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Platform a4 HSEE | MHIW )—F | RFHEER
F(bp) | (GBp)
ABI Sanger | 3730xl E1HEHA |96 800 0.00000768
454 GS20 2005 200,000 100 0.02
llumina GA 2006 28,000,000 25 0.7
454 GS FLX 2007 400,000 250 1
lllumina GA 2008 28,000,000 35 1
454 GS FLXTitanium | 2009 1,000,000 500 0.45
SOLID 1 2007 40,000,000 25 1
lllumina Hiseq 2011 2,000,000,000 | 100 200
SOLID 5500x| 2011 3,000,000,000 | 60 180
454 GS FLX+ 2011 1,000,000 700 0.5
lonTorrent | Proton 2012 5,000,000 200 10
lllumina Hiseq2500 | 2012 3,000,000,000 | 100 600
PacBio RSC2XL 2012 36,000 4,300 |0.155
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FAFRBMNTO-BARANYT / LEFEHT

ARTICLES

nature
genetlcs

Whole-genome sequencing and comprehensive variant
analysis of a Japanese individual using massively
parallel sequencing

Akihiro Fujimoto!?, Hidewaki Nakagawa!, Naoya Hosono!, Kaoru Nakano!, Tetsuo Abe!, Keith A Boroevich!,
Masao Nagasaki®, Rui Yamaguchi®, Tetsuo Shibuya?®, Michiaki Kubo!, Satoru Miyano®?, Yusuke Nakamura!>? &
Tatsuhiko Tsunodal>2
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BWA! (160 CPU X 1.5 days))

P 36%

ST ) LEIANDIIEDT
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De novo 7t>71)
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NA18943#ZTMDE LD

Using BWA and blast, 99.1% of reads were mapped to human
reference genome (build36).

Quality scores were highly correlated with the observed error
rates.

The frequency and the Bayesian decision methods showed high
concordance with the SNP arrays.

False discovery rates for novel SNVs were estimated at 9.8 % and
7.1% (after excluding repeat masker regions).

Using a Bayesian decision method, we identified 3,132,608 SNVs.

Frequency spectrum revealed an excess of singleton nonsense
and nonsynonymous SNVs, as well as singleton SNVs in conserved
non-coding regions.
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NGSanlyzer MZEITI7 74 ILYER T % (build)

1. NGSanalyzerv1.0.tgz& B 5 Dhome T« LI M) [Z R

S tar -zxvf NGSanalyzer.v1.0.tgz

2. BRSMT=zkei pipeline r143|ZF% &}

S cd kei_pipeline_r143

3. makedY R TEITTI7AILE/ERK(build)

S make
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WBEI7AILE (R
-hogehoge.fa (RS /LT77A)L)
:Seq_Contig.md ( hogehoge.fa IZx L TLNST7AIL)

ERERES /) LBRSITE S LLFURLANGA > O—R A BE

ftp://ftp.ncbi.nlm.nih.gov/genomes/H_sapiens/ARCHIVE/BUILD.37.1/CHR_*

- hogehoge.fai (S8BT /L) T 7L AT7A)IL)
hogehoge.fa Hi5SamtoolsZ{E FAL TIERK
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2. bwa S HBT—2%1ERL

bwalndex.configZvi editor CHr 5

Svi bwalndex.config
NODE_NO=1 (X RZE1T)

ELAPSETIME=02:00:00 (EITF E M)

TRIAL_COUNT=100000 (pjsub ZHE1TI H[EIZN)
SUBMIT_SLEEP_TIME=60 (pjsub ZBER1TT HEZ D EHFEBFE (7))
SLEEP_TIME=30 (DATRTEERTLHEED, ERREFRFD)
BASE_DIR=“/data/hp120310/k01176/ngs/DRX358”  (§tET+sLHK))
BASE_IN_DIR=“${BASE_DIR}/in” (AAT—E2T14LIK))
BASE_OUT_DIR="${BASE_DIR}/out” EtEHERTLIR))
BASE_OUT_LOG=“${BASE_DIR}/log” (AT T4LIRY))
GENOME_FAS_NAME=reference.fa (SRS /LA)

----------- U RIS EET ZRE>AL,

SHEE
S (nohup) ./do_bwalndex.sh bwalndex.config

AV nohupZEAT HE. InREFLELTHEHE T BTGNS



3. NGSDY—FK 7714 ILEDE

split.configZvi editor T | Svi split.config

ELAPSETIME=02:00:00 (E1TF EFFE)

