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MpenctaBeHu ca CbBPEMEHHUTE acrnekTu U OYHUTE NPOSIBM HA CUHAPOMA Ha KO-
Tewkute oun — Cat-eye syndrome (CES). C Hero ca cBbp3aHu aHomanuu B
o4yuTe, ylwmTe, aHanHata obnacTt, cbpueTo u/unu 6vbpeumnTe, Ho moraTt ga 6b-
AaT 3acerHatu v Apyrym opraHu, a 4acT OT MauMeHTUTe MMaT MHTEeNeKTyanHu
3aTpyAHeHus. Hakon 3acerHaTu MHOMBMAW MMaT OOMbIHUTENHU OYHWU aHOMa-
nnn, KaTo CTpabu3bM U/MnM egHOCTpaHHa MUKpodpTanmus. Mo-psgko ce Hab-
nogasat aApyrn ovHn gedyektun, BKIOYUTENHO nunca Ha upuc (aniridia); nunca
Ha TbKaH OT YacTu Ha Krenaya (knenadyHa konoboma); 3aryba Ha nNpo3padvHoOCT
Ha newaTa Ha okoTo (kaTapakTa). KonobomaTta Ha uprca mMoxe Aa npugage Ha
npuca HeobuyaeH BbHLUEH BMA — "KOTeLlko oko". [lnarHo3ata Ha CES ce ocHo-
BaBa Ha HanNM4YMeTo Ha AOMbIHUTENEH XPOMO3OMEH martepwan, nornydeH ot
Xpomo3oma 22. Jle4eHNeTo My U3NCKBa KOOPAWHWPaAHUTE YCUMUS Ha eKkun oT
MeOULMHCKN CneunanmcTu.

CYHOPOM Ha KOTELUKUTE o4n, Korloboma Ha mpuca, koroboma Ha knenauvuTe,
aHarHa aTpesusi, yLHW dedekTu
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Contemporary aspects and eye symptoms of cat-eye syndrome (CES) are
presented. CES-associated anomalies are related to the eyes, ears, anal area,
heart and/or kidneys, but other organs may be affected, and some people have
intellectual disabilities. Some affected individuals have additional ocular
anomalies such as strabismus; and/or unilateral microphthalmia. Less common
eye defects are observed, including irritation (aniridia); lack of tissue from eyelid
parts (eyelid colloboma); loss of eye lens transparency (cataract) The iris'
colloboma can give the iris an unusual appearance of "cat eye". The diagnosis
of CES is based on the presence of additional chromosome material derived
from chromosome 22. The CEC treatment requires the coordinated efforts of a
team of medical professionals.
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BbBEOEHWE

aHoManu4d, KoATo NpucbCTBa npu Manko Hag nosno-

CvHOpOMBT Ha KoTelku oun (cat-eye syndrome
— CES), unn Schmid-Fraccaro syndrome, e psako
XPOMO30OMHO PasCTPOMCTBO, C MPOrHO3Ha YecToTa
oT 1 Ha Bcekn 50-150 xun. xuen paxagaHusa [1]. Oun-
arHo3ata Ha CES ce ocHoBaBa Ha HanmuuMeTo Ha
OOMbfHUTENEH XPOMO3OMEH maTepuvar, nonyyeH
oT xpomosoma 22911 [2]. imeTo "cuHAPOM Ha Ko-
TEWKNTE Oo4Yn" ce ObIDKM Ha OTNIMYUTENHA O4Ha

BMHaTa 3acerHatv nHaueuan. To3n aedekT, n3Bec-
TeH kaTo Konoboma, 0GUKHOBEHO ce MosiBsBa KaTo
uenHatMHa wnuM OTBOP B upuca A0 3eHuuaTa, a
yabIpkeHaTa 3eHuua HanogobsiBa Buaa Ha KoTelw-
KoTo oko [3]. CbwecTByBaT 06aye M MHOro Apyru
XapaKTepucTuku, cBbp3aHn ¢ CES, BkntouYBawm
pasnuM4yHn opraHu U cuctemu. Tesan CMMNTOMM ca
pesyntaTt OT HeobuyanHO pasBWTME MO Bpeme Ha
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eMbpuoHanHu un deTtanHn etann. CBbp3aHuTe
CMMNTOMM Ce pasnuyaBaT 3HAYUTENHO MO TEXECT,
BKIMIOYUTENHO cpef YfeHOBETEe Ha €AHO U CbLUo
cemenctBo. [lokaTo HAKOM Xxopa MoraT ga mmat
Manko Wnu fneku MposiBu, Apyrn morat ga wumar
MHOXXECTBO TEXKM MarndopmMauuu.

