et AR |

:

: MIR3132 CCDC140 UGT1A1Q BOA

: UGT1A9 MIR14g §
ncn loss: 2q37.2-q37.3 (6.2Mb)

| J
gain: 2q35-q37.2 (18.8Mb)

2 der(2)

X 4. BERIODYeta ik '%m FEFI6D T ) LT LA fRHTRER: (1) &metaphase FISHEEHTRER (F).
o 2 JYaRIT, 2q35-936. 3 DWW ER L S HIZF OO O D KK % (- - M E
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Chronmosome |1 s 4 4

I 0
‘ :
; KIRRELI BARXZ SNX19 NTM QOPCML LOC2a317,
{ PUSI| FLI8051 MIR31G7 Ctiords NCRNAJ0!67 "
1 L L
ncn | nen: lquZS (().166N1b) nen: 11925 I(0.2’.‘)Mb)

loss: 11q24.2-11q25 (5.73 Mb) loss: 11925 (2.28 Mb)

X 5. BEAOYERREEIE JEFLOHS ) 5T LA fEMHESR () Lmetaphase FISHARFTRES: (7).
B | B BRI, 11q24. 2~q25 & 11q250 2 SOW ORISR R I L A EMEERE CTH - 12,
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EASBREFRERNS (BERBRRITRAESR)
SEBREREE

) AAC—RRE RS ERFBERE (VAT ey a b VIERBREED) OD
RO L BEROERICET SR
T4 AT ey 2 — VGRS BIT D KRR L BRAIER & OEBEORE -

WESHEE AEEX  BERLNEERE VS —&EBR
MEEE

RGBT E T 5 BEFH L BREROMEBERERALCT 2D, VAATENY 2R~ VE
B (Wolf-Hirschhorn syndrome: WHS) % b 0BFSLILvA 7 a7 VAEEMAWES / Aot —HENTZ
o, BERERE OBELZRHNLE, BLEETREAHETHITONACEN T, KK B
INE2. OMb & 5. BMbDUEFIZ DWW T ik, RIEEEIE ERMER L 2070, MbEBA D RREBEOK
EVERAIC SOV TIHREERSRC BEEE LD Y . BEASNERHOT VA OEREEICELRD T, ok
AR, EEREICBVTH, REREOKE S L EEEICRENREELRD I, WHSIZBIT D KRB
REMICAETAILICEY . TONAOEBERRES TICBITAREEOTRMATE, RELZ bR

FEHCBERAREL Y ) 5, SRS HICERARKERSL TN L OMEEFEMICRIL TV

rRmIE
EAREE BERSNEERE V7 —&EFR

A TREER

IERBERES BT T AERE L TRE L=
A a7 LAECEY ., EROLEERKRE TITHRE
TEEE M = U HEFE AR A OER D2
NEREIC 2D, D ORBEEECHFICH LTHLER
RERREOND L HEL RoTE T, UVANMT
by o R— REEERE (LATF WHS) T 4 Fufa kb
DMy REEL L, EERMER. REEE. TA
Dl BREREIEETIROEKRERERETDH
B8, IR EHE o KK TEIR O RFAT & BRIRGER O 77
Fc L IR R SRR BV THEERE
{AELNLFEMELSH S, FICHSRHADT VI
AAT WHS B W TRHEBREBHREHRDOT —< D1
STHHE, FOEEE & /RKBEKE OMBBEIZER
FAT BB S TV, SREIRKERE & BRRER.
BT VR AOEREE & oB#EL LI, BEET
R L2 - 5 HiC W TEE DT,

B. if7E 7 ik

VA7 a7 LA

GHYRIZ T 4 BRAKERIZEB T 5Ma X LR
DEEFRNO S WHS £ B o7 3 516 MO 4
iz oW TiE, REBIHROFMRFE LMo =22~
BB DIEMA BEAIZ, NimbeGen CGH array 135K
(Roche) # A=A I 7 L A BT &21T » 72, G i
TEFEMTH-7- 1 U3 ) (B TiE, Human

