G £ E H K M E

SF/Z JD0105003——2015

(f

A& SNP s BLS N A

2015-11-20 &% 2015-11-20 SLjitt

FEANRXMEBEZHMBAZLEEETER %6



SF/Z JD0105003——2015

H X
Il S+ eeveeeeeeeeee et e et et e e eaeesee e e et et e e e teea et et e e eteeeate et e et e e atte et e e et e et e etee et e et e eteeeateere e et e eseeenteeaeeeteeaeenaeesateeateenneesaeesaaean I
L G ] oottt b et bt b et bt b Rt b st b s e b et e b et e b e st b e st ebe st b es e b es e b eseebestebeseebeseebens 1
2 FTEIE B SCAE v 1
B ARAE T TE Moottt ettt ettt ettt ettt et ettt et ettt ettt et a ettt et es ettt e an s ettt nn ettt enn s enne 1
O o oy ) o 3OO OO O OO O OO 2
B SNP 3 G L3 HT oot 3
6 SNP AP THL G BLZR T oottt 4
TSNP AP GE LRI FH oo 4
8 SNP A3 T 25 AT it ettt ettt ettt ettt r e 4
BEESTE Aottt 6
BEE T2 Blveoeveoeesseesssesssesse s 7
B 12 Covereeeee e seeeen 8

www. huaxiajianyan.com —— —a00 868029499



SF/Z JD0105003——2015

il

Hil
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AREAR I o U)K 22 A G FE R R 2 SR 2 Bt . Rl Al vk S e B R A AT
AREARFE A EE S e EHR AN,
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SEE SNP D RIE N B MSE

1 SEH

AHARITEE TIERERHE DNA SEI6 % AV ik 34T B2 SNP 73 7Y 1) 0 5R e 45 P Wb v CR
PRI A D9 SNP 73 REEA (158 B LB 38 AD
A ARFTEE ] TR RERR 27K ) SNP #EAT AN R RIS 25k 2 46 E 1 A Uk«

2 HeMsImxH

T HISCAEXS T AR ARG B A AR D MU BRG] S, A0 H AR IE T4
FARITE . JLRAEH B S S0, HEHhA (BRI FESCER) & H T ARG .

GA/T 382—2014 VEEEFR}=DNASLES = @A

GA/T 383—2014 VEEER}=DNASLES = AT 50 A0

GA/T 965—2011 EREF}EDNASE T4 E M

CNAS—CLO8: 2013  &VE%EE /1EEE R AU RE J1 A vT 1 U

CNAS—CL28: 2014 FEYE /VERERF MU RE 7\ o] HE U751 B2 P IE DNA % 7 S0k 1 82 FH 156 B3

SF/Z ID0105001—2010 SERUE E HA G

3 ARIBFENX

NHUARTE I E S FH T ARBAR TG
3.1

BiIZHFHER %S Single nucleotide polymorphisms (SNPs)

Fa NHEH IR MR B DR 2 I BN B AR 5, HLIR /N SEAL BRI R T 1% .
3.2

UM%  minisequencing technique

B2 T 5 W AE A R BEREAT BB PP 51 2 AT IR BOR , R s o BEA S P2 AE B4R LA SNP
BRI BB 51, AEAUA dANTP FELE 564 N AT M0 P SRII,  JE i s A SE K — MR I 26 1 E
SR JE AN dANTP FRiCH) IR RFE R E S i BB RE R A 2
3.3

SNaPshot 7575 SNaPshot assay

JE— PP T U bR ic dANTP AL ZE (d IR B T SNP 20 BB 7 B o [l — RMNAR R & A
EFXIANTE SNP [EEAL BRI R S5, e S un K BEAN A, U AT SEIL 2> SNP [F25 504
3.4

TCEC#EZ  probability of matching (Pm)

i — %5 ZMRA KRBT MAZRE T AL SR 0 B 85 ] —BUn 2.
3.5

fASRZ  likelihood (LR)
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e VAR I A% 70 B S (RS 92 FE A TR AR o U B AR ZZ IS SR R A LU ABL . 2 N IR P 2%
PERER BB A2, DA AT R B NPT (R SRR IR 2 — 5 AR BEN LA A B
WO RS o RPRRRME TR AR SR RIRLE, CUERRYE — & ok SR — R Rk, F
J* 53— FB

