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Table. Results of blood group detection for the A2

phenotype
Anti Anti Anti Anti Ant A2 Pheno- Geno—
Ac Be Oc
A B Al AB H cell type type
4 + N N 4+ 4+ W 4+ N N A2 A/Olv

N: negative; + : positive; W: weak positive. Anti-H reacted with B cells and O

cells under the same conditon when it reacted with the A2 phenotype.
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Xof HE it R R A
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R ZE K, E203K B e ml Aeill i i A i J=y #AL) G I S8 B TR . (SRR, 5 34 A SEALRE A
Ax12. Aw20 Fl Aw21 7£ 607G £ i AR HIRAZ 57, ARKE Ax12 21 467C>T, 1 Aw20 il Aw21
WL [FINAEAE 1061delCo AR AR RIE [F] — 67 i3 K A A BN IR IR A, JE 2 A WAL, iR
AL BB WA A IS AT A RS AVE ], XAN R LR AT Ae AL T B 1t X b o HEIIAE A2 2547
FEPH mRNA BB RUEERAES, BT 203 MR R B A ERE R NBERG, EAMSRRE TIRKSE, K
KR T EE A SRR S H W ERTRE. 5k, AT E ARIE 467C>T M 607G>A HE 1 A2 S5

B, ZAEAL L E203K FTRECAE 1 A BigJR A St MU SRS PE, S EA2 RIAL.
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Table 1. Results of blood group serological detection

Forward typing (reagent) Forward typing (human - derived) Reverse typing
Sample -
anti — A anti — B anti—A;  anti—-AB  anti-H anti — A anti — B Ajc Ayc Be Oc
1 1+ 0 0 1+ 4+ I+ 0 + 0 4+ 0
2 1+ 0 0 I+ 4 + - 0 + 0 3+ 0

PCR-SSP #M% & : FH ABO #7177 £ (Readygene ABO-SSP ik 7 &, 7 [H)i4T ABO FERE 3, 1
—8 fLEIr A8 01, dE O1. 02, 4E 02. B. FEB. A2 FldE A2, Bk 2 BIFEAYI N A/O1 & 3L R A,
BEEMF 541 KA Olsson ML 8 1H /7 540X Exon6. 7 #E47H 14, i 3100 Avant Genetic Analyzer
R ACEAT I o Gl I 0] G 2 BIFEA Exon6. 7 ELEMIFF, ¥R R7E Exon6 &I A 261G/del 784, £ Exon7
KIL 467C/T TA5CIT 245

ABO % 6. TR TRENFLER: It 2 FIHEA b —% B FFIE08 0101, F54k 1 K BAR T
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HI T 2L R RIS A BUR, FIRFEMLE TS A5 — Al Jiik, 76 ZEL M Rk O BBk
CLUNM, TG 2 TR I 1 MRS RESE 45 8 A B2 M, DL R AR R, [RIE, 7EHEFT I
e fEd, @3 ABO IE. SUERIAFFINGE L, BRI gt — 2N, il g 55

TV S E W TNEAT REER, T DRAE I RS i 22 4

7 CA307 WA E e X RAE—M 1 BlHkED

fE#: EXHE KKkE BEE BRE Z=ZXF

SRiE:  ChE4maeE) 2019 459 A4 32 4555 9 1
HE.
HR: X IEROE BRI SEIE AR A HEAT ML 2 B ML A 4 58 o BRI 3 A AN R R 7
D7 NP E R A I3 2 O AT AL S e s % ABO A ) Exon6 Fl Exon7 43 JE AT BRI,
5E HL I R RAR (L A
i G ARRR A MG 2RI A USRS, AN S H-A SRR, SH-A1 AEEE, B AR RS
Pi-A: BENFER, ZERFEAN a -1, 3-N-ZFEF: ARSI # 5 R 7E Exon7 f71E 467C>T HI 745C
>T BREERAR, S 156 17 % 15 1 4 1l 2 MR (Pro) B = A R (Leu), 25 249 1315 14 IS 2 R
(Arg) 2 AR B IR(Trp).
Zhig: a1, 3-N-ZEEFFLBE RSB IEIR 467C>T Al 745C>T (BSR4 S804 A307 WA, HIEZR

AL RENE RS E B
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PRAKRIE: 1 BISCIEE Ok B BRI, FAE) KRB o AR Z A iR 1 2 A AR AT 0 A I
I, KRB APUSIRES, IEREATRT, TR =T AN Ja RBIEIEE SORERE, AT
OB B PR ML 5 5 PR, SR AR AR ARSI AT MR A58, B K SRR GUT R T AR A7 .

MFFELER: WUEHE LR IGEF R 1. LT LU Rk, Rk, AMERISME 2t 4T ABO Ifi A Ift

AR, KRIUSGIEE SR SRl I LS SGE#E AN LA AE A BUBIRSS, HAFEAGT-A 500, 45

RWEA.
A1 AEE AR TEAR oA b FFARN S
ERA BER
A BB KAB KA, & Ao Be 0 hyo  MH0eE

FAEH 1+ 4+ 4+ 0 3+ + 0 0 0 AzB
L 2+ 4+ 4+ 0 2+ 1+ 0 0 0 AgB
27 0 4+ / / / 3+ 0 0 0 B
4L 0 4+ / / / 3+ 0 0 0 B
JLF 0 4+ / / / 3+ 0 0 0 B
H 48 2+ 4+ 4+ 0 2+ 1+ 0 0 0 AgzB
41k 0 0 0 0 3+ 4+ 4+ 0 0 0
sh43 0 4+ 4+ 0 3+ 3+ 0 0 0 B
Sk 48 4 1+ 0 1+ 0 2+ 1+ 3+ 0 0 Ay

ABO MAFF DNA WFLER: B 6 fH 7 4ME FEBENF 5195 Ex-Taq {57 & i TaKaRa A= $24E, ff
4= H3) DNA 7543 #1X(3100-Avant, ABI A=)IT. 5 A101/B101 bt/ F A LEXS, KILUESH o -1,
3-N-Z B AL bR R B SE R 7E Exon7 26 467 LAl 745 A1 R RIS KA C>T MIBREE R A, FHUEE 156 £
BTG B 1 il 2R (Pro) 28 AL R R (Leu), 26 249 7 %505 14 i RS 2R (Arg) A8 Nt & FR (Trp) . Yot ifi 284 1
TR B A DRSS ISR UE SR SRR IR IR SRR SN L bR A AT ABO ZEHH 6. 7 AME
TEBWF T, BT RE R 58 A307/B101. A307/B101 Al A307/002( 2). A307 LR {EMSCiE#H
AL SRl PLRSGIEE M e AN P R E), SRR R e ResE A (E2) .

£2 RIEHARIEHF X F RIEFHIK AIEEIB L ABOLRF 6.7 EFARAF AT R

Exon6 % T {% & Exon7 & T 43,5 ABO #£ B

eIk K 297A>G 467C>T,526C>G, 657C>T,703G>A,745C>T, 796C>A, 803G>C, 930G>A A307/B101
SiEE X FE 297A>G 467C>T,526C>G, 657C>T,703G>A,745C>T, 796C>A, 803G>C, 930G>A A307/B101
PR 297A>GC 467C>T, 526C>G,657C>T,703G>A,745C>T, 796C>A, 803G>C, 930G>A A307/B101
AR SN 261del, 297A>G 467C>T, 646T>A,681G>A,745C>T,771C>T, 829G>A A307/002

12



2 WB—FO

A307/8101
, JEEH
‘ A307/8101
O— FANE ]
7 A307/8101

O e
A307/002

A8 OAHkh HeH A307 LAEIEHH
B2 #%iE£EABO&£AREZRE

Wik ABISEUEF bR AL M AR AR LA S R TP DT-A §9 R H-AL MIE A A KL SR, R I
BHHRAESS-AL HHBESES O R, WE&ETH KN A BN, 55 kd-B Hl
AR SN o PR B LV 2 L3RI E A A B B AL AR G IR S 5K R Db A« ABO JE K119 Exon6 Fil Exon7
BAT T BRI 4T, 5 AL01 ARHEFFIELST, RIL a -1, 3-N-ZBkF 700 i B B 3L R 7E Exon7 2 467
PLFT 745 AL RIS R AE C>T WA R, SBUE 156 A% 1514 (¥ il 28R (Pro) & Ay 52 2 R (Leu),
5 249 A7 B ST Yt RS 2 B2 (Arg) A T E R (Trp), 512 A HUEAIIkES . 34 NCBI il 2470 J5 ik R R AR %
e, 467C>T G 3F 745C>T RA WA A307 SR H . H Al H B X Ikt 6 418 A307 EERHIARA, B

TASCERENN 4 BlAh, 55 2 BIARARA 7 1 DMHE R

8 A307 WA R4 FBAE 7 47)

fe%. 2/ 8P
K E 2k & 2016 SE55 29 I FISE 1 1) Crp E i b2 56 )\ S dan oK 2
HE:
HA: b 1 E5F 0 A3 WK R T b, 3R3T a -1, 3-N-ZBEF AR I H A Mgk K R A0 T A
PURRILHIFE o
Jivt: R AL M 07 VER SRS IR RARA AT ABO A% E, RA ABO 5% 6. 7 4MEF PCR
PRV B Y AR R S R T, AT ABO SEAYHE DR Y 51 43 At S SRR Y B 34

gh . IEE A S A5 A PuE, R E S S A P-A APt-B. BHEMF 28 ZBLEE 6 4h 5T 261del G.
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7 AMNET 467C>T Fl 745C>T 2 NARA AL SEF BRI FI 43 2] 2 MNEALEE A307 F1 001, A307 %
FFA5 A101 FE EEXTPESS 467 ALAfFE N C>T RAZFEE 745 Ailgdeiy C>T, FEZIKEE P156L F1 R249W
i,

it a-1, 3PS R 467C>T F 745C>T RAFF=HE A307 ZERHAY, S8 A PUERIER .

9 {a-1,3-N-Z. B FFLBE GBI N EXON7 R A311
I 7Y FE PR W &Y )

fE&: XIRTE, X, BIESE
KR P ESZIG M4 2014, 22(3) - 821-824

WE: AR | B4 A BURM LG 5 5 R E BRI A LAY AR A AT LB L3 5 43 B SRR R 4
AT i oy - JE At R A e BE 4T 2L AL 385 2 RO RS, SR FH PCR-SSP X A EERIEATH 447347, R A Sanger
W FPgnt A LR HE R e B Bl DRI E AT WU 20 5 RARWT: MLy 2 IESOE AT, WIE N A LAY PCR-SSP
TGRSR O A MABLEERAELE: XF ABO [R5 6 M2 F KILAELE ¢.261delG, oA O A
XFALO FERIEE 7 b BT R R R I 0 A o, R A BT SE 7 AR T B ¢.467C>T. ¢.626G
>A HIRAE, 16O BARILEEE 7 405 T 1IN c.646T>A. 681G>A. 771C>T. 829G>A 545, 45if:
ZHRILFFE A FERSE 7 SR T c.626G>A RFHIEA LI RAE, c.467C>T & SNP; H R GenBank
JF 55 /& KC690281, # BGMUT @4 A 1 NMHT I A SSALEEFITEAY A311.

PRASSRIR: Tfzmkin s, &tk 19%

MEFLER: HALEEH-A, -Al, -B. -AB. -H £ 254 1-2+/mf, -, - 1+/mf, 4+, ER Ale. A2c.
Be. Oc. & ¢ BHEBI RN 4+, 1+, 4+ - -0 EIRAIEE R R 12+ 54 N (mf) & 5T H N
44, By A WG . SOER Ale. A2c BHHILEESE, H Alc Jy 4+IRHIE, A4S RyIEH Ry A3 AL,

PCR-SSP RMEE R : A ABO M -4 WHEL 5B MAFEPCR-SSP 7%, KEZM), FEHR: AO.
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S

Fim I... B.Il.l'ld 42., 45 Wire pﬁﬂ'ﬂ,‘_ Tl rl-.-qllls-s sﬂ'mw thi
existence of A and 0 Eene.

ABO I A E DNA M 45 58 : BigDve terminator V3.1 sequencing Kit I [ 3% [ ABI 24 & ; Jlll > 5% Fi§ ABI3730
MFAL. 5 6 4B WP H I c.261delG IR0, BEHIA 1| ZFBEBLK G, Iy O BEFIRHIE. 58 7 P EF AL
O JE[A gt DNA I FyP: MR¥E M52 [ PCR-SSP S5 RAEAT AL O ZERRIAG RN 7. A kK 55% DNA JIl 7
5B c.467C>T. c.626G>A [RAL, O HE[H H15E DNA M 745 R H I c.646T>A. 681G>A. 771C>T.
829G>A A7,

BRI e : DL _E5eAR 45 553 5l 5 GenBank 2% [7°41) ABO*A101 (GenBank: AJ536122).ABO*001 (GenBank:
AF134415) AT 708, O FEBHEE 7 AR5 ER RN CA IR, A BHEE 7 4MET ¢.626G>A 93T
MR BRI RAR, ¢ 467C>T A SNP, A LUHi & bR AR AN Anew/O

Wik: ZAHA S A3 IEERMIRIEH RN R, (H5 A2, A3 BRI O RS SR AN R (IEH ) A2, A3
RGEM Ales A2¢ Be BN O/1484(+)y 0+ 4+). BRAL 56°CRIHUR, 40 EH A TRV RS, H
A B . ZIRMFE A IS A SR, EREMECHINEM A WA RPN R TEE—, BET
A3, Afinn. Ael. 8 H I MIE 0 SRR, br AR LIS 245 R € A3. BERIRA ABO 73 %Y
PCR-SSP fr AR Gk I, A EE RAFAE Oy A FERI P RE. 1A AR A 2R c.467C>T. 626G>A R4
A RONEI A MRS BRI A, %5 AP 5325 GenBank $R73H1A, J7415 2 KC690281, [FIES
#2252 BGMUT #idn4o A311. LB () (375 54602 i AL 1 B4 BB, (H th T HuiR (K S AR AN ), A
N GLR3RAE R W, TE MR R WAL FAEE 2 . Bl SRR AR B R, 25 BEERT A I 78 (1 4531
R TARKIE R [FIB, B A B R 1 R AW =E & 7 AATI%E ABO Il BB BRI LR . BT ABO IfiL %Y
FE N A I P B SR L LY R, TR A M I B P 0 R K 4 JE ek AT A R PR 12 A AT 4 B

I R T o
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10 €1 /> 1 AxB ¥R KK E ST

fE#&: Tt
RVR: IEIRH L 5K 201544 H 51745 5521

HE.
HA: %58 300 1 61 AxB T2 fry i 5 1 375 2 0, e R ¢ 4 ifn 42 416 F i
Tiike MRS T ES &0 7MY (PCR-SSP) 5P HIAR .
GRS ZRRAS IS S VAR SR A AxB TR, PCR-SSP K&l AB %Y, #E— %} ABO %:[X Exon6, 7 WlIF,
KIL ABO 3£ [H Exon7 174E 626G/A A% .
Giit. ML SRS 0y T AR A IR S e LR AY ,  (RATE I PR 224 i 0 ) 3 2 v
WARE: B, &, 24%, MIR3AH, BOIFENEARBER, BRI, AR M.
MEFLER: FEAREEARE S RIGHI M MR ABH M FAG I, BITEXTIE ., kKX EatEE, FHPEXT
MEREE, A. By O 4IMsREE, WML P &H AL B X HYIBG BRI, A2B 7545 H T
H B, AR, 45 RFEAR LA S -H RN R > A2B S Hi-H RBGRE, RS H 0 3 S5
T A2B; WLUSOREGRYG, IAEA B FURIA S, W A HURBEATOREL, 56°C/KH 10min, BERS A 41
MBS, BORVEGRANEE, WAL EEH A SR,

F1 &FF ABDEEFSI(EIFE)

== IEFEE EEE

; #H-A H-B HD eh Ale 18 e =|=Fs
= 11 1 44 il 24 0 a0 0
A 1 1 1 0 / / ! f

.0 EEE S ESEFEN D EEEETE
FI EFApDEBEEFESEEmEED

== BERERME AR Hfla e

= H-A BB RD BA RH O ORA BB AR Ac Be O BEc
EE 11 41 11 0 11 0 41W 41w 2 i 0 0
AB A+ A+ 0 { 3t AW AW f /

L HREEEE. W AERS. KRRE. /AN
PCR-SSP 1 MEER: R K EFZMWEWTARFE RA NG ABO il ZE R A7 2K, FEA ABO
I B FE LR 53 R 25 Ry AB 2L
ABO I BFE DNA WFLER: 4% ABO MR R 75 I 154845 (KEFMBEYBEAREGRAA - &
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it 5 GENBANK ¥ K 1) dbRBC Wb A3 (17 I EAT LT, #fE 73 B4 4E 5. ABO JE[R Exon6, 7 Wl 745 2R
M Fr45 K5 NCBI P fE i) ABO K A101 Z 5P AT LURS, R ILAE ABO F:K| Exon7 #£7E ] 626G/A
RAE

Wik: Ax B2 —Mig A PR, Ax RIABA MBS R, FEMEERE Y Ax RIS
ZHORIET B MM FIFT-A AN, ERHCRZHORET O BAMERIH-AB B4 H 2 RSB R, 1M
B S HP-AL

M SERG: % T AxB WA ATBEFA 2L AOB-AL Fidk, AxB TEAUE N2 M5 1 B% 3552 O BUPEA LI AB Y
M, Ap) AxB WA & AT EAFAR P ARG ML /E BRI, SCERIRIE T 4 4 1E% AB AL LB E
ET AxB WA (IRIR TR AR ST-AD JE3 e R A, (RS AP IEH AB BS54

