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W OE. B AE30AMNY-STRAHFERETE X, FBRABFHPHRESEIRFEETENL HALEES
RBEL, Fik RJR AATE L 30 A Y-STR A B 4 m 2 %3 F B ik AR 1005 4% F %L £ Ak
Fo 1008 A4 F (1949 A) g A 4T Y-STR 5 & it & A B Ro B A S F AR EETH AL, SR
1005 % % B ik B & AR 4 th 083 FF 242 A 3 963 Ak 1 K, Bk #4538 % # 1 (HD) A=
A AL A (DC) % A1 A 0.999 955 #= 0.978 109, 30 A~ Y-STR A B i b4k 340 NS5 A B A K § 4%
(GD)# 0.4103~0.9523,24 A H & GD AKX T 0.6, 1008 320 F 3£ A 30269 K515 3 B 4% 68 2L F
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KER., FEREF ZE5NF A, RE )Y FEK, REREL

RESES. DF7952  XEKAREA: A doi: 10.12116/j.issn.1004-5619.2018.04.014

XEHS . 1004-5619(2018)04-0411-06

Genetic Polymorphisms and Mutations of 30 Y-STR Loci in Chinese Han Population
WU Wei-wei', SU Yan—jia', MEI Xing-lin>, LU De—jian’, ZHOU Xiang’, HAO Hong-lei’, REN Wen—yan',
LIU Bing'

(1. Zhejiang Key Laboratory of Forensic Science and Technology, Institute of Forensic Science, Department
of Zhejiang Public Security, Hangzhou 310009, China; 2. Higene ScienTech Incorporation, Jiaxing 314000,
China; 3. Department of Forensic Medicine, Zhongshan School of Medicine, Sun Yat—sen University, Guang-
zhou 510089, China; 4. Institute of Forensic Science, Ministry of Public Security, PRC, Beijing 100038, China)
Abstract: Objective To investigate the genetic polymorphisms and mutations of 30 Y-STR loci in Chi-
nese Han males and to evaluate its forensic application. Methods The DNA extracted from blood sam-
ples of 1005 unrelated males and 1008 father—son pairs (1949 individuals in all) in Chinese Han popu-
lation were typed using developed 30 Y-STR loci identification system. The parameters of population
genetics and the mutation rates of each locus were analysed statistically. Results A total of 983 haplo-
types were found in 1005 unrelated males from Chinese Han population, of which 963 were unique.
The overall haplotype diversity (HD) and discrimination capacity (DC) were 0.999 955 and 0.978 109,
respectively. Totally 340 alleles were detected on 30 Y-STR loci, the value of gene diversity (GD)
ranged from 0.4103 to 0.9523. The GD values of 24 out of the 30 loci were over 0.6. There were 30269
allele transfers in 1008 father—son pairs, one mutation in 68 father—son pairs, and the mutation of three
father—son pairs occurred at two loci. On 26 Y-STR loci, 74 mutations were detected in 71 father—son
pairs. The average mutation rates were 2.4x107 (95% CI. 1.9x1072-3.1x107*). Seventy-three mutation
events were one—step mutation (98.6%), 1 mutation event was two—step mutation (1.4%). Conclusion The
multiplex PCR system with 30 Y-STR loci has high genetic polymorphism and low mutation rates in
Chinese Han males. Therefore, the system shows important values in Y-STR database construction and
population genetic research.
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Y Btk STR(Y chromosome short tandem repat,
Y-STR) FE I8 5L 5 4 b Fe i AN R AR B4, Ol B8 P T
A, URERIE R LR BN A, 5 R EK
STR 3 [H 88 A1 Ho |, Y-STR % [K i B AT 3% 19 B
B AR, DO, Y-STR 3 K 36 4 )92 07 FH T 3k B2
AR R RS E R A BE 5 R 1 A DU
DA R 1 A 8 RS B 45 2 A SR, 2004 48 36
B ABI 28 A HEH T Yfiler 380570 &5, T LA) 25 57 388 46
17 4~ Y-STR &R )3 . SR BE & o E Y-STR 04 1%
o, BT A EEEE AN Y-STR 2 5 Z A KRR
Z 17 A~ Y-STR 43 BUDC L , i A Wi 58 H An ok 2 HE#x
PRIXE A5 LR, B AT, =3 Ak Y-STR 35 & 5
Ry 21~27 4, 2R &5 I T 3~7 AR
RAFFEIN R , P 2878 Y-STR F [H JBE (1) 28 28 5 AE 1
102 DL b, —E R E4E S T Y-STR 2 K g X ) i
FEARMBE ) M EAF TR FM AT LR FELE LR
(48 2210 AHIF S R Tl S 28 ehRic & A9
RATTHE A 30 SRR AR R BA sl Ee
JI0 Y-STR SE PR e 20 B &2 A 5 e R =0 5% v 7L
B AHE 1005 45 53 1 JC AR R 1008 X 3 4¢3 F %
R F AT 4 M P4 % 30 4~ Y-STR #& [ 3 78
B VL 5k N o I S 67 R PR AR R 2
it Y e F G2 ARG B0, A B AR 35 4% “F R0 Y -STR £l 2
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1.1 ¥4

