European Porphyria Network E p@

UHopmayuama 8 masu 1UCMOBKA ce 0CHOB8ABA HA Hali-0obpume Hanu4YHU O0Kasamesncmaa
U HG KOHCEHCYca Ha KAuHUYHama pabomHa epyna 3a ocmpa 4epHoOpobHa rnopgupusd Ha
EPNET, https://porphyria.eu.

Mopdupua kyraHea tapaa (MKT)

Tasn nHpopmauma nma 3a uen aa BM nomorHe ga pasbeperte noseye 3a nopdupus KytaHea
Tapga (MNKT).

CbAbPXAHUE

. KakBo npeacrasnasa nopdupus KytaHea Tapga (MKT)?
. KakBo npuunHasa MNKT?

. YHacnepgasa nu ce MKT?

. Kou ca Halt-BaxkHUTE Npegpasnonarawm pakropu?

. Kakeu ca cumntomute npu MKT?

. Kak ce gnarHoctnumpa NKT?

. Moxe nu ga ce nsnekysa MKT?

. Kak morke ga ce nekyBa NKT?

. KakBo mora ga HanpasA?

10. Kbae mora aa nonyya noseve MHGopmaums 3a MNKT?

O oo NOUL A WN B

1. KakBo npeacrasnnasa nopdupua KytaHea tapga (MKT)?

Mopdupua KytaHea Tapaa (MKT) e Hal-pasnpocTpaHeHUAT BuA nopdupus, KOATO 3acara
OKono eguH Ha 5000 go egmH Ha 70 000 gywwn OT HaceneHMeTo B 3aBMCMMOCT OT CTpaHaTa.
Mpu MKT yepHMaT apob npounssexaa ronemm Koandectsa NopPUPMHM, KOUTO Ce HaTPynBaT B
OopraHu3sma v Npeau3BUKBAT YyBCTBUTE/NIHOCT HA KOXKaTa KbM CBET/IMHA.

2. KakBo npuuunHasa MNKT?

MKT ce npuyMHsABa OT HamaseHa aKTMBHOCT Ha €H3MM, HapeyeH yponopdUpUHOreH
Aekapbokcunasza (UROD) (eH3MMDBT € NPOTENH B KNETKUTE, KOMTO NPEBPbHLLA €AHO XMMUYHO
BELLECTBO B ApYyro). Tasam HamaneHa akTUBHOCT BOAM A0 HATPynBaHe Ha NOPPUPUHMN B YepPHUSA
Ap0b6, OTKbAETO Te NPeMMHaBaT B KPbBHMA MOTOK M MO TO3M HAYMH AOCTUraT A0 KOXKaTa.
KoxkHuTe npobremu 06MKHOBEHO 3ano4YBaT B 3pAaa Bb3pacT; "tarda"” o3HayaBa "KbcHO".
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3. YHacnhepasa nu ce MKT?

MNoseueTo nauneHTU nmat popma Ha MKT, KoATo He ce yHacneaasa. To3m Tmn MKT ce Hapuua
cnopaguuHa uam tun | NMKT. B EBpona okoso egHa 4eTBbPT OT NaLMEHTUTE MMAT HacneaCcTBeH
puckos pakTop 3a MKT - u umaT pamunna wam tun |l NKT. ToBa ce a4bAKKM Ha yHacneanasaHe
Ha MyTaUMA, KOATO MHAKTMBMPA €4HOTO Konue Ha reHa UROD , a Apyroto octaBa Aa
dOYHKUMOHMPa HopManHo. Bcekn yoBeK Mma aga reHa 3a UROD BbB BCAKA KAETKA Ha TANOTO
CW - eAWNH, HacneaeH OT MalikaTa, U eguH oT bawaTta. MHaKTMBMPAHETO Ha e4HO OT KonuATa
BOAM A0 HamasiaBaHe akTMBHOCTTa Ha UROD BbB BCAKa KNeTKa A0 0Ko10 50 % OT HOpMaHOTO.
Bbnpekn ToBa NOBEYETO Y/JEHOBE HAa CEMENCTBOTO, KOUTO yHAc/neAABaT reHHaTa MyTauus,
HAMa paa pas3suat KT, Tbi Kato TpsbBa CbWO Aa ca HaaAuue WU APYrn MPUYUHMK
(npeppasnonaraim pakTopm), NOHUKABALLN HUBOTO Ha aKTUBHOCT B YEPHOAPOOHUTE KNETKM
00 o0Kono 20 % oT HopmanHoTo.

