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o FAEELZITXR (1000 Genomes) F
« VCF1&3

T#R3E: https://ftp.1000genomes.ebi.ac.uk/voll/ftp/phase3/integrated sv_map/supporting/GRCh38 positions/
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1000 Genomes Project (1kGP) cohort
3,202 samples including 602 trios

European East Asian South Asian American
n=633 n=601 n=585 n=490

201 trios 107 trios 72 trios 85 trios 137 trios

30x lllumina Whole Genome Sequencing

Small variant discovery variant di y Ref imp panel
SNV Deletion Duplication
AL e il - —am—
o | INV. SNV INS INDEL
Insertion Inversion Complex SV Hap 1
o —A— —mmB— | |7 Hap
Hap 2
INDEL Translocation multiallelic CNV I W] Wrer
e — ched, _—— DEL bup
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Comparison to the phase 3 1kGP
: A : Greater power for
I High covera i 2
More samples ligher sequencing ge Inclusion of trios variant discovery

602 trios

High coverage

I ' O Phase 1 population from the 1000 Genomes Project
"/ O Final release population from the 1000 Genome « “rojeat Q

¢ = -
v IRlE S oddxix — _
WY {3 Apopulation that was collected in diaspora | —_—— ®
: £ | n=2 504 7.4% unrelated only

Phase 3


https://ftp.1000genomes.ebi.ac.uk/vol1/ftp/phase3/integrated_sv_map/supporting/GRCh38_positions/

VCF8 I\ HF IR

y ﬁﬁ9§u : CHROM POS ID REF ALT QUAL FILTER INFO FORMAT
- Z ﬁIJiET—/\AE’JﬁzI: @/\2504/\/\14:

« BITRA—NERTF (SVTYPERRFHER) , EREMNMEAENFAERRTE
« fl: OJ0FRTRXNMAERX—NU=FAFKEIR "@Wi’ﬂﬂa@éﬁ’\]’f—ffﬁ%

1 710330 ALU umary ALU 2 A <INS:ME:ALU> . . TSD=null;SVTYPE=ALU;MEINFO=AluYad4 5,1,223,-;SVLEN=222;CS=A
LU umary;AC=35;AF=0.00698882;N5=2504; AN=5008; EAS_AF=0.0069;EUR_AF=0.0189;AFR_AF= EI Q; AMF»._AF—[I 0072;5A5 AF=0. EJ[IM,E-ITEPDST:EI.QQQS
GT 0|06 0]0 0]0 0]o 0]0 0|6 06 0]|6 0|0 0|6 0|6 0|6 0]|6 0|0 0]
0|06 0|6 0|0 0|0 0|6 0|0 0|0 o]0 0]o o]0 0|0 01 o]0 0]o 0]o 0]0
0o 0]1 0]0 0]0 00 o]0 0o 0]0 0]0 0]0 o]0 0o 0]0 00 00 0]6

0|0 o]0 o)1 0o 0|e 0o 0o 0]0 0]o 0]0 0o 0o 0]0 0o 0o 0|0
1|0 o]0 o)1 0o 0|e 0o 0o 0]0 0]o 0]0 0o 0o 0]0 0]0 0o 0|0
0|06 0|6 0|0 0|0 0|6 0|6 0]06 0|6 0|0 0|6 0|6 0|06 0|6 0|0 0|0 0]|6
0o 0o 01 0o o) 0]o 0o 0o o|e 0o 0]o 0]o 0|o 0|e 1|0 0]o
0]o 0o 0o o|e 0]o 0]o 1|0 00 e]e @e o]0 o]0 00 0]1 e]e o]0




‘d':“
\
P Y

.+ BHNEREC

T# M https://www.internationalgenome.org/data-portal/sample

& (info.csv)

name
|HGo0459
HG00473
HG00478
HG00480
HG00500
HG00512
HG00524
HG00531
HG00315
HG00327
HG00334
HG00339
HG00542
HG00341
HG00554
HG00346

