Key words
Emanuel fE{&8¢
NnN/2EGrIVZI—
1(11:22) (g23;a11)
REBAIRE
HSRnEREE

Emanuel FERE DS & 8IG

BB A EE L oBL UB E
X1 ImE gﬁ;n

Emanuel EIRFISRER, OFR, \RE, TREDEER, BHEDREEFTZET DLXM

BUERETH®S. @mHOVFNHH 1(11:22) OIGRLABRGEEZE DRERDEREET, £
D 22 BREREEE 47 FEDREBEE U CRRIICE DI ENFEEDRERTHS. HFELFE
MEDEHICKD, REBOREBEDNFEAICETVLIENDD > TER. A TIX Emanuel fE
REOBRFRERCHEODHSNTUEVLBRBEBEICOWVWTIRNS. 87 22 BRERBHER
B ON/REASMNVE—LRELEKENTUEFRERBICKUHFPTVRIIHN DWW ET, EFGE
EEOETODEREIRANENTED, BEFEOLREANDT7HELT DI ENEHFIND.

FL®IC

Emanuel #E B IE, B R ka1 A8 I2H
AT LIZE VBT ZHEREEIREBEFET, J5it
R, KNoHE, EEORERELETS.
et AR AE R 47, XX £ 7213 XY, +der(22)t
(11;22) (q23;ql1) T, @F 4 Retapkis 11 Fi
fafk & 22 FYeta ko M M IC KT 5 el
®hThHs (B1-a). ORI 1960 FERXH
5 1970 U T, BBOHERHEI 2 S
NTwa, 7275, ThU V3 — 225 mBE] [
UV I — 22 fEMERE], [11/22RBEG MY Y
I—], TIREMY VI — 225, T11/22 &
Yt R |, [ 22 IRk A At ARE et | &
etahkOIRBLRTSEFSTLH/HTIIINT
Wiz, BREIZEZLAD) TWEET
Hotz. 2004 EICAHFT T EKREDOBEYF—
b 7V —7 (Chromosome 22 Central : http://
www.c22c.org/) DBEMFIZLD, ZDHERE
BEICH LT, AEBOB@MAKL NIV TONEIS
KELEHBRLZ7 457V 7 4 T/HhR#KED

T BEREHEXFRSERPRRAD FBEEFMAERR
T 470-1192 BARESEAMEHEIER Z1-98

Emanuel BS [ 1:® %1 §i 12 % 7% A T Emanuel
JEBEREE LTt 7z (OMIN#609029).
Emanuel fE &R 1l BLO WV § 238 R
DY R et KRR FED L &, TDFED
ELTHAET B, HEOTFBIZFZMED
EHRICLD, COEERAEO—ZEEHTOH
ERINRFIFTELZONTW AU EIIENWTHA
AT EARBENT VWS, ZDI0, AHEHEE
N RFHEAH £ OBHCTHMBT 5 HEMA |
FlHBIEBLETFHINS, LIAA, ThF
THRBOBHEIMEI 7225 HD, FOMH
IKERPHREIZOWTRIIEAEALNRTY
R\, AKX, Emanuel fEBERE ORRIKRAER &
HIREE, €L TEREEMNZBEMII2VWT, Th
FTICHON IR =R ZEA L TA.

I Emanuel FE{R & DERFKEIR
& BARE "/

Emanuel JE R O BEIKIER IOV TIE, 1980
FERECEROBELBITL-ME X"
100 PILL EORERI s S =28, ThllkZE
LEol@AgLsIhTwiw, £/, Th
T CTORGIIMERMOBEICHET HEFHIT L

443

~79-



IMH

Vol.

