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ENTEERTRACEBEN T HESNEERAN oo
BEEDH 1DZHE - RISEMEFLT N - (558 DNA Bama
Z B R #(Single Nucleotide Polymorphisms) » ZE AZEEFE F#4g NEEI=
THREZS - Bl 100 Z 1000 BBETSEFIES ZREY - BZ 90.11.20
Rib » B4 3,895,421 {8 SNP 35 SEFI A SNP RS IERERE -
RVIERET - MERE  BERRS T KR MR < SES 7% » SN
AleRAd STR SERMe % - REARRE IR ES S8 Rk -

IR FEEERTRER 8 TSR S SR 2 DNA S
[EH - TSRS R FEIDNA STR SRMRA « FMEBEREE - L EER®
FER EEREERESZ—  HE B IS A R A N
WERRER  BORIRR - BB RS AIERE - K2 KSNPsR MRS
BT BMG MBS T EARTIT » BB 2 SNPESE » SDNAESD
R R L E - AFIEREHESNPEAI(SNP 4579%) » SR arr
NMHIS0E208RTHE AN R ISE » TR BT EAIRRAFIET » S35 )
LNERER - SRR SHRET 2 1.00/0.00(SNP 4552, 459)F AR
F9:20.550.45(SNPASTOTHEAE » BT EIH R A FRHeY) » BHIROP) « 8048
FIFHRREDSER R FBUR  SNP4593 B A B2 DPRED 4 2150.638
50.188 » [TISNP4552, 45927 DPFLEPRIIIR0 » IS At BRIz RS, »
EAAFRER  5RTR0.9963 + RIS HATDNA STRASEZ 855 - LS
{ERSOISNP 4551, 4579, 4591, 4593, 4671 » PISHEEFUERMALBEY - BR
FIIR0.S » BREESER L2 -
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SNPs are single base pair positions in genomic DNA at which different
sequence alternatives (alléles) exist in normal individuals in some population(s),
wherein the least frequentiallele has an abundance of 1% or greater. According
to NIH, there are 6 millic'{n to 30 million Single Nucleotide Polymorphisms in
human genome, in other word, there is a SNP in every 100 to 1000 base pair.
By the date of Nov. 20, 2000, there were 3,895,421 SNPs found, the naturally
occurring sequence varigtion contribute 90% abundance of human DNA
polymorphism, and the reﬁlewcd and extensive research will have a major impact
upon population genetics, drug development, forensic, cancer and disease
research. SNPs system may become the most popular forensic technique after

the well-developed STRs systems.

The CODIS 13 STR systems are stable and with a very high discriminating
power are well applied m~ forensic world, but there are two defects need to be
overcome, the first one is that at least six hours still needed for a test, from DNA

extraction, PCR reaction to typing. Another defect for STR systems is that it is

difficult to design probes for reverse dot blotting because the polymorphism is
length polymorphism inst"cad of sequence polymorphism. For the further
development in forensic examination, it is suitable to design a fast and high
discriminating typing method such as bio-microchip method, but before developing
it, finding out the most ﬂowerful SNP loci for Chinese living in Taiwan is
limperatively. |

In this study, ten loci of SNP (SNP 4579 etc), PCR product length between 150
and 208(useful for degraded samples examination), were chosen for population
study, alleles frequencies distribution were determined, in these bi-allele systems,
the SNP 4552, 4572 has the most unbalanced distribution 1.00 / 0.00, and the
frequencies distribution for SN"P 4579 was 0.55/0.45 fully balanced. The forensic
parameters Het, DP, and EP \for the ten loci were also calculated, the SNP 4593 had
the highest DP and EP, that were 0.638, 0.188 respectively, and the loci SNP 4592
had the lowest DP and EP| both of them were equal to 0, comparing to STR
systems, all the loci of SNP has low DP and EP, but multiplex SNP systems with
microchip examination tecHMqucs would compensate that, in this study the
cumulative DP for all the ten systems was 0.996337, enough to be auxiliary
techniques for forensic DNA| examination, besides, SNP 4551, 4579, 4591, 4593,
4671 with the DP about 0.5 'lare prospect loci for future forensic microchip DNA
€xXamination. &
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BRI F2BMY DB B (SN R IIREREETE W BT » B E S
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« AHFGRFRAIZEES SnapShot(ABI AT ESY)  HEESSIAKEE DNA »

{7 SNP FERREENES [F - BCLL PCR Z{450M1T PCR IE » 53
E&& SNP m“z'lom Fr B BIHIRE I PCR BEbtAL, » (istEs
SNP {=#I7(SnaPshot ddNTP Primer Extension Reaction)fEF » 8]
FZF [ FARESTAARE] SNP Bz 2 BT — BB A2 dINTP 2 &
£ ERRE—FRENT - EREESFHIERRRESY » Bgs
DL DNA EH SBIMTENT » (58I5% SNP Bi{72 DNA A TEEE
BafTER—) - |

|
. SNP HEHRESE -

|

1 - ##8 DNA PCR [FE : #oURTERSHES) » BINEREsS

11T PCR I -

PCR 52 : ‘i
100 pmol/ul p1: 0.125 ul,
100 pmol/ul p2: 0.125ul.
ANTP(10X):[2.5 ul.
Taq(Thermat): 0.5ul.
Q water: 121111.
DNA ternplat'le 10ul(5 ng/ul).

