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JEREBEOES - ERGZERICIEE L, REECEGTRHE - FIETAZL2F—0EMNE Lz, SEO
WEC T, UTOREEE, (1) REOAEFEEITES (B IRAEF, KIR3JEF) 2EBELE, 9b, 21
FRICEL L, MBRELEDL Z LB TER, (2) NEEHOMEGRIT RO L LT, BEMEXRE L
5 AicardiFEERESHNC KM B RES (Z/MKE]) 20, FERICZLEBO b2, MR REBLS
IS AFE BRI A 7R E RO DALz, () MEFTROMTIC LY, REETAPAL LITANRIX LR
VEZIUDEF TET B HOD, BEICE L Cldlilice A7V AI T2 ETAHI083D702 &7 8O
FRBHLNE o7, ) BEE~A 707 vA W a ¥ —EEH T, B & E 2 bvbde novo® =
P—HERIIFEINZNoT, 4) 2% Y —AMEFTICL Y | BIETFAIZde novoDtruncation 2R % 25EHIZ
BE LR, BEELGTFE L TOREICEELRP Tz, KRR THLMI LZNELEBEL LT, 4%

DIFFENZD72TF T2,
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AicardiEFRE [MIM %304050] 1%, 1965412 Aicardi
BAHID THE L FA R~ R HIC RE
I 5 EEDOMRIAERE FARRE L T2 S RIETIE
FEHTH D, MEKRE, EIEIKRE, REHTA
MWAEZFBET D, BEORSENLETHSZ
&b X e kERERR (BIRERIT47,XXY
WERE &, BEEIEME) | b LIXEREK ED
BHRBRERTFORE EEX DN TWS, de novo®
P RIEREERE B 46,X,1(X;3)(p22;q12) DEWEIZ &
DEERIC, XpRATT Y EVTERTWS, B
FBETIEIRFAETH 2,
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He Thb% b LITIREES 2L, BROS
WBETTT A 2 L IXBE ORAELICRLO,
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BoOME BT,

WroemHEE - ML LI, REEH E2HEh
HIER & 2EN SERE Uiz, AFFRITEET IR
FPHBEEESOERREZITHEI 2 HEOEE L F
REERTIThbTNS,

IR DMEIER O A & 72 5 IR KA 0
T REZEDOBEEZ A ST A 72012, FERk 22
(T e PVEHE LT — YR CIRR S e B A



EN D Aicardi JEFERE (MEXE, RETANA,
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EMHEEEL, 74000 LI CD TEHENE
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AN 166 (1541, B 1460 ExRIC,
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L - REEZBRET LT,

Fx DITo—RFAETHEEB IR BEREND
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Tl 1T o 7,

,_ iz, = EIEHTT B,
NimbleGenttBiD 7 2 % L7 LA ZF|FA L, X i,
o=z Y AEBREHERET OBREES A ) v
TFTVvA (Fu—T8, 2HNT VA, Ta—7
£ :55mer, S0 — 7 G EFHEESS bp &,
BETFEIAN Y 7 R— 8600 bpfE) &7 V1
L. 7 UA &ERL LTz, AT, Signal Map (Roc
he). 3 X UParteck Genomic Suite (Parteck) (& TAT
ST, RIE SR E - BEEREBIIEEPCR
ROFISHFAT 4 CREMC 2 RE L, BEFEHEE
EFVAMEERL, BEFERRREZIToT

SR EOHIBELNTZD 21 FRIZH L, &
Yufa (MBEMEEEERB L O X kBB R
X (BIHEI) 2HE L. de novo DEEZHH
THZEE LR,

F3, BERUOHEBMREORMEMAMMENS

%) J DNA Z#H L. double strand DNA & LT

3 microgram % Covaris S2 (Covaris #£) ZfEA L
T, target size 200 bps & L CHi b %4772, %]
4T o772 5 FAIWE L TiX, SureSelect All
Human Exome kit 50Mb Kit (Agilent 1) T5° ./ A
ZSHE TV, Genome Analyzer IIx (Illumina £1) T
W HAESE (108 cycles x2, pair end) &4T 27z, &I
1T- 72 16 FRIZE L T SureSelect All Human
Exome v4 kit (51Mb) (Agilent ) % L <X

SureSelect All Human Exome v4+UTRs kit (71Mb)
(Agilent ¥£)Z AW TH 7 LAOE Z1TV,
HiSeq2000 (Illumina #t) THEEMET (101 cycles
x2, pair end, 7 index reads) & 1T > 7z,

— K f# BT (Image analysis, Base calling) I&
CASAVA (Tllumina #£) THF\ . quality DIEHRO A
W EEFIER CTH D fastqtxt 7 7 A LEH
AR et

ZIRFEHTIX LT O TIT 2 72,

1. Mapping: Novoalign
(http://www.novocraft.com/main/index.php)

2. Remove duplicate: Picard tool
(http://picard.sourceforge.net/command-line-
overview.shtml#MarkDuplicates)

3. Variant call: Genome Analysis Toolkit: GATK
(http://www.broadinstitute.org/gatk/)

4. Annotation: ANNOVAR
(http://www.openbioinformatics.org/annovar/)
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BEICBWTAT nEaER
HHRIZBW TR DIRWER
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WBRETERVERLD DD, 58BIZE£T /A
=g U R AW b BETT B,
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Naomichi Matsumoto. CHSTI4 mutations in
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European Human Genetics Conference 2012
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Genetics Naomichi Matsumoto
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(Symposist)“Isolation of genes causative for
genetic diseases by next generation sequencer”in
Symposium 5 entitled “Next Generation
Sequencing for disease-genome analysis”. Oct
25,2012 at Keoi Plaza Hotel, Tokyo
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American Society of Human Genetics Meeting 2012.
Matsumoto N, Tsurusaki Y, Miyake N Mutations
affecting components of the SWI/SNF complex
cause Coffin-Siris syndrome November 8§, 2012
at Moscone Center, San Francisco, CA, USA
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The 12® annual meeting of East Asian Union of
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exome”Nov 29, 2012 at Seoul National

University Hospital, Seoul, Korea.
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The 34® annual meeting of the molecular biology
society of Japan * Next generation sequencing
technology enables a large scale medical
genomic research (symposium) [Disease genome
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analysis using next generation sequencer ]
Naomichi Matsumoto (Invited speaker)(Dec 14,
2011 at Yokohama, Japan)
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