51

No. 4

2010

EmanuelfEf& (

1))

a v i ‘ ’ b
‘ t (11.22) 351 BY i e (R A 4
2 2
[
' -
11 der (11 22 der(2
EmanuelfiE {2
&
7 T B X7
.3
- O
-
‘ ¥
11 22 der (22
1
a o t(11:22) §EPRREEZE & Emanuel EEEFO 11 gFtak (B
A | KRAB(CED. der (1) 1F 11 Fk REREBIR der
b t(11:22) SR REED FISHAR. 773 11 EREBADOYIMS

F LY
¢ | 22q1) B EER
(C22q11 4 "’1".1}1,.14"(,}) i

A= e

T,”v”)l};l} v]’}v 5

FRgtsy. fLah
:JQ d ”W J"’(‘ ¥ I V)

Ao LW O PR AN]T
Hotz 2009 4, Carter HA 33 KIZFELET
OFl & ORI O BFIZM LT, ZORIKMIN
U R B E D FE T W T RIS J LA
AR CIEZ OO 2 PSS .
Emanuel fi B8 O )Xo VEAR R 18 2.7
kg TR, Fi/EWH o ABEWIIE% < 23

ALETHY,

| L 2 e L, WSl . WFLIA %,
SRR Ty, MRAEMEE, dOH, LTuhlA, R

WD OIZVHTEDH LD AR LEET
HIlbdhab, F7: N LIPSO 2 L%
ELRL DRV,

Emanuel iEfERF O T XTOMKIE R A 2

71 EARRE (5 |

4 AR

201V REASEMRER (£ ./ /
a1 e (h 1)

Emanuel SEf&BE DR F

& 22 FABK (H Emanuel SEM1ERE L3 22 B 2
(22) W& 22 FRELBHREZTRY
ek /o< BAC 7O—TD U I ARIEE Uik @
UMD EM T A BEEEERYAE A~D TRLE FOT
) AT B AR L.
DX RYHIBZA L T0D, FOWT, L&D
W O BIEIX N <, Pierre Rnbin M, el

444

i, WRIIGER LV EFEE iﬁ.h“f'”i’
AHNA. & {2 Pierre Robin g%/ I3
TBUL M EHE - THN O RO K E 7 Jh
ME bl EHOTERELRBRKTWTHA.
SPRRLE S0 S SN PN ¢ RN/ A E I
b v R KA, L‘—"'I'I'H’l\i i, LT'UJUI;("“;I'H(J'?#"
AT B %k KPR 2 O 0F 9 2
A0, KEYIRS A2, WiEHIRAK AT, R R A
MR L ERMEINTWED, FOIEFEALY
WHFT /= THAH. BiREAV =T, B
B RabRR A D A O D, WIRAEM SR TS

_80-



AWFE Vol. 51 No.4 2010

% Emanuel EREHOBENTEETMIA M= DERER

HETAINARN= TEEs (B #E (A RIEE (A
SETE 8 2~28 5~8
%5 7 2~36 2~4
e L THES 20 8~36 13~24
INAINATB" 34 20~51 20~24
WA L TCabEDD 7 24~150 24~48
#Whhdh ) TH< 61 18~120 37~48
w#Eh A L T8 < 84 41~150 97~150

F83%IENAINADTELRD O

R S S 3 ORIEOHIEK
Aadii b, BYEOBA /AR %
eV R EAELHENR . BN
ReBEBLE, FAME, Mo 1A, SL
brlAabhs, WENOWEIHLTIE K
SR, R WK E 2 ERAE,
W4, Dandy-Walker 4, Chiari &E238
ENTw5b.

BRI, HAo/MMLR HArpiifo/h g
B EOHAOHFE, FHEOH, BAKH,
R E, K Tz gk, NEE, —HOIR
& T ED-DDOEHDIER, L THETOLD
MWD S 4 Y IZhAENDGH 5. La
L. EME EHICHVBR RV ADFVEZIZLD
L3 AN R BSUIH VR BB,

