MWD ENBERY &2l

(z)y%xrﬁ#®%%K£H5%%
vk AEBEREOBENCRIT AEENSD 1 (s
%WE%§<mmA®$%@& FIER OBE (&
3) kAL, Y hAEEEORK m&%ﬁ
HARR R (DR & HREBEDIO%IZA
mé)\iﬁﬁﬁ(@%ﬁmw—w%m#%n
%) . EET AWM (oLl EoREs, EBE
FDISKRBIZAHND) DIDIFEIND,

LEOFE 1L, BRI E SO TERIT. FF
R EER - FBEE SRR O 3 DIZKET
A TE, WYL TERMZER
B4 AERTHT,

L6 6 L0ZDFER B, 2 TNSD 11
FEREEHOB0NDOBEOWERICE
B IABL TV,

—F T, FAERSOEE, HREET. WL
Ké@\wfm%NSD1@m¥§§%%o%o
ADBEOFRIZBNTIE, ZIEN65%.

%. T0%IZERD NG [ERFFH LahTw
. UL, SEOFHE THA RGO EFLAER
2RI LT AT

WP HE%U T TH -7,

¥7-. NSD 1 #ErTFERICH 2EBODBE
KL 227
[EFh & CEMREEESSH D, ZNLERIZD
WT . SEOFAE T, ERUIOA, REMER
BREEIT1% & VY b AEERE R ZHORIL L
LTRBRLUEEMZX b TOHThHoT, 8
WMITAEZETCHHEOEHVVERTH DD
Y b ASEERE R BE ORI L f;é'rabrétrb%&m:
LITMROFBRTHD LIRTE DS, Ll —
s, TEARMZEN S TERE® &0
FARERE LTEMAH D Z L ORBMOA IS
ib\y&x%@ﬁ®%%$mﬁTféﬁﬁﬁ

DITEZBILD,

uii@ Y N AEGREN BEBETRR L

SHTW5 Afetk, BRI/ N R OR i 2

kAN
o)

P Rvay
BITSH X2

AR BRI SN TWAIER E LT,

156

P LAVEMTHABE S Y b AR RE
LERTWARRRMENIFFEI NI E VA D,
F7- . ARTIBHREOEIENL VO OITH
LECK CHEBETREROEIEN S, AARL
BT BT HEORA LI ENTWD, £
BAET PR OB 50 & B R R OFEBI OFER
DEFEFEDE N L BMEEINTNDD, £D
ERIEH O TRV, Zhb BANEBCRIZ
BB ANEOEK L HRRFOMEN, SEO
WELERICKBMENTOAAREED S D.

<SBDOFTREL,
R >
SEOY h AEGEHBEROHEREO R
FE A AT UREGI A INES HZ LT, LVEND
“ﬁﬁﬁ%%ﬁf%é '
F - AREERICRBIT D Y N RIERE BVWHIbE
U)@%@%%@ﬁﬂ&%%ﬁm%_&ﬁﬁi
Bz EC, NI L BIEROHESDH LM
Az EBMfEEIND,
X, TRETORRTE., BafrRERE
WA RRIC L ARBIOW L RETR e S
NTW5, BIEFRERSY A7 LRAFOHEE
ML E XhTs, 2EREOREEZT-
Frlicry ., AEOBETHNRES A T LK
MREE A TOERZIET S ZENAETH
%, LT, ZhBIEFOBRREROFEM SR
e+ Az LT, BAACEIT S, BEEER
B OMEMERH S MR D RN H D & E
bbb,

ASBOFEECIVEFIND

E. #iR

(DAEOY N AEGERBEROHIT L. 2)Y
N IEBREOZEICBIT ARELIEET LI L
AL L. 2EEEOT v — NRE R T
Lz, SEOFAE CEEDH 7Y N AEER
FRAZ 16300 5 HFISHRE CRWIHEE L TV



Db DN, FISHWAERZM: CNSD 1 BB TR
RE CRMHEE L TW2D L OX5E L HEEZRIC
EoTWDHHDIFN 1/ 3B ahot-, 4
DFETDY N AFEEMEEES 1 0 KERIL,

BRECKO ST E —B LT\ —F, Bk

DFRATHR TR S NI R & B LT, B,

EMEREE 22 SIS EORE TORIZ O
EMMEWER 22 oTe, 5%, YV N ATEERE
BEDOFMLBRRIEREZ “kiRET 2 Z & T,
NERLR I X 2R OFE S 5N
mHT LRSS,

BB GN

1. Nagai T et al. Sotos syndrome and
haploinsufficiency of NSD1: clinical feature in
intragenic mutations and submicroscopic

deletions. ] Med Genet. 2003;40:285-289

2. Niikawa N.:Molecular basis of Sotos syndrome.

Horm Res 2004;62:60-65

3. Saugire-Veber P; et al. Heterogeneity of NSD1
alterations in 116 patients with Sotos syndrome.,

Hum Mutat 2007;28:1098-1107

4. Kurotaki N, et al. Fifty microdeletions among
112cases of Sotos syndrome: low copy repeats
possible mediate the common deletion. Hum

Mutat 2003;22:378-387

5. Tatton-Brown K et al. Genotype-phenotype
associations in-Sotos syndrome: an analysis of
266 individuals with NSD1 aberrations. Am J
Hum Genet. 2005; 77:193-204

F. {REEEIRMNE
REEITFFICREARERE L THES &Y
DIz o7,

16

G. BIRBX

1 Bl

mETE
BRERXICLIHE
Fhist (LEa—%)