4 KIGIERF

4.1 KA HIREFRTE

FZIEGA/T 383 —2014 7 [ ER AT
4.2 DNARREISEEHHT

IR GA/T 383 —2014H [ BRHEAT

4.3 SNP 4E!

4.3.1

Rk

4.3.2 PCR# &

K2 T 3e 7 i) SNaPshot J7vAHEAT SNP 73 L. 73 BT VE 4G PCR 348 ST S i

4.3.2.1 PCR ¥ #EiFA . 128 PN RKIEASE: %08 GA/T 383—2014 HH) R 34T .
4.3.2.2 {EVEEZAEN H SNP BTN NIRBIFISEZ o8 R4 ER), AT AT 7E LN SNP ik %

a)

b)

1)

2)

1)

2)

[tk SNP)

&7 SNP:

1s740910. rs1490413. rs1335873. rs1979255. rs1493232. rs2040411. rs1528460. rs717302.
1s251934. 1s8037429. rs891700. rs901398. rs873196. rs964681. rs737681. rs1463729.
1s1360288. rs1382387. rs1413212. 152056277 rs2107612. rs1015250. rs1005533. rs729172.
1$10495407. 151357617 15719366 rs1031825. rs733164. rs938283. rs2111980. rs1886510.
1s914165. 1s354439. 15763869 rs2076848. rs1024116. rs1355366. rs735155. rs1454361.
rs727811. rs917118. rs2831700. rs907100. rs1029047. rs2046361. rs722098 . rs876724.
152016276 rs826472. rs2830795. rs1028528.

—%&/if SNP:

1s1630312. 1s3091244. rs2069945. rs6001030. rs140676. rs356167. rs941454. rs10045.
1s3743842 . 152298556 . 1s3816662. rs2307223. rs10811897. rs17287498 . rs385780 .
rs11141033. rs4540055. rs3812847. rs2032582. rs2278786.

[dEEZ AR SNP]

Y GLfifhk SNP:

1s11096433. M145. rs9306845. 1s9786479. rs17276358. rs2075640. M134. M88. M95.
1s16980426. 1517323322, M122. rs13447354. M89. rs9786707. M15. rs16980711. M9,
1517316592 1s17276345.

XYLthfA.
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152056688 152128519, 151534285 15763056~ 151373592, 1$993010 . 151557054 151243792
15925178 rs1207480. 151936313+ rs1977719. rs1372687+ rs1857602. rs985425. 1s933315.
152190288 11991961 rs1931662. 15149910 151573704 rs1340718. 151930674 51339597
rs1981452,

3)  ZEKIASNP:

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.

SE 76 ik SNP JERE_E AT A0 SRS HAIRIE R SNP, LR SR i R4 e .

4.3.3 SI¥EMRR M

Ja = fE I AZ IR AN (Exo) AUERHRA: W IR BF(SAP)BEAT 4lifk . 7E Exo FIl SAP R 4b# 5 ) PCR
PR AN SNP (BT IE LEM 5] 4. SNaPshot mix AT 8BRS MR I B, N SERGE, @I A e
YN SAP HKIE AL AR & A 172 B FRC ) dANTP.

4.3.4 EXDE

B AL AT, X PCR P9 b AT B 40 B Uk 4T, 50 2 A ] e FH DR 00 e 1 10 € 0 B KG v
¥ X 1) Genotyper BY GeneMapper ID S5 /43E 1T SNP 7384 . BAR D IR 42 A S B A 8/ E gt 47 .

5 SNP DBIGER S

51 BRI

5.1.1 WAL E S SNP BAEArID 5 i K A ¢, Fomtl B IX AR 5 447 DL g
HEL, G TEE A FEBEE R R,

5.1.2 IEMEIRRFTIESRT SNP M HRE S, DM EZEZ T RAGCA RS Gk A G
), GE), CGRM, N TIRBHEIF SRR, @ BoRhBe), T M) . Fik, 78#k B H
B—Aaptailg, RIH—A A (ddATP) iR ABESE &1 SNP L.