FaER, AWM EZBRELLHICSIESER
MIREAVE LT 5. BEED & S BE I ) B
WEE L DEROBETALNL, hHRERD
WLZ2Y, SBYIHRF 2 —TOMAZLEL
THEHGHEN S, EHEEREEO RN
ARV, EHOOEHTHT T REMEL 2R
DL, Ho TBIREEUELOIHEE
Z2T05h. BUICHLTRIERTHL L)
HRR, JEB, RHAAR SRS & v 2B AT
HbH. FTORABHEIEL, HHEOTVWR
AbAOLNERZRGEND. EERECHD
MORTL, PHE, MR, WRPERLEZ#
KT,

HILBROMIEE L Tid, HARSEOREN

-81-

445

(Carter Metal, 2009")

w L, BED 0% IZERALORHEEZ L TWD
A5, 40% I3, 20%EHF a2 —7ITX DK
BERHEML TS, W HEEE, A8,
XA, HRLBENRY. TOD, SR
HEORIMNEFERDOIICHTFRD, 62%
AREREL ZHINTVS., FHEOLHREL
BATOREVWREARTH 2, ZO%
M, ALK TIRI NV 7 2 L DTE D5
AT =B E0RHD, HALREXNSZ
EMTE RV E W 2R RS D fE %
EEELMED W BHRER, HEEYT,
WE N R MR & OFLE o R R Y
JEDBWIC L D %ET D, — T, 2 kERICH
LT3, aBEDE I 9~18 OB T #
AP L TV,

FRE)FEE PRI (X TR TOBA IS 21 W
T, L2DEETHS. FLALOREIHT
HRANAb=ridiEh, £ OB &%
TETHUL ENFBIENTERV., 27K
70% DM WIZ 5 22 5 L #ih A H T
CENTE, BMIIHEATELIEADVD
(R).

A ERIE L TRTOMFICIET 5.
EZHEISEETHY, afIlLZ2aIam
r—vavidilLy, BFLOTHEZRET S
DI HAHDSH BEILD, BEDEZIH
WO FHROICEVIIa=sr—varkloT
W5, Carter HiE, BMEIEEVHLVLH 72
25, BV ERIIOVWTIRICHBL TS L



AEFE Vol 51 No.4 2010

BTV AMBAZVEVSTWS, KEIDK
HIFELALOBRFIMAOTIIHL VD, L&
W Fr v 7EHOLIENTELRAD L
5. BHREIAPPLETHHH, 2%IEAT—
YRT A= EMHZEHNTEL. P LVDH
VAW TIE, 5 ETIE 36%AHV.TE T
Wa.

BV TIE, W07 v — PREEDOH
BCTIRH B, LAV GRBEEFEIOS 7 A
RFERICEV, HERE, BAEEZzZITY
Z%EH WA, [THOME T, SEIEZEW)
WA E, Moy, B, i Re A o
haZeddbsn, Lal, HkEwz-oTHS
, MEMTHY, SHEERELA HHEOANL
— VB LR AL —FET O A D
3. EBOEFIZOVWTIE, BEOREIMER
Lzz7arhpnl 2»r2RshTs), HAOD
HIERFREIZOVTRHRRENTVWEIDTEHL
TV & 72w (72K FWEH : http://blogs.
yahoo.co.jp/cosmos_san_san, # & & bl
http://blogs.yahoo.co.jp/nohohon_mammy7).

Emanuel SEBEREOBH X, BefafhkmEIZL >
TxEhs (BA1-b). HAIX 47XX 4
XY, +der(22)t(11:22) (q23:qll) TH Y, 11 F&
Ytk 1123 X 0l (Fox7H) & 22
Fhetafko 22q11 £ »EfM (> ba X7
) ArIVI—bthoTWwh. ZOFHMIEH
8L FoRMHE BZLGBRERAMNIO
SEBEBEOAKTH A L PRENS. AR
ERPORBIZF v v b7 A REBERE GO HAE
BB AdHBDH. Fxov b7 A REBERI idic(22)
(pter—qll.2::qll.2—pter) DEF Ytk
bh, 2 FRaEoOEFT P 7V I-ThoT
1. Emanuel FEEE & 22 F o Rl B o A5
G EAEF—N—5 v 7T5H (E1-C).
WEBERECIZIE LT, HAo R, LREL
B, HEBILMaEsALNS. KB bhb
FULE R it 0 R R 0 R % 2 1F 9 Emanuel S R AE
% 1 BIRRER L7278, #MlifIRE R T F v v

