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ERSMERARIIZ

1 SeE

ARSAFINE T He DR SARUE R A HEAZER . FERI A A bRl e B KR . I F RS A A
ARSCAEAE P TR T i A 22 R B e A

2 MetsIRAXH

NN SCA A P SR I S R 5 | TR BRSO b AN T b () SR o e, 3 E R 1 A ST A
1% H H0 B I RRATE F T A S Ay H AR 5 SO, HsofhiiAs CEUAE Frf g el & T4
A

GB 19489 Sty = A2 4= F R

GB/T 29859—2013 ‘LW K 2EARE

GB/T 30989—2014 =i & JE KM 7 AR HiAE

GB/T 37870—2019 AMA%E e 1 & B &N T ik

GB 50346 ‘AEWa 4 Seil = @M E A MG

GA/T 461—2019  J& I S Ak HilIE £ 7 A0 A BoR 2k

GA/T 1012—2019 J& R E M UEFRSURAEFI LU X HOR I

SZDB/Z 124—2015 =T AR 7 H AR HIHLA S 73 7% 3 A U b i

3 ARIEFMEX

GB/T 30989—2014 & H LA K T~ FIAE A8 Uil T4 30
3.1

EESHHE DNA ID

DNA S}E DNA 1D

AN NFEAAS EARIRFTAIER 7> SE A5 R A T AMA . R A%, IR NS ik
PLIESE

3.2
ABO MMAYEL[X] ABO gene

PFI5 PR K, HTAMMNE TR NS T, RS KL18 kb, HA7T/MME T4 K £11065
bp, K/NM28 bpZ|688 bp A, KEZHIkRR A L FE K A A 2 S T65 4R T

3.3

ABO MAE[E43H! ABO genotyping
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M B B KT X ABO L Y AT EAT 40 7Y, L5 SRS 1 2 L3757 /K1 S R L2

3.4
Rh MAYEE Rh gene

T 15 e ks, GFERHD. RHCEFI/NEE (1K (SMP1) , RHDAIRHCERE[N3” ImAHXT, AHFE
£130000 bpIf H.5&E [HJA .

3.5
Rh MAYEE 5B Rh genotyping

MIED 7 B17K P X Rt B RIREAT 0 Y, R] [X 00 G e S e 5iR (FURHD 2 ] 4=k 2k . #B23D 55D+ DEL
B, LG8 FORE T 2 ML 2K e A

3.6

HLA B4 #4558 HLA high resolution genotyping

MEEDR P H1 7K XTHLABE R T 3 1Y, HL48 BORG 1f 21) L3 27 /K P J5 (R A
3.7

Fh%E  ancestry trace

AT N A 5 kDR R A A ) SR AR 22 5 () — ALSNPAL A, 0 A 2 — AR A% e /R, B
FHEBI RS AR AR AR ORI B L s F o

3.8

BEEEBREERIDE ancestry informative markers, AlMs

FEANTR) AR rp 57 FE R AP AE BN 22 S I8 AR 67 1, PR ABERF SR AR o
3.9

fR$H1#3IK  probe capture

B TR E N0~ 120 ntHURSRARE R, 7E2 RGP 1 45 B 4 1 B 1) alGEE A5 T RE )
DNA F BRI #E

3.10
FRODF principal component analysis, PCA

BAEE—HAE FRER, £PRIEINSESEE (R ER—FSit- 0 7.
[SkyE: GB/T 29859—2013, %€ X2.6.5]

3.1
DNA 538! DNA genotyping

A A =AU T 200 5 S RDNAFP 81, IR L 5 HAB AN A A DNA Y 51 B 25 DNA PP S AT EEXS . BL
B 12 RS oAb AR R AR GEEAD 257 iR,



3.12
MEFFE reads

T B T 6 P A B A TR e B AN T AR A A B
[SkJE. GB/T 35890—2018, & X3.1]

3.13
FHILEXT  sequence al ignment

EU 3 AN B S PA_EAZ R 3 1) Te] AR AU A e A
[Ski: GB/T 29859—2013, & X2.2.1]

3.14

SEFH| reference genome sequence

W A B i S R 4 7 471 o
[SkJsi: GB/T 35890—2018, & X3.11]

