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SRTIAF R, TR R E A TR d BARIUEAB A E SR Y-SNPI12E, HiEk RA%E
R & B4 RS (polymerase chain reaction, PCR) Fo 2k it 4 Bl i S AR B/ ¥ 3 — % 47 B 18] i 3% (matrix—assisted
laser desorption/ionization time—of—flight mass spectrometry , MALDI-TOF-MS )3 R 2f /5 4k 3 X 202 % X%
BT FENMRFEAITTIANY-SNPAZ S 65 5 A A S AR M ERLR S 4E M (gene diversity,GD) . AR
% ## 1 (haplotype diversity, HD )14, 7] Hﬂ'%’é\'ﬁﬁﬁﬂﬁfmﬁﬁﬁl 0 BB TRk i E N Tk A fefe R iRk
AR Y-SNP 1% & R AEFAEMNGTIAMEE P, HOT ML E LT/ EFHABTTE S SRS,
GD1E £ 0.0100~0.502 2, *F 12 & & (0.2<GD<0.3) 494 5 A 22 A, & E A2 & & (GD=0.3) 49145 5 A 254,
Rl BfiE A T ook e dy Ao d RIGRBEAR B AL B 26 . BRIR Y-SNP A2 8 A R A MR IR A F A
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Polymorphism and Forensic Application Value of 71 Y-SNP Loci in Han Popula-
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Abstract: Objective To analyze the polymorphism of 71 SNP loci on Y chromosome in Han popula-
tion of Northwest China, to assess its forensic application value, and to screen out Y-SNP loci for fo-
rensic examination of Han population in East, South, and Northwest China based on the integration of
previous research results. Methods Multiplex polymerase chain reaction (PCR) and matrix—assisted la-
ser desorption/ionization time—of-flight mass spectrometry (MALDI-TOF-MS) were performed on 71
Y-SNP loci of 202 unrelated Han male individuals in Northwest China. Gene diversity (GD) and hap-
lotype diversity (HD) values were calculated, and then Y-SNP loci of Han population in East, South,
and Northwest China were screened with the combination of data from previous research. Results
Among the detected 71 loci, 67 loci were polymorphic in the Northwest Han male population, with
GD values 0.0100-0.5022. There were 22 and 25 loci with a moderate (0.2<GD<0.3) and high (GD=
0.3) amount of genetic information, respectively. There were 26 loci for the Han communities in
Northwest, South, and East China. Conclusion Y-SNP loci are potential in paternity testing and indi-
vidual identification, as well as the judgement of population distribution and migration.

Keywords: forensic genetics; Y chromosome; polymorphism, single nucleotide; allele frequency; Han
nationality
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PR IR 2 M (single nucleotide polymorphism,
SNP) & 48 7 5L P 240 /K P b iy B A% R A2 5 5 R Y
DNA FP3 Z2 351k , 2 NS AT i 548 e vh d i DL — b
AT 2R 2 SR 90% LA . SNP HAT 8748 A% |
AR AL R G RSN AT M AT T
B ARG A A T e el i 1 8l A o3 RS 25 e

Y G (0K 55 R AT B G AR BR AR R A TR
AR A5 U ] — A2 22 1 93 P 5 A4 B AT R ] Y B A R
AT LA O 48 75 AN [R] AR BB IR LI 0k MOR Gok &R
8o Y B fk b SNP A g (Y=SNP) 23 BLAG I J5 v 7Y
S, T LA B BAT 19 Y-STR K4 & |t Bh k17 5
MES AT B2 E o ASWT TR ] 22 T PCR HR 5 2 5t 4 D)
PO A W/ B — AT IR [R5 (matrix—assisted laser
desorption/ionization time—of—flight mass spectrometry,
MALDI-TOF-MS ) £ AR X P4 AL DU AME 71 4> Y-SNP
B AT Z 25V A 455 B AT 5 S i 12 [
i 3d T P AL AR R AR AR DUR BRI G 6, B TEA
T R 2 O A L A B 8l

1 MRSk

1.1 #AR
TE IV [R) 3 RN R A4 P b o 58 DX V0% 55 1k
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TERAA A 202 453, 3 HEAS L 200 pLl
1.2 EEAFFLER

