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FFRARIEATIREE, A SNP ke Rl 0 RS % .
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Abstract: With the enhancement of the suspect's counter-surveillance ability and the increase of the complexity of the samples,
forensic DNA phenotypic inference has been explored in the disciplinary applications, among which single nucleotide polymorphism
(SNP) has shown great potential for development in courtroom science by virtue of the advantages of its small fragment size and
multiple methods, which is expected to push courtroom science to a new height. However, due to the immaturity of related
technology and analysis methods, it needs a lot of experimental research to improve its accuracy to reach the standard of practical
application. The progress of SNP inferred phenotypes, the challenges and future prospects of SNPs in terms of pigmentation, height,
facial features, male pattern baldness, etc. are discussed in this paper, so as to provide references for the application of SNPs in
courtroom science.
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TFRELIR, DNA A3 B ABFIE R 2 A5 .
5% N D0 R B A% AT IR 2 25 (single nucleotide
polymorphism, SNP){ fi & & £ &, 40 iz,
TERIVFHE R HERT PR S T EZ/E . BB DNA
RAEWTE 2 B — R, B4/ MiEEA
T, TR S R AR L ZR, B
FPEAR G 5 AW e, HAH S FE o
AN TR B, ASCHNERRHIE . B TR
fIE . BYER & 4 77 T fRT iR SNP HEWT 2R AL A AH S5
PR R A PRS- T R

1 SNP 5 REVHERT I E AHLE

PARET R 22 A TR R AR S R ] R A
BB L Y 4 (1) A8 S BT 5 RS Y DNA TP 31 2 485 1
AN AL AR s W —F, (S Era A
LR 90% LA EP SNP Iz A7 AE T A IR 4
Hr, 2% 1000 bp FEAFAE—1> SNP, 7E AL
HHZUA 3 x 10°4>SNP, JE AZREEF A & i s
) DNA 2351

AN, B 5T & 138 & B SNP A L T A A4
(O3 14 5 Ben] /INT 100 bp,  BESES /BT 25 B WA ) A
YIREAS; Q)R , R A bk s sy
R, &eRE; GreRHBAE BIkHR B 15507
SER Ay ARG I ), AR, JF T L AE
BEFERIIHT s (AYRZE T AENAHEN, B BT
AT E 5 R 5 (5) AT THEWT A= Py b 3EAH S Je SR A E
FECH, PR, SNP A #3540 0 W 7E 1Y st A%
Frics

ANEFRAFHERREASN . B, 6. Bk,
RIS A . RAHEWT AR 8 T A AR RSB (5
B, XREASRIR ) R FAAE A TS, 5 DNA
FIUHEWT 2 T IL SR B R AR ) AR YR
AHPEHUY DNA, I/ INETERREE NG,
iR A B0 PRAR I SRR ., BB B
LRI 15t B2 DNA HE IR HHAL 2 B0 1 AR v TG
HERR AT SRR s, LR AIHEWT TR VL e TAET P A
WP R AR T 5%

2 SNPEWMRBEMBFAREFE

FET SNPHEWr R F 200 R 3800 (DS
FEAT : 3z P e 3 I A A PR H ARG R S PR 2 rh
[ SNP. (2)5 R OCIRAFSE . 3 i 4 FE PR 4 5Kk
B 5% (Genome-Wide Association Studies, GWAS)%
Geitorik, 4yHr SNP S5 REZ RIOCHE, A5k

FE R ZAHOCHY SNP, Q)AL AR AL . BE T
P PTAS, iz FHAS A A R TS A8 S X AR
o P 5 97 N S S B SPS MUY 5% NI = B 14
MFHEAR . Fg sl AR . TagMan #R517% . FE#E
FRINFEAR I T G2 blas 2= 2 ks,
SCRRTIRET R JURP AT TR 5 5k