£ AxB 77 2120 i X7 204 7 B 2 KA

11 (ERILE Ael L& 1 B K ERRIFE)

fE&. KPE BB Bz

KiR:  (PEMAE) 201448 H 52745581
HE.
HIt: @i 1BABOT A L R R ML A %8, #R 1T ABOE A ) 1E M %5 78 St ABOE 2 (i i J5 )«
Jrid: N FHABOML A % . WRUOBRGR G I F A0 B 0 5 25 375 2 R S ABOSE IR B B0 2 40 M7 Kk AT %
5
S50 AR L AT MR LS A A5 S Ae I BYRHIE, JeilE# ABOFEK 585~ 740 1~ 41 7 M i i FLABO
LR H N Ael01/001
Zhi: TE 20 [E Py ABONE Y fr i . J5E U] 0 G B A8 PO R AR 00 I AP AL 7 12 7% A 108 ) R A 25
pecy VIR
PRAKRIE: T, %, D0%, 29 %, LM, CMHERE, ZUERIL, A VCHR LS50 568 0% MR
EEAN O A, SRR O AL, (e RN I N RIS 5 A 40MESE IR RS, v, SISk

BN GO, v ORI AL E YIRS, BB M S W EFdt— D% E, HiMmAMEA S Al ALK
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Ik, X FRWE, ZERNE SR MA MLIE I8N Ael WAL, SEWLA MK T OAE ABO B[R 2 HT i 5E
MIEFLER: BRILE(JSIE#)K 3 A\ ABO LAY I ABO L2 IE S5z 5E B4 45 ARk L2 (S6 k) S T 2040 /i
SRS Ry O BURsYE, (B4T-A WIR RS, #E—PAEGT-H. WSS E R A B I, S i 2L 4 3%
IBSRA H U, BB BOBESO IR IS A RS A BUR, MR A H AR5, AR DL S
AR, AUEBRINE GEIEE) Ty Ael WAL, TEERNIER B (K 1),

A1 #hH(RiEH) F3AABO aftlhFEihEug

frém i 5 H e ARG A mis A B4k Ak e o 55 AR R L g
FRA ¥ 5B AR AA AR FB L AB tiH AC BC 0C
ik 0 0 0 0 0 2+ 1+ 4+ 0 1+ H
LFE 0 0 0 0 0 2+ 1+ 4+ 0 1+ H
#E 0 4+ 0 4+ A Ak A4 4+ 0 0 A A

ABO [ B E: K DNA M4 R : kil (J6iEE)ABO JE 5 6 4MET 261 frEkR 4, 55 7 #ME T 804insG
Bt 804 Fiffi N G A& FH 804 1 JE bt &L I & U; LA ABO ZEHE 6 4MET 261 kA4 M
297A/G, 5 7 4MNE TN 646T/A. 681G/A- 771C/T+ 804insG 24 £ - 2 MR L1 4 i ifit 74 1 J5 35 R 9 A8 H04fs J (ttp -
//www.ncbi.nlm.nih.gov/projects/gv/mhc/xslcgi.cgi?cmd=bgmut/about) 5 % ¥ F{5 B, i JEIUEH ABO K 1Y
N Ael01/001, HAZH Ael01/002, FHEEA B101/001,

BRI (SEEE)R 3 AKRE:

FeilE &

Wid: Ael AR 1 FRECHF LN ABO WA, WA F=4, K4 T, Ael 4I5S HrpEdi-A. 5w
BEBL-AB. NJEHT-A. NEHT-AB A RABHE, (H0] AGS & X sehifk, Rl s soRge i 2 4 i -A
A PURAEAE, AW BIMER R TR B H R, (HE A YRR, iR E S P-AL AR GIRR I A F A
M55 A Ael LAY, 731K BRI By 23 B ) 1 — 20 g R L 7% ABO JE R AL Ael01/001. Ael LA /&2 ABO
MA RGhAEF R WA, HHF I ERTE 15 54 EERRILE bR RKI Ael WRAME, THE SIS HX 40
JIHRILE ORI S B, R Ael WALTE NBEH SR ARK HAZAEZ R, BT BN RIAE K540
I e AR LS E R . ABO RZMIPLURR A B O LN, 308G W 2405 M558 1 T R s e Y,
41B3. Bx. Bm. Bel. A2, A3. Ax. Am. Ael %, HTWHIEEREERFE 6 M 7 4011 2R AL B hH,
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LGRS BTN, DRAR B TR, SR B B A HURRISIRIL, TS A R e . ARk i
F T EABERP-AL WS ESLhR T RE Ny O B, BRI i B T 2 7238 B AL 55 BT R TR S B
i ol A, ROX A S LR DA, DLARiRE, R R T AN BRI D B
LB iR of 7 L 28

W ReE. F AT A ABO EAY i S 0 0 70 A R s A bR A [R] A v s A R B 0. %o
T Ael RUFERIMNTE , BT LA B A JURSEERAR, EHAN RN MAEE, FHRAEZHKO
e, HARvEE A T A MBS, MREEN O MR . X1 Ael WA 2%, T HmiE+H
WEHD-AL NIEF O RV MMTE, ARk A AR, mRNEE A R SbmE. Ap
BRI D955 4 IRERIIL, 1T 3 IXEFLLANA1E Dy O Rz B, 8% 3 XARMER, ZimKiEdH, ¥

AL BDR A, 5 4 CRIF AR E B FE N A AL RAEH] .

12 {FENEH Aelod TR 1 HILXHFXRIFAE)

B MIEA AR XK XRE 487 SWE Kk &
KU (PRI 5 R5) 20174E4 H 5519465525
WASRIE: &, &, 264, RAM, K. EIRE, HREMLANIEE O RE A, X RMA,
HAPRIEE Oy KOE A, #2555, IR Bt o R 2 = 7 A2 5 5E .
MEFLER: ZEE LI BEEN AR E5P-A 5i-B. $1-AB fE = 4 CHRIBIAESE, 5Pi-H HIRELE.
2 NI HBRA IEHH-B 4b, #£4CH A2c HE o Oc BIARSL, 5 Ac A 55EEE, IEM MG A Hi-AL
WS BRCEG R A 64 NV HT-A RS 25 2T A I A0S IR A TR 2240 W i » A 2 Bii-A IR By 16,
XA TUZLA I T-A R BE DY 0, Bk & HLT-A IR 9 32, X A T 2L AR R TsCHct-A 2 79 0, B
PEXT IR O LT 40 MU BCHGB  BINE, R RIS 1 A FUREEIES A TR A HTRRCRE 185, TRALAE Ik, 40

AR EA IS A PUR: AN E B BE e R, 2 H B, A ril AL B Y. LR 1.
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A1 MMM o FAEY R AR
R SEm

B AR A Hi-H R
. , . JJ. N L,IJ . Pi-A, Ac Ac Be  Oc  HEBEe MGE 1 #9489 i
PL-A PLB HL-AB HL-A F B Pc Be

iy B0 0 0 0 0 4+ 1+" 0 0 0 3+ 0 0

BE e 0 0 o 0 0 + 0 4 o0 o O Buwswm s
o . . . WHA T, AN

mx w0 0 0 0 0 4 1+ 0 0 4 0 0 i AT BT R
4C 0 0 0 0 0 + 0 4+ 0 0

RAPEBER: ZAIMKRPE2 AN Ael T, LK 1.

I [[—7FT@®

O e

v

SLill &

;@ Aelod Ml iy 4tk
Bl Ael0d % &I A et 4 B

PCR-SSP Rl g 3R : i85 M H BESE AR AR 16 i Ti7 L oo 16 R LAY 2 LU S R AT 23 AR ) 2 0

B RIS AL 4 Ael04/0201. Ael04/0101. TLF 1.

W AT TR LA I IR 45 R B B SRR A H A TT-A L $T-AB BEEE, HZLRITBHEL
RIS AT UESELL M EA RIS APUR, MER S HYB, AE AW, A Ael MALMIFF4RF ril. AW &
HRIEERME R IH-AL, 8 TR Ael MAEMIEHEH-Al. Ael 5 Ax. Am X3 3T Ax Il
HEHEAED-AL BUE, T Am MERILAYEE A HYR. R TSI A T B R e A, Ap R K
HBESRYIN Intron65G> A RAE, W MR AL S HE R R AR B e, HAR AL BRI 35 Ael04. K RIFE K 5
PSR RIIL B Ael04 MR N BESRE A% T fs, HAIR H i ittt 7 248, ABHESE T Ael M1k,
AL AT L, AT R IR E R, i YRR, FER R W AR LB LT, "
FRIMER R MAIEE R, T, 40 FAEP 2 HoR B K R A A My 5 07 1 A B F B . Ael TEAYZT 4N
LR A SRS, —MRIEN FAS R, B KRR E P AEE G5B, EH-AL, SR IHREN
“O" !,

I SN 1% Ael WA EE I T A A P-AL, AR A TIZLA0NE, TN O BUALani, 1R vk
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1%, MANEE A REE

13 {FE N Ael05/B101 I A% 52 M 3R )

e#E: B3R, HET, R8E, ¥A%® EE, BE& KE

K. P E S M A E) 2017, 25(5) - 1528—1531
HE.
Hi: NS FEWFEINESE ABO IEE A —SUN B, FFHRW & HL 1 L SR o
D7 AR 037 2 4 v T b, SRR R A 4 59 LAY TR PCR J7 iy 1 ABO JE[RI 1) 7 4
S FMFE A 0 B P AT BRI P R s BT 43 AT
it B ABO M IEREMA—E, BHEEINB A, el )y AB A WUUBGHORE0IE B B 2ol
M EAFAESS A BUIR, ABO DT RILE 7 48T 767 St T>C R4, T3 256 {57 5o 2 R b 7 2R
B, MAIEF A ABO*Ael05/B101,
it a-1, 3-N-ZBP 7RI B AL 1) 767 A1 T>C RAE /& S5 Ael0S WAL A PR L IRIRTH 15T
WL o
WAERIE: &, 402, DK, Z23 724019 Ji+ed, REME, ISR AHERL, Kimsk,
AR H RS B 127~ ABO LY IF [ E BUANFT
M¥E LR ZFRAZ ARG 4 [ 3 i A AR R E 2 8 B B, |RRERS Ale [ Be Bk WLEESE,
R ABO I IE OARTF; T TAREVE R I 2 BH-B B0 Y 4+, BOEM Alc (Il MELH) wHEEE(#E 1).
ZEEE O R EET AR R B, HERR B SR, ARG TR A R, 2 R O
IR A5 BUIESE B LA EAFAESS A B IS T AEE AR BT-A, LA S540-H RV BERSS(wt),
MM A ATHEDY AelB LA,

Table 1. Results of ABO forward and reverse typing of the proband

E " Reactions of RBCs Reactions of serum

xperimental

aonditions AntiA  Anti-B AntiA.B  AntiAl  AmiH AL cells B cells Ocells  Self cells
Microplate testing 0 4+ NA 0 NA 0 0 0 0
Tube testing 0 4+ 4+ 0 W+ W+ 0 0 0

1 + to4 +, agglutination of increasing strength; 0, no agglutination; w +, weak positive; NA, not applicable.
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ABO [MAFEE DNA WIfFEER: B4 Bl A TAEYEARA RA /BT . BHEHT 25 R, ZEE ABO
FFHE 15 4hE T K5 6 W& TARKIUEMRA, 5 6.7 HME T LAF1E 297A/G.467C/T.526C/G.657C/T-
703A/G~ 767T/C 796C/A+ 803G/C. 930A/G %45 £ BN Y Al IE S 1% B # AL R B4y ABO*A102/B101,
EABENE 767 LR [T A IS B HEH

BERIFF| . XHBREARAIAT TA TRE T AL, A 1 20 ER00% WK B101, 1Y 1 &Gy
A101 AHEE, 55 7 ST 467 frfsA K A2 C>T RAZ, 767 fligdk kL T>C R4, MMM REHGIES
JIRHE 156 for 28 HE R AL I 2 IR (Pro) % S 2 R (Leu) B 4, 256 A 2 R K A St = IR (Te) Wl 75 2 2 (Thr) B 46t
2R MR 5 L R 94 $idie 2 BG-MUT, ABO IR K%y ABO*Ael05/B101 .

W IR BRI A A ZLA0M b A SR oRERRECR N BRI AL, A2, A3, Ax, Aend, Am
K Ael, Hr Ael WAL B A PR EED, 200 A1 WAL 1/1000, @ FAHED-A &P A, Bk
8, SWIBUBGBORE 7 FTIESELLAA IR S Bi-A R RN E, g S A BYLLA R REAE B IR BRI A K
KU (Ael)e KZHL Ael AR JEUE AT M, H Ael 7TE NBEPRBAL HAAE 2T, 8 BoR i
H20. 001%. HAZ 0. 0049%. Ael LB AY¢EILE AT RIAMAL NN\ 5r 22—, Z9 Rh PIPEMA
Ty 2 — AB1EEZRPOREGRIEST, L4 FAAEREI M A PR LA IEE ¥ B Fuls; Mg+ 47 1E
B8 A PURPERARHIUG-A, ATEEE Ale(w+), T4 AB WAIAMA MG #RIL, (AR HEF 2 H o
B, B ABO ZERHHTIE /00T 45 R, 767 MBIEAFAE T>C A, @I Loxd i % 3 5
K7y ABO*Ael05/B101. % RAEFE 256 (7 R W A AR E #e, TRESHa-1, 3-N- LG 7B L5
R TEREG, TR A BUREFRIBIRES, MG Ed-A Biik, TEMR Ael A, K ZR i A4 J5 5E R AR
B, 767 FLbgdE R R A Ael05 Shrk K], HABSFE AR IR K IAE 767 ALK ERA. 74k, 5 A101 M
b, KILEE 7 SN 467 RLldAE R A C>T RAZ, X —ZE R0 T RIVAITCH LR . Ael0S S5y 5 K Bt -
H1 S EDEAELE 2008 EHRGE, FIHAT AL, LRI 12 LR Ael WAK AL HER . Ael FE LK 53 THLHIF
MRAR, AN, R, BHERLSRAR, EAN S TAMNE T T 1 Alv—Oly ASHER S . TR A L
P AL B IMLEX WAHER B0 A 25, 2R IISHURIRA IS, IR LI e R . ABO IEAY
R, 0 AR5 bR S PO RN 58T . H PR IR SR FE . WRSORCHIURH I i B 3044 1 i 77 LA
Je 5y W TR ABO I 2R 50 %5 11375 27 S A SR SR 5 o WT TR S8 EEHE Ik 11 195 B R 08 fe R s Al )
PURIRTS S0 H F B HUAR S W RIS ST R . B TAEWFRARNK R, T4 RUE M35 %
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JIEAME LA 73 PR S i o 2 S 451 b 4 AR A, AN ot — 20 Bl R R, DAy i PR S T A L 8
PREE Gy I 2 4. DN PRIE B S 224, fEIRK TAES, NEMMAE AR SEE, XA 5 R IR N 5
e DA B i e S8 3 R J Va8, Ry AT W AT 150 48 AL 8 ML 375 2 A N, A 0 B SR AT 70 A W 2 A T DA
WA, JFFRNAEREEEITRAREE, NA A EE SO 2 2 REE.

W SREE . AP B K ABO ML ARG IE 5 rg A BB AR 5t 2 22 S i SR FE AL, iR AR AR R RS A T
R REHTE O Bl B AR ZLAN A S AB AU AR /M. PIFLZEA0 M B A HUR 5 1EH A JUREAF,
HIME RS AT A fiik, —BAERA AB RS, HINEEE D NTIEHFE FRIAREAZX
Pe i iR 36 AH A () AB 7R £ 20 0 ) RS o [R]IS OARB 4R MR HEAT R R e BT e B B, (HAS S T
564 [F) U BMVE T SE DR IR T I L. H ATEEXT AelB I 714 il SRS AR IE 75 08— 20 OB IE = 5 A Py 1 S
BRIESE . X T AelB i RS fit ifn 5 5y th LA 20 468 5 5 RN — BURN S SCRC ML PR X, 28 S5 s [R) d L fs SR XU, —

FAE 1 PR 8 i 2 BB SEL R I 58 B R MLV, ESOoH JE 20 A D A ) I 2R 4R 3 5 B

14 {ABO MEIFZNFE Ael08 BT HEYETTFY

fE#: BME B2 FM#% wEE RRY ™HT

KIE:  CPEEMAE) 2011 4 08 A% 24 £ 08
HE.
HI: B ABO Brés A 2K Ael08 115 FHLi .
Jridi: R B ST GRS T SETE Z AR A LT 41 ABO MASHUE, ARifE AL B O Z040HAS I 3% H i) ABO it
A%, MRS AR B0 A I £ 40 . E A TR s SR PCR HRY 19 J6iiE# ABO 2R3 5~7 47751, PCR
PRI Y] JE BN T AT 6 A 7 AR 2 TOPOTA b b 2 R k3R A5 S0, X ffS o
WEE ABO JERIZE 6. 7 S WUa) I 4375 5% 22 VA 2 SR AR S i 4 SRR A BF (R AR AR 1 Y 1 375 27 6 A
ABO FE[X 55 6 1 7 487 B P43 47
L. JEE AN FRIAREI I A PR, R OB B RO TR B A SR R A R R
-B MU IIHT-As BENF i K. 6 SHMNR T 261 Ak A G, 7 SAMET2E 297 f7 A/G. 467C/T.

