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FHRAWAE LR, 2020 B AT o @ nA REBAERNG4, AXEFELCTL2 (ISBT 039) . PEL (ISBT
040) . MAM (ISBT 041) . EMM (ISBT 042) . ABCC1 (ISBT 043) X5A MM Z RN T H B HAITER.

[X£#A])] CTL2hA Z 4%
[FEHEKE] R457 [CEHFIREGE] A

I BT 50 8 AN B LA R TR e bR, Rl B
BT % A A9 1 2 i DR 57 5388 e 22 25 PR S RS 1Y st A R AIE . X
S S P BT M R B T R Y AR S O A
I Y B 58 A6 i 0224 L SR LRI AR LI I PE B . e B B
R TR B = O N i D o el B R O K g
PERXMAFE MBI EE R “ BAME” , XABTM
R AT X % FE R e FC 4 B 2R 11 D BB 0 LA, BB (R AH OC
I REE FACEEBL I i A 5

LTS P TE A 4 0 R A R LA AT ER . A 19004
Karl Landsteiner X SLABOIML B R &, 19274 K M T MNS
P RS, 19454 LG ER A HOR DG, B2k
EITEZMOMBNB RS . HES T EWEEARNE
JEAR A, F20104E KB T 304 LAY R 5 . [ Prii
I 025 20 40 B 38 35 A5 RN Il B AR T 4/E4H (ISBT Working
Party on Red Cell Immunogenetics and Blood Group
Terminology) 1 5t XF£1 41 Hd 1M Y 28 5t K A S BT J5 45 v 5
4, B I B 3R G uf 2 I 0 R DL 5 A5 . D
Ji s 250 pi N TR Rl S R TR S S5 I BT s b AU AT 8k A% iy
At O A il fry = TR b 70 46 5 6 7 NI s (@ 70 13 %
B g B O B D AUR [ T 4 5 BUA i B &R
SGHURM A AL IE R, A RBEHEBRERAER . HE
T—CIE KN M F (Next Generation Sequencing, NGS)
HARM R R, (20204, MIEX M4 758 L
M ARG #WE20214E6 7, JLafE 143020 40 i il 1
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FERAAREFR T (No.2016-M-3344) ¥ h

EE AL 211166 Mt ERIKRY (BAR) « MaBERKRY
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1671-2587 (2022) 02-0137-06

RY, 3T8AHLIE, H o345 M E T 43420 40 i i B &R
g, 1648 7003 HHF, 348 T 901 & 4R HLJw,
UANBETEGRETR . ARGR EEBLL20204E5 8] 1F
KA HICTL2 (ISBT 039) . PEL (ISBT 040) . MAM
(ISBT 041) . EMM (ISBT 042) . ABCCl (ISBT
043) X541 A R 40 i Wt 53 i JR AT iR 34 .

1 CTL2 (ISBT 039) Ifit 78 28 Gufif 7 ik J I e PR 2
1.1 KBS CTL2iMm A RS B Ai & B A bt e, 4351
JEVER (ISBT 039.001) #HUJEAMRIF (ISBT 039.002) ¥t
Ji . RIFHUIEBAMESCIES et R B F20074E, &2—HHAE
FEEE ¥ AERIEI 09 BRI 0 2, RS0 MR 2 P S i Y
I8 5 24 B BT A 03 A 2T 4 38 & A SN, B A AR
WORE MK E M S Chigh-titer, low-avidity, HTLA) ,
W5 77 R — 2% (S B, VERSL R [ S 0F % & — 4% AR
TE2E B N =R I S vk AT 4, 20104 DR R 45 S 20
I A e Bt & B4l 1) 1M TR 524 T A 03 Y T A0 L 38 & AR
Wi, A BRI AR S PR o I T S A I R R RIFHT
JE B A A 1 1 3 AS 55V ERBTJE BR M A 4 A 20 AN & A
N, {HVERSEIEBA M A 1A A 1M 7 #H15 RUFHL B B A~ R i 21
B & A R, B RIFHLA LS VERBLIAR I A FM