1975 4 HE T HEL 111 KOGARG I :  F—4 i
BRI, ANCE 8 % 2 AH SR FEHE 7] 187 A0
AU, TEATAS DNA P4 AR AL TR AR 5500 [
. DAk R el SIS, PR AR
W #fE Bk R OBT o (AR —$E R, BT SRR AL
(nucleoside triphosphate, NTP)f[RIAE 7R 45 [H]
A AE R Ty 2k B A A ) AR B R (next-
generation sequencing, NGS)!HEL, #f DNA I FFH:
RN T s EE ], AR PR, A
FPEOARBA il A PRSI, Al
PEFR A R T HOAR, AT DA RIS E 2 A
T4 DNA 7 Ba AT, RREE S T SNP 4
BRI, EEWRFEENNTFHEA, 25,
hTIA R, B AR A A,
Pacific Biosciences F¥ & FJ L3I PR A, HAMHF
FRHAANA AR, FIHITCRE PCRY 1Y, X4
1 4 DNA - FHFA sl 7, g —204a e Tilw
FEEERERE , Z RV HAE R E 741 1) SNP Al B
B, (Bl FEEE SYORESH AR &, i &
AT, W, Complete Genomics #f i T
DNAZOKER S5 EIALRS S &, KRS 1T Iy
T IFREARIN T A, H BRI T A e R
Ao B oe #E 5L P 1 2 26 32 FH BB 00 o Rtk DA
Ab, Ton Torrent % A FH & T HUB AN AL # 4% K
THERATIN P S 062 R F5 >K . Oxford Nanopore
T I I A KA LR H R 3R ORI R G 2E T D e
WP X DNA Y 1S 75K 55, AWHES) T
A DNA I R AR At

AL PR ZH JCHRAF 5T I 43 B SNP 55 3R A0 22 ] K
HISCHET VR . GWAS Jd i FE BRI A (A A
PRIE A EEIN A, 34k 5 S I 5 AH G B SNP
BEE FEAS T SN AT ORI 320, GWAS EfS
R Z JA G #5 LIY SNP, X 2L SNP ] LAfif
FEE R Ll AR 01 SR GWAS 3l H REf#
B RAVAL L S, AAAE “ImAR 1B By In)
KA BHPE 5 5 . AE b al [, 22 5L PRRURS: BFAk
(polygenic risk score, PRS)H] DL xE & U AH % SNP
PEERI RN, LRV MR R BHE RUES:, 7Ef
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TR A — M E ], (HHBHOH T GWAS
Bl i R AR R s 0 Ak, Y
SNP HE W 2= B 1) 7 b A Fo 2R ftiAL{k (Mendelian
randomization, MR), & [H & 18 B0 R A 05 43
Brég

W& PR T, R AR N T
BleEfElr g m b HppLas 2= I e SL bR H rh R
RAf . AR I T SNP A7 s A R P ABL 7R ke
BRI RCEEMEN . 38 K 0 K 20 B s Fn R Al
Blls, Planse ) Bk RenS 2= > R 2% =R
KR HHWELERE AT G LR
MFIEREE 27 2] S5 A, LR 2 D iad vl LAXE
AR A T O AL NG E , PPAS RS /PR BE AN MERS
PE, SR IAE SEBR AT S

3 SNPHMREWARIHE

3.1 BRI

PP, A RRFEMRIR AL T17E 80% LI
b, ke ROMIRRESGQ, FERMaR
FRAE VIR AT 4028, JR45 6 2 01X 32 1 1] 15 55
Br s A% 1 R 2 A8 M 5 60 R A AR MR 00 S R
AT A R 0 A5 AR B Y 1R R 7E HrisPlex-s .
IrisPlex 2112131

