20/23/0 7574

A S BT R SR BN &
BRI BT RT3

AicardifEERE DI & R EEAEEA &

2Wr - IRRIEDBARM 72

T2 A RS - ST REE

MEREKE =% KT

Trk25 (2013) £ 4A8



H /N

I BIETIEEE
Aicard SEEBHE DFIFHREAR & U - 1AL DRSNS
=ERF  BHETMREESSERET)

.. s>EurseHE
1. AicardifEEREOEEEFEHRE
MEEEE (U REEZEE/NERSEE)

2. AicardiEER DL T Y — LEMT
WMAERE (BRI KREEZFNEREER)

1. WFFERREDTHTICEET 2 —EFR

IV. WFFEREDOTIITY - ik

10

12

17

21



e Ta T FE



Yk 2 4 FEREFERENREMDE ERERERIIEESR)
WGt sEmEE

Aicardi JERRE OFIRARRAEH & U - IBRIEDBR R

REWFEE =BT BEHUREEFERERERT

MEEE

Aicardi JEMEREIL, 1965 €T Aicardi 52 L 0 #1D CTHE SN -MR/KRIE, FEIREERE, SETAMA
XL T AERETRIEGERETH D, BREDEFPEETHHZ L, BIRTIX 47,XXY KREEH
HEREINTNEZ LD, XTREKEDOBRTFEENER (BIR CIIBIEH) B2 5N TWAH,
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H&I&Pﬁﬁ@% bz 256 (23461, B2 %
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/) DNA #HiH L. double strand DNA & LT3
microgram % Covaris S2 (Covaris 1) ZfE/H L T,
target size 200 bps & L CHI (b &4T o7z, #IHIC
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. Genome Analyzer IIx (Illumina #1) CHEEAETT
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— IR fi# HT (Image analysis, Base calling) IX
CASAVA (Illumina #£) IV, quality DIFHR DR
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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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SEBI D 3 15, suppression-burst 23 1 FlIZFR D bz,
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Fv hU—7 OREBENRR EEZOND,
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Matsumoto (Invited speaker) (Sheraton Mirage
Resort & Spa Gold Coast, Gold Coast, Austraria,
April 24,2012)
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Matsumoto“Genetic abnormalities in Coffin-Siris
syndrome”(poster) ~ (Nuremberg  Conference
Center, Nuremberg, Germany, June 24-24, 2012)
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in mendelian disorders. (Hyatt Reagency Jeju, Jeju,
Korea, Oct 13, 2012)

EHGERERBEARS 2012 - BRAEE (BEE
B) [EEMRBROT Y YV —LENT] Ek 24
£10 A 17 B@ER(FZ U — &R —/)LHRIE)

NEBEFRESTERE- T FartIif—1
DEGEHERBOREO 2K — 7 o R
Ml (TYvr M) FRL24 410 A 25 H
RESTPFERTNLVER)

The 57 annual meeting, Japanese Society of Human
Genetics Naomichi Matsumoto
(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

7 ARIRRGER(MN T Vv AV 2=y 7 3E) - 18
AREBE WK — T RERWTRBRST
AFRHT) SERL 24 6210 A 25 BRET 7R T
NVORIR)

NEBIBFEEF 5TERE - BARE - WES HH
FRv TERIRES] - MAREE GEM) kit
R —F P —AM) ER 245 10 A 26 B
FE7IFETIAER)

FENTEIRA S (5 A 7 V) R 24 RESE 1
[EIfEAR - IMAEE [SWIUSNF EE4EE
B339 Coffin-Siris FEMRAE] TR 24 4F 10 A 29
B - RIGRFEFLTRIESEE

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

WRL 24 FEEMPIFEISHE Y 0 7T LR #RE
= - RARER (REEEICEDLI A TFRERE
RIERL 24 4R 11 A 21 BEREY —F—2 -
FUER

YRk 24 EE RN FERISHEE ' 0 7 T NFRAEF 362
BEEMRT — 2B _ESH - BAER (3
EREEFICEDO S TFRERR) ¥ 24 £ 11
A 22 BREERY y—F_—2 - 5H

The 12" annual meeting of East Asian Union of
Human Genetics Societies. Matsumoto Naomichi
(oral presentation) “Medelian exome”Nov 29,
2012 at Seoul National University Hospital, Seoul,
Korea.