TRIAL_COUNT=100000 (pjsub ZHE1T9 H[EE)
SUBMIT_SLEEP_TIME=60 (pjsub ZBER1TT HEZTDEHFHFFRE ()
SLEEP_TIME=30 (PITRTZERTHIEED., BERRRF))
BASE_DIR="/data/hp120310/k01176/ngs/DRX358” (St&E T 1L k)4l
BASE_IN_DIR=“${BASE_DIR}/in“ (ARAT—E2T1LIR))
BASE_OUT_DIR="${BASE_DIR}/out" FtEHRTALIK))
BASE_OUT_LOG="${BASE_DIR}/log" (BT Ta4LIR))
FASTQ_DIR=“S{BASE_IN_DIR}/DRA000222” (NGST—%A2T«4L k)
SPLIT_SEQ_COUNT=250000 (TR DES)
MPI_BIN="bin/mpi_procInfo"

SPLIT_BIN="bin/splitFastq"

JOB_CONTROL_SH=job_control.sh

COMMON_SH=common.sh

OUT_DIR=“${BASE_OUT_DIR}/DRA000222” ()—FI77AILREIRDERT1LIK))
LOG_DIR=“${BASE_OUT_LOG}/split* (AT 7714IL4)

ETEZE1T | S (nohup)./do_split.sh split.config
OAV R nohupZfE AT 5. InREFLLTEET RIS #ficn b




4. 754 AUk

aln.configZvi editor CHREE | Svi aln.config

NODE_NO=10x12x9 (§t&E/—F#(IE5/—F%k))
PROC_PER_NODE=4 (/—KFI®DifiFI%k)
ELAPSETIME=05:30:00 (E1T% )

BASE_DIR="/data/hp120310/k01176/ngs/DRX358” (Et&ET 1L k"))
SEQCONTIG_MD=“${BASE_IN_DIR}/seq_contig.md” (seq_contig.md®Di5Ff)
GENOME_FAS_NAME=reference.fa (S8BY / LEFHIA)
GENOME_FAS="${BASE_IN_DIR}/${GENOME_FAS_NAME}"
BWA_DB_BASE="${BASE_OUT_DIR}/bwa_db"
BWA_DB="${BWA_DB_BASE}/S{GENOME_FAS_NAME}"
FASTQ_SPLIT=( DRA000222 "${BASE_OUT_DIR}/DRA000222" ¥)
(J—F774IW DR ENE T o= FERD AR EIHAT)
OUT_DIR=“${BASE_OUT_DIR}/aln“ (754 *> MER D15FT)
LOG_DIR=“${BASE_OUT_LOG}/aln (A% MI5FF)

TEZET $ (nohup) ./do_aln.sh aln.config
nohupZz{FERHT 4&. ImRZE L TEET RTINS




5. BAMI77A JL{ERLEPCREE RN BRE
rmdup.configzvi editor Chm e Svi rmdup.config

NODE_NO=32 (;t&/—F# (I 5]/ —F %))
PROC_PER_NODE=4 (/—K R D i 51%k)
ELAPSETIME=04:00:00 (£17% EFH)

BASE_DIR="/data/hp120310/k01176/ngs/DRX358"
BASE_IN_DIR="${BASE_DIR}/in“ ,BASE_OUT_DIR="${BASE_DIR}/out”, BASE_OUT LOG="${BASE_DIR}/log"

SEQCONTIG_MD="S{BASE_IN_DIR}/seq_contig.md"
GENOME_FAS _NAME=reference.fa
GENOME_FAS="S{BASE_IN_DIR}/S{GENOME_FAS_NAME}"
SAMSRC_DIR=( ¥

DRA000222 "S{BASE_OUT_DIR}/aln/DRA000222" ¥)

OUT_DIR="S{BASE_OUT_DIR}/rmdup"
LOG_DIR="${BASE_OUT_LOG}/rmdup"

FTEZEST | S (nohup)./do rmdup.sh rmpdup.config
nohupZfEA9 5. In kT FLLL TEETRITMHGEINDS




6. PileupESNPZE[ETE
pileup.config?Zvi editor CHR 5 Svi pileup.config

NODE_NO=32
PROC_PER_NODE=4
ELAPSETIME=03:00:00

BASE_DIR="/data/hp120311/k00548/pipe"
GENOME_FAS _NAME=reference.fa
GENOME_FAS="S{BASE_IN_DIR}/S{GENOME_FAS_NAME}"

PILEUP_IN_DIR=(
"${BASE_OUT_DIR}/rmdup/DRA000222"

)

OUT_DIR="${BASE_OUT_DIR}/pileup/DRA000222"
LOG_DIR="${BASE_OUT_LOG}/pileup"

ETHEZETT | S (nohup)./do_rmdup.sh rmpdup.config
nohupZ {9 5&. in RKREFILEL THEREIE#EEEND
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