114
o
o

1. MXH%E
L

2. F2RE

1. @BERBZL, AR, WRE, LR

FERMEVR T RIBEIC L 2MEEN E BT O
LM%, BIREM L IVestEBRE O E 5
FAIE AR TAPAFS  GAAT 20094E10 A 22-
23H

2. EIS, MEDRE, dbAPKER, BB A, FK
B fow, ERESE, WIS, KMIE®R #
EMER SRR & I8 L 7218 10 S MERAE % 389 L
SCNIAZE R 238D 7= 141

A3 AARTADAFES
23H

LEME, WEApRS, BB, FILER,

IR, TREESN, BIBEE, MRES,
BpAafnm, TEWE VWestfEEEEIZEBIT Hictal

subtraction SPECT % FH\ /= R {ERFAM M IR 2 LD

BLAT 20094104 22~

fiEdT
FAEI AR TANLAFEE SLRT 2009410 A 22—
23H

4. HoMMEAE, MIRE, WHIET, EAHEE
RS, HKERE, LB

T WA LARHEENE R 5 72
acute encephalitis with refractory,
repetitive partial seizure (AERRPS) 145
AOLE A AN RS KF 20094E5 H 28—
30H

5. HEMNE, fREZRKA, WEEN, HMBE,

PILHL, BIAEEE, W, SR, KB



f, TR PEXMEETERZROIE
ZellwegerfE{ERED 1451
510 H AV NEMRE S
30H

6. FESRINE T, REARE, BHLH, RIREA,
MBS, SMEE, SORE, Kl TR
W WREER ORI LY RENERICUE
L 7= Gaucher 3 284 > — {7
5 10a] A AN R
30H
7B, BOLREy, REAfE, BRI
A, Aol RILHE, RELRZ, R
W, OWERE, E—F ML, LRE
Leucodysplasia, microcephaly, cerebral
malformation (LMC) D4 gk |

HolE A AN RMR S KT 20094755 28~
30H

8. AIRERRE, INE,
TR, A
B R MRIEHS AT R 2 23 5 IR R E o — 6
F51E A A/ NEMIRES KT 20094R5H 28~
30H

9. WEZRRBAH, WEHNSE ERRE,
+BE, R NRRERT 7 7R 4
FURIBME R ORRK B
#5100 B AN
30H

10. HEMAE, @R, LR, IR
M ERE AR, IR & IREROFEIFIER
wiEEh A 23 5/ NEH

F2E BANRER YR KRR 200944 17-19
H

11, B, WERE, FOHFIRERT, SANA,
WmEES, BELRA, TRE SRER, F
B CRERBERTHT 2 51T U7 A B RME O 3
Y2
gl120E B AN ER
H

kF 200945 H 28~

KT 2009455 H 28~

T, RELBA,

K- 200945 H 28~

B 2009448 17-19

BRI,

17

2. #5%

OEERE
BEERXITLDER
Fhps (LE2—%)

o
8
ol

1. WRXRE
(RER

1. Kakisaka Y, Haginoya K, Ishitobi M, Togashi

N, Kitamura T, Wakusawa K, Sato I, Hino-
Fukuyo N, Uematsu M, Munakata M, Y okoy
ama H, linuma K, Kaneta T, Higano S, Tsu
chiya S. Utility of subtraction ictal SPECT i
mages in detecting focal leading activity and
understanding the pathophysiology of spasms
in patients with West syndrome. Epilepsy Re
s. 83:177-183:2009

2. Hino-Fukuyo N, Haginoya K, Togashi N, Uema
tsu M, Kitamura T, Kakisaka Y, Ishitobi M,
Wakusawa K, linuma K, Oguni H, Yamaka
wa K, Tsuchiya S. Ictal vomiting as an initi
al symptom of severe myoclonic epilepsy in i
nfancy: a case report. J Child Neurol. 24:228-
230:2009

3. Haginoya K, Miyabayashi S, Kikuchi M, Kojim
a- A, Yamamoto K, Omura K, Uematsu M,
Hino-Fukuyo N, Tanaka S, Tsuchiya S. Effi
cacy of idebenone for respiratory failure in a
patient with Leigh syndrome: a long-term foll
ow-up study. J Neurol Sci. 278:112-114:2009

4, Sun G, Haginoya K, Dai H, Chiba Y, Uematsu
M, Hino-Fukuyo N, Onuma A, linuma K,
Tsuchiya S. Intramuscular renin-angiotensin s
ystem is activated in human muscular dystrop
hy. J Neurol Sci. 280:40-48:2009

5. Hino-Fukuyo N, Haginoya K, Uematsu M, Nak
ayama T, Kikuchi A, Kure S, Kamada F, A
be Y, Arai N, Togashi N, Onuma A, Tsuchi
ya S. Smith-Magenis syndrome with West sy
ndrome in a S-year-old girl: a long-term follo
w-up study. J Child Neurol. 24:868-873:2009

6. Haginoya K, Noguchi R, Zhao Y, Munakata M
, Yokoyama H, Tanaka S, Hino-Fukuyo N,
Uematsu M, Yamamoto K, Takayanagi M, li
numa K, Tsuchiya S. Reduced levels of inte
rleukin-1 receptor antagonist in the cerebrospi
nal fluid in patients with West syndrome. Ep
ilepsy Res. 85:314-317:2009