MPU3HALM U CUMNTOMU

Knacudeckute cumntomun, cebp3aHn ¢ CES, ca
O4yHa Koroboma, aHanHa aTpesust U He3HAYUTESTHU
YWHW gedpektn [4]. Bbnpekn ToBa CUHOPOMbBT € U3-
KMOYNUTENHO MPOMEHNUB U Ce MpeLeHsBa, Ye camo
41% ot naumeHTuTe ¢ CES mmart Tasm knacumyecka
Tpnaga cumntomu [1]. Mo npuvHUMN aHomanuute,
npeamssukaHn ot CES, ca cBbp3aHu ¢ ounTte, yLun-
Te, aHanHusa pernoH, cbpueTo n/mnn 6vbpeunTe, HO
W opyrvn opraHu morat ga 6baart 3acerHaTtu, a HsKou
XOpa Umart MHTENEeKTyarnHu 3aTpyaHEeHMS.

Coloboma u dpyau o4Hu aHoMmanuu [5, 6]

Konobomata ce cbCTOM OT YacTU4yHa nunca Ha
O4YHa TbKaH, KOETO YeCTo 3acsara u aseTe oun. 3a-
CerHaTuTe OYHWM TbKaHW MoraT Aa BKIH4YBaT ouBe-
TeHaTa 4acT Ha OKOTO, KOSITO KOHTPOMMpa Konuyec-
TBOTO CBET/IMHA, HaBnu3awa B OKOTO (Mpuca),
TbMHOKasBUSA, cpedeH cnow (xopouges) wu/unm
peTuHaTta Ha okoto. Konobomarta Ha upuca moxe
4a My npuaage HeobuyaeH BbHLIEH BUA "Kroyan-
ka". Bbnpeku ToBa Mno-lwMpoka koroboma, BKIIHOY-
Ballla Apyru crioeBe Ha OKOTO, MOXe [a AoBeae A0
BU3yanHu aedektn u/vnn cnenota. Bbnpekun ue
konobomaTta nbpBOHa4YanHo e Guna cuuTaHa 3a
OCHOBHa XapaKTepuUCTUKa Ha CUHOpPOMa, Tasu aHo-
Manusi e Hanuue camo npu Manko noeseve oT Mosio-
BUHaTa oT xoparta ¢ CES.

Hsikon 3acerHaTv MHOMBMOW UMAT OOMbIHUTEN-
HM OYHM aHOManuu, kaTto CTPabusbM K/Mnn egHoCT-
paHHa MukpodTanmus. MNo-psako ce Habntogaeat
Opyr O4HM gedbekTn, BKIIOYUTENHO Nunca Ha npuc
(aniridia); nunca Ha TbkaH OT YacTM Ha knenada
(knenavHa konoboma); 3aryba Ha nNpo3payHoCTTa Ha
newjata Ha okoTo (KaTapakTta). B Hsakou cnyyawn, B
3aBMCMMOCT OT TexecTTa W/wnm KomOuHauusata oT
OYHWM aHOManuW, MoXe Aa MMa pasfnuyHa cTeneH Ha
3pUTENHO yBpeXaaHe, BKIOYMTENHO crienoTa.

AHanHu aHomanuu (7, 8]

Mpy NpnbnuanTenHo ¥ oT 3acerHatute MHAMBK-
OV aHanHUAT OTBOP MOXe Aa € HeobnyanHo MamnbK
Unu TeceH (aHanHa CTeHO3a) UMW aHanHWAT KaHarn
MOXe [a OTCbCTBa (aHanHa aTpesuns), MoHskora c
npemvHaeaHe (ductyna) OT KpalHata 4acT Ha fe-
©enoTto 4epBo (pekTyma) B HeobuyanHu mecta. MNpu
MbXeTe ucTynmTe morat Aa ce obpasysaT Mexay
pekTymMa u MUKOYHUS Mexyp unu nepuHeyma. [Npu

XEHWUTE MoraT [a ce MosiBAT PUCTYIM MeXOy pek-
TyMa M MUKOYHUSI Mexyp Wnv BarvHaTa. AHanHaTta
aTpesus 1 ucTynaTa ce KopurmpaTt XMpypriyHo.