N S

Sex
male
fermale
male
male
male
male
male
female
fermale
female
female
female
male
male
female
female

Biosample Population_code

SAME125]CHS

SAME123:CHS
SAME123: CHS
SAME124¢ CHS
SAME123:CHS
SAME123! CHS
SAME1237CHS
SAME125: CHS
SAMEL124:FIN
SAMEL237FIN
SAMEIZ3¢FIN
SAMEI1Z3¢FIN
SAME124: CHS
SAMEL24¢FIN
SAME1Z23¢PUR
SAMEIZ5: FIN

Population name

|Southern Han Chinese

Southern Han Chinese
Southern Han Chinese
Southern Han Chinese
Southern Han Chinese
Southern Han Chinese
Southern Han Chinese
Southern Han Chinese
Finnish

Finnish

Finnish

Finnish

Southern Han Chinese
Finnish

Puerto Rican

Finnish

—~ . -

Superpopulation_code
EAS
EAS
EAS
EAS
EAS
EAS
EAS
EAS
EUR
EUR
EUR
EUR
EAS
EUR
AMR
EUR

—an

Superpopulation_name Populatiol Data collections

East Asian Ancestry
East Asian Ancestry
East Asian Ancestry
East Asian Ancestry
East Asian Ancestry
East Asian Ancestry
East Asian Ancestry
East Asian Ancestry
European Ancestry
European Ancestry
European Ancestry
European Ancestry
East Asian Ancestry
European Ancestry
American Ancestry
European Ancestry

—

CHS
CHS
CHS
CHS
CHS
CHS
CHS
CHS
FIN
FIN
FIN
FIN
CHS
FIN
PUR
FIN

e

1000 Genomes 30x on GRCh38,1000 Genc
1000 Genomes on GRCh38,1000 Genomes
1000 Genomes on GRCh38,1000 Genomes
1000 Genomes 30x on GRCh38,1000 Genc
1000 Genomes on GRCh38,1000 Genomes
1000 Genomes on GRCh38,1000 Genomes
1000 Genomes on GRCh38,1000 Genomes
1000 Genomes on GRCh38,1000 Genomes
1000 Genomes on GRCh38,1000 Genomes
1000 Genomes on GRCh38,1000 Genomes
1000 Genomes on GRCh38,1000 Genomes
1000 Genomes on GRCh38,1000 Genomes
1000 Genomes on GRCh38,1000 Genomes
1000 Genomes on GRCh38,1000 Genomes
1000 Genomes on GRCh38,1000 Genomes
1000 Genomes on GRCh38,1000 Genomes

N P Y o

« F—F|H/MKES, Population name, Superpopulation_names i 8 BB FIFBEE (K
(BIEAHG00459 MK B TR, Xik) ;
« Population_codefiSuperpopulation _code A XN B {ARAI4E 5


https://ftp.1000genomes.ebi.ac.uk/vol1/ftp/phase3/integrated_sv_map/supporting/GRCh38_positions/

F k57 57 FTPCA
.

. My | pca_results.eigenval

. |

g : /plink --vcf g.vcf --pca --out pca_results

FHEREX R T AL

=| pca_results.log

M =
.| pca_results.nosex

0.0257 \ *  African Ancestry
*  African Ancestry Africa (SGDP) N ﬂ E :d\l\l E¥ 17_'_(7:'_: PC 1 % = E¥ 17.'.( ﬁj\ %_
B American Ancestry / —d 7N b 5
* EastAsia (SGDP),East Asian Ancestry

© 0.0001 ; f.\.:.:;::éé. 2 . East Asian Ancestry ~ - ~ s S ==\
: / ST Sy, | o EN, . BOMBHMATESE LA,

*  FEuropean Ancestry African Ancestry
European Ancestry West Eurasia (SGDP)

EEEEEE . RUBEPC2ESHERBAE.