7. Hayashi YK, Matsuda C, Ogawa M, Goto K,



Tominaga K, Mitsuhashi S, Park YE, Nonaka 2. Hoazm=
I, Hino-Fukuyo N, Haginoya K, Sugano H,
Nishino I. Human PTRF mutations cause sec
ondary deficiency of caveolins resulting in mu

scular dystrophy with generalized lipodystroph R
y. J Clin Invest. 119:2623-2633:2009 H. MEMEROHE - RIS

7L

8. Hino-Fukuyo N, Haginoya K, linuma K, Uemat 1) FEFES: 22l
su M, Tsuchiya S. Neuroepidemiology of W 2) EFFERG: oL

est syndrome and early infantile epileptic ence
phalopathy in Miyagi Prefecture, Japan. Epil 3) &offh: 7L
epsy Res. 87:299-301:2009

18



B SRR RS (MHATER BRI 3)

WIS E &
R JAiSotosAEBRED B AR
Wgestag: AR D YLERY Y —  EER
BT
TRES . SotosEMRET. HERMEA. @R, KIE. HhEHe R THA

%ﬁ@ﬁT\%ﬁEAE&@@ﬂé:&%%éoKEM%EEE?%%%K?y?é%%
NSDI OO/~ B RARERE Ch 5 = & BHEE S TR, 5T LU TOREMRTES
0%6%00\E%@%*bﬁTitﬁE%%ﬁﬁ%&Lfﬁﬁﬂéﬂfw&mo:@%
ﬁ@ﬂmﬁ\1)@%#E@%%@K@?é%%mﬁﬁ%ﬁ%ﬁ@ﬁ%%*buit@%
nt%wﬁ%<\K%@ﬁiﬁ%%fbhﬁﬁbfw&w\%éwmﬁﬁ%ﬁﬁbfﬁﬁ
SHTWA. 2) BRI 3 & B - EREY  FOMOBEBERNRAIRE 2D
ol R TR RO 2 AR e LB 4 v —ICRE R BN BBE L85, D2
é%éﬁ%ﬂéoé@\bﬂbﬂd\ﬁ?%@ﬁﬁi%mk%ﬂﬁnwﬁﬁﬁk%%éﬂ
k%W®Eﬁ%ﬁK0wT@ﬁL\%@E%E%ikbtoﬁﬁﬁm\$ﬁﬁﬁgﬁﬁﬁ
TcoWbw?s [ESERB 2382, Long follow-up and management D¥e &t &2 M 5
S LREELELDOTHY . AEEROERERNEL S SICEDE L0 LMEMTOND
oit\@%%@%i@%@k@é%éﬁgmowf%\ﬁ@if%%#ﬂéﬂfw@w

SotosEERED FAFE DHETE 2 ATz,

A. BIREMN
SotosFEMERED 5y F L~V TOFIE A T = X LI
R S ooH 5 b0, BRELTLITT X
T AR EEFRE LR & U CHIRELS S TVRN,
AfE, phvbiud, 5T HIE G R
SotosfEMERE & MW X i=SotosEEHREERE D

EREREHICOVWTHRITL, TOAREEZE LD,

Long follow-up and management DFEET % BAREIZ
TAZERELE,

B. BIRAE

ZNETOBEKE B & T B SotosIEEREONIE
S RET L. GERDSotosEBERE O B AR
OEFEERE LT, £, BENRSLZ ELER
4 —BER TEYMBELTV. RAFDH
1T - T-SotosEEBRED 5 B, o T HISEIRFH
12 R G SotosTEMRRE & BT S N7 20D EFRE
HIZOWTHRFL, TOARELE LT, &
7- . WREEE L%, Long follow—up and

19

management D¥EEH & BAREIC T D72 O E[ERY 2
AR TR A T,

C. RER
SotosTEBERE D FATHIZE ) HEAEE Tl BRI
B L THLMC S EELT, 1) K
FEGRE T, NSDLEIEFINZERE & LORANET
ANAHRIZ L BNSD1 & & 0492, 2Mb D R KT & 2377
TEL. BRI X > CTEOEIGHERD (B
SRR TN E BB A SotosE ERE A D6 —8
Ex EHHOR LT, BARICBWTIIRAR
M6—8ElZ Hb5) | EEMRHSVERC
HARITILEET D, 2) BinTARER L
RAFEICIIRRRIE N R E S B S, REB LT
BB, GEROBFZEEN HIFN T LV TOREE
AH = RLFRAIh-o>oH 5 boo, BARE
ST R TR REMRRA IR AR & L TR S
NTWRWZ Engh ol

MRS Z P b EREE 2 B ER TRYIM



AT > TE 12 TN AR FA0C R Y
SotosfE{ERE & 20T & L7220 D EFEAE HIZ DU
THRETL. £ORAREEFE LD, SotosEERED
FEAMEE DHETE 2 3 A 77,

D. X

SotosfEFEREIT, #HFEEI. @RE. KEEE.