AHomanuu e ywume [9, 10]

Tpetata knacuyecka ocobeHocT Ha CES e
npeaypukynapHUTe KOXHU Mapkepu Wunu siMu.
ToBa e HamW-yectata xapaktepuctuka Ha CES,
HabnogasaHa npu Hag 80% oT xoparta. 3acerHa-
TUTE UHOMBMAM MOraT Aa umaTt Marnku uspactbum
Ha koXaTta u/unu neku SMu npeg, BbHIWHNUTE yun. B
OOMbMHEHME, BbHLUHWUTE YacT Ha ywmnTe (ylHaTa
Muga) morat ga 6bgaT HenpaBuIHO hopMUpaHW,
MOHSIKOra C NUMNca Ha BbHLUHU YLIHW KaHanu. B no-
BEYETO CIydanm OTCbCTBMETO (aTpesus) Ha BbHLU-
HVS ylleH KaHan 3acara egHOTO yXO M MOoXe Aa
NPUYMHN NEKO YBpEeXaaHe Ha cryxa.

CbpdeyHu deghekmu [11]

Okono nonosBuHata oT xopata ¢ CES wumat
CTPYKTYPH/ aHOManuu Ha CbpLETO Npu paxgaHeTo
(BpoaeHu cbpaeyHn aedektu), KaTo TeTpanorusa Ha
Fallot. Mpu xopa c Texko 3abonsiBaHe BPOAEH Cbp-
OeyeH MOpoK MOXe Aa JoBefe [0 XMBOTO3acTpa-
LUaBaLLM YCNOXHEHUS.

Tetpanorusata Ha Fallot e komMBrHauusa oT Cbp-
AeyvHn gedbekTn, B T.4. HEHOPMANHO OTBapsiHe Ha
nperpagata, pasgensuia aseTte OOMHU Kamepu Ha
cbpueTo (OedeKT Ha BEHTPUKYITApPHUSA CENTYM).

Mma cboblleHus 1 3a pasnuyHu Apyru Cbp-
OeuvHn gedekru.

Bbb6peyHu u 2eHUMasnHu deghekmu [12, 13]

Obwute pedekT Ha nMKovHaTa cuctema wu
penpoayKTUBHUTE OpraHn ce Knacuduuumpar kaTto
yporeHutanHn gedektn. Tesu gse cuctemm umart
o6, embproHaneH npousxod. TunuyHnTe 6BLOPEY-
HW gedekTn, cebp3aHu ¢ CES, BkrnoyBaT Hegopas-
BUTME Ha eOMHUA Unu Ha aBaTta 6bbpeka (egHoCT-
paHHa unu ABycTpaHHa 6bOpedHa xunonnasus);
oTcbCcTBME Ha 6bOpek (egHOCTpaHHa areHesa); Ha-
nuyne Ha ponbrHuTeneH ObOpek; Heobu4varHo
yBenuyaBaHe pasmMepa W HaTpynBaHe Ha ypuHa B
6bbpeunTe (XxugpoHedposa); passutne Ha ObO-
peyHn KucTu (KMCTO3Ha Agucnnasvs). TUnuyHu ge-
ekt Ha penpoayKTUBHUA anapaT Npu XeHuTe ca
He#oCTaTbYyHO pas3BUTME Ha MaTkata, nuinca Ha
BarMHa unu Heobu4yarHu reHutanun. MNMpu mbxeTe
OedekTnTe BKMOYBAT KPUNTOPXM3BM U BBHLLUHA
reHUTanHn aHomanuu.

NHmenexkmyanHo yepexdaHe [14]

Hsakon xopa ¢ CES umart HopManHa uHTenu-
reHTHocT. [Apyrn obadve mMorat ga umaTt rpaHuyHM
HOpManHu [0 JekM MWHTENeKTyanHn HapyLleHus
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U1, No-psiako, YMepeHo UHTENEeKTyasHo Hapylle-
Hue. Berends et al., 2001, cpaBHsiBaT pe3ynrtaTtute
ot IQ Ha 51 naumeHTn 1 oTkpmBa 47% B Hopmarl-
HUSA AnanasoH, 22% C rpaHN4YHO CbCTosHME, 18% C
NeKo MHTeNeKTyarnHo yspexaaHe n 14% c ymepeHo
WHTenekTyanHo yepexaaHe. CbobuwaBaHu ca u
penkun criydam Ha TEXKO YMCTBEHO yBpexaaHe.

