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Abstract Objective To investigate the clinical features and perform genetic analysis of a child with carnitine palmitoyl transferase
1A deficiency (CPT1AD) caused by a homozygous mutation with uniparental disomy (UPD) of the CPT1A gene.Methods The clinical
data, laboratory tests and genetic results of a child diagnosed with CPT1AD in He'nan Children’s Hospital were collected for the study.
Results The clinical manifestations of the child were infection-induced hypoketotic hypoglycemia and convulsive seizures. Laborato-
ry tests suggested abnormal liver and kidney functions, elevated triglycerides and kinases, hepatomegaly, etc. The blood acylcarnitine
profiling showed that CO and CO/(C16 + C18) were significantly increased. Gene sequencing results indicated that CPT1A gene had two
homozygous variations, ¢.727C>T (p.Arg243*) as a pathogenic variant, and c.1165G>A (p.Val389Ile) as an uncertain variant. Regions
of homozygosity (ROH) and Sanger sequencing analysis suggested a maternal segmental UPD, which has not been reported domestically
and internationally. Conclusions CPT1AD is a rare autosomal recessive genetic disorder caused by CPT1A gene variation, which is
prone to misdiagnosis and missed diagnosis in clinical practice. Blood acylcarnitine profiling and genetic detection are helpful for early
diagnosis and treatment, and significantly improve the prognosis.
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