5.2 NEGERMEREK

5.2.1 HHiAWAREE RIE KT 100 X568,  HAF— NFRIEDR € 1EH .
5.2.2 HRACHIBHMES YR 2B R IER, IS B IS IR,
5.2.3 FEARSRIETEEM, HIgEE KT 100 AHXT 926 5L .

5.3 1REIERSHT

5.3.1 #tglg (pull up W) F555 47 5 0 G ¥ FABRAE A S B =) N — A i il TE 3 5B 5y — Ml iE
225 RAE LK PRI A i S B

5.3.2 B FIOCHRHA A FIBAR KRR, 2SO 2 1E iR matrix KEIEEIIA
REIEH TAE, = HBLSEIER Bl 5

5.3.3  H—HEARN SNP R, by 08 AT R — U 2k (10 HL At B A P €0 250 A PR R WA 0
LA TIE T O i =Sl NS e

5.3.4 HlLlE T E LRI I AR A DNA &L J3/b T BITEIA B, DD BB S S R A
T A ISR B o
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5.4 FMERERZEKRMDH

5.4.1 4 PCR 4 M ol HLmli Ak SE AV S 2 (R REAR FE 51 45 5 XORERAR, IR SIMas &, = S8 1R
B I WISEAR R, TovEAG TN B DNA iR AR — AR A
5.4.3 HIEAEAIENERWRER, T H DNA FPSIANE K51 ¥t 4T Sk Il o

5.5 IFRIENDH

5.5.1 PCRGIMZEBAL: RIALE Ik BB I BOK BE 9 EE PCR BIIK £ 1 ANRE 724,
N Exo Xf PCR 590 EAN4E:, AIINK Exo B ETHALIS 2555

5.5.2 ddNTP XEBrA4: KREWHAH dANTP & HILEE KT 70bp FIALE, #HEE R dINTP 2 HBE R
B BRALE, N SAP X R AT OCEFRICH) dINTP WAL A 24 Fr s, al@Ed ik SAP &G %
Bk, BT dANTP 29 R bRiCH), %5 K S B EAME D FR A Jekhig

5.5.3 WY MTHER. 4ER. ZHHEHERLEY . 5OLMEYIR. SRRl EH %0,
SEUH AR SRR TS e, 8 LIRS, AR R E L s A AR B 2R
5.5.4 v AWM. RELSWBUEES) 5 R HER FIERR A b0, 8% % B H B DU FR
RN E, BAEE M.

6 SNP SYRULERRTR

NRILE A SNP KIS BRI, FROTRM SRE A RO % . SNP 447 1 S f B
FA . SERIEFLL AL C Go T 3R, SSGOERIELL /7 4406 AT RERM 1A REH R
TR S bR <

7 SNP RIERNH

7.1 RN NRANEE

STR JE PRI a2 BT T~ DNA K B 2 SN S B 200 46 58 AR o 2908 TR B2 SR B E
FEMEASAA I, SNP 73 RS ER ATAE Db 78 45 58 BT TR, RIS I U S A B OB 1 2 B2 WE
Kbt 5 WRBE N ) SNP B AEFRIC,  HIMT A J5 9 R B O IR AMA R 75 A Rl — M. 35 I 3 R b4 1) SNP
RN, AW A R A AN R E R —AMA; & SNP p RUAHIE], RN 43 de A4 1) SNP 4y RLILAC,
ROASBEHERR P A AT R B [/ — M.
7.2 HWEIFEGRREE

2 STR RSG5 RIEE RA L VA E FELL R AR GO0 AR, SNP A LN b e 45 08 Mt AR ARid . &
Jettfk SNP £ & dufE/R A 0, BRI SE AR R — Ak B AR, — D RE TR, 24900
SRR § = A FEA TR 1 22 A SNP 73 RUSE SR b, £ 1 — X S A3k (] 73 Rl AEAT 4 WU BRI 2 DR Y
R BRIRNS . AHERRZA S UCCEENEZ T IIAE 2B Y Jetifk . X JeB iR MZ ki ik SNP W] 7E 4
SERFIRIN SR SR AR 408 TR N Ah 7e 46 € I AR ARic ]