CkenemHu degpekmu [15]

TUNMYHWUTE CKEeneTHM aHoManuu Mmorat fa
BKIOUBAT CKOMNMO3a; HEOOMYaNHO CNMBaHe Ha HSIKoU
KOCTU B rpbOHaYHUS CTbNG; OTCLCTBUE MU HEOOU-
YalHO CnMBaHe Ha Hsikom pebpa; oTCbCTBME Ha On-
peqeneHn nNpbCTU u/unu gybnupaHe Ha ronemuTe
npbcTn (hallux); n/wnn namecTeaHe Ha bepgpara.

KopemHu deghekmu [16]

Mpun Hakon nHamemam ¢ CES moxe ga ce Hab-
nopaea fedekT B kopemHaTa cTeHa Ha nbha (Mbn-
Ha XepHWs)) UM WHIBUHANHa xepHus. Moxe ga ce
HabntogaBa HeobMYarMHO HaTpynBaHe Ha dekanum B
0ebenoTo YepBo, paswmpsiBaHe Ha AebenoTo YepBo
Haj 3acerHaTns cerMeHT (MerakonoH), nogyBaHe Ha
KopeMa, NepuoanYHO NoBpbLaHe, 3aryba Ha aneTut
(aHopekcus) nvnu gpyrn aHomanmu.

B monbrHeHuWe, XIMbYHUTE MbTULLA MOXE Aa He
ycnesaT Aa ce passuat (bunvapHa atpeaus). MNopagu
TakoBa OTCbCTBME WM HELOCTaTbYHO pasBUTUE Ha
XMbYHUTE MbTULLA XKITbYKaTa HE MOXe [a OOCTUrHe
YyepBaTa U abHOPMHO ce HaTpyrnBa B YepHusi Opob.
HactbnBa noxwbntsiBaHe Ha Koxarta, nuraBumuute U
0an0TO Ha oumTe (KbNTEHMUA);, HEOBMYaHO TbMHa
YypUHa; brnean usnpaxHeHus:; paswmnpsiBaHe Ha yep-
HYs1 Apo0; HeJOCTaTbYHOCT Ha pacTexa.

Pa3yenesaHe Ha He6yemo [1]

PasuenBaHe Ha HebLETO e HemnmbfIHOTO 3aTBa-
psiHe Ha MoKpuBa Ha ycTaTta. PasnuyHu cteneHn Ha
To3n pedbekt morat ga ce Habnwogaeat npu 14-
31% ot nuuata ¢ CES [1, 6].

Hucbk pbcm

Mpu 15-50% ot nHausmante ¢ CES ce Habnto-
JaBa HUCBK pbCT [1, 6], KATO BCe OLLe He e SCHO
[anv ToBa e CBbp3aHO C HeJOCTUI Ha XOPMOHa Ha
pacTexa npu Hain-3acerHatuTe MHAUBUAW.

HeHopmanHu Yepmu Ha nuyemo [17]

MoBeuveTo xopa ¢ CES nokassaT HeobuyariHu
4yepTM Ha 4Yepena uM nuueTo (KpaHwodaumanHaTa
obnact). ObwuTe nNpusHauy BKNOYBAT OYHU (XM-
nepTenypu3bM) 1 BEPTUKAINHU KOXHU MbHKM, KOUTO
MOraT ga MOKPUSAT BbTPELIHUTE BIMU Ha ouute

(enukaHTanHM rbHKM), HeObMYaMHO Marnka AornHa
yencT (MaHaMbynapHa XMnonnasus U MUKpor-
HaTus) 1 NNOCHK HOCOB MOCT.

ETnonorua v gQUArHo3A

CES e psigko pa3cTponcTBO, CBbpP3aHO C Hamnu-
4YMETO Ha JOOMbIIHUTENEH XPOMO30OMEH hparmMeHT, B
KOWTO KbCOTO pamo (p) M Manka 4acT OT Abfroto
pamo (g) Ha xpomo3oma 22 0BMKHOBEHO NPUCHCT-
BaT B YeTupu (4acTudHa TeTpasomusl) Konusi B
KneTkuTe Ha TanoTo. [uarHosata CES ce ocHoBa-
Ba Ha HanUuMeTo Ha AOMbIHUTENEH XPOMO3OMEH
MaTepwar, nonyyeH oT xpomo3oma 22 [2, 3].