DNA 335 & QIAamp DNA Blood Mini SEW |
& (T8 Qiagen A 7l ) , HE[H 435 R 45 Complete iPLEX®
Gold Genotyping Reagent Sets(96 Format, 3 & Agena
22 71),9700 B PCRAX (3£ [H AB A 7] ) ,MassARRAY®
TRAT IR A 53 X MassARRAY ® 44 T 45 B {X RS1000
(2% [ Agena /A 7] ) , MassARRAY Typer 4.0 %4 (3£
[E Agena A H]) o
1.3 i R RYIEEE L R 51 4i& it

WL Y Yo ik R Hapmap B8 22 55 [ [ 57
H W4 R AF S H 0 (National Center for Biotechnology
Information , NCBI) %5 #f FEP'E 176 2 , 45 & (3 < SNP
Gy 55 1% HIRLAE ) (SF/Z JD0105003—2015) i) 25K
PN G SR R NI T L N AUNG £ 5 L= S AN G ]
71 4~ SNP £ 15, H Agena Bioscience /A F] ) 7E £k T
R T PCR 47 48 1 51 ) 0 BA i ks S i 52 7 )
GIE7/ 8

MR A AL =2 (] 1% B 25 T3 4 5 | ) 22 (] 1) AH
BT WL W2 W3E SRR (D
HEATAEIN, PCR 973 1 19 /N 80~120 bp , Hfif 5 FiE
7= My R RS 73 i O 4 429~8 710,

R13INEGTEERAEEH Y-SNP{L &

" &

i &,

W1 rs13447361 .rs52812045 .rs2075181 .SRY8299 .M 134 .rs9786247 .rs2267801 .rs9786707 .rs3848982 .
rs4589047 \M119 1517250121 , rs16980426 . rs3906 . rs16980363 . 1s2032650 . rs3898 . 1s17269816 |
rs17269928 .rs2032674 .rs16980601 .rs9786502 .rs2032665 .rs2032652 P31 .rs16981340.rs17269396 |
rs9306841 . M117.rs17276358 .rs17276338 .rs3900

w2 152032678 | rs11575897 . rs9786479 . 1s9786401 . 152075640 | rs16980391 | rs17316592 | rs9341278 |
rs17276345 .rs2032602 .rs16980396 .rs11096432 .rs17316543 . rs17842387 . rs2032624 . rs35284970 .
rs17323322 .rs9785908 .M 148 .rs16981290 ,rs9306848 .rs917759 .rs17316007 .rs7067458 .rs9786095 .
rs13447354 .rs16980641 .1rs2032645 .rs9786394 .rs11096433 .rs16980610

W3 M122 12196155 .1s17174528 \1s2032631 13853054 .1s9306845 M111 .rs17276777

1.4 PCR¥ 1GFA =441k

FH QIAamp DNA Blood Mini i 7] & #F 17 DNA
4. YRR A5 wL, % 10<PCR & 1 0.5 wL
25 mmol/L. MgCl, 0.4 wL . PCR 5| #1184 # 0.5 pL,
25 mmol/L. ANTPIR4 1 0.1 wL.5 U/wL. PCR#§0.1 pL.
4fi K 1.4 pL B A DNA % 2 pL. PCR &3 2 4%
95°C 2min;95°C 305,56 °C 30s,72°C 605,454
PE¥572°C 5min, PCRY LA G, A 1.7 U/pL
IR B M W% B2 B (shrimp alkaline phosphatase , SAP)
0.30 wL . SAP 2% #h ik 0.17 WL F#E 21 K 1.53 wL, #%&
WS HEAT ) 28 :37 °C 40 min, 85 °C 5 min.,
1.5 AR E e R [,

FE Al AL J5 1 77 9 o A 10XiPLEX ® 22 i g

0.20 L, LG FE A 1 5| TR & 7 0.94 WL 10XiPLEX®
R A Y 020 pL | iPLEX ® i 0.04 wL . #8 4l /k
0.62 pL, 4% T 9 J A0 47 PR L SE A 2 )0 : 94 °C 55
52°C 55,80°C 55,5 /MG ;40 K KAGH .
1.6 F=4taiml