4 HEEEIR

T F A& S T AR S

ATMs: tHE(E BHifERRIE (Ancestry Informative Markers)
AISNPs: #HYESNP (Ancestry Informative SNPs)

bp: BEIEXT (Base Pair)

DNA: 4% HERZ R (Deoxyribonucleic Acid)

DB4403/T 126—2020

Fst: JEHEEEBAE 4T85 (Fixation index between subpopulation and total population)

InDel: #iABS (Insertion Deletion)

TISNPs: MAIRHISNP (Individual Tdentification SNPs)
MAF: IREEALIEFEFNZE (Minor Allele Frequency)

nt: BdE (Nucleotide)

PIC: £Z4&fEE & (Polymorphism Information Content)
SNP: HZEBRZ &M (Single Nucleotide Polymorphisms)
STR: JEHEBCEL 74 (Short Tandem Repeat)

SOP: Fr#EVEMVFEF (Standard Operating Procedure)

5 EAREX

51 SCBEEK

S = MRS D RER 2 Ayl A AR X . BEARHIA X, §TIGIX L 3737 70 B XA A X K

S 25 P HA B SR N 75-4-GB 19489 A1GB 50346 K1 5E «
5.2 BHEgEER

521 FEUFHE
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IR ZA A DL S

a)
b)
c)
d)
e)
f)

ST N R P EE =100 Mb, BEZE TR 55 &> 20, 3L 1M A IEA 2 =99. 9%;
REMFE S N R iR EIEE N 0 'C~99°C, I AIEHEN 99;

O BN R AL B 1 =16000 1/min;

THERRE

IR G AN

UKAR = R 2 R T YE N -20°C ~47C .

5.2.2 FERF
RIS AR P 3 A DL N IR

a)
b)

c)
d)

DNA $EHUF &5

PCR F 347 LK B O0E 1 51 ¥0IR & PCR TiVRA &R . PCR J 87 [ TR AR 22 (045 DNA R4
. PCR M. 46557 dNTP. PCR Fa s AN G50 7 s

SCEEH AR G AR BRAT AR 1 B R SC R A 070 B0 45 DNA S5 . PCR 280l

=B =115 7w PO e 5 T /) N = @1 5 o AL N =L

6 EFEEFERICIEMAERLER

6.1 IRfEFRICAEY

BAEFRC R MR L

=1 EfRARcKE

AMAIRG SRS Tt A

HAERRIC T TISNP. STR ABO. RhIfZY, HLA%}7%Y ATSNPs

6.2 BEfEARICIERENER

6.2.1

a)

b)
c)
d)
e)

f)

g)
h)

MR
AT

ARG, &5F H AT R BN 2 FISTRIISNPIB B ARIC, B AR 0 R BN 754 DL R R
JE DR B2 5 SCRI AR RFAE O SCRoE, CAMER . RS, RoE s, A gt
H AT R R IBHAR B AL 2 505

WA T AT B B R s A A

BAEARIC I 0 B SZAE S . i S AR R ZRRgmm, AR AR

AR e, R —AMERIA R R A AR 7 8L

BEBEZESME, FEMiE—EA (Hardy—Weinberg, H—W) P40, STR #&EFricH
H>0.5. PIC>0.5, SNP #EARICH] H>0. 4. MAF>0. 4;

WK RWE, BME 500 IR R, BAERICIRALER<0.2 %

STR |3 50 bp JEHE PN KT 5 bp M) InDel, LUFIFHIRACE,

KL AR EAES] (17€0.01) .

6.2.2 ABO, RhIMEA!, HLA &

R4 B A0 EE PRk R B S B R 7 41 22 5%, FHTABO Rhufi 28 0 B 43 8 RIHLA A7 o5 DU 40 i 70 %
3 PR N A2 PA T 2 A

a)
b)

PREF 7 VR IREN e B 75 ABO FE [ 4= X 3k ;
BREF R 7 VA RET Wi 78 55 RHD A1 RHCE 32 [K] 4 [X 35 s
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¢) HLA—A. B. C. DQB1. DRBI FiAv st DUM: # v i 70 HH R ) o ARET IR T VAR BT BT 55 HLA—A,