646T/A. 681G/A. 771C/T. 829G/A. 804insG/G 755 TwlENT KL 1 A NE WK 002 FEAHEH, 714
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N1 R AL B R (E 8 dRBCNCBI 7 44 4 Ael08), 5 A102 LLEE, Ael08 7E55 804 AifidEAbHii N G, X
FHERSRE 268 A5 FBAER R A BE, WS- IER Al B2 37 MR, ZFRFEER: %
E# Ael08 %51 HE R AL A4 BT 15«

Zhig: RIS ABO SR Ael08, o -1, 3-N-Z Bt FLRE R IE S RO MG SE IR (A JEIR) 5 804 {7 BRIk Ab i
A G REFHA Ael R,

WASRE: mhingE, B, MUKk, 37 %, KHiMs; 2010 4 9 HRAF LS NI AR, KR % ABO
17 TE S E A R RS RS — Bt — DR B T KR WA REHAE . JFEHSNE Bkt AR 4% Sml,
£ ABO IR ML A A A 53 A5 S B 0 A o SRR USRI AR A 2009 4 1 H ZEA O BTG £
BRI 407 A%, RO AR A PiEEA 1L Sml, —20°C LA R UK .

MEFLER: #Ril#E )y RhD M ABO MALEEA: 400 55i-A. -B X-AB MEHERREZL N 0, 5Hi-H
BREERRIEN 4+ SoT Bl MUESEAE AL B BUANMUBEEE SR N 2+, 4+, 5 O BRI EESE . $RoRmkin
CLYH M SR SR ey O AUREIE, (H LI T bi-A SR I RIS o E— 2D VRSORS00 4 TR
B BT, 5 A IR SRR A 2+, ST A SIS N R SRIE A 34, R LI SR R N
PESROR: iR 2L gn i B RIARES I A BUE, R @ ORI e A RO TR H L A R R
(F190-B FEFSMIPI-A. JeiEH LG SFabbnAs E e B4 5 Pi-A -B BREESREYIN 0, RoE A H Mg 5
bRifE AL B AU MOBER SR EE S A 2+, 4+ TRSUROBORES R — 2 LA L RIA RS A HUE

ABO A Z K DNA JF45 8 BigDye terminator V3.1 Sequencing kit(24 E ABI A7), DNA I 4 (3730
AN(GEE ABL AH]). JCiE#H ABO JEKIEE 6. 7 MR T EEWT 24T: 58 6 4NE T 261 frsk k444 F1 297A/G,
%7 SMETF N 467C/T. 646T/A. 681G/A. T71C/T. 829G/A. 804insG 244, 804 hiffi\ G &K BN 804
LG IR AE R LR A B VE AR TE o 5 IR AT P 0 R 0 S5 R R AR B0 d e BGMUUT A P 4UAE B, MREdR A2 &
PEOL GAEOL, ANBESREH ABO 2R AL . 5 HHEAIT ALY Ael01002, {HAFFE 467C>T RABE N
A102002, 7t 804 hiffi\ G K75,

ABO ZERF RN F T X SGUEF TR A TOPO el F: 1 4 RAAM % L 002 SRR, Ji4h 1 %5
WRA 1 ASFTEAIIE, IF O dRBCNCBI i %4 Ael08, Hi%5{7 JE R )7 51 42 5¢ GenBank, J¥ %1% ic
59 HQ843789. 5 A102 fHEL, Ael08 7EL 804 Al AL i AN G, X FEUA LR ZE 268 )5 B HESL K A4
A, KIEEALEER, SBCE 268 M RIEMR K ESUE: S5 Acl08 SEALEEH ED 391 N EFERR,

24



IEH Al B2 37 MEER. FRWAE: SURBA ABEERE 6. 7 /MR TIFA RN Ael08001, &R
JEUEF Ael08 MALSRIMESRIN, il # & &F R R B2 Ael08002.

804 AL G 7B S AMHT: BENLIY 417 ZBRILE, @i ABO ZEFE 6. 7 4bRFWF 4, Frabras
ARKIL 804 Lidfi N G HITFOL: X I AHET 804 Arifi A G MBI £/ <0.12%.

WS A RIX 44 R DR OE R B 45 SR P-A L B SR B PR T & 38— 20 e W R I i A AL,
OCPE & BRI LA rp REE BRI ABO I IF &5 B AN — Bl e A Bt S o B PR I LR, 0 ER SR FH 407
FEVPE RN DA B S, IR 45 A M5 00 i RE P, DAB MR L8 A . 7E A s RA T i 3 S
FIRAINL T S~T7 5, BT H 6. 7HMNE T AN, (HEER AR PSR A AR 25 BT RE
FAETAR, FERIRIESR 6 Fl 7 4 BT RAERIIAL 55 MG HRHERF G IO T R, 55 255 B A i Ho A 4h
B Ael & 1| i ABO MBIWAL, HLYM - A PURRIEERT, H50THEN-A. -AB BRAE
SRR TS e, A R BRI RSSO B H o BT W NCBI LA 47 5 5 R 9 AR B4 PR AR A 1) Ael
SEMIERA 8 4, KZE AEL SEhi LR (1 Jeiil & N AEE, o THLHI RN SRR fhA. Bk, W
EFPHEAL RS . PRARE Ael MALIE T S A F-AL, A SEIE R b A ML AR IS I BT-AL
HI T Ael AL S540-A WA I B A EICREEE, AR H MK P ARAE RS BRI BT-AL, 5 A B4y
LR SRIE N ~2+,  HUTE S bR LA Rl AR A O AL

S EREE . APPSR CER 2 R, FEP A 1 IERIMIR TR 2y O Y, FRRLIRIR 2 O BUEH, IRAE
SCRC A AV RIS 3 2 ORI A B IR ) 2 Ael AL, H AT E A X ABO SEALAS 4 (14 i 1 J5 )
W = WA PR A v, R AR T R B mlOE 2 PR SR 0 . NI P I35 24 R PR R 2 THLHR R, 3T Ael
FAER L E TS, TR B RN A BB A A R A R, R Har i b A HUR SRR, H
HAE N PRI M ANE R, BRI B2 O BURE s T Ael SRALIM 52 M & N BEAR AR A PE R RN, | T
HinE & ah-Al, Ha4ii b A JURSER A PURGFER AR, Rk O Btk agniim:, @

WANEHIERE A BYZLGA

15 {(—BIFEN Ael08 B IMLIEF X & REXMFE)

fB&: TEW ®RIERK BE SSWHE K3
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SRPE: (P EAE) 2017 452 A58 30 B4 2

HE.

HE: S A = 1 0)IE e BRI B BHEE AR AT A% 5, 4RI ABO W24 % 5 1 2 22 3
Jrides P SRR A R IR TSR 0 A5 I 375 25 R ABO IR BB R HEAT R

i BELMREEHES A BUR, WETRH T AMMPB-AL, ABO M Ael WAL, HIERE AN
Ael08/002,

SEi0: A PSSR T A M SRR A 2040 M B S R ek, 2T A0 B R I 2 I 55 4 AR B AN AR
G N O B, 45 BE MR R . 7E HH TAE P EAW ABO LA MAELE, REBEIRD I PR ML R, fRAE
s A 1L 22 4>

WARE: B, 5, 583, VUK, WKW AR HUE YT, BREEAL, BRAROR, RIL/MRIIE . e
1, THIZ%. ABO IERGEM AR,

MEELER:

(1) MBI 1EE BT R R S-A. Pi-B BAAED-A. §i-B I, & ECBE N0, K
EMZZ R CEINES Al 4A S5 5EGE 1).

%1 EFHrRpxREER
ABO £ & ABO B & &
¥A 2B AA AB A, Ac Be Oc 7%
Z P HS 0 0 0 0 0 0 3+ 0
—kBs 0 0 0 0 0 0 3+ 0
kB 0 0 0 0 0 1+V 3+ 0
4% 10min 0 0 0 0 1+ 3+ 0

o o o O

(2) BEP-H SR LIS BE AR SRR IR O 1A B 4RO I, A 8 2040 - 1)
HHUR, RIVEE H PRI,

(3) BHEWMOBHEEE R WS B AR AR [ 5555 S RE BE Y IR O AR MRS BA MEx JE, TN TR E-A 0 A
AR EAE ACRATIRNG £E 56°CHEAT MBS BUBHORL N AT 0, CEGR s ARG, 20

AR EAFESS A PURGE 2)o
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k2 BEBPHL

v & &4 Pe Oc
2B 1+ 0
=k B 1+° 0
4°C 10min 2+ 0

(4) BHMIES A2 QMR PR SIRAP G, 4CHTRE T AEEE, B LI - AR B B A
T4-Als
ABO I A EK DNA ML R: SEERNTFEE LBEY TRARA AR, $HZirA ABO S H 6.
7HNETF EHBNT, BRILL R R 5 6 42T 261delG 224 297A/G; 5 7 4M & 467C/T, 646T/A, 681G/A,
771C/T, 804insG, 829G/A. AR £L 40 g ifn B 5t Jif Jk DX R AR M dls J2, 1 0 1% 838 1 ABO L2 ik R Y Oy
Ael08/002,
Wik A TR ERE R ZLANM B A BURECR D, S580-H RARXTE5E. EARKI T, BE Y
EAFESS A DU, IR H USRI, FL R S SE RAFA Ael AL, [ IZER AT ABO B [H]
ELHEM T, W0 2 SR B LR R AL Ael08/002,  [RIE HT DAH E 1% 38 N Ael AL, Ael TEALR 1 FhELAE/D
WL ABO WA, JLATif b A iR REEHRSS, R Al RISORECA BER Y o Ael SEAL S f & B R AR
), AARIE Ael 42 W] DB BE SRR . @ EHL T, BT Ael WM LLANMA S HT-A et ML RESE,
Holnid sh R 280 ARGk, BIRE G R e O 8. WEALSE e it AR i P LD, e D7 i1 o,
MR 2, BIRBRATNAZAE H# TAE P EM ABO TR KAEAE, L5 B F 3% 2245 & 2 TAE W 20 bR A
BEATIERR IO M A S5, SR BRAE I3/ I PRARTIIL S S, RIS PR 1 22 42
WML . TENGARB ML, 455 2 A8 2 MR A iR e B0 O AU faryd: O BY MLy, FRUHA R 6 ™ 5 5 R s

B, HHEA A JURRFLIE M oE R R gy O BB, T RE 51 kS ™ B i ey ifiL S . o

16 {Ael LRIV

fE&E: Rl g5 w2 R RRA KRW mOfT
KUg:  (PEBMAE) 2003 F 4 A5 16 B2 2 W

WE.
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Hif: WHFEBUE ABO M RGE Ael WAL R St

Tk (ERRUENLE 5552 3 at b, XF 2 BIB0% Ael TEAYHEAT PCR-SSP S 43 7 . FARIEEE 6. 7 AMEF
PN A 7RO 7 50 BEE SI AT 1, PCR PRI e alifl J5 B8 7 51 43 #7 o

Z50: PCR-SSP K7 BUHERR 1 Hh — NS EE Y A2 B O1 A1 O2 E:A¥ AT fig. DNA 74150t & 9,
% Ael WAIEER 5 A1 BERAHEL, 45(798~804)G i AMI C(1-5/532)T WAL ZEAR, HEW 1) 25 5T B 72 2 oy 86
NAERRAE S Al B E S, G Al #REEZ 37 MikE.

458 (798~804)G i ANF1 C(1-5/532)T MAL KRR R T Ael T 5T I fik o

AR L, YA IEER O, KEM A, MEHMTIEAMANFE RIAE.

MEZELER: MRS — S S e LA TR N 25 R 3 30 ARAE LB 245 R, FIE Bk y Ael AL,

SORIMANIEH O &Y, BESR BOR MO i A oA i, (EAR e 3504 BE DU R 4 B Ael A

#z3 —F3IANMAMBEFACEL R

ki e MRS MR I

BhA NFEA TEAHEB $5A.B $tH  Ac Be Oc JEELAMA
ERLZE 0 0 0 0 0 4+ 0 4 0 A H
BEE 0 0 0 0 0 4+0~-2+ "4+ 0 A K
0 0 0 o 0 4+ 4+ 4+ 0 KK KK

*BESE MG S5 %@ Ac 7 22°Cif N 1+, 37°Cit o 0 5K JREGAL B
Ac N2+
PCR-SSP #3125 B« # [ A S0 5 3 371 A1V A2 B O1.02 LR /375792, Xk % Kz 3 N\ k4T PCR-SSP
FERAA, —% 3 AKIEH A/AL. A1/O1 1% PCR-SSP R4 L2 4. R4 O1/4E O1 55, whi#F 5
BESEH A — 25 e ik A O1 ZE[H(261G H2R), o5 — 2k G tfk EAHE O1 ZEH(261G AR ); G HAh 45 2L,
ZAE O1 B W] LAFERR 02 B 2 A2 JE[Rl. #%H MK ABO =B S5A B B0 FIIKT, %dE O1 BRI N Ch Al
R, BIERIMLE AIREE BN A1/401 224 (55 1EH AL/O1 M7 —FE) . (HiZH W 5 Mk - 45 B (Ael WA)ATT,

R H AT HE— 224 DNA F8150 47
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£ 4 —353ARIEH A/ A Ay O % PCR-SSP #& l4: 5

0, 0, 0, 0, B B A, A, AW
Wil + 4+ = o~ = =
LTS F= F = G o o = o) A/ O
Lk + - - + -+ = +  0y/0
Apdy = o = $ = F+ = 4+ Al
A/0, + + — + - 4+ — + A /O,

ABO Ifil B2 K DNA JU 45 8 : BigDye™ Sequencing kit (ABI A &), ABI PRISM™ 377 i 5543 . LLIE % A1/AT
O1/01 FEANXTHE, XF—%K 3 A ABO 5 6. 7 4MRT K W& TR 5104, wkiisE J BEE 741 Kk
PEPRALAE 5 e — Kb N5 798~805 AL 7 AN N)IESE 8G, T Al B[R 798~804 £ 7G, RliZ Ael 731
FE5 798~804 N ALHIR G: 53 —Ab R 5 W& T 532 £7(1-5/532, HIEE 6 AT 5 F3i#-23 A0)T KA,
M AL RN C, HI CI-5/532)T. 3ENIEH 01/01 F:H, H 798~804 £, 1-5/532 it 5 A1 FEKAHIE, #f
IR 1L (798 ~804)G #E A C(1-5/532)T B BEEIRAL TS, NiZ Ael 2 T4 H .

Wil ARSI —MDPUEFEER) 2 4] Ael MAEEAT DNA § 387504, B A CIRIE R Ael AL 73 A Ff
F: Horh Ael0l 5 A1 HIELON(798~804)G fliAN, HARFFIIMIFE; Ael02 5 Al JLEAHELA C467T. T646A.
G681A = AbRAF, A [E % Ael TR 5 Olsson S IE 1) A FH A Ael0l 7E(798~804)G i ANAHE, 1H
C(I-5/532)T AR MG . HT(798~804)G fi N, FE Ael 2K 804 1L f5 =R RAE, KT A KH
DRIERAELL . HEWIMRIA =5 AL BB R LU, AUBE G IR B 86 NSRRI IRAESUE, 1M H EL A1 ¥ 8
BEZ 37 ML, A2 B 16 MikAE. AIREHI TIX S, [#IKT Ael PP HEIL RS MG I . X T
C(I-5/532)T RAZ R A G MBS PESCRIRAE TN, "IRES Ael K He i #4h C.

