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KRR T X YRR AERRICHHT BB 5ERE X et b STR S DR BE A RFAE RN 72
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B ARG PRICEES % T & LR R OIRIRE R, MO REISH 7T A
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B X Rt flebwic o Bt i % - L R

A X Bt A oy FH MR 3845 J7 3, 5 oAt S PR P BRI L , X ik B SRAN S
FANMACRU B AT BB AN (B, T4 ok Bom 32 2 A, T H 450 2

B X REHRA X RERREIRC

— X MR

IEH ARG & 23 X3t 46 SRgetafh, s 1 ~22 XA B LBt A, ko W e
{& (autosome ) ; 55 23 X Yu (A (A Hy PG 544 (sex chromosome ) . 7EIEF F ¥4 & — 2% X Y
6,4 (X chromosome ) f1—4% Y Y4 {a {4 (Y chromosome) , B} XY ; ZepEAMA A i 45 X Yefa ik, B
XX, FERCLEA A AT BEA 5 B 4 G R A, e XO (Ullrich — Turner 25 & 1E ) \ XXY
(Klinefelter ZESE) XXX XYY 45,

AN X Qe fh e —Arh A R/NR L 2R G A, B 2k DR e St A 5
B, AZE X Jefa k25K 2 DNA JP3I 2 F 2005 4F 3 A &4, B m it 99. 9% i3 P
o N2 X Jefafhi 154. OMb, 408 K2 1100 F A, V3% Mb ) DNA F5148& 7.1 4
BN HHAG AR, X P ik b a5 R 2 BRI

AR Lyon R, 7E L AMAIR G A & R, 2350k B ACURFIRER AP 4% X Jea il
BEPUE B — SR R0 B O ML R AU — R D RBMERY X Qe fl, XA AR X
Yefa A1) 2% 75 ( X — chromosome inactivation , XCI) , X 42 = 1E M09 X Yy A1 9 #) & Barr
/M Barr /MA B EERI R R K T LRI (R A X Y R ZE iR 4 i b SR 8247
7E , DNA HGil 25 SRATH SR REAS S B tH W 2% X e BARMIfE R o LA X T X Pk i R TET TR
Z PR G R BR H ARG BB R IT 80 F X 2R3 1.0 (X - inactivation centre, XIC) , 7% X
Ze 4K (inactive X chromosome, Xi ) J2& 1 FH EAL BT, 16 (545 58 1 L o M4k ) H 9 X -
HEBIEIA =Y i 77) B APM22 ( dosage compensation ) R .

— X R BEEEERID

X P fh s pRic R P O 8 Tk E AL, ) Gn£0 40 M 1 BY Xga FNET4H MU % G6PD
o A 19 4 80 FAAHIAFF G, X Yok /Y DNA & hric i Sepk K AN . SikE
DNA B AEFRICH & B AR, %F X e fafk | DNA BHEFRiC s 2 78—t
tric BR il i B B 22 285 5 R ( Restriction fragment length polymorphism , RFLP) (% — ({1
fhRiC 4 HR K B 5 (short tandem repeat, STR) 125 =i {5 10 B A% 1 B2 22 54 (single nu-
cleotide polymorphism, SNP) i #F58 #E#2, HAT, FE R H X ek STR (X chromosomal

o f o
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STR,X - STR) Al X 44ff{& SNP( X chromosomal SNP,X — SNP) #ff7H B 24K 56 .

(—)X - STR 4% 47T

STR JE [N A& 1% B DNA Sp#fr b iy R ALBnic, i 2 ~ 6bp B HE 52 54 Hp KRS i
J, AN TRl 2 6] o 52 SR 1) 8 S O [R) , MR 22 75 o STR ZE#E A AR 2 b oA |
Z P55 6 ~ 10kb B —1~,

X Jefi ik b STR HEPH % B 5 H AL S 0k EARY . 1991 4F Edwards %51 Jedfiil 1 #
A X YeafR B R , 535 HPRTB A1 ARA, g A2 X Be ik b i) fa Sl o 52 7 91 76 A28
&2 Rk B2 N FFRE T — 20T g2 . B2, BEJE OCF X — STR R A i) 09F 5 Fl
Ff 3k R 248 , E 3] 2003 411 Szibor SFHFFYE XF X - STR JFfe 7 KB MW, ks K B 11
% X - STR &R, Horh i TR EF KK E A S0 24 (TF I http://www. chrx = str. org/) .
X F X~ STR#912: B 2 I HIBIF 7t 28 i 52 31 A, S0BOR B 22 s i FH Tk BE# K 38 . HAT,
Y54z BR [ PR BE 15144 2% 4= ( International Society of Forensic Genetics) ) #E 77 & UL XT X — STR
B PR e R LS B R T A 44 L i 44 T i R e B 4