4. Kon ca Hau-BaXXHUTe npegpasnonarawm ¢akropu?

Mo-A0/y ca NOCoYeHM Ha-BaXKHMTe npegpasnonaram GakTopu, KOUTO ca MAEHTUPULMPAHN.
Mpw noBeYyeTo NaUMEHTN MMA NOHE eauH OT TAX.

e HatpynBaHe Ha XenA3o B uyepHuA Apob6. Moutn BcuukM naumeHTn c MKT umat
NOBMLIEHO CbAbPKAHME HA KeNA30 B YepHUA Apob, KOeTo ce CMATa 3a HaW-BaXKHUA
$aKTop, yyacTBall, B MHAKTUBMPAHETO Ha eH3Mma UROD. Hakou OT Te3su naumeHTtu
MOXe CbLLOo TaKa Aa Ca Hac/leaunn CbCTOAHUE, HapeyYeHO XeMOXpomaTo3a, KOeTo e
OTFOBOPHO 33 HATPYMNBAHETO Ha TBbPAE MHOIO enA30 B OpraHnU3ma.

e PepoBHa KOHCymauuAa Ha a/IKOXOA.

e BupycHu MHPEKUMM Ha YepHUA Apob. XenaTtuT C e BaxkeH npeapasnonaral, pakrop
3a MKT B MHOro eBpONenCcKN CTpaHu.

e TioTIOHONYyLWIEHE

e W3naraHe Ha HAKOU NPOMMULUNEHU XMUMUKANU

e EctporeHHa  TepanuA. Hanpumep  Kato  opanHa KOHTpauenuusa nnm
XOpMOHO3amecTuTeiHa Tepanua (X3T).

e [wunanusa npu 6v6peyHa HeAOCTaTHLUHOCT

5. KakBu ca cumntomute npum MNKT?

3acerHaTv ca CaMo y4acCTbLM OT KOXKaTa, KOUTO Ca U3/I0XKEHU Ha CAbHYeBa CBeT/iMHa. ToBa
Hal-4eCcTo Cca ropHaTa YacT Ha pbleTe, IMLETO M CKa/NbT, KaKTO U BCUYKM APYTM y4acTblUm OT
KO)KaTa, KOMTO PefoBHO Ca U3/I0XKEHU Ha cabHUE. MopdUPUHNTE, UMPKYAMPALLM B KOXKHUTE
CbaoBe/ KPbBOHOCHUTE CbA0BE B KOXKaTa, CE aKTMBMPAT NPU M3NaraHe Ha CBETIMHA U OTAENAT
cBOBOAHWN pagMKann, KOUTO YBPENKAAT BpPb3KaTa MeENKAY Hal-BbHLWHWUA CNOM Ha KoXKaTa
(ennpgepmunca) n ponHua cnoit (oepmarta), KOETO BOAM A0 KpexKa KoxKa. lMNocneguunte ce
M3pasnBaT B TOBA, Y€ B WM3/IOKEHUTE Ha CAbHUE 06/1acTM O0PU NEeKU HapaHABaHWUA WU
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e)XeZlHEeBHWM 3aZa4M MOraT Aa A0BeAaT A0 PasKbCBAaHE Ha KoOxaTa uam o obpasyBaHe Ha
roIeMn Mexypu, MbJIHW C TEYHOCT, KOMTO Ce NyKaT M 3a34paBaBaT 6aBHO, OCTaBANKM 6enesun n
Masnkn 6envM nosBaurHaTM NeTHa, HAapeyYeHUn MUAUKU. Bb3MOXKHO e Ja Mma NPOMeHU B
NMUIMEHTAUMATA Ha KOXKaTa, KaTo MoXKe ga 6bae NoBULIEHA UAM HAMaNeHa, KaKTo M 3acuneH
pacTeXX Ha PUHO okocmsaBaHe No Hy3uTe K YenoTo. B gonbiHEHME KbM KOXKHUTE npobaemu
YpUHATa MoOXKe faa npupgobuve TbMeH UBAT NOpPaau NPEKOMEPHOTO OTAeNAHe Ha
yponopdupuHu. OcTpuTe Kpusm (KopemHa 60/Ka W yBpeXgaHe Ha HepBUTe, YecTo
NMPOBOKMPAHU OT NEKApPCTBa WM XOPMOHM), KOUTO ce MosBABaT Npu rpyna nopoéupum,
HapeyeHn ocTpu nopdupmmn, HE ce noasasat npwm MKT.