South Asian Ancestry

-0.025

-0.050
-0.02 0.00 0.02 0.04




Bzt (Linux)
« vCfiEI\AE#R Aplink g\

plink --vcf g.vcf -recode12 --out admixture/plink_result

+ R#E-hwe 0.0001i#1TR¥E, ERHEEREE
Iplink --noweb --file ./admixture/plink_result -hwe 0.0001 --make-bed --out

admixture/QC

« AZMKIEZH ITadmixtureBHALE ) 7 (KRR BRIZAHEL R EFETH)
forKin23456

do

/rd1/home/leb27 /final/dist/admixture linux-1.3.0/admixture --

cv ./admixture/QC.bed $K -j16 > admixture _k${K}.out

done




B IRLE) 4 (Linux)

. XTJ-/'@_/I\Ks /i\l-_bjz_/l\jz1ﬁ|: ngg/\ljjjujj out. P%”Q

| admixture_k2.out 3
QC.2.F 1118
1QC.2.Q 44

o QXHHATAML, BKI, RRKMEERERE, §—1TA—IDNE, N5
5g.vef—E. QX HEIER Hyadmixture k5.csv

name Ancestryl Ancestry2 Ancestrv3 Ancestry4 Ancestryd
. A HG00096 0. 981228 0.00001 0. 00001 0.00001 0. 018742
— < HGO0097 0.99996 0.00001 0.00001 0.00001 0. 00001
° K—2 \ 3 \ 4 \ 5 \ 6E,\J CV error ( ’x‘yg\_\L HG00099 0.99996 0.00001 0.00001 0.00001 0. 00001
HG00100 0. 99996 0.00001 0.00001 0.00001 0. 00001
HGO0101 0.99996 000001 0.00001 0.00001 0. 00001
HG00102 0. 99996 0.00001 0.00001 0.00001 0. 00001
"':I:I: N = \ Op| 2 HG00103 0.99996 000001 0.00001 0.00001 0. 00001
-'EE 1K< | N 004509 \ 004365 \ HG00105 0. 99996 0.00001 0.00001 0.00001 0. 00001
HG00106 0. 993064 0. 000013 0.00001 0.00001 0.006903

HG00107 0.99996 0. 00001 0.00001 0.00001 0.00001
HG00108 0.99996 0. 00001 0.00001 0.00001 0.00001

7’: HG00109 0.99996 0. 00001 0.00001 0.00001 0.00001

O 0431 4 \ O 04293 \ O 04327 ) x HG00110 0.99996 0. 00001 0.00001 0.00001 0.00001
- - - > HGOO111 0.99996 0. 00001 0.00001 0.00001 0.00001
HG00112 0.99996 0. 00001 0.00001 0.00001 0.00001

HGO0113 0. 99996 0. 00001 0.00001 0.00001 0.00001
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variable

. Ancestryt § -
. Ancestry2 g
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=4

0
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o

0.00
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EMBH AR EERBERPERSAR, RSB OELEF/RIM2ANZENE, ENEEITERS
FIRAFBUN B A SRR —, PANESHELRER1F2, BREEREGE
K=SE A AEBMTRBL AL, I, BONEFEEFEREER, TRNKESRTLUEHRARRIER
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Ancestry?
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. Ancestry4
. Ancestry5
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« REXEWWEREZFEZEE2KE, ETHEERZE (WUPGMA, NJE, ££
RIFIEEIERE) « ETMIKROAZE (HmXKUARZE. WHHENE, SE2FIICH, 0
fastafg&zl)

ITSRtEEE R (NSR) BEs/NMOEXHBNE S X IKEMREHRINEGS, EROPBUNT:

« IRIEDNAFFIEZITERAYIMEIIRIEES

o BITIAREHFIESPT SN IREG

- BIXE #E?%ﬁ§%$#5@%ﬁEﬁ%

ZFAEXRARKUCRE, BEERDEEIRESTENTEEN, LH
EFRENHAUKRRDH.
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JVCF2Dis4 il i B3 5B /%