IR 2 & % Rl & 3 B AT IR RE T,
EAE LTINS Z & bd 5, Kurotaki b
(2002) (2 &V FIKRBET 2503510~ v 7 &
ALONSDID AT o RERFRETH D 2 & AR
SNTLE, 5F L TORRIERE IS -
Db DN, BIREEE OIS & - R AR 1k
RE LTHIREIZ STV RV, Z O KOBEH
1) AL O BREICHET S REILEE
FRERBEGZFNICE LD LN LONE
<V REBIDERZ VT UHEEEL TV,
HDHNVTMHERRRL RS TW5S, 2)
BRI L BE - BERY 4 Fofo
{EHEBIRDB T RIR & 72 2 72 O (T EfE 22 &R
R 2 AR L L2 R/ 7 4 0 — 3B R s
BRBELRD, O2ENZETFLNE, S, bh
DIVHT » T oy F IR S A R KB SotosfiE
BRE & W S 72206000 B AREE D fiEt I dNagai &
(2003) T &V MBEDAOHE O LB E DR E
EEBICiED b O LAEMNT BND,

E. #&iR

SotosIEMRRE D5y F L ~L T DI BEMRHR H3HE
DOHLHLOD, BREEFOIZT X TR
IR L L THRRIZ SN TR, ZOKK
OEHEIE, 1) FITHFRIC L A AREOHRRIT R
FRDERELE LT LHKL TWLRY, HBHW0
EWELZERLUCRIRIhTWD, 2) HRE
- WHFRICIIRERE & B - BIRY A ROMoE1E
RBREIR & 72 B 7 I LR 72 8L AT %
BEARE LT RM 7 4 0 — 21 3Z Kie B I vE

LB, OLEREFORB, SH, bhbii,

20

53 F AR R R T SotosTERRE & 22 &
NI 208 OEFRERICOVTIRTTI L, 0 BEK
2 E L Di, RUFRIE. NREMERBE T
DWW 5 TELBIR 2 A2,
follow-up and managementD¥g¢t#AfE+T5% =
EERABLIELOTHY , AAEFEEO B KFE
R SHIEDE LD EEMTONS,

Long

F. RREFIWNSR
REZITFICERARERE U TiET~x
DL o7,

G. HRER

1 BN

(WEELE S 2244
BRERIIZLDHER 24
TR (LEL—%) OER 2

1. WXHRE

(FREMR)

1. fEEE—RF /MR- dHE BmEHRAT H
AT (LHEZEFEF IWTFMIE BE@s kit

H— fHEET ETHE BmEEE PRE
Bl —  RMIIIGIRIR & BEEHMRIC O (L

BEZBDIEMIT 7Y Ay =y 2014] A
IRsE  2009;113:967-971.

2. /pNETmEL, FINEESR, SULEEE, KEEF,

RMRREE, HREE. SEiEL, BERS, g
. LRS- RIEH S 4B RAERLM A H
AV I -kl Bto7210 HAEEGI Y&
Uy rEask 30:019—22, 2009.

(¥&L)

1. BE@EE] FREGRHOZE DREERZO
HEARHEIBE  pl-10, BWr& IARRME H21. 5. 25.
HOR

2. BEWEE EREFOBEEIVIEY VS

INREFE 32:1519-21, 2009.



2. FERR

1. BEE] Dysmorphology & 1% #H49[EIH A
SEREBELS 2000.6.25—27. FERE

0. BT REAKREOHREM 51
B AR EE S 2000.11.6—7 HA

3, bl = FREE(C, AREER, ML,

g . FREMA, BEBET. FHEESR, [
By WAAEE, FRIBERIG, MRS, Gk
— IR O REFEAERFEAAET. 326
APNBESSFRES 2009.4.16 RR

4 BEMET. RIHR. HeEE. SmEL. I
Bt LAEEIET)  HRREREIYE A 1 O 21 YA
e E b R ER K Sdel (21) (a21. 1922, 11) D 1 6
a2 A AV NREEEEFIES  2009.4.16
R

5. EMEES . Mg, hoEE. REBMEE. WE
=i 7 LA CCHIC & 0 BT & iz Lqdlad2 KR
FEGERED 1) B32E B A/ NRE RS
2009.4.16 &R

6. BT SeRBHFEEREOZINEROER
#E32E HAVNREEFEEFITES  2009.4.16
=

7. BT, HAEE, HEEE. BARM
A OBE - WEOIR IR RIETREICET D
Whae  $12E B ANER RN ES
2009.4.17-19 &R

8. EEMIH. FiEhia. WHH, EREL. R
EfE]. NEERE NFEE, REEE, KEF
ShE]. EIEE. MAME. Sk MERR
5 ) KT A RV RERREBEOBE T T > b
7 — AOB%  H112E B A NERFESFE
£ 2009.4.17-19 RR

0. [EBEAE. ITREEAL, MARE. APEE, K
EEar. BEET. ZERT. SRR RE
[ A—% v v TREGE 1 7 A0S FERSITE
FO4 1 NOEEBEEFRT  FB12E R AR
Flopasgede s 2009.4.17-19 KR

10, EFEES, ZEEBEE, TAEF. BEREER

8 e o (KRR B O 7 F - BRRBICRE T
LiE B112E A A/NERFRFNES
2009. 4. 17-19 &R

11, BEeET, BEHRT. AR FFEIIT.
WFHIE -+ T IERBESI & v IR RRHC BT
275 h—CRIRGIERRE D Y A7 T 7 7 P
p2  Es1E R A/NEMRSES 2009.5.28—30.
HF

12, WBEFRT. GSAES, HE HEH
WFHIIE, /MR, BIBET MEERERR D
b b T AB R ARESY T ) Y T —, 218R
EREmAsTE ) Y 2 — ol 511E B AN
24 2009, 5.28—30. KT

13. /MR, EAES, E. BBHNT. I
SRET . BB, (LTHIE Pelizaeus-
MerzbacherfE DR A 7 ) —=27  #51[E]