_82-

446

b7 A4 SEBEETABRIESRWC EABORT
w5, LaL, ¥rv b7 AEEREOTRERT
H AU EKIEIE Emanuel JERBE TR A LT,
M2, Fx v M7 A EBER TR E R
BEMIEAEALREV., 20X ) REIKE
#\ 21X, Emanuel SEBER OB Bemho 11
Fita kA LTwBLEZLNS.
Emanuel JEBEEOAEFIHRE X, (& A LR
WroDbDTHSE. HEDP LWL 22
BENRTVERZOHIIASELT™, HAAR
ZOBRBOFEII T AL AN S V. £
5k, HATOBREORBKREE B ERN 2 H
RB1EHOT v r—FAEELTEY, JHh
LW a5 a R A — A= VI 20
WMLTWADT, THEILR> TREERET W
72 % 72w (http://www.fujita-huacjp/ ge
nome/11&22).

@ Emanuel fE{& &I8In )

Emanuel fEfBED 99% UL EiZ £ O ljBLO
FhHH 46, XX £ 7213 XY,t(11:22) (g23:11)
DORR % m T IR ERRE TH S, 90% LA
LOBRTHBIMENETH S, HBRRE R
WHIZEIERTHHH, TLEHEHIHITEHE
FHRRIE, — DR AR & RIS,
RS THE S & B BHEAE, B HTE R deta kA
B#oWR, +4bHH, Emanuvel FEBEHOROM
o 2 EPRET 5.

I, Wt A% b L R T
CABEHELS. FT-RW, SRR
K BERIAS D o 22 A Rtk BBE T o 72D
Y, 2 ORBTRE R TREERYFTOR
BFLeLTRKENDE., H—RBTROBEIZ
i, WEA S ZhZE ik Lo etk
ARE L 2 Mfigetath 2 b, KT, HFE Rt
hixzrhzh 2 o0l s EhS (B2-
a). EEREREOHG, NEEZTIBICER R
et fh L itk AT A LIRS, D




ARF Vol. 51 No.4 2010

REIEEE

a

(1B 22818 l

R [ LR

RE

b

2|
===

t(11:22) R GREERE
- 11E& 28

FE 2B RE
Rk 286 B4 %@iﬁiw
i

R
l

1 ﬁéﬁj\

|
=
== s

l AffisR
!

Rz D B R

RE5 B
g2 #BAE1

b o=

a1 #EAE2

HEEEEE/IE  EmanuelfEf&EE
HEREREREE

ME

2 B1EBSHRBORBEOHE EFH
a I BETEEOLBAOHAEHE BOZ I 1 BREHEF, BL7IE 2 BREEETRT. THTIORBEIR
B3 MRREARTHEDTONS. Z0% HBEREERLY 2 DOMRICHESNS.
b t(11:22) HERNGERREOLABHONE EHE. 2 DDEFREKL 2 DORERBHD 4 BREAHE L THE
T3, 0% SESELHWHRICLVEBHIHRINDD. 1(11:22) OFE, ERELTHEESNDOR.
TEABICEARBTEEES L BHOEUEGEREER/IE3 1 FRUCKWE LU Emanuel EREH THD.