B. C. DQBI. DRBI1 Fifo7 fi4s 3k R [X Ik
6.2.3 kiR

— I SNPA H T AN FP R PR HE T, BT DL 2K

a)  JITIRAL AR R E MG —IR AR (Hardy—Weinberg, H—W) “F#5g:il] (P>0.001) ;

b)  NBERFSRVEAL AU RISEANL SE— A ANBEh B 2851, AE 7 A NBE P AR & Z 8 VERHIE,
BUHE— N NP RS 7 S R A AN B 2 . 3L MAF0. 01, & >0.5 (HaXf&(r
BRI ZE )

c) Fst>0.3.

FE: T A bR R SR I R A 1 S LI SR

7 HHEREE

7.1 HEAR

FER G ERIHIE > N DB, BRI L.
‘Ewﬁﬂw
£

| FEARTIE }n[mwzmw]—»‘ EI&I?H%&”J#

gy B ]-p[ 2R ’-»[ B HETE }
B EESMIERIERE

7.2 EEFERMLE

RN B A RN A ARSI Rk, BES . KRR @ Eak. Bk
RO L S E B SNt RS . R SRS BoRAE 2 WM B,

7.3 HEARE. EMRREE
7.3.1 FEARKER
AMEIL . MV RS R A A
7.3.2 R&E. BRRRERE
ZWLSZDB/Z 124—201514. 2 3246 GORMIREAR IREE . 1850 5 IRAF I K
7.4 ERENF
7.4.1 DNA{2ER
MRERREAZERY , i R Ml 77 G Rl L P45 0 B EAT SRR A
7.4.2 BREXEZISNF

R FE T R R OAR S S, R A FIN 77 6 B2 0 IRy o 22 e ok R v B B B P X TR
SRAMEXT IR WA FE SRS ILGB/T 30989—2014, 7. 3MJFAL A5 i% £

7.5 EFHESE

7.5.1 #ER
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R R AT I DE . PR, FE O A R AT IR IR Seit, AW AL S N B, BARTRE
K2,

[ L8 Jﬂ[ 1) ot "[I&Iﬂcléﬁé}ﬂ
E2 ERFEHBRIZE

7.5.2 iEiE

LRRN R PG g I ES SRR RPN TR ES) #F5,
7.5.3 [FHIbES

W I8 JE K7 50 5525 P AR TLLN, B AR A B G R, AR RS SO
7.5.4 EFEEHE

L GETE AT EERS SO, FIr AL AR R . e, AR SSSNPAZ 7 B SR T AT K
it (PCAY R REAR S5 73 HT o

7.6 REITH
7.6.1 DNAZH

7.6.1.1 KRG EECREFAAL, X HRELE) DNA JEAT Fid% . A% DNA $REG= IR 75 4 DNA K =
20 ng/pL. DNA BUFiE =1 pg. OD 260/280 fH7E 1. 7~1. 9 Z [A]fRESK .

7.6.1.2 KA HVKITER DNA B JCREME, FRIK H bR BORLEATIEMT, ATRE. X TiE A FREA,
LRI DNA A2 10 ng, FCRAAFERAY SR aGR&E, ¥ i85 R T OEM .

7.6.2 XEEHIE

R T E B ACH DNASR U™ D AT RE B, SO A TR 46 (R DNA B2 ] MR8 A S A il il
PR R U AT R B F BOR/D BRI AN RN P B K BE

7.6.3 RTER

afifb e e B, DNAYREERN>2. 5 ng/HL.
7.6.4 AT DNA # R E1E

DU 5 8 FE A UDNAYR B, B AR e 38 ) 7 e A 4 UE B S 0 H BRI T 2 i
7.6.5 MFHE

W H 5 & S /EQ30 %80, SplitRate %>90.
E: Q30 %, FHRFAEO. 1 WHEIEER B A30MIF LG, SplitRate%, FRAH, FdE T B INIFRARZ N T 5 5 %k
P EE ) o