A AN ERERSES 2009, 5.28—30. KT

14, F) EE, BA B bR BEFE RE
BEE] 9922, 3B ERGor L infEBRREIZR T D
REGHE & FRM OB, H54E B ARNERE
=40 9009.9.23—26  HUH

15, HEA kb, BRME AER. TR IR, D
s EIE R A M- RWILEK T
[EREYA 7 2 92, XXXX/46, XXZ 7R L7/ NRAE
< EIMAE O—Z R EE54E B AR NERIEF R
2009.9.23—26 HX

16, FiE . BE @R, IR R TH
EA. kO B ORE ES. B E RYF e,
= fF. FE OEE. AR EE HELRE
M d 245 BEICRD b T2l SFEROY
kB R S54RI A AR NEBERY S
2009.9.23—26 H

17. oIl 3=, FomE AT, ARE EER Nk
S, HER . FEE (e, BiE &R FH
EHLOEE B, BA EE. KB M= TEE

L. MRED AN, B ). Rk mE— B

JER~ LT LEEEIHET D REMER OB
SEEOfEAT. H54E B A NEEEF S 2009.9.23



—26 HUR

18. BE @7, Bk BEfn. \+& H¥— HAR
(23T DDownfEMERER A BN A, HE54E] B A ALH
ElEEE 2009.9.23—26 HOR

19. &8 e, e B BE ER sER
ERERE L EE R RTINS B T DEERB & 5 F
Ml BEFAIRRET. 55540 H AR NHHR{nFES
2009.9.23—26 H

20. FE . PR BE RF, B .
AR ®E B A+ REXBMAEERAS
it D2 EEFTE B L OB T HTIT e O HEE
(ZDWT. H54[E B ANEEE TS 2009, 9, 23
—26 HUK

21, B . BME A, IR EEF EER
B, e EE, MR T, R @ BE @
%] Pelizaeus-MerzbacherfidD@= b7+
v 7. HE5AEI B AR NFERES 2009. 9. 2326
HR

22. /NER BT BEAR FEFL BT B, AR
. WA iz, BE @5, JIE B, XKiE
B3, KB FhAE], 7 #E— NoonanfE{R#EEEH
BIEH (The RAS/MAPK syndromes) DEFERIE
7T B554E H AR NEERFEES 2009. 9. 23
—26 HIT

23. AW F=. RO AR @B EIL .
FA E, BiE @7, P . Sk,
T 788 BAC-based X-tiling arrayZ i\ 7=
XSRS R EEE (XLMR) OFRE = FIRR
H54[EIH AR NFHBEFS 2009.9.23—26 B
24, A ZEER, Bk VR, BB F. KH @A
FEE JFE. BE B, R &E. &L EE
25, WRIE IS PHUEEBORREEOD B
10q24FB R K 208 5 2FEH OME  F540R] A A

MNEBEBEEFS  1009.9.23—26 HE
26. BEEE NERBUEEISEIZBIT DM

HMERERE 1R O 7 ¢ o — (K FIEAAL v &
U T msse 20091115
27, MEEf, KEM=, )%, EHEF.

REER], RRERETn. Bk —. RMIRES]
Novel chromosomal abnormalities in patients
532[E A AR 4E
WSS 2009, 12,912 B

with mental retardation.

2. @5
OEHRFK 614
FERXICEHHE T

FhLs (LEa—%F) DK 0%

1. BXHEE
1. Fujita K, Aida N, Asakura Y, Kurosawa K, Niw

a T, Muroya K, Adachi M, Nishimura G, Inoue T.
Abnormal basiocciput development in CHARGE synd
rome. Am J Neuroradiol 30: 629-34, 2009.

2. Kuniba H, Yoshiura. KI, Kondoh T, Ohashi H, K

urosawa K, Tonoki H, Nagai T, Okamoto N, Kato

M, Fukushima Y, Kaname T, Naritomi K, Matsumot

o T, Moriuchi ‘H, Kishino T, Kinoshita A, Miyake

N, Matsumoto N, Niikawa N. Molecular karyotyping
in 17 patients and mutation screening in 41 patients
with Kabuki syndrome. J Hum Genet 2009;54:304-9.

3.- Yamanaka M, Ishikawa H, Saito K, Maruyama Y,
Ozawa K, Shibasaki J, Nishimura G, Kurosawa K:

Prenatal Findings of Paternal Uniparental Disomy 14:
Report of Four Patients.-Am J- Med Genet Part A

(in press)

4. Hosoki K, Kagami M, Tanaka T, Kubota M, Kur

osawa K, Kato M, Uetake K, Tohyama J, Ogata T,

Saitoh S. Maternal uniparental disomy 14 syndrome

demonstrates Prader-Willi syndrome-like phenotype. J
Pediatr. 2009 Dec;155(6):900-903.e1. Epub 2009 Oc

t 1

5. Tsuji M, Aida N, Obata T, Tomiyasu M, Furuya

N, Kurosawa K, Errami A, Gibson KM, Salomons

GS, Jakobs C, Osaka H. A new case of GABA tran

saminase deficiency detected with proton MR spectro

scopy. ] Inherit Metab Dis (in press)

6. Osaka H, Koizume S, Aoyama H, Iwamoto H, Ki

mura S, Nagai J, Kurosawa K, Yamashita S. Mild p

henotype in Pelizaeus-Merzbacher disease caused by

a PLPI-specific mutation. Brain Dev (in press)

7. Tsuyusaki Y, Yoshihashi H, Furuya N, Adachi N,
Osaka H, Yamamoto K, Kurosawa K. 1p36 deletion
syndrome associated with Prader-Willi-like phenotyp

e. Pediatr Int (in presss)



2. FERER

1. Enomoto K, Iju K, Kurosawa K, Ohta. A new case
of Double Aneuploidy Mosaicism: 47 XX, +8 /45X,
American Society of Human Genetics, 59th Annual
Meeting, 2009. 10. 20-14, Honolulu.