23

FUIT VAT AT L, Wb G oRIET
TR T E RVEBEE B kb ~%1 kb) & b oEE
E7LATHY, RNOBETHEEEZZTHEML =
¥R FEOFMmMBFETH > T,
2) BR PR AT L OFFAT
BEO WHS ITBITARENG ., BES BN
MR BRARFT R A mH, 2B L. BK8, EEFEN
T L 2T WHS SIERIC > X BIKEEN LR R
B RRET LT
a) BRRRFTR
WHS O SHEREFR TH S . XY v B oKD
B LRI NT TORMOFES, /A, IR
FEERE. SWROBE, BEOAPR, AADTA-7A,
N, BRI E O ROFEELZ M LI,
b) HARE L HKiE
WHS 2BV THET L FENREEER (IUGR) & AR
DEEEEICSXFAMLE, TEEEBEOREC
SVWTIHEREHIRESLLET A FOBEREDL LI
Hlwr L7,
o) iT WA & D B IRETHE

Fo A RN TR, BIEFR, ERL-HE0R
. OBENE. TOBRORE (HRL7AITIIRE
DIRVEER) ZEM LT, thoEOHES L TR, B
. OO DEE LER BEEQEOFELN
BEAHFE L7,

(REmEm~DEE)

BRO=A /707 LABRER, EHRFEFERT
EKRE ST~ Te MEEFREIT FrREFIREINhT
G, FEXEL LI, FLYBROGHRERS



THRRZ )T BEFHIREORHA L ARICHES
WTiThbhis,

C. FehE R

1) =47 a7 VAR (E1)

FRAT L7 S JEFlICBIT D~ 7T LA RE, %
TTLTHITL G DREORBR LB L, v A7
a7 LA TOpBERORKIINTNLIRHR K L E
Ao, EF L IXGCHRETREEER TH- -
B, TLAICTH 2.0 DR EZRDT-, FEF 22
BWTUIIFEIBD 6 HSYETEE L OMKRTH - 1=
D3, BRARIER D> WHS %58\ 4p fRI A SEHIC BB
TETRELHHALEESITHY ., 7L A TIEY
5.5M0 DRE I Th o7z, D 3 EFILT LA TH
7.5Mb,8.8Mb (2 ) ODRKEFSORETHY ., G
ETHREPHBAL T, EH 4 TIE7TLALICT
8p MmER D 6. 9Mb DEHE LR, ¢ HPIEDO R G
BEOFRE XTI HLDOTH o1, FDMOEHT
THRERRT ApUSAOFERY /) Aar—¥EY
1ot '

R CHARELsA T LA RROLE

$iE 7] G RAER AT LA ER
1 46, XX arr 4pl6. 3(46, 772-2, 294, 435) x1

46, XX, del (4) (p16. 1)

2 ) ALBR arr 4pl6.3186. 1(63, 075-5, 488, 869) x1

3 46, XY, del (4) (pl6. 1) arr 4pl6.316. 1 (63,075-7, 509, 074) x1

4 46, XX, del (4) (pl16) arr 4pl6. 316. 1(33,850-8, 775, 114) x1

arr 4pl6. 316. 1 (92, 083-8, 772, 114) x1,
46, XX, der (4) t (4;8)
5 8p23. 3p23, 1 (192, 262-6, 907, 722} x3
(pl5. 3:p22)

2) BEPRFT o> bl (57 2)

a) B (KPR
HAERBEII S T 0 B2 B 2, hoHAER KSR
2500g RMOBEHARER THY FERNKERIE
(IUGR) % 2 L7-, B mrF O FKFHAIE-2SD 2K
L TEDY, HEZLERALKERELZRD-, =
NOOCHRITIBAEOBE LG L TV, KEE
P& TUGRRAR DOREEEORE & OBEIIR S
TlEZedo 7z,