% 152 ERERHES - HHEE - RAERE (=
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rEf - MIRR BTSRRI R 23-5 (fiP A e T o
—BIOBEERBEOZE - IEERZEREL
7o ERERTAE) ERL 24 B TTEEFEE) ESEAR
BEEE - RAER EEERERO=Y YV —A
fENT) ERR 245 12 A8 H - JAFKELE L - K
=

EISE ARG TFEMFESES V-7 vav T
DA v 7 A(A—HF AV —RNESE - IvA
EB)RAER [REEEICBITS7 ) LfF
B RERERZBAWT) RV RAR) E
%244 12 A 13 HEEMEESES - &

Advans FFFE4 2012 - FREERRTE - IAKEE Bk



REDT Y Y —LENT] 24412 15 H
RTNT T KRV - BHR
Mitsuhiro Kato: Lissencephaly and related disorders.
International Child Neurology Congress (ICNC)
Pre Congress Symposium Malformations of
Cortical Development, May 27, 2012, Brisbane,
Australia
TNFEEIA R T L BEF. 5 32 [E B KRR
Barvr7rafs: Bk 2012458 11 H
MR« H LWRBES N E= 2 — 1 RO
T. EOEVNEFEEIF— KK 201249 A 8
H
YR : KIMAME= 2 —a DS FHEREICLS
THRREE LEEEY —NMlE==—alFHE—-. ¥
VRV AUNRERO TR KBTS 51 -
FERE) 7 7 —F % 44 [ B KRR 53 F IR F
& - RSBmO 201249 A 28 H
TNEEEIE « AR RIE B O HARTRZ BT OBUR & 3RAE.
VRV AE  EBHEIER up to date : BEIZTFZ
W OBLR L IREA~DISA 8 46 BIBARTANAE
& HEFE 20124108118
WRRe., MR, = AEZRE, ERE, FiEE
K BEATAEREY BT RS/ IMNME & A1l
PRI KB D B R F. BE541E] B A/ NRARRE
FoME  FLIR 2012485A17-19H
B, BMIEAN, $aARMRTF. /UKEH®E, H
R, KEFE, MELE : SLEH L TAN
Ao BEAE LTz BT R R D2, E24E TR
/NRAIRIBGES - T 20124811 A24H

3. HEEEMED HFE - BRI

PCT/IP2012/83113 MAARE B EBIFETE =4
FeaTv =) REREBOBRHEE -
24412 520 B

PCT/IP2012/77903 G / FAARE @ - FLINE X
VI U R 7 TR 551 - EL 24 &
108290

HERE 2012-180356 - IAKRE®E =FfLF I h=
R U 7HEEE I RZIEDOHEEZEE - Fak 24
#£8H 16 8

4. HEF

SERENE
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RL 2 4 FERE é%@ﬂ%ﬁ%é@%é(%%@ BREARATIEESE)
SHEBTERE

AicardifEMERE OBGRER O ERBIZBE 4 2158
SYEHFFERRRE © Alcardi SEBEHOLEEFRAE
MESRE  EE A WWBKPEZRE/NER SRR

MRES

AlcardifEEREIZREBE CADADHRENFEE TH DB, THLUSAD TADADZEMITH S TIERVY,
AicardifEMEREIZ R T 5 CANARIEL B OB EHA LIS T B 0IC, £EEZRFHED KL CHE
STz AicardifEERED2TIREFIF, ZRFAE L U CRIEFTR & & bICMEFT R OB L2 25EFIZ W T, %
BIEE L CANAMRBHRONEREZFE L, 210 Y REF0RE RO, Ml 7AT U XITHE
L. ZO 5 bMI3FERMEE AT IV RAI T Thotz, b yiray « X=X b EELEOIXIFIOLRT
Hole, TANAMEREIZUBNTRD bivlz, RETADAEEN e 72T Y X I TIREEL T
HIERAHBRFETHY . MERBICLIELEDESRENRRNEE L OIS, TADAMEREEOEWOER
FIIL/PHE7 EORERRBEEICL2MBERy NV 0REEENRERR L EZZ2 N5,

