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Clinical Phenotype and Genetic Analysis of a Child with a De-
Novo Mutation in the H3-3B Gene Causing BRYLIB2

XU Tao, ZHANG Lin",QIAN Wei.
Wouxi Children's Hospital Affiliated to Jiangnan University, Wuxi 214023, Jiangsu Province, China

Abstract: Objective To explore the clinical phenotype and genetic etiology of a pediatric patient with Bryant-Li-Bhoj Neurodevelopmental Syndrome Type 2 (BRYLIB2)
caused by a novel mutation in the H3F3B gene. Method's The study focused on a pediatric patient with intellectual developmental disorder and epilepsy, who has
been receiving treatment at Wuxi Children's Hospital affiliated to Jiangnan University since November 2021. The clinical data of the patient were collected, and
peripheral blood samples from the patient and their parents were obtained. Whole-exome sequencing (WES) was conducted to screen for pathogenic variants in
the patient, and Sanger sequencing was used to verify the candidate variants within the family. Resufts The patient was a 4-year-2-month-old male who developed
symptoms in infancy, presenting with intellectual developmental disorder, facial abnormalities, epilepsy, a rash on the right lower leg, and constipation. A video
electroencephalogram (VEEG) indicated slow background rhythms, and a brain MRI suggested mildly delayed myelination. Whole-exome sequencing revealed a
heterozygous missense mutation ¢.377A>G (p.Q126R) in the H3-3B gene. Sanger sequencing confirmed that this mutation is a de novo variant. According to the
guidelines of the American College of Medical Genetics and Genomics (ACMG), this variant is classified as likely pathogenic (PS2 + PS4_P + PM2_P). Conclusion
The missense mutation ¢.377A>G (p.Q126R) in the H3-3B gene is likely the genetic cause of the patient's condition. Based on the patient's clinical phenotype, the
patient was diagnosed with BRYLIB2, providing a basis for clinical diagnosis and treatment.
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