B KEEROERRELS | B0k, #EH—, FI0EEE KRS | 2014465 A 31 | @A
BT[]\ 7oA B - HHE—W, DBz, |-RIGRFEE | B

RTR WREE T

7T A

RIEVERS ACB T 2HRRER | BIEH—, IR, %59 B AANGE | 20144114 19 | EN
{BFOFE IDEntIFICAtlon oF | IRz, KTR, BLEFER H~22 H
NoEIl MutAtlons In PAtIEnts witH IAAKERES, KJIIFIL,
SATB2 GEnE MutAtlon SynDromE | EEHRES, &85,
wltHout MultIplE ODontom e Es, BSENRE,

KEE, HHFEH
SR FIES HHER 2 5T IR, HALE, HH9EHANGE | 20144E11 A 19 | @A
SATB2 BinFEREEHOFHLE | =HAE, ATR, BEFE H~22 H
EORE HHF—ER
DDPCR % FHV Vi MCCunE-A1BrIGHt fE | JE0ES, FEEAREA, FH59EIAA AL | 2014411 H 19 | BN
ERED GNAS TV A 7 BRI OR | PEHF, KTHE, BRFR H~22H
& HEH—, ATE—,

SR, BNEE,

HiHF AL
PANIC FEEZ RERBUIKT D AR, /NEFIE, B9 AN | 2014811819 | ERN
ExomE ##4T. THE molECulAr Rk, REEIL, BEER H~22 H
AnAlysls oF FAmIIIAI PAnIC HHE R, JNEEA
DIsorDEr.
R MAE R ~ ORI AR | ZRRERER, =S, | B59EIAANIE | 2014411 A 19 | EA
BHmICroRNA DIRABB L O | /S %, FHEE, BEFR H~22H

TR DI IEEE & [ & OBEICD
VT, EFFECt oF 1ABor on plAsmA
ConCEntrAtions AnD postpArtum
CIEArAnCE oF
prEGnAnCy-AssoCIAtED,
plAsmA-spECIFIC mICroRNA

—HEF, BRIND,
HHE, &NEHR,
HIHFE—E, HIRFIE
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BRI & bl UCla i Cra g Bl | RS, =il s, O HANSE | 20411 A 19 | BN
3% mICroRNA O[F . ZUERE, KT, YA H~22 H
IDEntIFICAtlon oF HIGHIly BARKZE, FRIET,

ExprEssED mICroRNAs In FEtAl BNy, &HHEE,

BlooD CElls CompArED mAtErnAl | #ili%—HE, M5

BlooD CElls.

BHAMES nIR-517A 5 L O BRIy, =i, | %59 AANNH | 20014411 H 19 | BN
mIR518B (ZATEIAERICKI 2 E | BUSE, BET, MRS H~22 H

GIBARE D H i 2 B 5 AT, HHE

mIR-517A AnD mIR518B In e, EEFE RS,

mAtEmAl plAsmA As A prEDICHIVE | Bl 32HH

mArKEr For tHE HEmorrHAGE

volumE In plACEntA prEVIA At

DEIIVEry

BRA M AE S CE11-FrEE mICroRNA it | PR, = IHIHTE, %59 [E HA NS | 20144E 11 A 19 | EA
ANE L RO BoDy mAss InDEx B | HEE, EAIWY, BRFR H~22 H

KO A R HI A (B & DB FTEMET, =HET,

CIrCulAtInG IEVEls oF mAtErmAl LT, ZEd,

plAsmA CF-mIR-21 ArE KRTR, @NEH,

AssoCIAtED witH mAtErAl BoDy | Hif#%—RK, HIEZEH]

mAss InDEx AnD nEonAtAl BIrtH

wEIGHt

MBI EGERERAE TR B | A EEF, ZHIEE, FEOOEIAANIE | 2014411 A 19 | @A
2 FERR 45 o R AR R B A WEE, BN, BEFS H~22H

CE11-FrEE mRNA O FMEIZBET 2
&5t PrEDomInAntly
plACEntA-ExprEssED mRNAs In
mAtEmAI plAsmA As prEDICtIVE

mArKErs For twln-twln trAnsFuslon

synDromE

BIERETE, =HAET,
ZIREZ, KTR,
eNES, HHFE,
ik B
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NILM/ASC-US filiZd31) % HPV-16 B | BaEMET, =AM , | Ho9EIAAANE | 2014118 19 | N