W ILSERE . Ael ZLAMA ST A K4t-A, B BHE, HHBBUEGBOAL 1R A F 53t WHRh&H HY
JRIMANE A PO, mRI e 45 R 5 2 AR 10 Ael SR MG 25 HP-AL MAEE, AR E i
EHRLP-AL MEEEME R AP-AL HE TR Ae MAMIEH &Pi-Al, HELBZI-AL AHTE AY)
JRERFABL A VIR B B W . o BESEIR AT Ael WA 5 iR O 21, HIAZ &, A O i
— L S 2 H ORI E S, Ael LA O BB ARN, WIRE2y I &)™ HAIL SR, X I RAR A B

RS AT
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17 {Ax V2B I 75 22 0 22 R R BT 9 )

fE#: &9, FWE, WMER

RIR:  (CRE AR E) 2018 45 10 A2 28 B2 20 #
HE.
HIf: FEFC AT Ax SEARLAEDT A1 Huids =25 i I3 2 R0 2 1 AR 2
Jiiks W 1 A PURIRIS REA, PO BT T Vi BV R AT A I 6 25 L 7 2 12 4 A
A ABO MAERA, FFoIR ko) — A BERE MY 1 ABO JERIE 6. 7 4MET, PCR™M&EHI R4k
JE BN .
il BB BARTE A DU, ISR EPLAL Biik. BENFRNENZAEA 646T>A; 681G>A;
771C>T; 829G>A K45,
2l ZFEAR 646T>A; 681G>A; 771C>T; 829G>A KA SH A HFlsliRss, HERALN Ax03.
PRASRIE: DRIGAERE N BE i 3, bk, DU, 40 %, HIEgRE, Timimst.
MEFLER: ZEEFAR A MER S5 A biike, 5H AL BUAARESE, oeR5hnit A BU40H R
RA+, ShrifE B AU R+, ISUBCBOR IR O A ST, 2R E A EAEAE A PUR, ST
A AL ik,
ABO IR FF DNA WP 4R : ABO B A7 s (94 B AN 34 51 00 P 23 b7 2 HEORH DG SCik . 0037 030 26 [
ABI A7) filli&. ABO ZFHIEE 6. 7 SMETHI5 5 W& 7RI 45 R 047, B E] 646T>A; 681G>A; 771C
>T; 829G>A 4%, 7EIMAHRE AR FE(BGMUT)H #EATK %R, T 1% B R H AN Ax03/002.
Wik: Ax WALZ ABO WA A LGB H WL — R R AL Z —, "B ML 45 20N Ax 415 KI8T B B4
MHT A R EIFGESE, 15 O BIAMAMBL AB BESE N R B, (MRS A BT AL, 70l B ) i
e AYIR, R&H HYIB . AUz AR E S RO RR 5P A PUARPRTE+, 55 AL $T
RIS, [OE R S AR A BUAL R BT+, Shrik B RO SR A+, R LI 2 S LA SR 5E
N Ax, HERHAL idk. RASTFHEYSZ 20, KE] 646T>A; 681G>A; 771C>T; 829G>A R4,
FE LAY 571 S5 R AR H i PE(BGMUT) HHEAT AL B, 1 12 8 3 2R R 0 Ax03/002 . #E— DR AT X R A

HACRRIER R O B, HARRm T 5, Ty, Fr ATCiEm € 12 R A2 3Lk B H BRI 1%
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BEDE B B ER SRR 3T Ax WRIRIARA, i TERIRES, WRAIRNEAFH, REDVIREN
O A,

WMmSRRG: 1REN O MW A WRURSE, e T O BRI, AR O BUBAIM# MK iHt A btk
BHELMM N A PUR RN, FTRES B ONL o BT DAL E A — 5 B AT IR SOE R, (RN &5 & IR OsCRK
LB, MRS A BERNS, RIS, fedt— P ORI AL e (v VE . h Ax SE Y B3 460 1ML F 0 % R
Ax WAL O RIGEURZLA0N,  LART Ik A I Se 2 R & 2R o % B8 AN BE I L2152 F (Hb) N 70g/L, A Fita

Iy BB E T 4 DAL O RUVEERALAINY, I A RR, Hb A 100/L, GF e i -

18 {HE AE ABO LRI —NH K Ax S EE L E)

fE¥: BB £V X EEE MR I ERE XEE EAR
K QPRI A2 ED) 2009 4F 6 H 5 22 55 6 #

HE.
Hi: Ax 2—FFE WM ABO WA, HopFHIE AT AN . ASCU—A Ax WRFE R —ATKRM Ax
SEASHR LA G, BT B ONHE Ax TERY () JE A
J7i%: ABO MUE*#ERL, MK N-ZWE-D-F IR IS AL B (A B TR E . ABO JE[R] 7 AR 27 K& FAT
B A ) PCR 738 . 3R 50 B AT FE 23 4«
458 DNA Jo BRI Y 73 Hriior, S ARSGUEH TSGR MA R ABO 2[5 73 79 A/O01 1 A/002 J: A
R, LEE 7 ANE TR 426G>C 24 A RAE, S I N-ZBE-D-F FUFE L R B B S B R A M1421 20735,
TE 120 AN IEFFEA AR H R AR
Ziit: ABO £:[F 426G>C RAZFHUM N- LI-D-- FUWE I R B 28 142 A7 S0 RE IR B e 5038 T B 1 AR - IX
B, MR T BTG TE, S50 Ax RIVAL. RSN E bR e URIE .
PRARIE: —A4> ABO Ay Ax I EEENRER &, SGiE# NERIRILE, 33k 6 LR AMAE 1),
T 6 N HMIIHE AL PR S — & T g5 A K Ax AL (QCT8) . T ik U %t 34 CL 77 . B ML

e 120 44 ABO Il 7 1F 5 FRIHR L VE st iR .
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_ -2 -3 |

-1

Al

MIJ\’TKKJL.M FE
B1 axTRREEA

MIEFELER: AT B 1A L7 27 25 R B R FE R Y L6 10 5K &R P ARl (11-2) B AR (I-1)
N Ax IR, FeiE# )L T AL-D)ERIDN AxB. SEIEH F2E(1-2) ZETI-DA SR -3)ABO H T IMALIEH, 73
0. BRI O BRI 1), ARt— BT IR JooeBR I NMAQCT8) IR I ALty Ax 1L FY
Ax F AxB MARIML AT, AREERINE] A B e

F1 ATEREMZMMODENDEZEES R

% Mm% A R
A B - A1 #i-A. B HUH A 4l B4R O g . E FER Y
I—1 1/ 14 N/ N N 24/ 1+ 2+ 1+ 3+ N 0 A, A, 14/ 001
-2 1+/1+ N/N N +/1+°¢ 2+ 1+ 3+ N 0 A, A, 147001
II—1 2472+ 4+/ 4+ N 4+/3+ 1+ 1+ N N 0 A,B  A,14/B101
QC78 I+ /1+ N/N N 2+/1+° 2+ 1+ 3+ N 0 Ay A 147002

TR, TF i A 7 O AL A 00 45 59 9 B 5 e 0 2 5 e USRS A 0 P05 S0, DA SRR S R A FIBL- A, B S bR, (15
RUEH A AINEME R, N RRPIE s TR w 259, *HUH RIER A 0 4078 [ KRR 4 1F F AT, B
SRS A 3L DL S SR I A BRI RR. RIS R 0 A1 B MK RISk 0, ¥ AB i
IR A 1 ¢ 64

ABO MZAIFEFE DNA JUFLER: 7 ABI 377 Ml 74 (£ [E Applied Biosystems 2 &) )#EAT I 7 70 Hr. KR+
MG F RN Ax B AxB MBI G, PAZ BAANER ML AMA, 34T ABO JEER 7 AN L1 A ) 3 3 51 i o
6 W& FHEZLMF. 120 ZERILAE TS 7 4MEFHRNTF . KRZPHSEIUES (1-2)ABO # K5 7 4MNE 717
1E 426G>C 24 &A% . vl 5 i PCR P4l e 45 3 o, SBiE&E 1) ABO JEHHY N A/O01, 426G>C AT
FHAEAET A K E, ARKFIEGFELE A 467C>T 28, N A102 BN FE R S50 3 R 4y & 8 1
BGAGMD( I B4 J5 5 PR SR A8 B4 ) L ARG o« AR SCHRGE 1) Ax S8 47 25K CL 49228 GenBank 1 BGAGMD, JF

Y5 EUS51754, “EfrEHan 4 Ax14. KR GUEE AR (-1) A1) L (1-1) B K TG o<k if 25 M 3 fE4E
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426G>C Z B RA8, HEFM A HIN Ax14/001. Ax14/B101 Fl Ax14/002. 5 426 fii%H R G # C B, T
BUFT IR IR B e M1421. X — 3T 10 RURAEARAE 120 44 BEHUBR ML hAs

Wil Ax A ML 245 RS LA S P0-A SRR EE, 54t-A, B IRBIE5E: ME T HE S HIM
Pi-A. Ax WRIZLANM B H ST BOER A BT 91 B9, 1 AxB IR f - 1R % B BEFMAFE, H
LA B H BUE AT A 5. 7E Ax LR PO R A R EEENE . A0 T RN ABO TERAMATF
EULFRHIE, AR Ax DR AxB I, TEFTAH Ax & AxB MAE A LRI H 426G>C 4 X577,
MITE 120 44 BEALIERE ) IEH ABO ML A ER L& b AR IR A, IMTHERR 1% s 2 B MR T RE . 426G>C
RAZSHH Ax FA1IE R (Ax14), RAFIE K A BERIERR S M1421.BRAk 467C>T IX— 2 25147 25 (7E A102
S5 DR g S IR 22 A AL R, X B ME TG B B2, 426G>C AT AW T 4 1] Ax RAYAHK ABO
FER Y X M RAE . B, BRI R R (M)A R s R (D[] AR Bk i R B IR, M1421 4
5P T BB I B R A TR 3K S 1T ) SSE FR 5 o D350 ABO ST 2R v 0 5 [ 90 A% ] 3 SSORPAR S E A e, tan
CisAB I B(A)WEAY; MR I AHE 70 IR I35 22 45 5, M1421 B 4o 1t A B ss b4 b H 5N A FUR M Ag
J0%55, EEIRK AN B i, RHIX—JAFR ABO WAL ) 2 MR AR o, 5 B3R il 1 i ik i
FtE. ANZKIMAY A BEA B B a3GalT AHICHE R Z A IR s O RIVEPE . 142 £/ A 2 B2 7E a3GalT [R5
EAPEERT . — MBI, FAHATE T E AR E R ABO YRR R 11 142 AL LR
e I (Ael06 F1 B305 57 FE K H1 i) M142T). BT 7R 2R (T) e R VESRAK R 2 R iR, AN [F) T ik 1) A
FIRM AR, Pk M142T S E0R B A0 F B T BEE M1421 SEO9W s, AT 3340 B A 554
B Ax WA Ael WAL L. 52, 142 A7 B 1) B E LRI AN A BEF1 B B 5 2R 548 (107
AAFE) 7L, %075 IR SO K B T . 28 ETIR, ASCH IRIRIE ABO [ 426G>C 28452
Ax WAL 5y 3R . %I FEU 142 A7 LR B 5 M1421 08 T N- ZBE-D- FUE RS R B AL X (1)

PRAY DX I, AT REAR 7 BETETE, S8 Ax RILA,

19 (Ax ZRBUMIE A5 5 R BARF I K RIBAEHT T
(k=

fik: TEZ RSt BE K A e

B 1
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SRR CREMAE) 2017 45 12 A5 30 B4 12 1
HE.
HifJ: X—ZK &R ABO MBS AFF G 8L U I IR F AT T 7T, A4 Ja IR RSB 1) R SR A1 22 1k 4f
Jivk: RAMIE S J77: 500 ABO %8, KA DNA BEEF 752460 ABO BRI M5 6. 7 4T 4, 4
MR & ABO [ BAFF A8 A HUER I SRR .
ZEE. MG EENEBA, REOM, %1 AB AL, DNA HENMFL R 3% Bwl4(B110)/001,
2 Ax26/002, %T Bwl4(B110)/Ax26. FHBEEN Ax26 JER K H FKIE A Hili.
ghit: Ax BRI TEAR M AR AS I M b 4 2 8 AS [F] i R 2L
RARME: — K =MHBREMHY BAL 32 ML 0", BiZ4JH% AB A, Hikfgt. R
Alidh S 3k A 2 S B SR A 0 85 A o AT S % U Bk IfL SmL, EDTA Jidit.
MBFLER: SCEBA, FE0 A, &7 ABR, IERGERANR. HEEMBEZT A PURMEAEL EKIE,
DR AL 384 0 775 2 5206, 5 R AR 1o BN SOsosotae, Alse ., REA AR S & AMER AL B FiiE. H
i MLIE AR LI 23 0 5258 BESE 240 B A0 OB ORGSR R 2 5 & A Bi-A, $i-B.
ZEHLILZR 2 RIS REE AL AN M F A A BRI AL B BUR, SR BB AR B RE 1 A PR
MIEFRNN: EB A, BEE O, #%F AB %Y.

21 wFEFREWKE

A B Al tmja B it 0 e Al #AB ANEAA ABRHRB HH 8%
Y - 4+ 4+ - - - 4+ - 4+ + -
# = = 4+ 4+ = - = = = 4+ =
%1 4+ 4+ = 5 = 4+ 4+ 4+ 4+ * 4

&2 RAGLHGRIE
FA #B ABRA  ABRKSB
- - _
ﬁ— o - yu— s
e 3 38 4+ 4+ 4+ 4

RFEE: GBI 21 A STR FEF ML IR, £ BT S5 A = R FE S RERUGR (M A5 A B R R 3], A
SRIBAE R . S5 B WA SR S B £ 7 (MAE 22 LB

ABO MAFF DNA WFLR: BigDye terminator v3.1 Il 57 & (2 E AB A7, #it'5 1601238), 3730 %4
FERDHEERE AB AF]). XAE. BEE. % T DNA 1% 6. 7 /MNEFRIN ST 6 JERE N+ &8, 3

Kl 4 FEEA R, 22508 001, 002, Ax26, Bwl4(B110). 5. BESE. & T HISEA R A8 W& 3.
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FE 4 R 45 SR e K R AL S R AW S H . 3% Bwl4(B110)/001 , Hf 3F Ax26/002, % T

Bw14(B110)/Ax26. K AREELERILE 1,

23 HLEEARRT A

FEAR LR
L3 Bwl4(B110) 297 A>G; 523 G>A; 526 C>G; 657 C>T; 703 G B30 LEB
SA; 796 C>A; 803 G>C; 930 G>A Ax26/002  Bwl4BI10)001
001 261 delG
B% Ax26 287 G>T; 467 C>T
002 261 delG; 297 A>G; 646 T>A; 681 G>A; 771 C
ST; 829 G>A
BF Ax26 287 G>T; 467 C>T -
Bwl4(B110) 297 A>G; 523 G>A; 526 C>G; 657 C>T; 703 G Bw 14(B110YAx26
SA; 796 C>A; 803 G>C: 930 G>A M1 REAEL

Wig: A EET ) ABO B4 508 By Oy AB 2, BB ARFF& MBS LM . 2856 T % IF S LB
HAEYPFETHRA EIRIEEEN Ax26/0, £IUA O B, LWBURECRIG R H A FuR, Tk
UESE Ax26 R )38k s 2R H JUE BT, FRBR LA 3300 A BTS2k . RIESCHR Ax26 2
2015 4 10 A IRAER B AR R RIL,  MiEFRIATI A B, ABIREREEEO0, Ax26/0)IILIER N O
B EHGEFEA— SOREEFANN Bw14/001, MG RINIEF R B 8, % T(AB, Ax26/Bwl4)IfLiG
RIUNIEF 1 AB #. UL EAHTRIL, Ax26 fF Ax26/Bwld 24T, BEWRIZIER I A PUR, 7£ Ax26/0
RGTr, AReRIE A BUE, R Ax26 FE R (119274 1T R 52 B0 S50 JE DR A S o I 27 56 R 72 R )
AR 2 I AN [R) 26 Y 1 I R A PR AR << 55 o7 25 [R] 1 518 2% " (allelic enhancement), # %% H Salmonand
Cartron 7£ 1976 4E42& . ABO %6 3[R 1 42 s B AE (B bR B 2 5 S o i, Bilinse 1| MEEZR R, A
HERTE A/O BUMAMER I Ax A, 16 A/B RUWAMER R A2B £, £ 1 LR &b, A2 BERE
A2B BRI REE RN A2B RAL, 16 A/OLv BFA I Frh RN Ax. FEH 2 M FHERERI,

Avar Z:FIFE Avar/O02 JEF/MEFRBLY O B, 16 Avar/B101 JEF/ME R By AwB B, ERRE &AMk
ORI AX)FZEFTE A(x)/B101 MAF R A3B &L, 7E A(x)/001 MR Ax B, HFT A4 ABO
A0 P51 5 KD 2 B e T T P P AR A B R 2 0SB R, 51 S N e TR A SR AL 1 43 T LB A AR
o WCUESE ABO BRI RIS EMEE R MEAZ4E T ABO [, At 52 2 2L R4 () 5o md . A kLR
PLPESL L BB IO A% O IR A T R 2 G805 A 59 B PUERRR, B3 TRk, T

R A DR R A P S5t 2 S ST 0 B R I S R PR B o T A B UL S B v i b B R S8 7
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DR 4 55 B4 3 B ABO L35 7 5 35 DRI R AN (14 [ L, s 7 222 ] 1 38 K 9 o 7 ) 4 2 = e 2k kAT 18

CREWRERE PR Y el S

20 (—1] ABO &I Ax28 Frifr L F L E)

e AR\ XR WEE WHEY AF BEE
KU (PR EL &) 2018 4F 6 1]

HE.
HE WS ABO I8 45 A2 5L K] Ax28 f7 Tl .
Jiik NIRRT RESUA R RE AR ZL 400 ABO LAY HTJE, FRdE AL B O L4 A I i H ABO Jifk. PCR
FiARY 14 ABO FERH 7 MNMELF RHARIE A& 175G, W5 5~7 SMEF 5 P EAT s B S T .
iR b EAMMA S A PR, RIS IME R EEDT A M B bk, BENF MR 6 4MET 5 261
LB BRR, 5 7 SMET/E 467C>T. 830T>C R & RA . il 715 2| 4 ALEE ] 001 F1 Ax28. 5 A102

FHIMEL, Ax28 55 830 fif T>C RAF, SEEE 277 M 4R RS N &

=5

4518 N LRS- FLPE R R M 5L A 28 830 i T>C RA2 AT fE 51 i

H

PEJRES , B S BU™ 4 Ax28 AR R,
WARIE: «ik, 8%, ABO MRS ER KIIEREMALRT, WEEN Ax. 2 NEZMEF S, M
H EDTA HuiftE KA BEFHIKIML SmL, #EAT 2L M A0 (i 2kl JFhlide 4 i 5L A2 DNA, #4745 72
Prrekar e AT FEERAG 1 7 T oo i ok A L B9F 58 BT AR P B 2 AR B R e A

MEFELER: HEHURE AR L PN, ABO IE e BUMIE EAr M4 R W4 1, Hddi-A. Hi-B 47
A B v R A ot R s R R AT N R 22 e B A I, P A R — 2

R1 1 Ax 7 AY I Y% g 4k

¥i-A Pi-B Pi-Al ¥Hi-H A4 B O4i £M
BE 14 N N 4 14 44 N Ax

N R B

ABO I ZIFEF DNA MIFEE R 1% LS AR AR AN T /bR T HZENFE R ER, 585 ABO
FERAFLE 261del/G. 467C>T. 830T>C 2+ & RAF, ol 5l /7 KB IL R AN A/001, A A7 3ERITE A102
HIEAE B AE 830T>C 45 X R4, 53 a1, 3-D-FHAMEREEEE 277 M & IR E #(Val277Ala). 1% Ax
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HTEA I R 3R A % 9 [ [ S r A B AR A B A O (NCBI)GenBank, /55154 KT276008, 34 dbRBC of NCBI
N Ax28, ALz SR A AT 51 Ax28/001. 45 R4 830T>C AR7E 120 M BEHUEEA S H

a 3GalT FRFEEER A AR B RN, 55 277 R RN R TR IE R, R HLAER s
HAEEMEM.