28 BRI FE R AR R (K BRI A Y R A TR
O R AR T E DU AR 1005 44 5P TC A 1R R
1008 X4 (1949 fraf b, v 142 1 11 877
1422 F 61 6,143 1/ 3 68 il FEAS, 22 41
VARSI EH R SEERR AL T LR
ALYk STR K 5 E TR A,
1.2 FENFESILF

Freedom EVO® 150-8 4= F sh b i A4 BE T 1 3
(%t Tecan 2 71),9700 %! PCR 1% .3500xL % K 4 #r
(3£ AB AF]),1.2mm FTFL4% (32 E Harris AF) ).

B G I REER 2 DNA 2 BOKH) & (K FE b
YR A BR AT, B R (36 E Thermo
Fisher Scientific 22 H]),C~Tag DNA R4 A5 SIZ-
500(TC8) h S B AE B AR A BRA FD ), I3 DNA #x
1 i 9948 (£ [E Promega 23 7l )
1.3 DNA #2H

BT A 350 (I HEATE S B S AL AR F2R
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FHREER 52 B DNA |, A RS SR AT I R B2 9 19 1Y
Tk
1.4 PCR ¥ &

{9700 % PCR G#ATY 1S, 9 4R R0 10 L,
5 4pL WV IREY 2U C-Tag DNA RAHE 2 pl
SR AW L B 0.5~2ng DNA $EUFEA 5 1.2 mm
MR, A AR 258 FokAN R . BIEIRZS40.95C
2min;94°C 155,60°C 1 min,69 °C 1 min,30 MEH;
60°C 15min;4 CHIE .

1.5 BikEHE

B 1 pL PCR =4 9.5 wl 25 B 7 H B % A
0.5 L W #r SIZ-500, 1227 ,95 CLR IR 3 min I 57 B 7K
7% 3 min, fii 1 3500xL JEFE 3 AT LL 1.2kV 28 s 1 i
FERL A AT HL Uk, HL VK B A 38 3 GeneMapper™ ID-
X v1.4 ¥4 (2 E Thermo Fisher Scientific 23 7 )i
F7 A5 SE R 4y 7
1.6 Fit4biE

K BB EGETHE 1005 44 5 T A R 45
BE DR s 4507 BE PR 5 ARG AR BRI Z AR (GD)
FAAE R ZFEPE (HD) (B AR

GD(HD)=[n(1-XP)])/(n-1), ()

K (D), n AR, P, Ay 5 o B PR A4 B A A
AU

AR RIEGIEE T (DC) TR AR .