F: 225 SCHR[ 7|7 B9 5 26 = i I, 8 FH Mass-
ARRAY®Z4 71 5 AEAL RS1000 K5 52 7 77 4 1R 22085 A
b O RE R I AE 8~12 nL) B 5 RE 52 58 (1088 A A
MassARRAY® &A1 [B] B A 254 7 B i 4G , FH Mass-
ARRAY Typer 4.0 5 {44 F 5 BIgh 5
1.7 GitZEa R

FH B B0 1545 Y-SNP 57 o5 76 76 JL 5U%E G
O 5P N b i S A7 L R LR Z AR (gene di-
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versity , GD) i1 H A

GD=[n(1-2/))(n-1), (1)

K, n AR L5 i A5 ALK K Y 43 A
B AR R Z R P (haplotype  diversity , HD) ™34
YNV

HD=[n(1-X P/ (n-1), (2)

X, n Sy BAERYE, PR AR S RS AL AR
JH Arlequin v3.5 #RAFPH A AL R A FLE A PAA
AT RER AL 2 LA o FL O TR 23 Ak I 35t 4% FE 5
(¥ — B i 507 25 , WRIGHT &1L : ., 0~0.05 , B 4

K2 ALINETEEMEAEE T Y-SNP AL EMEAERTZEMGCDE
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6] 35 1% 43 Ak AT LA 2% 1 5 F. ol 0.05~0.15 , BEAA ] 77 78
Fp SRR BE A 8L 204K s FL R 0.15~0.25 , BEAR ] 38t 15 43
T3 K5 Fa>0.25 , MR ] 45 AR K i 845 404k

2 45 B

2.1 PaAbIURBHAE Y-SNP i 5 B 7247

Zead SERG MG A R P AL X PUBR TE L BHEA
BE 71 A Y-SNP o7 s 114 55 o7 J PR 330 2 50048 F GD B,
H 67 LS AEVE AL DR AN RE T 2 281 T
%2,

