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Heparan sulphate can be done in urine. Other diagnostic tests are enzyme assay, which helps in carrier detection
also. Amniotic fluid or chorionic villus biopsy can also be done for prenatal diagnosis in case of a positive family
history {37}.
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SPOT DIAGNOSIS (IMAGE GALLERY)

Excessive crying and Bone disease
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A 4 month old male child presented with fever, excessive crying and swelling of the face. Plain radiographs
were done as shown above.
What is the diagnosis?

Caffey disease or Infantile cortical hyperostosis is a benign, rare, proliferating bone disease affecting infants
{1}. Classically, Caffey disease occurs in the first year of life { Less than 5 months}. It is characterized by
clinical triad of fever, soft tissue swelling and hyperirritability and a clinching radiograph picture of underlying
cortical hyperostosis {27}. Although the etiology of caffey disease remains unclear, many clinical and pathologic
features are suggestive of inflammatory process {3}. All races are affected, seen equally in boys and girls
{1}. Laboratory investigation may show an elevated ESR, an elevated serum alkaline phosphatase, moderate
leukocytosis, thrombocytosis and anemia {47}. Clinical course of caffey disease is highly variable, ranging from
self limited to protracted illness. Clinical differential diagnosis includes Osteomyelitis, Parotitis and parotid
gland abscess and bone tumors of the affected area. Management is essentially palliative aimed at pain relief
but some authors claim a good response to high dose immunoglobulin {5}. Corticosteroids have been used to
hasten bone remodeling and Indomethacin has been used to control flare ups.
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