1.2 L2098 VRIGNAUDZ"XS RIFH J5 FI VERHL 5
B AL VAT T RFSE, M RIFPE B AN AU AT &40 8 1
¥ (whole exome sequencing, WES) , Z5JR B /RRIF
UIE A RSLC44A2FEF A1 19200 FE C ok ATRUAR
398 AL W I PR e N IR AR (c.1192C>A,
p.Pro398Thr) , HRYMAIKAEIRH19:10746156, RIFHL
JE YL S IEFHSLC44A2 (¢.1192C>A, p.Pro398Thr)
R G TS, T RIH RISLC44A2 (c.1192C>
A, p.Pro398Thr) Z&H FA S, F£ANRIFHLEMAM,
W RIF B BE M A M 5 8 B Ry 45 07 3L (R 4 & F el 2 &
T, RIFPUEFAMEA R R R Em RS T. 5
K B AE R A . 1192C > AZE R RISL C44A 23 [N i a3 Ji hr
Y BLL-929 40 M, 5 i RIFHL K M 7 X5 3 47 20 47
LML ORBEYL T IE B SLC44A 23 [H i 40 )i 2 A RIFHL R,
M5 & W ERIFHLIR L, IEMISLC44A2 (c.1192C>A,
p.Pro398Thr) AR ESHRIFHEALEEEIMER,; &4
SNETFIF . 1B (primer walking) . $5 D1 5748
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Sanger{ll ¥ i
ARVERBUE AN ERBE R K Ec.1192C> AR, (HEH]
1458 F L K5 UTRIXIR B4 Aok, X R 5 53
SLC14A23HFBE LR, VERBLE A M Sk # i 41 41
HSLCA4A2Z A B, FRAVERBLEMHM:, FHILVERK
JE B A A 3 TR A Ry R A S Rl A P4 A F, VER
B JE B PEA TR L R Ry B e SR T A G
1.3 WREN: SLC44A2FENM FYfafk19p13.2, HA
224N F, LA T06 AR, gD = Yy o AR 4
ZFEHE A2 (choline transporter-like protein 2, CTL2)
SLC44A2FL I Z 85 Z R A K.

iy AR & S PER #5145 (transfusion-related acute lung
injury, TRALID) 2% i 1) (5] =4 1 /5 6 /Nt P9 2% A= 1 LAAIR
AR T 2 A o T AT K e A R 0 I R T I 3B 2R
FEY . SLC44A 23 IR 4 i 19 A2 v Mk 40 B 3 (CHNA-
3a) BIANESFHTRALIME EHAAR, 7ECTL2% R
TV (P2) FMITV2 (P1) 1, TVIHA R Z G,
TV2ILIE Y, {H 3 SHNA-3abi iR 45 & e AR,
GREINACHERZ " 5% 8 /8 HNA-3a¥i & 0] 8 it Fabifi 15
CTL2E5 — MM RE S &, i 2R IBHNA-3adi i iy b
P A B AT S STRALIF A £, VRIGNAUDZ:HF
5% % B VERBL IR FIRIFHT A 35 8 45 5 TR 31 wp Mo 20 i 1 7
CTL2#EF (TAEHAMNMERMNLE, BhRAER) , HHEHER
IR TRALIA 7 i — A5

KOMMAREDDIZ U7 /N Bl 3258 FPiE ] T CTL2 28 [ %
ey EMMA AR A TBEER, SLCI4A2ERNEE . G
w0 BRUHE B TS TR B A A R A DG i T £k, AT
W B 4 A A e P 2 A B AR A, VERPT S B M S TE R R L
JHAH (VERFUEFHME, SLC44A2Z24 55 BB T 344
R AL FERLA R S T g