XEBEATHERASWTEREE, TEERFIIH, #ERVCF2Dis4E akib =34
{46 VCF2Dis-1.54.zip
ArRs5Es AL E : /rd1/home/leb27/final/VCF2Dis-1.54/bin/VCF2Dis -i g.vcf -o test.mat

A B © D E F G H | J K L M N ] P Q R
HGO0096 | 0 0.032454 0.032309 0.034157 0.031195 0.032818 0.030518 0.031835 0.033182 0.034077 0.033167 0.031639 0.032469 0.0318%4 0.031341 0.034296 0.032076
HGO0097  0.032454 0 0.032076 0.033502 0.033575 0.032141 0.035504 0.034215 0.031952 0.037039 0.03693 0.035387 0.032047 0.031108 0.035227 0.036879 0.035664
t E‘I: I-'I-'I t 5 5 1 3 g HGO0099  0.032309 0.032076 0 0033073 0.033852 0.032207 0.034383 0.03383 0.03193 0.036268 0.037141 0.034958 0.031937 0.032308 0.035693 0.037069 0.035293
E n a HG00100 0.034157 0.033502 0.033073 0 0.035154 0.032884 0.036355 0.035664 0.032629 0.038066 0.038131 0.036144 0032527 0.032534 0.037323 0.038626 0.036828
HG00101 0.031195 0.033575 0.033852 0.035154 0 0.033662 0.033735 0.033102 0.033881 0.035009 0.035373 0.033269 0.034201 0.033247 0.033735 0.036312 0.034055
HG00102 0.032818 0.032141 0.032207 0.032884 0.033662 0 0.035087 0.034019 0.031872 0.036748 0.037127 0.034754 0.032265 0.031734 0.035657 0.036974 0.03586
1 HGO0103 0.030518 0.035504 0.034383 0.036355 0.033735 0.035067 0 0.033873 0.034856 0.032178 0.033211 0.03431 0.034732 0.034128 0.031624 0.034012 0.031115
“ tE Et I'-I'lll'llrk g ? HGO0105 0.031835 0.034215 0.03383 0.035684 0.033102 0.034019 0.033873 0 0.03383 0.035635 0.036071 0.034186 0.033917 0.033218 0.03463 0.036595 0.034659
HGO0106 0.033182 0.031952 0.03193 0.032629 0.033881 0.031872 0.034856 0.03383 0 0.036479 0.036472 0.034368 0.032432 0.031071 0.035999 0.037447 0.035708

HGO0107 0.034077 0.037039 0.036268 0.038066 0.035009 0.036748 0.032178 0.035635 0.036479 0 0035329 0.035278 0.036734 0.036632 0.03348 0.035314 0.033531
HG00108 0.033167 0.03693 0.037141 0.038131 0.035373 0.037127 0.033211 0.036071 0.038472 0.035329 0 0035649 0.036472 0.036173 0.034012 0.035169 0.034092

HGO00109  0.031639 0.035387 0.034958 0.036144 0033263 0.034754 003431 0034186 0.034368 0.035278 0.035649 0 0.034427 0.034587 0035205 0.037185 0.034725
tE H p 5 1 HGO00110 0.032489 0.032047 0.031937 0.032527 0.034201 0.032265 0.034732 0.033917 0.032432 0.036734 0.036472 0.034427 0 0.031048 0.035518 0.037265 0.035671

HGO0111 0.031884 0.031108 0.032308 0.032534 0.033247 0.031734 0.034128 0.033218 0.031071 0.036632 0.036173 0.034587 0.031049 0 0035118 0.036687 0.035074
HGO0112 0.031341 0.035227 0.035693 0.037323 0.033735 0.035657 0.031624 0.03463 0.035999 0.03348 0.034012 0.035205 0.035518 0.035118 0 0.034412 0.031661

3N, testmatAEE R, ATHTAERPAZENEN, FHEIEAdistance.csv
, test.nwk AR, AIfEmMegadkiTOL (iTOL: Interactive Tree Of Life) #{TZE1kL,
pdf 3 B ¥4 B BIR S
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