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JHHBOT JETA LIFE
NEENgy BHIH SFIDA CHA!LENGES
Frdon b Ll ke B AR wrpaik, Life is a pazzle,
S o omemale sy ta frbligge i i ke, collect it

¥ueot co Npegussuum / Jeta me Sfida / Life With Challenges

XomMmouuCcTUHYpUja
MKB E 72.11 / Homocystinuria

HOMOCYSTINURIA

Homocystinuria
* Autosomal i
« Defect in cystathio beta-synthase

Downward lens subluxation
Disintegration of zonule

Mental handicap

XOMOLMCTMHYpUja e rpyna Ha Hac/iegHU aBTOCOMHO peLecMBHMU 601ecTy Koja Boau 40
abHOpPManHO HaTaNoXKyBarbe HA XOMOLMCTEUHOT U HETOBUTE METaboIUTN BO KPBTa U ypUHaTA.

FeHeTCKMTe NnopemeTyBaka pe3ynTupaaT co abHOPMaNHOCTU BO EH3UMUTE KoM ce
WHBO/IBMPaHM BO OApeAeHN NPOoLECH Ha XOMOLMCTEUHOT.

MopemeTyBaHETO BO eAeH OZ TUE NPOoLecH e nopaan AedUUnNT Ha LMCTaTUOHUH 6-cMHTa3a Koja
CO CBOjOT KO-¢paKTop BUTaMUH B6 (MMPUAOKCMH) FO KOHBEPTUPA XOMOLMCTEUHOT BO
LUMCTAaTUOHUH.

UHumpeHua:

3acTaneHoCT Ha MyTaLMUTe KOM Npean3BUKyBaaT XOMOLUCTUHYPUja, ogpeaeHa Bo HopBeluKa
nsHecysa 1 cayyaj Ha 6.400 xkusopoaeHu geua. NporpamuTe 3a CKPUHUHE UCTO TaKa OTKpMBaar
noseKe c/ly4an Ha nopemeTyBare BO pemeTunaumjata: Bo CAL dpekdeHunjata Ha
XOMOLMCTMHYPWja 3apaam Hapywysame Ha cbl-C e 1 cnyyaj Bo 100.000 »KmMBopoAeHM.

KnnHuuka camka:



OBa HapyLyBarbe MMa PasNINYHU WITETHN ePEKTU HA MHOTY OPraHW U OPTraHCKU CUCTEMM
HeaujarHoctmumpaHute u/Mam HeTpPeTMpaHMUTE NALEHTU MMAAT MHOTY /IO UCXOZ, CO TELUKHU,
CEPMO3HM HapyLyBakba. [loAeKa HapyLlyBakaTa Ha EH3UMMTE Ce MPUCYTHU NPU pararbe,
CUMNTOMUTE M 3HALMTE MOMKAT 43 Ce Pa3BMUjaT NogoLHA BO HEOHAT/IaHa BO3PacCT, NepMoa Ha
[LeTCTBO AypPM U Kaj BO3PACHMW.

MoskaT Aa ce jaBaT 0OCTeoNnopo3a, BaCKy/lapHMU HapyLlyBaka, MapdaHomaeH peHoTun,
nopemeTyBaka Ha OYNTE, KOTHUTUBEH 3aCTOj, APYrM HEBPOJIOLWKM NOPEMETYBaHba.

daKTOT AeKa NOBEKeTo 04 CUMNTOMMUTE U 3HALUTE ce HecneunduiHM, Moxe Aa goseae A0
KaCHO AO0LHO AnjarHocTMumparse.

KNMHMYKKTE 3HaUM Ha NOPEMETYBaHbE Ha PeMeTuNaLmMjaTe ce FaBHO HEBPOOLIKMK n/unm
NCUXMjAaTPUCKM M 0OMYHO ce pa3BMBaaT BO NPBUTE HEAENN UM MECELM Of, KUBOTOT,
3arpo3yBajKu ro NOHaTaMOLIHOTO OMNCTaHyBakb€ Ha NaLMEHTOT.