(n=202)
15,8, F13 AR ES GD /& 15 %, AR ES GD1&

M111 TT/- 0.9851/0.0149 0.0296 [ 1s2032624 A/C 0.9801/0.0199 0.0392
M117 ATCT/-  0.8756/0.124 4 0.2189 152032631 G/A 0.8557/0.1443 0.2482
M119 A/C 0.8507/0.1493 0.2552 [ 152032645 A/G 1.0000/0.0000 0.0000
M122 T/C 0.5432/0.4577 0.4989 152032650 C/T 0.9900/0.0100 0.0198
M134 G/- 0.8010/0.199 0 0.3204 [ rs2032652 T/C 0.8657/0.1343 0.2337
M148 Al- 1.000 0/0.000 0 0.0000 [ rs2032665 C/T 0.9286/0.0714 0.1333
P31 T/C 0.9701/0.0299 0.0582 | 152032674 C/T 0.7811/0.2189 0.3437
1511096432  C/T 0.7562/0.243 8 0.3705 152032678 —/TTCTC 0.8607/0.1393 0.2410
1511096433  C/T 0.9104/0.089 6 0.1639 152075181 C/T 0.8458/0.1542 0.2622
1511575897  T/C 0.005 0/0.995 0 0.0100 [ rs2075640 AIG 0.9005/0.0995 0.1801
1513447354 G/A 0.9104/0.089 6 0.1639 152196155 G/A 0.6965/0.3035 0.4249
1513447361  G/C 0.5721/0.4279 04920 [ rs2267801 T/C 0.7612/0.2388 0.3654
1516980363  G/C 0.7711/0.2289 0.3547 1535284970 C/T 0.8856/0.1144 0.2037
1516980391  A/G 0.8706/0.129 4 0.2264 [ 1s3848982 G/A 0.9801/0.0199 0.0392
1516980396  T/C 0.8557/0.1443 0.2482 [ rs3853054 A/C 0.8010/0.1990 0.3204
1516980426  G/T 0.8010/0.199 0 0.3204 [ rs3898 C/G 0.9900/0.0100 0.0198
1516980601  G/A 0.7413/0.2587 0.3855 153900 G/C 0.8507/0.1493 0.2552
1516980610  A/G 0.7662/0.233 8 0.360 1 153906 GG/TTGTACAGAGA 0.9900/0.0100 0.01938
1516980641  G/A 0.7811/0.2189 0.3437 154589047 T/A 0.8458/0.1542 0.2622
1516981290  A/C 0.7612/0.238 8 0.3654 [ rs52812045 C/T 0.8458/0.1542 0.2622
1516981340  T/C 0.8905/0.109 5 0.1959 157067458 A/G 0.8788/0.1212 0.2141
1517174528  T/G 0.8507/0.149 3 0.2552 | 15917759 A/C 0.7463/0.2537 0.3806
1517250121 T/C 0.8557/0.1443 0.2482 [ 159306841 C/G 1.0000/0.0000 0.0000
1517269396  G/A 0.7442/0.255 8 0.3826 [ 159306845 A/G 0.8408/0.1592 0.269 1
1517269816  C/T 0.5323/0.4977 0.5004 [ rs9306848 C/A 0.8507/0.1493 0.2552
1517269928  A/G 0.5473/0.4527 0.4980 [ rs9341278 G/A 0.9950/0.0050 0.0100
1517286338  G/T 0.7114/0.288 6 04126 [ rs9785908 G/T 0.8657/0.1343 0.2337
1517276345  C/G 0.9353/0.064 7 0.1216 | rs9786095 C/T 0.8905/0.1095 0.1959
1517276358  G/T 0.5124/0.4879 0.5022 [ rs9786247 G/A 0.8955/0.1045 0.1881
1517276777 G/A 0.8706/0.129 4 0.2264 [ 159786394 AlG 0.7647/0.2353 0.3617
1517316007  A/G 0.8010/0.199 0 0.3204 | rs9786401 C/G 0.9055/0.0945 0.1720
1517316543 G/C 0.7612/0.238 8 0.3654 | 139786479 T/G 0.975 1/0.0249 0.048 8
1517316592  G/T 0.5522/0.447 8 04970 [ 159786502 T/C 0.8408/0.1592 0.2691
1517323322 T/C 0.746 3/0.2537 0.3806 [ rs9786707 C/T 0.8657/0.1343 0.2337
1517842387  A/G 0.8706/0.129 4 0.2264 SRY8299 C/A 1.0000/0.0000 0.0000
152032602 T/C 0.9801/0.0199 0.0392
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2 WoR , FEFTIEEE AL 2 R M148 152032645
rs9306841 . SRY8299 41, Ho 4 67 i sl #f B A £ &
P£,GD{H7E0.010 0(rs11575897 1 rs9341278)~0.502 2
(1s17276358) . " JE {5 B & (0.2<GD<0.3) B i 25 A
224~ (M117 . M119 .rs2032631 ,rs2032652 .1s2032678 .
rs2075181, 1s35284970. rs16980391. rs16980396 .
rs3900.1rs4589047 .rs52812045.rs7067458 .rs17174528.,
rs17250121 . rs9306845 | rs9306848 . rs9785908 .
1517276777 . 159786502 . 1s9786707 . 1517842387 ) , &5
{5 B (GD=0.3) i {7 o5 A 25 4 (M122 \M134 |
152032674 | 1511096432 | 12196155 | 1513447361
rs2267801 . rs16980363 . rs3853054 . rs16980426 .
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rs16980601 . rs16980610 . rs16980641 . rs16981290 .
1s917759 . 1s17269396 . rs17269816 . rs17269928 .
1s17286338 | 1517276358 . rs9786394 . rs17316007 .
rs17316543 .rs17316592 .rs17323322) .

fdi 1] Arlequin v3.5 GE3H 54453 #7171 1~ Y-SNP i
MU RS AY R I A BRI 170 Rl A AL, H Hhogi
KA I 4 0.034 8(7/202) , 4R e ik 19 H A 0.005 0
(1/202) . Zit% ,HD 4 0.9930.
2.2 XK LTI R AL

SEA AT LR 45 R, Arlequin v3.5 B
THE FAE R PAE , WHAEZR (487 FIVE A6 DU T 56 55 1k
T B A5 A 5 R A AT EE X S0 BT (6 3) o

R3 TN Y-SNPRLREER EFMALNEEXEEABFNENERSHES

" e A-H o e 2 o i)