3, 11%& 22%, 11 FiRAEStik 22 Fik
Hgetafkd 4 DO Rfa kDXL D, 4 i
RV EELAGIREE 2% (E2-b).
ZLTHAEN 2 oM HRL S B BRI,
B D) & o 7o getahim 25w UMl A S hoe
WA (BEoE) ik, BabUvyI—- i
E2VI—ERY, BREREEHICTFEANTEC
L, gLV ERZ LS. —F, MAROYR
tafkF A5 TR IC R E N E (KES
BE), Fademkd U< i3 t(11:22) HfyRleim:
EbomERAMAETS, ZLT3: 1ICHH

447

THHEELHY, TOHH 22 FIRARLKhE
ZL bo BB RIVBAENMEAEEZETLI L
A TE, Emanuel JEERORE LTHAT 5.
ZhHOEEIZOVTIE, REFOENICL -
THLREZBZENDPoT0D, RN
Emanuel FEBEE % BAET 2 D13, KHEFRNE
DY A 5.7~6.1%, BHEIFIRHEEDOE G X
2.2~5.0%Tdh 1, WHHHRGEERRES L &
HDIE, FNEN55.4%, 41.2%THAH. €D
o 78RS imRE Rk A b o 2B IRIE
MAETEZENTETREL B2, TOHIE

-83-



AWE Vol. 51 No.4 2010

12 23~37% T& 5. Emanuel % fﬁﬁﬂ);ﬁ’ﬁ:ﬂi
T D) A7 DHDERMIIOVTIE, HEN
ﬂ&ﬂ%@ﬁ#$mmﬁmlbmm%$ﬁﬁﬂ
ETh5.

— Ji D R & TH L A v TV,
NIKT Mo B E 22 5N H 5. AK
Wi WE, SAPMEER U222 HioN o 8 il Ik 2
STH7- 1 Ml % 30k & L Cilltfn 1 - BetathB My
BT HM T, BBOTHINOR D SIEHE &3
W& h7-H2 FENICEBWT . FKEZE
X, BRKRTIZ 20 4L OBERAH D, HATIX
2004 4 EAE B A ES IS RS T
X 7245, 2006 AEA S Z0MeAE A S, #
b U DU E D BEAE A3 D B Xy R vt i A
FZIZHIFHI LN TEL LN ko7, ThDL
¥, DBICHEEM B ORENIMZTE, 3
ik, HRATZH O 85% (3 LA RN IZ &

Hhr—AkhoTwh, B, WEZHERL
TR E ) LIED 255 545, KNI
(T —#E OUEERR B EIS ALK S B T HEYE
M. AN, AKNTZENIC X B4R RN
FHELFLLEVEIRWRT, TR 5
D2 20~30%FLEvbhTws., X612, K
AR, WEL REN, RoORNMZ FELR
Llwvo e RIFROBEIEE S, WE %
&Mtwbﬁééx&w

FOEE A B AT A,

AN

| i@l Emanuel Efﬁﬁo)&ﬁg )

M"&'

t(11:22) ke, ¢ﬁﬂ@¥ﬂ®%ﬁﬂ%@
Tlx, Robertson $izM DM CTHE— L THAD
oYk TH 5. BELER OB S
RN E L RAETH0T, 1 AOBIRE D
EHEYe RS G L TV ADTIZ AR L, Fidkiz
JEASHR D ELTRELTWARLEEZLNS. $
o, OB t(11:22) O fEEY)
LRI TH LI REDD LI,
t(11522) OHZHEGI BT 2L DFRBT % 4T > 72, T OH
BORRELIm Witk B, BEEED,

aan

448

545 AT GROFBVY) ¥ Fua—24 (M)
fid%), Palindromic AT-Rich Repeat (PATRR)
DOPIZMELTW, 28 Yy Fa—ARsE i
BRI 2 RSN ABE D & o THM & A TWD
BHIOZ EZ0vn, TOX) BEMEH D &M
FTHPRRO DNA 2T 5 Wi H D
(B3-a), ZO¥ 7 AAREEDRE% BIL
TRETLHHNTHDHEEZTVDY,
A% D t(11:22) HMEPRN A 40 A%< 5%
L, UM BEERTORR LN, TXT
PATRR IZEEP LT3R, X oT, ¥XT
D t(11:22) i M (% filf BE 70 i E 45 S PCR 12
FoTHT 22 EAETHS (E3-b).
Emanuel fi BERER €(11:22) ¥l %Yz i O I 5
DFWE, GV VOB ZiThT e,
C OHEIEFF R PCR (2 X » THBEH T
TS e THs (B3-c). ToHikid
%, HERTSI R A KT H % S S h
T WEHEOHLHHNTDH 5.

