NHO®OPMAIIMA 3A:

HaunMeHoBaHHE HA 3200JI9BAHETO

E80.2 JIpyru nopdupuu

1. Hacnencrsena xonponopdupus ( Bponena konponopbupus, BKITI)(Coproporphyria
hereditaria, HCP unu Hereditary coproporphyria)

Moas, nocoueme baHO HAUMEHOBANNE 1 3aDOTAGAHEMO HU BBLASAPCRU E3UK CH2TACHO HOMEHRIAMYPpAna nd
MEKBI0. Mous, nocoueme CUHOHUMY U QIRNEPHAMUGHI  HAUMCHOGUHUA  HA saboassaneno, aKo MaKusd
CHULCCMBYBUNL,

OnpeneieHne Ha 3200/11BAHETO

KPATKA JEEOUHMUMA HA BOJIECTTA: HanencTBenara xonponoptdupus (BKII) cmamza xbM
rpynaTa Ha 4epHOAPOOHUTE MOPYUPUH — XETEPOTCHHH, BEIeCTBOOOMEHHH 3a00sABaHus, B
OCHOBATAZ HA KOUTO CTOM BPOJEH MM MNPUIOOHT AeUUAT HA ONPENECH EH3UM OT

JuocuHTE3aTa HA XeMa.

ETUONOMNA:

B ocrorara Ha BKIT cTou BpojeH YacTH4YeH NeQUUUT Ha EH3UMa KOIIPONIOP(HUPHUHOreH
okcunasa. IlpeaBa ce aBTO30MHO-TOMHHAHTHO. B pe3ynrar Ha TOBa B HCpHHA npob ce
HATPYNBAT FONIEMM KOJIMYECTBA KonpornopGHpHHOTeH, CHOTBETHO KOMPOIIOpOHPHH.

K/IMHAYHH nPORBU:

Knuuuuecks 3a60fABaHETO Cce XapaKTepusupa [JIaBHO CBhC CTOMAIIHO-YPEBHH M
HEBPOBHCLEPEIHU SBICHHSA, & NPU HSKaH Gonuu U ¢ goroxepmarasa. J[Bara cuHApoMa ca
He3apucHMH efuH oT Apyr. Clex Bb3AeHCTBHE HA MHAYNMpPAlIUTe XeMcuHTe3aTa (HakTopu
(CHUIMTE KATO MPU OCTpaTa MHTEPMUTHpALIA nopdupHs) B UepHUs Apob ce HaTpymBaT Ae/ITa-
aMMHOJIEBYJIMHOBA KHCEJIMHA (JAJIK) u ropdobunuHores (TIBI") 1 TOBa BOAW O Pa3BUTHE
Ha OCThp mopuUpHYEH NPHCTHIL OcTpuTe TpPUCTHIHM MO HHIIO HE Ce pasnuyaBar OT
IpACTBOMTE HpH  OCTPa  HHTEPMUTHpAIIA mopbupus u  nophupus  Bapuerara.
dotozepMaraszaTa, Koraro T € Haaule (30% ot ciydaMTe), ce U3sBABA C JICCHA KOXHA

PaHUMOCT, XUnepnurMeHTanus U XuIepTpuxo3sa Io OTKpUTHUTE 4YaCTH Ha tsnoto. Ilosieata Ha

MeXypH € pAIKOCT.




FEHETUYHA KOHCYNTAUMSA: YCTAaHOBABAHETO HA [CHHATA MyTauus [pH PONHUHATC U

JUCITAHCEPU3UPAHE HA OOJIHUTE € 3aTbJKUTEITHO YCIIOBHE 3a TIPEATIa3BaHC OT HPHUCTBIIL.

NEYEHUE:

JledeHHETO HA OCTPHUTE MPUCTHIM ca ChIUTe, KakTo npu OUIT u PV.. Jluncsa e(eKTUBHA Te-
pamus Ha Koxuute npomern. Heo6xomumo e GonHuTe 1a M30ATBaT U3/IAraHeTo Ha CIBHIE 1
TpaBMH I10 PBIETE.