Wi AP Ax FRAKr 559 A PR R LG T WAREST-A Uik, BT IERGERS RA B, Mot —2PR
F > T AR AR I B % E H A . 1993 4E, Yamanoto 253538 T 55—/ Ax 2513ER, 1247 AR
XANFEAF LRI T 28 A Ax SEA LR (BLAE A SCHRIE ) 2241, 530 dr %8 Ax01~Ax28, ¥ A101 &4l E
AR BT B 22 B i R AR . FRATTEL M E 1 1 BN Ax A2 7R ABO JE R gt e a1, RILFRES 7 41
T 467C>T M 830T>C & ebbh, HABFH S A101 A7 EER 5842 — 8. 467C>T LML AR AL A102 55
PR ORI, KR PETC B S . BRI, FRATHEN, 830T>C B RAR S BN 277 A ZUHERR UL A BIER
BETEVEROCHE . 72 120 RBENLAEA T, ORRINE) 1238 5, XKW 830T>C & —FMREMIEZEHM. ERER,
£ H AT RILEE A ABO S8R, RARIE S 830T>C RAFM HAD AT FEN, ARAE 830 7 s R IIL
AR R, RUNZEEAFE K2 —MOET K ABO S5A72E K, #i B4R dbRBC of NCBI #iih -4 fir 4 v Ax28 45
frFER . i A 1f) dbRBC of NCBI 4 K B, HA 277 R & #1) ABO WAL A220(Prol56Leu.
Val277Met). Ael07(Pro156Leu. Val277Met) &% Bx10(Argl76Gly. Gly235Ser Leu266Met. G268Ala. Val277Leu),
=HEBY 277 LRI R RAE R A/B FURKI S8R IL, ATHENNZ AL SO A/B HUR IEH RIE R B A [
YL XS b 277 7 Z FERRAE 03 Gal T Wk R 2 P s L AR S, 327 277 067 Val 0 WE 4% B v B B 211
ER . BT REEREICIUEFE X RIAE, Bkt — B MR R . (HRYE ER M, Ax28 &k
(K] 830T>C RAZ I 277 fr 2 FE IR B #ieid UK EHEFU M, 7E A220. Ael07 F1 Bx10 507 JE K] LA S AEW A OR <F

PELEXS 7 BT #8421 1 AR, RN iZRA S Ax REHGERAOGHE

21 {(—HI#HE CisAB MR IMIFEFRBEEVIETHT

e : fIFE, XEF, SANEE, 48308
K. (PEAYERFESE) 2012 4 11 HE 25 H5 11 B

WE.
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H: % 1 BRI A 0 27 48 58 0 A2B ILREEAT JE R 2 4 #

JyiF: LR E BB 1 3 2 05 AT Y %5 5 s SR A PCR-SSP 43T ABO #1555 R 4 B (A, JE%F ABO
LR 6 FIEE 7 AMEF R BT SIHEATY 1 . WU A4 HT

i MAMTES % e N A2B WA, JERADN BB &L, W15 A BA)RL: 56 DR 7 R 0 2% 250 S I
% 6 S & T AL 261delG )2 297G / G, FlEZERILE MY B 5 B HEEMAE, &5 Al01 KHRY
FILEXS, X5 7 40T R IR FE A 70 i R, A — % IR EE LA 526C>G, 657C>T. 703G>A 2 803G>C
MRAE, B AR EE L 297A>G. 526C>G. 657C>T. 703G>A. 796C>A. 803G>C K& 930G>A fi%
A%, WiE ZER L IR RN CisABO2 / B101 .

Zhit: MALMLTE S5 CisAB 1 BA)HIER — € R BRIE, 0 AT RR 17 1) K 43 BT RE 4% B A A 51 ik 1fi 2% 5 1)
AN CisAB02 / B101.

PRASRUR: H AR AE O AR M IR AR, ZiRiE . D3k, 25 %, fFE (R s & 2isk) |
T, REBEZHKHEFAR, WARBIEERGR, TG IE RS,

M¥EELER: EEH. 4C R 3TCRBEZMT, ZkL#F EER AN AB &, HEH-A LRSS,
N, TS5 5T-B SN BEER 58 ik ) “+++47, £ NIEIEST-A HI 1.5mol/L ) HCI FZ 1L % pH6.0, 5 iZ#k I
BLMPA T AR, HEBRSETIREESUR TRt FP-H 2000 51E% AB B4, O AUk L& Sk i
FLLAMIR, RIUZER N LA R0 ) H PR RS AB BB B 658, S51EH O At . RiE
RS0 A AR A RN, FE 4°C AT R IR BIEEE SR FE 8, RINERK A FUR BAPEA R 4T-A, H
B BRI, 2040 M AR DU BT e i P, 2R i o B I3 2 s A A2B B, LR 1.

1 WG FFREER

Tab 1. Results of blood group serological reaction

- 21 i el B RE Ao i BB
R -A H-A, B d-AB d-H Ac Be Oc 8 F%
=5 w - W W W H - - -
4T M - M M Y - - -
37 C H - HH HH Hw + - - -

2:S ATk W AT

PCR-SSP # % &: ABO HH AR & 9L E G&T A =i ZBREIKHT, ¥I0 W, 207bp 1A %

FEP=8, ANAE 4 VK& ] WL 90bp 4%, N B ZEFE =My, ZikiiE 2L R BB &L, YI2P K B(A)AL.
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ABO M ZYZE K DNA WIFFS5 R ZA 7 &M /FR X757 ) R IEFMEE DR T IRA AT . Pk A5k
KI5 6 AN T BIAAFAE 261delG f 297G / G, FIWriZik & 8L RAiliy B 5 B R RA S 5 A101 &1
BRFP AN LERS, X5 7 bR TR ER TSR, A — %R EA 526C>G. 657C>T. 703G>A
803G>C MRAE, MM 297A>G. 526C>G. 657C>T. 703G>A. 796C>A. 803G>C K 930G>A
MRAZ, B 1ZER L LAY R Y0 CisABO2 / B101 .

Wik GRS EIN, CisAB MBI H % RPN A2B3 5 A2Bx, BLXFRIMLL A PLENE, BHE
B, M BA)ZLANM BN S D& A PUSVEEAEEL BRI B bUER M, H PR S BT O M4, B
B TR B A, XM LS CisAB ZL40 B 538 AxB YA IS T AR $T-AT 12 B(A)
MIE 5 A M hT-A PR A GHMAET 7> A2 40, R IR fiE R EFE, CisAB Al B(A)RIA 1Ht
R ESAME. KGR TR B PR R, BRI E A FURKE R . ASZI0 & B 6] #k if
o MNIMEL I 37 2 SN RS S, ARZR 5 FIE A2B B, SR PCR-SSP JE[R 4y 1 %5 BB &, M4 HRA
—5, BAVHZBRIE TR A2B 2, A ARG B(A)VRL, T FLI Y I3 5 R N AR s B 5 B(A)AEAL,
BE— D E T B AT IR Fr o SR P 45 R B, PIARSE LR 2R 6 AhE T Y ANFAE 261delG, 297G / G,
HIBrZER M My B 5 B B E 4L A, IESE T PCR-SSP 3 UHILEHs 55 6. 7 4M B T ML IR F 5 /0 #r
TR — R SIHAE 526C>G. 657C>T. 703G>A K 803G>C {1 s 8738, 54 CisAB02; 1 —%#%
HERHEA 297A>G. 526C>G. 657C>T. 703G>A. 796C>A. 803G>C K 930G>A {7 ;515 4, 4 B101,

B B R AL IR LRI Ry CisABO2 / B101. fRFAHTIAJY CisAB 2 4wh A HUBEIL AL Mg AN B RUBH L H RS 1
L RIE [ — S AR IR B b, W] DAFRII384%, IWAE I CisAB Fl1 B(A) LAY (T L3 — 4, AIRERZ B 4%
P FEEITEIE R B HER 5 41 i Bt bR A Bl R A, AR SR (¥ B BRI AT RE R A gm0 Th RE T TERE A /0,
T A101 A1 B101 PSR i B R, P B AR R WY XA 7 MR ZE S, 1 297A>G. 657C>T
F1930G>A R FER M, N 526C>G. 703G>A. 796C>A 1 803G>C 5|2 4 M KM (R176G.

G235S. L266M Fll G268A) I #t. f724& ¥ (526C+703G+796C+803G) 4 M%H B 4L 4 (1 HLA5 RURR AN
AAAA B, 5 (526G+703A+796A+803C) X H R4l A I H4574FK 0y BBBB . 1T AAAA %A1 BBBB #!
G AR (¥ S A BB A Ik, AR T AR FE A 2L 1 A AR 2R . T B(A)F CisAB B /21X 6
MR WL A AR, RN A — S AL B (M g i = B A 1 B R MR R TR 1. 2R
I BAYE 6 fit, CisAB Zf1 LA 4 Fh, HEERIIPEILHEBEEIX 4 D m i B OHIRRE, R
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A 297, 467, 640, 641, 695 1 700 FxH BRAL s (M FALIE L, A R vHEAf X 43 1€ 9 o e 2k U R g R PR Y
CisAB B AMZ 29 1/ (170000~580000) 2 [A]. Yamamoto %57E 1993 4F4)iE CisAB EAL A A fil B
PR ik DR 1 167 B R B, TR AE A 101 S8 AL BE R ) At |, 3 467C>T 1 803G>C 148 54 & (Rl AAAB
R ), S B0 A 7 5k PR 20 L PR ik e A% g A s e 2 o, R [RDIRE R 1 A 4L UDP-GalNAc A1 UDP-Gal
PIAMEZG RN, TR A FR TR A A1 B il 2003 3R E A H ARIE 7 E A CisAB A K HAr il
BT PARGE R E N CisABO1 S5 56 [, {H[E 4 124 KK IUHT) CisAB02 / B101 S5 3, RAFTERE S
SHZIMA O ARG, BT ARG E N R AFIFILESRIE A2B 4, 54 BA)M ML L 5
Kiri, BHUESIER I B HUEBRE R, APURESS, HBUERE, MEa AUB-A: (B TR 5
5 LY CisAB, TZ AR M35 24 % R I A R B #5064 39 B, 5%k 1 & 10 1003 27 U8 97 AR — 3,
ERT G o 7R L9725 S SRS AT I SR AN AE . H T IS S VAR R PRV, Vi 2248 e AR LIS o7 70 T vh mT e R
H, BT CLRRATT TR AN I 43 AT R R I AL A 4y B R DR B SR BRI OG R o AR RR A, R Sk

PCR-SSP VEHEAT Y120 ABO R 73 Y, (H EE BT i A0 5 R 3 AL A0 757 R REST 0 ABO JE R vp LA S i for B ik

S

4l

GEAT, TS BRI HH B st 2 A AR, TR b 22 L7 2 5 R R R oy RS R AR TP JE I, TR0 I e B
FPA R S AU SEAT T R R A, A REREIER X ) CisAB i B(A)VRL . ML A ML 75 57 A0 73 1A= W02
AT G HILPERIANTE], 35 B FRAT T30 A A IX 73 1 9 AR ok L2

MMSERE: X T CisAB %23, BT ILMiEHaHi-A sii-B, MUl O B 4l AB BLM K A HE: #

FEMRILE BRI AU B TR, AT S0k 40, fiss AB B2 %

22 {ABO*cisAB.03.1.1/ABO*0.02.01.1 & X % & 3 (1) 1fn 46 )
KA

fe&: ERE MTE EMK DHAE JIR
RIR:  (PEEMAE) 20124 4 A5 25 B35 4 W
HE.
HIf: B8 ABO ML L35 2% 526 J I £ 28 1E 8 AR AN SIS 100 1 L 0 i PR AR

JiiF: TR IL R S £ A R RS PR R, ABO I AU A B IE S AN, IR I i 2 i
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6 A1 FD A2 PR3 R LT FUJSURIN LA K% L 375 A KU ARG 75 vk 40 s L 23R AL, ABO i [ 73 284 2 i)
J 4 AR R R R

G BECMR S MERARERERN, MEANGUARERNE, SE LM S5h-A BE, 5
Pi-Al AEdE, BFEMISS Al ARMELLA0M S ILEGRELE N, 5 A2 P AN R A BESE: EXONG1 2%
SN L RIAFAE 261G HIBRK, EXONT 7 81JAFE O &5 AL B HY B 700T/C, EXONT Il Fr 45 RS2 7 RAZ 14 526C/G,
646A/T, 657C/T, 700C/T, 703G/A, 771C/T, 796A/C, 829G/A, 803G/C, 930G/A.

S50 BATRIZEE MG AR A2B LAY, B 5844 /0 L ABO*cisAB.03.1.1/ABO*0.02.01.1,
WARE: EF, &, 78 %, WKW EZ . LR EDERR Th I SIS N B o A B A BRI Hb: S3g/L,
B R L SR AL AT IR e, RIIE SO AR B BT A S E . AR I
K@ MANAF A EH LR MAS N O &L, 1 AYLTN O B, XI5 i B (s WU AL 7 AR, AT
HMmBFERIEA .

MR

(D MA K T HER AL R B AN R 1 B g S04 gt R R R A RER N, Hi
TEARNGATHERIE, RS MM S A BUR B ke it . BE AR S hi-A B, 540
ALANEE, B A2 HURMRIL: BEORSH-B RUSREE, WALR EEAIER B YR EE
M55 AL bRUELLAN ML 2 IUESREESE SN, 5 A2 RUELLANMARN R A e, YO IS T AEEdT-AL, I
R LAY L 2RI & A2B MLAYRE i B LA S HT-H SRR FIEH 0 IR AB A isRfs 2, XWAT
A A2B LAY R A5

1 BEAEARLT L b ihEhnssg

ERA i A A
FA #B R AA A,B Aje Aye Be  Oc  $i . .AB
HBHE 2+ 4+ 3+ - 4+ 3+ - = - AB ?
£tk - - 4+ - - 4+ - 4+ - 0 |
LF1 - - 4+ - - 4+ - 4+ - 0 .
JLF2 - - 4+ - - 4+ - 4+ - 0 0 A3 0
%) 2+ 4+ 3+ - 4+ 3+ - - - AB

— Bl #irZhBARLZAE

(2) BHELRETRWMAG AR : WK 1. WER 1 HAIEREE LR, 2 LT A EDy O &,

2 )L LAY ML 2 SRk SR 5 B A NARIR], AT S A2B BURE . 455 2.1 2.2 IEEIR, g 5eiE A
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FAPELE R 1.
ABO MZAIFE DNA JUFLER: BigDye terminator 3.1 Sequencing kit i) (ABI A&, EHE) , ABI3130
WA HAE TAEY) TRECEE) A RA T 5.

(1) EXON6. EXON7: EXONG6 Ml /5745 R R 1 kAL EERIAEAE 261G Bk, TLBIAFELE O MS5EA 5L,
M5 1/ REE O A5 . EXONT U7 245 5 oAk O SEAL R I 700T/C, #F4 ABO*cisABO3 {4 ki o

(2) EXONT7. Intron6. 3'NCR: EXON7 I 5> 45 /R KA fiA 526C/G, 646A/T, 657C/T, 700C/T, 703G/A,
771C/T, 796A/C, 829G/A, 803G/C, 930G/A, F W& ABO*cisAB.03.1.1/ABO*0.02.01.1 Z2 &3 [H .
Wik: cisAB A& 1964 R IMATECAT LK ABO IR, FRILIE[F — 0 B F Hgmid =3 & A fl B F¢ 5711
RSB, 7EHE ERIUN cisAB 75 O RUASHCAE H AB A O 4. cisAB TEIMLi% 2% K I
NES A PURECES B PR, B, (3 R AR S PR A, IS IR BRI S RE N AB LAY
I I 3 2 VEME DL X 2 A 3 2 cisAB 62 transAB, TRHHT T X RHE. RRZFEETRI, BERT
L BRI RE ML 2RI A2B AMA,  [AHEIE RN cisAB /M. N 1 it — Bl BF AR 8, 3R
AT 6 ABO 35 [RAS [F1 B 08k 11 325 e sl i 2 B TR S ME 5 1 9, BLFEEEST O JE K 261 B82E G 8L 5 N 111
BRI E e, 02 FE[F 646T>A Fl1 829G>A, B #:[K 803G/C, A2 FE[H 467 {7 C/T Al 1061 Hifl) C BRAKLE, Xt
) DNA BT . P 45 SRR WA 2 1 SR etk B SR AL 2R A7 A 261G BhE, 1 Wi i
HARCAZRE T, | Gtk BRSSO, 15 1 AN NAE O S 7L K. EXONT M 545 B /R BoR 2 4%
SEALEEFIAEAE 700T/C, AT 1 428 700C FIEEAL R AR 58 646A/T, T71C/IT, 829G/A, 930G/A, 4EiRAF
4 ABO*0.02.01.1 ({45 o = TFENLH, HRT cisAB 7 2 Rl 1) JeORRZE 0t e, 2)BE3EEE RS L R
S LRAL, W CHRIRE R & AZ W, HATEEBR ERIE 6 Fi cisAB A1 HE K. CisAB*01-06, 4374
cisAB01(467C>T Fl1 803G>C). cisAB02(526C>G657C>T, 703G>A 1 803G>C). cisAB03(297A>, 526C
>G, 657C>T, 700C>T, 703G>A, 796C>A, 803G>C i1 930G>A), cisAB04(467C>T, 796C>A)
o MRS FORBEPIAYRR AU, AR 15609 700T EEALEE R RAE fiy: 700C/T, 657C/T, 526C/G, 703G/A,
796A/C, 803G/C, Ff#& ABO*cis-AB.03.1.1 HIFFRl, ZiaRIIAR 1 KM EKE KM ABO*0.02.01.1,
N E ABO %A 73 L ABO*cisAB.03.1.1/ABO*0.02.01.1 [ #E GENBANK {3 [H H 5 4 Y15 Bt
(NCBI) i [ i Jir F2 (R AR 57 %5 6L E"(BGMUT) T A AR 1 ABO 2K 1B %411 .
LSRRG s T AR B3 I AR AR O B B = I -A, HLS R B SR i R A B4, FRATTFI A Coombs L5,
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24T ARG O TYZL A i danit: .

