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We developed a diagnostic array(Genome Disorder Array) in order to exclude
structural chromosome aberrations in patients with known chromosomal
micro-deletion and micro-duplication syndromes. Genome Disorder Array version 3.0
was selected to determine the configuration. Fuji Film was released this array as the
GD700. Specific phenome may lead to the construction of a new disease concept.
According to phenome analysis and high-density BAC array analysis, we proposed
three new syndromes with specific chromosome aberration. We collected 281 cases in
three years and also proceed to establish the cell-line.

AT ERR
(BEEHAL : 1)
B B LIEESES ¢ & &t
2008 FHE 3, 800, 000 1, 140, 000 4,940, 000
2009 FFHE 2,700, 000 810, 000 3,510, 000
2010 2,200, 000 660, 000 2,860, 000
I
FHEE
ik 8, 700, 000 2,610, 000 11, 310, 000

WFgesyr iy« [E ke
B O - B - NRSREFRES:, IR R E R ES
F—U— R R, REKREY. 714 CGHIE, wIERRE



1. WFFEBRAE 4TS 5t

BOEO/NEOBFEG T, EYE, KR
P D TR L7271z, o7k
KEF 2 &3 5 R AR O 0855 B
FHEREBRICR o7, o> T, /WMNRERDRK
HEERPFEO—DIL, b OERBEHOR
Rz BT L, ZWRE, 1BRE, FGE TR
EOBRREHET S L TH D,

B G AR AR E R E OB WT IR, IR
T LR 2 T UERTRETH 0 | BEEE
BIEEMEORBEERE &S, —MEErtE
HZ DEKRMEILEORENE S LTS
NTC&ETz, FARIEGEREZIILD LT 5%
RKEFIED L 1X, BEMNEETHDL Z L
FARBIN DI T, EEHAENTSC Sib pair
L7 EOBBFR T FIENISHTE S
S 72 JRIRE R TR B DB TV D,

2. WHEDRK

AT-BIE, @mkET ) L7 VA 2B AT 5
T & TO— Mg RN Z b o Y (1 IS 5
HRZWIL T LA OB FE @Y R ER AL LA D
PRI - HEE W OMERE 24 —7 v b
L TRRBEFREDOT L —7 AV —%
GznZLzRAME LIz,

3. Wt Ak

FRO B EZERT DDLU T O F ik
1o, OMIBOINE : R EROFEME
AT HRFANER, NIRRT 15 Fisk O W
N EGETRIEOIUEETT S, @FaOk(L &
INUF T N BT R E R R S
B RARSERT - A A4 Y VY — R, Q@FIIED
F B (phenome) fEHT : HUE @ phenome D EL
I, JRRER AR BB O BEE R B D2 &
BT, FT LWEBBEEOREIZ SN 5 A
REMEN B D, phenome ZfFNT I 2 1 & B H
T H7OIIBEOER S — N EZVER LT web
ETOREREITO, @OFEERRFBT LAITX
HIEBRER T ) MEGERE OWER - BREE
BAC T LA oA T LA TOMGT
OYE G R EZWT T LA OO
5 & FRALE,

4. WF7EEk R

BEELfEY & DOFEBNNEEIL, Z D 34/ T2
817, Noxr 7 LRIBETLTE
Y FENT RTBEZR IR AR 72 o T2,

BEE R D> B #EHE X 3L 72 JEH] D phenome D
fENTIE, BEH. FAR, KEFODHT— L TIT
S, ZHUTEY, BHERHEMEEZ N
Z HREFI 2 L, BEBERIT L A2k D
ERRER T 7 MG BT O R Z R
HHT-, FOFEE. 3 ODOHHIE BN A 12
BT Z ENTE, —olF, /NEEIEL X H
S EME R A & DS R E R ©

&V CASK Bfn1 D B 238D 7= (AJMG 2009),
YD oL, BEOL ZAETEGFOE
HIZIZE S TWRWNH DD 10924 HOR K.,
10p12. 1-p11.23 RETH D, £7-. BFE
BAC 7 LA TOMBE CERF ZMETE 2o
TIEBID B 2 O FEIL, 7YV Mt
D 244K 7 L A T 13 P& Rk 2 1 FEET 7
AU AR T AD2. IMAY ITT LA T 10 SEH
AT 2 AT S 7208, BB B a4 5 2
LIXTE ol

R EERETZHE T LA TH D
Genome Disorder Array ODFEER & FRIKHA H
HOMRF (T > T& e, ZOBKET LA
1. BEENYL RS0 R R EAHLE B O RSt & H
BIZ L TWA, T IR SN TV =2k
7 LA T& 5 Genome Disorder Array version
3. 0 12T LUVIGHE R JSE(BERER2 T @ BAC %
#5# L 7= Genome Disorder Array version 3.0
DORERRZRE LT, ZOTLA1X, 874
LG GDT00 & L CTHIE S L, (BR) BML T
DZ AR L U CEHA SR 22 £4
A BIEHANBB I TV D,

5. FERFERIWLHE
(WFFEAREKRE . AT 3 K O EERF 203 1
(E )
CdERERm L) (G5 1)
(DHayashi S, Mizuno S, Migita O,
Okuyama T, Makita Y, Hata A, Imoto
I, Inazawa J.
The CASK gene harbored in a deletion
detected by array-CGH as a potential
candidate for a gene causative of X-linked
dominant mental retardation.
Am J Med Genet A. 2008 Aug 15;
146A(16):2145-51.

