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1 MZ96-00003 SLC7A7 Clii—ffgfge'/ heterozygous LP/LP

2 D86253 SLC7A7 del/c.724T>C heterozygous LP/VUS o él__\yﬁ?wqu 2{§|J(Case 1, 3)(3:33%5(%}?,‘1{
3(1) D92205 SLC7A7 c.235 G>A/ c.625+1G>A heterozygous LP/LP (Ilkely pathogenic)
3(2) D104026 SLC/A7 235 G>A/ c625+1G>A heterozygous LP/LP

4 Hoka2199-2023 SLC7A7 N.D. N.D. Pathogenic ® éF\E'T_IEWUEF' 24§|J(Case 2, 9)(3%5_%'2:'3)%2?:\.
5 Hoka2210-2023|  SLC7A7 N.D. N.D. Pathogenic (VUS)

6 MZ02-27706 SLC7A7 c.625+1G>A(splicing) homozygous Pathogenic

7 MZ02-27843 SLC7A7 c.625+1G>A(splicing) homozygous Pathogenic

3 MZ01-20431 SLC7A7 N.D. heterozygous N.D.

9 MZ01-52029 SLC7A7 N.D. N.D. P/VUS

10 MZ01-52269 SLC7A7 N.D. homozygous N.D. *N.D.: no data
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T 17 1 :> 50 times of control value, T 1: > 5 times of control value, 1 : > control value, N: < control value (normal), N.A: not analyzed
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