A’/()."IH; HARUULEINE KPAMKOo  OnUCAHUe Ha  3a00IAGUHENIO  CHAAUCHO npuemume 6 1)..’1_7.‘7(’(1]7115[ ,v'W(’()Ilulll-IC'Klt
CIAH )apmu, HAYUOHATHY KOHCEHCVCH, HACOKY 3d ()()6})0 RPAKMURA U CKCREPInHUY CHIAHOGUUA HU HAYUOHTTHY
KOHCWIMAHING H HAYUHU ()[7_1/‘.’”(,'(?(31716’(1 ()i’lpd()(ﬂ,’fldHllel’)l() ceosa od 8KIIOU8A HH(/)()/?,WCII/M}I 8 pe3OMuUpan 6ud Ha
(")'b."ff.‘(l/’(‘lx'll CIUK 20 CHOROSUANIL, KAUHIUYHUINE HPOSEU, CCHENUYHA KOHCYAMJYUA U AeHeHie Had 3aB0ARBAHEMO.

Yernpunudpen kox Ha 3a6osssanero 1o MKb-10 (ako TakbB € HaJIU4€H)

E80.§2 Jpyru nopdupun

Hacnencteena  xomponopdupust  (Bpoznena xonponopdupus, BKIT)(Coproporphyria
hereditaria, HCP wmu Hereditary coproporphyria)

Moast, nocovenie uemupuyudpen ko0 Ha 3a00IABAHEMO CHIAACHE HOMEIKIamypama MKB-10. Ako markve ne e
naANYeN, MOAA UTIONCEme NPeOIONCenye 3a AOCKBUNO U 00CHIOBEPHO koOupave na 3aoorasaneno &
HOWUOHGANGINA 30PAGH CUCTNEMA.

Kox ua 3a6oassanero no Orpha code:

ORPHA code 79273

Moias, nocovene K00 HA 3q00IKGANEMO Cb2IACHO HOMEHRIamypantd Orpha code (hup://www.orpha.net). Axo
MAKBE He € HATen, MO UZI0ACENe NPeOTONCeHUE 3 40eKGamHO 1 QOCMOBEPHO KOJUPAIe HA 3aDOIAGANENO
8 HAYUOHAAHAMA 30PAGHE CUCHIEMA.

EnnaeMHOJIOTHYHH JaHHH 32 3a0oasBaHeTo B Pemy0inka bnarapus

Hop‘alm HHCKaTa UM 4€CTOTAa HOp(I)I/IpI/II/ITC HE Ce IMo3HaBar D;o6pe U peauua cirydau ocrasar
HeraBI/IJIHO IUarHOCTHIIUPAHH.

Ot 1990 T. [0 cera ca JHATHOCTHIMPAHH, JIEKyBaHH M JBITOTPAHHO NMPOCICAIBAHH 3-ma
6omux ¢ BKII ot naGoparopusra o nop@upyuy ¥ KIMHAKATA [0 raCTPOCHTEPOJIOTHA.

Hsm?aa JaHHH 3a 3a6051€eBaeMOCT B 60JIECTHOCT MOPaji MalIKOTO OOJIHM , JHATHOCTULUPAHH C
Ta3u GopMa Ha IIOpPUpHUs B CTPaHATA.

Hof)a;m aBTO30MHO-JIOMHMHATHOTO IIpedaBaHe Ha oonectra, BKII He mnoanexu Ha
OKOHYATEIHO M3JeKyBaHe, BCHYKM JHArHOCTHLHMPAHH H JICKyBaHH MHAlMCHTH OCTaBaT Ha
6e3cpoUHO HAOMIOAEHHE OT EKCIIEPTHOTO 3BEHO, a 50% OT IMOKOJIEHHUETO Ha BCAKO CEMENCTBO
ce ouaxBa ja Hocu medextHust reH. Iloppupusra ce ynacienssar ¢ clHaKksa 4ecToTa NpH
JIBATA TI0J1A.

Moist, nocoueme enudeMuoROIUHY 0arnl 3d saboaasanenio ¢ Pemvbauxa buneapus. fannume mpabsea ou
BRAKINGAM UHGPOPMAYUA HA OBIZAPCKY. E3UK 3 saboaesaesocmma, Goaecmuocmmd, npejcusseMocmnd u
CMBPIMHOCAING HA 3A00IACUHEMO 6 Gvacapeka 0Ba ROAVAQHUA, KAKNIO 1 XAPARIMEPUCIURL 1 O1AREAH Bpoit Ha
RONYAGYUANIU 6 PUCK.