TERYREE & HPV-52 BRI EEOM | AT, ILIFEKREE, | BE%E H~22 H

AT ROZ{E. SInGIE HumAn | BRI, HEE,

pAplllomAvlrus 16 or 52 InFECtlon | ¥ L, &P{EH,

AnD IAtEr CytoloGICAI FInDInGs | &M% —ER, BAIRFZEHA

In JApAnEsE womEn witH NILM or

ASC-US

2. 22EE - HFEEIIBT AmUER

B L (BRER) RRE K4 F#F LI RFE LR | @ -
(435 HE%4) SR

Heterozygous mutations in cyclic Kaname T, Ki CS, Cell Signal 2014 ESpYN

AMP phosphodiesterase-4D (PDE4D)
and protein kinase A (PKA) provide
new insights into the molecular
pathology of acrodysostosis. Cell

Signal

Niikawa N, Baillie GS,
Day JP, Yamamura KI,
Ohta T, Nishimura G,
Mastuura N, Kim OH,
Sohn YB, Kim HW, Cho
SY, Ko AR, Lee JY, Kim
HW, Ryu SH, Rhee H,
Yang KS, Joo K, Lee J,
Kim CH, Cho KH, Kim D,
Yanagi K, Naritomi K,
Yoshiura K1, Kondoh T,
Nii E, Tonoki H, Houslay
MD, Jin DK
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Japanese founder Nagata E, Kano H, Kato F, | Orphanet J Rare 2014 ESPZN
duplications/triplications involving Yamaguchi R, Nakashima | Dis
BHLHAD9 are associated with S, Takayama S, Kosaki R,
split-hand/foot malformation with or Tonoki H, Mizuno S,
without long bone deficiency and Watanabe S, Yoshiura KI,
Gollop-Wolfgang complex Kosho T, Hasegawa T,
Kimizuka M, Suzuki A,
Shimizu K, Ohashi H,
Haga N, Numabe H, Horii
E, Nagai T, Yoshihashi H,
Nishimura G, Toda T,
Takada S, Yokoyama S,
Asahara H, Sano S,
Fukami M, Ikegawa S,
Ogata T
JApAnEsE FounDEr 3. Miura K, Morisaki S, Orphanet ] Rare 2014 =45t
DuplICAtlons/trIplICAtlons Abe S, Higashijima A, Dis

InvolvinG BHLHA9 ArE
AssoCIAtED witH spllt-HAnD/Foot
mAlFormAtlon witH or wltHout
lonG BonE DEFICIEnCy AnD
Gollop-WolFGAnG ComplEx

Hasegawa Y, Miura S,
Tateishi S, Mishima H,
Yoshiura K, Masuzaki H
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ClIrCulAtInG 1EVEls oF mAtErmAl Nagata E, Kano H, Kato F, | Orphanet J. Rare | 2014 ESpyN
plAsmA CEll-FrEE Yamaguchi R, Nakashima | Dis.
prEGnAnCy-AssoCIAtED S, Takayama S, Kosaki R,
plACEntA-spECIFIC mICroRNAs Tonoki H, Mizuno S,
ATE AssoCIAtED witH plACEntAl Watanabe S, Yoshiura KI,
wEIGHt | Kosho T, Hasegawa T,
Kimizuka M, Suzuki A,
Shimizu K, Ohashi H,
Haga N, Numabe H, Horii
E, Nagai T, Yoshihashi H,
Nishimura G, Toda T,
Takada S, Yokoyama S,
Asahara H, Sano S,
Fukami M, Tkegawa S,
Ogata T.
Circulating levels of maternal plasma | Miura K, Morisaki S, Abe | Placenta 2014 E 4+
cell-free pregnancy-associated S, Higashijima A,
placenta-specific microRNAs are Hasegawa Y, Miura S,
associated with placental weight. Tateishi S, Mishima H,
Yoshiura K, Masuzaki H.
Clinical applications of analysis of Miura K, Hasegawa Y, Placenta 2014 ESP4N
plasma circulating complete Abe S, Higashijima A,
hydatidiform mole Miura S, Mishima H,
pregnancy-associated miRNAs in Kinoshita A, Kaneuchi M,
gestational trophoblastic neoplasia: A | Yoshiura K, Masuzaki H.
preliminary investigation.
Genome-wide association study of Miura K, Mishima H, J. Med. Virol. 2014 E 4%