7.6.6 HBRILGER

TR RS R reads B H NAF ARG ER, B AFTE WHEIZAL R BRI F5FEAS H90% LA
AL IR IO A AR R O JE R BRAMD
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M FFreads > FELH" B HOBRE SRR AL
@9 9]
5000~7000 300
2500 250
1000 50
500 40
200 10
100 5
50 5
" AR R ZH - S A B Al 00 38 (P 35 K
P AR A SRR EONAE AR (I 5 reads SERFRCHE I, BT 7 0 e /D B3 SRR

7.6.7 REILFE

7.6.7.1

NIRRT, AR A B R b TR AR AL NV EAE S, AR AR RRCAS

T BB, A TSRS, AP HTIRR D LRI . AR LD S AT SR
LR IR AR BRI TS IS TERR I M1 280 BB SO A O . S0 SO
e e T

7.6.7.2
28 R T AR EL

7.7 HRIER

B[R] BRI S RAC SN B R 3 N A

IR AR A B L X TRI N, WRARHARATT 5 SOP AN RIS Sy L AH L R ARRE U I 2 LA i 2%

=3 HRIER
W2 AtRic ZER o0 e SN |
MR AISNPERSTRAZ S8 | SNPERSTR R TG R rs1229984: T/T; D21S11: 29,30
ABOIfL ABO ifi 284 3 [A] NCBI £ 45 8 7. 004/B101
RH 1 24 RHDFIRHCE NCBI%j# % RHD 7. 74 RHD 1227G > A /d
HLA HLA—A. B. C. DQB1.DRB1 | & FRIMGT/HLA% %% HLA—A: 11:01:01, 24:02:01
HLA—B: 35:01:01, 54:01:01
HLA—C: 1:02:01, 4:01:01
HLA—DQBI: 3:01:01, 3:03:02
HLA—DRB1: 9:01:02, 11:01:01
FELIE 43 4 SNP W BY A R B AR K | 90%ZRIE,  10%EK
Vg

7.8 HIEGEE

B DR B AR UE KR MLAF it 1A 22 Ak DR e (0 B e BA 7 ik T30 A DT 102400 7 1 A Ao
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A1

A 1.

A1,

A1

A 1.

A1

A1,

A 1.

10

M & A
(ZERHYE)
DNA i

MEIRA

1 BREMSTR =
D21511. D18S51. D5S818. D75820, D13S317. D16S539. FGA. D8S1179. D3S1358. TPOX. PentaE.
Penta D, D251338. D195433. D125391. D6S1043. D1S1656+ D25441. D351744. D353045. D452366-
D552500. D65477.D751517.D753048. D85S1132. D10S1248.D1051435. D1052325.D1152368. D135325+
D14S608. D155659. D1751290. D18S535. D195253. D2152055. D22—GATA198B05,

2 XEBEMRSTR s

DXS6789. DXS6795. DXS6803. DXS6809. DXS7132. DXS7133. DXS7423, DXS8377. DXS8378. DXS9895.
DXS9898. DXS10101. DXS10134. DXS10135. DXS10074 . GATA172D05. HPRTB.

.3 YEEBERSTR fis

DYS456. DYS3891. DYS390. DYS389IT. DYS458. DYS19. DYS385 a/b. DYS393. DYS391. DYS439.
DYS635. DYS392. Y GATA H4. DYS437. DYS438. DYS448.

4 BERBURSNPALR

4.1 ZEZ{ISNP fiiss

rs740910. rs1490413. rs1335873. rs1979255. rs1493232. rs2040411. rs1528460. rs717302,
rs251934.rs8037429.rs891700,rs901398. rs873196. rs964681.rs737681.rs1463729., rs1360288.
rs1382387. rs1413212. rs20566277. rs2107612. rs1015250, rs1005533. rs729172. rs10495407.
rs1357617.rs719366.rs1031825.rs733164.rs938283.1rs2111980.rs1886510.1rs914165.1rs354439.
rs763869. rs2076848. rs1024116. rs1355366. rs735155. rs1454361. rs727811. rs917118.

rs2831700. rs907100. rs1029047. rs2046361. rs722098 . rs876724. rs2016276. rs826472.

rs2830795. rs1028528,

4.2 Z=ZF{USNP iIm
rs1630312.1s3091244.152069945.rs6001030.1rs140676 15356167 rs941454. rs10045. rs3743842.
rs2298556. rs3816662. rs2307223. rs10811897. rs17287498. rs385780. rs11141033. rs4540055.

rs3812847. rs2032582. rs2278786.

