominal sonogram(A, B) shows

medullary nephrocalcinosis.
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Fig. 4. DMSA renal scan shows a photon defect
in the middle and lateral portion of the left kid-
ney, suggesting scar change from previous uri-
nary tract infection.
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