ITbPBNYHU SHAHNA A
PEJAKUTE BOJIECTA

KakBo e ToBa ,,paaka 6oJiect?*

Psimka 6ostect e Ta3u 60JIECT, KOATO 3acsAra MHOTO MaJIKa — B CpDaBHEHUE C
ob1oTo HacesieHWe — Tpymna xopa. B EBpoma e mpueto, ye rpaHuIlara,
IIPU KOSATO /Iaj/ieHO 3a00JIsIBaHe ce CUMTa 3a PAJIKO, € YeCTOTa, IMOo-MajIKa
OT 1:2000 yoBeka. ChINeCTBYBaT U JAPYTH HOPMHU WJIH TPaHUIIU, KOETO
O3HAyaBa, 4Ye OIPeAeITHETO Ha €eJHO 3a00JiABaHEe KaTo PSAIKO €
conpasieH KOHCTPYKT H/WJIM TIIporec Ha coIuagHo (CyOeKTHBHO)
KOHCTpyHpaHe Ha ompesiesieHa 00eKTUBHA OHMOJIOTUYHA peatHOCT (B T.d.
1 Hali-Beue Ha OCHOBaTa Ha 0OEKTUBHO YCTAHOBEHO 3HAaHMeE 3a 00JiecTTa).
TpsabBa ;ma ce uma npesBu/, ye 3ab0JisiBaHe, KOETO e CUUTA 3a PAJKO B
e/INH PErMOH Ha CBeTa, B JAPYr PEeruoH MOKe Jla € YEeCTO CPEeITaHO
(kacrmuecku MpUMeEp TYK € TajlaceMHUsTa — TeHeTHYHO 3aboJiiBaHe Ha
KPbBTa, KOETO € CPABHUTEIHO UecTO cpemaHo B Cpean3eMHOMOPCKHS

OaceliH, HO UMa ctaTyT Ha psAAKo B CeBepHa EBpora).

Koaxo ca peakure 6oJiectu?

Penkure OoJsiecTH ca MHOIO — HAKOJKO Xwasgnu. KpM gHernHa gara ca
OTKPDUTU — CIOPEJ, Pa3jIUudYHU H3TOUHUIU — Mexcdy 6 000 u 7 000
3aboaseanus, T.e. 00JIECTHU €IUIINHH.

AKO HAKOHM cl MHCJIH, Ye TOBA € MaJIKO B CPaBHEHHE C APYruTe 00JIECTH
I HaceJIEHWETO Ha CBeTa, OUX Io IOCHhBETBAJI Ja H3IHIIE ITOAPOOHO
ypcjaTa oT 1 0 6 000 U Aa BUAU KOJIKO BpeMe Ille My OTHEME TOBa U
KaKbB 00€M CTPaHMIIM. A CJIeJ] TOBA Cpelly Bcska nudpa jia uU3IMuile

chbOTBeTHaTa 0oJiecTHA eAnHuIA.



ToBa orpoMHO pasHoOOpaswe IIpU PeaKuTe 00JeCTH, € €eaUH OT
dbakTOopHTE YECTO Te J]a ca TPYAHO AUarHocTUnupyeMu. Tyk pasoupa ce,
MMAaT 3Ha4eHHe U MHOKECTBO JIpYTH (aKTOPH, B T.U. © MAJIKOTO HAJTUYHO

3HaHHE 3a Ja/l€eHa boJtect.

OO0 XapaKTEPUCTUKH U IIPOU3XO0/] HA PEKUTE

3200JABaAHUA

Baumanme: [lowmu e6cuuku 2eHemuuHu  3aboassamus  ce
Kaacuguyupam xamo pedxu 60.1ecmil, HO He 8CAKO pAdKo 3aboassaHe
uma eeHemuueH npousdxo0 (HAKOW BHUJIOBE PaK WA aBTOMMYHHU
3abosissBaHMs ca UHPEKIINO3HU).

[IpuunHUTEe 32 MHOTO 3a00ssABaHUA (peAKH, XPOHHUYHU, aBTOUMYHHU,
IMUBWIN3AIIMOHHA — HE3aBUCHUMO KaK ce KBajudumupar) He ca
U3BECTHU.

B MHO3MHCTBOTO C/IyyaW peJIKUTE OOJIECTH ca CepuUO3HU, XPOHUUHU U
Yyecmo npozpecupawju.