ToyHaTa npuunHa 3a CES He e ycTaHoBeHa. B
noBeYyeTo Crnyvyanm XpoMO3OMHaTa aHoManwus, W3r-
nexpga, ce nosissisa de novo Unu criyyanHo nopagu
rpellka npuv pasgensHeTo Ha penpoayKTUBHUTE
KNeTkn Ha poauTens (MeroTU4Ha rpeLuka); B Taku-
Ba Cryyau poauTensiT MMa HOpMarHy XpoOMO30MMU.

Mpu Mambk MPOLEHT OT Xopata poauTenaTt
(ocobeHo ¢ no-nekn cMMNTOMM) Lie npedage Xpo-
mMo3omarta Ha CES Ha noToMcTBOTO cu. B Hskom oT
Te3n criyyan poauTensAT uma MapkepHaTta XpoMo-
30Ma B HSIKOM TENECHW KNeTKW, 0KaTo APYri KrneT-
KM Ha TANOTO He ca 3acerHatu (Mo3avuuabm). Mma
cbobLleHMsa 3a cryvyam, B KOMTO MO3amuUM3bM Ha
Ta3n XpOMO30OMHa aHOManus Moxe Aa ce npegage
npe3 HSAKOMKO MOKOMNEHUs B HAKOM cemenctBa [3].
BbB Bceku cnydar e BaXkHO Ada ce oThenexu, 4ve
nnua c CES, kounto nmat geua, HOCAT 3HauuTerneH
puYCK OT MpeMuHaBaHe Ha LOMbIIHWTENHaTa Map-
KepHa XpoMo30Ma B 4acT OT TAXHOTO NMOTOMCTBO.

HeobxoaMmn ca [ONbAHUTENHU MPOYYBaHUS,
3a [a ce Hayuu NoBeye 3a CIOXHUTE XPOMO3OMHU
N reHeTUYHU MexaHuU3MMu, NOTEHLMANHO OTFOBOPHM
3a eKkcrnpecusaTta 1 npegaBaHeTo Ha CMHOPOMA.

B meaguumHckaTta nutepaTtypa ca onucaHu nose-
Yye ot 100 cnyyas — crnopagnyHu U damunHn [18].
MHoro oT 3acerHaTuTe MHOMBUAM CbluecTByBaT, 6e3
Ja ca onucaHu B MeauumMHckaTa nuTepaTypa. Bce
nak CMHOPOMBLT € MHOro psabK M MOHACTOSALLEM HS-
Ma TOYHM OLIeHKM 3a YecToTaTta My B nonynaumsra.

Bb3amokHo e gnarHosaTta CES pa moxe aa 6b-
Je nogosvpaHa npeau paxpgaHeTo (npeHaTarnHo)
Bb3 OCHOBa Ha CcheuuanuanpaHn TecToBe, KaTo
YyNTpasByK, amHUOLIEHTe3a WU/unm B3emMaHe Ha npo-
On oT nnaueHTata (MeTond 3a TbkKaHHa Ouoncus
CVS). lNo Bpeme Ha ynTpa3ByKOBO M3crneaBaHe Ha
nrnofa oTpa3eHuTe 3BYKOBM BbITHW Cb3daBaTt obpas
Ha pasBMBaLUMNA ce nnod, NoTeHUManHo paskpyBaly
HAKOM OedeKTn KaTo CbpaeyeH NoOpoK, KOUTO MOXe
na npegnonara CES. No BpeMe Ha amHuoueHTe3a
ce OTCTpaHsiBa M aHanuaunpa npoba oT aMHUOTUYHA
TEYHOCT, CbabpXkalwla deTanHn KneTkn, [oKaTo
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CVS BkntoyBa B3eMaHe Ha TbKaHHM Npobu OT YacT
OT nnaueHtata. XpOMO3OMHUTE Wu3cneaBaHus,
npoBeAeHN BbpXy TakuvBa KMNeTKW, MoraT ga pask-
puaTt xpomo3omarta Ha CES.