C. H%F%

A. HIERY 2l B ERIEBORE 2RO, 9 filike 7
Aicardi fEMRFEIIMMEERE., WMEIRGIRRS. &8 XT}X\?%EL\%@5%7W@EE#ﬂ%@
TAWE%:Eﬁk?ég%ﬁhﬁ@ﬁT%D\m Tholz, FEFEBEORRIL 1 flOoLTHoTz, &
PRBOMIC KB REE, BFEREE., kP ERBHREIEES 2 f, ZHEKS° hunp, spindle
EHILTNE, BRVRR L SYRMEREE S g5 R S ERRMBIEEIDER0 DI VERR 3 4,
L. BERMBEREZET S - ALY, LiL%  suppression-burst 23 1 fliCFB®HOENTZ, 2. TA
ASEEEI 10 FHEAEIC 1 AL Ebh dEEicehe DPAMRERIT 24RO N, e AT YRS
H Y ENTOERBOEMIIH LA R TR, TEFFLviay s A2 h BB 1465, 84
ox 1L 7R DEND Alcardi EEROBEKRE  FRRAED LIZRRERERER L, 5 A
BRI AT O LR 2470, TRk 22 EEE»s NMERERER U, 1 BB L RO R
ARFRICBNC, BEERLBREEHLNCTS  ETRLE

COIL2ERFREO—KAELIT, 610 HRD [ wp
6@%%@(@W$§6%%57@§Kﬁ0@@@& b PR T U R S T A BB 0D 66-891
EWMEB LT, Moardi RERRARCADADHE g esinsnm, FFECREZOT Go0ic Lo
ﬁ%&ﬁ%éﬁ\%ﬂuﬂwfhmwmﬁﬁﬁmﬁ b DL . Aeardi B OHETE oA 7
TR, TADAFEORKL R OBEORR ) 5 3215 184 firh 1801 LD bR TR
%%Bﬁmﬁékbm\_&%é%ﬁmMﬁﬁﬁw (Chovrie and Aicardi, The Afcardi syndrome.
W E AT o T Recent advances in epilepsy, 3:189-210, 1986], 2
B. #FFEFHE BHTADAIE Alcardl FEEHO=FHD 1 >THY,
5 —KAETHRBINEZBAREND Aicardi  HAX PHETHLRETADA D LFANRZLRIE
SERERE (MRKRE, RETAM»A, BIREEXE) Z 9RO TN AN, I L Ciddfice 7R
DELNBEFNCF LT oRAE L LTRSS T IYAITEZETDHARDRNI LBRRFEI L WL

BRI L, REDH o7 27 IR, MBEFTROBLH Do
7 o5l (& 23 . B2l wxtEl Li-, ETATVAITHET DD 9FF 74 (78%)

Fik UTFOEBICOWCHEOFELHY -2 FEREIHRTHY, MERBILLZEEDEAT
BB, 1. 8758, 2. TANUERE E0RREEILND, EATEE AT I RAIT
¥, RO RE 2B (UBERLE) ICX-> Tl
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& DM, Aicardi JEERETIE, IERFEDOMIZ, FE
FEHMEP S L ST D, KBFFE CIXIEREIMER
RS NTEMZ1BIOARTHY . K9 L HMmEANE
e FAT Y RI T OERBEET 500 Tidiawn
EEZBND,

T AH AR IX 25 5157 24 41 (96%) 12588 By
EBETHo, TADAREOSRLIMEZ B
FAZREWTIR M TN D Z e BRSNS X 5T,
RREEERIITADABTEEECRNEZZ BN
%, Aicardi JEMRBEOE W TANAREMEX., #6351
BENMEIZR & DR ETREFIC L AR Y
—7 DEREBENFER B2 N5,

Aicardi JEMEREOMEETR. L L CELGIERFRIED
E AT VARITERODIN, HEEIEELUTTH
D, MBRREORBETAPALIEZERS,

F. fEEfabriEH

Rriziz L,

G. WrFEsExR

1. MR

1) Nakamura K, Kato M, Sasaki A, Kanai M, Hayasaka
K: Congenital dysplastic microcephaly and

hypoplasia of the brainstem and cerebellum with
diffuse intracranial calcification. J Child Neurol
27:218-221,2012

2) NEEXIE : ARX EET ENE= 2 —a V7.5
P T T ADEME L FEIR  Clinical Neuroscience
30(12);1401-1403,2012

3) INEEJEIE - N - FRBREE. REBREE.
Dandy-Walker #77%, Chiari &7, Z—oFHE =ik
XRBRE /NERBW - WnEES PuEE
p.744-748 2012 42 9 A