CHOPCREMWVT, BUMEEZORKSfTT
DR RORINE RA-E A, 1/10'H
5 1/10° D HE Tlis e e ta R sk ih S ho 2.
COZ ki, BBIEEEOR TR TEICH/ LR
WAL TWAI EERL, HBTHILL
X9 RBIET t(11:22) mERtakAmik3I
T ZEZEICANRTYS, HAADHIZE
WA A% 1,000~10,000 ANEfFET 5 L HEE
Xha., K $HEOLDI-0T v r—FRE
ORE, BAEFTICHESIN TV t(11:22)
FEERA A OB SIELEEEEw. Thbn
RN B D Z {13, T-£ b A% Emanuel fiE f&
BEBW SN EDBE>NITTHREZZITT
BHEShTWa. . T4bb, £ Tldhv t(l:
22) HEHEIRIN B AT MR O IT S A
fE L, #{EM % Emanuel JEBEHOBEHD 7
MU EICHVWTHAI T L%, ZOGRELOK
IR LTWAHEEZTWA.

_84-



AWEE Vol 51 No.4 2010

a
+FERPATRR
b
PATRR11
1EREE  ——(() T ————_
PATRR22

22FFElh —O e
1 ERER S
2FERERBE — YT o

1 RE ;
3]‘ Aé AR B

22%
5/5 q T Bk
\

E3  t(11;22) SREEYFRAY PCR (Kurahashi et al, 2000 £V &)
a & Q2BREEROEZEYMSAICHSD/NU > KO- LB
(PATRR). PATRRIGFREAR+FEUBEA L WJPT
b t(11:22) BREEFERA PCR DV S50 T — D& M%.%@Q@
A LD PATRRIEBICERE LT S5+1 v — (RFE) OHEAED
IC&V), RELBEE PCRICKVIBIRBTAZEHATES.
c 1 t(11:22) RRATOEERFEY PCR. HBRERERE (#4) Tt
| BIREZRBEE 22 BREDREM. Emanuel FEEEE (#6) Tl
22§ﬁ$mﬁﬁ®£®PCR#%&y@@(%ma% FEFEY)
MIYAZY—HhH— P B O—IL. N EMHI rO—L

Bbb(c 59, AKBIZHRLADD L LKA WES
. o

: LEEXoNFICLT, chFT
Emanuel FEMERELL 30 FERIASHIT E AT Wt 2t — ik s h, #EW

a1y APNEAYAL /S

V4w b7 — 7 14F

LD LY, HEE L TORMENILS DATEE, BERLETORKIZE D X vk
(1)7‘ (ZBARZDOFRBE T3 It LAy 5 ZRMT 2D TELMES ). 2ok
ﬂTb‘f‘ﬁ‘of Lk, £ 5 —%v b 39, CoORBELZCOEHEESFHVMY, 2

PER LD BWTYH, HBHDOLHK LTHEd LI e fgElZlibhs,

XTI EFON B — A ZHEL TV T

449

_85-



/NEH Vol

WhLTuwZngst > 7Y +/hRHEEED Carter
Stk 749 FN7 4 7T/AREFBED Emanuel L,
Chromosome 22 Central % &% S 1T\ % St. Pierre
K, % LT Emanuel fFEBBE O BER L & I TR KR
CERMGZLET. AR, EAEY - BiRTERER
R AEHEEOZ B EZITITVET.