CES moxe pa ce pasnosHae cnef paxpgaHe
(nocTHaTanHo) ypes 3aabnboYeHa KMMHUYHA OLeH-
Ka, KaTo ce OTKpue noarpyna oT xapakrepHu unan-
YeCKN Haxodku, Hanpumep koroboma, npeaypuky-
NapHU IbHKU W/Mnn amMu, HenpasunHO obpasyBaHu
YW C OTCBLCTBME Ha BBLHLUHUS YLLUEH KaHan, aHar-
Ha aTpesusi, cbpaeyHn aedektn n 6LOpeyHn man-
dopmaumm [19, 20]. MNpegnonaraemaTta AnarHosa
crnepj ToBa ce NoTBbpX4aBa Ype3 cTaHgapTHU Xpo-
MO3OMHW u3cnegBaHusa 3a ugeHTuduumpaHe Ha
xpomosomaTta Ha CES wnu gybnupaHe B pamkuTe
Ha 22911 obnacr.

Cnep kaTo ce HanpaBu XpOMO30OMHa AMarHosa,
MoraT fa ce U3BbpLIaT pasfuyHu crneumanmanpaHm
TecToBe, 3a Ja ce onpejenu ganu cbluecTByBaT
apyru xapaktepuctukm Ha CES. Tasn oueHka moxe
Oa BKNYBa 3aAbnboyYeH KIMHWYEH nperneq,
oueHKa Ha cbpAedHn 1 6enogpobHu TOHOBE 4pes
M3Mnon3BaHe Ha CTeTOCKON, PeHTreHoBW u3crensa-
Hus, enekTpokapaunorpacums (EKI), exokapguor-
pacus, cbpaedHa kateTepusauus U OpYyrn Cbp-
OeYHun nscnenBaHus.

JonbnHutenHnte TectoBe TpsibBa [a BKIOY-
BaT 3a4bN60YEHO OYHO M3creaBaHe Y BHUMATENHO
npocnegsasaHe Ha crnyxa. PaHHOTO oTkpuBaHe Ha
NOTEHLManNHo 3puTENHO yBpexaaHe unu 3aryba Ha
crnyxa Moxe [a urpae CblyecTBeHa pons 3a ocury-
psBaHe Ha 6bp3a Hameca M MNOAXOAALO, PaHHO
KopMrnpaLlo unmn noaabpiKallo neyeHuve.

CneunanuavpaHu TeXHUKU 3a 1M3obpassiBaHe U
Opyr1 TecToBe MoraTt CbLlo Aa ObaaT usnonssaHu
3a OTKpMBaHe W/Unun xapakrepusmpaHe Ha Bb3MOX-
HVY CTOMALLHO-YPEBHU, reHuTanHu, 6vbpeyHu, cke-
neTHU nnn unuapHn aedeKkTn, KakTo u gpyrn du-
3M4YeCcKM aHoManuun, KOUTO MoraT Aa Bb3HUKHAT BbB
Bpb3ka ¢ CES. M3cnegBaHeTo Ha KOrHWTMBHaTa
PYHKUMSA CbLLO MOXe Aa 6bae noaxoasLuo.

JIEYEHUE

JleyeHnneto Ha CES MoXe aa msuckBa Koopau-
HUpaHUTE YCUMUS Ha eKkun MeAuUMHCKM cneuma-
NNCTW, KaToO NeavaTpu, XMpyp3su, Kapanonosu, rac-
TPOEHTEPON03M, OYHM cneunanucTu [21].

YnpaBneHneTo Ha 3aboNsABaHETO € HaCOoYeHO
KbM crneunduyHnuTe CUMMNTOMM, KOMTO ca BUOMMU
npv BCEKM MHAMBUA. 3a Te3n C BPOOAEHN CbpaeYHM
nedeKkTn Moxe Oa Cce HanoXu fedyeHue ¢ onpege-
NeHN MeauKaMeHTU, XMpYprvyHa MHTEPBEHLUS NN
apyrm mepku. B Hakou crniydan npenopbynTenHata

Tepanus MOXe Aa BKIHOYBA UM XUPYPrUYHU KOPEK-
LMK, NleYeHne Ha HAKOW OYHM OeddeKkTWn, CKeneTHU
aHoManuu, reHuTanHn gedekTn, xepHuwu, donect
Ha Hirschsprung, »nb4yHa MM aHanHa aTpesund u
apyrm mandopmaumm, CBbp3aHuM C pPas3CTPONCTBO-
T0. CneungunyHnTe XMpypruiHM npoueaypu morat
[a 3aBUCAT OT pasmMepa, ecTeCcTBOTO, TeXecTTa U
KOoMBMHaUuMsATa OT aHaTOMUYHM aHOManuu; cBbp3a-
HUTE C TAX CUMNTOMM; Bb3pacTTa Ha NauMmeHTa;
apyrv caktopu [22].