PCR fift : |
(1) 95°c‘ 10 5048

94°C| 1@ 25@EES
56C| 300
2T 308

(2) 4CHE#E-

2 ~ PCR EEWR{LERER | AT 1T (primer) B@A%E (dNTPs) -
(1) L‘J,ﬂi%;ﬂ;'i Phamacia Y F]4 &2 Exo SAP i3 PCR &Y -
(2) IOuIPGREf?% ' 7l Exo SAP 4 ul » 37CEEE 30 48 LA
|

|
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B0CHFE 15 4F -
3 + SNP Z PCR &% :
(1) SNPPCR KFEZAE: £ ABI /AT]4E Z SNP SNaPshot
[RFEFAR] Sul » SNP F[-F 3ul (Spmolaul ) ~ {42 DNA
PCR E#7 3ul (0.15pmol/ul) - Q #& H,0 4ul -
(2) 96°C 10808 25 EER
50°C SPE
60C  30REE
(3) 4CHE#E-
4~ BEREARSZENRE ([FIINTP) RERTERT -
(1) #& lul/NERREEEEEER (calf intestinal phosphatase [ CIP] )
fINZE SNP PCR Z¥)F » 37°CERBFE 1 /N85 -
(2) 72°CIFE 15 48 DI ERMEE RS Foik:
(3) T2°CERE% » £k ABI310 R E BT BET IR
SNP FiigLL 4 CREE ¢ -

* SNP BRI | S5BE HU J SNP ZRE(2) - B3 SNP

RAOLEHY SRR B R G —) B
5 - MRS SNP BLATRIRI4 - 835+ EXCEL BRIGTEEERER
B BSE300E,9) B2 EXCEL B EHE Het(observed
heterozigosity), PD(power of discrimination), EP(exclusion probability)&

TR ERERRTME BN, BT SNP BET 7 fakE -

© TSRS IR AR + BT SNP B s -
- SUBEIGNSE - MNCERERES BRI RS EE By 1

BRaE SNP B R R B IR E i -

C FEFTIREZE DNA > #£T SNP M7  LUEE DNA IRE R

(PEAKRT B
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WFRZEATER L SNP 2 M  MUBRARSETT DNA PCR FEDNA
PCR EPIfAL. - 34T SNP PCR KJE - SNP ZTBRFE -« AB310 %l
ﬁ’f‘ﬁ%%ﬁﬁ%%?ﬂf » J&15 SNP BAUmEIATEC B (B—) > A g
EERREOER T BEEFAGEN G BEEHTEER . O
@@%%ﬁ%éz%f 0

SNP FERR XS B S ] SNP BT RBE BRI - SNP PCR 247
TEARIE 0.5 EATEIMIERIRRRER (SAP) 3 | Bf/ | VESpmass

(CIP) 37'CHHBAIIE | /NGt - DL TOCIBEL 15 43 - L pe s
BREER R + SNP BEAEITTHEEIIREGSE - S HE A ERES 14
Al MESEEE (=) : 5 PCR 5| FEERIH=S - i
HEFHR B A (H) - |

AR SNP 4549,4551,4571,4572,4579,4591,4592,4593 4595 & 4671
TR EEHBERER O ER SR — HP AR SE S SNP
4579 C=0.55 » T=0.45 ; FATHIEE SNP 4552 G=0.00 » T=1.00 }
SNP 4592 » C=0.00> T=1.00 » #EIFTAEABUE I BES /D (1% 48 AT
60 \) » BEUBRERZ REEFTE -

E&*ﬁ?ﬁﬂ%ﬁ-@%&fﬁﬁﬂ ' WL PD {EE32 A SNP BEG7 7 #558 » G0
0.5 SiE% , gy SNP 4551, 4579, 4591, 4593, 4671 g H A BT
FEE - 1

SIRELBA KA S% BRI R, Hu, 1999 5555 2 SR . &
TE2RSES SNP 4591 Z 2 0.1 [} L& SNP 4549, SNP 4592,
SNP 4579, SNP 4592 K SNP 4595 > ﬁ%%%%%ﬁ%}ikd\ﬁ@ 0.05 -

BR8] SNP BEGTERECE L B — PCR SAE > MOl —iRE > AT
AR TR - RIS TUREE T E RS
AEAFERF 3-4551 ~ 4-4552 ~ 39-4671 =1 SNP BHfiB | F-LEL-BRES -
#E1T PCR K SNP PCRJE15 3.4551 F, 39-4671 BifiHARE S ML=
M 4-4552 BATANMRESIR] (@A) VI RE RS MREIEERTT -
RS2 SNP B RN E IS NS T K - ERSHE AT PCR
IRABLT | T REBGT T RIRE S SNP 3582 [F » PLIEH -

B SNP 7 34551 BhATRERIE O (ER FISIYREIE | » 15T

B 7E 1 (EEREH SRR SR EE) - AR

STHRERE(EP=0. 168)F 2205 ; 39-4671 BHATRERIZE 9 /5 I ARA

FRERE L ORTE - & 1] FORET - MR Rk
}
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EP=0.138 S5 SUSATE) - FIELATS RS RMAR] » HERsRa
B+ {255 9% (1/11) » S@NHERI B BT L TR i e -

. HPHISERGEZBY) - QG « BT RIS > 15985014 SNP
TRHEARE - SUTRERANZRIT » S DNA SRIEZ 2 .