2. Saitsu H, Kurosawa K, Kawara H, Eguchi M,
Mizuguchi T, Harada N, Kaname T, Kano H, Miyake
N, Toda T, Matsumoto N. Characterization of the
complex 7q21.3 rearrangement in a patient with
bilateral split-foot malformation and hearing loss.
American Society of Human Genetics, 59th Annual
Meeting, 2009.10.20-14, Honolulu.

3. Kurosawa K, Tanaka M, Osaka H, Ohashi H,
Hamano S, Enomoto K, Ishikawa A, Furuya N.
Complex chromosomal rearrangements in'a girl with
Pelizacus-Merzbacher disease. American Society of
Human Genetics, 59th Annual Meeting, 2009. 10.20-14,

Honolulu.

4. Kohda M, Hirata T, Nakagawa E, Kurosawa K,
Goto Y, Okazaki Y. Submicroscopic structural

variation analysis in patients with mental retardation

23

using SNP 6.0 array and combined data analysis.
American Society of Human Genetics, 59th Annual
Meeting, 2009.10.20-14, Honolulu.

5. Honda S, Hayashi S, Imoto I, Toyama J, Okamoto
N, Kurosawa K, Nakagawa E, Goto Y, Inazawa J.
Exploration of genes related to X-linked mental
retardation (XLMR) by BAC-based X-tiling array.
American Society of Human Genetics, 59th Annual

Meeting, 2009.10.20-14, Honolulu.

6. Yoshihashi H, Hayashi S, Furuya N, Kurosawa K,
[nazawa J. A Japanese infant with 1q41q42 deletion
detected by using array-CGH. American Society of
Human Genetics, 59th Annual Meeting, 2009.10.20-14,

Honolulu.

H. SBOBAEEIEDHEE - BHRRR (FELZE
e, )

1) FFEFEUS: 2L

2) ERFERHEK oL

3) Fofh: 2L



BTN FRREME AR BRERI R
Inprt s E

Y b ASEGRE ORI E A OHE ORI B4 A BF5E

WIEEE: MA

KSR R EEREER o ¥ — BB

MREE

KFFL R FIRIERAER T & —EEZ A Cl20Fio v b A EFER

TAR—HT, 1ENORERRERETH S, AHRMOKBRICHE L THS < O
HHY, FREORMTHICET HMEIS 2, GIHEOHR, FET%. QLORM
BRZHOIC L TWS SLERH D EE X TWD, NSD1KEF & SERFIOERIZON
TOFRVEETHD, Y P AEGRHITBRRICOWTHATH L2, BARNAOKE
BUCONTIIEL A LE D2 < SHBEFTOF — Y EWBLETH S, WK
ERMBETH LN, WERTFOMTELETHS, iz, HRTILHTY b AR L
7T U4 VIEBRO A PHIZ R L0 TRETIETh 2,

A. BIRE®

Y b AREBERECRE L CHSh R ORI L
TIEHL OREVRH L0, FREEORLTEIC
B4 o8MEEEL 20, AIHEOHER, ET
%, QLOFMBEAZHONMIL TV Z L TEE
REETH D, T2, Y P AEERIDEREC
DWTHATHDD, AARAFIORE/ERIZS
WTIIEE A EREN 2L, SRR cnT
—ERBLETHY ., ZHhoOREMEDE
OV EITH L EREEOHEL TS,

B. BIRA%
KRBTSR REREERE T L 4 — &Lk
B CRHIMMEGZ IR 1T > TV D208 F 0 Y K

AIEAERF DRRIRT — 2 Rt L. AOHEOHR.

FETHR, OLOMBEROMNAITS, £/, B
ANBIOR IR A HHEDOHER 22 LIZBT 5
SRR TOT — 2 EFEAT 5 12D Ol
SV ZEITI,

C. MIRER

KL FIRER A ERE ¥ — &k
BCR2EE2 LTV A208E 0 Y N ASEEREOE
KT — 5 DR EAT o1, HREMIT L5

24

RERITIERETH -, BMEILHI BHHED
HeFe, FETH, QLOMBES 2 Lo fE8R.
MBHEN KR E 2B TH L Z B Dotz £
7o, Y NREEHEZEOh THRA IR TY
FAREBRE L T H— - U VIEEREOA R
2R LT, £, 2EOERERBE R L+
D1IHRMAELITI 2 L ETHENREH 25 %,
HARNBIO Rt oA OHE OHER 72 K1 B4
BDEMRILR TOT — Z BT ) 1= O
DLV ETST,

D. &%
SEIORFHTIC XY EE T K& 2fETH S
eI T OEBERFBATEH B H
WKOWTIIABOBRETHD, 4FE, 2ED
EREEENSSEETHIRREEZITTOLET
FNWZREMFRAEHNC X 0 IREELIRE. & i
B EEOHEMR DR V2T L, HERT
ERETDIENEEND, NSD1REHFIE SE
BOIOZRIIOVWTOERLEE L EZLND,

