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PORPHYRIA

Mopdupujata npeTcTaByBa rpyna o4, HajmasaKky oCym pasnnyHu 6onectu (HacneaHW AWM CTEKHATH), Ynn
KapaKTEPUCTUKM 3HAUMUTE/IHO Ce PA3/INKyBaaT. 3aefHUYKATa KapaKTepUCTMKa Ha cuTe nopdupuu e
aKkymynaupmjata Ha ,,NIopOUPUHUTE” UAN HUBHUTE NPETXOAHMLUM (NPEKYpPCcopM) BO opraHM3moT. Mako Tue
HOPMaJIHO Ce HaofaaT BO OPraHU3MOT - TUE He Ce aKyMy/iMpaaT BO 34paBo Teso.

Pa3BojoT Ha nopdupujaTa e Npean3BUKaH O, HapyLLyBaHe, OJHOCHO HE0CTaTOK Ha eH3UM (NPOTeUH
KOj M1 CTUMY/IMPa peaKkLmnTe BO OPraHM3MOT) KOj yuecTByBa BO 6MOCHMHTE3ATa Ha XEM, LUTO Pe3ynTMpa Bo
aKkymynaumja Ha MONIEKYIN Ha NOPGUPKUH BO opraHn3moT. [loafa og, rpukmoT 360p ,,nopdupyc” wro
3HauM BMOJIeTOBa (CBET/IO LpBEeHO-BMONETOBa 60ja).

Mopodupuja e peTka 6oNECT Unja rNaBHa MPUYMHA CE FTEHETCKUTE MyTaL .

Cnopep CTaTUCTMUYKUTE NO4ATOLUM, MHUMAEHUATA e 2 cnydam Ha 100.000 xutenn. Bo
CeBepHOEBPONCKUTE 3eMju Kako AHrnnja, Mpcka u LLBeacka, nopdupujata ce jaByBa masiky noyecto — 2
*KuTenun Ha 10.000 xutenn. Nopdupunjata e no3HaTa Kako Bamnupcka 6onect og 1985 roamHa Kora
6uoxemumyaport fejsna JonduH yTBpaUM AeKa NPUKA3HUTE 32 BAMNUPU Ce BCYLLHOCT NPUKA3HW 3a fyfe
KOM cTpagaaT og, nopodupuja. HeroBute aprymeHTH ce cneaHunBe: NaLMEHTUTE Ce UCKAYUUTENHO
YyBCTBUTE/IHW HA CBET/IMHA 3aTOA LUTO UCTAaTa MOXKe [a A0Beae A0 Pa3Boj Ha ocun (aypu U ymepeHa



W3/10’KEHOCT - YecTonaTu U3aeryBaaTt camo HOKe), KoxKaTa MoKe Aa buae noaHa co Ny3HW, KydyellKuTe
3abu moxKaT ga bmuaaT BneyaTamemM (Henuata 1 3ab6ute MorKaTt ga bmuaat MHOry HanHaTw).

Nopdupmja - npuumnHm

Mopdurpuja HajMHOry ce jaByBa Nopaay HeAOCTATOK HAa BMAO Koj 04, 7-Te eH3MMM Ha NATOT Ha CMHTEe3aTa
Ha xemoT. CeKoj o4, 7-Te eH3UMU e KoanpaH of cneunduryeH reH. EBeHTyanHUTe MmyTaumum ja 3anunpaat
aKTMBHOCTa Ha oapeseH eH3uMm. MNosekeTo nopdupun ce HacnegHU. MOXKHO e aa ce Hacneam
abHopMmaneH reH o4 egHMOT MAK 04 ABajuaTa poguTenu. Cenak, Toa He 3HAYU AeKa Ke ce pa3Bue
nopdupmja, TyKy AieKa cTaHyBa 360p 3a IMYHOCT KOja ro HOCK MYTUPAHKUOT reH. OBaa cocTojba e No3HaTa
KaKo naTeHTHa nopoupuja.