DC=HIN, (2)

K (2) 1 H R A BIRPE N SRS,

AT 1008 XFAC T R FEAS Y-STR K& A i 73 A
B A A A 38 R B AR A, I 248 DL
A ) AN s R A% 388 UK GE T SRy AL 5 D188 AR 4 R 3l
(http://statpages.org/confint.html ) [ J7 15 115 58 A8 K L)
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1005 44 PUJE 93 PR TC R AMA 30 A4~ Y-STR 2 [ iz
LK 983 Fh (I o 963 Ff oy B — 4370 18 Fif
K PR, 2 Rl 3 ¥R AR HD {54 0.999 955, DC
{4 0.978 109,

30 4~ Y-STR 5 [K] iz 2 A6 4 340 A~ 457 FE A, 4%
LR EE TR GD {E 5 B i DY S385a/b (0.9523) , ikl
DYS391(0.4103) % T DYS389 1 .DYS438 DYS391 .
DYS437 .GATA_H4 HI DYS549 H:[F J3 4 | Hi 4y 3 [7]
JER) GD {H Y KT 0.6, 45 5 PR 55 A 3 AR o A
oL GD LR 1~2,
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130N Y-STREBFEEHENEEEABTNECERRES (n=1005)
DYS392 DYS527a/b DYS385a/b DYS19 DYS635
AR I Fis A H I E AR I 5 AR IR S A H SES
10 0.0114 19 0.006 6 11 0.0076 12 0.003 8 17 0.0009
11 0.0712 20 0.0180 12 0.0199 13 0.0398 18 0.003 8
12 0.090 1 21 0.0503 13 0.1347 14 0.2514 19 0.1622
13 0.3188 22 0.0806 14 0.0057 15 0.4772 20 0.3112
14 0.4649 23 0.0617 15 0.006 6 16 0.1632 21 0.294 1
15 0.0389 24 0.0133 16 0.002 8 17 0.0626 22 0.1300
16 0.0047 25 0.0009 17 0.0009 18 0.0009 23 0.0579
DYS389 1 17/22 0.0009 9/19 0.0009 DYS587 24 0.0370
FAR SiES 17/23 0.0009 10/12 0.0019 | 144 H & 25 0.0028
11 0.0104 18/20 0.0028 | 10/13/14  0.0009 17 0.0038 DY S444
12 0.6025 18/21 0.0009 10/14 0.0009 18 0.1423 | 44 H tiEs
13 0.2666 | 18/21/25  0.0009 10/16 0.0009 19 04137 9 0.0019
14 0.1186 18/22 0.0009 10/17 0.0019 20 0.1964 10 0.0076
15 0.0019 18/23 0.002 8 10/18 0.0019 21 0.1717 11 0.2524
DYS447 18/24 0.0009 10/19 0.0019 22 0.0417 12 0.2619
Lo | I F 18/26 0.0009 11/12 0.0294 23 0.0294 13 0.3321
17 0.0019 | 18.2/20 0.0009 | 11/12/13  0.0009 25 0.0009 14 0.1347
19 0.0009 19/20 0.0152 11/13 0.006 6 DYS437 15 0.0095
20 0.0028 | 19/20/21  0.0009 11/14 0.0019 | =4 H biES DYS448
21 0.0123 | 19/20/23  0.0009 11/15 0.0019 13 0.0085 | H4uk I F
22 0.0237 19/21 0.003 8 11/16 0.0047 14 0.5949 15 0.0009
23 0.2400 19/22 0.0114 11/17 0.0019 15 0.3843 16 0.003 8
24 0.2258 | 19/22/23  0.0009 11/18 0.0123 16 0.0114 17 0.0209
25 0.2552 19/23 0.0057 11/19 0.0142 DYS390 18 0.308 3
26 0.0996 19/24 0.006 6 11/20 0.0019 | 44 R I F 182 0.0009
27 0.0873 19/25 0.0009 11/21 0.0019 21 0.0028 18.4 0.0009
28 0.0408 20/21 0.0180 12/13 0.0408 22 0.0427 19 0.2865
29 0.0066 | 20/21/23  0.0009 |12/13/20/21 0.0009 23 0.4345 20 0.3017
30 0.0028 | 20/21/25  0.0019 12/14 0.009 5 24 0.3065 21 0.0598
DYS38911 20/22 0.0455 12/15 0.0104 25 0.198 3 22 0.006 6
FAR o & 20/22/23  0.0038 12/16 0.0332 26 0.0152 23 0.0009
26 0.0209 20/23 0.0854 12/17 0.0285 DY S460 DYS549
27 0.0731 20/24 0.059 8 12/18 0.0294 | 54 R biES 45 A H LS
28 0.3416 20/25 0.0313 12/19 0.046 5 7 0.0028 9 0.0009
29 0.3131 20/26 0.003 8 12/20 0.0380 8 0.0028 10 0.0028
30 0.1850 21/22 0.0882 12/21 0.0123 9 0.3188 11 0.0987