b) FEREEENRER

5l e CEEOHRMESRERELRD N FD
HAEEIZIIBAA LN, —HBNEVWREYF A X
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(2.3Mb) DEERFI 1 TiL 6y6m DLEF R b (HSFR)
W CRERS (DQ) 23 THo7243, Tyvam THAAEE
Elholz, SHETIETHT2ENES, 128 TH
MEYL, BEEAEIEAL) 2EHD - Y Tidb
HNHEELREEOESERLE, ZHBIPINVK
et X (5. 5Mb) DIERFI 2 T Tylom THITEBE L.
REIIRVHOOBBLRSEEMIIEA TV, K
REBEHOKE W IESTIT, ZEBS THITESL
TRLT, BiRY, HERFOHKEFREREY
BWERICH -T2, BITIEF 4 (16y3m, 8. 8Mb KE)
ZBWTi, EESARRE T, ADL iT2m o R
THot,

c) HIKFTR

WHS DR MERTRE & /NRIZ 2B TR O -, B XEOE
BT 5 it 3 FlTROEANTH LEBE CRIESE
DHTIhoi, FEF 4,5 (BT (DE) nEz
PEOEL. EF 4 TIHIZBROERER & 2R
DBEARL2E AR LIEPERENBRIC TR ICHESL
R, BHRFRICBWTIE, E6 11238 T, WHS
TRECEHBREDRVERMANFEN 2 L0 H
HLEEEF CRIELABNHERELEL LTS,
fErE (GEf] 4) #HE GEMI 2, 4) . BB (GEH4).
FRMEREE GEF 2,40 R EEFZTNFNEH LTV,
d) Wit
2HIZTADBA (TWHA, BIERE) 286 LT
Wi, REREFHD AN NI L—7 A EF 1, 2)
L AR E W IL—T7BUERF3, 4, 5) 1T L TE
WL E A TA—T7AD 2 EFCIRYIEITIHIZ2
BABE TR, BB 305U EOEERIELEL
FBRBRI Ao T, ER 1,2 TOREKRITWARAERE
NEN8RE. 10 THY, FO% 5 FELL ERIELZR
BTN, ER 1 CIEREIEE DMERE %
BO TNz, ZV— 7B TITHEB 6T+ A LB,
3B LERBEOEEND - 1=, EREROERIT 1
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BAETE L LUEEMICH o7, BEILAES 2 Tk
EBEEOTOHATOLTRIERO VT ERLADORT
DIEFETH 1258, o 4 FEF TG LT afg
PERL T, FU—7B Ciifliic7 = /250
B—=nRT = b rEHBEDETCar ba—L
STV, ERF 3 TiiTVWhADa Y ha—iL
WEELS 3LV E(T MY T LARBELFORK
EIZM 0T,
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B2 2EERT 2T D WHSCIEEFOS5 HE.
PR D Ca FAENICBE G L i Wi AP R IE IR B
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TKBZEBEWED, WHHEBOTWRADIa Y
PE—RRERBEE 2D, TNHTFWVWHADE
FEFE L R OBRET I NETEEHALMIR
STWRWS | SRIORKRFTHEHREBEEHO /I 2
EFCHECLAERRDO T VNANBRETH -7,
L Lnis Mo 2825 3 FlleBnTIT W REREHE]
HLELEHERERD. b 3 FloE R EMEE
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RIRBA~ v 7L OHE

BERROTB, 2D EiX 4p LS ORI D o v —%
BERCEHEFPRIABICEE L TS FEMZ R
B’ 3,

EAEOT VAT, SEMAE oK
FEIRIZHT 30kb~450kb D = BB BBl X -
2, BEERCHE L OEIFALATRL, 5%
LICEBFERK E OBELZRFTHILERHD, £/
JEF 5 TRR¥ 7= 8p & DR EHLAEE (X, REZ A K&
fEFDI FRE—ZN LIz WHS TEALIZS VLR T
HEZERLPTEY, TVAHREFBLZN
[ D THoTr, BIUYA XD 4p OMREHREE B DIE
il 4 L OrEE A B, FEH 5 ZET 5 8p EEDEEK
FERA~DBFEIZA S TRI-T-, 5%, EFERD
BE~A 727 VA BIrORE 2T, Fioitn
NAZE PO E LR R &L RAEE - RENEE
FLOBEEZOVWTOELRAHMAICODNTIERRT
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EEFBREHARHENS (BRERBRRIEESR)

