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Korean Reference Genome Construction
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ABSTRACT
= Hx AA F4a) AL (KOREF; Korean individual genome sequence) < $=¢1& 93 3z AAd=z
A ARG STk 2009 1€l A B FRAS LAk Solexa)E T WAL S AASA
o] NCBI®| IZHAEZZAE A PAbst Alx ) 99.83%S AW, =3 NCBIAI L2 ok 204)
= AWE AR F34 AdE AAste] vl$ e LS b = aHFAAe
A ML %ﬁéﬂr HA7EA WA Aok gl HolF 1

g T AES S5 AEy e e wE aFYelE B3kl 38% (3,186,352 SNPE O
1,217,362 SNP) o] SolZQl zto]lE vrefUglom, T3t nER
OFdE BolF= SNPHlOlEI S el & = itk AAd AuMEER e 4L gy ng
o8 A% FAA delHE & 5 A HAdoH, o8 AMARHA dolHE AdFAA ggow
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1. & [A1544 Madde sEwd Ve JLE
1977 @ Sanger [1]°] &3] HZoF nlojyA o] F Atk

A Aw MEe wezion, 122E 304 Sanger dideoxy method ©ff & Hzx 7)<l

o= Andreson [2]°] 28] &FH nEZTgo} FAA7F AAHJA T,  NGS(next  generation

FAAZE AT 2 F 2004 F AZow A7k sequencing) WRZ =3} x¥o] FAHSE

FAA gAYl dgdE o)F 31 FHA ZoE7] wWEel A FHEAC we Agtsio

A ESHA ] A¥T)Ye wRA PEdR o) [4]. #HT NGS ° o3 #2447 F44
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2. Materials and Methods

DNA & QlAamp DNA blood kit 9
ARG AT A wE YA Genomic DNA
(gDNA)E Hopdtt,

Short read alignment. W& ZF-= HHE
T 273 MAQ(ver. 0.7)2 AHE3ISITE MAQ &
AE olFE EF % read ¢ readpair FEE
ggstrt ek mate pair 7} 2 FJEEHQloHY,
MAQ & ©]% read-pair JRE ©]&3t] ZEH

P8¢ 1AL e APe Fkhn, B
R A SR AgS W
Calling SNPs

MAQ & ©l8&3t &2 read \:r
Agel] Adddstn, NE9¥d @ ZFHREFH
dxd FHAE Mds ARGt SNP 2
F27] JalME 3o 248 BH5AAk ).
# 2 read depth £ 4 ©]9 (d 4), F2AE X%

FAl hit & AAS7] A Hh depth & 100
(-D 100), consensus #2220 (Q20), YA M4
=22 20 (Q20) ofofof gv}. 2231 wEeF 3bp 9
flanking region ©llA] ©]® indel ©] YWEtATIH I
RE SNP &1 &4 b=t

3. Results and Discussions

el 50 7]7hble] E o] M E(36 Mol read
23 oF 1,071,000,000 pair, 75 H O] A read & £3F
2k 154,000,000 pair )= €3 TH MAQ (Mapping and
Assembly with Qualities) [8] X F13-& o] &3}
A4 2] 44Gb (89.67% of all data)= NCBI 217} Al
reference (build 36.1)¢} 4 AMEE& H4d st
A A OS2 NCBI reference A& 99.83%7}
H 2 S 7 155 fold mapping depth & F3] -+ A
Aol AHH k. KOREF Alxe] SNP B
HuRef(Venter's Genome)®} B3R }TF (I8 1)
[6,9]. KOREF = YH (Chinese Genome) A& oflA] F
62%2] SNP £ HuRef Al&olA= 51%°) SNP &

it



T8t 8 YH Als3 HuRef AlBS 51%2
+

KOREF
824,842

1,234,006

1,096,722

219 1. Comparison of SNPs among KOREF, HuRef,

and YH.

T MAQ & ol&3fo] 229,187 e e
A3 2 (31 - 414 bp) S FAsgITE A
229,187 7H FAA AL A A FeolA
ARG B FHAA A FAs
AN, FA2 Fio] A3 85393 indel =
e AT /FHAAFEE UCSC  genome
browser database (Kuhn et al. 2009)% F-E] &z 2
HHEE A7 Ae AHES] KOREF 9 exon,
CDS, UTRs, intron °A412] indel ¢ HWLEHZ2
ZAFEFATE 229,187 7R A A 4bsla AR Fo
3725%° sdets FRAAAMNLY el Ao
5' UTR (19 indel), 3' UTR (229 indel), CDS (38 indel),
1217 intron (85,107 indel) 5 oln] UuiA gl=
TRl fxEdtt (2 1), CDS oA BRe
38 709 FAA Mde g 44 FeA
23 718 Aol A A fRAqd Akl

[‘

I~

Aol g e gheoAE Ao FgE Fo
gl Vsl WsE & 4 e ook o9
e AME H7 ¥EE 2dosrE Bo)d
olF- A ZoEZA NCBI At FHAg)
KOREF 3 A= Az e Hge ¢8e wa
A & =+ Atk

3 1. Indels in korean reference genome

Indel

index

Indel number Homozygous Heterozygous Gene number
5'UTR 19 7 12 32
CDS 38 12 26 27
3UTR 229 81 148 162
intron 85,107 32,150 52,957 10,317
Total 85,393 32,250 53,143 10,538
=z Q. =} O
H Aol $27h 32 3,100,000 SNP
FolA 36,000 SNP  (114%) o)) AjR&

SNP o} 2} 1. v},

o AFOo®E
FHA MEe 44 5

B F=9l g2l g3

o} A]o}

LR SEY

A
2T

dePee % 5

=

=

H] & Wang (Wang et al. 2008)©]

F39 M %S dyom

A APES
gAe LI
2o fAmew

AT [10,11,12]. 29 1 & B,

KOREF = HuRef &} #Z2 #Q12] Aol vls) YH
o Fr w2 SNP F IHFE ¢ & Uth
%o E E3a, KOREF & YH = o33
1,200,000 SNP (°F 36%) e #d4d Aol&
7FA) a0 vk 1831 KOREF ¢ YH 7+e] #44)
Adel Ada A4E nlastd 7 oAE Abole
oF 1% AEZREe]l fd4 I s A4S
3k, KOREF 9 HuRef =  2.9%29
FAAAG ] Ay A& T

ofu} KOREF 9 YH 7+e] f-dAlA Lol A Ho]
A ek MdE vadd Az 959
Bol&el fd4 fdA o AEg TEAEE



AL B2 e oled ATdn: %
e MEA AFVNAY FHA Aok
s Fesiths A2 dehath B3 sl
&% WNF IFL QET 5 Qb AR
FHAADE AP AN A5 F4
Aolg BFsL AEHOE PHY + vt
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