6. Kak ce gnarHoctuuympa MNKT?

MKT ce puarHoctMumpa 4ypes M3MepBaHe Ha MNopOUPMHM B MNPOOM OT KpPbB, YpUHa U
nsnpaxHeHua. Mpu Tesn TecToBe ce Tbpcu cheunduyHaTa CTPYKTypa Ha nopdupuHUTe,
cBbp3aHa c MKT. ToBa € MHOro Ba*KHO, Tbil KaTo APYrM NOPPUPUN CbLLO MOraT Aa NPUUNHAT
nogo6HM KOXHU Npobaemu.

BawmuaT neKkap TpabBa CbWO TaKa ga M3cnedBa OMNUCAHMTE MO-rope npegpasnonarawm
daKTopu, KoMTo ca cBbp3aHu c MKT.

Te we BKNOYBAT KPHBHM TECTOBE 33

- YepHoapobHa PpyHKUMA

- BUPYCEH XenaTuT, YOBELWKM UMyHoaeduumTeH BUpYC (XMB)

- CTaTyC Ha Xe/A30TO N XeMOXPOMaTOo3a

Tobii KaTo MKT yecTo e cBbp3aHa C HAKOM [A0Ka3aTesCcTBa/gaHHM 33 yBpeXKAaHe Ha YepHUs
Apob - nopaay anKoxo, HaTPynBaHe Ha XenAaso, BUpyca Ha xenatnT C unm camata nopdpupums
- BALWMAT IeKap MOXKe 4a Ha3zHauM yATPa3BYKOBO M3c/ieABaHe Ha YepHUs Apob, 3a Aa U3KA4UM
paHu, TBbPAE MHOTO MasHUHM B YEPHUS APOO6 UM HAanMYMe Ha YepHoapobeH Tymop.

B 3aBMCMMOCT OT pe3yntatuTe OT Te3n u3cnenBaHMAa MoXKe ga Bu 6bae npenopbyaHo Aa
nocetuTe Apyr NeKap, Hanpumep YepHoapobeH cneunanmnct UAn XemaTosor.

CtpykTtypata Ha nopdupuHute npu MNKT e TonKoBa XxapakTepHa, 4e OOMKHOBEHO He ca
HeobxoaMmn ApyrM TecToBe 3a onpegensHe Ha BMAA Ha nopoupuaTta. Ha yneHoseTe Ha
CeMelCcTBa, B KOMTO MMa noseye oT eaunH nauuneHT c MKT, Tpabsa ga ce NpeaNoXKN reHeTUYHO
KOHCYNTUPAHE N MOXe Aa ce HaNoXW CKPUHUHT 3a KT tun Il. AKO ce ycTaHOBM reHeTUYHa
NPUYMHA 33 HAaTPyNBaHe Ha Kenn3o, 6n3KMUTe poaHMHK TPsAbBa Aa 6baaT npernenaHu, 3a aa
ce onpeaenu panv Tpabea ga 6vaaT NnpocneaABaHN UK IeKyBaHM 3a HaTPynNBaHe Ha Kensso.