HPV-associated cervical cancer in

Japanese women.

Kinoshita A, Hayashida C,
Abe S, Tokunaga K,

Masuzaki H, Yoshiura KI.
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ABCCI11/MRPS8 Expression in the Matsumoto H, Tsuchiya T, | Acta. Histochem. | 2014 [E 4
Gastrointestinal Tract and a Novel Yoshiura K, Hayashi T, Cytochem.
Role for Pepsinogen Secretion. Hidaka S, Nanashima A,
Nagayasu T.
De novo SOX11 mutations cause Tsurusaki Y, Koshimizu E, | Nat. Commun. 2014 [E 4+
Coffin-Siris syndrome. Ohashi H, Phadke S, Kou
I, Shiina M, Suzuki T,
Okamoto N, Imamura S,
Yamashita M, Watanabe
S, Yoshiura K, Kodera H,
Miyatake S, Nakashima
M, Saitsu H, Ogata K,
Ikegawa S, Miyake N,
Matsumoto N.
Predominantly placenta-expressed Miura K, Higashijima A, Prenat. Diagn. 2014 E s+
mRNAs in maternal plasma as Miura S, Mishima H,
predictive markers for twin-twin Yamasaki K, Abe S,
transfusion syndrome. Hasegawa Y, Kaneuchi M,
Yoshida A, Kinoshita A,
Yoshiura K, Masuzaki H.
Single human papillomavirus 16 or 52 | Abe S, Miura K, Kinoshita | J. Hum. Genet. 2014 E 45t
infection and later cytological A, Mishima H, Miura S,
findings in Japanese women with Yamasaki K, Hasegawa Y,
NILM or ASC-US. Higashijima A, Jo O,
Yoshida A, Kaneuchi M,
Yoshiura K, Masuzaki H.
Transforming growth factor betat Amani D, Khalilnezhad A, | Tumour Biol. 2014 E4t

(TGFB1) polymorphisms and breast

cancer risk.