4) MEBLIE : AT DNRREBOBEHAREYE

B4R SRR BERAE EREZ4H
44:678-679, 2012
2. FERR

1) Mitsuhiro Kato: Lissencephaly and related disorders.
International Child Neurology Congress (ICNC) Pre
Congress Symposium Malformations of Cortical
Development, May 27, 2012, Brisbane, Australia
EESEIE « BMTERLET LB, 55 32 B B A
MRS o 7 VR fRE IR 20124E5 A 1
H

INEESEIE « T LWVERBEES “NME==—r 9w
WZOWT. B 9EVNEREE I 77— Kk 2012
F9HA8H

2)

3)

11

INEESIE  KIMATE= = — 1 v D4y FHsHERs =
WL ARRRE CHRERY — o —ar
m—.  YURVTAVNEMRO TEEK] 2B
B T5F - ke 7 u—F" 44 [ B AR
RO FHEESRE - FINES : BA 20124
9 A28 H

IEESEIA . AR R IR B O A RTZ BT O FR
CERRE. VATV T A5 EBHEIERE up to date :
BETFZHOBR LIGE~OEH 8 46 BEAAE
TANASEE B 2024 10H 11 H
WER., MBI, SAEM, ERE., IE
Bk BETAEZRY IRTEIRMS/INME & F
PBIPERGRIARER R IB O BIRGI. 5 54 [B] B AN R4
REAS LR 20124E5 A 17-19 H

A E, BIEAN, SRS, JUREBHE,
X, KEFE, MEXE : LIRS TA
DAUERFRELTERERBREED 2 6. £ 24 BT
EE/NARBEES T 2012411 H24 A

HIEOFA EEME D HHRE - B ERIRTL

5)

6)

7)

H.
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Wk 2 4 FERESBR AR ME EHRMRETIRITIEESE)
SRS E
Aicardi FERREE DRFIFRARAEA & 20T - IDRIEOBAFETSE
SRR SRR © Aicardi IEERE DR T X Y — LT

SHETE  RARER RRTHILRFEEENEREES

MEEE

Aicardi JEMEREIIINR AL - MEE TADA - IEHEIESRALE =L L, EEORBHESREER &
CTRRMETHEGRHE T D, NEEHOREONERTHDZ b, BEEGFRXREKEICE
ETREEZDLNTVWS, EEL, REFERBCBIT 2 XBREE EOMMRaRREEZRTET 12D,
X Qe RIci b U ERE B E X tiling array 2 BAFE L 805651 20 441256 U CRRIT 21T o 7o, LN LR b
R EEZ NS o v—EEB IR SN ehotz, 22T, REERED XY —AFECEAL, £
TRELRAEEEERER - X LEAKREEEREN (BHEE) 2HBE L2 To, BEETIZ
FRIFDORT LIt UERFIFRTT U EVAER JIO—FRTT7L—A Y7 MEERDF 2 ED de novo
ERPEGFAEELE, LHLanb, 37 EFIF 2 EHNIC ULHEREEFICEERFRE I NS, KE
HBELETFUMCBREEGTRFEET 2ECHEEY) - L RR I, 4%, EMETT A 2dhd
L7z RA T = A T EITV, ZORERLEBR L oo, HOEFEERTORELMEL TITH, FiZ,
Y — AMEF TITHEETERWVWERL H B0, 22X Y — AR CTEEEEFOREIZEDS 2\
BAX., &5 ) A —0 U RAE RV EITY .,

A. HIFEERY BAEE CIER SN AERBERE L. 37 EHF
Aicardi JEBREIIMEREVEL - RERCADA - R Thd, TDOO> b, WRREOCHAIBELNI
R 2 — S+ 20 TR ERMR DIX21 FRDHTHoTz, S, HHEHENE
HEBEHE CH D, FREPRRICHEIET DD BEEAB LU X REFEERERN (B

