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Abstract: Objective To explore the clinical and genetic characteristics of a child with Lysinuric Protein Intolerance (LPI). Methods The clinical characteristics of
a child with LPI were retrospectively analyzed, and the genetic test of the child's pedigree was performed by high-throughput sequencing. Results
2 years and 2 months old, a male child, presented abnormal crying, stunted growth, short stature, and aversion to protein. High-throughput
sequencing revealed a complex heterozygous variant of ¢.625+1G>A and ¢.225_¢.226insAGGGTGTGCTCATATACAGTGCCTCCTTTGGTCTCTCTCTGGT
CATC(p.W76Rfs*110) in the SLC7A7 gene,which were derived from the unaffected mother and father respectively. ¢.225_¢.226insAGGGTGTGCTC
ATATACAGTGCCTCCTTTGGTCTCTCTCTGGTCATC(p.W76Rfs*110) was a mution that had not been reported before. Conclusion LPI lacks specificity in
clinic, aversion protein is an obvious feature of this disease, the novel variant expands the mutation spectrum of SLC7A7 gene, and gene detection

is the key to diagnose LPI.
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