Ghaderi A, Niikawa N,
Yoshiura KI. 2014 May;
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Identification od endometrioid Tsukamoto O, Miura K, Gynecol. Oncol. 2014 [ESESN
endometrial carcinoma-associated Mishima H, Abe S,
microRNA in tissue and plasma. Kaneuchi M, Higashijima
A, Miura S, Kinoshita A,
Yoshiura K, Masuzaki H.
e RH B XA A | mEEA | BF | v | HiRE
Kaname T, Ki CS, Niikawa N, Baillie  |Heterozygous mutations |Cell Signal. |26(11) |2446-2459 2014
GS, Day JP, Yamamura KI, Ohta T, in cyclic AMP
Nishimura G, Mastuura N, Kim OH, phosphodiesterase-4D
Sohn YB, Kim HW, Cho SY, Ko AR, (PDEA4D) and protein
Lee JY, Kim HW, Ryu SH, Rhee H, kinase A (PKA) provide
Yang KS, Joo K, Lee J, Kim CH, Cho new insights into the
KH, Kim D, Yanagi K, Naritomi K, molecular pathology of
Yoshiura KI, Kondoh T, Nii E, Tonoki H, | acrodysostosis.
Houslay MD, Jin DK.
Nagata E, Kano H, Kato F, Yamaguchi |Japanese founder Orphanet J. |9(1) 125. 2014
R, Nakashima S, Takayama S, Kosaki R, | duplications/triplications | Rare Dis.
Tonoki H, Mizuno S, Watanabe S, involving BHLHAY9 are
Yoshiura KI, Kosho T, Hasegawa T, associated with
Kimizuka M, Suzuki A, Shimizu K, split-hand/foot
Ohashi H, Haga N, Numabe H, Horii E, |malformation with or
Nagai T, Yoshihashi H, Nishimura G, without long bone
Toda T, Takada S, Yokoyama S, Asahara |deficiency and
H, Sano S, Fukami M, Ikegawa S, Ogata | Gollop-Wolfgang
T. complex.
Miura K, Morisaki S, Abe S, Higashijima | Circulating levels of Placenta 35(10) |848-851 2014
A, Hasegawa Y, Miura S, Tateishi S, maternal plasma cell-free
Mishima H, Yoshiura K, Masuzaki H. | pregnancy-associated
placenta-specific
microRNAs are
associated with placental
weight.
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Miura K, Hasegawa Y, Abe S, Clinical applications of | Placenta 35(9) 787-798 2014
Higashijima A, Miura S, Mishima H, analysis of plasma
Kinoshita A, Kaneuchi M, Yoshiura K, |circulating complete
Masuzaki H. hydatidiform mole
pregnancy-associated
miRNAs in gestational
trophoblastic neoplasia:
A preliminary
investigation.
Miura K, Mishima H, Kinoshita A, Genome-wide J. Med. Virol. |86(7) 1153-1158 2014
Hayashida C, Abe S, Tokunaga K, association study of
Masuzaki H, Yoshiura KI. HPV-associated cervical
cancer in Japanese
women.
Matsumoto H, Tsuchiya T, Yoshiura K, |ABCC11/MRP8 Acta. 47(3) 85-94 2014
Hayashi T, Hidaka S, Nanashima A, Expression in the Histochem.
Nagayasu T. Gastrointestinal Tract Cytochem.
and a Novel Role
for Pepsinogen
Secretion.
Tsurusaki Y, Koshimizu E, Ohashi H, De novo SOX11 Nat. 5 4011 2014
Phadke S, Kou I, Shiina M, Suzuki T, mutations cause Commun.
Okamoto N, Imamura S, Yamashita M, |Coffin-Siris syndrome.
Watanabe S, Yoshiura K, Kodera H,
Miyatake S, Nakashima M, Saitsu H,
Ogata K, Ikegawa S, Miyake N,
Matsumoto N.
Miura K, Higashijima A, Miura S, Predominantly Prenat. 34(4) 345-349 2014
Mishima H, Yamasaki K, Abe S, placenta-expressed Diagn.
Hasegawa Y, Kaneuchi M, Yoshida A, |mRNAs in maternal
Kinoshita A, Yoshiura K, Masuzaki H. |plasma as predictive
markers for twin-twin
transfusion syndrome.
Abe S, Miura K, Kinoshita A, Mishima |Single human J. Hum. 59(5) 251-255 2014
H, Miura S, Yamasaki K, Hasegawa Y, |papillomavirus 16 or 52 | Genet.

Higashijima A, Jo O, Yoshida A,
Kaneuchi M, Yoshiura K, Masuzaki H.

infection and later
cytological findings in
Japanese women with
NILM or ASC-US.
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Amani D, Khalilnezhad A, Ghaderi A, |Transforming growth Tumour Biol. |35(5) 4757-4764 2014
Niikawa N, Yoshiura KI. 2014 May; factor betal (TGFB1)

polymorphisms and

breast cancer risk.
Tsukamoto O, Miura K, Mishima H, Identification od Gynecol. 132(3) |715-7721 2014
Abe S, Kaneuchi M, Higashijima A, endometrioid Oncol.
Miura S, Kinoshita A, Yoshiura K, endometrial

Masuzaki H.

carcinoma-associated
microRNA in tissue and
plasma.
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B AU ERER M R B R R o —