. RZERE (IS DNA fEBE Snghl SEETIRES 0.625ng/ul
IR B4 BUMOED SNP 4551, 4579, 4591, 4592 EELAT B o RE
T\ L TR - EPNREEEE 0625nghul 2 DNA 1988k i
AL HERERIRT S B fENE RGE DNA R TR (ST - EZ2HRE DNA
REREMEERTA SIS - #ETE%KE DNA BEE K
TifERs SNP ZEBE [ FEUUF S VEBApEs] -
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2100

2400 2700 3000 3300
0] A
mlE =c: V6903-SNP4671Sample51 / V5903-SNP4671
600
03 7
N =R V5903-SNP4671SampleSi / V5903-SNP4671
600 L
01
BN = G:Vv5907-5NP4671Sampless / V5907-SNP4671
600 1 ' L
0]
WW 57 R:Vv5007-SNP4671Sampless / V5907-SNP4671
6001
01 L
H®) & G:Vv5909-SNP4671SamplesT / V5909-SNP4671
600 L
o]
[mE eonR; V5909-SNP4671Sample57 / V5909-SNP467 1
600
03 J
mE e G: V5935-SNP4671Sample83 / V5935-SNP4671
6007
0 _L
[ et R: V5935-SNP4671Sample83 / V5935-SNP4671
Dye;Sa:\ple Minutes Size Peak Height Peak Area Data Point
24
W 52G, 1 10.85 535 4026 2959
i 57G, 1 10.94 885 6681 2983
W 57R, 1 10.95 1080 8652 2985
& 60G, 1 10.97 741 §569 2990
[N 60R, 1 10.97 901 6771 2992
N 61G, 1 10.84 852 6475 2954
N 61R, 1 10.84 1081 8361 2955
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Elm 1 Y:4010-39$ample‘ll7 / 4010-39 _
; \
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i R:4010-39Sample17 / 4010-39
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3B:Atet1 (SNP) / t1|(SNP) REMMHBEER Y
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@M  aa: Attt (SNP) /11 (SNP)
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M

=) 3Y: A1 (SNP) /11 (SNP)

|
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0] ' Ab__ L
WM 3R:A141 (SNP) /11 (}SNP)
Dye/Sample Minutes ! Size Peak Height Peak Area Data Point
Peak i
B 11G, 4 10.58 ! 2102 14826 2885
38,31 11.84 | 179.59 4206 | 61071 3229
E 3G,31 10.16 31.58 4512 54655 2770
3G,107 12.92 112.83 1605 27322 3523
3Y,11 9.94 25.44 4375 78460 2708
3Y,14 10.13 30.67 2764 26487 2761
3Y,25 11.93 82.13 5387 | 112171 3252
W 3R,6 9.94 25.44 2974 90722 2709
N 3R,10 10.22 33.29 2620 33717 2787
[ 3R,18 11.69 75.00 6244 95024 3187

|
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0 400 800 1200 1800 2000 2400 2800 l3200 3600 4000 4400 3800 5200 5800 6000
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1500
0
9B:4003-39Sample12 / 4003-39
1500 R 2 R
0 A
B  9G: 4003-39Sampls12 / 4003-39
J
1500 ]
o -
8Y:4003-39Sample12 / 4003-39
1500] l TAAZ R
01
mi@m] 9R:4003-398amplet12 / 4003-39
Dye/Sample ‘Minutes Size Peak Haight Peak Area Data Point
Peal
W 9G,5 10.57 817 5854 2881
@ 9R, 1 10.54 1882 14074 2874
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2100 | 2400 2740 3000 3300
1200} | 4-4552 G 21mer
0 | aa.
4B:A3+26734-3 dt j(SNPa-4-39) ! 26734-3 di (SNP3-4-39)
] l
1200_: ' ‘L 39"4671 A 24[1161‘
03
4G:A326734-3 df (SNP3-4-39) / 26734-3 df (SNP3-4-39)
1200 L 3-4551 C_ 18mer
0] |
Elm  4Y:A3-26734-3 of (SNP3-4-39) / 26734-3 df (SNP3-4-39)
] |
1200 I} 4-4552 T 21mer
0] l Al
W 4R:A326734-3 ot (s']NPa-4-39) [ 26734-3 df (SNP3-4-39)
Dye/Sample Minutes ! Siza Peak Height Peak Area Data Paint
Paak_ \
4B,37 9.98 | 334 2451 2720
48,38 10.06 | | 302 3555 2744
@ 4G,32 10.00 | | 2130 16281 2727
4Y, 4 9.97 | 2121 17178 2718
4Y,5 10.06 | | 328 2445 2742
W 4R,2 10.04 I 542 5912 2738
™ 4R,3 10.12 795 5957 2760
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1800 2000 2200 2400 2600 I28{:\0 3000 53200 .3400
1800
04 ,ﬂ_
3Y:A5+26781-1 cb (SNP3-4-39) / 26.. [W|[W] 3R:AS+26781-1 cb (SNP3-4-39} / 28...
1800 ]
0] A
4Y:A7-26781-3 df (SNP3-4-39) / 26781-3 df (SNP3-4-39)

A

5Y; A926782-1 cb saliva (SNP3-4-39} / 26782-1 cb saliva (SNP3-4-39)

A

ElW  6Y:A11.26782-4 af (SNP3-4-39) / 28782-4 at (SNP3-4-39)
1800 j,,
Q] :
7Y:B2+26784-1 cb (SNP3-4-39) / 267841 cb (SNP3-4-39)
1800
0 E.L
ElA 8Y:B4426784-4 af (SNP3-4-39) / 267844 af (SNP3-4-39)
1800
03 A
El® oY:Be26800-1 cb saliva (SNP3-4-39) / 26800-1 cb saliva (SNP3-4-39)
1800 ;

10 Y:B8-26800-4 af (SNP3-4-39) / 26800-4 af (SNP3-4-39)

Dye/Sample Minutes Size Peak Height Peak Area Data Point
9.96 1792 13132 2716

g.84 ' 1159 9678 2682

9.80 827 6336 2672

9.79 1783 13910 2670

2.79 34.83 3137 23698 2669

9.79 32.74 2337 18435 ' 2668

8.77 972 7992 2663

9.85 1126 8083 2684
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1800 2000 22000 2400 2600 2800 3000 3200 3400
L . ) X . ¥ 1 L L : b | L

