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XomMmouuCcTUHYpUja
MKB E 72.11 / Homocystinuria

HOMOCYSTINURIA

Homocystinuria
+ Autosomal recessive
« Defect in cystathio beta-synthase

XOMOUMCTUHYpPpHaAaZ Ne gHMY aB THWZOMAEeCpPeLeECUUBHBOAN [
abHOpPMANHO HaTanoXyBake HaAa XOMOLULMCTEUHOT U He

FeHeTCcCKWTe nNopemMeTyBawa pes3yntumpaat co abHoOpM
MHBONBUPAHNW BO OApepgeHN NPOLECU Ha XoMoOLUCTEM

MopemeTyBaweTO BO €ef€eH O0Of4 TwWue N poULRILHT a3 al oKa@j/ac
CO cBapjaxmT oo BMTamMmmH bB6 (NUPUMAOOKCUH) T O KOHBeDp
UMcTaTMOHMUH.

UHumpeHua:

3acTaneHocCcTeHaomMympEemms3 BMKYBaaT XOMOULUCTUHYPMU
M3HecyBa 1400nywuag o pHoag ebH M peya. MporpamMmurte 3a C
noBeKe cnyyaunm Ha nopemMeTyBake BO pemMeTumnayuwnj a
XOMOUMUCTUHYpPU] a 3agdl&L&ae HapgyRPdamwxaoewdO0peHn.

KnnHuuka camka:



OBa HapywyBawe MUMaA pa3/IMUYHW WTEeTHU edeKTHUn Ha

HepagunwjarHoctmnuyumpaHurte wn/ nnun HeTpeTmpaHuTe nauye
CepumosHNW HapywyBawa. HAOABEAMHAPY UEBAPBATHRTHN N
cumMnToMMTE M 3HauMTtTe MOXaT fJa ce pas3BU]jaT noapg
AeTB® AYypW MU Kaj BO3pacHMU.

MoxaT Qga ce jaBaT ocTeonopo3a, BacKy/napHuW Hap
nopeMeTyBaka HAHOYATEO] KOOBEWITMUBREBPONOIWKN Nop

dakTOT AgeKa NoBeKeTO 04 CUMOTOMUTE U 3HauUuUTe
KaCcHO AOLHO W] arHocTuumpamwe.

KNMHMUYKMTEe 3HauMm Ha nopemMeTyBawtwe Ha pemMeTumnaly
NncCUXUjaTpuckKkasBrnB@AATHBOCE@pPBUTE Hegenunm UAKW Mec
3arposyBaj KM ro nNnoHaTaMOWHOTO oNcTaHyBawe Ha

Kora ga ce nocomHeBame 3a XOMOLMUCTUHYpUja:

Kaj beTycun T. e. MHTpPpayTepMWHO akKo uMWMaart:
-MHTpayTepuH 3acToO]j Ha pacrtT

-NecHN AMN3IMOPKPUYHM KapaKTepuUCcTUKMNM
-KoHreHnTanHa cpueBa 6onectT

-peTanHa AgunaTwupaHa KapagumommonaTwuj a

Kaj HOBOpPOAEHYNMHLA CO:

-naHUMTONEeHN| a,

-MmeranobnacTtTHa aHeMuja n

-HeBponowkun cumntomMum(HMcrtTarmyc, xXupgpouedanyc,
Kaj peuya:

-TpOMHOemMb6ONM3am,

-MapdPaHOMAHN KapaKTepuUCcTUKN W«

-HeBponowkun cumntmmm (uyuepebenapHa aTakcuja, cn
HmMcrtarmyc, Hanaguw, nepuncdepHa HeBponaTwuj a).

PaHa umaeHTuMdMmKkaumja MU HaBpeMeH TpeTMaH ce KNy
mcxopna. AmeemxmMaac XxXoMoOUWUCTEeWHYypUja, nNnauumeHToT T
BO LeHTap 3a TepuujapHa Hera Kajge uMMa coofaBerT
MeTabonNHNWTe NopeMeTyBatkma.

OwjarHosa:
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EHTNTE MnMaarT CncrtTemMcCcKMU 3 Haum n cnmmMnTaO

eNHnM mcnmtysBawa, KakKo OMOXeMUCKU TecCT
€MH, MEeTWOHWH, YypUHaAapHa opraHckKka Kwuce
e 6noxemMmckun TecToBU Tpeba pga 6GupgaTt n

EHHB/MMBCIK,M MO NeKynapHa [AMWjarHosa Ha T et
HTapHa aHanwusa.

a, Tpeba pJa ce HanpaBaT uUucnutTyBawa Ha

TUHYpPW] a.

MHYypUj a e cocToOojb6ba Koja ce gietlya/aHa Pa

umja ce op ronemMa BepojaTHOCT pgekKka Ke

L D

T O O

T I

MHYypMUj aTa KakKo MU MWCYe3HYyBake Haa HeKoOwWU

TepanujaTtTa e fpga ce pegyuumpa akKkywmynauy
tbbed OV WalL peaTa, fJa CcCe NpPpecKOKHe TOj] p[et
T HOpPMAnNAHW KOHLeHTpPpauMUWMW Ha METUOHWUH u

0] or pa HmHHEMH BWH €L CHTanh HM eXTRRK @ H KK NNI@XMe H /O a (

jajuyua, MebpaspmbapeBBrMB OQpYyCMCPRp&EICTMUT
Ha) .
CkKun cynnemeHTtTu (Bumurtamumuu b6, B9, B12)

H e eAMHCTBEeHUWNOT 6BGeTawnmH (MoaumduuyuMmpadHa
oObpeH 3a TpeTMaH Ha XOMOUWELAVWHREMAN G .
aunmjata Ha XOMOULUMCTEMH KOora ce nNpukKkny
CO OrpaHMyYyeH BHEeC Ha METMUWOHMUH.
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