ARA JE IR A T N 26 55 MK 2 1A (androgen receptor ) &5 — &b i 5~ i) 4 13 X P4, A
[CAG], =HFRRER T, LR RN X - STR FL R 82—, 8 K4 1 H Tk B %
SE o B, ITHERMBITE BN ZEER N[ CAG ], EE 7Y H iR 2 RAE RS (polyglu-
tamine tract) , ARA {28758 5 Z Rl A JCHK , 61 L JH8 (T3 s L B 55 2 R e , DR ot
e,

STR Jik [A] J88 22 25 A ARSI B AR 2 B RL ) B B 22 5 HEAG T , A0 #5450 DNA 23X . PCR
P38 PCR W) MUK 73 B T B LA RHE R Ay YA BEAOB IR . FRTA T X — STR £ [H] 3
MBI AR R Z R 1 5% Yotk STR MHRIZEARCE G WA & B B IkE AR, BN
ST B W E RS, T2 X - STR B 59 10 BUAR M0 E Rk (PEILES — % X 3
fafk % STR BH ) .

(=)X - SNP i 4% 4742

BB R Z A (SNP) AR BRI 72 s (AR A DNA X5 1902 '8 b LR R
(78 5 IE U DNA J31) 222851 , 4248 50 B (4 e 8 ( transition ) A48 ( transversion ) , LA &
AL R AR A o Horh gD i — Fh A A BRI AR b AR AN T 1%

HEREEM Y Q@R SNP h ] fFE T X Bedk B AR 2005 4, B HESHY)
F R 2H 7 f# BUHE /5 ( Vertebrate Genome Annotation Database , http://vega. sanger. ac. uk/ Homo_
sapiens/ ) gt C R 1 £k 153146 Mk SNP #7ic, Tomas %5 2010 47 T 25 wAYX -
SNP S MR R, ZEHRI G T 21K 67 Mg X - SNP 4 HrA &R, ¥ BR H AR —E Rk E
SFN IR (PR DL SR =888 =97 X Jefafk | SNP ARid iy 8Y) .

i A—1 K (insertion/ deletion , InDel ) 2 25 P it — Bl RR R 1) — 56 (7 4 i A A i, SR 9
B A b A A BBk 2k AR R K/ DNA | BERTIE LR 2 8 . 2006 4F 5 H, Genome
Research%%i bR R T — M8 T AKILH 4 11 400000 £~ InDel F7ic i K X — TAEK
Kl T InDel 1E25 SR IS . FRiclER —RRR R A ) — S5 B Rt E i, B
A SNP HYHRFE, XEER R B BEZ B R #4708, 5 STR BRI AR G E, K
— i) SNP ELAT S5 fX) vk BE 2 I e, DRI 32 B AR Bk BR 2 B I G T . IR 2 bR
ICFEBEAEE T X Jefafk b, ) fn DXS10146 3 [H & A — 4~ 17bp (¥ InDel ( TTCTTTCT-

.2
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TCTTTCTTT/ - ) i 5 ; DXS10147 J K g W A5 —~ 3bp 1) InDel (AGA/ - ) fii i, HHYT, Al 3
AR A BE % ( http - //www. marshfieldclinic. org/mgs/) #E4T X 3t @ {& InDel #5ic AY2F i,
T4k | Freitas . Edelmann  Pereira ZE CUAHAE @7 T 22145 33 > X Je (R & B 4518 InDel £
MR R, s ARG B2 AT (PF ISR PO & X Bk ER InDel 4RiC) o

—T X RERXEEFFCHEEMER

SERAKY QORFZRLA DNA B2 R0 b, X 3 (AR A 18] 1 591 64 471
A2 X Qe iR e pric BA HoRR ) 4% 07 5