Hskou OT TSX ce npoasssam owje 8 Kepmadecka uau demeka 8s63pacm —
HaIIpUMep CIydauTe Ha BpoJieHaTa YyIJIMBOCT Ha KOCTUTE, CHHAPOM Ha
Per wim cunzapom Ha /lpaBer. IloBeuero oT penkute 6Oojectu ce
nossssam 8 3psaa sws3pacm (06osect Ha XBPHTUHITHH, OosiecT Ha KpoH
win Oonect Ha Illapko-Mapu-Toor, amuoTrpoduyHa JaTepasHa

CKJIEpPO3a, paK Ha IIUTOBHAHATA KJIe3a 1 JP.).

KakBHu ca MeJUIIMHCKHUTE U COIIUAJTHUTE
MOCJIEeAUIHU OT PAAKOCTTA HA MOJ00HHU

CHhCTOAHUA?

O6acTTa Ha peKkUTe 6OJIECTH CTPAZIA WJIU Ce XapaKTepHU3Hupa C OTPOMEH

lepKUT OT MEeAUITMHCKA W HAay4YHU MO3HaHUA. /[BJITO BpeMme JieKapy,



W3CJIe/0BaTe U IIOJIUTUII He ca 3HaeJU 3a ChIEeCTBYBAHETO HAa TE3HU
3a00JIIBaHUSA U B PE3yJITaT Ha TOBa JIOCKOPO HE MOJXKEIe Jla ce BOIHU
Ch3HATEJIHA U IleJleHacoYeHa MMOJIUTHKA B Ta3H 00J1acCT.

BbIpeku e Bce Ollle HAMA JIeKapCTBa, KOUTO Jla U3JIEKyBaT 3aCEerHATUTE
XOpa, ¢ IOMOINTa Ha CBHINECTBYBAIIUTE MEAUKAMEHTH € BB3MOMKHO
3HAYMTEHO Ja Cce IOA0OpPH KAadyecTBOTO U MPOABIKUTESTHOCTTA Ha
’KMBOTA HUM.

ITpu HAKOM peAku 3a00JIsIBaHUA € MOCTUTHAT 3HAUMTEJIEeH HAIpPEeIbK,
KOUMTO ITOKa3Ba Ha BCUYKH, Ue He OMBa Jla ce OTKa3BaMe, Ye CH CTPyBa Jia
ce OOpUM M J]a yBeJTMUaBaMe KaKTO U3CJIe/oBaTe/ickaTa CUCTeMa, TaKa 1
obIecTBeHaTa WH(QOPMUPAHOCT 3a OTAENHUTE 3abossaBaHUsA. TakbB e
CJIy4asiT C OIIEPATUBHOTO JIeUeHHEe Ha CUMIITOMATUYHUTE IIepUHEBPATHU
kuctu Ha TapsoB. 3a chikajleHWe MPaBUWIHUAT IIOJXOJ] € Helo3HaT 3a
OBbJIrapCKUTE HEBPOXUPYP3HU U T€ ONEpPUPAT T€3W KHUCTH, KaTO pe3yJITaTa
€ HHBAJIMAU3aI[is Ha YOBeKa.

Penkure OoJsiecT ca mpoOseM ¥ Ha ToJisiMa Ipyla Xopa U TEXHHUTE
CeMeMCTBa, KOUTO He ca IMPaBUJIHO JUATHOCTUIIMPAHU WJIU U300110 He ca
AUarHOCTUIIMpaHU. BuHarm, koraTto craBa JyMa 3a Jiela, IOHOIIN WU
MJIQJIE’KU CTPAJIaHUETO Ha OOJIHUS XBBPJA CBOSITA CeHYECTa IieJieHa
BBPXY IAJIOTO CEMEWCTBO, KaTO TO THPIM HE CaMO MEIUIMHCKHUTE
ITOCJIEUIN OT O0JIeCTTa, HO U HETATUBHUTE COIUATHO-UKOHOMUYECKH U
TICUXOJIOTHYECKH TIOCIEIUITN OT OOJIeCTTa.