CTL2YJRE HAT M R e W4, Hh—mEEYne e
B ARG, ARG 2k R IR T e L EEA/E A, BENNETT
U CTL2 A A 5 AR B 5 38 B LRk i, HoAE R A P
AR5 1 8 3 8 5 ATP X ROS RO AE #E /MR I AL, 18
B A0 I A 56T VERSL B A~ 4 1l /N B e 57 19 A DG 4
W, AR RSP TR T VERSTIE AR B 1 CTL2 2
DI RE TS
2 PEL (ISBT 040) Il R G5 k8 Kl R & X
2.1 ZBPE: 19804EDANIELSH: R ik TPELHLR.
PELHUE BHPESGIE S B — BB mE R iId4, 158 kIR
W ZB R s, TR, 2ILR KA EILE
M, HACEE. 124 505 4H ok Je WA~ 2% 5 B9 21 48 i 34 5 %
PR KA NG 5 E NAE 4 M Hugs IR B I & R IOk i
KB TPELYUM, H =AU a0 I bk A 20 40 i S5 i i AoR & AR
RN, ABERA — A R MR N A PELYL IR . BT 2 st f%
AR IF A2, EbRf i brss (ISBT) # H BB 45
901014"Y,
2.2 LM AZOUZIZE"IN = 4 PELYLIE B P~ R 1Y

593 (copy number variation, CNV) .
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ST 20 M IS AT A TR AL A A T, R SRR A AT A i
F3CABCCA/MRP4AHE [, 8 #5 U404 54047 Sanger
M. B9 E TPELTLE A NMAhABCC1IEH
P67 528 bpMIZli G B, ZBR T T 1044 T F R Ui
JSUTRRIL A — 53, [FIBTFEREE 18 bp M H R IGA . IR
KA B R E Y ABCC4 cDNAKHEK 29341 /i
PELFL IR Z2 5340, i CRISPR-Cas9FH R EBRHEK 29341
MAIABCCAIE RN SE LW % T PELIL R F£ ik, WHHABCC1HE
H R &S0 E B R R PELYL R MR B 5 A, FPELHLE
ML 2 Je G2 &0 2, B mPre (ISBT) #HIE
A2 NHEA0 5 PELILE R 4 .

ABCC4IHM T @ik13q32.1, H324M48F,
dbSNPHHE JE 1274 BT 400 ZAABCC4E R S 3R % T
MR £ 7P (single nucleotide polymorphism, SNP) !,
AZOUZIZ"HISE Trs11568658 (p.G187TW) . rs2274407
(p.K304N) . rs3765534 (p.E7T57K) —=FpSNPXJLL 41 ifs
RIMPELYLR R XM, 455 /R = Fp SNP& HIl 4 21 411 i
FIHPELPL IR KK T16%. 30%M33%, BiMlABCC4
JEPZe 42 ST E S PELFL S 85k . %L 4R 5 14 &
A2 TABCC4/MRP4)E TATP4S & & (ATP-binding
cassette, ABC) Wi HEHMEIHEM A, EMmAME. .
B & 2R A LR, ABCHE s K A 1 5T 2 g ek
AR AR P LS R, T 256 UK iR 8 T BEIRA TP I SR
AN, HEAMSKBATP AR EK MY FRXE
st , HAREES S FMRIEN RN S, S22
Wit 2 A U
2.3 IGERE S FRTMJCEPELYLAR S 9 iR JLFIHT A= LU
A5 ] A 45T, 78 AS FH 2 i I 5T IR B SOR I, ]
A WF 5 5% 7 6 Vi PE LB R B0 A A M 25 19 I Y B o i 14
21N AT B R, R T i — 2RO