31 0.0550 | 21/22/23  0.0009 12/22 0.003 8 9.3 0.0019 12 0.5939
32 0.0095 21/22.1  0.0009 12/25 0.0009 10 0.448 8 13 0.2505
33 0.0019 21/23 0.1404 13/14 0.0617 10.3 0.0019 14 0.0474
DY S438 21/23/24  0.0019 |13/14/19/20  0.0009 11 0.2049 15 0.0047
EH AR S 2124 0.054 1 13/15 0.0028 12 0.0171 DYS443
9 0.0142 21/25 0.0076 13/16 0.0123 10/11 0.0009 | F4sxk I F
10 0.6869 21/26 0.0019 | 13/16/19  0.0009 DYS643 11 0.0057
11 0.2808 21/27 0.0009 13/17 0.0474 | 124 H IR 12 0.1917
12 0.0161 | 21.1/23 0.0028 | 13/17/18  0.0009 8 0.0133 13 0.3615
13 0.0019 22/23 0.0873 13/18 0.0835 9 0.044 6 14 0.1309
DYS522 22/23/24  0.0028 || 13/18/19  0.0038 10 0.2011 15 0.243 8
LYo | S 22/24 0.0285 13/19 0.0503 11 0.5512 16 0.0560
9 0.0152 22/25 0.0047 13/20 0.0455 12 0.1717 17 0.0104
10 0.2030 | 22/26/27  0.0009 1321 0.0076 13 0.0161
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DYS522 DYS527a/b DYS385a/b DYS643 DYS557
FEAR R FrEAH Lk FLER mE FEAR LS FLER A
11 0.3520 | 22.1/23 0.0019 13/22 0.0047 14 0.0019 11 0.0028
12 0.3359 23/24 0.0180 13/23 0.0009 DYS393 12 0.0009
13 0.084 4 23/25 0.0104 13/24 0.0009 | F4=4H I F 13 0.0474
14 0.009 5 23/26 0.0019 14/15 0.0009 11 0.0038 14 0.4355
DYS391 24/25 0.0019 14/16 0.0057 12 0.5057 14.1 0.0009
FEEAR o E DYS456 14/17 0.0123 13 0.3140 15 0.276 1
6 0.0019 | F4=4H Lk 14/18 0.0323 14 0.1442 16 0.1224
9 0.0266 13 0.0275 14/19 0.0142 15 0.0313 17 0.0674
10 0.7334 14 0.1328 14/20 0.0057 16 0.0009 18 0.0199
11 0.2268 15 0.5351 14/21 0.0009 GATA_H4 18.3 0.0019
12 0.0104 16 0.184 1 14/22 0.0009 | F4=AR B 19 0.0104
13 0.0009 17 0.1082 15/16 0.0133 10 0.0531 20 0.0038
DYS622 18 0.0114 15/16/21 0.0009 11 0.2932 21 0.0047
FA AR S 19 0.0009 15/17 0.0076 12 0.5617 21.1 0.0009
15 0.0009 DYS481 15/18 0.0180 13 0.0835 22 0.0019
16 0.0085 | FhH i 15/19 0.0152 14 0.0076 13/14 0.0009
17 0.2865 19 0.003 8 15/20 0.0028 16 0.0009 DYS520
17.2 0.0009 20 0.004 7 15/21 0.0047 DY S439 FA A IR F
18 0.2818 21 0.0228 15/22 0.0019 | 4K R IR F 21 0.0123
18.2 0.0019 22 0.1233 15/23 0.0009 9 0.0019 22 0.5076
18.3 0.0009 23 0.3093 16/17 0.0019 10 0.0342 23 0.2979
19 0.2306 24 0.206 8 16/18 0.0009 11 0.3577 24 0.0835
20 0.1357 25 0.1973 16/19 0.0047 12 0.4231 25 0.0313
21 0.0380 26 0.0721 16/20 0.0009 13 0.1518 26 0.0512
22 0.0104 27 0.0370 16/21 0.0009 14 0.0304 27 0.0095
24 0.0019 28 0.0076 17/18 0.0038 15 0.0009 28 0.0066
25 0.0019 29 0.0142 18/19 0.0009
31 0.0009 18/20 0.0009
F2301 Y-STREBEEEFENESEAREFH CD & (n=1005)
E-<p:s GD 14 AR 2 GD 14 AR g GD 14
DYS392 0.6680 DY S622 0.7660 DY S439 0.668 5
DYS389 1 0.5523 DYS587 0.7386 DYS635 0.769 4
DY S447 0.8070 DYS385a/b 0.9523 DY S444 0.7399
DYS38911 0.7429 DY S481 0.8008 DY S448 0.7284
DYS438 0.4493 DY S437 0.4987 DYS549 0.5730
DYS527a/b 0.9333 DY S390 0.6765 DYS443 0.7534
DYS522 0.7153 DY S460 0.6553 DYS557 0.7125
DYS391 0.4103 DYS643 0.6244 DYS520 0.6433
DY S456 0.6502 DYS393 0.6245
DYSI19 0.6775 GATA_H4 0.5893