Kora ga ce nocomHeBame 3a XOMOLMUCTUHYpUja:
Kaj beTycu T.e. MHTpayTEPMHO ako Umaar:

- MHTpayTepuH 3acToj Ha pacT

- lecHn gnamopdUYHN KapaKTEPUCTUKM

- KoHreHnutanHa cpuesa 6onect

- ®eTanHa gunaTmpaHa KapgMmommnonaTtmja

Kaj HoBOpoAeHYMNHA CO:

- NAHULUTONEHMW]a,

- meranobnacTHa aHeMuja u

- HEBPOJIOLIKN CUMATOMU(HMUCTArmyc, xuapouedanyc, Hanaam, 3a40LHyBake BO Pa3BojoT)
Kaj geua:

- TPOMHOembon3am,

- MapdaHOUAHU KapaKTEPUCTUKN K

- HEBPOJIOLLKM cMMNTUMM (LepebenapHa aTakcuja, cnacTMyHa TeTpanapesa, MO304YeH yaap,
HUCTarmyc, Hanaau, nepudepHa HeBponaTtuja).

PaHa nageHTMdMKaUmMja n HaBpemeH TPETMAH Ce K/y4yHM 3a aa ce 0be3beam Hajoobap MoxKeH
ncxod. AKO MMa COMHEK 32 XOMOLMCTEMHYPUja, NaumMeHToT Tpeba BegHaw Aa buae ucnpateH
BO LLEHTap 3a TepUMjapHa Hera Kage Mma COOA4BETHU CTPYYHM /INLLA CO NO3HAaBaHE Ha
MeTabo/IHUTe nopemeTyBakba.

OwjarHosa:



AKO NaymeHTUTEe MaaT CUCTEMCKM 3HAUM U CUMNTOMMU, BeHall Tpe6a Aa Cce HanpasaT
AONONHUTENHN UCNNTYBaAkba, KaKOo 6MOXEMUCKN TECTOBU (nnasma dMWUHO KNCENNHW: TOTa/leH
XoOMoumncTtenH, MeTMoHMH, YypnHapHa OpraHCKa KUMcCesimHa: MeTuimaJloHN4YHa KVICEIWIHa)

MpBUYHUTE BUOXEMUCKM TeCTOBKM Tpeba aa 6uaaTt npocaeseHn co NOTBPAHM TECTOBU KaKo
OVPEKTHN EH3UMCKN aHaNM3n, MOJIEKYNAPHA AMjarHO3a Ha reHCKU MyTaLum 1
KoMniemeHTapHa aHaAun3a.

McTo TakKa, Tpeba aa ce HanpasaT UCNUTYyBakba Ha bpaKkaTa 1 cecTpuTe Ha InLa Cco
XOMOUMCTUHYpPUja.

TpeTmaH:

XomoumMCcTMHYpUja e cocTojba Koja ce fiekyBa. PaHOTO AnjarHoCTMLMpPatbe, TPETMAH U AMeTanHa
pecTpuKLMja ce 04 rofiema BepojaTHOCT AeKa Ke ja 3abaBaT nporpecujaTta Ha
XOMOLMCTMHYPUjaTa KaKo M UCYE3HYBAHbE HA HEKOU 04, KaPaKTEPUCTUKMUTE T.e CUMNTOMMTE.

LlenTa Ha TepanujaTta e Aa ce peayumpa akymynaumjata Ha XOMOLUMCTEUHOT U, 33
HapyLWyBarE€TO HAa pemMeTuNaLMjaTa, Aa Ce NPECKOKHE Toj AedeKT Ha pemeTmnaaLnja 1 co Toa aa
ce 04pXKaT HOPMaJ/IHM KOHLUEHTPALUMN Ha METUOHUH U donaTu.

1. lneTa co orpaHMYeH BHEC Ha METUOHMH U LLUCTMH KaKo cynaemeHT (MeTMOHWH MOXKe aa ce
Hajae BO jajua, meco, puba, ceme of cycam, 6pasuiICKn opeBun 1 APYru PacTUTENIHU CEMUbA U
YKUTHU 3pHa).

2. ButamunHckm cynnemeHTtn (Butamun b6, 69, 612)

3. UucragaH e egMHCTBEHMNOT beTanH (MoauduumpaHa aMmMHO KUCIENHaA Koja COAPMKU TNULMH)
Koj e 0406peH 3a TpeTMaH Ha XOMOLMCTUHYPKja. [lOKaXKaHO e AeKa JONONHUTENHO ja HaMayBa
KOHLLeHTpaLMjaTa Ha XOMOLIMCTEMH KOra ce NPUKAYy4YyBa KOH Tepanujata co BUTaMUHU U/unn
[AVeTaTa co OrpaHnYeH BHEC HAa METUOHMH.
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