X PR EOBETFRED LITEREHE ED 58) ERBEL., denovo DEREZHHTHZ L &
BHERRERTFORENRR THALEEZ BN L7z,

TWBN, BEEERETFIIERAETH D, NERE £, BEROWEBBREORME LM,
A, ERO=ZFHLSMT L BRIV EE 4"/ 2 DNA % it L. double strand DNA & LT
RIERAZETHZ 0D, BEERTERED 3 microgram % Covaris S2 (Covaris ££) Z{E/H L
AREMEEZEZERE L, BEEETIIET /) AT LA C. target size 200 bps & L CHF A {L&ATo 72, #)
BIOXLEEEIHELLZEEMHREE X tiling AT o725 FRICBE L TIE, SureSelect All
array & AV THITE{T 7208, RV EEZ LI Human Exome kit 50Mb Kit (Agilent &) T4/ A
Bavr—EEHENLro, ZOKE S %FTVY, Genome Analyzer IIx (Illumina £1) C
Nh, a—HEE L VEEBERICIAZIEER WEAMEFT (108 cycles x2, pairend) %1727z, $&IC
BERTHHAREENEWVWEE L, TFEEH IR 1T 7z 16 FZXRITE LTI SureSelect All Human
TWVWBETX Y —AMEFICER LBV THETE Exome v4 kit (5IMb) (Agilent ) & L < iX
Toz kel SureSelect All Human Exome v4+UTRs kit (71Mb)

(Agilent ) Z AW TH J A5 EEZITV,
HiSeq2000 (lllumina %) THEEFEFE (101 cycles
A= +/
B. BEGE x2, pair end, 7 index reads)% 1T > 7=,
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— R fi# HT (Image analysis, Base calling) /X
CASAVA (Illumina #1:) TITVY, quality DIFR DT
Ty ANEH

W EFRSIFEHR Th 5 fastq.txt
187,
TIRFENTIZLLF DAL TIT o 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/)

BAEE CIZEEBTFORT LTWBDUFERIC
B L CULTOREIZ L Vde novolmf i L
7o

dbSNP135 (MAF > 0.01) Li5t

exon J3 X Ulexon-intron border +/-23F %
BEC~TOEENER
MFICIBNTRRD baVWER
In-house control exome (n = 456)IZF8&
HIRVER
6. SynonymousZ: £ LIS}

“wokw D e

K% Tde novolEf & LT INEANY T
VFORAPBRFERU BB L TAAY T B
DO ONDEETFEHME L, SangeriElZ L 5
FEREIT o T,

C. WFFERER

ETF Y —AEIZE D UWERENERIC]
~8ff Dde novoEEBRH SNz, TDH B, 2
FRLL @ L Tde novoERNERH Hiviz
BEFIXERLT Tholz, MBRFOERESa
nderiE CHERR L2 & 2 A, de novoERTHD T
LFER SN,

SEDTH Y — LTI, ABEEF OISR,
X5C94%, x10T92%., x20T90% Th o7z Z &
¥ 1= KB {GF D—E23segmental duplication D58
BTholiod, =%/ — LFHTIC L Y mappin
g ertorE CERZHRHETERVWAEBHELBEL,
Do ZHEEIETE S L ) ICprimer 2 EREH L. &
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FERIZBE L CHigh resolution melting{% & Sanger

seqeunce X MAG ORI V) —=0 T %fTo
Teo LOLEBRLZX Y — AEITCTERLZRE
L7z FILSMC, FBEEFIORIIERIZEEL
2T,

D. &%
LV — MMENFIZ LY 2EFNCIE L TIER

EEH (W71 btruncation mutation) 23FR D B

N EHECTFAZRE L, LOLERL, K

BEFORBOHBIIOEVEAINTELT,
RERLEETFThHDI LHEROTDHZLITTE

20, Fe, 27 & bERBEFOAREERERED

KESERATERNZ LD, MOEHERE

FERBETHILEERD D,

BT XY — AMMENIC XY | 2EFICILE U TIER
HEHEH (W btruncation mutation) 23ERWD 6
Ni-EEEETFAZRE Lz, 5%, KRBT
HHECHEEZH LML, ABEETFIIFESN
TrEROEEVHRIEL T Z &1L, JREEMRRA
DABIZIRD, L LN L, 3TEFIFLERIC
LOARBRFICEREPFESNT, S HIZZD2
TEFI DS IEBAEF THo7-Z L b, KEfE
BF UM EBEEECTFHIEET D(EEHREYE

MR Z EBRTRBREI N, S%IE, EHEETAR

Bl L7z SR Y oA B EEITV, ZTO/ERD
ERE LoD, BOEMEETFOMBEZMMEL T
179, Fiz, =F Y — AR CITWEETE 0
fER L H DD, =% Y — LT CEEEETF
DRBIZESRWERIE, &7/ Ay —r v
R &R EIT 9,

F. REAERER
T2 L,

G. BFFERE

1. WXCHEER

*Saitsu H, Kato M, Matsumoto _ N.
Haploinsufficiency of STXBPI and Ohtahara
syndrome. Jasper’s basic mechanism of the
epilepsies, 4™ edition, edited by Noebels J, Avoli
M, Rogawski M, Olsen RW, and
Delgado-Escueta AV. Oxford University Press
Page 824-834, 2012.

