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ZHEN/- 2 BEEZNELZ, 711 CGH &
FISH ¥EI1Z K 2 5l 72 B AR S R B L O\ IR
FERD T &2 1T 2 72,

TOMOPRERERICHT 5 HRERED &
OMERE TR & D R4
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2003 FFIZEBES 18 NUVYI—0D2
(http://18trisomy.com/) Mo EEMIC L 5E
REAEERZREBEL. XA DIEEET o7,

PEREERASEIT 18 FU Y I — DM THHERY
FERABRNTFEINTER, BRAZHARBN A
o TER 2R (BEFEL I EHKEER. B4
BLFEER IO —FhIuEke) B 555 24
E B DRI RAE 2 M5 L 7=

C. BFZERER
FEBRREEEMSE U TOERE R RER
BENDTIBERE DR S

IS THMR - LML R S EAE 2R 2
FRBAERREIT—<IE T T Y- ¢ R
B, PAbOT7 4 CREE. 77 7YU—0RH., &KX

TEHEEE, NIOLE., SR H A RTRE (NIPT) TH O,
EHRHREFISZREL TS,

NIPT 2B L T, 2N NIPT 7 —F > 7% 1-2 /»
AEICHEL . EMNRFEEHRNBERRT. B2
Ebwmbize iz, NERE., ERE, BRER
HME, BEERA Y 5 —, BEMM. BIFE,
HoERRE,. FAENHBICELAEOHEEZL5T
WS, BRTOZ—XNEZNWERKL 5Nz &,
BAZIDBEEOHEMZEOEDK FEEN
<BENMNHDZE. BEEROFEOEFEN -4
FEHEIABEMICERERENTHD ZNETHD
HATEBMNKFELIH EREES EEEIL
ZEBFRDODEFROHESIZH EDEDBRND
DIEMS, HEFEETEAIZIIE > Tz,

T 4 VEBRBICBOWTIL. 2 EATETORK
ERIIVECREEA BN S OBEMASEEE
HNS2BRKE—70 83—V 2%RE. it
THEZ R WS B L OS R FE 2Bk H =
HWELZ, ROMEADENT, BEMN S OBEEN
KEEBIZIDIFEEALEDHFIZBWNTAERICE
FARETRIVE > HGHRBEETH 5 5KE-2SD
RIGIZL DD T &, ABH O PWS 1RO IEK[E
FEOFERNEP R - (£BKTH O ZHULE
HInS O GH &5 TE/L LW &, &I PSG
CHERBENEETHDL I & BHIEKRIZELS
PAZEME I U 7= B & IR 81
GH 2L 2\CHRATES Z &, FIRIGHEEE TE
BEDS ZENDEL NI E, GHIEBEEENS
RSN ETE &, LM LRSS, 7
= 2 %D BE R DR IMBE N IBTET 518
BMBH 0. B 2P E S D /2 E DY
IMIREEIRENVLETH D Z Ela EMNHS M
IR0, TSR, FEK 25 EERANERES
THRE L7z,

DAROT 4 CEREEICDNTIE, WIOBRRNES
EBREZITW. BN - MREBENE LY
—MMEETE (HPA O 7 0 —BERREBRY b
T—2 ) OBRICEE (BE—Hi% Tldrsn < #issE
BEF—LAELTIZ2EY iz, /2 <7
7 EBER,. T— I A5 O AREBERZEDRES
HEER, YU EEWD & T OREOAREEIC
DWTHEBMITIILH - Lk LR EAE
flaEL 277,



Wolf-Hirschhorn fEBERE IZ BT DIREMIH. HARE
B USRS OBE

20 BIASIRER RS, 2 BIISHPRIEREER L, i
EHREFID D E 4 FlMEBEREROEE Lo
TWz, 4p DREY A XL 2.06 Mb~29.42 Mb T
HO,2FNZBNTWHSCR2 ZE AT (K1),

2 BINE M RE R TV 1 7 22 L /-, Patient
201, G P HETIE “46,XY,del(4)(p15.2pl6)” &
DHERTH 7. 7 LA CGH TS MNIZ 4p Wik
OO -t T (21 Mb, 35 Log2
i —-0.775) DIZIA T, 10q HHEBD I E—EH g
FEBS (1.27 Mb, Et5 Log2 i +0.365) LTH
0, BEEYA 7 ORI (B
Log2 fEild. 1 A E—F 72 b REDFEH-0.8 FifE.
2aAE—9ROEEFEOHS 0%, 332E—7
BROBEEOEEGHOSHBEINTNS),
Metaphase FISH THFI L7z & 2 A, F—Ylrmz
A9 DERER AR der(4)t(4;11)(p15.31;q25)7H% 22/30
MR, BAH/ 4p IHER /R del(4)(p15.31)74% 8/30 4
fTho7z (K2).