3000 ] !
0 5 ! ﬁ

BNl 2 G:D1026818-1 cb|saliva (SNP3-4-39 / 26818-1 cb saliva (SNP3-4-3)

a \
3000 % ) A
0] 1

|

BIE 2a:D12:26818-4 afl (SNP3-4-39) / 26818-4 af (SNP3-4-39)

F 1
30003 i
i 1
03 k A
[][E] 25G; E126770-1 cb saliva (SNP3-4-39) / 26770-1 cb saliva (SNP34-30) -
30003 |

(13 ! ﬁ

W 25 G:&326770-4 af (SNP3-4-39) / 267704 af (SNP3-4-39)

11

3000 |
o] | A

@@ 2 :es526808-1 cb saliva (SNP3-4-39) / 26808-1 cb saliva (SNP3-4-39)

30003 l K
0

|
|
@)W 28 G: E7.26808-3 dt (sﬁxpa-4-39) / 26808-3 df (SNP3-4-39)
|
I
J
|

. A

MW 2 G:E926657-1 cb saliva (SNP3-4-39) / 26657-1 cb safiva (SNP3-4-39)

11

3000 ]
0]

\ -

1000 ! A‘
L [
0 t

—
1

[@m < a:E11.26657-3 df (Sh;lPa-4-39) { 26657-3 df (SNP3-4-39)

Dya;Sa:spla Minutes I]Siza Paak Height Peak Area Data Point
a8 i
23G,4 2 9.75 | 4069 29200 2657
24G, 3 8 9.76 : 5188 | 47664 2661
25G, 4 1 3.75 ] 3262 25280 2659 |
26G, 3 9 9.75 i 5649 41043 2657
9.75 a 3259 25208 2657 |
9.75 129.11 5435 47885 2657 |
9.74 5034 47994 | 2656
30G, 3 4 S.74 4820 36100 26566
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F2—SNP 4549,4551,4571,4572,4579,4591,4592,4593,4595 R 46 71 S Fr 4B R

B & EE

BERE: 4540
Bt =X MR R ER EF: S xXF X
Vie0l G G V3621 G G Viedl - - V5661
V5602 G G V5622 G G V3642 G G V5662
Vied3 G G V5623 G G V5643 G G V5663
Vo4 G G V3624 G G Viedd G G V5664
V5605 A A V3625 G G Vigds G G V35665
V608 G G V5626 G G V5646 - - V5668
V5607 G A V627 G G VIe47 - - V5657
V5608 G A V3628 G G V5648 - - V35668
V5609 G G V3629 G G V5649 G G V5669
V5610 G A V5830 G G V5650 G G V5670
V5611 G A Vg3l G G V5631 - - V5671
Vs6l12 G A V5632 G G V5652 - - Y5672
V3613 G G V3633 G G V3653 - - V5673
V3614 G A V5634 G G V5654 - - Y5674
V3615 G G V3635 A A V5655 G G V5675
V3616 - - V3636 - - V5656 - - V3676
V5617 G G V3637 - - V5651 G A V5677
V3618 G G V5638 G A V5658 - - V5678
V5619 G G V3639 - - V3659 - - V5679
V5620 G G V3640 - - V5660 - - V5680

FRE MIB ChiTest
XXM fE¥ M MM WEE pl
A= 26 0.1711 0.0395 0.0293 0.9974
C= 0 0.2632 0.2836
G= 126 0.8289 0.6974 0.6872
T= 0

152 1 1
BRI 4551
WET MR KR R XHE XE) g 2H) =7

V5941 T T V5968 T T V5987 T T
V5949 C T V5969 C T V3988 T T
Vsgso T T V5970 T T V5988 C T
V5851 C T V5971 T T V5990 T T
Y5952 C C Y5972 C C V3991 C T
V59383 C T V5973 T T V5992 C T
V5954 C T V5974 T T V5993 C T
V3958 C T V5975 T T V5994 C C
V5956 C T V5976 T T V5995 C T
V5957 T T V5977 C T V35996 T T
V5958 T T V5978 T T
V5959 C T V5979 T T
V5960 C T V5980 T T
Y5961 C T V5981 C T
V5962 C T V5982 C T
V5963 C T V5983 C T
V3965 T T V5984 C T
V5966 C T V5985 T T
V5967 C T V3986 T T

TRE MWL ChiTest
EXT EE L MNE WSE ol
A= 0 0.0977 0.8541
C= 30 03125 0.0625 0.4207
G- 0 0.5 04727
T= 66 0.6875 0.4375

26 1
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V368l
V35682
V3683
V3684
V3685
V5686
V3687
V5688
V5689
V5690
V5691
V5692
V5693
V5694
V5695
V5696
V3697
V5698
V5699
V3700

LV o A=)

G
G

G
G
G
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i 4552
AW ER] EF mit 2R 2@ &R 2H1