CumnTomu Ha nopdupuja

MocTojaT ABa rnaBHM BuAa nopdupmja - akyTHaA M KOXKHA nopdupuja. AKyTHaTa nopdumpuja rnasHo Banjae
Ha HEPBHMOT CUCTEM, A0 EKA KOXKHATa Nnopdurpuja, KaKo WTO cyrepupa MMeTo, AoBeayBa A0
abHOPMANHOCTM Ha KoKaTa. Hekon Bnaosu nopdupmja moxKaTt ga buaat KoMbMHaLMKM 04 0BME TUMOBU U
MOXKaT 3 B/INjaaT M Ha KOXATa N HEPBHUOT CUCTEM.

CumnTOMM Ha aKyTHa nopdupuja

AKyTHaTa nopdupuja e KapaKTepncTUYHa 3a KEeHWUTE BO NEPMOAOT O NpBaTa MeHCTpyaumja 4o
MeHonaysara.

[NaBHWUTE CMMMNTOMM HA aKyTHa nopdurpuja ce:

- cunHa 60/1Ka BO CTOMAKOT,

- HagyeHocT,

- 00JIKa BO rpaanTe, Ho3eTe uau rpbor,

- 3anek,

- ragerbe v nospaKkaroe,

- TaxuKapauja (6p3o YyKarbe Ha cpueTo),
- BWCOK KPBEH NPUTMUCOK,

- aHKCMO3HOCT,

- MOXHMW, HO PETKMN, NPOMEHWN BO OAHECYBAHETO (Le30pMeHTaumja nam napaHoja),
- pecnupaTopHu npobaemu,

- upBeHa uaun kadeasa ypuHa.

CvuMmnTOMM Ha XPOHUYHA nopoupuja:

KorkHaTa nopdurpuja rnaBHO ce ogHecyBa Ha 6ONECTM YMM CUMNTOMM Ce Pe3yATaT Ha NPeoCeTANBOCT 04,
COHYeBa cBeT/IMHA. HanaguTte Kaj 0Boj BUA, nopdupuja moxKaT Aa TpaaT HEKO/IKY AeHa, a CUMNTOMMUTE Ha
oBaa 6osecT ce nojaBysaar yLwTe BO A4ETCTBOTO.

CumnTOMM Ha KOXKHa nopdupuja:

- NPeOoCeTNMBOCT HA KOXKaTa Ha COHYEBa CBET/INHA,
- BONHO UPBEHW/IO Ha KoKaTa (eputem) 1 OTOK (eaem),



- NAycKasuwm,

- Yellarbe,

- qyBCTBUTE/HA M dparnaHa Koxa,

- Ny3HK

- 3acu/eHa XMrpoCKOMNHOCT (cnocobHOCT 3a 3a4p»KyBatbe Ha BoAa)
- upBeHa nAu Kadeasa ypuHa.

Nopdupwmja - gujarHosa:

[njarHo3aTta ce noctasyBa Bp3 6a3a Ha AOKaXyBakbe Ha NOPGUPUH BO YpuHaTa M KpeTa. OBaa aHanu3a
MOKe 4a ro ogpeau v BMaoT Ha nopdupuja. Hekou naumMeHTM MaaT HOPMaaHU UAKM MasiKy NoKayeHu
BpeAHOCTM Ha NOPdMPUHOT, Taka LITO NpumepounTe Tpeba Aa ce 3emaT 3a Bpeme AU KPaTKo Bpeme Mo
HanagorT.

leHeTcKaTa aHaan3a e CUrypHa v HajMHory ro ¢aBopuM3npa ANjarHOCTUYKMOT TPETMaH Ha cemejcTBaTa co
No3HaTK MyTaumn Bo reHuTe. MpeHaTaNHOTO UCNUTYBaHbE 32 NOpdMpPUja € UCTO TaKa MOXKHO, HO PETKO
ce usseayB.a.

