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Jloy cuHapom

Cataract

LOWE SYNDROME

JNloy cMHAPOMOT ce KapaKkTepusupa co npobiemu co BUAOT, BKAYYYBajKM ja M KaTapaKTa Koja e MpuUcyTHa
ywTe npu pararbe, npobaemun co bybpesmnTe kKom 06MYHO ce pa3BmMBaaT BO NPBATA NOAMHA 04, }KUBOTOT U
abHOPMaIHOCTN BO MO3OKOT KOU Ce NOBP3aHM CO UHTENEKTYasIHa MOMPEeYEHOCT.

HauuH Ha HacneayBakbe
Jloy cMHApOMOT ce Hac/ieyBa Kako X-MoBp3aHa reHeTcKa cocTtojba.
KnuHuuKa camka

HoBopoaeHunbaTta co Jloy CMHAPOMOT MMaaT KaTapaKTa Koja e NpucyTHa Npu pafare (Moske aa ce
OTKpWeE CO NpeHaTasieH yATpas3ByK Kaj COMHUTENHUTE ciyyaun). KopermpaHarta BusyeiHa OCTPUHa PeTKo
Kora e nogobpa og 20/100.

MpnbAUKHO Kaj N0NOBMHA Of NaLMEHTUTE Ce jaByBa FayKoM KOj MOKe Aa AoBede A0 CAennio ako He
ce KoHTpoaupa. HoBopoaeHUYnHaTa MmaaT 1 cnab TOHYC Ha MycKyanTe (XMNoToHuja) Npu pafarbe U
3afl0UHeT MOoTopeH pa3Boj. Ce pernctpupa 1 passojHa, MHTeNEeKTya/iHa NONPeYEHOCT WTO MoXe Aa
Bapupa oa bnara go ceprosHa popma. MNapannsnte ce jaBysaaT Kaj NPMBANKHO NONOBUHA O,
naumneHTMTe Ha BO3PacCT O LeCT roInHK, a ce jaByBaaT M NPOMEHU BO OAHecyBareTo. Kaj oBue
nauMeHTH ce peructpupa u GaHKoHMeBa NPoKcMMmanHa TybynapHa gucoyHkumja. OBaa abHopmanHocT
pe3ynTupa Bo ryberbe Ha ogpeaeHn maTepun (aMUHOKUCENUHN, BukapboHaTn u dochaTth) Bo ypuHara,
Kou 061YHO ce peancopbupaaT npen eKCKpeLnja BO KOHeYHaTa ypuHa.



[pyrv 3HauM Kou ce pernctpmpaart npu Jloy CMHAPOMOT Ce HM3OK PacT, 3abHW LMCTM 1 abHOPMANHO
bopmupatbe Ha AEHTUHOT Ha 3abUTe, LMCTM Ha KOXKaTa M HeAoCTaTOK Ha BUTaMMH [, KoM MoXKaT Aa
[0BeAat 10 MEKMN KOCKM, CKeNeTHU NPOMeHU (paxutunc), GpakTypu Ha KOCKUTE, CKOANO3a U

HeBOCNANUTENHO AereHepaTUBHO 3abonyBatbe Ha 3rnobosuTe.
MpuunHmn

CnHapomoT JIoy e reHeTCKO HapyLyBake NOBP3aHO CO X XPOMO30OMOT, NpeamM3BUKaHO 04, MyTalMja BO
OCRL reHoT, WTO pesyatTMpa BO HamasieHa akTUBHOCT Ha eH3UMOT 5-pocdartasa. OKosy eaHa TPeTUHaA of,
3aboseHnTe MaXXmM MmaaT MyTaumja. Kaj octaHaTMTe cayydam, HapyLwyBaHeTO ce HaceayBa o4 CTpaHa Ha
MajKaTa, Koja e HocuTen Ha reHoT. CeKoe AeBojye HocuTe N Ha oBaa bosecT, Ha Bo3pacT Hag 10 rognHu
Ke NoKake KapaKTepUCTUYHM MPOMEHU BO NeKUTE Ha 04YUTe, pas3IMYHK 04 KaKkBa buno apyra
meTabosinyKa KaTapakTa. Hekoun o4 HMB Ke pa3BuMjaT 3HaYajHa KaTapaKTta Aypu 1 Bo paHute 30-Tu
roAuHun, AOBO/HA 3a Aa ce Nnobapa onepaTMBHA MHTEpPBEHUMja. McTaTa morKe Aa bmuae nponywTeHa o4,
onepaTUBHUOT XMPYpPr. KaKko 1 Aa e, oBMe KapaKTeEPUCTUYHN NPOMEHM BO JIEKUTE Ha }KEHaTa HOCUTEN
Tpeba aa ro HaBegaT odbTa/IMONOrOT 3a 43 AaJe COBETU 3a MAHMN BpemeHoCTM u AobuMBare Ha
HOBOpPOAEHYE 04 MaLKK Noa. MaxKoT MMa camo egeH X-XpOMO30M LUTO FO HacneayBa o4 CBOjaTa MajKa.
AKO HOBOpPOAEHYETO O MALLKKU NOA HAcAeaun X-XpPOMO30M LUTO FO COAPKM FeHOT 3a 0BOj CUHAPOM, TOj
Ke ja pa3Bue bosecta.