SETEREE

T habt—HEEEMED RRGWIERERE (VA AV T ey ah—VEREZETD) O
PWHEOMES L BEROEEICEAT 5%
T AT ey ok — VIEERZ BT D EE DO

MESEE IR #
BEODKLFREREREGI ) VT3 —X

=1

) habt—HREREIERBREEEREOVOLOTHD T 4/ T BNy 27k — fEERE (Wolf-Hirse
hhorn syndrome: WHS) OXR%kD ¥ A 7 L EEZEET 572012, HANEEIEZFESDysmorphology
DIREELOBPHID G LT, FORKEDEZA TORELBEROHEEERTToT=. SEBEDH -7265
BlDH L, MERKT, 4961 (75%) , HWEZOMOBERFE 166 (256%) Thol-. BAEREOHE
X, 2005%E720> 5 20094E D B ABIEGIE 6, &gk EWHSE & v VEEEAFR CEIE T2 3 2 L {RE
L, FUVEBHOBEELX 1800 AL LTHELXRB IR o7, ZOMICHALEZWHSIE, ¥ v U iEEE
IZH L CTEY2.6% (0.8%554.7%, FRE2.65%) ThHol. > TWHSOHARE, #931,000HH4
IZOE D (1/17,0004251/100,000H44) LH#BIShT-. Zhid, EROBELFZFE—ETILOTH-

7-.

i VAR
AT (B DA EFRKFRER AR LA
BEWERT A 7 A = 2K EEI T Y
Ja—2=)

AMFREH

T A —HKBEEMED EREEIEBRHEOOL
DTHDHT /N7 I 2k — (Wolf-Hirshhorn)
FEMERE (4p - FEMREE) (BT, WHS) 1%, 1961 &iZ
#1$ T Hirshhorn & Cooper (2 X Y B BEREEKD K
FA D REEKREEEL L THEIN, 1965 Fi2iX
Wolf & B FERDIER OWEXIT-T2. Tk, BE
FETIZE L DREFIAHE S 4 B EER O KK
20D BERMICRRTRE R SR RBREREZET D
LEKREREGERLE L TR IN TS, KRIEBERE
OEMEMHEE (WHSCR) 22\ T, E7-KRAEMEWME
KEMOMHEIZSWTIE, ZLOMRBBI bR
TWAHDR, EARFHARAES £, AFEHRETHE
bbb,

AIEBEEEDOREEREEIZHOWVWTIE, EEIZR-T
AT LAEOEANIL ST, WhpbimHK
% (pure deletion) (%, $J 55%RE TH->T, 40
—45%1%, GRS MM e B BER
FEERDDEREEIN TS, ERD G kR
FISH ®BIiZBWTIE, T 0OMMEERTE T2
W AlRE Th 5. MK KRLA T, BB HERER
FEDREE DORREMD H ) IRFOBREIZEERH
v, BEAV BV TICEELERD.
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AIEGEREORAEBEEICOWVTH, BRKELOHE
& LTH 50,000 - 20,000 HAEICOE D LHESH
TWaA. L, AEEEEX, Kl X 508
#HORAKRE T, 5060%DBHREREINT
Y, FISHBRESA7aT7 LAIEICEY 95%F
TOZMETHLHZEND, ZRETHREIAL T
HEET, EEIDITEWNEHER LTS,

ASE, 7 La—KEEEE EREEERR
DUEHSTHEI N T LY 2h— U EERICE
LT, HA/NREESS Dysmorphology 4 ~3E{T
EZBE0EEOHHEBT, BOBETOREFERED
BEKOEEL, REODFZATERLNNITA.

S HIAEBRHEOBRBIZOVWTORKEH L E 2
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