23 {—%] ABO IMLE! cisAB06 V. B i) 3 & FF 1) 43 47 )

fE: B#H & 8 x| BF ZF§ ¢

SKiR:  (hABEE B ) 2013 4 4 A5 30 B 2 #
HE.
H . 337 14 ABO WA cisABO6 [ L7 2 143 T8 AL AL o
Jiik: NSRS BEFUAKIN 1 4] ABO IERERARFIEE LA ABO Ui, #rdk AL By O ZL4HMIAI I
B ABO ifd. FIF ARSI 51 M-3R G BE S BEAT ABO JERI 73 L. H PCR HARKE 7L 18 AL B B
% 6~7 HME T, PCR P2l Ja BRI FF 73 #r
G BEAMEA AL BIUR, FRIEHAEEDT A Piik. R AREEER BT SIS 5 MR o L4 R
9 B/O02 B, T 45 5N cisAB06 B, 5 B101 B K /7 41 LU XA AE 26 526 £ K A2 G>C 1198748 (. 526G>C),
AL R RAZ FE 176 A H 2R BOR 2 K (p. R176G).
ghit: B SEAIFER c. 526G>C RATTE K cisABO6 S5 JE K, I if i 2# R I AB 2L,
AR S, Lt 35%, TMME, HHERE, kR TR & LB . H I ABO MALIE R
5E A PR B SR — BT A o
MEFLER: EHEERhy-A BEARRT, Pi-BEER, SOERMEPI-A PrkEEERE, RESHR
AL B A, ABO IEREMEERNE 1. MBEHYFKNSH B HME, T AW,

FLJCUEH ML RIS R

ABO IEE R ABO R B

i 17 — o i, 5449y
hkj_ = ,f,i”'_'_\ i Ay i B i A+B i H A il i 1B 44 jfa O 4 i i|_'{'ﬂ|”@r g

i 1 t 0 4+ 4+ 2+ |+ 0 0 0 B.H
i 7l 2 t 0 4 i+ 2+ 14 0 0 0

PCR-SSP Ryl 25 8.

N KIEF ML I N LA ABO M ZEZE AR 7SR, B ABO KA B/002 2, LK 1.
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1000
700

B 1 SGuE# ABO R E N s B ik P 1851 O, F

01,02 Ak 02 . B Ik B.A2 Al A2;M:1000bp 41 1 b bs 90
ABO [ ZF DNA 545 8 : BigDye terminator 3.1 Sequencing kit 77| & (3% [E ABI) , ABI PRISM 3730xl
WA (GEE ABD o W8 Ay B BERFLE 6~7 SR EHMF a5 R, 5 A101 FEF 75 LLXF27E 6 A
BFE AR, 43 A2 297A>G. 657C>T. 703G>A. 796C>A. 803G>C Fl 930G>A 4%, 5 B101 JE K741k
XHNAE 526 fir kA G>C 578 (¢.526G>C), AuZ M AL FE R RAZKIEE, KIMLIFHY cisAB06 B[]
FIFF A58 48— 8. 1ZALRIIRA FEL 176 fm AR IR (p.R176G), %A R AR S A FEFEAMFA .
Wil cisAB Al B(A)BYIE R gl /& 755 LI A B0 B S50 R Rk A4 1 ANEE 2 MIERA, (E18 A LA T
— s B HURMIMER, BPURA T 4 A FURMIMER . cisAB FIUALE —FOs 1 ABO £, FKILLE [F25Ar
SEDR B RSP B A R B RE R L FE RS BTV . cisAB IS 4R ME S MA AR . K AMARE
JEANE . cisABO6 %507 HE K2 7E B101 S5 AL B DR (W 25 Ai EOREA 1 A101 SEA7BE A1) 526 £ C A7 AL, AHMLE
FERRZL A N(176R . 2358 266M il 268A), HIJA ABBB H{5 R4 & (AL LN, 5 AR B HA 6 Ff cisAB
B[R B RS RN . Seto S5 o 44 Ak DR S AR (A R JEAZ A A A B 1 77 20, 3 SIS T AAAA. BAAA.
BBAA. BBBA fll BBBB 5 fift S B 41 &5 (R0 3 i 7% Wi Rp e ME AN G 5 /)%, I BAAA. BBAA fil BBBA
SRS RIAL A B R A YRR G ART B BB AL A AL Th B FRATHED ABBB A5 RI41 A RE08 I 4k A B
Lok B ZUEGHLIR, [ #FRIE AB FUR. B TREARAM, FATKAEX ZFEA A F1 B HBEREMEEAT I
W o 3L 37 2 R0 SR AT TN ABBB A E A1 L A RUEREVELLIE R A BERRZ, Mg A FUREXIE
W9 IFEANEEREARE cisAB06/002.  cisAB06 557 Jk K2 2009 4 Zhu 55 B 56ikiE, ALK ABO

FERMFPAEA T A B, HED CISABOG6 S5 J: PR N %A A R NFE B o H AT AL cisAB S5 F R4 7
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i, 2> BONAERRSE R I cisABOL. cisABO2 Al cisABO3 5 A7 JE A, 7E i [ G5 K I cisABO4 4557 3 [X F1
E v E Y U B cisABOLvar cisABOS 1 cisAB06 “8A7 5 [Kl . cisABO1 &5 407 ik RIZE MV A AP A H ., 56
EAH 0. 0350%, HASAH 0. 0012%. FRAITE 82 #il ABO L2 1 S ANFF IFE AR BRI+ B cisABO1
G EE 5, cisABO2 SEA R[] 2 4], cisABO3 S5Av KK cisABO6 S50 KR & 1 4, ik &3 1 %1 B101
R FE BN 797T>C FE45 1) cisAB #E5Ar3E A . cisAB Al B(A) M A4 % #E ABO 1E 5 BUAS— Shml k4
SRR AR (R O N R L, N A i e 5 2 s AR R, 7 R M 0 e A AN . EIRR b
LG ECEM, 9 ABO LA 1E 8 B — B LT A I 45 AT & d /R B A, B o A5

ARERIZ W, RIS & IS A R, WIEAAEAC LAY, ORI PR ey 1 2 42

24 {CisAB 5 B(A)IMLRY {4 %€ 5+ Hr——F R & 5 1)

e FRILH THW M€ il TI0ED FRak

SRPE: (P E A E) 2015 4 12 A5 28 B 12 1
HE.
HIf: TS MRHX AR CisAB A1 B(A) ML [R5 ri Fe o3 8 55 35 PR R 1) IR
Jride: R P RFLBZE NS A I3 f O TEBE R I 2 3L 71200 44 3E4T ABO IR G725 %8 58, %otk 42 o P85 Uk 5 M IE S
5T A4 TR — R AR PR VR AT Y 335 2 o A R Y 4 5, 6 I3 244 A ABO 728 fr)RE A R
PCR-SBT J7i&h} 6. 7 MR HIER > W& T HEAT ZE K 541 73 #r
. 2 ABO JEIRIN 7€ CisAB3 fil. B(A)2 15, <5754 CisABO1. CisABO5. B(A)02. B(A)04,
ForR I 1 4 B(A)04/B(A)04 2E-5JE R AL, EAI 0 BRI LG = KA A2B. A2Bx il AxB.
21 CisAB I B(A)MLAY i L3752 8 A3 6 Mk LAIX 43, 20 5 DRI 737 W] DA B LI 375 25 AR AU T B 1) 431 ik il o
FRASSKRIE: 2010 4E 10 H —2014 4 10 AAF ORI I 71200 A, 347 ABO IMAGH A 452, IXLEpEA
IO TAEATMZ R FR . KIL ABO IERAFFIEAEA, KR EVEBEAT ML AL 22 0 A AL AL 3 5, PRI
DNA J5 #EAT R TR 7 41 I 52 A0 3 51 LE X
MEFLER: 2 MBI FEL 5 MFEARG RURHE, ORI AAE A USRI B PR, HERIIRFTA—,

I A LR X A DURIESNUAR, 5855 A 2GR 1),
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21 ©®lbFFhng i

. , it i 5

-A -B -AB -H -Al A; BC 0C A2C P

A1 4+ 1+ 4+ 4+ 0 W+ 3+ O 0 A,By

A2 1+ 3+ 4+ 24+ 0 1 + 0 0 1+ AxB

A3 3+ 4+ 4+ 1+ 0 W+ 0 0 0 A,B

K4 1+ 4+ 4+ 3+ 0 4+ 0 0 3+ AxB
0 3+ 0 0

HEKS 3+ 4+ 4+ 2+ 1+ A,B

ABO MZAIFE DNA JUFLR: BigDye terminator 3.1 Sequencing kit i) (£ E ABI) , 3130x1 M P (GE
ABD). 5 A101 ZFFHIMEE, R4E 5 MEARRSET 6 7. AEF 6 LA E+F 5SM3-UTRH
ELEEM PP 45 R T 7y & H R R B, 1-5 S REA ) 7)) 8 CisAB01/004. CisAB01/B101. CisAB05/B101 .
B(A)02/001. B(A)04/B(A)04. M7 45 R W RIX 5 MEAR BAR MG 27 R AL, (HR LR S ah JD AN AH ]
1. 2. 3 SFEARHMFAE CisAB S5 L], 4. 5 SHEARAAAE BA)SEAIER, T REA AR, BT E
TOAFRREFEER,; 2. 3 SFEARMT RN B SO R, 5 5HFA 2 ANEAERILN BA)04, FHUMLE
FRIBNEIRE 1),

5 BIFEA I B AR ML 45 RN 45 R«

1 SREARIEE-A 4+, HE5ZXRE) AC RN FGRHME; 1EE-BAL 1+, K€ BC RMEHR 3+, #/R A B FiLi
HAAE AL AT RetE, MIERWIE N A2BX; AR BRI 7 45 R 70 i 1 NS0 CisABOL, 5 A101 AH
AN BT 74 2 MEHRRAR@E67C>T Fl 803G>C); 7 1 MEAiHEE y 004, H:F K H € A CisAB01/004.
2 SREAMERAGIIEE-A N 1+, KE AC K 1+ EEA-B N 4+, MIGEYIEEHE N AxB: B K745
B EIRTE nt297. nt526. nt657. nt703. nt796. nt930. ntl096 HKIFRI A A101/B101 2545, {HIE A101
B EAIE] nt467(C>T). nt803(G>C) mRA, L& HhrEA N CisAB01/B101; IMLiF¥ B HiiJR K ILIE
W, RERIEE B B TR .

3 SREAS MAYR I B LI IE RAFF, A PUEEGR BAFESS-A BAMUAR, B PUERIIER, HEMIESA A2B.
M P FEoR 1 ADNEAIERAE B101 JE5E EARRE T AL01 (1) 803G 455, HZAES 268 MR ILMEILN A Bt
JFRE A BN HZERR, B AUNWNARR), SRR A0 5 R O 2 bk [ B i B 4 J5 5: PR 58 A8 Bl 122 i 44
CisABO5 S8 [K; 55 1 AMEALEEN B101 241, PRIGIZFEARZE I ALy CisABO5/B101. PRYAT IEH B %
B, S B PR TS .

46



4 GREARIERE-A 1+, OB Ac RNEHE, 16 3+8] 4+ ]; B PURKIIER, MEEVIEHAN AxB, H
ME 5 A2 ISR 3+, 5K Ax XA FTANE U 45 RO Rz e A 4 D CEALE (nt526.nt703 .t 796
nt803)IZ K I B AL FEFIHRE AL, U nt700 &b & A 1AM SURAE 700C>G, BRI ZRIZFA IR B(A)02 B
B(A)700, 75 1 MEAFER DY 001. nt700 1R RAL T3 234 LA FE R I B H (AR RENNEAR), BT
5 A 1 B B2 55 2 A SRR 235 AL RHME, XAMLE B MEAE R m AR B, i
SERRIHRTI I A BURHE, (HIE2 0L B AUHE, BULAGER A 1A A2 4356 SRkt .

S SREARMIERIRIN A2B, M7 45 RZPEA A G R RY, F 2RI B B AR, (H7E B101 Bl Bk
A nt640A>G A, TSR 214 47 FF T 2 R (Met) 1 40 20 R (Val) B 4t , 45048 PEAS 22 4 B(A)04/B(A)04
BRAL, DIAHGEZ N BA)YO B, AT IO IUX R B(A)Ai A 2R B H 2 0. B(A)O BUMiER %
RN AwB 5L AxB, ZFEA IS AL R I B R, IEEM-A ROVEGE, REMAMMGT A HisF) 3+,
AU B(A) LAY 99 1 (4 L3727 R AL BUON A%

Wik: CisAB fll B(A)AL 2 2 2 LI ABO MEAY, 7E NHFH R A ISR 2174 1720000, [ A Ak & D,
HMRAE DR IET CisAB L, {H BABAWIE. B THARWRE], WAARHSFAEWFT Bl — R0, 1t
RFEARL G M E I8 ABO WAL FE . ASLE S BIREARZ MG 0 WAy ABO WAL, BATH3E
[FIRE S IR AEAE A USRI B HUJS, M P EAEAEET ST A PURM RSN S5 H R AFE S
A& A/BM BUESRIIA—, MG P HURSREE M AR—3, 2R o B i 40 LAY . B(A) LAY (1 T% Bl
PRI RE A B AL BERITE IE W B R 5 BB A R AR AR R A, AR ) B ik DR R A 4 0 Ty e v Bl 1) e
71, R ILE R 7 R B PR, ERIDE A PURRFFIE, R BA)RIN 75 22 R — L 5 2R
S B B H-A R, A RERE H B(AYEL A A PR CisAB 40 7 S55Ak A Ye G R IO AN S5 38 R I 4 74 il
s CRAE, HEZHIERAEHE . Bk, WEMENBA AR B EER S, REmEA—. WBLEsSA
FEA P SEEG 25 B At KB, B(A)5 CisAB Lg% FEA — @M, HEHZMAFERI(A2BX. AXB.
A2B %), ST R 2. 3 SRR FENAATE B B, ME R R Ak, PRaifksE s 2= 45 oo

LR %5 5E CisAB M B(A)IEAY, & GG iR, HPE e B 592 ) T Bed i A it A AR e 22
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25 {HEIE TR AEE A204 SRR RKIE K RFE)

e HARE Bt HFIF

Kg: HEFZE 2013 43 HE 26 &5 3 H
PHE.
H: 7 b A7 SO A ABO I 2 48 A2 77U [ JE BRI AR 40 Ak 1 B A204 [R5 R AL HILER .
Jride: RIS R I A WALARA, K PCR-SSP 4 ABO IfiL 78 A2 1 {3 5 43 FUAG I, i J
4 DNA I ; X A204 SEiE EH/ER R .
ZiL. M\ 3395 R PO H 23 ] A WAL 13 25 A205. 8 fl Ky A201. 1 iy A204. 1 Bl

5E: A205. A201. A204 LRI T 45 R34 5 genebank (2% P HiIAHIE, 1 BIZER o R ReffE &, &

|

72595 genebank 122 7 41 L, e FLEERI By A102; A204 SGIE 1) A204 2 i L BESIE f5 1K o
S5 A2 SR L RIE P i A A9 R (Hh AR D7 BOR) T BL A205 v, HIKON A201, fF4E A204, H A204
T LATESK & Y 3%

WASRIE: MANG 2011 4F 1 H~2012 4E 4 A 7924 430 A RIgR I, BEMLGEH L4 3395 A, 4F
¥ 18~55(33.2210.4)% , H:rh B4 1832 44 Lok 1563 44 , ik ML i 57 X 41 JA bk L RE SmL/ A (3 )(EDTA-K2
PUke), M.

MEFLR: ABO IEoE BTEA Al AL T BT, BB AE A BUR AR S540-A1 76 U AR b IR,
AEEE, BUOAEEIAN A RS, REIMAE. 3395 &4 A BUTCEEmR I A, s 2=kl it 23 451 A AL
PCR-SSP Ml &5 - R AN ABO M1 7 A2 W2 7 2 10 Wi 7% 2 (PCR-SSP %)(# 5 20101201
20120102, KEFZWEEYTEARIFRERA F/Z4E) « FeH 3 RGER: 13 6] A205 A7 HER] . 8 il A201 S5y Jk
Rl 115 A204 S50 IR e 1 BIASBERA 7E

ABO IMAIFF DNA WFFLER: 18 DNA I F1C(ABI3730 £, E[E ABI AF]). FHfiE M 3 flr A2 473t
K 74173735 A2050101. A2010101 K& A2040101 584 —3, 1 BIAREHIEH S5 A1020101 K85 51 41
—E

Wik KO SRS REERUALHAZ/E A JEIR, B[R 2. RESE A204 S5 A0JE[R, 4HAHE: BFF ABO LY
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FERBEZEMFN: 297A>G. 467C>T. 526C>G. 657C>T. 703G>A. 771C>T. 829G>A, 5 A204A102

ST B E R M — 8 I E BN F N 261delG. 297A. 467C>T, 5 A1020101 %57 K 7 51 A — 3.

