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BOJIECT HA TOLLE

Gaucher type 1 - MKB E75.2

Gauchertype 1
MEb E75.2
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Gaucher's disease is a rare genetic disorder, Gaucher's disease is a condition
inwhich gluc broside is f d in the bones, lungs, liver, and spleen.

PPN

Bosnecta na ["omie e peTko HacieaHO (TEHETCKO) 3200 TyBamke KOe Ce JODKM Ha HEJOCTAaTOK Ha
eH3uM. CuMnToMuTe Ha OoJiecTa ce BapujaOUIIHU, O] YMEPEHH JI0 CEPUO3HU CUMIITOMH KOU
MOJXe Ja ce MaHu(eCcTUpaaT Ha OMIIO KOja BO3PACT, O] JIOCHEUKHOT MIEPUOJ 0 aayITHATA
BO3pacT. MOKHU CUMIITOMH Ha 6oiecTa ce aHeMuja (HU30K XeMOTJIOOWH), yMOp (XpOHUYEH
YMOD), JIECHO TI0jaByBamke Ha MOJIPHHKH U CKIIOHOCT KOH KpBapeme. Moxe 1a ce jaBar
3rOJIEMEHU ClIe3WHa U I[PH Ap0o0 U 3roJIeMEH CTOMAaK, Kako U OOJIKM BO KOCKUTE CO I'yOeme Ha
HUBHATa [[BPCTUHA U TYCTHHA M 3TOJIEMEH PHU3HK 0] (HPAKTYpH.

Jlyfero co Gonecra Ha ["omnre mmaar HamaaeHa akTHBHOCT Ha €H3UMOT HapeUyeH
riykouepedposuaaza. OBoj eH3UM My 1omara Ha TeJIoTO Jia TH pa3rpaju CTapuTe, UCTPOLICHU
KJICTKH U KaKO pe3yJ]TaT Ha HeroBaTa HaMaJleHa aKTHUBHOCT, MacHaTa CyICTaHI[a HapeyeHa
TJIMKOLIEpeOpO3U]] ce TaJ0XH HajuecTo BO CIE€3MHATa, IPHUOT Jpo0, KOCKeHaTa CpIeBHHA,
peTko Bo Oenute ApOOOBH 1 BO HEKOHM THIIOBH Ha OosecTa Ha ['omre ce Tanoxu BO IEHTPATHHOT
HEPBEH CHUCTEM.

Hajuectara ¢popma Ha 6osecta Ha ['ome (Tum 1) e 3acranena Bo 1/100.000 Bo omraTta
nonynanuja, 1/ 850 xaj EBpente Amnkenasu, HO CHMIITOMUTE MOKE J1a He ce MaHU(]ecThpaar Kaj
CHTE KO T'Ml Haclie[yBaaT MyTUPAHHUTE TCHU.

Kaj petrkara Heyponarcka (tun 2 u 3) 6onect Ha ['ome, ce jaByBaaT HEBPOJIOIIKHA CUMIITOMHU KOU
BKIIy4yBaaT MOPEMETYBambE Ha IBIKEHH-ETO HA OUUTE (OKYJIOMOTOpPHA alpaKcHja), HECTAOMITHOCT
IpH ofickhe (aTakcuja), Hanau (TPUYeBH ), 3aryda Ha BEIITHHUTE W TOHEKOTAIIl TOTSITKOTHH ITPH
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yueme (IopeMeTyBambe Ha LIEHTPAIHOTO ayAUTOPHO Ipolecupame). Jlenara co tun 2 Ha Oosecta
['ome BoOOMYaeHO yMHpaaT BO MPBUTE HEKOJIKY TOJUHH OJ1 ’KMBOTOT. Bo PemmyOnuka
MakeioHHMja UMaMe OKOJIy IBAHAECETHHA BO3pacHM NarueHTu co ['ome tun 1, n okomy 3
MAIMEHTH CO THIT 2 KOU Beke He ce Mery Hac. Tum 3 ce’ yiiTe He ce T0jaBmil Kaj Hac.

HacaenyBame Ha I'ome

3a na ce pa3Bue Oomnecta Ha ['omie TUIIeTO Mopa /1a UMa JIBe KOIUU 0] aOHOPMAJTHUOT T'eH
(uecTo HaBeqyBaH Kako ,,MyTanuja‘). JIuero co e1leH HOpMAJIEH U €IeH MyTHPaH I'eH €
,,HOCUTEN“ Ha OoJsiecta Ha ['omie 1 Hema 3Hanu 3a 6osecta, HO uMa 50% pHU3HK Ja ro mpeHece

,,] OIlIe TEHOT* Ha CBOETO MOTOMCTBO. ['0JieM Jie1 o1 MyTallMuTe Ha TeHOT 3a OoJiecta Ha [orie ce
UICHTU(PHUKYBAHH, 3aT0a € MOKHO TECTUPAE 32 HOCUTENIM Ha T€HOT BO CEMEjCTBATa IITO
cTpanaar oj oBaa 6osiect. JIOKOJIKY CTe 3aMHTEPECUPAHH TUCKYTHPAJTE IO OBA CO BAITUOT
JOKTOP U O reHeTckata nabopatopuja Bo MAHY.