Yoneda Y, Haginoya K, Arai H, Tsurusaki Y, Doi H,
Miyake N, Osaka H, Kato M, Matsumoto N,
*Saitsu H. De novo and inherited mutations in




the gene encoding a type IV collagen a2 chain
(COL4A2) cause porencephaly. Am J Hum Genet
90 (1):86-90, 2012

Sakai H, Suzuki S, Mizuguchi T, Imoto K, Doi H,
Kikuchi M, Tsurusaki T, Saitsu H, Miyake N,
Masuda M, *Matsumoto N. Rapid detection of
gene mutations responsible for non-syndromic
aortic aneurysm and dissection using two
different methods: resequencing microarray
technology and next-generation sequencing.
Hum Genet 131: 591-599, 2012

Kondo Y, Saitsu H, Miyamoto T, Nishiyama K,
Tsurusaki T, Doi H, Miyake N, Ryoo N-K, Kim
JH, Yu KS,*Matsumoto N. A family of
oculofaciocardiodental syndrome (OFCD) with a
novel BCOR mutation and  genomic
rearrangements involving NHS. J Hum Genet
57(3): 197-201, 2012

Yoneda Y, Saitsu H, Touyama M, Makita Y,
Miyamoto A, Hamada K, Nishiyama K,
Tsurusaki Y, Doi H, Miyake N, Ogata K,
Naritomi K, *Matsumoto N. Missense mutations
in the DNA-binding/dimerization domain of
NFIX cause Sotos-like syndrome. J Hum Genet
50(3): 207-211, 2012

*Saitsu H, Osaka H, Nishiyama K, Tsurusaki Y, Doi
H, Miyake N, Matsumoto N. A girl with
early-onset epileptic encephalopathy associated
with microdeletion involving CDKLS5. Brain Dev
34(5): 364-367,2012

Miyatake S, Miyake N, Touho H, Nishimura-Tadaki
A, Kondo Y, Okada I, Tsurusaki Y, Doi H, Sakai
H, Saitsu H, Yamamoto T, Higurashi M,
Kawahara N, Kawauchi H, Nagasaka K,
Okamoto N, Mori T, Koyano S, Kuroiwa Y,
Taguri M, Morita S, Matsubara Y, Kure S,
*Matsumoto  N. Homozygous ¢.14576G>A
Variant of RNF213 Predicts Early-Onset and
Severe Form of Moyamoya Disease. Neurology
78: 803-810, 2012

*Hamdan FF’, Saittu H' (# denotes equal
contribution), Masuko K, Gauthier J,
Dobrzeniecka S, Spiegelman D, Lacaille JC,
Décarie JC, Matsumoto N, Rouleau GA,
Michaud JL. Mutations in SPTANI in intellectual
disability and pontocerebellar atrophy. Eur J
Hum Genet 20 (7): 796-800, 2012.

*Saitsu H*, Kato M” (* denotes equal contribution),
Shimono M, Senju A, Tanabe S, Kimura T,
Nishiyama K, Yoneda Y, Kondo Y, Tsurusaki Y,
Doi H, Miyake N, Hayasaka K, Matsumoto N.
Association of genomic deletions in the STXBPI
gene with Ohtahara syndrome. Clin Genet 81(4):
399-402, 2012

Motobayashi M, Nishimura-Tadaki A, Inaba Y,
*Kosho T, Miyatake S, Niimi T, Nishimura T,
Wakui K, Fukushima Y, Matsumoto N, Koike K.
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Neurodevelopmental  features in  2q23.1
microdeletion syndrome: Report of a new patient
with intractable seizures and review of literature.
Am J Med Genet Part A 158 (4): 861-868, 2012