FEMCM AR, BRFHMEECh 248, Xk kM
I RS G R HE DT A B T4/ MOTEE R . itl, AT
N GORW A8 SR AR RE TR IR A S, LA
Xof (o ZE TOO e : J 4x T . 2018 4F Hysi 551X}
I 300 000 44 BRI il 58 2 5 2 1) 4 5L R 20 SC AR 5%
BEAT Meta 37, Y8 T 1384 SNP ik, Hi A7
A~ SNP fos 2 OCHK, A | M REHGE R H L
1 1g32.1 DSTYK rs2369633, 2019 4F Peng 51 7E
VISAGET HISZHF , BIRAR T R TEHEE
1) GWAS 737, RILE BN A E 2 53k RS
RISE, W4 & B HIREE B AN BRI 5 DLTERR
PFEA UL, FT8 500 M ERINFEA [ IRAGE T 6
AN A G SNP A, P ELEE 1AL A .
2021 4F VisiGen HK B K 6 T — LT 19.5 7 44 B
NHIRRSEE 0 GWASTISY, I T 124 S A
HEH, HAALHE 50 AL (14 HIR A B (A D3
o FLARGR AR T R r HI IR 0 € A A 1Y 53%
(95% CI: 0.45 ~ 0.61) ", [F] 4F Kukla-Bartoszek
SEUTF 150 24 0% 22 A2 H AT T s B LI F AT
58, AT 27 AH GBI BE B (L SNP A 4. FEHT
fBETE R SNP A7 i 5 C AN Z AR OCAY 1141 SNP 15

H, B T 137 SNPALEL, T 849 M2 FEA
TN, Kukla-Bartoszek S5 7R FH A0 i A B =
I (Akaike information criterion, AIC). DIM-#i{E 5
fEN (Bayesian information criterion, BIC)F1LASSO
D7k AT AR IC BRI EE AL M A AR R I T
ARFIP2 JE Hh Y 152253104 37 s ik 7wt FI0 v 7
2022 4F Salvo ZE'*)fdi f] ForenSeq™ DNA Signature i
A FHIR ) B (Verogen) ¥4 T 24 /> HlrisPlex SNPs
SYHUERE, FEAEIRE ST A FH HrisPlex 4%
T HIEAT THREGFNSK A @ F, 458 &ML
(0.97)F1 & £5,(0.93) 3k A0 €5, LA S i £7,(0.85) Fil 5 €4,
(0.94) IR I (2 i) AUC THIPKE FEAR 5 .

S TR KER 3 N F BT M ) i 8, AR Ay
FHIE, B — P2 RIEER, WukdEHTrhEA
BEAO O RERHEHE BT 2R, X AT A5 [ REAR
BN, 202048, FRGEEEETT T HirisPlex AR A
Sk R B HE BT IA R A EDE KR & ARE R
M5 A5 HirisPlex X RO IR A AR A0 W (O FE (4
ML iR i Vi 455 80 3£ H AUC i 7] 35 0.876 F11 0.874.
20214F, #7555 T T 41-Plex SNP {4 2 HfE T
AR R AEH E P IS FHYERTSY, 5T
(ER IR B2k )R , TR R ) AUC
fH: Bk 0.831, HEKE 0.661, R 0.641,
BR-TRIRAR,.0.768.

AR, BEAE O R AR R R A A
WIR A R IITFL R, (AR TR AT S AR ik
WERI AT, FEAESEER I LAR o XA Bh Tk
BERFEATI N AT, 38 0] LI NG fL A5t
PEOCTIRAMIRER . A, SRR () 22 S P
FURFTIMANE, DA $t o AR YL AS ] b X o R
TR A R
32 55T

