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Bin 14 position (hg38) HGVS. ¢

ALAS2 chrX:55028194-55028229 | c. —15-2214_—15-2179de136 (NM_000032)
ALAS2 chrX:55028201 c. —15-2186C>G (NM_000032)
ALAS2 chrX:55028202 c. ~15-2187T>C (NM_000032)
ALAS2 chrX:55028203 c.—15-2188A>G (NM_000032)
ALAS2 chrX:55030960 c. =34C>T (NM_000032)
ALAS2 chrX:55030964 c. —38T>C (NM_000032)
ALAS2 chrX:55031184 c. —258C>G  (NM_000032)
CPOX chr3:98581525 c. 1173-14T>G  (N\M_000097)
CPOX chr3:98591170 c. 557-15C>G  (NM_000097)
FECH chr18:57567750 c. 464-1169A>C (NM_000140)
FECH chr18:57571555 c. 315-15T>A (NM_000140)
FECH chr18:57571607 c. 315-67G>A (NM_000140)
FECH chr18:57580062 c. 194+11A>G (N\M_000140)
FECH chr18:57586871 c. ~251G>C (\M_000140. 5)
HMBS chrl11:119084703 c. =331C>T (\M_000190. 4)
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HMBS chr11:119084764 c. —270G>A (NM_000190. 4)
HMBS chr11:119084912 c. —122T>A (NM_000190. 4)
HMBS chr11:119085006 c. —28A>C (NM_000190. 4)
HMBS chrl11:119085735 c. 33+669A>G (\M_000190. 4)
HMBS chrl11:119088234 c. 34-21A>G (NM_000190. 4)
HMBS chrl11:119088243 c. 34-12C>G (NM_000190. 4)
HMBS chrl11:119088615 c. 88-20A>C (NM_000190. 4)
HMBS chrl11:119089793 c. 344+33G>T (\M_000190. 4)
HMBS chr11:119090280 c. 498+15G>T (N\M_000190. 4)
HMBS chr11:119090287 c. 498+22G>A (N\M_000190. 4)
HMBS chrl1:119092741 c. 772-17A>G (\M_000190. 4)
PPOX chrl:161165965 c. —655G6>C (NM_000309)
PPOX chrl:161166435 c. —185G>T (NM_000309)
PPOX chrl:161166672 c. —9+61G>A  (NM_000309)
PPOX chrl:161170896 c. 1249-11T>G  (N\M_000309)
UROD chr1:45015560-45015561 | c. *62_%63delAA (NM_000374)
UROS chr10:125789036 c.661-31T>G (NM_000375)
UROS chr10:125816702 c. —26-177T>AorC (NM_000375)
UROS chr10:125816708 c. —26-183G>A (NM_000375)
UROS chr10:125816718 c. —26-193C>AorG (NM_000375)
UROS chr10:125816722 c. —26-197C>A (NM_000375)
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(12) MRk % ERBEE D DFEAERER MOHEREFNCHEZEKET 2581
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NASMENEANDT S DNABFZERT  Bis A= (07 BB FRES)
T292-0818 TR AR HHIA e 2 TH 5-23
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp
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