1. ¥2%ICHH 508 - KAs—5EE

R LTt JEFA A Hde LTSt FEF UL | B -4
(REMA . D - HAY—REOH) (FREH) DI
2. TR - HEER ISR SR
e
Pl L7cimsC (GEREH) FEFAH K4 R LTS FeFR U | B - 4
(3F223E - MEESA) D
TrInuCIEotIDE InsErtlon In tHE | HArAHAp NI, TAKEuCHI | BrAln DEv 2014 ESPAS
SMN?2 promotEr mAy not BE A, YusoFF S, TomInAGA
rEIAtED to tHE ClInICAl K, OKInAGA T, KItAT Y,
pHEnotypE oF SMA TAKArADA T,KuBo Y,
SAIto K, SA'ADAHN,
NurputrA DK, NIsHImurA
N, SAlto T, NIsHIo H
SMA SCrEEnInG SystEm UsInG | KAto N, SA'ADAH N, KoBE J.MED.SCI | In Press W
DrIED BlooD Spots on FIItEr RoCHmMAH MA,
PApEr : ApplICAtlon oF HArAHAp NI, NurputrA
COP-PCR to tHE SMNI1 DK, SAto H, NIsHImurA N
DEIEtlon TEst
A stuDy oF vAlprolC ACID For | SAlto T, NurputrA DK, NEuroloGy AnD | 2014 ESP4N
pAtIEnts witH spInAl musCulAr | HArAHAp NI, InDrA ClInICAl
AtropHy. NEuroloGy AnD SK.HArAHAp, NEurosCIEnCE
ClInICAl NEurosCIEnCE YAmAmoto H,

MunEsHIGE E, NIsHIzono
H, MAtsumurA T,
FullmurA H, SAKoDA S,
SAlto K, NIsHIo H
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A novEl EvAluAtlon mEtHoD oF | ArAKAwA M, ArAKAwA | BloCHEm 2014 Es+
survlvAl motor nEuron protEln R, TAtsuml S, AoKIR, BlopHys REs
As A BlomArKEr oF splnAl SAlto K, Nomoto A Commun
musCulAr AtropHy By InAGInG
Flow CytomEtry
MolECulAr EpIDEmloloGy AnD | IsHIurA H, TAKAHASsHI J Hum GEnEt 2014 E 45t
ClInICAl spECtrum oF Y, HAyAsHI T, SAlto K,
HErEDItAry spAstIC FuruyA H, WAtAnABE M,
pArAplEGIA In tHE JApAnEsE | MurAtA M, SuzuKI M,
populAtlon BASED on SuGlurA A, SAWAILS,
ComprEHEnsIVE mutAtlonAl SHIBuyA K, UEDA N,
AnAlysEs ICHIKAWA'Y,
KAnAzAwA I, Goto ],
TsuJI S
OvVErlAppInG mICroDEIEtlons | YAmAmoto T, MEnCArEIll | Eur ] MED 2014 E3p28
InvolvInG 15q22.2 nArrow tHE A, DI MArCo C, MuCClolo | GEnEt

CrItICAl rEGIon For
IntElIECtuAl DIsABIlIty to
NARG2 AnD RORA.

M, VAsCotto M, BAIEstr]
P, GérArtD M,
MAtHIEu-DrAmArD M,
AnDrlEux J, BrEunIlnG M,
HoFFEr MJV,
RulvEnKAmp CAL,
SHImADA S, SAnGu N,
SHImolImA K, UmEzu R,
KAwAmE H, MAtsuo M,
SAlto K. REnlEr Al, MArl
F
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BIoCHEmMICAI AnD molECulAr | NAKAJImA Y, MEIJEr ] & J InHErIt 2014 [E 4+
AnAlysls oF 13 JApAnEsE DoBrltzsCH D, Ito T, MEAB DIs
pAtIEnts witH MEInsmA R, ABEIInG
B-urEIDoproplonAsE NGGM, RoEloFsEn J,
DEFICIEnCy DEmonstrAtEs ZoEtEKouw L, WAtAnABE
HIGH prEvAIEnCE oF tHE Y, TAsHIro K, LEE T,
C.977G > A (p.R326Q) mutAtlon | TAKEsHImA Y,
MlItsuBuCHI H,
YonEyAmA A, OHtA K,
Eto K, SAlto K, KuHArA T,
vAn KullEnBurG ABP.
ClInICAl
THE SpECtrum oF ZEB2 YAmADA Y, NomurA N, Am J MED 2014 E 5t
MutAtlons CAusInG tHE YAmADA K, MAtsuo M, GEnEt PArt A
MowAt-Wllson SynDromE In SuzuKI'Y, SAmEsHImA K,
JApAnEsE PopulAtlons KImurA R, YAmAmoto Y,