BEe— s e 2 R, P,
EN B L k21 80%, Hirh SNP A WL A
Kt F 2z —, WA G SR — Kk
MBS 2014 AR N R P IR 8 1 BF 5 (Genetic
Investigation of Anthropometric Traits, GIANT) /3
2, BEXT T 25 T RIS ) A R DR 2 ESH R R A T 4
FERZLRIBEITSE, 45 T 6974~ SNP AR A7 i, FF:
it B T R YN BE IR 36% AY SNP 5t 14 122, 2016 4F
Marouli = 70 7 Ni#E4T T GWAS, #4&T
83455 By i AH DGR IRAT G A% 0.1% ~ 4.8%)SNP
Pr, HEmmE A2 em (A0 IHH, STC2. AR Al
CRISPLD2A540), 20214FIsshikiZH*WE GWAS Y%L
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fili -, XJ 10 840 44 H ANMAMATZHETFor, K
By A e 1Y e 25 5 FLAPAE RE AU Hh B o B R
20224F, YENGO H1BAXT 540 T3 Ni#H4T45 4 Meta 43
B, B 112 11042 SNP AT, 43l T 7
209 NFERAE, IR B 21%. 1% B PR JHE (0, 7
T 100 774~ SNP AR 1 R L2581
SNP i5t % S FIAERR I i ZERFAA 271> 90% i) SNP it
B3, 2023 FFREPGITER 2= AHURE 2B S 2
GERYIIE P ORE T EARGE R 573 4 H AR AR 5 =54
K SNP i 5, FF 1578 44 E b 7 105 3B PR AR
HEFTORHRIRIE, 15847 07 80, XT B i i il
DIefr, 47 4~ SNP o7 5 1% BE AL AR RS R o i M e £
[R>=0.14 (95% CI: 0.04 ~ 0.24), MAE=4.87(95%
CI: 4.68 ~5.06)]. TESEEMERI A, JETA %
A 157 16 HY B4 139 4> SNP A7 A, K I ARA3 2588 %F
T 5 B 5 (=178 cm) iY T %R B 4 (AUC=0.68,
95% CI: 0.66 ~0.71); & %5 8] 5 4325 8% X T8 0%
B 5 (<165 cm) By TN AR i 4 (AUC=0.70,  95%
CI: 0.68 ~0.72),

S i TR E R N AT S . B
T R AT PR R R, FERER NG Sy
YU R BEAR S, ] DN BN S E
B R AT A48 K& /Y B 5 A ¢ SNP 37
S, (ELBRA 1 TS A 0 o i kO, AR
BN TR EIRAEPRIC AT, DOAEE miER
3.3 TEEMEHME

KLUk, WP MR EEIE— BRI AR RS (4 2%
WFFTRY AR, A ST R 4] AN R R4 TR A 4
IEH B RHE W LS BB TR R ER ., AK
MAA R 2 H 22, 2wt . BN R XA E
YERIRSZm . 53R, REBURFREAE R B %
T 60%, wtfL R 2 T LURRE 70% DAL T 2 75
T, WIRHEIER. B, 55, BB
AREECT IR ERIE A AT 2 EAFE — 4R TR MR 1Y
BAA LA KRG ERERAE A . M B AR S
FRIE GRS AL LS A2 HEP, A GWAS IRl L
e, ¥R ERIEASFHERIR AR TS AW, $
R T8 T BRI TAE B AT NS H0 5 a8t 1L S mli 1
N

2015 4 Adhikari Ok B ELPE . BA L AFHE
FEV . S8 PG RF ALY 5 062 Il MA RS T T — T 4
LR 2 LB ST (GWAS),  LLR A2 A H5
DAL ZA I, G50 ExR, 7TMEE XY
HAESRFANEREA/ NS . KBRS, B

F5E AT BAS R/NE) WA OGP, 4 NRRIE
Xk 5 AMRFLE A Z AL R DI A ¢, 1%
FERIFER TG KRR B 2% B & B ke G EH . 2018
4, Claes ZFPYEIT 2 300 44 K Z ik & it dT 17—
WOCT R GWAS 5T, 3L 1 38 B ARG
At o, Herp 15 AL S 7E 1700 4510 7 KRR
AR THEM, T 4458 SNP A . 7RI
/N 202 1 AR — T S b, R A S HT T
PR T 8 200 44 MR 37183 14 KFEA 4R, IF
A T 203 AN ARGy sAL A A, i 534
KA, AT 5HH A B BRI A X
X 352, 2019 4F Sero ZFPP1IE F £ AT 118 420 4~
SNP i 5, BIBRAFER/NT 18 % )5, XF7 150444k
VAT A, A T 2 232 AN RRAE R A O
() & 3% SNP 3 45 o [ 4F, Xiong P9I F £ 11
203 A [IFRARHAE 5 25 AH DG A% 6 5, X3 10 100 44
KR A2 1) 78 R IR AR T AR R ALHEAT T GWAS 43
Br, X SESRAY R L L ISR e =
A B R ER A SR 134 R HAR SRS
FFAE T3 AN L 7 900 44 B A FIEE R A 47 T
HEHL, BT 2440 WA AL, Hd 17
AHE . 2021 4F, Bonfante ZP7E 6 000 43 44 il
T IEM A PEAT T — I X A GWAS BIFSE, 4R
T 32BN EE AR OCHE, Hrh oM R
AIARTIEM . 20234F, LiZEPRA GWAS J5ixd #k
H M . SRR T 36U 14 921 BIANMABEST T 4
B, AT 161 5 HIESAHCRFE R A 05, Hf 8
LR BRI