ABCC4 M A 7E ML /Mg % Wik b RN,
CHEEPALAZ VW58 /R ABCCA%E [ 78 I /MR - B R ik
F R, FEGk=Z ABCCANE BLTF I /N 30 BoR (M Th AE . 14
L BORARZ 0, AR R AR S 0 I/ A 3R 4 B AR
5, ABCCAZE [k o] i iF c AMPEE [ 3 iiF A 15 5 3 16 ol 35
/N AT PELPLARIE H AT IE— BT LUK 0 3 41 i %
M ABCCAZE 1R, AZOUZIZ "R SPELHL 5 4
At /MR BOE %, IR R R F 5 S 00 /N R 4 T R 1E
H, Al AEJE L AL SR+ T ABCCAEE H M. B Zh BE
PELYLEBAE MR A M P ABCG2EE A Rk T, X 4F
X— BB, 1EH & B PELBAYE A /R 78 iR AD Pk BE
ISR A R 5, 3R 8 ABCCATE ML/ 3B 4R B TR 7EAE T o
I /N TR S P AR A 5 I 0 oo R Bl AR S R R A O
TEMPERILLIZ ™45 T 8 5615 & B & M /MRABCC4 R £
K5 /IR RN AR AE G I, 3R ABCCAT] BETE B VA I
ey B koS A A Ak S v R AR A
3 MAM (ISBT 041) I %Y 3 G bff 5% i e e Hoife R & X
3.1 KM MAMMB ARG HAI AW — e, A



I R i ML 5 K B 20224F 4 H 52445 50 2 )

MAM¥BL I, 19934 ANDERSONZ i 4 T MAM$E
BB e IEH (M.A M), %R H L& F R A4
A, SBrih B OO D R 2T AN B 38 ke AR RN, 199 TAR
MONTGOMERY 55"z 45 1 45 — 481 ifi 3 ' A5 MA ML 1 55
B, ZIA L Mg S bR B 2 AIML A MM T R A £ i i
Bk A O, B JE A 2 A R Y & BT MAMET
e BT B B R AR X AP R A LA R
HI G TS AMAMYLR, ISBTHi54901016.
3.2 BAEEHEGE . XMAMBLE AR R R B
R B Z M A ML IR B 38t 15 5 A 2 0 e 60 A BR ik g 1 Y,
THORNTONZE % 104 MAMHT B I #: A K k17 4 4 &
T I Sangerill J7, 455 7R X 104 MAMSLFE B4 A K 1)
EMP3SER M F MG AR (WG 8 ik, BiE 1
Bede . BILEHRAE) , Hic.123C>G (p.Tyrd1Ter) HH
TR L, X s S Ml EM P 3 AL BRI 35 AR S v AR
SRR, T X MAMPBLE BAYEAA R EE (MAMYLE H
P WF BREMP3EH RG2S, SZHNREZMRLE
W—%, BT CRISPR-Cas 93 [N A bR 8 AR 8 A2k 2k
LT 4 RBEL-A2EMPSZE R BB, 45 S /RBEL-A2(H)
MAMPLJR £ IR FE 2, IEBEMP3 AMAMPBL R 1Y 4 15
Hlo HFMAMEBLE Y L3 5 Kt fe = 0 &%, ISBTIER
F A2 N B4 S MAMINLTL R4
EMPSIEW A T19q13.3, HAGANIE T, FEN %
XA T4 F3-6, ZERGG™=Y N EEBEEAS
(Epithelial membrane proteins 3, EMP3) , ZAMNFEBESSE
122 (Peripheral myelin protein 22-kDa, PMP22) # Kk

M1, JE—N18 429 kDal ZHIERE H, HA NUAERL
*’Jiﬁ%ﬂﬂij/\N BRSO T A5 EA T A R

CBEMR AL AL S SR AE™ ), EMPIFER ShHE H BT 4 oK 58 27
&, AU Bos HAEM R T R BUE TMAPK/ERKIF 5
W, AT TR A R Y, R HEMP3TE IR 4N
S5 HAT — s B AR A

3.3 MR X: MONTGOMERY 2" M i T 45 — 4] A
MAMBLIRS | # M™ H A H7E )L LR (hemolytic disease of
newborn, HDN) MJZH, (HJE A 45| i Mk i s h B
BT AR ARIE S 70 5 T R A 25 [ Rl 5 (A 21 40 e JE MA MR
PR B £ 45 0 40 AR I A A AE I L, TR I MA MM I O R
EAT I R ik