OwjarHosa

Jloy cMHApPOMOT ce AnjarHoCTMUMpa Kora HamasieHaTa akTUBHOCT Ha eH3UMMOT 5-dpocdaTasa ce noKaxysa
Ha KYATMBMPAHM KNAETKU Ha KoxKaTa (¢pnbpobnacti). MosekynapHOTO reHeTCKO TeCTUpPakbe 3a MyTaLum
Ha OCRL reHOT e 1CTO TaKa A0CTanHO W TOYHO Ce OTKPMBA Kaj noBeKke o4, 95% o 3ab60/1eHUTE Marku.
Okony 95% op, feBojuntbata HocuTenu noctapm og, 10 rogMHn nmaaT cneundUYHU U KapaKTePUCTUYHM
abHOPMATHOCTM Ha /iekaTa Ha OKOTO LUTO MOXKE Aa Ce AMjarHOCTMLMpPa o4 UCKYCceH OdTaNMONor.
MpeHaTanHaTa gujarHosa e AocTanHa co 6MOXeMUCKO UCNUTYBake (aHaM3aTa Ha eH3MMUTE) NN Co
MOJIEKY/TAPHO FEHETCKO TECTUPatbe, ako MyTaumjaTa Ha OCRL reHoT e yTBpAEHA Kaj 3abos1eH MaLLKM
POAHMHA UM MajKa HOCUTEN.

TpeTtmaH

TpeTmaHoT Ha Jloy cMHAPOMOT 06MYHO Bapa TUM 04 MEeANLMHCKM NPpodeCcMOHaNLM, BKAYYYBajKM
negujatTpuckn opranmonor, Hedpoaor, reHeTU4Yap, HyTPULMOHMUCT, EHAO0KPUHOION, HEBPOOT,
cneuunjanncT 3a pas3Boj Ha Aeua, onwT XMpypr, opTonea n ctomatoior.CnabroT TOHYC Ha MyCKyuTe
(xMnoToHMja) NOHeKoral MoKe Aa pesyaTMpa co Npobiemm Bo XxpaHereTo. MCTUOT MoxKe ga buae
NpUYMHa 3a XpaHerbe COo LieBKa 1 Npe3emarbe Ha BoobnyaeHn MepKu 3a racTpoesodareaneH pedaykc.

MpenaBpemeHOTO OTCTPaHyBakbe Ha KaTapaKTaTta ce Npenopavysa Aa ce NPOMOBMpPa ONTUMANEH Pa3Boj
Ha BMAO0T. OuMnaTa 3a COHUE U KOHTaKTHUTE Nekn nomaraart 3a nogobpysarbe Ha BUAOT. [1ayKOMOT LUTO
Ce jaByBa Kaj N0/NI0BMHA 04, MaXKuTe 6ONHKN 04 0BOj CUHAPOM NMOHEKOrall MOXe Aa Ce NeKyBa
MeAMKaMeHTO3HO, HO 06uYHO e noTpebHa onepaumja.

daHKOHMEeBaTa NPOKCUMAHa TybynapHa AMChYHKUMjA Ce TPETMPA CO OPASTHM A0AATOLM O HATPUYM U
KanuymbukapboHaT n anumTpat. [losute mopa Aa ce yTBpAaT Ha MHAMBUAYaAHA OCHOBa. OpanHMOT
docdat 1 opaneH KanuMTPMOa Ce KOPUCTAT 3a /iIeKyBakbe (MK CNpedyBakbe) Ha PaxmMTUC.



l'ycTMHaTa Ha KockuTe Tpeba Aa ce cneam nepnoamyHo. Hanagure ce KOHTPOIMPaaAT Co
aHTUKOHBYN3UBHU Nekosu. MpobaemnTte BO 04HECYBaETO Ce TPeTUPaaT co moanduKaLlmja Ha
oAHecyBakbeTo M fekosu. Ce npenopavysaat NPorpamu 3a paHa MHTepBEHLMja KoM BKAydYyBaaT
du3nKanHa Tepanuja, npodecrmoHaHa Tepanuja, rOBOPHA M jasMyHa Tepanuja, cnewuymjaaHu cayxKom 3a
obpasoBaHKWe U yCyrK 3a ML CO OWTETEH BMA KoM Tpeba Aa 3ano4yHaT BO paHaTa AeTcKa Bo3pacT.
MomumnmaTa co Jloy cmHapomoT Tpeba peaoBHO Aa ce cneaaT 3a npobaemuTe co BUAOT, GyHKLMjaTa Ha
6ybpesuTe, pacT, HaNpPeAOKOT, CKOAMO3a M Npobaemu co 3rnobosuTe 1 3abute. BybperkHaTa bonect Bo
KpajHaTa ¢asa ycnewHo ce JIeKyBa Co Aujannsa U TpaHcnnaHTaumja Ha bybper.
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