B T.4. Hay4yHH Ny0JMKAlMH OT MNOC/HeIHHTEe NeT TOJAHHH H NPHI0XKEHA
oubanorpagcka cnpaBka

JlanhuTe Ha GasaTa Ha HAWYHATA JOKYMEHTAllWs M apxuB Ha Jlaboparopus rmo nopdupuu 1
MOJEKYJIpHA MarHOCTMKa Ha BHPYCHH 4epHOAPOOHM 3a0O0psSBaHMSA KaTo €IUHCTBEHOTO
dyHKIMOHMpAam0 3BEHO B CTpaHaTa, OOEIMHSBAIIO JIWArHOCTHKATA, JICUCHHETO X
TIpOCIEeSBaHETO Ha GONHY ¢ HOPHUPHSL.

Moast, nodkpeneme unopmayuama 36 eRUOEMUOTOSUNHIME OaHHU 3d saboaasanemo 6 bwracapua ¢ danuu om
HAYUHY MYOIUKAUNY OM HOCACONUME REM 200UHN. Butnuoepagpckama ungopmayus c1edsa 0a 6xoe oQopmend 8
cmua Bankyevp. Moas, npuaoxcene AoanOmeKcnos 8apUAHM HA YUMUPUHILINE HAYUHU nyOauKkayuuy.

EnueMHo/I0THYHH JAHHH 32 3200/1BaHeTO B EBponeiickus ¢b103

I'Ipe,b,nonara ce, Ye yecToTaTa BCpes, €BPONENCKOTO Hace/IeHeo e OKONO 1:200 000.

Mons, nocoveme enudemuoiocuwiy dannt 3a 3aborasanemo 6 EGponeiickus Cvios. Aannume mpabea oa
arousam  unpopmayus,  Apesedena NG Dviaedpeku eswx  3a saboaeeaesocnima.  borecinnocming,
RPENCUCLEMOCHTING 14 CMBPIHOCTING HA 3GDOAAGGHEMO 8 CEPONCTICKA NORVACUUA, KAKMO U XUPAKINEPUCHIUKY I
owakean Opo 1A RONYAAYUIMA 6 PUCK.

B T.4. HayuHH ny0JMKANMH OT MOCIEAHMTe MNeT TOJMHM H NPHIOKEHA
oudamnorpadeka cnpaBka

George Elder, Pauline Harper, Michael Badminton, Svere Sandberg, jean-
Charles Deybach. He incidence of inhrrited porphyrias in Europe. J Inherit
Metab Dis.2012: DOI 10.1007/s10545-012-9544-4.
Moasi, nookpenenie urGOPMAUUAING 3d ERUOEMUOAOSUNHUNIE DAHHIt 3d saboaseanemo ¢ Eeponetickus ¢vios ¢
OaHHL OM HAVYHY RYBAUKAYUU O NOCACOHUME Nent coouny. Bubruospagickama ungpoparayus credsa oa 0voe
()('/)Op"l{(;’H(} 6 CH BGHK}'(H?[} i\/[().fl}l, npUIQHCCINe NBAHOMEKCHO6  GAPUUARIn. Hd yumuparume HAYUHU
IVOTUK AU,

OmeHKa HA CHOTBETCTBHETO Ha 3a00/1BAHETO C AePMHHMIMATA 32 PHAKO 3afossiBaHe
cpriaacio § 1, T. 42 0T JONBJIHUTEJIHHTE pasnopeadn Ha 3aKoHA 32 3APABETO

3a60/11BaHETO CHOTBETCTRA Ha Ae)MHUILMSITA 3 PAIKO 3a00IIsIBaHE.

Moag, Oexaapupdaiine CoOmeemcmeuemo Ha 2a00IAGANEMO ¢ QeHUIUYUAMA 3d PAOKO 3aBOIACANE CIAACHO 1.
. 42 om donvanumennume panopedtu na 3axkona sa 30pusema.