— X £ eEEkEERCHEERE

THMEST APPSR X Jeafk, B AR DA 5% X Qalk, Hit, ot —xf X 3
ARTEIRF () A A R, AT DIAROH Y (R TIRRE R AR A i EE 21, (HRAE B MM AR A UK
Ty X YR Y YA RERE B S FIE 2 . X e (R iR Y 3 6 A i 4R AL
R Y40 A 2. TMb F1 330kb f) L & 4t f8 44 [X. ( pseudoautosomal region, PAR) , 43 HI| FR Ay
PARI #1 PAR2, J& W& (1751 HA R I, R AR T X Qe fn Y 3 (o fA, i 46 Xl i)
SR LIEE W A T B M tErb . 70K BEAN AR BOKS Bk B b, X iR AR 7
PR SER DL X et pA % g i) 7 st A%, B X B (04434 8155t % (X chromosomal linked inherit-
ance) o BEEADEE A% X Yeafk by SE (7 5L R B AL it % 25 it i L 73 L, A% X e 8
T F AR RE ) R BB a2 L. PRk, JLF 0 X Je kB — ok B BEE, 2oL
X Jefafk— KRR ALK, ~FKRABE(E1-1), R1-1328THIPEEZLRD X R
[ERES UYL A Y SK ST R

XY XX
XY XY XX XX

B1-1 XReEEgiREagEs
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®1-1 REXEHR X RBEEBEEIRCHEREBLENR

KA R (S BB
BE—24 L 50%
BE—ILF 100%
WHE—ILT 0
FE—LIL 100%

HE—h2

100%




F—F XREEEEIRICS RS EFEM

gk
KA ik s BB

HE—F

S R—A N

25%

MFE T =1 Al UL, BESEFLF 302 JLZ A1 X et A8t A% b 1 1) 3 A% R S oL e £
& BE R FEAALE P OARIVERT; 5 — T, 78— SRR R B 4, B an A (B ) BRan i 1%
SE FIHABIE Z R4 0 R, X Pt iR EARiC MPE LT detaiifn Y Jefafk, AT
FERO N FANME, R R ZE LA R e X Rl fehrnic & F B

1AL EAL LZ R 6 R4 (U H R R R B AN B SR B ) SR X efafk —E &
B )L, KLY ek i, JEw E0.

2. [AAC[A] (57 ) A (R AR K G 2R 1) 5 4 « AT i () A [R] B 1 4 ) B L 4k 5k [+) A8 S B 4 [
QR A1 HA MR AC TR X Yt fA, 25 W N 6] ¥ A5 A R) A S 3 R, HEBR 22 AR O 00 , T %
HEBR AR R AT AE o AR YLt fA STR ARG ) JC 1 1 00 - AT HERS 1

3. MM B G R Y E  FERT R B B — PN A & R AT % 8 i ARSE A BE RPN B X -
STR PR J3E £49 17 A — 1A [ A S5 (57 5 DR st A5 R , T LA B i b A THEBR 5 /B B HIE .

4. hi—F A AN AN A O R M - AL (B ) FIAH AT (BF) Y B 4n i 17
T, TR A X = STR X T4 3AH AL (£) i HAb LA B2 L F SR L T i —E & 18—
N AN 5 — AP A S R AT o

5. 8 RAUCHIEF.E PIInBANR I Z R FREMER, i T 2K X -
STR ¥&A RIK , WA~ A AT R TEOCAMA , BT 5 P L Z B M R THAE
G BE A B SCE LIS b TRIE £ F (&) S4Bk R 2 B A MHER X -
STR S5 BE AT HERR 5 & 19534 o

=X R E A ARIC B B AN R
R (linkage) SR AV T[] — A Y €6 T b 36 DY — 2 i A ) B2, P16 ) ) T 4

.5,
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(recombination fraction) HAFik. X R HSMIERRTAI T X Hetufh | IAATH AL BT it
Mo AP B AR I AR A 5 A A AR R RO 1B A bR IO B BIL 2 O, B i
BTE— R AIBAEPRCHE , PR ZEBIRF (linkage group) o Szibor SEARYE 182 M E— /R {UHEEH)
¥, LK LOD {H ( maximum LOD score ) (Y BI{E 4 2. 0 08 X Jefaig | 4 XA X - STR 3t
KEES R 4 N EBRE (linkage group) , 78I T Xp22.2 Xql2 Xq26 F1 Xq28 Xk,

VAHS G 2R, 2 A DR A 55 i PR Bl B B 2 i AR A N 2, T 4 R S A AL [l Y
R B A G, X X - STR R4, X Fp I GR & A: T MR8 20 .