F A& P1a FA& P& FAA P&
MI111 0.004 3 1.0000 0.0027 0.5405 0.0155 0.5159
M117 0.004 2 0.7667 0.0207 0.0264 0.0419 0.0124
M119 0.004 3 1.0000 0.0037 0.6828 0.0422 0.7836
M122 0.0067 0.1385 0.0002 0.3169 0.0235 0.0156
M134 0.001 1 0.4051 0.0108 0.0762 0.0330 0.0119
M148 0.0000 1.0000 0.0000 1.0000 0.0230 1.0000
P31 0.0412 0.0028 0.0015 0.4467 0.004 5 0.000 2
rs11096432 0.0018 0.4769 0.0097 0.0920 0.0266 0.0161
rs11096433 0.0107 0.0905 0.0037 0.6823 0.0234 0.0353
rs11575897 0.004 9 1.0000 0.0032 0.6198 0.0257 1.0000
rs13447354 0.0063 0.1566 0.0049 1.0000 0.0157 0.1573
rs13447361 0.0154 0.047 3 0.003 1 0.5491 0.0220 0.0121
rs16980363 0.014 1 0.0625 0.0129 0.068 3 0.0305 0.0003
rs16980391 0.0047 0.8812 0.0049 0.1889 0.0032 0.1436
rs16980396 0.0029 0.6469 0.0049 0.1871 0.008 5 0.0637
rs16980426 0.0027 0.2386 0.0129 0.065 8 0.0009 0.0027
rs16980601 0.0014 0.288 8 0.0149 0.047 2 0.0296 0.0021
rs16980610 0.0040 0.7230 0.0144 0.0253 0.0143 0.0091
rs16980641 0.0056 0.1612 0.004 2 0.1095 0.003 4 0.0025
rs16981290 0.0018 04717 0.0078 0.1170 0.2450 0.0239
rs16981340 0.003 5 0.605 1 0.0014 0.4701 0.0079 0.1974
rs17174528 0.0029 0.5682 0.0134 0.064 7 0.004 3 0.0157
rs17250121 0.0029 0.5626 0.0108 0.0924 0.0149 0.024 1
rs17269396 0.4800 0.0937 0.340 2 0.0000 0.0923 0.0000
rs17269816 0.006 6 0.1615 0.003 6 0.6206 0.0301 0.0584
rs17269928 0.0039 0.1992 0.0001 0.3170 0.0506 0.028 4
rs17276338 0.0612 0.0003 0.0004 0.3383 0.0173 0.009 2
rs17276345 0.0146 0.0613 0.0049 0.1874 0.696 0 0.7011
rs17276358 0.0022 0.5462 0.0008 0.3715 0.056 6 0.1356
rs17276777 0.0007 0.4847 0.0147 0.4017 0.646 6 1.0000
rs17316007 0.0126 0.0628 0.0019 0.4497 0.0016 0.0115
rs17316543 0.0134 0.0596 0.0049 1.0000 0.0027 0.0592
rs17316592 0.0049 0.9204 0.0040 0.689 1 0.1439 0.6118
rs17323322 0.0204 0.0267 0.004 8 0.8910 0.059 6 0.0174
rs17842387 0.004 3 0.7624 0.0030 0.2459 0.0067 0.1407