2018 AFZ= A AL 5 715 B3 Sat 4 - SR 0
NRIR A ANHERYEE ST EDARV3TOA M— Z 41 R G501
BRAFE S BB R AB) H b & B, EDARV3
70A 5 8NP R E R RA . N EAPL 3
HIE A T3 B A (BRI IEG P<
0.05), #E— BRI T EDARV3T0A L L 301E &
HAEWRRIR G ARE PR HIE S A5 . 2019
A, Wu SEPSER R R A6 O DOB BRI AN AR, i 4
AN L5 A Sanger M FEA TS, SRAE 504515k
3D CT AR, XF 48 Fh i A i1 2 AU 74
WG B0 Mo WFIE IRt 4 4 38 R IX 3
(RGPD3, IGSF3, SLC28A3, USP40)5 fii i JE &%
B, Hi RGPD3 3 A rs62152530 47 4 5
B HKME % UM C; IGSF3 & A 1Y
rs647711 A7 w5 B T AN S AL TR FE AR OC
SLC28A3 K [ rs10868138 v 15 H & K . H-[a] fH Al
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B3G5 B ¢ ; USP40 3t A 1Y rs1048603 Fil
rs838543 17 mi HARLIRFLFE A OC . 2020 4F, X[
SEPLE 1 177 44 b B DUB AT ARG 17 A58
IR AU 136 IR LA IE g R, ST
38 15 R A 2B AR DG Y 125> SNP A s 40T
HCHE, fERET 3.89% iR 22 5+ . 2022 4%,
Zhang ZFHOEETF 6 968 AU K H: 2 706 151 42 il
BAZ ) 3D TR EMR AT T — 30K GWAS 5%,
KT 1664 AR A, Horpr 62 /M5
ZHRIAREI G NS R

ARSI L T 2 5 R IE S FRIEAH
KfR SNP, [HIX 46 SNP AN /NN, X e U
FHFERE AR, HAET, XEESNPIEAELIHT
REERLE N T ERIE AR 8T . Pk, 7528 M
MEREA BRI £ GWAS BT, LUBEH 2 HA
SEBRFIANE /NS SNP, - FE45 g ARk iy
& T ERIE S RHE 8T T H
34 BMRE

MEPER VR &, AR PR 93 AU T & (male pattern
baldness, MPB), J&J i WA HEF TR & B
AU, I FH DNAZE 530 % 5 0E # MPB RS Y
RE 1T REXTIAY T R AT B L. KAh, MPBAE
Tk 5 DNA FRAHM G SMEBERAE , FESLPREE
fRep, ATES A MAEYE . UE TR S T4 A 4
Br, FIRCR SRR SEE, I ia Ty s
A5 H . 20164F, Liu 2P E 4R IE A9 MPB AH G 7
R, X 2725 A EEFNf 24 B R T T AT, R
H 1243 RIS Y 254 SNP 3L R LY Logistic
AR, YRR AL 144> SNP I, F &
P MPB XU 5 HE B R 0.740 4 6 ~ 114
SNP {3 s Bif, A5 5 REAS DL AL 1 o 6 B (AUC=
0.69 ~ 0.71) T rh 2 4F AN B9 1E 5 MPBIRZ . Horp
55.8% IR 1 MPB it % B J8ek o] vh i Y (L fk SNP
fif R, 23.3% Al X 4Lt A SNP AR . 2020 47375 fEL
TR 2 I UL TA 1Y 624 4 5 MPB AH 56 (1) SNPs,
TEFR [ 684 4 RITR A NFFFEAS v 56 T 22 35 R RURS:
PEAR ST 2 [ T A 48 IR AR | SR A (R=
28.9%, AUC=0.82); AF#&X AR K (R=
22.9%, AUC=0.77), 456 R840 68 1~ SNPs
I AUCIAFI R (£ 0.89), Chen ZEPIB2 U R IE Y
AHIE SNP A A5, fEdRE 5.5 T A4BEE B Zh A T
1174~ SNP Tl R, T2k [ 85 A JEPR AL X
1174~ SNP 37 £, AT FHAS ) 04 D7 3 A6 0 [ A e
A FERFSE(UKBB)#E L 10 J7 4 H kb disr 7 MPB il