E. #&®%
KRR SR REREERY v ¥ —EE2E
BT 520800 b RIEBERERBE O 5



DBFET — Z ORI & OHE O
QOL 0> FEIBE AT B A 24 C OB Lo R e
A ERMEL LTENOER 2T,
o, - AR ORI 0 A B LARE
B APHERR O ERL & 2T L,
PEHETHIEPEEND,

R
R T

F. REGRES
$¢E@%K@%ﬁ@%%kb(ﬁ%f&%%
DIEE T,

G. HERER

1. MXER

1. Otomo T, Muramatsu T, Yorifuji T, Okuyama T,
Nakabayashi H, Fukao T, Ohura T, Yoshino M,
Tanaka A, Okamoto N, Inui K, Ozono K, Sakai-N.
Mucolipidosis Il and III alpha/beta: mutation analysis
of 40 Japanese patients showed genotype-phenotype
correlation. - J Hum Genet. 2009; 54: 145-51.

2. Hilton E, Johnston J, Whalen S, Okamoto N,
Hatsukawa Y, Nishio J, Kohara H, Hirano Y, Mizuno
S, Torii C, Kosaki K, Manouvrier S, Boute O,
Perveen R, Law C, Moore A, Fitzpatrick D, Lemke J,
Fellmann F, Debray FG, Dastot-Le-Moal E, Gerard
M, Martin J, Bitoun P, Goossens M, Verloes A,
Schinzel A, Bartholdi D, Bardakjian T, Hay B, Jenny
K, Johnston K, Lyons M, Belmont JW, Biesecker LG,
Giurgea I, Black G.  BCOR analysis in patients with
OFCD and Lenz microphthalmia syndromes, mental
retardation with ocular anomalies, and cardiac
laterality defects.
1325-35.

Eur.J Hum Genet, 2009; 17:

3. Hosokawa S, Takahashi N, Kitajima H,
Nakayama, Kosaki K, and: Okamoto N. - A case of
Brachmann-de Lange syndrome with congenital

diaphragmatic hernia and NIPBL gene mutation

FEETE.

AL,

25

Congenital Anomaly. in press

4, Kobayashi T, Aoki Y, Niihori T, Cavé H,
Verloes A, Okamoto N, Kawame H, Fujiwara I,
Takada F, Ohata T, Sakazume S, Ando T, Nakagawa
N, Lapunzina P, Meneses AG, Gillessen-Kaesbach G,
Wieczorek D, Kurosawa K, Mizuno S, Ohashi H,
David A, Philip N, Guliyeva A, Narumi Y, Kure S,
Tsuchiya S, Matsubara Y. Molecular and clinical
analysis of RAF1 in Noonan syndrome and related
disorders: dephosphorylation of serine 259 as the
essential mechanism for mutant activation.

Hum Mutat. 2010; 31(3): 284-94

2. FRRER

BAEE, VURVTLE

1. AME “ERBEHEGERODINEEOER
KRS R R A ERE 2 — 807 8

32E B AN R FER/H12H

Z R, 20094F4H 16 H
0. [EAME. RMEERS “DRUCREOER 2
LT — gy’ H32E B A NURIEFRT
fite 2 /4128 Dysmorphology D&~ ZREH.
20094E4H 16 H

5. EEEIES. FEEMAG, PP, SHEEE, R
EmpE . NGB, IR, BIBEE, KE
SE. mIEEe. MAME, ZHiE, MR
5/A7v4%%wk%W&ﬁ®?M7?y%

Dysmorphology D& ~=,

74— A% H1120 A AN RN
£ 2009.4.17-19 &HE

A, K RTF. EAR PETF. HE Hh, DR
FF. MA Mz, BE s JIE #. KE

T KB BEL R NoonanfiE (E#H38

2 (The RAS/MAPK syndromes) O @iERIE
(EFRET  #554E B A NEERF S 2009.9.23
—26.. BT

5. KM M. Ak R AR &%, Ei .
Rz, BE R P HERE— . W

nL —

7 SN



¥ =74 BAC-based X-tiling arrayZ iV 7cX
EGPERE R RIEEE (UMR) OREEEFHE
g54[E A AR NEEIGSES 2009.9.23—26  HURL
6. WA “SERMEBRICRT 2FE0ES
R Hs & BE T W~~~ ERREED b o+
#1130 BA/NREFREIRS,
REM T, 2010424 A 23 H

7. Honda S, Hayashi S, Imoto I, Toyama J, Okamoto

B~

N, Kurosawa K, Nakagawa E, Goto Y, Inazawa 1.

Exploration of genes related to X-linked mental

retardation (XLMR) by BAC-based X-tiling array.
American Society of Human Genetics, 59th Annual

Meeting, 2009.10.20-14, Honolulu.