Kp]ﬂTele/l 3a AMATHOCTHIHPpaHe Ha 3200JI9BAHETO

I. AHAMHECTHYHH KPHMTECPHH 32 auar”Hosara.

1. Omnaksanus, oQOPMSINY [ACTPOEHTEPOJIOTHIEH CUHAPOM: KOPEMHH Gonku
¢ pasHoOOpasHa XapaKTepHCTHKa (nudy3HH WM JIOKAJIW3MpPaHH,
OCTOSHHA WX KOTAKOOOpa3HH, HpaIMApAIIH H HEHPaIMApallH), TajeHe,
TOBpBIIAHE, 3aleK, cyouneyc.

2. OmiakpaHus, 0GpOpMSILIM IEPMATOIOTHYEH CHHAPOM — B 30% ot
CJlydauTe-: MHOTO JICCHA KOKHA PAHUMOCT [0 OTKPUTHUTE HACTH Ha TANOTO.
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Koxarta mo OTKpUTHTE YacTH Ha TAIOTO € NO-ThMHO IIMIMEHTUpana. Yecto

10 3UTOMATUYHUTE 00JACTH U MTapaopOUTAIHO Ce MOSIBSIBA XMIIEPTPUX03a.
3. OmnaxBaHus, odopmsIH HNCUXUYEH CHHJIPOM;

JieTIpecHst,0e3M0KOMHCTBO,4YaCTHYHA HITH ITbJIHA 1€30PUEHTHPAHOCT.

4. Jlpyru omiaKBaHH: OTIAJHAIOCT, ChbplEOHEHE, AU3YPHUYHH CMYLICHHUS

5. JlaHHM 3a WpPEAIIECTBAIO BB3AEHCTBHE Ha CICIHUTE OTKIIOYBALIM
pa3BUTHETO Ha mnpHucTbna (akTopu: MHOPGUPUHOrEHHH JIEKapCTBa,
MEHCTpyaJleH LHUKBI, OpeMEeHHOCT, IllajJyBaHe, ocTpa (u3uyecka ymopa,
CKOpPO IMpeKapaHa WK HajJWyHa HHQEKIMs, alKOXOJl, H3JIaraHe Ha
CTbHYEBA CBETJIMHA.

6. JlauaM 3a OMHM3BK pONCTBEHUK ¢ nokazaHa BKIL

[I. Cnenmajusupand JiabopaTopHH H3CJIeABAHHA — TNOPPHUPHH-OENTHYHUAT
KOMIUIEKC B IUIa3MaTa uMa (QUIyOpecIeHTeH MakcuMyM Ha 618mm, Ho
KONponopdUPHUHBT B ypHHATA H3pa3eHO Npeobianasa Hall yponophupUHa.
Ilpy ocTbp mHOpQUpPHYEH MPUCTHII C€ I[OBHIIABAT B YypUHAara S-
aMHHOJIEBYIMHOBATA KUCETHHA H 0COOEHO NOPPOOUIHHOIEHET.

Moas, ustpoiime Kpumepuune 3a QUACHOCMUUPUNE HA 3aD0as6anems (degunuyus na
cryuai). Mons,  exkmoueme  unhopyayys o OvAUPCKU €3URK 34 NpusHayume U
CUMIIMOMIME HA  3ABOASGAHEINO, eMUOIOUAMa U namozeresama.  Mupopmaywima
credsa O ce NO306UASH HA NPUEMU 1 YMEbPOeHU MEeOUYUHCKY CRIGHOUPIN. HAHUONAINY
KOHCEHCYCU, HACOKU 3d 000pA NPAKMUKG U eKCAepmNY  CIANOSNIYA Hi HOYUOHAIHY
Koncynmanmu u nayun opyoecmaa. B cavuaii, we macuea ne ca naawsny ¢ Penyoiura
Buieapusi, Apuaoscenime wyucoecnpanii Cmandaping, HACOKU U KOHCEHCYCU Cl1edsd 0d
Gwoam npeseoeny HA OBIAPCKU  E3UK U GOAIMUPARY  CHOOPAZHO  KOHKpemHama
cneyuhuka w yeTosus HA DbAXAPCKAMA 30PAsHA cucmend.

B T.4. HaydYHH NyOJIMKANMH OT IMOC/IeJHATEe NET TOAHHH M NPHJI0KEHA
oudanorpadcka cupaska

1. 1. AmxapoB. J{narHOCTHYEH ¥ TepaneBTHYEH AJIrOPHTHM (koHceHcyc).banrapcko HayyHO
ApykecTBo no racrpoerteposnorus. [lopdupun. beiarapcka XenaToracTpoOCHTEPOJIOTHsL.
[.2010 — Ku. 2 ctp. 170-183

2.Amxapos JI., Usanosa A. OcTsp nopdupuyes npuctei. Gopym Memuxkyc. bp. 1,12 sayapu
2015 .