22 ENERART

1008 XF A FHEA 30 4~ Y-STR ik A s 43 4 v 3
il 1) 30 269 Yk 45 A3 R 19 35t 1% 4% 3, FLrP AE 26 4>
FEIH AR AL B 74 RS B SRAEAR 2.4x107,
95% CI H(1.9x107,3.1x107) , H: i 28 78 R i i J
DYS557,°h 5.0x10°,95% CI }(1.6x107,11.6x107),
RAF I AR K& DY S392 DY S438 DY S587 DY S460 .

DYS643 DYS635 F1 DYS443 4 1.0x107,95% CI N
(0,5.5x107), 1fii DYS19 .DYS437 DY S448 I DYS520
A AT R R e RS 4% DR 7y 52 28 1 100 L3R 3

RAFIEYS N 71 XA F, Hor 68 X RASANAE 1 4
FEEE I, 3 X AR R B R AR 2 AR A L, R
Y 74 WS | — 2059878 73 IR (98.6% ) , P25 9712
1 % (1.4%) , 4 GATA_H4 W 14 278 1y 12, 8728 N4
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A7 5 DR 18 i A2 B B 50 YR (67.6%) , /b T A B
B24 R (32.4%) , KA G T 2 A K A [R] g
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AL T RABFEAR GG DR AR &8 41 D
Qeufk STR Mg B #IN N AT R

&3 304 Y-STR EEEAFENKESEANBFHHRERFR

AR %gg;“ % % R 2 *z:if‘ éfffj FEE BEEE EEEN0Y) 95% CI(107)
DYS392 1008 1 1 0 1 0 10 0.55
DYS3s9l 1008 2 | 1 2 0 2.0 02.7.2
DYS447 1008 4 3 ! 4 0 4.0 1.1,10.1
pYs3soll 1008 3 | 2 3 0 3.0 0.6.8.7
DYS438 1008 1 1 0 1 0 1.0 0.55
DYSS27alb 2036 8 3 5 8 0 3.9 17,77
DYS522 1008 3 3 0 3 0 3.0 0.6.8.7
DYS391 1008 4 3 1 4 0 4.0 1.1,10.1
DYS456 1008 5 3 2 5 0 44 14,106
DYSI9 1008 0 0 0 0 0 0 0.37
DYS622 1008 3 2 1 3 0 3.0 0.6.7.8
DYS587 1008 1 1 0 1 0 1.0 0.55
DYS385a/h 2027 7 6 ! 7 0 35 14,7.1
DYS481 1008 3 3 0 3 0 3.0 0.6.8.7
DYS437 1008 0 0 0 0 0 0 0.37
DYS390 1008 4 4 0 4 0 4.0 1.1,10.1
DYS460 1008 1 1 0 1 0 1.0 0.55
DYS643 1008 1 1 0 1 0 1.0 0.55
DYS393 1008 2 2 0 2 0 2.0 02.72
GATA_H4 1008 4 1 3 3 1 40 1.1,10.1
DYS439 1008 4 3 1 4 0 4.0 1.1,10.1
DYS635 1008 1 1 0 ! 0 1.0 0.55
DY S444 1008 2 0 2 2 0 2.0 02.72
DYS448 1008 0 0 0 0 0 0 0.37
DYS549 1007 4 3 1 4 0 4.0 1.1,10.1
DYS443 1008 ! 0 1 1 0 1.0 0.55
DYS557 1007 5 3 2 5 0 5.0 1.6.11.6
DYS520 1008 0 0 0 0 0 0 0.3.7
23t 30269 74 50 2 73 1 24 19.3.1