VeS80l T T Ve T! T V64l T T
VeI T T V682 T, T V62T T
VEB3 T T Ve T, T V63T T
V6R04 T T V&M T, T VeM4 T T
VeBS T T  VERST! T VeSS T T
V686 T T - VST | T  VEMET T
VBROTT T VESUTT! T VeI T T
V688 T T V6828 T | T  VeR48 T T
V6B T T V6B T | T V6RO T T
VIO T T VBT | T VvessoT T
VLLT T Ve T | T V&SI T T
V6812T T  Ve82T | T VA2 T T
V6BI3T T V6833 T ‘ T V63T T
VEBl4 T T V64T | T  VeS4T T
VESIS T T VeSS T | T VEssS T 0T
V6816 T T V68T ' T VERSE T T
VeB1?7 T T  V6S3IT | T VESIT T
VGIET T VBT ! T VBT T
VEBlO T T VG T | T VRS T T
V6820 T T  V6B40T | T V6O T T
MEB MHE ChiTest
EFT B L6 HME MZE i
A= 0 1 |1 1
c= 0
G= 0 l
T= 20 ] |
120 1 |
B 4571 |
B HF EF R O EED ORE) ma XE xR S XE EF) WM EHN EE
V5601 T T V5621 T 1T VSe4l - : V5661 - . V5681 T T
V5602 T T  VS62T !T  VS62T T VS66) - - V5682 G T
V3T T VBT |T  WVSM3T T V563 - - VS683 T T
V5604 T T VSE4 T |T  VS64 T T V5664 - -  vssse T T
VS605 G G V5625 T [T VSMS T 0T V5665 - - V685G T
V5606 T T V626 T |71 V5646 - . V5666 G T V5686 - -
VS607 G T V5621 T T VS647 - - V5667 G T Vs687 - -
V5608 G T VS8 T IT VSR - - V6B T T  vsess T T
V5609 T T V629 T T VSB9T T  VS6S T T Vs689 - -
VI G T VS0 T T VS6S0T T V610G T Vs T T
VBILG T VSSLT T VSeSl- - VSl G T Vsl G T
V12 G T VS6R2 T T Vs6s - - V612 G T V562 T T
V13T T VS T V5653 - . V63T T YS3 T T
Vi6l4 G T VSEM T T vsess - - V614 G G vsee4 T T
VSBIST T VS6SG G VST T VS6IST T V5695 G T
VS6l6 T T V5636 - : VSES6 - - V616 T 0T V5696 T T
VST T T vsew - 1 vse. . vssme T vssg T 1
VSIS T T V688G T V5658 - - V678G T VS8 T T
VSSI9T T V5639 - I vsess - . VST T V69T T
V5620 T T V5640 - V5660 - - V680 T T V5700 - -
MR S=HY ChiTest
EEZ AR KO MEE WA o
A= 0 0.0203 0.0263 0.9422
c= 0 0.1216 02717 |
G= 24 0.1622 0.8581 0.702
148 1 1

|
T= 124 0.8378 i
!
|



B 4572
H3 AR EE) B R SR @ 2R KN

V5901 C C V3921 C C V5941 C C
V5002 C C V5922 C c ¥5942 C C
Y5903 C T V5923 C C V5943 C C
V3904 C C Vs924 C C V5944 C C
V5905 C C V3925 C T V3945 C c
V3906 C C V3926 C C V5946 C T
V5907 C C V3927 C C V5047 - -
V5908 C C V3928 C C Y5948 C C
V5909 C C V5929 C C
V5910 C C V5930 C c
V5011 € T V5931 C C
V5812 C c V5932 C C
V5913 C C V5933 C C
V5914 C C V5934 C C
V5915 C C V5935 C C
V5916 C C V5936 C C
V3917 C C V5937 C C
V3918 C T V5938 C C
Y5919 C C V5939 C C
V5920 C C V5940 C C
PHE MHB ChiTest

ERT (Emr e @ BYM oE
A= 0 0 0.0028 0.9984
C= 89 0.9468 0.1064 0.1007
G= 0 0.8936 0.8564
T= 5 0.0532

94 1 ]
Rt 4579

WA XA X gt XE XE AREt XE] XFD S XX REy EX ®FE

V590l C T V5921 C T Vi941 C c V5061 T T VS981 T T
V5902 T T V3922 C C Vi%42 C C V3962 C c V5982 C T
V5903 C T V5923 C T V5943 C T V5%3 T T V5983 C T
V5904 C T V5924 C C V5944 C T V5564 C T V5984 C C
V5905 C C V3925 T T V5945 T T V5965 C C V3985 C C
V5606 C C V5926 T T V5946 C C V5966 T T V5986 T T
V5907 C C V5927 C C V5947 C T V5967 C C V5987 C T
V5908 T T V3928 C T V5948 T T V5968 C T V5988 T T
V5909 C T V3929 C T V3949 C C V3969 T T V5989 C T
V5910 C C Y5930 C c V5950 C T V5970 C T V5980 C C
Vsail C T V5031 C C Vs951 C T V5971 C C V5991 T T
V5912 C T Vie32 C C V5052 C T V5972 C C V5992 C T
V5913 C T V5933 C T V5953 C T V5973 T T V5993 C T
Y3914 T T ¥393¢ C C V3954 C T V5974 T T Y5994 C C
V5915 C T V5935 C C Vi9s5 C T V5975 C T V5995 C T
Vi916 C c V5936 C T V3956 C C V5976 T T V5996 - -
V5017 C C V5937 ¢ C V3957 C T V3977 T T V5997 - -
V5018 C C Vs5938 C T V5558 C T Vs978 T T V5968 - -
V3919 C T V3939 C T V5959 C C V5919 C T V5999 - .
V90 C  C VS40C T VSS0T T  VS980C T Veooo . .
BEE MWRE  ChiTest

£R0% B B M WEAE el
A= 0 0.1105 0.1955 0.7286
C= 106 0.5579 02105 0.4933
G= 0 0.6789 0.3112
T= 84 0.4421

190 1 ]
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AT 4591
) R HE XE ER ®EE 2E
V5945 C T V5968 T| T V5987 T T
V5950 T T V5969 C! T V5988 C T
V5951 T T V5970 T | T V5989 C C
V5952 T T vse71 ! T V5990 T T
V5953 C T V5972 C g C V5991 C T
V5954 T T Vss73C i T V5992 T T
V5955 T T V974 C | T V5993 T T
V5956 T T Vs975C ;T V5994 C C
V957 T T V5976 T \ T V5995 T T
V5958 T T V5977T | T V5996 T T
V5959 T T V5978 T | T
V5960 T T Vs979 C ! T
V5961 T T VsesoT | T
Vs9%2 T T  VS98IT | T
V5963 C T vses2T | T
V964 C T vsessC | T
V5965 T T  vs984T | T
V5966 T T V598S T | T
VS967 T T V5986 C T