(@Hayashi S, Okamoto N, Makita Y, Hata
A, Imoto I, Inazawa d.

Heterozygous deletion at 14q22.1-q22.3
including the BMP4 gene in a patient with
psychomotor retardation, congenital
corneal opacity and feet polysyndactyly.
Am J Med Genet A. 2008 Nov
15;146A(22):2905-10.

Q&1 FEHELT, EHNT. BIET, 58
FE, OEEEL, HEHEFE. NME O, fRiE
VS, TRZENRE., By

JRIR R LR AT « RSB G 2 x5 & L
7o e o IR PSR 1 B W IRAT I B 1T D 8B h

vy HARBEBEIU R VTR

256 29(2)57-61(2009)

@®Hayashi S, Imoto I, Aizu Y, Okamoto
N, Mizuno S, Kurosawa K, Honda S, Araki



S, Mizutani S, Numabe H, Saitoh S, Kosho
T, Fukushima Y, Mitsubuchi H, Endo F,
Chinen Y, Kosaki R, Okuyama T, Ohki H,
Yoshihashi H, Ono M, Takada F, Ono H,
Yagi M, Matsumoto H, Makita Y, Hata
A, Inazawa J.

Clinical application of array-based
comparative genomic hybridization by
two-stage screening for 536 patients with
mental retardation and multiple
congenital anomalies.

J Hum Genet. 2011 Feb;56(2):110-24.

(®Nakamura E, Makita Y, Okamoto T,
Nagaya K, Hayashi T, Sugimoto M,
Manabe H, Taketazu G, Kajino H, Fujieda
K.

5.78 Mb terminal deletion of chromosome
159 in a girl, evaluation of NR2F2 as
candidate gene for congenital heart defects.
Eur J Med Genet. 2011
May-Jun;54(3):354-6

(FR¥R) GH1 9fF)

O Y7 | BebcE . ARG, PE
AR, EREEL, BREE]. R EE
NEFIERR, WESIE, AKEPENE], RO,
R, FAMZ, =3 . L.
MR RS, TRiERR
5/A7v4%%wt%f£‘f®%4%

LWL OREST & R B R &R ORER
5111 [8] B AN R R R ?ﬁ%A
2008/4/25-27 T
@I H ., FEME, FE B, AHRE.

EEE S, B E, IR ERIE NIFIERE
HEREE, AKBFEE], EEAC, e,
A Z | _m %\ﬂﬁfﬁ\% ., I
ABB, FhiEiE
6/A7v4%mwt%f£‘r®ﬁ+m
WL OMeNT & R R B TE BE OBRSR
% 53 Bl R NHHERFS 2008/9/12-15
Rk

QEEHE B, BE &, &E
MR, FEARRES, FRIEEES
BT =7 TEYA 7 BN sz
Miller-Dieker JEERED 1 15