3 F RAZFER A LR EG R REE TR 5 A ES%

DNA £ ARTE B g 27 v a] DUR 2] HE A 50 41
S EIAE T o AR T G g 1A STR A, Y-STR &K
JAE BALAE AR AR AR TEU O T A TR0 D BAIG , AS R AR by o
— AR T B, HORER B B E S, HE Y-
STR A e 52 A2 R st A%, ] — A R AR B AT A [] 43 714
()47 1 (A5 HGE TR A0 R AR i B N | 3l ad 1 R
Y-STR %4k % nT LIHEA R — X Z LR deEE N, B
HI AT Al Ak Y=STR X7 & £ 24 Yfiler Yfiler Plus £l
PowerPlex Y23 4,4 % 5 A 86 550 ie 43 3 o 17 .27 FiI
23 4>, H# Yfiler Plus PowerPlex Y23 ikF| &M & T
3~T7 A PR 58 A LR | ok BB PRk 58 AR (1) Y -STR %
PR RS A R 0 3 5 AR A A2 7 1 5 o X R (R
BTy 6] — A0 2 A BRAS ) A A 2 T DL, Bl

KFR BRI EE R HERR AR T 5 R 48 2ok
B . AWFTE 30 4 Y-STR H&[H J3E b | 848 R i i
5 5.0x10° (DY S557) , A A7 1 58 A8 BE A g, - 34
RAFF N 2.4x107,95% CI M (1.9x107,3.1x107) , £
HE 1 42 391 46 A Y-STR K[R8 (1) 5 745 2R 7 [l [ -
¥k 4.1x107,95% CI K (3.6x107,4.7x107) 12 4b,
SR B B RE B R AR TR K
AW G O

AWESE 30 4 Y-STR & PR e &6 0 4 & i HD {&
4 0.999955,DC {H K 0.978 109, &= T Yfiler 37 £
17 A~ Y=STR %E[H A (HD {61 DC {E53 514 0.999 268
F10.909 08, T A7 I T4 Bl HILAN A DX 53 Ik 5 (H /N T
46 4~ Y-STR FE[H )& (HD {E A1 DC {43 %14 0.999 98
F10.998 3)01 HF P B T B EEECH D LN B S



-416-

46 1~ Y-STR P e i 2 A7 v RO 58 A8 SE AR AT K
P2 Y—-STR HE A e 7 i K0 2L AN T2 238 1E Y
T R 32 T i e A PR S Y A PR TR A BT B
280k,
B 9 HD M DC R E A 5 s BE AL A X
I3 I AHJE T STR 2878 | AN [A) 1 B A% AU 5 1 Z R
HRATAFEMRL R, DC A% T HERR % (PE) .
ABFFE A5 7 ZHAE R KRBT, 30 > Y-STR Ak [H] i 52
B A FR T A DR AR B A B ) 3 A% 22 25
BARMI R R M T 2B S RARNLER TER
F AR b AT BB PR 7R B DC YRR T 98> T 1R
— G % IO PR PR T R DR e 3t ol R R A KU
L LTI  ABIESE 30 4> Y-STR ER 45 45 473
T 28 G b DU B 1 AR R 12 B2 BT S Y-STR
Bl R I
S H 3k
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