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74U UMD DI ORIBRENERET D2 LI Lo THIET 5, ENREBIEREBAT
bb, BUE, 9 2OFBUI/THD, HEOKEG DA TH Y | IRIBFIEN2 W, &
L CIERIC A — =T v TR B0 | BEBIEFICEE L < | fEEZWNITEB F2HD
VETH D,

ARRAE Tl MBS S OERIFE W I ALAD, ALASZ, CPOX, FECH, PPOX, UROD, UROS 0> % > 7%
VB a— REk= 7 YV L ZORMED AT T A AMALEEk A, Rt — 27 = —T
fEMT L, BRI SN T VABE 1%L F O 7 v MCOWTHET 5, HH
U— FRIRMAR S — o —DF — 2 OMZEN LRI EIE, Yo T —BICidF v v
TV == Y —TOMITEAT 5, BRBRIERE « FHAF D 3 B —HEA ORI
220 7 MEEZAGICEE L CIEEREE COME AR Y — FRIOREAAR Y — 7 % — Tl
W72 7o, WXL L LRV, (KT A 712 o0 THEIANY 7 v b a—F — Tl
TELELOICELTUIHMET 28, NV T v ha—F—TRHETE o7 b DI L
TS L, Zed BREAEHILASN O FRESHBIC OW T OARBE AU 7 R b o 7y
EIIEHRET 5,

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 chr18:57571588 c. 315-48T>C (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)
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HMBS chr11:119084703 c. =331C>T (N\M_000190. 4)
HMBS chr11:119084764 c. —270G>A (N\M_000190. 4)
HMBS chr11:119084912 c. —122T>A (N\M_000190. 4)
HMBS chr11:119085006 c. —28A>C (N\M_000190. 4)
HMBS chrl11:119085735 c. 33+669A>G (\M_000190. 4)
HMBS chr11:119088234 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 chr11:119089793 c. 344+33G>T (N\M_000190. 4)
HMBS chr11:119090280 c. 498+15G>T (\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  (NM_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
Hico T, HEFEEREDF) £ THRET 2 DICET HRH
FEHOBABE LA LT D,

TRBLAEZA IR TR0 T, BRI e R A 2T

(13) HREB/HHE
7L

(14) MEDORBH Lidk, BEWEHE
NSMENEANDT S DNABFZERT  Bia A= (07 B FRES)
T292-0818 THERARMHHiNT SH2 2 TH 5-23
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp
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