% 53 Al H AR NFEIERFS 2008/9/12-15
Rk

18 b

@#EMIFH

B LD R O« EEEREERE DR L &
B PR Jis FH

VURT T A X AT D ME LT

% 53 Al H AR AFEER%ES 2008/9/12-15
Rk

GwHE B AR HE B, fﬁ@%
BOREEE], DR EIE NEFIEE, EEEE,
KEPEEE], MRS, A Z _m N
HRRR. A R HRAHRE RS

T RT LA T VTR OB W T
v N7 — L DOBA%E
%112 [ B A/NER:
2009/4/17-19 &R

FTE S

O B, REM =, AR, BEHETS.
P B, FRiEEG

7 LA CGH & AW = 2R % £ 5kt
JEBUFRAT 5 4= 0D FEh

%112 [ B A/NEREE SR IE S
2009/4/17-19 Z3H

OEAMLE, HEEY BT, By 2,
[N E fE. W B HARS, T
RIS

HTTa AT RISEMGERE : 1p36 RIJEMERED
1 431

55 51 [8] B AN AR i
2009/5/28-30 K+

@ W, MARMZ, KEFgEE., /NFIER,
/NIFFEREE . BRI AR, BEEE D
MHE B, HEARRE, fGiEER

JINBRYE & /NIRRT AR % £ © 6
DJFRER T O T D CASK DT

55 51 [8] B AN AR i
2009/5/28-30 K+

®H$1$FE :P#HA N IEJXH{E\ /lu# ﬁ;\

MR FEARBES, FRiEEE i 05 B

mﬁﬁkmmmﬁﬁﬁﬂm%ffémwﬂ
W IE O i ARG

55 51 [8] B AN AR i

2009/5/28-30 K+

O B, FARLIR, iﬁﬁg BEHAY.
PIH B, HEARHE, FREES

7 LA CGH L% V1= 254 ﬂb%ﬁé R Lkl
{ﬁ:”f{ﬂﬁﬁﬁ@ 4 R O FERE

% 54 Bl H AR NFHEEFS  2009/9/23-26
R

A, AR, AR TR NBRH R,
EAIRE. R, KmEgkd, =A 7],
RO, P W, REEREIG. 77 LA CGH

ZMEERLa ) —2 T A

GDATO00 |Z & 2 Yuta AR5 A B i T 52 3 o A
T ADOHESE

% 54 Bl H AR NFHEEF2  2009/9/23-26
R

@k PR, MAMEZ, KEFERE], NEFIERE,




ANIFFEREE . BRI AR, EEED.
FH B, AR, MRS
JINBRYE & /NIRRT AR % £ © 6
12 BNz 31T % CASK & {1 DFEMT
% 54 Bl H AR NFHBEEFS 2009/9/23-26

R

ORIARZIE, PR TR, BEEe], AKEPakE].
FEHIT S, RHH B, HEARmRE . HRILEFE],
JRE T 3l
HHEERED R REMED 3 5 10924 P5Hl /R 2 %
PES 2 JEB O

% 54 Bl H AR NFHBEEFS  2009/9/23-26
W

@IAAMZ, PR R, A RE, FREER.
EEEA Y. PHHE B

7 LA CGH TR2Wr &7z 1p34. 3 Sl /R 5
% 54 Bl H AR NFHEEFS  2009/9/23-26
W

OiFH 5

B LD R O« EEEREERE DR L &
B R I

DERIT R YT A TRERERERICKIT 5
T OAENR - JRIRE 2> & BAR 2 W~
%114 B B A/NRB SRS
2010/4/23-25 B

OFEFME B, 7 LA CHZWHEFER L= Y
—7 b

S REIEGEREZWH 7 L A (GDT00) DBE%
%114 B B A/NRB SRS
2010/4/23-25 %[

@k B, ARSI, REM =, HARRE,
EEEA Y. PHE B, RElEE

DT ) LT LA X Do REFRBRIC
BIFDT ) LGRS

%5 55 A A AR NFEBIR 2 2010/10/27-30
BT

OARMHEZ, P 2, fREE ., BEHAT S,
FH B

Xp11. 2 8kl B 6 E e > — il

%5 55 A A AR NFEEIR 2 2010/10/27-30
BT

ORIAZIR, R B REM =, IE R,
FAINFE - /NI L AR ES . B 5
PIH B, ARLEEE], fEiEiE
HRIEMERE DO FTREMED N & B 10p12. 1-pll. 23
IRID 2 FEL]

%5 55 A A AR NFEEIR 2 2010/10/27-30
BT

(X&) G 3

OfaEER, HEHAS. HH B mE

T LA CGH BWHER AT A K7 v 7o TE
X WY AR G REE R v —
F L%k, 2008

QOEHE S
29. 7 LA CGH Wikt 5= BT -
AR S DO

CCIFETESFEEBONERRERTA R N
BB EMEO - ODOAEERE /5 —4
AANER 2B ELZES AtE &
M bERE  ppl189-193, 2009 4E

Q5%

L Ytk Bs « AFRAEMERE, Part 2 /NEE
DI

INB R AERBR T =T N R T
AR . HREFIEET R

VT4 pp327-332, 2009 4F

(PEZE R EEAE)
Ok (G0 )

Ay
I
HEFIZ -
T -
x5
HEEFH B -
ENs D5 -

OfsikdL (G0 fh)

AR
I
MHEFIZ -
T -

x5
BASEA A
E N5 -

(Z Dfth)
R B s

6. WFIEE

(D) WFgefzs

W 5% (MAKITA  YOSHIO)
HINERKY: HER¥— HdZ
WeE T - 20271778

Q) sy

A fhEE (OKAMOTO NOBUHIKO)

KB SI R IR R A ERE v 2 — (W5
i) - WFEE

WFEE &5 30416242



KB 3 F(MIZUNO SEIJT)

ZHR L EER o0 = — S EEEN
At - NENEL - BFER

WFge 525 - 20393150

(3) HHEAFIEE

JIE BA (HATA AKIRA)
TEEKRY: - B - #d%
WFgeE 35 © 00244541

Tl 7875 (INAZAWA JOHJI)
W E R R R - BERE BAFSEET - B
g 25 « 30193551




