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Statement of the Problem: Glutaric aciduria type Il (GA Il) also
known as multiple acyl-CoA dehydrogenase deficiency is an inborn
metabolic disorder belonging to the family of organic acidurias. It
is a disorder that interferes with the body's ability to break down
proteins and fats to produce energy. The clinical presentation and
onset of disease may vary depending upon the age, location, and
nature of the mutations. Patients of GA-ll present with varying
symptoms like abnormal posturing, excessive crying and irritability,
signs like hypotonia, tachycardia, tachypnoea,
movement disorders, hypoglycaemia, and often neonatal death.
Tandem mass spectrometry (TMS) acts as a screening tool, while
the diagnosis of GA-Il with ketosis is confirmed by a combination of
tests like organic acids, quantitative random urine, and a full urine
panel. Herein, we report a case of glutaric aciduria type-Il with
ketosis in a 4.5-month-old male infant who was managed with a
low-protein diet, which was free of tryptophan, lysine, and other
specific dietary supplements.

and  clinical

Conclusion & Significance: GA-Il in the neonatal form with or without
congenital anomalies is said to be associated with poor prognosis
and high mortality. Early diagnosis, compliance to specialized diet,
affordability, and regular follow-ups are required to tackle this
potentially life-threatening condition.
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