PEY /HRY ChiTest

ERT @R L6 HEE WESE ol
A= 0 0.0625 0.0434 0.9933
C= 20 0.2083 0.2917 0.3299
G= 0 0.6458 0.6267
T= 76 0.7917

9% 1 1 i
256 4562 '

B3 AR XED O |er XR| RE S XE  2E
V5049 C C V5969 ¢ | C V5939 C c
V3950 € c VsgiI0 C ! cC V5990 C C
V5951 C c V5871 C \ c V5991 C C
V5952 C C vserz ¢ lc V5992 C c
V5953 C c V5973 C \ C V5993 C C
V5954 € c vsgT4 €| C V5994 C c
V35955 C c vsts € i V5995 € o
V5956 C c Vs976 ¢ iC V5996 C C
V5957 C o] V5977 ¢ I C
V5958 C C V5978 C ]c
V5959 C C V5979 C \c
V5960 C c V5980 ¢ ¢
V5961 C C V5981 C 'lc
V5962 C c V5982 C c
V5963 € c Vss3 ¢ C
V5964 C c V5984 C 'Ic
V5965 C c V5985 € c
V5966 C c V5986 C c
V3967 C C V5987 C C

" V5%8C  C  vss8C €
BHY ®EB ChiTest
RERY B LM HNE WEE e
A= 0 1 1y 1
C= 96 1
G= 0
= 0
96 1




L\ 4593 '
B MR WP ey xm)  amEy e EH] ER

V6801 C T Veg20 C C Vé3is C - C
V6302 C T Yai21 C C V6340 C T
V6303 C c V6822 C C V6841 T T
V6304 T T V6823 C T V6842 C T
V6805 C T Vo824 C T V6843 C C
V6806 T T V6825 C T V5344 T T
V6807 T T V6826 C T V6845 T T
V6808 C T V6827 C C V6346 C T
V6809 C T V6828 C T V6847 C C
V6310 C T V6829 C C V6843 T T
V6811 C C V6330 C C
V6812 C T V6831l T T
V6813 C T V6832 C T
Ve84 C T V6333 C T
V6815 C T V6834 C T
V63816 C T Y6835 C T
V6317 C T V6836 C T
V6818 C T V6837 T T
V6819 C C V6838 C C

' RRE R CRiTest
EER B K5 HWE HEE o
A= 0 0.1458 0.2101 0.9873
C= 52 05417 0.5417 0.4965
G= 0 0.2708 0.2934
T= 44 (34583

06 1 0.9583
b 4671

WY B0 MG Ew EE 2FE  EEt HE XEHE?

VS90L T T V502l A A V3941 A A
V5002 T T V5922 A T V5042 A A
V5903 A A V3923 T T V5943 A T
V5904 A A V5924 A A V5944 A T
V5905 A T V5925 A A V3045 A T
V5906 A A V3926 A A V5946 A A
V5907 A - T V5927 A A V5947 A A
V5908 A A V5928 A A V5948 A A
V3009 A T V5920 T T
V5910 A A V5930 A A
Vi0ll A T V5931 A T
V5912 A A V5932 A A
V3913 A A V5933 A A
Viold A A V5934 A A
Vi9l5 A T V5935 A T
V5916 A A V5936 A A
Vif7 A A V5937 A A
V5918 A A V5938 A A
V5919 A T V5939 A A
V3920 A A V5940 A A

PR MER ChiTest
EEE @ L HRE BeE oE

A= 76 0.7917 0.0833 0.0434 0.9711
C= 0 0.25 0.3299
G= 0 0.6667 0.6267
T= 20 0.2083 '
96 1 1
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NCBI SNP . SNP SNP SNP SNP
code 4549 | 4551 4552 4571 4572
N 152 96 120 148 94
A 0.17 - - - -
C ] 0.31 - - 0.95
G 0.83 - - 0.16 ;
T - 0.69 1.00 0.84 0.05
Het 0.282 | 0.438 0 0.269 0.095
PD 0.445 | 0.581 0 0.429 0.176
MEP 0.121 | 0.168 0 0.116 0.045
!
NCBI SNP : SNP SNP SNP SNP
code 4579 . 4591 4592 4593 4671
N 170 |96 96 96 96
A - | - - - 0.79
C 0.5484 | 0.21 1.00 0.54 -
G - e ; - -
T 0.4516 . 0.79 - 0.46 0.21
Het 0.459 | 0.332 0 0.506 0.332
PD 0.633 1 0.498 0 0.638 0.498
MEP 0.183 10.138 0 0.188 0.138
I

*Het(observed heterozlgoszty),
N Number of Chromosome!

-t RRARHI SRR -

|
|
|
|

i
|
|
l
|

PD(power of discrimination), EP(exclusion probability),




R= SNP BMISERAALLER

NCBI [Allele distribution N [Allele distribution N B [P{E
code [ ABHFEE Hu(1999)

4549 | A=0.17/G=0.83 | 152f A=0.507/G=0.50 | 4,000 0.33] 0509
4551 | C=031/T=069 | 96 C=033/T=067 | 4,000 0.02 0966
4552 | C=0.00/T=1.00 [ 120] G=040/T=060 | 4,000 040 0414
4571 | G=0.16/T=0.84 | 96 G=0.50/T=0.50 | 4,000 034 0.497
4572 | C=095/T=0.05 | 94 C=083/T=0.17 | 4,000 0.12 0.745
4579 | C=0.55/T=045"] 190) C=045/T=0.55 | 4,000 011 0.840
4591 | C=021/T=079 | 96 C=021/T=0.79 | 4,000 0| 1.000
4592 | A=000/C=1.00 | 96 A=071/C=029 | 4,000 0.71 0.118
4593 | C=0.54/T=045 | 96| C=036/T=044 | 4,000 0.02] 0.9%8
4671 | A=0.79/T=0.21 96 A=0.75/T=G.25 | 24,0000 0.04 00926