7. MoxKe nu aa ce usnekysa lMNKT?

Bbnpeku ye ocHoBHUTE NpuumHM 3a MKT He moraT aa 6baaT U3iekyBaHWU, CbCTOAHUETO MOXKE
ha 6vae Aobpe KOHTPOAMPAHO M HMBATA Ha NopdUpMHUTE Aa 6bAAT cBEAEHWN A0 HOPMAHU
CTOMHOCTW. BaXkHO e nsBecTHUTe npegpasnonarawm GakTopu Cbluo A3 6bAaT KOHTPOAMPAHMU
nnAn nekysaHu. C NoAX04AL0 NeYeHne KOXKHUTe npobaemu ce pewaBat 6aBHO M eBEHTYaNHO
N34e3BaT, BbMPEKN Ye MOraT A OCTaBAT HAKOM b6enesn. Bb3mMOXKHO € Aa HacTbnu penanc 2
WX NoBeYve roguHun cnepq ycnewHoTto nedeHume. ETo 3awo nauneHTtute c NKT, He3aBucMmo ot
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d)aKTOpMTe, KOUTO AONPUHACAT 3a TOBa, Tpﬂ6Ba Aa npoab/iXKaTt Aa nocCewaBaTt peaoBHO CBOA

nekap.

HeoTaaBHa cTaHa Bb3MOXKHO ie4eHNEeTO Ha MHEKUMA ¢ BUpyca Ha xenaTtuT C ¢ nomoLiTa Ha
AVNPEKTHO AeNCTBaLLM aHTUBMPYCHM NeKapcTea (DAA), KOMTO NeKyBaT BUPYCHaTa MHPEKUMSA U
cBbp3aHaTa ¢ Hea [MKT.

8. Kak moxke pga ce nekysa MNKT?

LlenTta Ha IeyeHMETo e 4a ce OTCTPAHAT UAM HaMansaT BCUYKM Npeapasnosaralm GakTopu, aa
Ce OTCTPaHW MHAKTUMBMPAHETO Ha eH3Mma UROD u ga ce OTCTPaHU M3AUWHMAT NOPOUPKH,

KOWTO ce e HaTpynan B opraHM3ma.

BepoATHO we BK 6bae NpeanoXKeHo eaHo oT ABeTe cneuMPUUHN TeYeHUs:

PepoBHO oTcTpaHsABaHe (0OBMKHOBEHO Ha BCEKM ABe CeaMMULM) Ha eAMHULA KPbB
(cbLULOTO KONMYECTBO, KOETO Ce AaBa OT KPbBOAAPUTENM) 38 HaManaABaHe HMBATa Ha
wenaso. MeAMUMHCKMAT TepMUH 33 TOBa JedyeHne e BeHecekumsa. OpraHusmbT
M3M0N3Ba KeNA30TOo, 3a Aa Npousseae Nnoseve KPbs, M NPOLECHT Ce NOBTaps, A0KaTO
Ce OTCTPaHM AO0CTaTbYHO KONMYECTBO XKEeNs30 - 4Yecto 5 A0 6 eauMHMUM KpbB. B
MoBeYeTo CyYyan TOBa OTHEMA HAKOJIKO mecel,a. AKO MMaTe U XeMOXPOMaTO3a, MOXKe
[la Ce HANOXMU AbArocpoyYyHa BeHeceKumsa. MNMoHMMXKaBaHETO Ha KOHLUEHTpauuMATa Ha
¥enn30 B yepHua Apob sogmn Ao nogobpasaHe GpyHKUMATA Ha eH3uma UROD.

HWUCKKN 003U XNTOPOXMH UAN XMAPOKCUXNOPOXUH (0BMKHOBEHO ABa MbTK CEAMUYHO MO
Tabnetka). BaxHo e Aa ce npuaara camo TakaBa MHOFO Masjka [A03a, Tbi KaTo no-
ronemuTe 034 MoraT Aa npeamsBMKaT OCTPO 3abonaBaHe. XNOPOXUHBT U
XMAPOKCUXIOPOXMHBT NPaBAT NOPPUPUHMTE MO-Pa3TBOPUMM M MOBULLABAT TAXHOTO
oTAeNAHe B ypUHaTa, KOETO MOXe Zla AoBeAe A0 M3BECTHO NOTbMHSABaHE Ha ypuHaTa.
TblA KaTo ce M3M0/3BaT CaMO HUCKU [03U X/JOPOXUH WAU XUOPOKCUXIOPOXUH,
0B6MKHOBEHO He ce Hanara peoBeH OYeH npernea,