FuKusHI D, FuKuHArA 'Y,
IsHIHArA N, NIsHI E,
ImAtAKA G, SuzumurA H,
HAmAno S-1, SHImizu K,
IwAKosHI M, OHAmA K,
OHtA A, WAKAmoto H,
KAJItA M, MlurA K,
YoKoCHI K, KosAKI K,
KuroDA T, KosAKI R,
HIrAKI Y, SAlto K, MIzuno
S, KurosAwA K, OKAmoto
N, WAKAmAtsu N
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Intragenic mutations In SMN1 Yama moto T, Sato H, LAI | Brain Dev 2014 (ESP2S
may Contribute more significantly | PS, Nurture DK, Harahan
to Clinical severity than SMN2 NI, MorikawaS, NIsHImurA
Copy numbers In some spinal N, KurAsHIGE T, OHsHItA
muscular Atrophy (SMA) patients | T, NAKAJImA H,
YAmADA H, NIsHIDA Y,
ToDA S, TAKAnAsHI J,
TAKEuCHI A, ToHyAmA
Y, KuBo Y, SAlto K,
TAKEsHImA Y, MAtsuo
M, NisHIo H
sibling Case of Wolfram Iwaki N, Fukawa K, Matuo | DIABEtol Int 2014 ESP3S
syndrome with A novel mutation | M, Urano M, Watanabe M,
Y652X In WFS1 Ono Y, Tanabe K,
TanizawaY, Ogata M, IDE
R, Takizawa M, Nagata S,
OsAwA M, UCHIGAtA Y,
SAlto K. A
CortlCostErolD tHErApy For SAto Y, YAmAuCHI A, PEDIAtr NEurol | 2014 =4+

DuCHEnnE musCulAr
DystropHy: ImprovEmEnt oF
psyCHomotor FunCtlon

UrAno M, KonDo E, SAlto
K
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1. FRFTHBT D08 - RAX 3R
FEFR LIl FEFA KA FeF LY Fe e LT IR Ep -4
(HFEMH, 0¥ - R AZ—FEFRDOB) (FREH) D

TrunCAtInG mutAtlon oF NFIA YutAKA NEGIsHI, SAnDIEGo 2014 E 4+
CAusEs A BrAln mAlFormAtlon AyAKo HAttorl, IKuml
AnD urlnAry trACt DEFECt. 64tH Horl, NAoKI AnDo,
AnnuAl MEEtInG oF AmErICAn FuyuKI MIyA, TsunoDA
SoCIEty oF HumAn GEnEtICs TAtsuHIKo, NoBuHIKo

OKAmoto, MltsuHIro

KAto, MAmI

YAmAsAKI, YonEHIro

KAnEmurA, KEnllro

KozAKI, SHInJI SAItoH
NFIA SE{RFZERIT 1p32-p31 KK | ARFEE, i< 2, 55 59 [E A A NI | 2014 kg
REMRRE O PRIER ZBET D AREBSCF. HRREM, | BiEER

TERRMETR . KB ORRE

EAM, AEEE.