N= No. of chromosome

RIY FIEEY) SNP BhirsH g%

— SNP SNP

= 4551 4591
T C: 4729, T: 4194 C: 5047, T: 4763
B T: 3209 T: 4836

#£ ' DNA BEE Sng/ul -
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ZﬁﬂmﬁﬁﬁﬁﬂL@ SNP #507 > DNA R - 5| F&HRL K DNA FrEs
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Overview of the Procedure of ABI Priism SnaPshot ddNTP Primer
Extension Kit. l

3. NCBI Assay ID 4549 FEIAZE} -
|

|
|
f
|
i
i
I
|
|
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g@g}?@?ﬁ%ﬁ-@ SNP ®5(i » DNA R - 5| F&HIK DNA FERE5

NCBI {Length
code

Forward
Primer

Backward
Primer

Sequences

Allele
distribution

45491208

CCA

TTACCTT [CCCTAAA
GAA
AACCAGG|{GGGATGC
CC TGA

[ttaccttccaaaccaggec ]autttggagaaagnaagagaatgc
tattaatcaataagccaagacaataggactcctggggtagaccaa
gatgggcagtcaccatacaccateattcetgecacagaaccetttge
acatgetgecctecctacteegeacteacctgtetaattgggacct

gaaget{tcagcateccttett tagga]

Allele: A=0.5
/G=0.5

4552 (193

GTTG

ACAACAT |CAGCAGC
GTGAAAG|ATAGCAG
AAGATAT [ATGAGTG

acaacatgtgaaagaagatatgtigtettiactcacagtggaggcea
ttittctagetgtgtttgatt{G/T |ggetteectatagatteaggac
ccataactctigtictcactcatctgetatgetgetg

Allele: G=0.4
[ T=0.6

4551 |150

AAGAAA

CAG

AGTTGTC
AGCACAT [CGGAATC
ACATTTC (CCTCC

[aagaaaagcacatacatttccag]aattttggaaaagttcactctg
cagcagctgaatggcagatggtctctgcgatgagttccttctcgtt
aagtgetggatatac[T/Cliggettgeaceggacaccttttac]g
gaggoattccgoacaact]

C=033/T=
0.67

4571 208

AGGCC

TTACCTT |{CCCTAAA
CCAAACC|GAAGGG
ATGCTGA

[ttaccttccaaaccaggcc]actttggagaaag[T/G]aagaga
atgctattaatcaataagccaagacaatagggactacctggggta
gaccaagatggacagicaccatacaccatcattectgecacagaal
cctttgcacatgctgccctccctactccgcactcacctgtctaang
ggacctgaaget{teagcatecctictitagesa]

G=05/T=
0.5

4572 1205

A

TGACACA |CCCTGAG
GCATCAA |AGCTCCG
TTTCATG [AAGG

(tgacacagcatcaatttcatga) atactttgaaagggccattagaa
aaaataagagccaatttgggtcatttgagaaacattttcageacaat
tacagtgggggracgggecgiteggetccagetgggttttecca
gatgcaacaat[C/T]gogattetggeticteeactggtggggat
ggggatcgcg[ccttgggagctctcag_gg]

C=083/T=
0.17

45791150

AAGAAA

CAG

AGTTGTIC
AGCACAT |CGGAATC
ACATTTC |CCTCC

[aagaaaagcacatacatttccag]aattttggaaaagttcactctg
cagcagctgaatggcagatggtctctgcgatgagttccttctcgtt
aagtgctggatatacttggettgeac[T/Clggacacctittac[g
gagggattccggacaact)

C=045/T=
0.55

4591 |154

AGCG

GAGCAGA|GCCAAAT
AGGCAAG{TTTGTTG
AATGAAT
G

[sagoagaaggeaagageg]geaagatgagtittgagcegttgtat
tecaaaggecteatctggagectcgggaaagtctggtee[T/C)
acatctgeccgeccttecageeetteeccageccctectettgttte
ttcattcattcaacaaaattigge]

C=021/T=
0.79

4592 (154

AGCG

GAGCAGAIGCCAAAT
AGGCAAGITTTGTTG
AATGAAT
G

t{gageagaaggeaagageg]geaagatgagtittgagegtigta
ticcaaaggectcat{ A/Cliggagectegggaaagtetggtect
acatctgcccgcccttccagcccttccccagcccctcctcttgtttc
tt{cattcattcaacaaaatttgacligg

A=0T71/C=
0.29

45931175

ATGCCCT |[TACCCAC
ATGGTTC |[TGTGAGG
TTGTAAG [TAGAATG
G G

[atgccctatggttcttgtaagg]atgtttctcatagaaatcacggat
ag[C/T ]atcaccagtctacagccactatctatcacagaatttaca
tggaaacctacagecteattagaaaaacttageatgcaaattteata
aagaaattaatgaategat{ccatte tacctcacagtgopta)

C=056/T=
0.44

4671 1223

‘ C

|

AAACACAGTGGAAA
CAGAATC|{CCAAAAC
ATCAAAGITGTCCA

[aaacacacagaatcatcaaagc]ac[A/T]atctgtgtttgagat
aaatgatagtctgagtcacctatgtaagaagtaactctgaaatagta
ggatagtattatcatttcctgtaatagattcacctctcagcaattggtc
tgttttcattctatggaaactctccgtactgtaattttcattctatggaa

A=075/T=
0.25

actccccatacggtaat[tggacagtttg_gmaac]
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Overview of the Proc'ledure

Thermal Cycling

Template Preparation

t-Extension Treatment Reaction Preparation

GeneScan Anélysls Pos

[ Amplify genamic DNA

Ramave INTPs l or U’D

and primers

l

| Obtain purmed tamplate

i

!