Tesu xopa cTpazilaT MHOTO U CUCTEMHO, T.€. 3aCETHATH Ca BCUUKU 00JIaCTH
Ha JKHUBOoTa uM. JIMIIEHH ca OT CoIda/iHa M MeIUIIMHCKA IOAKpeINa, a
cTeHaTa Ha oOIecTBeHOTO Oe3paszymune e HempobmBaema. ETo 3ammo e
MHOTO Ba)KHO /la Ce pa3BHBa O0IaTa MpaKTHKa, IpodecruoHaTHaTa U
collMa/IHaTa WMHTErpalusa, KaTo ce IOocoYBa IIpaBMJIHATa IOCOKAa 3a
KOMYHUKAIUS MEXKAY MEIUITMHCKUTE 1 HAyYHUTE IIPEJICTABUTEN, KAKTO

1 MKy MeJININTe, OOJTHUTE U TEXHUTE CEMEUCTBA.



KakxbB HanpeabK ce OUaKkBa B AMarHOCTUKAaTa 1

JedeHHueTo Ha peAKuTe 001ecTu?

Mno3uncmeomo om npobaemume TPU BCAKO PAAKO 3a00JisIBaHE He
Mozam da 6v0am peuieHu 3a Kpamxko epeme, a HAKOU U300III0 HE MOTaT
Jla ce periarT JHeC.

HezaBrcuMo, ye CTOTHUIIN PeKH 00JIECTH Beue ce JUATHOCTHUIIPAT Ypes
IIPOCTH TECTOBE BBHPXy OHOJIOTHUUYEH MaTepuasl, 4e IIO3HAHUATA 3a
OTAEeHUTe 3a00JIIBaHUSA Ce YBEJIMYaBaT KaKTO Ype3 CIIOJieJIsHe Ha
pe3yITaTUTe OT BCe MOBede U3CJe/IBaHUs, TaKa M Upe3 IMOJIUTUKUTE Ha
€BPOIEHCKUTE bP3KAaBU, B KOUTO Ce IIPOBEXKAAT T€3UW U3CJIeIBAHUS, BCE
ome mpobseMHUTe ca B ITBTH IIOBeYe, OTKOJIKOTO IIpeJIJIaTaHUTE
edbextuBHU peliieHuss. OcoOeHO B cTpaHU KaTo bbirapus, B KOUTO

HUANOTHATA Ha IIOJIMTHYECKAaTa Kyiaca € HelHa OCHOBHA XdpaKTEPpHUCTHKA.

Kak 1a ce nosiyuyu nHoOpManua 3a KOHKpeTHa

pAaka 6osecrt?

B WutepHer uMa orpoMHa uHdopmarusa 3a peakute 6osiectu. EnuH ot
Hall-BakHUTe TopTasin € OpdaHer, HA KOUTO MoraT Ja ce HaMepsAT
JJAaHHU 3a HaJ, 6000 3a00JiiBaHUSA, KAaKTO U 32 JUATHOCTUKA, JieUeHUe,
xiacuduKanuy, CHMOTOMAaTHUKa, T.HAaP. JIEKapCTBA CUPAIU U JIP.

[To-zmosry ca myOGJIMKYBaHU Ba)KHU W MOJIE3HU €JIEKTPOHHU aj[pecu Ha
calToBe, KOUTO IIle ITOMOTHAT HA XOopaTa ¢ PeAKdu 0O0JIeCTH U TEXHUTE

ceMencTBa B ThpceHe Ha MH(pOpMAIUA U ChBETH 32 IPABUJIHU JEeNCTBUS.

KHKx

JlaBam cH siCHa CMeTKa, KOJIKO eJIeMEeHTapeH U OTPpaHWYeH, BEPOSTHO
Jlopu U cinabo nHpopMaTHUBEH, € TO3U TeKCT. M Bce Imak, koraTto Oesata

BP'BXJIETH BCE OT HAKDB/EC TpH6Ba Ja ce 3all09HE OMUTKaTa C Hesl.



EjexTpoHHM aapecu:

HarmuoHaTHUAT aTnaHce Ha Xopa ¢ peaku 6osectu. https://rare-bg.com/
HHCcTUTYT TI0 penku Oosectu. https://www.raredis.org/like all of us-
2?lang=Dbg

The portal for rare diseases and orphan drugs.
https://www.orpha.net/consor/cgi-bin/index.php

Yecto 3aZjaBaHM  BBIOPOCH 3a  peaKuTe  OoJsiecTm  H300I10
https://www.echo-histio.net/e1570/e1630/e2393/index bul.html

bBrosieTun s3apase-ECY, opoit 231 — Ha dokyc
https://health.ec.europa.eu/other-pages/basic-page/health-eu-
newsletter-231-focus bg

npod. ncH bo:xuaap UBKoB
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