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Combined in A Child: A Case Report with Literature Review
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Abstract:

Objective To explore the clinical and gene mutation characteristics of Neurofibromatosis type 2 combined with Hepatolenticular degeneration
in a child. Methods Clinical general data and genetic results were collected and analyzed. Results A 5 -years and 11 months old boy presented
with 4 day of sinvoluntary left eyelid ptosis.He had a history of nystagmus, left entrytropism, and impaired vision..DNA sequencing revealed
complex heterozygous mutation in ATP7B gene, which is a known pathogenic mutation.The ¢.3443T>C missense mutation in Exon16, inherited
from the phenotypically normal mother.And the c.2804C>T missense mutation in Exon12, inherited from the phenotypically normal father. NF2
gene has ¢.1009C>T (P.glin 337*) nonsense mutation, which has not been reported in literature. Conclusion The diagnosis of a child with type 2
neurofibroma complicated with hepatomegaly has enriched the human gene mutation database.While clinicians need to increase their attention

and awareness of the interpretation of gene reports.
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