Bl AR A 20194 201 HE35E 1M .27 .
gR3
g HR-B A & H-d 7 Je— 4
- F.AL PiL F.AL P F A P&

152032602 0.0049 0.6944 0.0043 1.0000 0.0043 1.0000
152032624 0.0151 0.059 1 0.0000 1.0000 0.0149 0.1238
152032631 0.0594 0.0002 0.001 4 0.3807 0.0923 0.0000
152032645 0.0048 0.4980 0.0095 0.1019 0.0301 0.0150
152032650 0.0127 0.1053 0.0098 0.0959 0.050 6 0.0012
152032652 0.0043 0.7697 0.0108 0.0912 0.0173 0.0462
152032665 0.5090 0.0000 0.116 6 0.0000 0.696 0 0.0000
152032674 0.0098 0.0943 0.0129 0.066 1 0.056 6 0.0005
152032678 0.596 0 0.0679 0.000 4 03131 0.646 6 04891
152075181 0.0047 0.8922 0.0042 0.1937 0.0016 0.3077
152075640 0.0023 0.5298 0.0049 0.1861 0.0027 0.6016
152196155 0.0539 0.000 6 0.0229 0.0217 0.1439 0.0000
152267801 0.0283 0.0138 0.0008 03060 0.0596 0.0001
1s35284970 0.0048 0.1745 0.0049 1.0000 0.0067 0.1659
153848982 0.0049 1.0000 0.0043 1.0000 0.0043 1.0000
153853054 0.0165 0.0419 0.0143 0.061 1 0.0703 0.0001
153898 0.0013 0.4480 0.0045 1.0000 0.0016 0.6857
153900 0.0019 0.468 4 0.0108 0.0918 0.0266 0.0161
rs3906 0.0018 0.6850 0.0043 1.0000 0.004.0 1.0000
154589047 0.0007 0.4492 0.0108 0.0908 0.0300 0.0114
1552812045 0.0049 1.0000 0.0772 0.0001 0.0796 0.0001
157067458 0.0267 0.0122 0.0385 0.0029 0.0039 0.7647
15917759 0.0002 0.3449 0.0097 0.0905 0.0313 0.008 1
159306841 0.0000 1.0000 0.0000 1.0000 0.0000 1.0000
159306845 0.0023 0.2884 0.0153 0.0539 0.044 1 0.0022
159306848 0.0006 0.3803 0.0030 0.2440 0.0183 0.0409
159341278 0.0040 0.1211 0.005 1 0.4420 0.027 4 0.0202
159785908 0.0043 0.767 4 0.0049 0.1892 0.0103 0.1047
159786095 0.004 6 0.8756 0.0030 0.2439 0.000 1 0.3945
159786247 0.004.0 0.7528 0.0083 0.1239 0.0024 0.2884
159786394 0.1156 0.0000 0.2318 0.0000 0.0268 0.0113
159786401 0.0005 0.3674 0.0049 1.0000 0.0009 0.3564
159786479 0.0043 0.748 4 0.0043 1.0000 0.0025 0.7243
159786502 0.0024 0.5125 0.0092 0.1026 0.0002 0.3920
159786707 0.0043 0.767 1 0.0108 0.0900 0.0173 0.0495
SRY8299 0.0000 1.0000 0.0000 1.0000 0.0000 1.0000

& AR E T P<0.05 3 F.>0.05
FIRAE R ARGV DUE TR IR A2 it L (P<0.05) .

WA 7L EAFE PR LA B A AR SR 23 RIRE=Z SN R HEE N AN ERN

ZI A AL AR P AR DL B A4 A S LR

e p Z 8] 1S LA AFAE PR LB 7 e
TG A, 430 1AL s FE AR AR 5 5 i
TG RE MR Y 22 S HAT BE 127 3 L (P<0.05) 8 > 4%,
TEAE AR 5 AR B DU BRI 22 S B Geit o7 L (P<
0.05) .36 /™ 5 7E 4 -5 VY L DUBRE (A 9 22 5 HAT

GG A S 4 SR S TR 5T U B AR R AR AR I
TR AR 1) 38 A5 2 B Y, 3l 3 PP GD A i i i 7E
VAL A R AR AR B ELA 85 {5 B i Y Y-SNP fi;
Mo it el R EVE AL AR R AR R 34 s A
T34 BLAT W P (B B9 Y=-SNP iz 5 24 26 1~ (6 4) .
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R4 HEEILERMERNEFEFEED . SEFRENLR

s ERTE EFRATHES ERTHEAE R AFiE A T/ e dfede A
BEAR 015 5, BEAK G 138, BRI 158, BEAR 09 1% 5

M117 vV VvV Vv \V
M119 Vv Vv vV \V
M122 VvV VvV VvV Vv
M134 VvV VvV VvV vV
P31 - Vv - -
1511096432 VvV vV VvV V
rs11096433 - Vv Vv -
113447354 Vv Vv Vv vV
1513447361 VvV VvV VvV Vv
1516980363 VvV - Vv -
1516980391 vV - VvV -
1516980396 Vv - Vv

1516980426 VvV - Vv -
1516980601 VvV Vv VvV vV
1516980610 VvV Vv VvV Vv
1516980641 VvV vV V V
1516981290 VvV Vv VvV \V
1516981340 - - - -
1517174528 Vv - Vv -
1s17250121 Vv - Vv -
1517269396 VvV VvV VvV \V
1517269816 VvV VvV VvV \V
1517269928 VvV VvV VvV vV
1517286338 VvV Vv Vv Vv
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