N nseTte nevyeHns ca epeKTUBHU NpU MOBEYETO MauMeHTU. M360opbT 3aBUCKM OT Pas/INYHK
baKTopu, BKAOUYUTENHO OT TOBAa KOM Ca HaW-BaKHMTE MNpeapasnosiaraliy CbCTOAHUA Npu

BCEKM nauueHT. NNoHAKOra moxe n aBeTe neyeHUA aa ca HeO6XO,CI,MMM. Mpun nauyeHTn, npu

KOUTO HUTO €4HO OT TE3N ABE NeYeHUA He € noaxoaAauo, ma U gpyrn Bb3MOXKHOCTU, KaTo
Hanpumep NeKapcrtsa, KOMTO NOMaraT 3a U3BEXAAHETO HA KEZIA30TO OT OPraHn3ma, Bbnpeku

4ye NpunaraHeETo Mm € No-CNOXKHO.

Apyrn mepku:

Ankoxon. Bcuykn ankoxonHW HanuTKM Tpabsa ga ce nsbareart.
TioTiOHONYLWeHeTo TPAbBa Aa 6bae NpeycTaHOBEHO.

European Porphyria Network (EPNET) - HGhOpMayUOHHA AUCMOBKA Page 4 of 6



e EctporeHHa Tepanusa. KeHUTe, KOUTO Ce NIeKyBaT C eCTporeH, we 6baatT nomoneHn aa
cnpaT npvema my no Bpeme Ha nedeHmeto Ha MKT. Bbnpeku ToBa, chea Kato npemuHe
neyeHuneto 3a MKT, moxe ga e Bb3MOXKHO A3 ce Bb30OHOBM XOPMOHaNHATa Tepanus.

e [Jlob6aBsku c }kena3o He TpAbGBa Aa ce NpMemaT, OCBEH aKO HAMATE ACHM A0Ka3aTencTsa
3a XKesieseH aepuumnT.

e JleyeHue Ha xenatut C. KT npu naumeHTn ¢ xenatmt C moXKe Aa OTWYMU NpU NeveHne
C AMPEKTHO AEeNCTBALLM aHTUBUPYCHU nekapcTea (DAA).

NMoHAKOra KOXHUTE CUMITOMM MOTaT Aa ce BAOLWaT, a YPUHATa Aa NOTbMHEE NpU 3amno4BaHe
Ha nNeYyeHUneTo.

9. KakBo mora aa HanpasAa?

* JloKaTo JIeUEeHUETO 3ano4He Aa Aeiictea: MN3bareanTe cabHYEBa CBET/IMHA W Npeana3BanTe
KOXKaTa CM OT M3/1araHe Ha CBET/IMHA. KorKaTa Wwe OCTaHe KpexKa U YyBCTBUTENIHA KbM APKA
CNbHYEBA CBET/IMHA B NPOADB/IKEHME HA HAKONKO MeceL,a, A0KaTO IeYeHMETO CTaHe HAaMbHO
edeKTMBHO. YBpexaaHeTo Ha Koxata npu MKT ce npuynHABa OT BMAMMATA 4YacT oOT
CBET/IMHHMA CMEKTbP Ha CAbHLETO, KOeTo O3HayaBa, 4Ye OOBMKHOBEHWUTE CAbHLE3aWMUTHU
npoAyKTM (KOMTO Npeanas3BaT OT y/ATPaABMOJIETOBA CBETAMHA) He pgencTeaTt. OTpasAsalmTe
CNbHLUE3aWMTHM NPOAYKTM Ha 6a3aTa Ha NOKPUTME OT TUTAHOB AMOKCUA, N LLUHKOB OKCUA
we 6baat no-epeKTMBHU. M3N0N3BAHETO HA KPeM 3a TeH, CbAbPrKaLl, AUXMAPOKCMALETOH,
MoXKe ga 610KMpa A0 M3BECTHa CTeneH CBeTAMHaTa. Tpabsa aa nsbarsate HapaHsABaHe Ha
KOXaTa, KaTo HOCUTe 3aMUTHO 0O6NEeKN0, Hanpumep pbKaBuuM (3a npegnoyntaHe ot 6an
namyk), wanka (Han-gobpe c nepudepua nam B cTun YykaecTpaHeH NermoH), 3aTBOPeHU
06yBKM, @ HE CaHAaNM, U Aa HAMANUTe U3naraHeTo Ha CAbHLe npes ToBa Bpeme. PaHute nnm
CNyKaHUTe mexypu TpabBa Aa ce NoaabpKaT YMCTK, @ BCAKA KOXHA MHPEKUMA a ce NeKkysa
He3abaBHO.