B 1 -2 %028 7 X Jefafi b oo FAG STR B[R 88 S PO~ iR ) X - STR &[RRI

DXS6807

DXS9906
DXS59895 DXS10148 :
22 DXS10135 linkage group 1
DXS9902 DXS8378

DXS6795
21

DXS9907

DXS6810 GATA144D04
DXS10076
DXS10077

XS10078

DXS10161 DXS10159
DXS10160 DXS10162
DXS10163
D§§ 1 8] 24
EXSI(}QZf BXS’II1§25
umA link: 2
12 DXS10074 ARSI
DXS10075
DXS981(STRX1)
DXS6800
DXS6803
21 DXS9898 DXS9905
DXS6801
q DXS6809
DXS6789
DXS6799
DXS7424
22 DXS101
DXS6797
2 DXS7133
DXS6804
GATA172D05
24 DXS7130
25 GATA165B12
55 g%(l%l.%l 03 linkage group 3
DXS10101
27 GATA31E08
DXS9908(DXS7127)
DXS8377
DXS10146 .
DXS10134 linkage group 4
DXS10147
DXS7423
DXS10011

E1-2 EEZFFEHANX-STR EREEMEHEER
(4 © http://www. chrx - str. org/,2012 453 H 26 H #H)
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=X $aEEBEEIRCHES AT EHEREK

A F- 4 (linkage disequilibrium , LD ) 248 75 #F A4 o P A~ 5l 204 5 (] 88 257 2 R A R
BEALL Ao B A 5 PR e 22 18] AN — 8 AP FE 3 AN P, IXAE X — STR R Bt i oy L AL
Szibor 2% AR R ML REH , BR X Yefafk STR ¥4 F R —fefalk b, H B ER—
HERREN  H K280 X - STR J R A 2 8] - WA BT, A DB R A 2 8] A A B Y
B, A% VA HRGE B T REARROE 22 5, 0L BRI b b T 3% SIS S i ) i PR e A
oAb A4 mT B 2 B R 7 B

TESEG R R Y TE P X A7 2 B AN - 1 32 DR 1 LA B R OR G i1 45 A, AN BE ]
YL bR 25 A DR AR AT A R, TR LG A FH 1 S B A 58 2 TG AT X 28 STR K [R] JE iEA 7 1A o
HATHIBE ST Bon, 7 — S B E SR X - STR ZEBIRE b & 3 17 B B & BN F 4, 4351 2
DXS101 #1 DXS7424 ; DXS6801, DXS6809 #1 DXS6789 ; DXS10076, DXS10077 F1 DXS10078;
DXS10079,XS10074 F1 DXS10075 , ¢ FA77E K ik i 3% B 7 , 715 31 (4 BRA% AU 5t izt /b F
W, BRTAEYATHMNS X8 X - STR EBBIEEE LRLEEP R T2EH.

F=T X REFBREFCHBERES DM

R 3 — B AR ARIC BRI A~ 0 Hr 2 R T 04 BR DR AU A R AU RE B T A
Hehfo BT X PO EA AR TR OA R Y GO0 RER IS8, X B falk bt
PRICHIREAACE & 7 70 Hr 07 1 A Al 26 BB A2 pRic A 3t [l 2 b, SO AR BR B 07, 7 &
E%O

— Z I EE S E ( frequency of allele,f) itE
S5 I PR R A 1158 AT R E #8180 (count method ) |, B

nl

Hor, f, R i ORI  n, Ry i AL EEIRE | n i PR e 1 45 o B PRLE B

St MEREAREAR T 5, S5 S RSB n = 2N, Horh N RN RERE ; it 55 M B i
AIE FAEER S n =N, o N A BHEANEEE .

AT RN B AEFI LR X — STR J PR e 3507 5E RUBUR 43 Bl #E 4T 5% e B — 3 )
195341 225 , 4 Fisher” s KR KA BRGEit #2257 (P >0.05) , B0 % 7] & I K18 A&
F1%) 28 o i PRUARLR  A

FEA N, BN, AR BHAREA D W A SF AN LS 1 R n A, 24
BFREARR n, A BHEREARSE n, A, ARSI SRR f R ARXR:

2n; +n; +n,
fi= 2N, +N,,

— %8 & ( heterozygosity , Het ) i+ 2
Xt BN X - STR P BIAFFAEZA T HIHEE, SO0t X — STR I (K 8 4 A BE 1A X
W KRR



