q23

18 inv(18)

03g MENHAL

and

ace

dic

1. B oRASE: (). S EBEN OB 212X o T dicentric (dic) & acebtric (ace) Hfafk

BTEET (R).

MEZ®RYRTREORGEHEE L DD, EN
ROFEET LT,

46,XX,inv(18)(q12.1q23)

18 BYAEORR (@ D 12.1 & 23 N2 K THJ
WL, TOMDES AL FBYNL (inversion; inv)
272572 b DT, BNWHL (paracentric inversion)
LIEE Y, HER (balanced) BERF 2D T,
WAL REE ORBENIER T, LorL, REEFD
ATEAIRADE — RIS H T 18 BYAKFEEIS XA
LTA—FBRTEEDOPTR]Z D L&, dicentric
(2> ba A7 & Z2OFD) Jefafkd acentric (v
Fa XA T EFRY) REERTEET (K1),
dicentric, acentric AKX EH L HZDH DM
NHEERVBIDZENTERVOT, BEDRY
WWHEBLTLES EEE2ONET, HRE LT, 2
DREOFIE L BENFNLIZBER B eV L HEE T
7,

1. BENFEAORKIIER

MRS - SRABO/NEOREERESL L TH
N ZRER LTS, TNBPESRFHOKRA L iTH
BT EtA, ©LAREEIIBERB 2V EBDR

E9, BFRARVWE & ZHBRICAST ST, Ml
DHEERREL LTHBEBRR CHEMERF>TWVD
TLEEEHLET,

BRFMERE > T RITHIE, FOFMIL de
novo (H4E) TY, de novo FNBRBEDERE D
JRR & 72 581X de novo tHEERE (£H 6 b EIMTA
B2 LIHEFL 6%~7%T, &Y D 90%LL
FIBRICEHLIZELDTYT, 6%~T%D 5 bbb}
i © BFoulr, QUK RICERET 2BMEET
FRZRVWNEWRE - BE, OMEDR, 2EDN
ZEZONETH, EHx O TEDOMNIERST D
ZLIXEEETT,

X Rk RBICBASM R H D &, TORREL
RICEARERTIENDY ET,

BEPN AL D KER 53 1TB BT, de novo (I# T,
BENENRRF XY e ¥ v a b EBET, HE
LEWEMbH Y A, BRNFEMIIBEAFEA

(intrachromosomal insertion; paracentric shift)
LXBIBELNZ EHRH Y £9, BARAIIRSE
BMOFHREECSH L. ZUBRBANBLOEKRMNESR
KOWTRERZREDFEONTWHIERBLE L Ebh
£,



25 FEOBANHAL TR CREO WM PEEEE RO
BEOFEFRD DNA 28 % Lo, F UL &R
FREALBEVHEHETODRBoTWNEZ &
(identical by descent) ZFERA L7=#&ENRH Y 5
(Thomas et al., 2008)

2. Unr—7## %2 (u-loop recombination)
B EAL DA 2 A TAELF L7261 dicentric 23 3

03g MENHAL

Bl BT, ZhUMEFTHDIE, v—7
WNTxHE L7z RadE gl L < U FRICEKET
BLaxct (®2), UL—TH#x &R, L—F
NO—HEROER L —HORRELELET, ZOD
BEIIM T, TEAORERHHIHEEEHA,

— and

rec(18)'

rec(18)

K2. UL—Ts#z

3. tMRRNr
LAKOREDHTICEME T TR IRV
MRYALE~T B S TROBREAEFEN K A—&
rDOEIETHEEL. AANOKRBREIER ZBHNALH
FRIZR > THHICEx DREREEREZE D
LEWZ EBHBALS2oH Y ¥, ThICBT DY
AR Xp/Yp i, Williams FEERE (7q11.23
K5%). inv dup del 8p. t(4;:8)(p16;p23)dn 2 L3
Wolf-Hirschhorn EE#E/R & TY (Giglio et al,
2002 #3M), WTHLBEMEETITR X RV K2R
WAL TY, BMEET TR X 2 WAL TR OMER Tl
DYREEREEFRTHHOIX, ML TVERA,

4. ko) T

BEN WAL BNMBRS D0 Y REEDRBRBER 72
b, ROLIRTHARMZH 2 TILEIIHD /A,
REBREEZFORCTHASN AL oo bl
Bogtksz Lo, BEREMER> TOIERD
ERTHARZE T2 LEIXH Y A, ROKRB
FIRE IS & BfR W EBbhET,

BLSWNL & =72 1 i, ROFALIX de novo (Bt
) TY, BRLOEIWT R R &, BEERH Y |
ENBRORBEHEEZR L TWVWABRREERH Y
£,

BEAN AL & BN A DX BB EE LN Z L &b~
F LR, GV RO THRADOFBESTETE
RiFAIE, BEBN T o u—T7 %o T
FISH & L, ¥ THDZ L &I DD LT
BAZBRATZRETT,
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