4 EMM (ISBT 042) M7 28 Go ik 5% ok J B FLilfs AR 2 L

4.1 ZBHL: DANIELSZ VR FARE T Emmy i BA 1
SEUEH BB, 19734, — 4 WA TE S 2l /9 3% B #
59 LI YA, T I 2 AL 3 P A T AT K s AR R A
R, At B = AN HH R A9 20 40 it 2 5 b /9 I v 2B RO
T s, WS XA ME—ZEE AL — 4 BEREGIEE
FIRA KRBT REERIPAR: 19854F, fE— N Rw i H
SR R T AR, P R, ORI PR
B S L (I o e i A 111 R7) B = SR T o o 7 1
(ISBT) # HF il 455901008,
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4.2 WL DUVALZE PN 34 Emm¥bi 5 B4 4 &
FEHA AT 5 B F T, 2538 58 X = 24 Emm B A~ K
PIGGHNM ARG AR, ZHLBRA L5 Hc.640C
>T (p.His214Tyr) . ¢.901+1delGHIPIGGHEH 4kb il 2
SEOMNE T 6B, SR MY -EmmB KB T Emmbt
JEBAPEA R ZL A AT R R A A 8 B, PIGGHE 7R
SLLM M AFAEEMmPL)E; i CRISPR-Cas9H: A #i bk
K56241 i th MPIGGHH , 4% B/ Emm¥ i 25 B & FF
%, ¥YPIGG (c.640C>T; p.His214Tyr) HJcDNAKRZ:
Emm¥L K ILBI R, WYL IEH PIGG ¢cDNA Emm# i
Tk, LANESFUORE S M8 1 507 Emm ¥ 5 BH 4~ 14
PIGGH: 3 M B T ¢.2624 2625delTA  (p.Leu875%) .
2.5982 11944del (p.Ala53Glyfs*2) . g.24216 30561del
(p.Asp372Alafs*18) . ¢.361-51 383delinsGACTT
(p.Alal21 Prol28delinsAspPhe) . ¢c.1640G>A
(p.Trp547*) i &7AES, Ll L#FSIUESE TPIGGHR A N
Emm¥biJRF kM8 35ah, EPRMmP2 (ISBT) HHIE
KNG NBA25EmmM B R 5 .

PIGGHEH L F Y tafh4pl6.3, HAI8NINE . Hlidk
WEgWELEE (glycosylphosphatidylinositol, GPI) f&—#
R 150 2 Fh 2R 1160 A8 76 40 M 2% T 0 B B, B LW GPIA &
#EH (GPI-AP) 7EHfiRE F HATELEMEN, SGPIEY
B B 0 B RVRR Sl N Bk LB 5 8% (phosphatidylinositol
glycan, PIG) [, 5 AMME G GPUEM A XY AL R AR
HPGAP (Post-GPI attachment to proteins) H:[H"", PIGG
SRR A AR IR ML SR WA e AR B ARG, H Rt R T
G CEEEBERR R (EINP) S5 A H B, Bl
FE N FL 304 40 0 o 1 2B A 2 D RE R SR 58 AT A Y
4.3 IGIRE L BATEmm¥ A B A ATE e A S HE 2R 1 3 A
2| ™ 2k v M e S Y, (HH AT G N Emm
RSSO A LB M AG YR . 20144EWAGNERZEPIRE T
—Z RN G AHEmmPURR T, EA AL TR ERR S
BT A LV MM, B AR 10 A B A AR 8 A0 i B
RIGLE SRR T 10%, $2oR HBUR LA A4z L I 1 50 1y vl
REMERAREY, (fEH A IZPUAR)R 1gGHi iR, HA 5 5U6 L
FHE A L I 0 4 KU, [ B el e = At 28 4B 2 451
HR3E, A 2 BE Emm bt 0K A7 78 09 10 2o 78 48 3R v g g L
TGRS . Emm¥BLEBHYE SRR, LANESEPSHRAEH %
137 JE RUAR R A 0 A RErh 85877 969 AAE — . H T LT 4
i jL % GPIA W Hh A BOR 28 R L R S PIGGH KIS
MU, VR AR I TT B8 7E AR 0 A Emm R B A 1k
TR