e PeaKumum Kbm gpyru neKapcrBa: 3a pasfvka oT apyrute Buaose nopdupuu, MNKT He
npeaun3BMKBa OCTPU KpM3M Ha NopdupUA, ObAXKALWM Ce HA APYrX IeKapCcTBa. 3a CbKaneHue
HAKOM NieKapu n papmauesTn 6bpKaT MKT ¢ "ocTpute nopdupmnn" n morat ga BM Kaxkat ga
nsbareate onpeaeneHn nekapcrea. Mo NpUHUMN MOXKeTe Aa npuemaTe KakBUTO JIeKapcTBa
M3NCKBA BALLETO 34paBOC/IOBHO CbCTOAHME.

10. Kbae mora ga nonyya noseye uHpopmauyua 3a MNKT?

T Kato MNKT e psgKo cpelaHo 3abonaBaHe, NOBeYETO 0OWONPAKTUKYBALLW IEKapWU HAMAT
roNam OnuT C Hero. Bbnpekn ToBa AepmaTonosuTe npernexgart noseyeto xopa ¢ KT u
MOHAKOra MoraT A4a NOMCKAT CbBET OT CNeLnanm3mpaHma LeHTbP No nopoupun.

AKO ce MHTepecyBaTe 3a BEPOATHOCTTA Aa nNpeaaseTe 3abonaBaHeTo Ha geuaTta cun (bamunHa
MXT), MOXe Aa ce HacouMTe KbM FeHETUK MM CheuManusupaH LeHTbp no nopdupum 3a
nHpopmaums.
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CbabprKaHWETOo Ha To3M yebcalT ce 0CHOBaBa Ha KOHCEHCYC, CblacyBaH MeXXay NapTHbopuUTe
Ha EPNET.

Bbnpekn 4ye mma peguua gpyrn U3TOYHULM Ha WMHGOOPMALMA, NOBEYETO OT KOMUTO ca B
WHTEPHET, Te MOXe Aa He ca NOTBbPAEHM OT cneumanmctn no nopdupuun. Noseyeto ot TAX
AaBaT nogpobHa nHdopmauma 3a BCUYKn Gopmn Ha nopdupms.

MaumeHTCKUTE acoumaumnmn moraT ga 6b4aT 406BP BapMaHT 32 KOHTAKT OTHOCHO MHbOPMaLMA,
paboTa B mpeXa M noakpena. Mpynu Ha nauueHTV ¢ nopdupua B Pas/IMYHU eBPONENCKU
CTpaHu ca n3bpoeHun Ha yebcalita Ha_EBponeiickaTa mperka 3a nopdpupun 1 Ha yebcarita Ha
FrnobanHata Koanuuma 3a 3acTbnHMYecTBO 3a nopoupua (GPAC: https://www.gpac-
porphyria.org/).

MpepasrnegaHo despyapn 2021 r.

Bnarogapvm 3a HanpaBeHuAa nNpeBoA Ha Jlyuuns Lonosa, monekynspeH buonor B
nabopatopus "Mopdupun", YMBAN "Cs.UBaH Punckn", Codpusa .
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