Tsurusaki Y, Okamoto N, Ohashi H, Kosho T, Imai Y,
Hibi-Ko Y, Kaname T, Naritomi K, Kawame H,
Wakui K, Fukushima Y, Homma T, Kato M,
Hiraki Y, Yamagata T, Yano S, Mizuno S,
Sakazume S, Ishii T, Nagai T, Shiina M, Ogata K,
Ohta T, Niikawa N, Miyatake S, Okada I,
Mizuguchi T, Doi H, Saitsu H, *Miyake N,
*Matsumoto N (*: co-corresponding). Mutations
affecting components of the SWI/SNF complex
cause Coffin-Siris syndrome. Nat Genet
44(4):376-378, 2012

*QOsaka H, Takagi A , Tsuyusaki Y, Wada T, Iai M,
Yamashita S, Shimbo H, Saitsu H, Salomons GS,
Jakobs C, Aida N, Shinka T, Kuhara T,
Matsumoto N. Contiguous deletion of SLC648
and BAP31 in a patient with severe dystonia and
sensorineural deafness. Mol Genet Metab
106(1): 43-47, 2012

*Writzl K, Primec ZR, StraziSar BG, Osredkar D,
Pelari¢-Megli¢ N, Kranjc BS, Nishiyama K,
Matsumoto N, Saitsu H. Early onset West
syndrome with severe hypomyelination and
coloboma-like optic discs in a girl with SPTANI
mutation. Epilepsia 53(6): €106-110, 2012

*Saitsu H, Kato M, Koide A, Goto T, Fujita T,
Nishiyama K, Tsurusaki Y, Doi H, Miyake N,
Hayasaka K, Matsumoto N. Whole exome
sequenwcing identifies KCNQ2 mutations in
Ohtahara syndrome. Ann Neurol 72(2): 298-300,
2012

*Saitsu H, Kato M, Osaka H, Moriyama N, Horita H,
Nishiyama K, Yoneda Y, Kondo Y, Tsurusaki Y,
Doi H, Miyake N, Hayasaka K, Matsumoto N.
CASK aberrations in males with Ohtahara
syndrome and cerebellar hypoplasia. Epilepsia
53(8): 1441-1449, 2012

Miyake N¥ Elcioglu NH* (# denotes equal
contribution), lida A, Isguven P, Dai J, Murakami
N, Takamura K, Cho T-J, Kim O-H, Nagai T,
Ohashi H, Nishimura G Matsumoto N,
Ikegawa S. PAPSS2 mutations cause autosomal
recessive brachyolmia. J Med Genet 49(8):
533-538, 2012

*Terao Y, Saitsu H, Segawa M, Kondo Y, Sakamoto
K, Matsumoto N, Tsuji S, Nomura Y. Diffuse
central hypomyelination presenting as 4H
syndrome caused by compound heterozygous
mutations in POLR3A encoding the catalytic
subunit of polymerase III. J Neurol Sci
320(1-2): 102-105,2012

Miyatake S, Miyake N, Doi H, Ogata K, Kawai M,
*Matsumoto N. A novel SACS mutation in a
Japanese family with atypical phenotype of



autosomal  recessive  spastic  ataxia  of
Charlevoix-Saguenay (ARSACS). Intern Med
51:2221-2226,2012

Tsurusaki Y?, *Kosho T* (# denotes equal
contribution), Hatasaki K, Narumi Y, Wakui K,
Fukushima Y, Doi H, Saitsu H,1 Miyake N,
*Matsumoto N (*: co-correspondence). Exome
sequencing identifies an OFDI/ mutation in a
family of X-linked lethal congenital
malformation syndrome: delineation of male
Oral-facial-digital syndrome type 1. Clin Genet
(in press)

Yamashita S, Miyake N, Matsumoto N, Osaka H, Iai
M, Aida N, Tanaka Y. Neuropathology of
Leukoencephalopathy with Brainstem and Spinal
Cord Involvement and High Lactate caused by a
homozygous mutation of DARS2. Brain Dev (in
press)

*Nonoda Y, Saito Y, Nagai S, Sasaki M, Iwasaki T,
Matsumoto N, Ishii M, Saitsu H. Progressive
diffuse brain atrophy in West syndrome with
marked hypomyelination due to SPTAN1 gene
mutation. Brain Dev (in press)

Tsurusaki Y, *Saitoh S, Tomizawa K, Sudo A,
Asahina N, Shiraishi H, Ito J, Tanaka H, Doi H,
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