8 SNP SyRUZLRIFAH
8.1 MAIRA
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8.1.1 ULAC. M ts Fire I i) 2 A~ SNP 22941 Rl A B W VEEC o P40 e A4 388 A% o 1 70 R DG S AT 74 A e
REMIIE IR : OPI KA R B [F — M @PI A AR A 7 Ak, Big AT RESR B R 1 — 44 bl
BUAMAS, AN BR 38 A5 A e il T A ) i B T VC I o S ] DLIE I H SR DT O SR A o — A 2 i b B
HUASMARRE TS VL EE I T REPEA 2 K. ULECMER IR B tH5, MR % C 5

8.1.2 AULHC. EHERRIKEIE. SN B ARFFRIESERTIR T, PITR A AE TR () SNP HH AT Y
A B VA EAN TR S W o AL

8.1.3 M RALEFTAIN A SNP o A —NAFER, AFEHRER A A R B R — AN, =75 8l 5
% SNP. IR EE % SNP J&, PIAAAL AL TR K] SNP Ay A K DA _E AN [ I  AS UL C o

8.2 EFEZE

SNP 1F Nz T4 5 FIAh e 8L brd .« BARAESCHEBR AR AN RAACAFE$ % GA/T 965—2011 8¢ SF/Z
JD0105001—2010 I ERITHE . X T AFFEBAEER SNP, PILEUERTA 0.00001.

8.3 SNP 5 STR gy[EIRH{E

24 SNP 5 STR [FIBfEH K, 2%~ SNP [FIRHEHE, FAUEHEFEH SNP 5 STR &AM B A1,
Y, SNP 2 [a] 52 A B AR SL [) ASBEUE B AH BB SL I 4% s R
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Mt R A
(FSEMEMIS)
BERAHTEFEARMAFEER SNP 73 B AR A5 BA

BT SNP AEA L STR UM ZEELEE, LR DNA FEAREAAE X2 ER, FroliEkE
SNP A& 75 722 R A R B R 22 4> SNP I RE T GNPk e R & & i1 24> SNP, fFAX—EK.
O 7 2 5 AR R T B T R0 4K 2 B0 DNA SE5G = 1) 2 (G KRS I s 46 B, £
5 310, 3130 1 3500 LR 734X . B 9050 = o i Bl & Rl vl HF AR e . X PR R =, B
UESE N T RAFFEARM A R HoAth 75 5 BN INRFIR 5%, S T s 060 45 1 36 1 SUBRLAIR

ARFEARIEAAE T VL FERHE DNA S256 % F AN 7 VA AT VR S SNP 43 L1 B R K 45 I b if
HAhT5 2 S IRARE .
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Mt R B
(FSEMEMIS)
REH CECEE R T E

FEVE RPIE 20 N, BEALUCECME R 48 — 44 5 R KR BENL M2 H TPl SRt 7 8
SR E. HEAKN:

Pr (E[Hd) = 1xP(X)

NPT R(BH), B NKAE, A AFEM, PX)ON AR IX R DNA BRERAER,
DU AL TR, RIR AKX P DNA EE R BT . BENLICECHEZE M), 38 25X P AR 1 ] B ik
/N, SCREBLA R A R e N B T AR X
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M & C
(FEMERR)
UREITE
BRI T MRS, — DI 2 e AT URSRED MBLHEM & — 5 R4 K 1B
PR (S BRD, THEARLA:
LR=Pr (E/Hp) /Pr (E/Hd)
X (Hp) Bz EEe AT JR&EERBD, (HD Bttt & —A 5 R4 TR M BEHLANME B
B (M), Pr(E[Hp) & & i Hp 2614 F3RTSEYE DNA EREFIRE%, Pr(EHd)N# R Hd %
R IRAFUEHE DNA BIE MR . giit5 AR RELUE Bl 1, SCRe RS/ (Hp): R, WR
AT, SRR B (HdD. FEREA NS, SRR RIEEE il AR N LB, %
BFIE 98 A7 2 105 5 P SRR R 5 Bt
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