1)

3)

(2]

Zackai EH, Emanuel BS : Site-specific recipro-
cal translocation, t (11 ; 22) (q23 : ql1), in several
unrelated families with 3 : 1 meiotic disjunction.
Am ] Med Genet 1980 : 7 : 507-521

Fraccaro M et al : The 11q : 22q translocation : A
European collaborative analysis of 43 cases. Hum
Genet 1980 ; 56 : 21-51

Schinzel A et al: Incomplete trisomy 22. L
Familial 11/22 translocation with 3 : 1 meiotic
disjunction. Delineation of a common clinical
picture and report of nine new cases from six
families. Hum Genet 1981 : 56 : 249-262

Lin AE et al : Congenital heart disease in super-
numerary der(22), t(11: 22) syndrome. Clin
Genet 1986 : 29 : 269-275

Carter MT et al : Phenotypic delineation of
Emanuel syndrome (supernumerary derivative
22 syndrome) : Clinical features of 63 individu-

51

450

_86-

No.4 2010

6)

7)

8)

9)

10)

11)

12)

als. Am J Med Genet A 2009 : 149A : 1712-1721
Vi AR i3 A © der (22) (115 22) (q23 5 q11) %
#T2 ROWBA~OB(EA T ) v 7 OFFERYE.
NABEAY &) ¥ 7545562007 5 27 < 69-72
L ERIRIEA  SKY B W TRl LEEA Y
vy ERBILAI/2Z2RENIVI-O]
Bl. HABZEAY v 1) > 745406200425 1-
4

dRRg s, AR, BOA R - i Reta ik
LM RO HFMACICHE L 22¢-1 Y
I—0 1R, F R 1977 5 17 - 430-431
Toyoshima M et al : Vertebral fusion in a patient
with supernumerary-der(22)t(11: 22) syn-
drome. Am ] Med Genet A 2009 : 149A : 1722-
1726

Kurahashi H et al : Regions of genomic instabili-
ty on 22qll and 11q23 as the etiology for the
recurrent constitutional t(11:22). Hum Mol
Genet 2000 : 9 : 1665-1670

Kurahashi H et al : Tightly clustered 11¢23 and
22ql1 breakpoints permit PCR-based detection
of the recurrent constitutional t(11:22). Am J
Hum Genet 2000 : 67 : 763-768

Kurahashi H, Emanuel BS : Unexpectedly high
rate of de novo constitutional t(11 ; 22) translo-
cations in sperm from normal males. Nat Genet

2001 : 29 : 139-140



169

HABEAT ) v FERE
Jap ] Genet Counsel.
31 :169-173, 2010

(FEGIERE]

RERETHRRAOD Y VIO z LB L L
IR t(11;22) B i e

KILEREE 1), Livija Medne 2, Beverly S. Emanuel 2), &G U

Detailed analysis of translocation breakpoints helped a couple feel relieved
in de novo t(11;22) pregnancy

Tamae Ohye !, Livija Medne 2/, Beverly S. Emanuel 2, Hiroki Kurahashi !’
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As the incidence of prenatal karyotype screening is gradually increasing, de novo balanced
rearrangements are occasionally identified. Here we report an [talian pregnant woman carrying
fetus with de novo t(11:22)(q23:q11), which was identified by chance in prenatal trisomy screening
by chorionic villus sampling (CVS). Although the balanced carrier of t(11:22) is generally with no
phenotype, the client suffered from strong anxiety. Our PCR analysis for the translocation
breakpoint revealed the t(11;22) of the fetus was the standard t(11:22), which did not disrupt any
genes. Then. the client was relieved, decided to continue the pregnancy, and gave birth of healthy
boy. Since t(11;22) is the recurrent translocation with the de novo incidence of ~10*, determination
of breakpoint by PCR using CVS samples can be a rapid and helpful method for the client with
strong anxiety.

% — 7 — K ¥R g o (ki balanced translocation, #2E t(11:22) de novo t(11:22), 42k i # W prenatal
diagnosis, PCR. #zMEYJIT AT translocation breakpoint
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