3a nuua c onpedeneHn CKeneTHU aHomanuu
nevyeHMeTo MOXe [fa BKMYBa dusnotepanus u
pasnMyHM OpPTONEaUYHN TEeXHUKKW, MOTEeHLManHo
BKITIOYBALLN XUPYPrUYHKM onepauun. B gonbnHe-
HWe, UHOMBUON C HUCBK PbCT BbB Bpb3ka C gedun-
LMT Ha pacTexeH XOpMOH MoraTt ga 6vaart kaHau-
[aTu 3a Tepanusi C pacTeXXeH XOPMOH.

PaHHaTa Hameca e BaxHa, 3a a ce rapaHTmpa,
ye geuarta ¢ CES morat ga gocturHaTt cBOs NOTEH-
uman.

[eHeTUYHOTO KOHCyNTMpaHe Cblio 6u 6uno ot
nonsa 3a 3acerHaTuTe nuua n TEXHUTE CeMencTea
[1]. Xpomo3omHuTe mn3cneaBaHua morat ga 6vaar
npenopbyaHn Ha poauTenuTe Ha 3acerHatute WH-
avBuan, 3a ga ce onpegeny ganu Te HOCAT XpPOMO-
3omata Ha CES wnu nokaseaT Mo3anka 3a Tasu
Xpomo3oMa, 0cobeHO ako umaT npusHaun, KOUTO
MoraT ga 6baaT cBbp3aHu C pas3cTponcTBOTO. [e-
HETMYHOTO KOHCYNTMpaHe Moxe da 6bae OT nonsa
n 3a Bb3pactHm ¢ CES, KouTto umat mHTepec Aa
mmarT geua.

Bubnuorpadus

1. Berends MJ, Tan-Sindhunata G, Leegte B, Van Essen AJ.
Phenotypic variability of cat-eye syndrome. Genet Couns.
2001; 12:23-34.

2. McTaggart KE, Budarf ML, Driscoll DA. Cat eye syndrome
chromosome breakpoint clustering: identification of two in-
tervals also associated with 22gll deletion syndrome
breakpoints. Cytogenetics and Cell Genetics. 1998; 81(3-
4):222-228.

3. McDermid HE, Morrow BE. Genomic disorders on 22q11.
Am J Hum Genet. 2002; 70:1077-8.

4. Jedraszak G, Receveur A, Andrieux J, et al. Severe psy-
chomotor delay in a severe presentation of cat-eye syn-
drome. Case Rep Genet. 2015; doi: 10.1155/2015/9439052.

5. Sharma D, Murki S, Pratap T, Vasikarla M. Cat eye syndrome.
BMJ Case Rep. 2014; doi: 10.1136/bcr-2014-203923.

6. Rosias PPR, Sijstermans JMJ, Theunissen PMVM. et al.
Phenotypic variability of the cat eye syndrome. Case report
and review of the literature. Genet Couns. 2001; 12:273-82.

7. Hofmann AD, Puri P. Association of Hirschsprung's disease
and anorectal malformation: a systemic review. Pediatr Surg
Int. 2013; 29:913-917.

8. Melo C, Gama-de-Sousa S, Almeida F, et al. Cat eye syn-
drome and growth hormone deficiency with pituitary anoma-
lies: a case report and review of the literature. Gene. 2013;
529:186-189.



MEOVUMHCKW MPENEN, 53, 2017, Ne 6

17

9.

10.

11.

12.

13.

14.

15.

Belangero SlI, Pacanaro AN, Bellucco FT, et al. Wide clinical
variability in cat eye syndrome patients: four non-related pa-
tients and three patients from the same family. Cytogenet
Genome Res. 2012; 138:5-10.

Knijnenburg J, van Bever Y, Hulsman LOM, et al. A 600 kb
triplication in the cat eye syndrome critical region causes
anorectal, renal and preauricular anomalies in a three-
generation family. Eur J Hum Genet. 2012; 20:986-989.
Romagna ES, Appel da Silva MC, Ballardin PA. Schmid-
Fraccaro syndrome: severe neurologic features. Pediatr
Neurol. 2010; 42:151-153.

