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UNUI (Introduction)
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NANNVAEBIANUUILNATIAA28RE Capillary Electrophoresis ‘quLﬂummﬁmﬁ'%@ﬂwﬂ%ﬁmw‘lu
Uil mans Tnasumidiiiannumuainuanaiia short tandem repeat (STR) 1@ﬂﬂﬂﬂHWLL@y
u'm1*L°nﬂiw‘iﬂ°nu”l,umiwwmmmmmn@@m (allele  frequency) sLuﬂwmmﬂ@umﬂmI@ﬂ R
mmﬂ@mﬂm%uzgﬂmmiﬂumimmmmmmmmmmﬂi:mm LL@vmmmmmumﬂmiwzﬁw
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Ngatiynna sﬁwm\imafmmnmmﬂivmmm‘ﬁ@mevl,mmuumélmm13 FIUWNLNUAN (13 core loci)
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Tl A.#.1977 Frederick Sanger"lﬁfnLm‘wammﬁmiumimwzﬁﬁﬁumiﬁuﬁmm Imen51498
electrophore3|s smuuLﬂummﬁmmﬂummm@ (standard Sanger technique) WBAIIAUNAIALANT
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chromosome STR, Y SNPs 498 mitochondrial sequence I‘L‘Lﬁg‘ﬂﬂ’liﬁlﬁ"smﬁmiﬁ (m’l’i’m‘ﬁl 1) %ﬂ‘l%\i Ginel
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A519N 1 AundinisaganERRugAannainsatisnlseanldlunisnaanaua siugneTs

7ulud (next-generation sequencing)

13 CODIS Autosomal STRs Identity SNPs
Worldwide Autosomal STRs Ancestry SNPs
CODIS Y STRs Phenotypic SNPs
Worldwide Y STRs Mitochondrial D-loop
Y or X Haplotype Complete Mitochondrial sequence

Reference: Targeted Next-Generation Sequencing for Forensic Genomics by lllumina

Targeted Forensic NGS

ALduenelRRugAans gnansWmuaziid llunsyusunimnstiiananaans lunis
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Tmmﬂmemmqwmwmmmmmm@mmm‘lﬂmmumwuﬁmmmuu liFaimenanaiua Buie
fi3asniuatefiguundmng Humdagdn (repeat unit) uaziaesiaiuednaseiies (tandem repeat)
Faamaluladinisusnaueansfiuesila STR Uw capillary electrophoresis TvazullananIxaLA
AINENIURY STR @’ﬂm\mﬂuﬁ’]mu%wm repeat unit 11U 12,12 (homozygous U84 repeat unit %Wﬁu
athereiies 12 A5 ludu wiilesann CE azullanaves STR muawmapamenailflianansn
LENAHMANNIANE T SNP naifinduneludnduaBuees STR 14 (3U7t 1) Aadludesiauiia
289 CE Tunnizii NGS aunnlideyalumuazigsn1e9aAUaIIRLgNaIN (Loman 2012)

fnumbeaq Forensic STR core marker Hufiaunmgnatlszanns 250-300 La/Aumts gAne
mmsaﬂ@mmumm"ﬁLLmi\imarqqﬁﬂi:ﬂfauﬁfmﬁmqum"ﬁmeﬁrﬁmmi wazauausaetnefiazdlunns
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Uszanns defldslemimeilfnglunsueniedeyanguuszannsiasds Snieansnsodndensiumi
SNPs ﬁmﬁmmﬁmﬂ%ﬂuma‘ﬁmﬁmm (Individualized markers) %qrﬁ‘hl,l,mmmmmhﬁmmm
mmﬂivﬂ@uluﬁmm@mqqmﬂmﬁiuiaﬂmmqmum@wuﬁmimuhﬂm nefidnpaugniasuaz
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TCTATCTATCTATCTATCTATCTATCTATCTATCTATCTATCTATCTA STR 12 allele

TCTATCTATCTATCTATCTC TCTATCTATCTATCTATCTATCTATCTA STR 12 allele with SNP
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SNP
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g% 1 FA29ENUAAIIUIATIANYALEUBLIUAUNLG STR WIH 12 §aAa Av@IN1I0ATIANLIAIN
wanuaneaiin SNP inTunte lunIumieaed repeat units.