MAKRY THANASISZ" Y358 T 56 N PIGGH: N 7 57 5
SO A LK IR AR T AR ), R MEGPIEZE
AE (IGD) (145 FRE IR 5 B GPI-APs# 1M /K - Bl 2 GPI

it R B, HPIGGRFAE 5 500 WU A E LK T1
IR B 7 B 15 58 R N GPI-APs 1 /K - A GPIZS #y 14
EH. SHMPIGARR, PIGGH EGPI-APAYI& B &
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W, HGM =Y C R RER 5% A IS, B
BER ZBEEP G APS R R 45 58 A H B8 % L A EINP L BREY,
[H I EtNPTE B GPI-APs N {7 7E . PARSAMANESHZ Y
8 T O R EE PN PIGG 4 15 77 ) 45 65 8 v 2 ik 2 K &
TR B e M B (p.Arg658GIn) S EUE Jy 545 141,
8 B HIPIG Gk G T 8O J1 B3 0 4> FHLHI AW 2, B
PIGG 5% JJRaft Z A 1Y) 56 RIE 5 i — 2B 5
5 ABCCL (ISBT 043) Ifii# Z Gufff 57 it e I Holfe R & X
5.1 KBMPisE: 2017410, fE—#26%5 M (EE, I
P BRI B BT 3 M R R N R BT — A X AR
FIRMBUE, ZEBEIS NG LW TR, 165K HTT
BWRAE, AHms. ZAEEENCFEE—MNE ()
bR, HIREGOANNES HPUAORAZ, A o6 38 1 240 i
HHBURME, % PUR B R B G RHE .
5.2 BfEFHEST: SUGIERZ X ABCC 1R BT S E %
MEWAFH (ABCCIIUEAM) ik (ABCCIHi)EMH
PO AT RSN EFAN)E, B INRER S0, 51w
. Sangerill ¥ B R ABCC1HL R BAMEMAABCCT 3 H
MREERATESANINE T (NN &F21-26) , Bdk212 496
bp R B aia sk, IR MABCCTZ I Be 2% & Bk
e, Tt S 2 N AR S PCRAE S B IR AL B ABCC T S K
A, LB ABCCLHL IR B4 3R AU o 5 s £ R B 3ok
f&. Western blot4r#7 /R S8 1F # 21 41 fi st i it Jc ABCC L
B, BHABCCIIENE K624, JHSLIEH bk
TR N LR AT I A M AR 43 A R, ABCC LA 2 SEiE
B PURE ST R S T, E IR R R O AL 2 R R
BABCCIFMH, F#fE¥ibE e gibss, st &
(ISBT) K HIER A4 HE435ABCCLILTI RS .
ABCCIHWA T16p13.11, HA34ANE T, H
ey 2 25T 258 A1 (multidrug resistance-associated
protein 1, MRP1) , JEATPL & GiisE B EIGEN A,
HAT A5 WS W SR A 4 R 5 A 5 s, i
I 3 R G - o S v 52 - S N B T W = B
HEW A i N2 AR, 5 2 R 2y U 25t A e
5.3 IGIKEX: BHHIE ARG #EABCCLILIARLE AN A
I VL BF 2 5 2 5| I Ot S R, R R A S EUR A
LV P B A% . FONSECASPSHE T ABCC1
AT DLAR B WE b Rz A e 32 E R e v N R A | 1
¥, ABCCLIUJRBAMESCIES BA B, A RRT
B I PR 2 AL PRV P A7 7E S TR B30 1 R R 45 A, (R
ABCC15 B AIESMG Z 7] 19 56 R B T it — 2 W52
6 JEH  ASUXTISBTIR T 45 1950 I R 4t (Y 38 1% 2% B
Fo MR E SGHEAT T 2538, BTk 22 100 7 R e bt s B M A~ 1A
FER I, PR AR AR R TR AT VT 3 Aok AR 0 2 Ok 1Al A R Bt
FEIRIIR, PR Z DR S M SN B AR L I
VLR AH DGR Z AW JC R X ORASUAT B~ 1 DA B i 5.2 19 &
J&, R R A S PR I sy th LA R .
MR A VEE B AR 25 vh 5
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