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Abstract: Objective To analyze the clinical, immunological and genetic characteristics of LIG4 syndrome. Methods The clinical data of one case of LIG4
syndrome were analyzed, the second generation of high-throughput gene sequencing was performed on the child and his parents, and
the clinical characteristics of LIG4 syndrome were summarized by combining with domestic and foreign literatures. Resufts The patient
was clinically admitted with growth retardation and penile shortness, with microcephaly, growth retardation, developmental retardation,
bird-like visage, cellular immune deficiency, skeletal deformity, micropenis and testicular absence. Pituitary MRI indicated pituitary stem
blocking syndrome, growth factor, sex hormone and thyroid hormone deficiency. Gene results showed that LIG4 gene had A complex
heterozygous mutation of the second exon c.1406G>A and c.1882delC, and c.1882delC had not been reported in the past. 64 cases of
clinical, immunological and genetic variation were reviewed. Conclusion LIG4 syndrome has special clinical phenotype and signs, and some
children may have pituitary stalk occlusion. By reviewing the clinical characteristics of this case and related literature, the clinical phenotype
and gene profile of LIG4 syndrome are further expanded.
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