FA ., LA,

IR RSE . AT KT,

/NI B VR B
IKEERNAE 2 2 U7z TUBALA =T | BUMHEE, mRM+. | F59EHEANE | 2014 EA
wo—fF HEE, BELT. BIEFE

RiTHEGRE, EREEE
TRIEF A, B,
FEREERIG . ArfEEE
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2. Ak - MEEICHT M ITBR

BEL-mX (RREH) REEHERA R LTEHT ¥R LR Em -5
(F2FE - MRS DH
H4)

EplsoDIC trEmors rEprEsEntInG Goto M, SAlto Y, BrAIn DEv EpuB AHEAD oF | [E4}
CortICAl myoClonus ArE HonDA R, SAlto T, print
CHArACtErIstIC In AnGEImAn SuGAI K, MAtsuDA' Y,
synDromE DuE to UBE3A MIyAtAKE C,
mutAtlons TAKEsHItA E,

IsHIyAmA A, KomAKI

H, NAKAGAWA E,

SAsAKI M, Uto C,

KIKuCHI K, MotoKI T,

SAltoH S
HomoplAsmy oF A mltoCHonDrIAl | NEGIsHI Y, HAttorl J Hum GEnEt 2014 E 4
3697G>A mutAtlon CAusEs LEIGH | A, TAKEsHItA
synDromE E, SAKAI C, AnDo N,

Ito T, Goto Y-I, SAltoH

S
KIF1A mutAtlon In A pAtIEnt witH | OKAmoto N, MIyA F, J Hum GEnEt 2014 =4+
proGrEssIVE nEuroDEGEnErAtlon TsunoDA T,

YAnAGIHArA K, KAto

M, SAItoH S,

YAmASAKI M,

KAnEmurA Y, KosAKI

K
TArGEtED nExt-GEnErAtlon OKAmoto N, MIyA F, ClIn GEnEr EpuB AHEAD oF | E4+
sEquEnCInG In tHE DIAGnosls oF TsunoDA T, KAto M, print

nEuroDEvVElopmEntAl DIsorDErs

SAItoH S, YAmAsSAKI
M, SHImlzu A, Torll C,
KAnEmurA Y, KosAKI
K
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TrunCAtInG mutAtlon In NFIA
CAusEs BrAIn mAlFormAtlon AnD
urlnAry trACt DEFECts

NEGISHI 'Y, MIyA F,
HAttorl A, Mlzuno K,
Horl I, AnDo N,
OKAmoto N, KAto M,
TsunoDA T,
YAmAsSAKI M,
KAnEmurA 'Y, KosAKI
K, SAItoH S

Hum GEnomE
VAr2

2015

=4+
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*

HEUKRE (BREH., O - ¥ | BEEKL ¥ U BET BR LY | ERN-40
A Z—FERDH) (FR%4) el
2. ok - HEE IR DimsUER
BE Lizsm (BRER) RFH KA RE LIZBAT EBRLUEZES | BENo0
(23h - MESA) il
BEEGEIEBERETA K74~ BAH—, EEER | [EEMETED | 2014 Esfa
2014 HAMEFS EN Ry WA RTA ]
e ZEES
EIEMEE SE-2 % New Standards | HAE#HB— IVIG Clinical 2014 EH

Neuroscience
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FERRL, 24(4) 1 486-492, 2014

NI THEHE L RES LUMECTCODBEEICE ST
W= L ABRR (B2 D7) EREED 2 fEAFI

A R OEET
2N

F A E BT

HH+ kK= RBEF"

BoEE LT B R B

Key Words : catatonic syndrome, modified electroconvulsive therapy (mECT),
dementia with Lewy bodies (DLB), late catatonia, benzodiazepine

it L&

BEER(H 4 P =TI, BRI LRE
H—ER L LTICDB L UDSMICHEHINT
WHBEATH A, LHLIII0ER, Tt B
BE L LTHRERREOER & LTk 1D
T L, FOBER L Y —/MEBIFAVE (dementia
with Lewy bodies ; DLB) 2 & OEEBICBWTH
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* Two cases of catatonic syndrome improved by the treatment of benzodiazepines and modified electroconvulsive

therapy.

** Tatsuya KUBO, M.D., Yoshiro MORIMOTO, M.D., Daizo TANAKA, M.D., Aiko OHASHI, M.D., Ryu SUGIMOTO,
M.D., Naohiro KUROTAKI, M.D., Ph.D. & Hiroki OZAWA, M.D., Ph.D.: B KFEREAE MR (58528501
BB REB 73R A1-7-1) ; Department of Neuropsychiatry, Nagasaki University Hospital, Nagasaki 852-8501,
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