AR JRAER L 2.6 7745 UKBB H Y 3 PE it 47
TRAE. ARJTER AUCTHIG BIARDL . R A A&
40.725 ~ 0.728, TR A R 0.631 ~ 0.635, FREE
W& 4 0.598 ~ 0.602, JCMii k4 0.708 ~ 0.711; fij
“HESIE" W= I0sr 28 W AE g AAE RS S
AUC 7 0.690 ~0.711, ANIAFREITHGAS . 761
795 1 B2 MPB 54 (n=99 1) H JE 47 (1) 47 Z NI
BAEEN, EANGEAARELT, T tEa
Frét e, il & ST i & B9 AUC A 0.830,
Chen 25130 1 (14 7] T3 MPB [ SNP {37 25 35 £ 1% 44
AL EE ) VISAGE-ET-AA MPS T H.,
Jii & THAE AR 8 7E VISAGE B sizs

BB BB X MPB (W BF9E K 2163097 5127
I, FREBNTIR AL, BIRC A X AR
RTINS () A A, H HGE PR 22 R
FNBE, CEEREREPEPRW . & HTIREA
B MPB 12 SNP 37 A5 DL K3 T3k i k2 v
()TN ALAG i itE— 20 T R FRHIE

4 ZETHIRE S REERTTE

JRUE [ N MRS 2 e I 7 T AS B R ABF
58, TSNP RYRM T G IE 2R, hTA
(RN RN X ) i G T AR R 22 57, X Sl
FEANTRI Rl i TR R PT REAS i . PRI, R 2R
TSN [ RN s DX AR AR, DA A AR g
WP Ak, FRFE NS K6, RO SSE
2R, XS E A Z RGN R, i
ZEIFER R, Bk, T SNP R
WEBAEZMNER, AReEdEs i, R
& GWASHFR LI 11 2 5 FRAFACH SNP, (HX
U SNP AURE N AN, X AR SRR RE 1A
Fo PRI, o KRBk R I £ HA
LN SNP, SR el i U B AR FIHLAR 24 2
BAERWIEAS , (EIAG 1) i 7 Ak P vy A B PR
I Ze R R R BHAAE R PR M . 4 SNP (] 1 AH B
A FH RN 2 18 0 Al 4 P G 28 0k LA Bk 7 5 1 A5 80
7l

X BB Bt SNP 4 By 2% 0 (10 X A5 LT 2
B ()it RERA B A 55 i R B IX
7RI ) SNP 5 R SCHR A L B, o Tl AR 7Y
(OIS FA MR . () NIRBRRE A i A ML 45
RS, FEIEFT SNPHEWT RIS h, Ay
MRS R BT ZIEEN, AKAE . ATEK
T BUSERZER, LGk e 2 B TAy gl
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e B, IR AT DA i G R R A
PRRES), DT A SNP ARG R, 40
FIUTM HEFTER SN . (HIESEBRR Y, C
HORIEBER A, PO R 2 280 A P B A
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OB RN, AR I S B 17 0 A W gl kA
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SNP FR BT BE AL v (4 5 FH Al SR SE ™
W, AN SRR IR e B Br PR LA
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