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Cerebral cavernoma in a child caused by programmed cell death 10 gene mutation: a case report

LIU Fuhui', HAN Zongming', LI Minglei’, LU Zufang™
1. School of Clinical Medicine, Shandong Second Medicine University, Weifang 261000, Shandong, China
2. First Department of Pediatrics, Weifang People’s Hospital, Weifang 261041, Shandong, China

[ Abstract] The clinical data and genetic test results of a 7-year-old female child with cerebral cavernoma were
retrospectively analyzed. The child was admitted to the hospital due to a one-month headache. Brain MRI showed cerebral
cavernoma. The genetic testing showed a pathogenic heterozygous mutation ¢.456T>G (p.Tyr152Ter, 61) in the programmed cell
death 10 (PDCD10) gene, while both parents had the wild-type at the locus. The child had no symptoms of epileptic seizures,

cerebral hemorrhage, or neurological dysfunction, and received conservative treatment, with regular outpatient follow-up MRI scans.

[Key Words] cerebral cavernoma; programmed cell death 10 gene; headache; child
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Figure 1 MRI performance of children with cerebral cavernoma

The patient is female, aged 7 years, with one month headache. T,WI (A), T,-FLAIR (B) and SWI (C) showed low signal in the

left temporal lobe and frontal lobe, phase diagram (D) showed mixed signal, and enhanced scan (E) showed obvious enhancement.
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Figure 2 Trio whole exome sequencing results of the child with cerebral cavernoma and her parents

A: Location of the novel missense mutation; B: The child has a genetic variant of ¢.456T>G (p. Tyr152Ter, 61), while her

parents do not have this mutation.
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