AN919N 2 mema‘ﬂixmmmmwm@mqm (Sequencing coverage) LULATA MiSeq platform G
ANNNINB AR LA LN ITN S 14 Arwa sanisldeunilasay

INUIU FTUIUAIDENANE
BN
o 1 48 96 384
7R
25 560,000 11,700 5,800 1,400
50 280,000 5,850 2,900 700
150 93,333 1,950 960 230
250 56,000 1,170 580 140
300 46,667 975 480 115

£1989470; Targeted Next-Generation Sequencing for Forensic Genomics by Illumina

M@ﬂﬂ']i‘ll’ﬂ\‘iﬂ’]‘iﬁﬂﬂ’]ﬂ')ﬂlmﬂIuI@EIﬂ’]’a‘ﬂ%"JQ’&']ﬂﬂﬂﬁ‘iwuﬁﬂiiﬂiuulﬁu (Jason 2012)
mmiu‘mﬂmimmmummuﬁnﬁmuiuuuu ﬂim@ummjumumﬂ AR (1) Template

generation (2) Sequencing reaction and detection (3) Data analysis

Template generation

Imlwﬂﬂ luﬂﬁ?Liumwuﬂ\m?vmumi%mml‘mLﬂummm (Double-stranded DNA) ‘mmfwv
Nnanuuasresfaeegldivainuaneaiin dnnnairailu sequencing library mﬂﬁ?m@ummumu
giagl L1 ﬂ’rg‘mmmﬂm@mm@mﬂum@uj (DNA fragmentaﬂon) mmm@@ﬂmmmmamﬂum (size
selection) LAz NNIFA adapter (adapter ligation) Tmﬂmﬂmﬂmmmm@ummmmmﬂumujuu%m
Rnfae adapter FarnuiiiuBeuaiiewdy primer mm‘uma‘wmmuﬂgmmmuﬂ?‘mmm@um Uay
m&mﬂiuTﬂmmme NGS sn\m@mm‘i_lluum'wmmmLﬂﬂﬂma?m\ﬂummum (1) Smgle molecule
templates (mimmLm‘m‘vummum’]iwuﬁmimuumﬂ DNA library Tml‘vﬂ,mmmmumaﬁqummumg
AlBuLENaUNNTAATIZY) miummmmnLLUUﬂ’]iﬂﬂHﬂmLLmum'amwuﬂ?mmu@ﬂu’mj AU
7¢61 single molecule Wi3e (2) Clonally amplified templates (%V’nnf]alﬁu%’]mumnmﬂﬁL'Sw,fa
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Sequencing reaction and detection

Sequencing by synthesis (SBS) Aia N17duAzi vizaaivanafidue uazinzillndau
i Tmﬁ‘lum:mumﬂmmiﬁﬂﬂﬁﬁ?mﬁusl,uum: Platforms @71aldanaARfiuansaifu usdapsld
weulms DNA polymerase %78 DNA ligase ilunanluiljisen Sandnn1s189 SBS azdnunsnRinIs
FumrnzdiaLduie aannngiN deoxyribonucleotide triphosphate (dNTP) UALILLLAZNINIIATUAINT
Feaunslgaaisaimusiuf vinlfieananmneanuuuiiumid Fasnnsdnen lunanariumidlinias
Auluseunliseien

Data analysis

fayaniaiugnesuildann NGS ‘&mmﬂu%g@maﬁuﬁqﬂimﬁ'ﬁmmmﬁmﬂaiua&i;T\‘iLLﬁi
megabases (millions) auf4 gigabases (billions) LL@:rﬁmmﬁﬂmﬁmmﬁmﬂ@@ﬂwﬁizuuL:T\uwimi
mIvaAnnsasdaya (Data filtering and base calling) uﬁ\imﬂ&uﬁmﬂm"ﬂﬁmwﬁuﬁqﬂﬁuﬁmﬁqm
TenfuandUATLEne8a (Reference genome) TaefiinsAnE &1 bioinformatic SAUALNANTIRAILA
software mmmmmiummmmﬂ@mm\mmq atnlefa wallanisuiansuansiugnesugulug
(NGS) faildefinnanaiionaifniuluszuyléiane (Thompson 2011) 14 lutasesniaifinduasans
I Clonally amplified DNA templates m@m‘lmﬂmmimwmLmuqm@umw mutation Lazyi1 ¥
aunanaLazidnladilu sequence variation A