5 XZEIESNP g
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rs2056688. rs2128519. rs1534285. rs763056. rs1373592, rs993010 . rs1557054. rs1243792.
rs925178. rs1207480. rs1936313. rs1977719. rs1372687. rs1857602. rs985425. rs933315,

rs2190288. rs1991961. rs1931662. rs149910 . rs1573704. rs1340718. rs1930674. rs1339597.
rs1981452,

A 1.6 YHEBIRSNP I

rs11096433. M145. rs9306845. rs9786479. rs17276358. rs2075640. M134. M88. M95. rs16980426.
rs17323322, M122. rs13447354, M89. rs9786707. M15. rs16980711. M9, rs17316592. rs17276345,

A 1.7 SRRIIASNP fis

709, 1719, 1736, 3010, 3394. 3970, 4216, 4883. 5147, 5417, 5460, 6392, 6455, 8584, 8701,
9090, 10397. 10398, 11914, 12705, 13708, 13928, 14318. 14783, 15487, 16519,
7 7E _EIRSNPIHER b nr sk FLIGUE Y HARSNP, PSR Sk i RS 36

A2 TR

FERLPTIHTIT, XA BRI AR & P SNPRE A BE Ui T -

rs2814778, rs3737576. rs7554936. rs10497191. rs1834619. rs1876482. rs260690. rs3827760.
rs6754311., rs798443. rs12498138. rs1919550. rs1229984. rs3811801. rs4833103., rs7657799.
rs7722456. rs870347. rs16891982. rs192655. rs3823159. rs917115. rs1462906. rs1871534,
rs2196051.rs6990312.1rs3814134.1rs4918664.rs1079597.1rs174570.1rs2238151.1rs671.rs1572018.
rs2166624. rs7326934. rs7997709. rs9522149. rs200354. rs12439433. rs1426654. rs1800414.
rs735480. rs12913832. rs459920. rs11652805. rs17642714. rs2593595. rs4411548. rs4471745,
rs2042762. rs3916235. rs4891825. rs7226659. rs7251928. rs310644. rs2024566.

R L IRSNPEER B RIS SCERARE BLAGHIER) HARSNP, LMRSRAMX /6877, X o E D BREANEE

11
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M % B
(ZERHYE)

EESMEERRER

B. 1 JEX GHE(E B RESE LK B. 1.

FEREFHEE B RER
ERE R
IERENWES A NEE R T7 2 T F AL
BN S ES S IERE N SRR HE
ERANNE BB
IERTFEAR Y A
R4 5 1. AhJE I JE
\ ABO | Rhifil | HLA | 1. 5 C%IEETT; 2. O 7 %
) E‘| AN gl =1
g\ PR B AUES o | |2 AL | 3 i
3. B i E R 4. DNA; Fr
5. HAth (ZyE ) |
7E1: ABO. Rh IfiLZi % HLA 43 BUANFIUAE “—"
E2: RO SRERIE (GA/T 461—2019 J& B SUMEHIE ST AR HARER) |
JE3: 1RLGURAEETE (GA/T 1012—2019 JEER S IFTRSCREF LA AIIE)
iF4: BEACRMESE (SIDB/Z 124—2015 3T AT HA K HLA 555380 BUAG IERHEY .
BRAPMAANRES
FEA B H
BN

Fik O ARF A B IObR HE RO FEAS 334 )

12

EB.1 EESMIEEEXRER




DB4403/T 126—2020

2 F X ™

[1] Dean, M., et al. (1994). "Polymorphic admixture typing in human ethnic populations.”
American Journal of Human Genetics 55(4): 788—808.

[2] Edwards, A., et al. (1992). “Genetic variation at five trimeric and tetrameric tandem
repeat loci in four human population groups.” Genomics 12(2): 241—253.

[3] Bi%a (2014). AEYDYpEALE gk IEHERT FISNPIR RO 78, HIREERLR .

[4] Holsinger, K. E. and B. S. Weir (2009). ”“Genetics in geographically structured
populations: defining, estimating and interpreting FST.” Nature Reviews Genetics 10(9): 639

13