26 (UBRHIMLSEAAERE )L A2 A 2 B R R REFFE)

fe&: PRigE K B¥R
KU IR ML 274 35 2018 4F 31 45 10 1]
HE:
Hi¥: 347 2 6] ABO WAL A2 K L5 2 j 4 o o YA [

ABO %

o

7k IR LA ML 55050 . 7 AR M B R A i E S R (PCR-SSP) 5 VAR £ 2 K H K R
B, FFREAT I

i 2 W G 22 E5 R0 A WAL, PCR-SSP 738145 5% A205/002, HABESE MG 2245 RN O AL,
PCR-SSP 73 #1455 001/002, HAEMLIGE =45 Ry A A, PCR-SSP 43 B4 5N A205/A205, ity
KL R 57 () PCR-SSP 45 5L 50 5 45 AR 7%

g516: ABO MMM BAT AL IR, P RASE & 20 TAEM 207 ME 5 J5 M R R B S5 TV E AT B 4 )
o

FRASSRIE: BTN EFIL (33W+) , RIS, & FRygBBEG.

MEFLER: BIUAMAYEE: EENAPURIRES, BRI, e TohE.

PCR-SSP WM R: (fHANLLLMA B O 1 HEF AT AN E (KETHMBEYHERFLFIRA ) Xt
BT R K 28T ABO IMAVIER 2 AT (DL A101 AZFEFES]) , MRS PCR #8754 Bk 0 7 ) 25 S
R, KILTEER 3105 A205/002, /N)LTFEE 7380 A205/002, HAERERIERF 70N 001/002, HAL
SRHER AN A205/A205.

ABO I ZYFF DNA MFER: B ABI3730XL Il P AR 4 AN BE R A AREA AT I o Fp 51 BEX R0 23
fi R Finch TV B2 7 B3, 4 DNAMAN HC ATl R 45 5, 55 GenBank:  NG_006669 /34153

ATLEXS, B FEA SR A A
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E2 RETMMIBTFER

wienE SFUER imEZR SEEBTER =HE
A2ZE A 467C>T;1009A>G P1561.; R337G A;
Asys 467C=T; 1009A =G P1561.; R337G
/¥ Oy 26 1dells 88fs + truncation (8]
106G==T;188G=> A; 189C=T;220C==T; . :
Oz V36F;R63H;P74S;88fs + truncation
261delG; 297 A =G
FILF Ass 467C=>T;1009A G P1561.; R337G A,
106G=>T; 188G A; 189C>T;220C =T, .
Oy i V36F; R63H; P74S;88fs -+ truncation
261delG; 297 A =G
INLF Ags 467C=T;1009A =G P1561.; R337G A

106G =T; 188G A; 189C=>T;220C =T, )
Opz < V36F; R63H; P74S;88fs + truncation
261delG;297TA =Gy

Wi: AFEZAMEGUR IR FUARLE R LB SN T e 2 A BB SR 224, TR ATXF ABO IfiL
R . ABO MEALAE HH AR P I A iR IR A Sy ieter, 45 1 78 45 v NI PR A I v o 17 A K ) 22 4 i
Bo AHFE TS, MTRGIUNBMPEE, BTHRKERPETHNHE, 8 ANEETRFEE.
MTTASBER S WA 2538, Som B LS 2 4o A FEHR I 8L 1d, KA A s 1wl gevE AR H K.

XGRS AE (TTTS) H 32 M KRG 7 &, & U E

27 (A BHREBEREZT B G539C B — 51 A2 &A1 EEH)

Ve . M=% [JE3C: Chen DP etal. Vox Sang, 2005, 88(3), 196]

Rt CIE AP i A 7 70 ) 2005 455 28 4555 6 1]
HE.
R EAR: EARTABEY, ABO IMLA RS H I A2 RIUAH /D W, X —R A —FREER1) ABO S5 5 ]
it — M EENS Gl A2 PUR MR R, % A2 PR ELILA ) A PSS . FEARWT T, fE#RIE 2 Hlk AR
G A WTHTIG A2 S0 FE I AMA .
PRV 7 kvl ABO ILE AR IGH E IX 2 ) A2 B, NoriT A2 273618, BET T ABO JE K1) BEL#%
I AN EE IR Fe o
i X 24 A2 MAR) ABO JERIH O1 Fit A2 SRR JERIZH Rk, X PP i) A2 S5 LR — 4> 539G>C &
e, 33 Arg180Pro Z BRI . IXFhRAL —MRAE A B NFE R AN 3]

458 R —IRGE 539G>C RAZ, ZRAMNE T A2 MALK —FhFr it 7> 756l X0 MRS 2R 21T 2
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B R BT RERZ T A IR ORI .

28 (BT E B Ael 154 HYIE R M7 57 K 2 R & 734 )

VEH: R, B

SVE:  (BIAREEZ:) 2019, Apr;  47(4): 451-453
PHE.
H e S8 M 2 A0 T AR 27 1 1 81 1E S RS RE (R 1 bR ARV 3 — 25 A i S5
Trid: AEE MM R EERL E, R PCR-SSP HURX i BIFR A AT ABO FEK W)L 73 8, JEicit 51 it
17 PCR 414 J5 HL4 7
SEIR: MG AR R iz An A I 2R O, [ BN A, FRIXEGERM H U5, RS A 41 a4 ; PCR-SSP
ST bR A R L AOC2 AL ELHIN 3 R BIL, bR ASEE 6 AhGL T 261 fr A A hshk: 55 7 4T 467C/T,
B46A/T, 681AIG J4&r, WoRIEINE N Ael02/02 B,
SEi: A SRR A e R IE I Ael02/02 b A Bt JE TR IR 5 1) T IR A, LIE 22 A0 0y 1A 5 T AR 45
A REHER S e B AR AR, T ARSI R ARE 0, e PR 22 4 i B (AR s
FeASRIE: BRI, B, WK, 36 %, KRS, 2003 EIRERIL, £IT—ERILT 2016 4E 12 29 H.
PRI M85 O, A H T 1E SOE BANRF, 128 2 3ok it BB 50 = At — 20 S g i
MEFLER: WX, EFEFMT, EE82 oM, REfe AR 4CHEERTFER 3 MHmsS
A IR R A HURLE LT AN R T A MR S5 A0S o R I 240 M5 BU-H R0 A at 90 8 ol 3+, BdEom)¥
Oc=HRIML# c>Bc, AILAIESSIZARA LA M R I FRIAFR I H G0, FFE LAY LD A0 S 450

A1 iGtad i A e aik R

. EEA R RO AR 5 B
. R-A B OR-AB F-AL ABRFE-A O ARKB Ac Be Oc BHc  ARBIIEH
4 - - - - - - - 2+ - - /

B - - - - - - - 2+ - - 1+

PCR-SSP WS R: M A KL ABO 255 B IAF B (K BEFZBLEYEARTFRERA A, #E

201708025), IREHERER kS R 1, S8 A ABO LAY HE [K] 73 B4 77 & PCR-SSP 45 RAp 3L, %
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BRI R RN AO2 BY, WEAHA A FERA O FLRAEAE,

M1 PCR-SSPAREHAEZEF #F1~113LF A4 01.02B
A A2.02.01 B A A2,B.A A2 01 02.A2.A B 01 02,0,A201,
JF A201;A 451k A205.A201 Z sy st fb A X BE;B 45 B L H,
CisAB,B(A) % A A4, 01 45 001 £ HA ;02 35 002 £ /&

ABO MAFRE DNA WFLER: & LA T AV TREGRARMTNT. 86, 7T/ETHEMFSER: F
6 HMET 261 FLA A B 55 7 AR F 467C/T, 646A/T, 681A/G 244 . H4E NCBI £14i i ifn B4t J I [A]
TEAZRAR FERFIN B Ael S50 JE DR 56 7 5145 Ay BRI G 4 R, K LIE IR 2 Ael02/02 H.,

Wik ZRMFE LM S580-A. Pi-B WARE, SHi-H A5mEEE, HiES A HRARN, 5B 4
PN B, RS I AT YA I R R M D40 A A PR, R Ael BUIR LT 24 44E « 1R 1% ABO
BHWIL AN A02 AL, TEHE A FERFTE. HAlH 8 P Ael B:H A4 NCBI 2141 A Ifi 547t J57 J5k PR 9 AR 4
PEPERfIN, ASFIRR IS N Ael02 2, 5 A101 LA 467C>T, 646A>T iX 2 MR, S8 T ARER
KA R : ProlS6Leu. Phe216lle. X808 A RE M 2 11 (A RANVE L, T RZ 47 B 20k i
B RS R L #5 ABO ML AR5 T ML 22 4 A P A A A B B2 3 S H AR AR IS SR 1 M98 22 B IE R
SEM, R BRETE T BEVERA L BRI A . (H2 ABO AL EqE —Seii A, iy b ER N 55X
PUARBEEE SRS . IESERIATT o 7545 T8 X L8 5 W SR IK ) MA I BRAE 38045 20 M, L 2 B A7 A R PR
Y, TR AT OB, CAERf % E Y, Al PR e 4 FE I $ (1L bt o

WM SERE . Ael RAVBRILE Z) 4R O AL, UL TR ARG W] B it e L S s ik I 21 R 2

M, FILAAE B A SR SIER A JURAAEAR, BT O BBk 4ul.

29 (FE WK AEL.05 ERIEN EE R L E KK R

EE: mE TF IH IEE BN EF¥E gmg
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i (RE%MAE) 201999 H 53245 591
WE.
HE: Ael 52 EAGE 1 FEONH LK) ABO WA, oy THLEE R SR B . A0 141 Ael IS 5
BEAT 73 T AL R T
Jiide AR MR A 37 2 2 R AR b, SRS RIG E 55 A BT PCR-SSP J5iA#EAT ABO 2 (K14
27 PCR 5318 ABO B[ 7 ANAME 15 X3 =0 db AT Bl v A s e Je I e e i o #49%E 3D 73
TR, JERRART a -1, 3-N-ZB - FU0E AL H R Mg A2 2 PR (A A GYIIFEMAEAT T o
S50 WSO AR IS UE W] B E LA EAFAESS A BUR, M2 BN YT Ael AL ABO JE [ 9] 1
N AL/O B, P RBLER 7 AMRT 767 fililk: T>C KA, S A WEREEBEEEE 256 (L R R @RI T 2R
#e, MAIEF Ry ABO*AEL.05/0.01.01. 73§58 57 b e AL S BUE A 5 f A B H D SR AN B3,
HRAZFEHA AGHKTHR, RWIEARE MR,
g5i0: a-1, 3-N-ZBEPRNERIE RS p.1256T AL W] Bl [ MK 1 BFHOAR EME S Ael R,
PRAKRIE: SCibE ik, 36 %, BUK, HREE, K “EAK3IFER” N, A W HR SR E 7 L,
Berb i, A2 s, Jofim s, AReH S EmARR ABO MM IESGE AL . REFRE ST R R K

LB FEDRIASI - 5% 2 G BB SR 10 B LT (B 1)

0 Ay
0.01.02/0.01.02 AEL.05/0.01.01

@)
0.01.01/0.01.02

A1l AZRRZRRE

MEELE R
(1) ABO MA@ MA N BT AT E . wlEikd, BELHMRS B S ME, REP-A. $1-B. Ji-A1 il
FUR S B, AR B T -H G0 SR R RBP4+, B GRIEE) LK 5150 A 4 A0 B 40 S B,

LRI HIONATER GG RTEQR ). MIFERINIE AT, SEUL A WAL AMGTATTER WL, WK 1.
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ERA RRA

HA A B #-H Ae Be Oc SRR
IR 0 0 0 4+ 0 2+ 0 0
s ar 0 0 0 4+ 3+ 4+ 0 0
JLF 0 0 0 4+ 3+ 3+ 0 0

(2) WRBUBEGALS : Saiil# LL BRI T NIEST-A J5 BB B BRORS AT 370140 40 A 53 45 SR BH
Ph(+), O B HELT AN OO S AL IR L0 AN S L4 SRON B, RS SeiiE 240 EAEAESS A BEL
M4 8 S IE A A AL,

PCR-SSP il 45 5 : K XEFMHINFELL L ABO 11 25 B 7 27 B (PCR-SSP /%), IRYE Ik 4R 1,
2, 4, 6, 8 9, 11 SPHMEMBG G, AIHIELIEE ABO FEEWIA /3 EE RO A1/0, ESEAFAE Al

RIS ROEE, WL 2.

1 2 3 4 5 5 7 8 9 10 LL

B2 ‘il# PCR-SSP @ik

ABO MEEF DNA P R: FUABI377, 3£E Applied Biosystems). A —BHiE JiE# Al & 53
(125 i IR R 75 A7 AE 5848 JAT K R rh AL, XT3 N9 ABO E[R 7 MR FHEAT TIF b, 4515
N, B ABO JEHEE 7 AN TARAE 467 AilidE C>T G548, 767 Ll T>C +aRE (A 3), 24
RAG 512 2 IKBE 156 (5 HERR R AL I 2R (Pro) 4 52 2 B (Leu) ¥ 4, 256 (L2 IR K 2B S s B R (Te) B 7%
FR(Thr) B . il i, b2 NIRRT R 1 ANSEALHER, KR ISBT 1AL 555 r ik R 8o 7 A7
1t ¢.467C>T, ¢.767C>T (p.Prol56Leu, p.lle256Thr) T AL 1A FEF N AEL.0S. 75 1 SRR 155 6 4b
ET ¢261delG Ab, 7 AME TR AN RAE, FI04 0.01.01. 57 LAtkdr 42 K B ABO*AEL.05/0.01.01.
IR Z F A I I R A3 A R BRI 1 A, SBIERE LTI AR X — 2 LAY AEL S5 AL E[R .

Xt GTA AR 4. M 3D S5HBRL3 4T, 7F wtGTA Fl GTA-p.1256T iX 2 A8 [ 45 #4 HH T A2 256 1ir
GUHETR [ T B EURT Arg248 AL MIRE S 2 ITE R A B (K] 4A, [ 4B): RABHTE 2 MBS XL R, =
AR HRAL R IR A AR A I 22 AR /N (B 4C) . BRIE, EBRAS S5 B 8T, p.I256T i i GTA Jmy i s FE iR 1]
T RS P B AR T R ) B 1) — R A AT B P REME AN K o D BRI 256 Thr SRR NH 28 (I 45 M AR e PR s, &

1% GTA-p.I256T & A s J1 22 Fa e PERUE (A A GYHTIEIE 0 #r. H A A G {2 2.83kcal/mol, il 45
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RN pI256T KA FEL GTA IR MR %,

GTA GTA p.lle256Thr

A FEAMGCTARGEAEHE 2 é& . HE. LEE.HE
SRR AR o985k K A ALK B A loop K;B. F
TACTAZA¥HLEME;C. FES5HLEQN &N
B, A AR ALK LT

B4 FFAMGTA L p. 1256T £ % GTA #94-F A

Wig: EEEEZMT, A 41 5H-A KHT-AB ARAERE, BIRCNTA AG &KX EHA, 4 MPiknT
LI I RSO O ER: mTUE SE AL A R S Hi-A BRI ROBPE . HIME S A BLLLAH AN EEAR BgSREAE, B A K
R(Ael)o IR B WL A AL L4000 | A Pr)si e i Em i 2 8408 A1, A2, A3, Ax, Aend, Am K&
Ael, Hrit Ael WAL A BiR LM B, 24005 AL ALK 1/1000, K250 AEL %607 3% K ¥ J6 e N BN
WA, H Ael FEANBEHIIRBUR HAFEZE R . AH EFHZWBUEHORIUES:, LM EAERS M A B
J&, FFE Ael MAEMLIEHRI, (HhT M5 FRAZE 5 Z 2P F R WTH, BT RATE 0 B ABO £
DRLREAT MU P o A R B S e R ML A . S5 ORI, (B3 767 ALBIEAFAE T>C R, ZRLFH 256 {157
AR (le) b 5 2 MR (Thr) B 46, Tle AfgMi e rh MG K MU B IR, RASN Thr J5 B R MESR K LR, B
I ¥ EER TN 256 Ao 28 HE TR P 30T 1) 08 W 2% R DR O R AR T 2 B W R RE M, (H 212 R 7, a-1, 3-N-47
PN e B R WA PERAR, AITTAE A TR RIRIRGI A Ael AL, AR AT BEIXFPAR & MERY T P S RELE R
FERACIRR P 5 7RI B LR, MERSH S PR B ARBIXFER . AR IR b5 5
RIRA G P, 767 AbAE RAL A AEL.05 SR, A S A 2 IR R IUAE 767 ALK ERA . X —Z 5
XF TR I TE B RO . R B A E 12 8 R 0 ABO*AEL.05/0.01.01. 2008 4 5% [F 't 4 i FL i i
AEL.05 547 2L, 2 Ja A4k A IR I ] Ael0s WAL, B HAT ML, FLRIN 13 LR Ael Y02 ()55 A7 JE 1A o

Ael TERH 2> FHLEIE M4, dEAN, S, BUA S RABZE ., 5T ¢.767T>C S p.Jle256Thr Uit
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— 0 3 SR TR 55 RO AL 3 7 AR SR RIS

30 {CisAB04 B! Ifil 75 57 % xe N5 K &Y 43 7

e . WEE AT KR RFER

ft 1 B S D

KR CPEMAE) 201941 A5 32 558 14
RHE.
Hf: S—FKREEE 8. LJL)3 Bl ABO ML BUAFF G i8A% U MLV AR BEAT I3 27 J ik R ks U 9F 7
HAIIAR, A RE LG 7 i 2 S R .
Jiik: R ML R 5 ABO (LAY, BF 783 M35 AR A AT . SR DNA B0 750 ABO EH 2 6.
7 AR TIE P A, RFCHATF G B AR S5 A
8L MG IR EE R oR: BRIy O &Y, Akt Eni s H il SCRIMACH AB B Z)LIEE RN

AB B, P R EIR: FEERF A AL HE R 002/002; 55 NAEAE 467C>T 4G 58748 M1 796C> A 446 RAF,

|

P4 AL FE R CisABO4/A102; 4 JLAEAE 467C>T 24 & A M 796C > A 24 & RAS, 54 & Kk
CisAB04/002. A23EA 4 )L#EH 50 CisABO4 LK, 7 A5 A7 3 R A% LA
Z510: CisAB K 5 ) — AN SE A7 FE Rl (A B B 50 O 2R &, TE LG 3R EAFE % 7 R R IR AR CisAB
IS (R A B S
FRARIE: 2018 42 1 6 HABL ™R 1 &8k ) LAILACRE 3 N IbR A
MiFFELER:

(D) 3ARAIERGEA R LA-AB. Hi-H. Bi-Al Bllgs R BERRZ R IEE OB, REOR, 4R 0
R AERISE RIEE AB R, € AB R, S5 AB AL o)LL, AU E, IEERAG ISR AB
R, AL RIEE R, AT A2B AR IEE AR, WE 1.