Rosa RF, Mombach R, Zen PR, et al. Clinical characteristics
of a sample of patients with cat eye syndrome. Rev Assoc
Med Bras. 2010; 56:462-465.

Gomez-Lado C, Eiris J, Martinez-Yriarte JM, et al. Duane’s
syndrome and 22 marker chromosome: a possible cat-eye
syndrome. Acta Pediatr. 2006; 95:1510-1511.

Lalani SR, Safiullah AM, Fernbach SD, et al. Spectrum of
CHD7 mutations in 110 individuals with CHARGE syndrome
and genotype-phenotype correlation. Am. J. Hum. Genet.
2006; 78:303-314.

McDermid HE, Morrow BE. Genomic disorders on 22q11.
Am H Hum Genet. 2002; 70:1077-1088.

16.

17.

18.

19.

20.

21.

22.

Rosias PR, Sijstermans JM, Theunissen PM, et al., Pheno-
typic variability of the cat eye syndrome. Case report and re-
view of the literature. Genet Couns. 2002; 12:273-82.
Berends MJ, Tan-Sindhunata G, Leegte B, van Essen AJ.
Phenotypic variability of Cat-Eye syndrome. Genet Couns.
2001; 12:23-34.

Footz TK, Brinkman-Mills P, Banting GS, et al. Analysis of
the cat eye syndrome critical region in humans and the re-
gion of conserved synteny in mice: a search for candidate
genes at or near the human chromosome 22 pericentro-
mere. Genome Res. 2001; 11(6):1053-70.

Edelmann L, Pandita RK, Spiteri E, et al. A common molecu-
lar basis for rearrangement disorders on chromosome
22911. Hum Mol Genet. 1999; 8:1157-67.

Masukawa H, Ozaki T, Nogimori T. Cat eye syndrome with
hypogonadotropic hypogonadism. Intern Med. 1998; 37:853-56
Mears AJ, Duncan AMV, Budarf ML, et al. Molecular charac-
terization of the marker chromosome associated with cat eye
syndrome. The American Journal of Human Genetics.
1994;55(1):134-142.

Bremond-Gignac D, Morin G, Jedraszak G. Cat eye syn-
drome. J Fr Ophtalmol. 2015; 38(4):368-9.

MNMocmwbnun 3a neyam Ha 19 cenmemspu 2017 e.

MEOVMLUNHCKU YHUBEPCUTET — COPUA
LUEHTPANHA MEOULUMHCKA BUBJTUOTEKA

ABOHAMEHTEH CIMUUCBK - 2018

3arnaBue MepuoguyHocT FoguweH aboHaMeHT B NB.
Acta Medica Bulgarica (Ha aHrn. esuk) 2 20
AKynyHkTYypa 2 14
Bbnrapckn MeanumMHcKM XypHan 3 30
[eTckn n nHekumnosHn donectn 2 16
EHOOKpUHHK 3a6onsiBaHus 2 14
MeaununHCKM MEHNOXMBHT M 34paBHa NonnTuKa 4 28
MegaununHckm nperneg, 6 48
Hespornorusa n ncuxmnatpus 2 14
O6uwa meanunHa 4 32
CecTpuHCKO geno 3 24
CbBpeMeHHa cTomaTonorust 2 20
CbpaeyHo-cbaoBKU 3abonsBaHms 3 30

3a KoHmakmu:

1. AHdpeesa, CH. CmosHosa, V. Beauposa
OTOEN HAYYHA MEAMUMHCKA MHOOPMALMA

(crpapata npea AoMUHMCTpaumsiTa Ha AnekcaHapoBcka GonHuLa)

LIEHTPANHA MEOVLNHCKA BUBITMOTEKA
yn. "Cs. . Cocpuiickn” Ne 1, 1431 Cocpust
@ 02 952-59-20, 02 952-05-15, 02 952-16-45, 02 952-23-93

CroiHoCTTa Ha aboHaMeHTa MOXe fja ce NpeBefe W C NOLLEHCKN 3anuc, unv no cMeTka LIMB — IBAN BG 31 BPBI 7940 3163 9820 01,
FOPOBAHK U E® KW BBITTAPUA, BIC kog: BPBIBGSF, Homep no [1C: 831385737.



