Pancreatitis In Poorly Controlled Classic Homocystinuria
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Introduction

Classic homocystinuria (HCU) is an autosomal recessive disease caused
by a pathogenic mutation in each copy of the CBS gene.

The primary clinical complications in untreated HCU patients affect the
eyes, skeleton, central nervous system, and vascular system.

Pancreatitis (inflammation of the pancreas) is an uncommon complication
but has been reported In six patients with late diagnosis, except for one
patient diagnosed at birth. All these patients had uncontrolled disease.
Pancreatitis has resolved in four patients, while two patients were
deceased
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Figure 1: Homocystinuria Pathway
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Figure 2: The functions of the Pancreas
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Figure 3 : Symptoms of Acute Pancreatitis Figure 4: Management of Acute Pancreatitis

Cases Presentation
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Conclusion

= Pancreatitis can be the initial presentation of classic homocystinuria

The etiology of pancreatitis in HCU is unknown but is likely linked to
elevated homocysteine levels associated with poorly controlled disease.
Thrombosis and inflammation may also contribute to its development.

=Compliance to treatment and maintaining total homocysteine levels in the
therapeutic range can prevent pancreatitis

= Abdominal pain and vomiting or anorexia warrants a pancreatitis workup
In HCU as it can change management
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