H. HBEEEDHEE - BHIKR
1) BEFRE: 2L

2) ERFERE: 2L

3) Foff: 2L

26






1

JEAEHOBERE - F’E.Tfﬁ HHEMRE - mFE - BE LR ER

< PSS T IR , Chm

- [ARETTEY (Z8) - %{%ﬁ% HEAIE - MEIRfEE)

- BAEF CT/MRI 8% - EEEF REES

CERMORE - WRAEEREE - B OKBAE - BERREG WRE)
- P AVCT . ﬁﬁ_l_@{/w (E

- BERE MR - FEAE - BYER - AEE - BFE - IRSHl - B ek
CHBANE - B - KE - v VE - RERRIERY

. HE?&S’]%%(%L?E BEMR - TR - AR - BREE - IRIR) - (iR R

. rEJ)W/'?AJmI“ B RIS RE K T AE
- FrA /ﬁﬂ/\ﬁf@iﬁ - HERIRIRT - IR A - (RIPERE)
CBERE - O ( )

27




*® 2

&t
EE 574 | 100.00%
1.L\% 427| 74.39%
1LV 147| 25.61%
2Fzv L 1| 0.23%
EEIEE PN 381| 89.23%
B REETR 380| 88.99%
EEEE R E RS 352| 82.44%
[=F =g 267| 62.53%
AR OBRE 168 39.34%
BEmRE 17| 27.40%
Thh A 81| 18.97%
RIRRITE 62| 14.52%
FEERCT/MRIEE 44| 10.30%
FRMEDERE 29|  6.79%
B 28|  6.56%
e 24| 5.62%
LA &7 feh R 22| 5.15%
RER 20| 4.68%
4 RIS HHE (RERRET) 18| 4.22%
WREBRTR 16| 3.75%
i RIS HHE (HEL RS 15| 3.51%
W4 RIS HHE 13| 3.04%
RIRE{TE) (B BRSE) 12| 2.81%
REMER 12| 2.81%
EEEREE 10| 2.34%
ALY 10| 2.34%
8 10| 2.34%
RARE1TEN (ZED) of 2.11%
FRIRER 8| 1.87%
HELE 8| 1.87%
pedii) 6| 1.41%
BT (BEITA) 5/ 1.17%




RFHIRE (R 4|  0.94%
EEEREEEE 40 0.94%
A REHHE (BE) 40 0.94%
RIRE1TEY BRERIEE) 3| 0.70%
=X i:tnd 3| 0.70%
5 3| 0.70%
=AYy AMgE 3| 0.70%
A RS OHE (IS M) 3| 0.70%
B BT (R PR 3 R E) 2| 0.47%
BFarh OKBEE) 11 0.23%
HET R 1] 0.23%
mERE 1 0.23%
REBRLERE 1| 0.23%
IREMEE (BRE) 11 0.23%
RREEE (BRIR) 1| 0.23%
FRAKIR M REIE T 1 023%
B REER 0| 0.00%
B 0| 0.00%
K= 0| 0.00%
ATV 0| 0.00%
IREIAEE (ELR) 0] 0.00%
BREIHEE GER) 0| 0.00%
IREIAIERE GER) 0| 0.00%

20| 4.68%

T (&ED)

29




T T
%0)1&!(5:?3) , ~
%@@(@Eb‘ﬁﬂf “gﬁ\k%f)‘of" .
%0)1’@‘1(arm spanO)E'é %"f‘ﬁ)

30



#£3 NSD1BETFER 230 ADERIEROBRE
(Tatton-Brown et al. Am J Hum Genet 2005)

HAHZREER (90%DREBEIZH LN DHIER)
- R 72 ERIR

CFEEE (BHESRE §L(%‘“) BN
W&%%é%@ﬁﬂ% BAFHIEK - mHR)

ERRM (156—89% DREBFICH LAV DHIER)
- RARE(TE) (28 - BETA - BHE - HIREE)
-%EﬁﬁL
CLETY \
- gAY CT/MRI £% - SHEFRLEE
. F—%élanﬁma%
YRR HE A - FERGRIE T - ML AE - (RMbEE)
- B OKEIE - Hﬁﬂfﬁ@%@(n JiE)
- HIEE
- CTAMA

%@#5%@(20uiwrm@@$%bw%$ﬁ WA HID)

- WARATE R T - BEEET - =AW - B - BEE

- R I*JELE A?‘é‘ﬁ FbM - FRIEXR

BN - MERE - K -:VXT‘)/EE &ﬁé%(%%%% e
. EE?’HE’J;@%(@L@ ljﬁ VR - A - AN - IR - EEIEREE
o VYA E B IR A BE (K T E

31




I WERERRDOPITICET 2 K&



R OTITICE T 5 —&E*
[EHE K]
1. AT
(1) JR#E
1. EHEEK, BFTK, &R, ME, KFEF . B —EBS | Helen B. Kim, Will
iam E. Bunney. K50 %EFKBEIMFFAEIA O 120 OAIERIEL T FIRMIT. ERREREO
#AH30, 52-59, 2009.
(2) i
1. ER—. $RFC, WIEE, ABREET, EHEK, MWEE  AD/HDOBEE
RO, - FAEEZ. 9(3), 262-267, 2009. (July)
2. BHIEK  JOEEOMRBNERTRBEMT. BEE0OHWL. 229(3), 8121-8125,
2009.
(April)
3. BHIEIK, APTTEH. RER: ZEEFICEE LM 7 RO LB, ek
MOES. 20(1): 17-24, 2009.
4. FHEMEK  SCEMBTFROBRIE L 4%, BHEFUpdate— RN EEN. EFOHP
A 231(10), 967-973, 2009. (December)
. B : Bardet-Bied JEMERE. #55E MM—RFOER - KRR — BARK
67(2), 506-510, 2010. (February)
6. BHE  FEERMFIORLE LI NN 7. B NERMERBEEBROELINTTE. K
PRIES52(4), 367-376, 2010. (April)
7. Sora I, Li B, Fumushima S, Fukui A, Arime Y, Kasahara Y, Tomita H, Ikeda K.
Monoamine transporter as a target molecule for psychostimulants. Internati

onal Review of Neurobiology, 85: 29-33, 2009.

32