1

l

l |
|

. |
}
|
|

QiAquick SAF and Exo |

i~ Targst nucieotide
NNAGCATGCTCAATGGAATCCAGNNNNN
NNTCGTACGAGTTAGCTTAGGTCNNNNN

Prepare sample reaction
Combine:
* Your template i ) Taroat
* Yaur primer l ~ nucleotida
* SNaPshot U‘P r NNAGCATGCTCAATCGAATCCAGNNNNN
Ready Reactlon Mix | Denature

the template
NNTCGTACGAGTTAGCTTAGGTCNNNNN

I

|

' +
| Anneal TCGTAC

ACGAGTTAGCTTAGGT
e ::’_!il':bgled NNAGC&TGCTCAATCGAATCCAGNNNNN
-] ]

[ Perform thermal ¢ : 'L
yeling d ori ~dTAMRA
e CGTACGAGTTAGCTTAGGTS
com;;_lemamary NNAGCATGCTCAATCGAATC CAG NNNNN
l‘ é-dTAMRA
: Ramove TCGTACGAGTTAGCTTAGGT
Remova unincorporated unincorporated
ddNTPs . ddNTPs and
denature NNAGCATGCTCAATCGAATCCAGNNNNN

Electraphorese samples
on 31Q ar 377 instrument

Analyze data with

GenaSecan software
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RefSNP
Summary
Info

ETP
SERVER
Database
Schema
Blast SNP

Submission
Form

Main Search
By Submitter

New Batches
Method

Ponpulation

SNP Details

8NP

Handle|local snp_id: HU-CHINA | 22-1706-2
NCBI RAssay Xd{sa#): 4549
Raferance SNP Id(xa#): 4242

8T

Handla|local STS_¥d: XNU-CHINA|
STS Accession: G43204
ID gi: 4192121

Kap Information:

Organism: Homo sapiens
db5T3:
Genea Symbol:
Gena Name:
db3NP: '
Geane Name:
Chromosome: 22
map: 19.30 R from top of Chri2 linkage group

Contact Information:

Submitted by: Thomas Eudson

Email: thudson@gencme.wi.mit.edu
Citation,
PMID 98248615
Title: Large~scals identification, mapping, and genotyping of i

Polymorphisms in the human genome
Author,

Wang,D.G.;rFan,J.B.;91a0,C.J. ;Berno,A. ;Toung,P.; Sapolsky,R.)Ghandour,G. ; Pa;
utz,R.;Chae,M,.;Lander,2.5.
Yoar: 1938

Statum: published

Clone Information:

Clone id:

-————
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DNA type: cDNA

PCR METHODS

|
|
5
|
|

Protocol: WI-8TS
Templata: 10 ng
Primer: : each 5 pXM
dNTPa: | 4 oM
Tag Polyﬁerase: 0.5 T
Total Vo}l 20 uL

Buffer; ] WI-STS
Mg2+: ! 1.5
RCl, [ 50
Tris-HCL: 10
Gelatin: 01

|
PCR_profile: l
|

1
I
size; 208
Presoak:

I 94 degrees C for 4.00 minutes
Denaturation:

94 degrees C for 50.0 gaconds
Annealing: 58 degrees C for 1.50 minutes

Polymerizations 72 dagreas C for 1,00 minuteas
PCR Cycles: 30

Thermal Cycler: custom built by IAS, Costar, Cambridge MA
FoxwardPrimer: TTACCTTCCA AACCAGGQC

BackwardPrimer: i CCCTAAAGAA GGGATGCTGA
Primer ACC:

HS52172

|
| SEQUENCR: |
]
! .
(Righlighted are alleles and primers.)

{ttacettec aaacéaggcc lactttggag aaagnaagag aatgctatta atcaataagce
caagacaata gggaét[G/A lcctggggta gaccaagatg ggcagteace atacaccatce

attcctgcaa cagaaccttt gcacatgetg ccecteocctac tcegcactca cetgtetaat
tgggacctga agctitcage atccettctt tagggl

|
|
]
i
i
I
l
!
!
From SNP Datnbase:i
E
;
l
|
|
'_



Submitter Eandle; EU~CHINA

Submitter Batch ID: 3/99
Raleaase Date: Mar 15 1999% 5:27pM
Molacular type: Genomic

No. of Chromosomes sampled: Not available-Origin Publication
Synonym defined: '

Organism: Homo sapiens
Submittaexr Mathad ID: DGGE
Cltation:

Human Gencmic Diversity Between Ethnic Fopulations

Viaw citation details

NCBI Assay ID: 4549
Submitter SNP ID: 22-1706-2
Synonyms:

LOCUSID: Mot available
Submittexr STS ID:

8T8 Accession: 643204
GenBanX Accession:

Length: 126

Flanking Sequence Information:
S' Assay: ACTTTGGAGA AAGGAAGAGA ATGCTATTAA TCAATAAGCC AGGACAATAG GGAC

Observed: G/A

3' Flank: CCTGGGGTAG ACCAAGATGG GCAGTCACCA TACACTCCTG CCACAGAACC TITG
CTGCCCTCCT

4dllele Frequency Information:

POP Batch Id: 3/99:

Submitter Handle: * HU-CHINA
Submitter Method ID: DGGRH
Handle|PopulationID: HU-CHINA|Ean

No. of Chromosomes Sampled: 4000

Allela: A = 0.5 / 0 = 0.5
Handle|PopulationID: HU-CEINA|Can
No. of Chromosomea Samplad: 460

Allele: A « 0.5 / G = 0.5
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