X EE FayEEtRic REAEEYFIA

1. MELZ G % (observed heterozygosity , Ho ) f3HE/A K .
N,

N
Hrp N, HEL WA W R A A F 8N iM% HE .
2. WEA & % (expected heterozygosity , He ) {5/ 0 -

He =nx (1 - Zﬂz)/(n -1)

ey, f, AR R — R R RS A SEALEE R SR, n SRR B

= .Hardy — Weinberg F & 1&

He—BARPMCAER —BHA R 2015 2 B FF & Hardy — Weinberg V- J& H B 5 13 F Tk =
FAHRBUERE A EPUN B BT . Hardy ~ Weinberg V-7 2% {42 #5 % JCBR K (9 BEOR (Bl
HTC B R IR IR A IR IR AR AR (/R P9 SE SR B ALY 3) &1 T
VAR IR A Y B DR -y e DR 800 3 R 6 R AR AR AR AR R AR, b st 6 IR S

f£ Hardy — Weinberg [QV-8 1, J20RFAA o S — JiE R e 1 5 PR ARUAR S ] R R 81 A G

P, =" Fe =21,

K% Hardy — Weinberg ?@B@ﬁ{i@%ﬁ@%{ﬁgﬁ FE WA K ( Fisher's exact test) 25,
HHE R ek, AFEEZRAR, X X - STR 2[5 g1 75 , % Hardy — Weinberg ik
AR K A MR R

BP0 X -STR F] X - SNP HIBHARIEZ S H

P X Bt AR AL hRiC A A RV 5 A7 78 7 SR A% 07 Ui 22 53, ZEEA TSR B A
FERUEE E I B — SRR AL A S O T i S G R Y P KA LA BT 22 57 ZEEAT
¥ B N I RO &

— . % %15 B &= ( polymorphism information content, PIC)
HE QMR , A8

PIC=1- Y f' =23 ff
S TR L AN ELEE AR

— . 3EACHEB& % ( mean exclusion chance, MEC) fit+ &

FRIEA R R, MEC BB A R AR

1. R —+tf—Z =R IEACHERR % ( mean exclusion chance in standard trios involving daugh-
ters, MEC;,.. )

T FH A K STR ATRRAE IR 7455 BT 5L HER 5 A S0 -
MEC = 3 f(1-1)" - 33 (ff)*(4 - %, - 3)
£, SRR — SRS § AN MR n SR B R AE

.8 -
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MiXTF X - STR #if&tniciii 5 , 5 - ¥ - & =BARIECHEBR R E AN .
MECr, =1- Y f7 + X £ - ( ng)z
S TR i N FEAEER AR, B
MECy, = X121 =£) + SA(L=f)7 + SALG /) (L =f ~f)

S FTREE | DAFEALEER W AR,

H ERAXATLIE L2 EE B & & (PIC) HFEIMEAR T, X YAk & iric i) MEC
(B T e R R |, R G R AR R ic e B — 0 — S =B AR X 5 P RB SR ik L e
WHEAMERNFEER .

2. X—4/t—F “BAKAE L HEBR % ( mean exclusion chance in duos,MEC,,,)

K HH Y fafk STR #4758 5 B R ACHEBR BT R AN

MECy,, = X p;(1 =p)* + X 2p,p;(1 = p, - p;)*

R FEER D X FLFRREERM X - STR 2EE XK, B FLXLXR
YEM 5, X - STR BARK . ASCH) X — STR &K 8 AT AR B Wt 1% 156 45 & L s i A 24T
B R REEERT, X - STR B8 Y fk STR B AR, HHEBR R E T A X - STR #47 &
K F L E BT B HEBRAE R .

MEC,,, = 1 —2Zﬁ2 + fo

S FORGE LA FEALEE R B A AR

=.M&iR 5] 77 ( discrimination power ,DP)

FEHATRR B S i), X ek A pRic 9 DP E (AN RS0 ) B FHE5. Xt F
KR, X ki ftrid it B MR S E R adkHFE. #HiTEEEEr, B TS
PEREAS X Ykt fepnic RA — A3 vl it 24T, o DP (338 % K 3 4 A dk

1. B4 5] 17 (discrimination power in males, DP, ) i+8 /AR K .

DP, =1 - Z f?
S TR A EAER B S AR
2. THEAMAIRHI F7 (discrimination power in females, DP; ) i+ 8 /AR 4 .
PPy =1-2(F /) + XS
Ji TR A FAEE R B S AR

Bt ATAF X fBEERERICEEEREZS B> RYE
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