03a WEAIFH A R

AR B

t(1:4)(q44;931.3)

—q31.3

der(1)t(1;4)(q44,31.3)

i

qasV b -

) ASTwossS_

——e

1der(1) 4 der(4)

LN |

[\
L i

4
1der(1) 4 4

X 1. HEHUEEERE () OBEE-1 78 (FR) XV A CRHEREE (5)

¥)#s R E#s  (balanced reciprocal trans-
location; t) IX—Ax%ER 400 A2 1 ADEIS THRA
L. ZOBEIIGIN AR Z» B2 CHMTE, L
L. ZDREEOEELSH TIRET HAEDE
X 16 MICEL, BT,

1. RO

1) REEORFOLEERE,

2) REWREDORRDIEERE,

3) HAERTZEL

4) HEREEFR A v N—DRE,

5) TORARYEEREEGE 2/ OO CHEZ YA
HBaHT L, BUCHEERE % 3 R,

6) ZHAR - MHEEZED - DIKRE L Tde novo
(Fr&k) MHEEEEZRR, RO ANER
EIMr S bBENT- L 2 AIZ, BEMETR L
RWVSHIR KR8 B T L B3ZE Y (Gribble et
al., 2005),

7) MMOBHTREL T, BRIZER,

2. BEREREHODARHERHOFDOEEIN LR
1) RAYEREEOR 2R E L THA
RIFVAYEHEECEETNDIHEERIT19% T

(Youings et al., 2004), IEIFFEKSHRKEEL T,

BIEREREE DS RIRE 72 b R TN AR R R DR

RII2.9% TT, &Y OVRIIHERERE & EFZRN

L1OFIET, EHLbRAMIEFE T,

BETEERRENOCET S 16 BOEMBTFD S
H, ZRLTHAICESFEEDOHHDILTIETT
FE 1, EEN D RYEREEBED 5> bbiFid, B
B-1 M 1%, 31 ML=k MY Y I—%
TE Y I—-22%, HERBNY Y I—2.5%, Bk
-2 578 4% T3 (Cohen et al., 1994),

BEEE-10BE - BiEE-200BE I, BEICEET 5 2
FOIRAESIR (derivative chromosomes; der) @
1EEZTHSEE LY T (M3), FHDORAREK
D5y Y Y I — (E#E : duplication), 5 DYt
EOESYE ) Y I— (KK : deficiency) DA ED
T,

By RIER AR R 2MEAR U C 1608 & THERFT& 12
b, FARMBEOGEKSHT E T 5 OB ERIICEY
ELBbhEd, BENHEREE R HRBEZIIR
EHY AN, ROMRTEHAERZH 23T
ZHENRELET,

2) Rt - EBRTIE - REREZRHE LTRR

REFRETIX, ROERDEZREFREICKDD
AREMEIXFEICH 9, 5 BB BEREAE TS,
ZDOZEL VAT IHEESTFOITHESITEFZE
D EERIERIE C, RBEAIEE 04 IR 2155 ATREMEH
bV ET, ERVEIBERLE RITIVE, FRE



EHEBTHIRL, 16 B THFFCTEOEKRITE
RTDONERACELZ L BEDRET,

WA EEEIC XD FRETY, 2006 £220 BA
EREmARER X 5B LR TINDOEMRKE. R
K& FISH 5347 & 2 & RATZHT. BOFENBHE
D—EDEFEMBIERN TE DL IRV ELL,
FRICE>TIREREZRVEL, £RE2R/DL
nignZ bbb 9, ARREAERROSPEE T

03a WEAIFH A R

FEBFIIECAHERIZ R 50T, £R2B5Z
LIIRAEETY, REZRE L U THERIEGE L 5
RUELEE, BELEZET AV PBRREVWEDIZ
FORHEDOEESVARES THERREL 2T
LRDbhEY, B - ZHFEZREL LTRICHE
REEERER LD, BEOTLDIIBEIRPET
TIED, ETLRPoEEZXET,

®1. HEEHEEERRENOHAT S WREEOCH HZR (K 3)

WD HTOIBE T OREE A L RBA
RE 5B E# 1 46 E#
2:257 B et il 1 46 EHE
Blesz- 157 B Sor il 2 46 BE
Blesz-257 Bt R 2 46 BE
=KRbMYYI— R R 1 47 BE
3&%%%:3&%/Vi— REIHEH 1 45 BE
HMERBN) YI—  FRHYEH 1 47 BE

? Tm 1
=
b)
<~
c) 1 d;
==l

==

BEE T AV HR/NEL, BEE-1 SBEICED Z L B%,

BESIVEVFrATRIOEST AV FBR/RMEN,
BERE-2 3 BEREE Z D B,

TERREE : 3 17BEREZ D F\,

BB ANk baxT7HOEISA
BIEIZKEL, HEIZELRWI ERBEN,

X 2. BEAREOE —BEINTOUMREEKDORE I LHEE Lz s B




03a WEAIFH A R

= BB BONE

AR

Ik B+FHH

/ ﬁfﬂﬂ‘a&}{@\

iR

—J)
§

E®

&ﬁ4ﬁﬁc:mimmm
R85

%&4%%‘33350
=

THwR

IREHM C:IJQSEQ
§

3RMIVE~

=
=0

HEZHBMN /I~

RESH

HEXZ#H
REs

iRimAa

-
Y

ok ki)

21248

¥

TR

Ao
g

ERt:

A

3RE/IZ—
P31 0B

v

HEXBRE/VI-

B 3. MEEERREDBEIAETDIHEER

3) BEEISAVFOREE

INEWVINZ ERBTRIDOIR T H AT SRR
720 E¥, BEEE-1 SR CIIRELRAEIT 2EED
D, ELLLEMERBERDOEST ) Y I — LEREHE
FORBEOES Y Y I—ZRYVET (K3) ,
WHE)II—-FH2 M) Y I—DFREFNIZON
TREX - BMICE o TRHABCE X DR EBEHE
L.AELET, REBIIKTHHEBITIE/ VI
FY Y I—FiE 21 T, oMY Y I— - HL
Y I—IZEWICRBEENIH L THRBENICEL ©
T, TRENBEMOL & X bREABIE 2B L
THRHRLDHY ET,

BREKER (1-22%) ZRICENTHORVWER
Ien7TaA FERAEERE (haploidd autosomal
length; HAL) & FEQNE T [14b RfE D RE],
HAL ® 2% D X% EHE /) Y I—)  4%DEFE (5
SRYYI=) BORVWEERE x @, y $iCHE
ZARORIZHNIT, HAETHAEENSKRTT
(Cohen et al., 1994), H72R2AIZ 9 FLEMAKD HAL
I% 4.8%. 13 Fik 3.74%. 21 &iX 1.9% T,

K10 t(1;4)(q44:q31.3) I RIER R LR K 0 BRE
-1 BED BT
1) lq44-qter &/ Y I—+4q31.3-qter bV Y I—
2) lq44-qter bV Y I —+4q31.3-qter £/ Y I—



D2BOFNTEET, 1q4d-qter 1T 1 BRAKE
BERIED N R72DT, PYYI—THE/) JI—
THAFIRELXAD Y THA, 4 BYAKIT HAL
D 6.3%% HHETH, 1lqdd-qter I 4 BLAKED
18%72 DT HAL @ 1.14%ICMAY LEd, hU V3
—TbHbE/YVI—TCHLEFTEET,

UEZEBRAE LT, BERR OSSR ESRE
DER> HARZE > B ARTE > KETE > R E
DIEIZR DR CARYEREE L O RDEEND
BRNEL ., RYEHH B NSOWERBEVWEELE
¥, BRI B2 o8 b R ERERE D F
BDEENDHERIZONVTIE, [03ab RIHERIEREE D
FTREENDIHEE] 2 TRIEIN,

3. WEREEDOEI L TRINS FEFA (K 2)
AR TRRESEC X DEYR - ARSI
Ko aED, B IINERAEOTEH,» DHEE TE
BB RIC X A RBER T, R CRROEER
HENPLEENDTF BEE) D 99%~100%i%[F LA
WERIERIC, SRR OE 5 B O R B RERE
DFBREEND DIXFISNATT (Scriver et al,
1998.) . HEEERREOEMET (BT, 59 on
HrCiX. 40 DBEELA D H LW A HEERRR LN E
T RBTFEREZICXE. BE, BESH. OFEH
ERTHAICESETIC, WKERDIDELEBbh
75
4. CERRFE

t(11;22)(q23;q11) $=FE 72 EDHHE DL WERERR

t(4;:8)(p16.1;p23.1) EREIIMVEL TR 2D T, &

RAIRRECZOREFICEHLHY £¥, L LEEER

FEORESIHmTEELZL . @R HY E¥A, B
BAR Y RORKRED 500 TT v & LY - BRESN
BEBH LT 5L 250,000 MOBERHBZ LI F
T t(11,22)%° t(48) LN DERE 2 BEE DT R TRE L
T2b, BOWEHTORN - TWBAREHER KT,

5. REMEE LM HEIEE

LRA - MOEED - DICREESTE L TY
BRERIE T S 7= b, BB RIS EET D 0 E T2 1B

03a WEAIFH A R

NTHMZRRK - FEA - B - LR EHH 5 AR
#2233 0 £3 (Gribble et al., 2005), DL E
IZIEE T, ROEREIL de novo (F4E) T% [03d de
novo ¥IHEIBERE LRBBRERE], Z0X58FK
Btg 0%  ITRE ORGESIT TIIRETE E®A
B, 2 L EOWRENEE X TRELINR 2 E
Bt _& T,

6. Ralkvy oY) 7

[03aa HEHEOREHEI Y Y V] 225
B7ZEW,

Cohen O, Cans C, Mermet MA, Demogeot J,
Jalbert P: Viability thresholds for partial
trisomies and monosomies. A study of 1,159
viable unbalanced reciprocal translocations.
Hum Genet 93:188—-194, 1994.

Gribble SM, Prigmore E, Burford DC, Porter KM,
Ng BL, Douglas EJ, Fiegler H, Carr P,
Kalaitzopoulos D, Clegg S, Sandstrom R,
Temple IK, Youings SA, Thomas NS, Dennis
NR, Jacobs PA, Crolla JA, Carter NP: The
complex nature of constitutional de novo
apparently balanced translocations in patients
presenting with abnormal phenotypes. J Med
Genet 42:8—-16, 2005.

Scriver PN, Handyside AH, Mackie Oglivie CM:
Chromosome  translocations, segregation

modes, and strategies for preimplantation

genetic diagnosis. Prenat Diagn 18:1437-1449,

1998.

Youings S, Ellis K, Ennis S, Barber J, Jacobs P: A

of

inversions detected by light microscopy with

study reciprocal translocations and
special reference to origin, segregation, and
recurrent abnormalities. Am J Med Genet A

126A:46-60, 2004.

®H [20104£ 8 A 6 B : &FT]




