orpnhanet

Xy TP AIEEE
(Cat-eye syndrome)

Orpha &% : ORPHA195

REER

Fy v T A EIZEE (cat-eye syndrome : CES) (. FEBICESHRLEKRERZE S TN EE
KEBETHD, FEAEDEENE W¥aOKR—7) . BE (ENFVNLBLV/FEEN
A/NZERE) | RIF9ER (BHAL) . DI, B L UBRICEREZECTZHFTREET S, MNES
$EE. BEFLEEFLEDOR—F—5142Thb,

=i

&

CES M#FEHHEIL 1/50,000~1/150,000 HETH D, BERICBELXEF LV EHADN TS,
B PR {2

CES (IO EMREEICREAL T, EFLRBEINSEEDLHEIIFEEBEE TIEEITIELE DERKRAR
9 bS5 L%ETRT, BICRZZ3D2OFHHEHMIE. ENAIEE. Hil. $&U0HI¥I10/KR—<T
HHEMN, —BELTHLNDILDIEHEL, ENF/NMNERE &K/ FEEMFINNLARE—ELL:
HBYThHhd, HEMNLZIROEEX. 50%E5TDEBETLLAAONEL, BOIAKR—TIL,
. REIE. HIRICRATWS, Tho K YEEREVLA, FAIM/NMEEKIE. BIIEE. A
BER. ANE, Ta70FA#NEZEEHD. ENFVNRES KU/ FIEENFIN
MR T, NEICEALTIEEMECEDZ ENHY . NEERABEO L L HYREAITIEEITEL,
HEGERE. REBERMT. NEAER. RBRHME. ToGRBLNTHETHS, ABEOE
H(COAZEZSER) NELTITEBHoND, —HOATIE, IMERXREFLIEIRIEZEL. B
Bh o BB (B, 12, £ERE) ~DEALDHD, RLERICHRESA TSI EXRE
MEEIE, ERMEORIMBREREEESL. TAIVEERITNEA T 7 O—OEIE

(tetralogy of Fallot) TH% (ChoDRABEZSH) . BROEXREE L L TIE., FEIFELIEA
BIEORIE., KBE. BET. BEERLZEAALNDS, BEREF L L TIX, FHRIEOMAEL
FRGEELNHDB, Y S DHEEEFRKE LT, BERAEE. BEEZEEEE. L a2 XTIL
>4 %% (Hirschsprung disease) (COFEZSHR) L ENH B, thO—FLELMEFHE LT,
BHIZCETEIAILT., EBRE. RETHLEELH D, LY FEFNEFEAREFLTORERIC
BBIYUSE, ZLNEBEIBEOMMEETEZET 5D (—HICHEELNCEENDEELHD) .
VRN SEELGRMNEENAONDIBEEL D, —HOEFTIX. RERILECRZIEICE
L5EERELAEENENH D,

RE

KA DEZET, 22pter-22q1l DA T~V I—Z b9, MAITREAXRE L D/ S @
E|v—Hh—%/{k (small supernumerary bisatellited marker chromosome : SSMC) M&# >N 5,
37D 1DEFTIE. COBEEBEANES A VRETHEET S, TOMOHIRERFENEER

W)’ Find more information on the disease and associated services on www.orpha.net 1



https://www.orpha.net/consor/cgi-bin/index.php?lng=EN

orpnhanet

ELTIH, 22FBLBHEDES Y)Y =T —4522q11 (BEOEBHEN=EE (intrachromosomal
triplication) NENICHE SN TS,

M TE

SWIXERRERD DD, 22011 BEHREXDOBRZEBAROFEZ T MREGCFHREICE
DWTIThhd, BREDES A IVREZHRET HI2E, HENTO—TEZALF=HNE in situ
NAT)EA4E—> 3> (FISH) BETHS,

B
ERZMIZ(X. CHARGE fE{ZE+> VACTERL/VATER E& % E. RIBAEHE T 2D LEEE
BENEEND (ChODOFHEEZSHE)

LI EA
HAERTDMIE. HAERTRADEENTE & U FISH AMTICE > TAIBETH S,

Bzhovt)VT
BREEBARILEE. FELZETELS,

EHE I WAR

EZHEENVETHY . TOAHEEZBRFICHONDEAMIGERICEK>TRFES, HILS
FUVEEDLDFHICENBHUBENDETH D, MERENFEIN IO, BEMIZERS
NERETHD, REBESLIUVHEEREZICOVWTRY Y-V JETI3RXETHD. HEW
XEICIDEHMNMADNERELGY 55,

P
FARPVHICEEDOFMTCELLHEZEL VD, T5TRITAIE, FHRGBIE—MIIHRIS
wEfE Ll

EMRICKDEEREXOKE :
o Dr Catherine TURLEAU

HAGERMROER
o BE1E Ak
(HAMRBBRTARI [EBAMMRXEEEREODLEMZSREFDBE] )
o =R *FH
(BREENKZAZRABREARBERREFRGEECHIV L) VITFEH)

RIREHA 2016 £ 1 B
#ERA : 20194 4 A

AELIDIFFILE T LT EA AR ERFLFHEHE (AMED) 55 DELEBD T TITH
ATLET,

W)’ Find more information on the disease and associated services on www.orpha.net 2



https://www.orpha.net/consor/cgi-bin/index.php?lng=EN

e

orpnhanet

AFEAIHEBRORBZE—DENE LTARALTWVESLDTY, BEMEICLSEFNYT
TOROLY LLBZLDTREHYFEEA, FENZBHCBRRMOBMNET S LEIHEX
CESLY,

COERIE. 75 2AD Orphanet hoREEATEY., KX (EHE MHNEOFFEHAXRK
EBICHREShTWET, S0, 2 (HERZHE - BRAZHESD) - AK- &
BhOE) VTEICATIRAENEERORREEG > TVWEVMEEVPEATEESIAT
WA ithDEEE —BOABNERLGIFBENHY FT. RIRERAICET IEHMEEL L.

ERNOERFEICERL-IEHRADELGIESE. EEFBEOHBIERICKYEESHh
TLWAERRHRE 2 —/hRERFEERFERE 4 —F0HEMARHRE 4 —0DFK—
LR=UETBRLIESLY,

Find more information on the disease and associated services on www.orpha.net 3



https://www.orpha.net/consor/cgi-bin/index.php?lng=EN