21 wFz s R GREE)

A B Ac Be Oc A% 4HH HRw-AB A I
#% 0 0 4+ 4+ 0 0 4+ 0 0
LFE 4+ 4+ 0 0 0 0 2+ 4+ 4+
)L 3+ 3+ / / J / 1+ 4+ 0

56



(2) ASEMERIM AT : & A YIS, B YR H B, b B YRR T A 905 K& H MR
(3) NEIMERMSE S : CisAB A5 B(A)RIAEASE FH e 2t 5 5 e LA R B 22 2K 8, B(A)RL L4
IEER SR ER-AL ARE. 5B ER-A KNJEIEDT-A KA RE . NFEISRMER: f580
B, SO ABR, ZJLABR, k2.

(2 ARfiEms g

FA B
& 0 0
FE 4+ 3+
- JL 2+ 2+

(4) ZXEMRE:: v CisAB Wiz 4, fifse XicMLale (Fiek g AR -RACIL). RIS AB &Y

MRAE X B, 25 R ERMAHE: 5 0 Adffa FMAE M, JTohtENR .
ABO6.7 SFRFMFLER: BVLIi b IF I RAEMEA A WA AIRMEER SR . TR ABO6. 7 #ME¥
CRH) MR &, TLo s I RAEME A RA R . BRI SR 002/002, ZFEAR AT AL
MF R 5 S WP FI(ALOL D)X HAUAFTE 467C>T 4iBRAE, 796C>A RAERAD; L) LMF4RE5SHF
HI(AL1.01.1)%F ELAEAE 002 Z2 &40 (— A HE AN 002, H—25A1 3N A 5 B), 5 796C>A 5 467C>
T & RA . A W) [ B 80 5 J5 JE D 5% AR B4 P e 5% AR A fir 44 O CisABO4 BY, 52 5% 45 i ik [H]
CisAB04/A102, )55k [l CisAB04/002.
Wik

CisAB A2 ABO MM A —Fh 2 WAL 57, B /e — PR ) ABO R, fEmifE BRI AB AL O 7Y
S TCAE H AB BRI O B2z, AR ABO =5 A5 A 1 R 2 i DA S e FE /R 1 A% g 4, W) AB A b5 O BU4STE,
Ky B AR B AL BATERT I bR A AT M8 45w R B 1 28 A2 LAY IE e BLAE o AB 2L,
MBS MMy O MY, BjEk & HACEMAY Y AB B, Bl RARFE L F A, TRREZHEILLHRL
BEMLVBGEEAT ML A RSN 23 B, ISR 22 ) L7 57 W, CisAB04 YKL K]

CisAB B2 1964 FFAE—I = FKEEREE 2 A2B &Y, AL5E2 O Y, 2 ATy A2B AU & A K Lo
1993 £ Yamamoto 55 & IR AEAE A101 SEA7 B R 2Ltk |, 8 Id 467C>T M1803G>C MRS, F

FIOZ AT DR Gt 550 (¥ B B R B 1) R S 12 R B, AR RIS EUN AN 46 UDP-GalNAc #1 UDP-Gal2 Fhfit45 4,
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HRAFR LR A F1 B BUJsl, iR T CisAB BUAF T, UESE CisAB BUATSARF G it M . o B NHE T 2003
AR VR [ A5 2 e R IEAETE CisABOL SR, B JSE A CisAB Il A4 RIE .

ARG AE B L R I L A I R I BESE AL O 2, HeZF iy AB Y, Bl kil A2k AL AB Y.
SATIERR AT REAT . DREERRE LR, A5 AB B, )RR O B, AL B(A)AL. 3)BlsE2Z 0B,
J5Je CisAB B, 7 BRI G ., RESKHI-H RIS SRBATE, 28 d KRe iz —J& H R BT, Fr LAk
BREE 1 RIS BLIOTTRETE . B(A)RLIMAE sl — & 50 o m AU SR s B AR A, 5 AN VR IS S R4 . T AN
R2HWRE, R LIS NI WS, P LU s 245 0 25 SR A5 . Lok CisAB Y.
CisAB BRI —MA 2 Fitt o, —R BT IERERERAR, H—MREERMAR LI HEHAp+
SR EREE R, — BRI EEECN CisAB B, T4 M IEH AB &, RUL/E MBI, HEES
R ASRE R F ZiAB BAR SN E R, B TR CisAB ALIXAERFRE LAY 1) I o

CisABO4 R EH 27 W, 40 2 SCHRIYL 2005 4 Tzeng S5 4IE L 14 796C> A 5 467C>T 74 & RAL M) CisAB
iM%, ABO M3, A BRI B BUBL A 7 A IR HIFEA ], (H A4 G526C, A703G, A796C Al
C803G4 AbTili Ak FAZ 1T LA G E LR (AL 57 o Seto K5 (526C+703G+796C+803G)4 M H BRAL 5 1 L5 R
9 AAAA B, F4(526G+703A+T96A+803C) I HF R0 A I B 5 AUFK A BBBB AL, AZ M+ 467C>T 4y A102
FER AR (NI B HE IR R IE), 796C>A B BIGAR s (At 6 AN AL RAE AR WAL 5), RIE6A805 AABA
B, FEFRIERS 266 A5 W RIS R LR AW A EAR, (SRR RETE S5 AV R ARk, AT [ B
¥ A YIRS B VIR A BIRTRYR b, R ERE AL B B, CisAB BERAFET—&Ytafk b, mTL
H5E&H AL By 0. AB Z K NIMER — R RO R G . ORIy A102/CisABO4, ML 2 ko 1
TEE R e BRI AIB Y, YR I H s S T, E FH AR L3 RS B R A A 1 AR S 22,
APURKIELZ T B i L)LSENIERA CisAB04/002, IfiE41E & BRI ANRLIT A2B, BRI,
HIERGEEINR . FRBAT I CisAB M35 245 FHEM a1 -

(1) ARSI LR N A102/CisABO4, £ A102 J:[H, FRiXFIFEEEBEIER AR A PURA f AL T
Ji), 5 CisAB04 5e4%ik A Y, CisABO4 WEIEFALMG th T30 5 R IR 7 A VB, s 2 ) B Y
Yilst, B PR RIMERIAN R, A102 FEFIRFFERE S 1 CisAB & KR ZEEL A2B IS i

(2) % )LEEALEER DY CisAB04/002, CisABO4 BESLAF LR AL AN A W5 B #)st, (HXTHLIES A
5 B RBESL LR BRI EES) )R, A 5 B HUEERD, SRR R ISELE . SRS LA Rt
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— Bk,

WML SREEE: CisABO4 BUAE N2 MR, #iZSCRMTE, HMAKIAFEANHNGI-A F1Hi-B, HCA SCERRE
CisAB I N R B A Hi-A S5i-B, /&7 CisAB04/A FUF1 CisAB04/O #Y {135 o th &5 72 A= Fii-A
BEP-B MAEE I, FACRSGIER AB BURC ML E AR &, (BN e 4 AR5 08, Dy 0 o i e 7=

AH-A BT-B, DUE O BYW LA AB B3R 9 f:

31 (FERHXDRARE A B TR K- FHLHEES 25

YE#: Bt
SKIR: AR FE KA 2015 A+ 24008 S
PHE.

WA E I AR NSRRI EERHEZ —, RIE TP AEPUE DU RGN R . HIG R 3
& ABO. Rh. Kell. Kidd. MNSs RN MA R%, HHLLABO. Rh B RGN EE . ABO M2
S B R AR B R, AMUSMMAEYIN R, HERERE. BIER. ARSI
¥HK. ABO A RSH A. B, Hbti, HIHMERAEG AL B. O. AB A, ZRG & WA HIAE
wAPURMNEET, BIERAZ . ARMMERZERT A1 R, DUJET A2 B, /DB A3, Ax
Jo Am ZEWEAY . FEIX LR/ (1 A WAL PO A IRSRIOHL B Hifk, @~ AU FRHT A Juik, Xt
£ I AR 78 f 4 s R R PR, T S e A L Py 22 4 o BRI X A T TR RS A A SR R 2
L L DR L5 T 7 T AR o AT ST 400 I AR A ) T b X DR T A I AR Y AR R R S
IREUR X AHE A MUREE R 2 A PR e A BERE, Dy E DO ABE A I ADE A 2 RS A, 428 A2l
RIS EY, b, IEAERORE FOBRAEARHE M0 IF5 A D A7 7E S 1] (bR AR SR A H IR R 47 I UE s AR
RURAAE R, 5 ABO WALZORL M T AT Mk, Al LRI R4 i 22 4> .

SRS TR BEMLERE 2013 4F 10 H-2014 4F 6 H RILI3A MR O RFG CER I (@ R R & 2R ) 1oz
BRI ABO ILZYE My A BRI AB BU ) EDTAK.2 fiikt 4 libnAc, b A BUFRA 7839 Afr. AB BUFRA
2173 A4y, 353+ 10012 Afre SRAIRIEIET A TR M3 S0 A o IS8 55 B0 SR A Bt SR AR AR 1) 19 400 B

JZ, B-20°CURFIRIRORTE o SR BT i (R W H AR A B 22 =) 7o FH k7 6 22 TR 0 ] 5 3 BURE A B R 2
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DNA, X} ABO IR )5 6-7 SME T REATIFF, RIH SeqScapeV2.5 BAFHEATHidE 70 Hr, K A101 551
RERAEF A, W E A S AR HEE I I, 3REL ABO 2 6-7 AN BT 2850, B2 EMERS ABO A
RAZEGHE P 7 A LS, T HfE ABO LAY 741 Je R R A

g
1. FEEHIX A AL ARLAE A BABEF I ELBIZI 0 0.31%, IR LL A201 AN, WifE AB B ABEF )
LI 2709 1.80%, FHAEEFALLL A205 WAL N
2. 1E 2169 % AB B4 ABEFALH 1 6] CisABO6 F1 1 7] B(A)02, 55 AB 1) 0.046%(1/2169), & M5 H
CisAB YU B(A)TE R 5 XU N FE 1 LG 20 5104 4.6/10 T3(0.0046%), A 114 9.2/10 73(0.0092%), BH &
i T R e ML 2 AR TE K 1/17-58 51 LAl
3. KHL 141 A205/001 F:FI B I nt806 LA A RASHIREA, L i FUESL RABALT 0 BfE AL L,
AR S 7 AME T8 4325 Genbank, FF 15y KP341759;
4. A WRE A RINRFP LG F R R 50 T AV P A RICRFE R, AL AB BB ML 7R A4 R
500 T A 4 R 3 2 R (p<0.05). HIWT A2 TR, WAZIH I SR 5 0 TAE MR AR M4 A

ghit: AW IR ARG T B R X B AR ABO MR 2 S AR, 328 T AR
FIAZS: @OLK ABO LAY R Gk PRI Fr 7 0o it — A0 56 36 A S = (K L AL W R s 025 S S7 IR i st [X
A TR I PRI P, AT LA T 5 X A 1 P S A TC I L % S5 M o 70 6 s BB 4%, T T A A A% Mk A 1
BEMERRAS, NI PRER LB A RRAT MBI A PR AR IR SS SR & e, ORUE I PR % i 22 42
PRACRYE: BEHLILSE 2013 4F 10 H-2014 4F 6 HRILH A M O AFE (R (@ ek & 2K 1 TG4 R i
& ABO IMALERy A BUAT AB U1 EDTAK.2 fidktaiiibrAds, o A BUFRA 7839 A, AB bR 2173
Ny, FEiF 10012 At
MFEFLER: 7839 A A BARASH AL M5 R BAELE 18 4, FEEE 14 4, JERH AT BEbRAS 32 4, A
T 0.41%; 2173 Ay AB BUbRA 54T AL MiE R BANEESE 42 4y, 593E4E 17 4, SERSH AT BERR A 59 4,
AT 2.72% . B EAT AL, =100, p<0.005, MHEAHREER.
ABO [MAZE K DNA MFLEE: ABI3500DX Wl F{¢ (3£E ABD , BigDye terminator 3.1 Sequencing kit i

Flf (EE ABD
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2 WRBRIURARA FOBEFENS TSR

iR AR - EEN  SHRODRFHEE
MEAN  HAN HAN  HERIHE 0
A101/001 1 3.33
A102/001 4 13.33
A102/002 ] 3.33
A205/002 3 10. 00
Al S 5 A205/001 5 16. 67
A201,/002 4 13.33
A201/001 10 33.33
A209/002 1 3.33
A205/001 ¥ 3%+806
fr e i
A102B101 15 27. 27
A104/B101 1 1.82
A205/B101 34 61. 82
AB 2173 55 A201/B101 2 3.64
Ax13/B101 1 1.82
cisAB06/A102 1 1.82
BA02/001 1 1.82
Wi

IR LIS 207 W0 8 7 RREAR R A TR AB RUREA, FEXT M 24584 A TER REA HEAT T 2K
BRI, 25 RN, MG 52 P 45 RAE MBS T8 T AP —E 257, A WRLAE AR N B b i i 5 &5
RENTFAYEERLREER, W ABBABF MG FE RGNS FAMFERAREER (P<0.05) ,
WAV ASOE I 3 27k % 5 A TE AL A ATELTY .

CisAB 5 B(A)R NBErH () R AE SR T AL, KALE 170000 F] 580000 8], 7E H A AHE A K H MLiE 2
Tk R 20N 0.0014% , J7ikR TGS, MIEREER A, MiEREXRAAE, FEEEN TR T
filt, RKARE 7T ENBEPIIA R, CisAB (5 AB MR A 0.018% . ABFFILE 2169 44 AB 2 AFE PG H

1 %1 CisAB #1 1 5l B(A)%Y, 205115 AB %11 0.046% (1/2169), R H CisAB VA FI B(A)FE 7 5 X B
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NBERIEA 53 300 4.6/10 J5 €0.0046% ) , &t 9.2/10 75 €0.0092% ) , BA &1 T J5 e 135 # 3 IE 1 1/17-58
JIHIECA, A I A R FH R R VA CisAB AL B(A) AL 2 (4.1/10 J3)

CisAB 5 B(A) & # B st & 77 SXAHRL, (HIiE ¥ RIEEH 2 5. CisAB IR RN AB AL, A FiJi
—ME A2 SRIHES T AL, B HUEJLT AR ERIE, MiEH — MBS AN B Huidk: 1M BA)ZLA MR8 15 %
Ef B, HAIAE AR APUSEALTIER &2 B PUR, HIEP ST A, AU 1 B0E
2258 NI AB B BRAS J5 2 K PR 52 /2 CisAB, B4 1 BIIMLIE 22 5E N A2B B FbR A 5 285 IR AIE
SoE B(A)AY, HMIEE I AL S A IR SR A P, MiET S ARORRPL A, HAMMS H N
9, & T B W AR ACRRAIE

LARTIAY CisAB /24l A BURESLHE R RE AN B AUREBL I R i 1) R R 7E [7] — S At IR BE b, mT DATRJ I o
&, AER I CisAB A1 B(A) MBI AL —FE, AR T B S AR RI/E IEH B KR P 51 2Rl b A2k
PR IAR, AR B R AEFE A BEE A X B IRMEMIEG, AT A R B SEALEER 2 I 1 AR, 3L
T ARG HE S AL BEAE 526, 703 796 Al 803 1X 4 NARALE KT IRRAL, LAI 297, 467, 640, 641,
695 1 700 #ZHF BRAL A A RAZNE L, R AER X 733X P Aok R T R ) R PR Y o [ i 1 B b &I O 44 ) CisAB
AT 8 AL 9 B, 43514 CisABO1 % CisABO8. CisABO1V. CisAB05-08 ¥ 4[E Py ik Hl. CisAB LA CisABO1
F CisAB02 JEZ£, CisABO6 7t H B A+ 3R 5 7 .

FIHATNIE, C2RIER BA)FLEEFE 6 170518 B(A)01 2 B(A)06. 5 B101 #tL, XL B(A)FF
PLHER R 12 MR . IEFRBE AR, BA)RMEZTHM A PrEIEHESIHEE 2 A% 3 4hEF
HxX. BAMBMLLEM A RE, EFHEAFHIEFFN. 2471k, FRECHRIE B(A)02. B(A)04. B(A)05.
B(A)06, H.LAB(A)02. B(A)04 My £ . AU FT A4 2] T — k8 SR AR A, H i Al & A2B,
H S R SR, HER 7 REAIERR O BFEA, Hi— B RERIEIERK B S0 2R A B R4 TR,
7& B(A)02 U FEIK, ZAR A EE 6 4ME FA71E 261delG 2%48; 25 7 4MEF1E B101 JEA LA E, B
T B(A)02 B 700C>G [ ML ZAT . %47 5 IR 545 234 A AR N AR B4, 515 B BEILEE A B R
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