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RVT 4 U AEEASLRERICED D 8 DOMEDO TN DIEHEK TICL Y, FL
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
WETH D,

ARRAE Tl UROD Je OERIFE W I ALAD, ALASZ, CPOX, FECH, HUBS, PPOX, UROS 0> % > 7%
VB a— REk= 7 YV L ZORMED AT T A AMALEEk A, Rt — 27 = —T
fEMT L, ISR SN T VABE 1%L F O 7 v MZOWTHET 5, HH
U— FRIRMAR S — o —DF — 2 OMZEN LRI EIE, Yo T —BICidF v v
TV == Y —TOMITEAT 5, RBRIERK « FHAF D 3 B —HE 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
TELDOIZEALTTUIRET A0, NV T ha—F—THRHEATE o7 DI L
TIEHE Lo, F7z Bz, TreofEl s arisems 2,

B4 position (hg38) HGVS. ¢
ALASZ chrX:55028201 c. —15-2186C>G (N\M_000032. 5)
ALASZ chrX:55028202 c. —15-2187T>C (N\M_000032. 5)
ALASZ chrX:55028203 c. —15-2188A>G (N\M_000032. 5)
ALASZ chrX:55030960 c. =34C>T (N\M_000032. 5)
ALASZ chrX:55030964 c. —38T>C (NM_000032. 5)
ALASZ2 chrX:55031184 c. —258C>G (N\M_000032. 5)
CPOX chr3:98581525 c. 1173-14T>G (N\M_000097. 7)
CPOX chr3:98591170 c. 557-15C>G (NM_000097. 7)
FECH chr18:57567750 c. 464-1169A>C (NM_000140. 5)
FECH chr18:57571555 c. 315-15T>A (NM_000140. 5)
FECH chr18:57571588 c. 315-48T>C (NM_000140. 5)
FECH chr18:57571607 c. 315-67G>A (NM_000140. 5)
FECH chr18:57580062 c. 194+11A>G (\M_000140. 5)
FECH chr18:57586871 c. —251G6>C (N\M_000140. 5)
HMBS chr11:119084594- c.—440_-

119084607 427del1 TGGGGGGATCGCTG (NM_000190. 4)
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MBS chr11:119084703 c. —331C>T (N\M_000190. 4)
MBS chr11:119084764 c. —270G>A (NM_000190. 4)
HUBS chr11:119084880 c. ~154del1G(NM_000190. 4)
HUBS chr11:119084912 c. —122T>A (N\M_000190. 4)
HUBS chr11:119085006 c. —28A>C (N\M_000190. 4)
HUBS chr11:119085735 c. 33+669A>G (NM_000190. 4)
HUBS chr11:119088234 c. 34-21A>G (NM_000190. 4)
HUBS chr11:119088243 c. 34-12C>G (NM_000190. 4)
MBS chr11:119088431- c. 87+123dupA (N\M_000190. 4)
119088432
HUBS chr11:119088615 c. 88-20A>C (NM_000190. 4)
HUBS chr11:119089793 c. 344+33G>T (N\M_000190. 4)
HUBS chr11:119090280 c. 498+15G>T (N\M_000190. 4)
HUBS chr11:119090287 c. 498+22G>A (N\M_000190. 4)
HUBS chr11:119091389— c. 499-24_499~
119091396 17de1GTGGTCCT (NM_000190. 4)
HUBS chr11:119092741 c. 772-17A>G (N\M_000190. 4)
PPOX chr1:161165965 c. —655G>C (N\M_000309. 5)
PPOX chr1:161166435 c. —185G>T (N\M_000309. 5)
PPOX chr1:161166672 c. —9+61G>A (NM_000309. 5)
PPOX chr1:161168408-161168416 | c.472-24_472-
16de1CTTAGTCCT (NM_000309. 5)

PPOX chr1:161170896 c. 1249-11T>G (N\M_000309. 5)
UROS chr10:125789036 c. 661-31T>G (N\M_000375. 3)
UROS chr10:125816702 c. —26-177T>C (N\M_000375. 3)
UROS chr10:125816708 c. —26-183G>A (N\M_000375. 3)
UROS chr10:125816718 c. —26-193C>A (\M_000375. 3)
UROS chr10:125816722 c. —26-197C>A (N\M_000375. 3)
UROS chr10:125823205 c. —203T>C (N\M_000375. 3)
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(9)
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&L (polymerase chain reaction {%, PCRIEEWE) (CX ViRME L., it —7
YH—HL0EF Y BT Y = UL K HBE TEUSIRE ATV, AR
AR DT AE L E 2 — RSB 5 > —F v v v 7 TR ATE 7o (K HBUAEEE
HIEBRLS AL OF MEA T 5,

FVEE R OV B A%
EERINZHAWSNTWDE F7 2 L) 77 Lo AFCHI & DL & | AR H B 28 5
DOH A HET D,

EREEICREREZITO 2L T OIREMEOHEH
BRI L, AREIREMEZET 2 b0 TIEH Y EHA,

REICETSHEK
BRI AFTIZ RN = H 26 60 B2 H LA,

HEZZFET 2HEICH > Tid, EBRTHIEZT O HERER DL
HEDFEFELH Y £ A,

RBRAR DEREREA:
PEHHERAIC TRA D B RIRIRFUC DN THICHB L AREDH LB 0 E L
AR D

AN AT
WREFIEAT D EA AL 1D SE# 7~V AEAF S -8y 1 A
(B e B RIEL M4 EDTA-2K (7213 Na) FEk7)

BAEDORRE
I 1mL LA b 2 4R i3 5.,

BRIK DRI
PRIMAR T, LTI £ 7o 3B R4 5.

(10) BiEDORHESEM

ERE (7). (8). (9) #WI-TRIKIZOWT, BICANTHRIRICTARINIHEET S
(MEIZE LT, RGAIORIM G ), FEEHOBRICEET L Lz2fAlE T 5,
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(11) REKEERRED 7 ~)VOFERHEH
RRARREART Z - ITEA AL 1D 72 b ONSRRE B 1D 52T %,
RAEMIEE L, YMERREORXEZMN TS, HREHER Z U TR,
- [E4 AL 1D
RS ORAEE (REA, Bt — P& BIKK
- ERRPEBEE
s A R T A ST DORERS
* BRI SE

(12) Rz ERBEE D CEAERERN OB EREFNICHEZKET 525G
HTc> Tk, HRFEERERNS) £ TRE T 2 DIET HHH
FEAOFAEEZFAIE T 5,

LRI AR DT, EREBEICIT TR 2T,

(13) REHH
7L

(14) REOBH LiAL, BRWEb#E
NEEMEEANDT S DNABFZERT  BinTHA=E (O SEEFHRE=S)
T292-0818 T AR A2 e 2 TH 5-23
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