AU UATADININTDY LadETIlAAN NGS Ty %u@ﬁﬁumm@nmeﬁmmmiﬁﬂm
%q%wmmuﬂuﬁqﬁ’muﬂmmmaumqu WAZAYTNUNUENIBINANITATIA FAIBENNTY (1) N1TENWAN
ANAUAABUERANANA (calling error rates) luiTyunlwTenninan FeAnANRANAN ATTAT]
WANANITY %uﬂﬂﬁum?mﬁ@ﬁ‘lﬂumimm FalneinliaziinnatiuuasnAnsidesi (Confidence
scores) mmwnqmamum‘lml,mmmv-m () mmum@mmmum@wuﬁﬂﬁummmm‘mumLﬂum
AYNATALAQN (Coverage) WAZHAININELN ’Luumam@umuunmmmvu nazauuduuAns
GmLﬂum?mm%@umwgﬂmmqmamammwumq GlummummLmumummuma?wuﬁqmiwm
ANNUANUALITLA insertions, deletions uaz translocations é’qmﬂ%\iﬁﬂiuﬁ%ﬁu IAauals
muummm’mm@m@m 20x 11930 mumimmmmm@mmmmmﬂj AN UdmFLN1981UAN
SNP LW@WVmemme Tmﬂmuumimmmmm@m@u‘w 30x 014 100x fludu (Nielsen 2011)
(gﬂ‘m 2) il mfrl:wummmm@m@ﬂumiﬁﬂwwzmma‘l:mm‘l,fﬁmﬂuﬂﬁa‘ﬁﬂmuuqﬁu

u‘waqﬂ (Conclusion)

poanalulagaeanismaauansRugnasuiulug (Next Generation Sequencing) létnaue
mwmmm‘ﬁ'ﬁﬂ@:‘ﬂmﬁﬁiﬂmiﬁm:mm\iﬁﬁﬂu@mm%LLmﬁ\immmﬁﬁ@HQ Forensic sequence
Markers #ifannnisdnendanmaluladl NGS  dsaufudaya Forensic STR ianunalulad
Capillary electrophoresis i Lﬂuﬁm%mﬂi”mnmmmlwmmﬂumtﬁﬁﬂmﬁmjmqﬁﬁ%mmm%
FoinliuewpnsuingdnisAneiiadum Forensic STR  marker 199 SNPs  flnundeluale] wse
FrwnisdSuefimanzanselszansianizngu 8 anvia naAnmLiteAumn Phenotypic Marker a4
lun1sigatiymna mmuuuLﬂummﬂ@mqwuﬁqmmmmLﬂuﬂi:‘msﬁumm:mumagm'ﬁuLmzum
AINENANGRT
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== Reference genome SNP detection
== Aligned NGS read
= True SNP
R s 0 Detected SNPs
Detected SNP
’/ TCGTCAGTTCGACTA '
' TTICGTCTGTTCGACT |
| TICGTCGGTTCGACTA /
Undetected SNP "~ - 1’, —_
E—:—%t —+ ¢ =\{—=:-E —
iowcoverage and Uneven read Increased coverage
9 distribution correcting errors and uneven distribution

iﬂ‘l/l 2 mm’mLmmmiﬂﬂmm@mummwm Smgle Nucleotide Polymorph|sm (SNP), (291) #ng
walatas NGS mﬂnmmmmfafanLmumiﬂnmmhmmemmumawuﬁﬂﬁmm@m@u waziinIg
mummummuqﬂﬁuumﬂ (high coverage) mmum’mgﬂmm WAL TN AU AT UL
SNP, (dn) ‘Lumm:ﬁmﬂmim@uﬂqmﬁuvlsiu'mLﬁmw'a (low coverage) a1aliindaianainlu
NNTINAKEALILS SNP (Jason 2012)
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