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NCBI Reference Sequence “NM_004992.3" #UZ7LUAIZARWLWTRIFEITo=#R.
TRON VTN HEREhELE,

N Y7ub | Zygous HGVS. ¢ HGVS.p
@ No. (Nucleotide Change) (Amino Acid Change)
1 Heterozygous | ¢. 316C>T p. Argl06Trp
2 Heterozygous | ¢. 695G>C 0. Gly232Ala
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@ 1 Pathogenic / Likely Pathogenic VCV000011814. 3
2 Benign VCV000143661, 1
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HGVS (Human Genome
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