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AN — (H AR AL L = A rh YL LT 22 T)

[IzC&IZ])

M 24 % LT, IMEE0ME L DNA £
4 ¥ IR EMEEOBERIZDH 5, BOR Tl
WO X N OMELEE» S, DNAZAE YT
DHEIEE > TC\b, —Jf, HAETIEIDNA %
A Y ZOHEIZNCKIEE S Fany, il
ZEEOM 20 & T I 0@ A R e il 2l o
fEi@Mtr & LCirbh T3,

AR TIE, M B oo HARF 12 B A B I Y &
FEPEIL 2 2 ) — = ¥ 2 TR 2 O IR ds K
CFEh &M oOERT & LT, ABO, RHD,
RHCE, KID, JR (ABCG2), LAN (ABCB6), KEL
IZDWTHEEES 5,

[A2, Az, Bs, BLhE!h S &EHh3ABO7 I
ARNIAANICENTSH 525, FIZABO*A2.02
L ABO*A2.03D 2 DD 7 VL s (X
1), TD2O0D7 VILIFZABEIA S &M Xh,
B2 T BER) LOHAIZEIDELCZIEELDS
hd, ASTIVLDEL T EREREHL, ZD
fFFE v Y, 2754 VA, Ty
P—, Furt—x—nx¥, ZilEibr3s, Bihy

TaE—-K—
1

TN Y —

SEFBRICEZMO T Y LR b, —7,
Bu/ABn I 5ld, 4 tuy 1Dy H—
H/RJ: U 72B"5.87399.8% DMHIE THRYO 5N 5,
HAE, B"5.813HAA» S DABHI SN T3,

[D-, DEL, weak DEIA» Stk & h D RHD 7 ') JV]

RHD*0IN.01'%, RHDEIZRTFDAETZF Y V%K
HLTED, ANEIIEDLDLTD-HOFEE LT YL
LLThHIEND., HRAZIILOHETETYT
ANFETIE, D-D10%~33% 2 DELRICT, =%
VY 9D 3R c.1227G>AH 4 L v M ERE S
D RHD*01EL.011ZX > T4 5%,

—Ji, weak DEIO HAAS 5 46 FHJHE DT )
LHRFEE XA THBE B (ET), AAIZEZY
RHD*01W.01, RHD*01W.02, RHD*01W.03 3%
SN o7z, L7 -7T, HRANICHEL 7-H{g5E
W2 Ay EOMBRBETH D, i, H
AANITIR® D vweak DI, PiD & 2+FEEDE R
BB 2R U (weakened D expression & & IR
ENB), BT B 7V ILIEc.960G>A S A L v b
ZE5Z K 1 exon skipping A Z L9,

A/ASEIET -D-H u,

A3 :-76G>C
A3 ¢.155+1G>T

ABO*A3.07 : ¢.745C>T (p.Asp249Trp)
ABO*A2.02 : ¢.1054C>T (p.Arg352Trp)
ABO*A2.03 : ¢.1054C>G (p.Arg352Gly)

EAB $+5893G>A
A3+ +5909A>G

X1 BFRANCEOHSNBELA2, AEEFEERDOERM
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MEFE 54238 1% 20195

£1 HBEADLSHHE O weak D7 VI (n=226)

SRR PUD (%) 7V ik %
c.960G>A + weakRHD (960G>A) 83 36.7
c.845G>A 0 RHD*15 36 15.9
¢.1013T>C 0 RHD*01W.24 22 9.7
c.787G>A + RHD*01W.100 11 4.9
c.983T>A + RHD*01W.115 6 2.7
¢.200C>G 0~+ RHD*01W.105 5 2.2
c.157G>T + RHD*01W.104 5 2.2
ftl: 39 7d 0~+ 58 25.6

[CcEeHi BB » St&HE XN B RHCE T ) IL]

3 i 111 7 U ] o 24 PK 7300 & K BlE 2 » 1
—FPRIC K ZEMEMZ 2 ) —= v 7T,
CcEe HUH DO HMEEEO (90.04%) . MBI 5
1%, ¢.461G>C (p.Argl54Thr) % - % & O
RHCE*03.05 %, ¢.340C>T (p.Argll14Trp) Z 5 %
& DRHCE*02.01 iS5 3RICiBd 6N 5, ZDIEHL
IZ S BERIODO RHCE*01.28 R fi 7= 5 A H a4 D7 Y
DL iAY fa V= A IS0

[Jk(@+™) B & Jk (a-b-) B A S & h BJKT7 U L]

Kidd IMf#%#9%, RhicR\WCEMERA 2 ) —= v
7 OBFMBENE < ($90.03%), & < I2Jk (a+v) K
MNE, ZTHET6MMEDJIK* 01 (JK*A) 7Y L
ML TED, WFhd —HERERE? DD,
¢.352G>A (p.Alal18Thr), ¢.356C>T (p.
Ser119Phe) & 7213 ¢.994G>A (p.Glu332Lys) & &3
332007 VILTTI0%L LA ED B,

Jk (a-b-) H 513, ¢.191G>A (p.Arg64Gln) Z5 %
Z & DJK*02N.09 (31.0 %) & c¢.342-1G>A (exon
skipping) 285 % $5 JK*02N.01 (28.6 %) %’ )
TR 6D, fiZd c.719G>A (p. Trp240Stop)
% DJK*B7 V) L (9.5 %) R c.757_759del (p.
Ser253del) # & DJK*A 7 VL (7.1%) 75 & ik
Ehb,

[Ur@)BpS5iHEE N3 ABCG27 VILE Lan-BY
hSEHEEX N5 ABCB6 7 JIL)
Jr (a-) B2 51F, ¢.376C>T (p.Glnl26Stop) & &

DABCG2*0IN.01 35980 % D AH)E T & 5,
fhiz @ 1ISMHFHEHLL E O 7 U L 23 & 1 % 25,
c.1515del (p.Ala506fs) % HWIZH 5 7 VL%
6 %I Zh 5,

Lan-B0O HAK A2 51, ZTHhFTILIHEMHED
ABCB67 VL 285 T w35, & < I,
c.459delC (p.Leulb54fs) 43 %5 ABCB6*0IN.16 3
50.0 % & &S T, KW Tce.2256+1G>A (exon
% & DABCB6*0IN.17 7143 %,
= A ¥ 3

skipping)
c.296_301insC (p.Alal0Olfs)
ABCB6*0IN.18 73 8.9% i X 5,

(KB SHEHEN B KELT U IL]

KO HAKAN» S IE, T TISHEOKEL
TUVLALBME TN TS, HENENT Y I
¢.299G>C (p.Cys100Ser), c¢.2175delC
(p.Ser726Profs), ¢.715G>T (p.Glu239Stop) % 7=
1% c.328delA (p.Argl10Glyfs) O IR A4 L,
IN647IVNLNB0%LULE LD S,

[#& 78]

DNA &% A ¥ 273, MyEFHIME LD & FEl
NEVRETH S5, LrL, 1 2DOMEEIZIE
T 57 ) IWIEBAAE L, ARIZX D 2 OREHESe
HEE A D, LR ->T, HAAICRED SN D
TIUNEXOZOHEIZEIL 72DNA & 4 ¥ 2 7k
GRS B MNEND B,