Patient 15 13, G 2¥E T 4p PRI RE EESE
Ml o®YA1 s

“46,XY,del(4)(p15.3p16.1)[261/46 XY [4] TH > 7.
7 L4 CGH Tl 12.01 Mb @ 4p 2 ¥ — /12
BB FEY Log2 fl13-0.764 & Bfli/aR&ERT
HOTHY, GHPRFEOHEREFET 2D TIL
Win & B Oz, Metaphase FISH THET L7z & C
A, R&GMs (A X)) ORL5 2 ZHEOHME
del(4)(p16.3) (RE&H 1 X 2.48-2.66 Mb, 11/56 #fl
f2). del(4)(p15.33) (R&H -1 X 12.01 Mb, 45/56
k) Az (13).

B/NRYAF (Patient 1 ; 2.06 Mb) B ONRIERR
44| (Patient 13 ; 8.85 Mb) Z Rk, MBI/ Greek
Warrior Helmet ¥R Z 2 L 72 (M 4).

REHA ZIMRKEVIFE, GOHEE LT, XIE
DEE BaR. RMERYE, DEORH. 8%
REZHTOHENER L (KD,

BRI RESHES LT, BaLAFO0— )L
M54 BT, SRENEIEN 1 FIZERD 5Nz,

e DBAEELT 95% (20721 ). FEHE B 5 O h gLl
oA UOMA~30/nA)., EEER (REFID
OEEFOHEE) 1 70% (14/20) TH-o7=. 64

INEHRTE DR B E & o7z (FIE 3K 7 MA9 »
B~6@E0MNAD DIz, 14 FTITERPREZIT
WL (PRE6H2MNARBMNA~I8 K. 11
#ilHY VPA O 5%, 4 7)Y PB/CZP/CLB/Br (&1t
K/Na) 0522 TWw/z, Br (L K/Na) @
BEEZT- 40 2BICB T, R R L/,

FEFE =Mt L7z, Small deletion type (<6 Mb) T
V. EERFEAE S H R 16.5 A (730 A,
FLIBHIRAE R 33% (2/6) . EEMEIL 1% (1/6)
TdH o7z, Intermediate deletion type (6-15Mb) T
V. B RE AT 82 NA (6—12 7 H).
AIRHAFIERIL 89% (8/9)., EEMEIT 100%(
9/9) T > 7z, Large deletion type (>15 Mb) Tl3.
REREELEGAEBIT e A U~140H). IR
FEAEHEL 80% (4/5). BEEHEIL80% (4/5) T
Holz. Tihrbb, KEOEFEEIZBWTIE, K
Fet A X EFHB (Small deletion type (3.
Intermediate / Large deletion type & D #84E) 95 &
EAZ BT

EREWFFE R 1T American Journal of Medical
Genetics i&lZ 52 X 31,  online publish 417z
(Shimizu et al., 2014),

TOMO R REEIC BT 5 B REMES &
UMEBEE B 8 D RS
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65 N\OTZ)V RV I—BOBRENEL 272, K
Bid 44 ANTHo7z. 17% (11/65) MHAFNICHE
T REAT R X VDN, FKPEAARE THEE
ZWr S 372, 57% (37/65) I3 EUIBA CTHIAE L 7=,
HAROEYFERERII 8 E 6 HTH D, 1Y
REL 1920g (-2.6SD) TH o7z, 51% (24/47)
INEIRRFEVEE A Uz, 13 ADREFIEZEZ L,
FRIEEMOhRET 2 A (0H~2%) THo
Z. 2B, EEMENRKETH o k. 1 ATk,
2QANTER.6 N\TEER .2 N THEEL /-,
36% (18/50) INFEIBIEL D EPIBE/MEENEEREL
RIR S 177, 45% (27/60) 73R AYFRFI S, IMV)
LD ANTIRRERZZT, TOBITEEMN K
BTE. 9 ADWBERAE, BEL7. &KX
HLREBOFN., £/, LETBENZZ 72, 15%
(8/55) MEBRIOBITE, 45% (29/64) INH
EERBRTE/. BRENS HEEEES T
INEEH LN 10U EOEMEREED S B 2 AN



BOEAREE o7z, 1ML LORMAREEER
MR D o 7B IR IR BIL. HAERIZZHEINS
ZERBENRNZ & HAEREENEN &,
BEMHAENZNI &, KETERI L, Bl T
Kp<BOEWTES &, BRERTESZE, T
Holz, BB, 18 NV I—REFMAIEICE
TTHD, BHEEFEL TWBE D ECRE &
TETNBEEDTHo7z (Koshoetal, Am J Med
Genet Part A 161A: 1531-1542, 2013),