MporHo3a 1 TpeTmaH Ha nopdupuja:

TpeTmaHoT Ha nopdupuja Ke 3aBmcn og, popmarta Ha bosecTa. MoTelwKuTe cnydyam Ha nopdupuja nmaat
notpeba oa xocnutanusaumja. MNporHo3saTta Ha NaUMeHTU CO CUMNTOMM Ha NopdupKuja e 3HauUTeNHo
nonoBso/iHa co noaobpyBare Ha TepanujaTa U caMmoKoHTponaTa. Cenak, ronem 6poj Ha nyfe Kou
CTpagaat oa nopdupuja NpoaoKyBaaT ga naraaT BO MOBTOP/IMBU KPU3U, KaJe Ce jaByBa NPOrpecmMBHO
OLUTETYBakbE CO TPAjHU NOC/eAMLM KaKO LITO e OTKaXKyBarbe Ha bybpesuTe.

MoTpebaTa 3a aHanreTMUM Kaj Nnopdupunjata MoXKe Aa NpepacHe BO 3aBUCHOCT. [/IMKO3aTa, Koja ce
BHECYBa BO TE/1I0TO Ha NaLMEHTOT NPEKY LLeHTpaneH BEHCKM KaTeTep, NoMara BO 0O/1eCHYBakbe U
MmoanduKaumja Ha cMMNTOMUTE.

TpeTMaHOT Ha aKyTHaTa nopdupmuja BKAyUyBa:

- ynoTpeba Ha aHaNreTUUM 1 IEKOBM NPOTUB rafiere U NoBpakarbe (aHTUEMeTULUM),

- TpeTMaH Ha UHPEKUMKN 1 apYyrM BONECTU LUTO MOKE UAN MOXKE A3 Npeau3BMKaaT CUMNTOMM,
- MHTpaBEHCKa agMMHUCTPaLMja Ha IIMKO3a,

- agMuMHUCTpauMja Ha xemuH (Fe).

TpeTmaH Ha nopoupuja Ha KoXKaTa BKAyYyBa U3berHysare Ha coHueTo (YB cBeT/MHA) U cieaHmBe
TPeTMaHu:

- ¢nebotomuja (ocnoboaysare Ha KpB 04, BEHUTE),
- ynoTtpeb6a Ha aHTMManapuum

- beTa-KapoTeH,

- [A04aTouM Ha BUTaMWH [,

BonHute og nopdupuja Hajuecto Aob6MBaaT NCMXOOLWKA Nomol. [IpoMeHUTe Ha TeNOTO ce NOCTojaH
n3Bop Ha dpycTpaumja, Aenpecuja, Tara, CTpaB, HO U HEM3BECHOCT Ha 0Baa bosect. MauneHTUTe co



nporpecnsHUTe Gopmm Ha nopdupuja ocobeHo TewKo ja npudakaat 6onecta u, o4 AeH Ha AeH, ce
obuaysaat ga Hay4aT 4a XKuBeaT co ,HoBaTa bonect”.

Nopdupmja - ucxpaHa

JlyfeTo KoM MmaaT reHeTCKa npeancnosunumja KoH pa3soj Ha nopdupuja, curypHo Tpeba ja nsberHysaar
XpaHaTa WTO COApMKM:

- MOHOHATPUYyM rnyTamar,

- cyndypHU coeamHeHunja (Kpomua, NyK, BpoKyna, 3e/Ka U Apyr 3e/eHYYK),

- canuumnatu (MHory BUA0BM OBOLLjE),

- OKcanatu (MHory BugoBu OBOLLje, 3e/IeHYYK W pacTUTesIHa XpaHa),

- CMja/IMHCKa KucenwuHa,

- XpaHa Koja ocnioboayBa XMCTaMMH,

- TNyTeH, NeunTuH (gobureH o jajua u coja), 3eneyHyk (4omaTtn, KoMnupu, NUNEPKNn),
- mactv u/vam macna.

Bo cnyyaj Ha nopdupuja, Tpeba A06po Aa ce KOHCYATMPaTe CO BAalIMOT IeKap 3a Aa Be npeaynpesar 3a
XpaHa M HaBMKM Ha KMBOT KOM Ce LITETHM 3a BaC, a CO MOMOLL Ha HYTPULMOHMUCT, Aa AobueTe cooaBeTeH
naaH 3a ucxpaxa.

SANOFI y

G2 BIOMARIN ezt M 0.

TPAJYE
NYKASTES Hoeachf adae acs

evmepis U @