[Ipouiecot Ha AMjarHOCTULIMPaEk-€ HA MHOTY 00JIeCTH, a 0co0eHO Ha Oonecta Ha [Tome, He e
cekorami eqHoctaBeH. [aleHToT 4ecTo maTi NMpPBUYHO T'O MMOCETYBA JIEKAPOT 3a APYT MPodiieM
KaKo LITO € TpHM, HecnenuduuHa 60JIKa WK 3a peoBeH npernes. Mako aujarnozara Ha
Oosecta Ha ['omie He € TemKa, HEKOW CUMITTOMH MOJKE JIa HaBe[yBaaT Ha APYTH OOJECTH.
JlexkapoT HMHHUIIMjATHO MOKE Ja HAIllPaBH JIPYTH TECTOBU KAKO OU I'M UCKITyYWJI MOYECTUTE
3abonryBama. Ha mpumep, Bo cirydan Kajie alueHTUTEe UMaaT HUCKO HUBO Ha TPOMOOIIMTH,
JIEKapUTe MOXKE MIPBO J]a HCIIUTAAT A ce paboTH 3a JieykemMuja. AKO MAIUEHTOT Ce JKalH Ha
OO0JIKH BO 3r7I000BHTE, JICKAPOT WHHUIIM]AJTHO MOXKE J]a C€ COMHEBA Ha apTupuTHC. [loHeKora
reHeTUYap, XeMaToJIOT WIH MeTaboJIor, MOXKe J1a OUIaT O] MOMOII ITpu JudepeHInpame Ha
cumnromute Ha bonecra Ha ["omre o 1pyru 60JIECTH CO CTUYHU CUMIITOMH.

ComMHeHnue 3a 6osecta Ha ['o1ie MoXxe /1a ce OCTaBU Kaj JIIE KOe UMa HE00jaCHUBO
3rojieMyBam-€ Ha ClIe3uHaTa U TeHACHIIMja KOH KpBapeme, O0JKU BO KOCKHUTE U 3TII000BUTE HIIN
cnoHTanu ¢paktypu. bonecra Ha ['omie Moxe fa ce IUjarHOCTUIIMPA CO €HOCTABEH TECT -
Mepeme Ha KOIMYMHATa Ha €H3UMMOT BO BalllaTa KpB U UCJEIyBamhe Ha MyTalluK BO [ o1l TeHOT.
JIpyr#u TECTOBH KOM CE€ KOPUCTAT 3a Jla C€ TIOCTaBH JMjarHo3aTa MOXKe Ja BKIydaT OuorcHja Ha
KOCKEHa CpPIIEBHHA U Ha IIPH JApo0 U MOXKe J1a OMAaT 0]l KOPHUCT aKo MMa MOoBeKe MPUUMHU 32
CUMNTOMUTE Kaj Juieto. [ToHekorarm Trectupamero 3a 6osecta Ha ["omie Moxe /1a ce mpenopava
aKo JIpyTH YWICHOBU OJ1 CEMEJCTBOTO CTpaJaar oj oBaa OoJecT.

JlekyBame

Bo MOMEHTOB He € MOKHO H3JIeKyBambe Ha Oosecta Ha [ o1iie, HO JOCTAaHU Ce pa3IMuHU
Tepanuu KOM MOt Jla TOMOTHAT BO TPETMaH HanoBekeTo cumnTomu. JIyrero co [Nome Tun 1
co Teparmja MOKaT a )KUBCAT UCIIOJHET XMBOT U Ja U3BpIIyBaaT rojieM J€J1 OO CeKOjJIHeBHI/ITC

AKTUBHOCTH.

MoXHOCTH 3a TPETMaH:
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Ensumcka cynctutynnona tepanuja (ECT)

Jlyreto co bosnecra Ha ["omie umaat HeTOCTaTOK Ha €H3UMOT TIIYKOIlepeOpoIuaasa.
[IpenopauanuoT TpeTMaH € CH3UMCKa CYICTUTYIIMOHA Teparuja, Koja ce 1aBa mpeky unpysuja
BO BCHA, Ha PEJIOBHU MHTEPBAJIM BO TEKOT IIEIHOT KUBOT Ha Juiero. Kako TakBa, eH3MMcKara
cyncrutynuona (ECT) e epukacHa Tepammja, a He nexyBame. [locTojar ABe TUIIEHITUPAHN
SH3UMCKH CYICTUTYIIMOHA Tepanuu Ha na3apoT Bo EBporma, Cerezyme® (umuriynepasa-
Genzyme Therapeutics) 1 VPRIV® (Benarmyiepa3a-Shire Human Genetics) nuiieHnupanu 3a
TperMmaH Ha bonecra Ha ['ome Tum 1.

Tepanuja 3a penykmuja ua cyrncrpatot (TPC)

OBoj TpeTMaH ja HaMaTyBa KOJMYMHATA HA MACHU CYIICTAHIIM BO HAIIUTE KIETKH U CO TOA UM
romara Jia ce HaMaJii TaJiokemeTo Ha ucture. TPC e opanHa Tepamuja , mocTojar JiBa
POM3BO/IM JIMIICHIMPaHu 3a yrnotpeba Bo EBpona - Zavesca® (Miglustat, Acetelion
Pharmaceuticals) Cerdelga® (Eliglustat, Genzyme). OBue pou3BOJid HE CE COOJBETHH 32
CEKOT'0 M BAITMOT JIEKAp CIEIHjaIiCT Ke BE COBETYBA JIOKOJIKY UCTHTE Ce JOOpH 3a Bac.

3a cute JOMOTHUTETHN HHPOpMALUK 3a Oojecta Ha ['omIe KOHTaKTHPajTe TO 3APYKESHUETO
,» KUBOT cO mpean3BUIU, npeky Bed ctpanata www.challenges.mk u Ha colldjaqHUTE MPEXKU.
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