18 hU Y I—IRBIZBIT 2 EEHASEIL BN TE
RAEBERTEEZLGNTE/Z, Uk L. Bl
ARHERET O TERLEHRIA I EHHER KL
OFH 00 = —PYEBRIc BT % 24 EFI DR
RAEEREL. REOEIMEEZRE Lz, 9 A
HEBEOAT, 56 6 ADBE+/-HE. 3
NINBESQEBEEYRZ 272, 15 ADRIE
it (BEVEPIVOREREEYR) 227 TH
0. 25 10 AD—HRFM. 5 ANZHINFii &
ZF 7z, #ER. PR TalIah o, 17 A
BaREZRBTE. 553 ADROXEZHBAT
E/m, 3 AMGBRTE . | FEBFERISBEBITEE
T27%. HEMBET % TH 7. HUFERDE
IWEMRERTH 7. Ubhs, 18 RV I =T
B 2R EBASEIEEYIIRE FHMT O
BT U B TERARRFIZIERSRNnT &,
—HNFEHR L 0D MO NEEN D Lz
WZ & (X5 Group 1 HIXHED A, Group 2 13H
ELLEREEYEE o ERDATH D,

Group 3 13 —HAAY. Group 4 IZ =GR G 2 HE1T) .

PHTLU T T EIREBOERNEE CTHS L
RSNz, AEIE, 18 bUYI—IROBEM
HOTRIA L MCHEHT L HFPOHRETTH D,

American Journal of Medical Genetics 387 X 11,

publish X317z (Nishi et al., Am J Med Genet Part A
164: 324-330,2014),

D. %
BRI & LT O JR R
B A DL RO

A70T 7 bEBUT. BEOTLREFEEERF
ICBET B LM - LIRS R HI 2 RHESL U 72

ZEIREKD, HREBICHET 2EHHEOC IR,

BlEE E O EROEIIREAIZH EL /2.

o, MOMEEREFERBEOZEIIBNTD,

TV FERBUTDEN S Th-o 72 ARYEE
FRRIZE D, TIAOERNENBD TV,

BE., IOLTAENHRDEEDOIFEZ I SITH
JREEZ72DI12. £z, SBROHREREDLEES
BMBFIZANT., EBNKRFEFHMERER T2
AR POIZ, BEN&R ONERL B E.
fEERARNEL, OREmENE. BRAR. KEER.
REL HEMWMER, BERBNIWHRZE) BX
DNENZ R EHEFE LT [BENEKRERRY b
J— U8 EMDhOoERN] ZHBETL L
7207z (K6).

Wolf-Hirschhorn SEMREEIC V) iR HEfREH, HARE
BIOEEEEFEH ORBE
AFHOAREICBE T 2 AENRAEET o /. B
EDOEMITREEREICBNWT, 711 CGH &
FISH {EIC K 25 ir 2 fllABHE S &0
BEENEE I N

4p KIFMN 5 6Mb RKFED/NZ NWREEZEFT LT
W, BR2OREMELS . EFEOEE S DIRWER
WH 0Tz, HERAEREIZBITLEZEDOEMLER
FEINTWE LETMI DR&EEFT HH, fLhi
EFREL TOWIRRWEIOFETE (RIFRICHBIT 2
Patient 13, Maas 5 O EIZIH1T % Case 6 [2008]) .
LETMI DRE&ZFEFz iz WINEBE FRAE L2 LD
SHER R L DB DOTETE (Faravelli et al., 2007; Maas et
al., 2008 @ Case 1; Misceo et al., 2012; Zollino et al.,
2008). & SIZUHBERDRETREZ K2/ WEFID
7#E (Concolino et al., 2007) 725, LETMI % &L
WHSCR2 & 0 HIEALD 0.76-1.3 Mb FEIR I 8578
FEIZBIFR G 2 BTN RS 2 alRetk AR X
Nz ®7.

WHER)IZBEE 9 % CPLXI. CTBPI IMEMIEIRT T
H>DEEZ 5Nz, CPLX], CTBP1 BX TN LETMI
EEDREVWVRERICBW TS ER 2 WERE
LI EBFRLEBENWIETHDEEZ SN
7z. CPLXI 3. $xE co-repressor & L T%< DiE
TFOREEEIIERT L ENHENT NS,
Ty METIIZBWT, 7 b 2B 2DG I Cbp
EHEZERIB L. NRSFERERTEHKFLT, TA
MAFIET T IV T EEZ 54 % BDNF DR
ZHIHIT B ENRENT NS (Garriga-Canut et
al., 2006). CTBPI %, syntaxin E#E& LTI+ 7
ZNEDHESEZRHET DL INTHD,. Cplxl R
BY XA TEREORENH S (Reimetal, 2001),