3.Badminton M. Synonims of acute intermittent porphyria. Online review issued by NORD.
2013

4. Peter Tishler. Hereditary coproporphyria. Online review issued by NORD. 2015

AJropuTMHu 32 jieyeHHe Ha 3a60JsBaHETO

(Chraacuo IMarHOCTHYEH H TEPANeBTHYEH AJIrOPHTEM NPH NOPGUPHH, IPOTHIANIM ¢
OCThP NPUCTDI)

He3a6aBHO ce MPEYCTAHOBSABA Bb3/ICHCTBUETO Ha BCUUKH €K30TCHHH (aKTOPH, OTKIIOYBANIH
HOpUCTBIA.

1. IlaToreHeTu4HO JIeYCHUE. CHCTOM CE B MACHBHY WHTPABCHO3HY BJIMBAaHUA HA




ITIHOKO3a, KOATO oATHCKa OnocuHTe3ara Ha nopupunute. [Tocrass ce abokar.
Bnusar ce ot 200 no 400g ritoxo3a qHeBHo. [Ipennounta ce 10% rmoko3a (4 108
6anxu no 500ml). IIpu xunonarpuemus ce uznoizsa 20% riarokosa. Jleyuennero
IPOJBJDKABA IO IOCTUTAHETO HA KIIMHUYHA PEMHCHS, KaTO J03aTa C€ HAMAJIsIBa
nocreneHHo. Ilpu nunca Ha razeHe U NOBPBIIAHE C€ HA3HAYaBa MAKCUMAIIEH [IPHEM
- Ha OJIMro3axapuiy mpes ycrata (KOHQUTIOp, MapMana, CHpOIH, MeX 1 JIp.).
AnrepHaTHBeH (¥ I0-HOB) TepaleBTHYEH NIAaTOT€HETHYEH MOAX0/]] € HHTPABEHO3HOTO
MpUJTaraHe Ha XeMaTHH, KOUTO epeKTHBHO OATHCKA GMOCHHTe3aTa Ha TOPGUPHHHTE.
Ipennountan npenapar € Normosang, koiiTo mpencrasisBa xem-apriuaar (Orphan Europe).

2. CUMIITOMaTUYHO JIEUEHHUE.

Jlo3aTa Ha IpuUIaraHuTE JIEKAPCTBA CE ChOOPa3ABa C TEXKECTTa HA CHMIITOMMUTE.

» 3a Gonxwure. [Tapentepanno - Fentanil, Lydol. Ilpu nunca Ha noBpbuiane - Aspirin,
Paracetamol u Codein.

» AHTHeMeTHYHO U HeBposenTuyHo - Chlorazin.

* 3a TaxUKapaUATa U XUNEpTEH3UATa - (3- OI0oKepH.

* [Ipu repyoBe U enuienTAGOPMEHH NPUNIANBIY - GPOMUIM UK MarHe3ueB Cyndar BEHO3HO.
« [Ipn 3anoyBaina Napajiv3a Ha JqUxaTeHaTa MycKyaarypa - npesexxaane B OAPUJII u
He3abaBHO MOCTaBsHE

Ha KOMaHJHO JUINaHE.

« [Ipu mape3u u napaausy Ha KpaHUUKTE - aKTHBHA (HDH3UKaIHA peXaOUIHTaLHs.

* I1pu 3anex - Laxena, OUMCTHTEHU KITU3MH.

* ITpu cyGuneyc - Neostigmin.

* [Ipu xumoHaTpueMHs - UHTPABEHO3HO NpUjiaraHe Ha Harpues xyopuj (10%)

» ITpu nHbEKUUS - NEHAIIMHOBH aHTHOHOTHUIM, AMUHOTTMKO3HIH, Metronidazol.
TTputoXeHOTO JICYeHHe, aKO He € 3aII0YHANO C IOJIAMO 3aKbCHEHHUE, JOBEXAA O PEMUCHS.
Tapesn ¥ NapaIusy ¢

HO-TOJIsIMAa JABHOCT MOTaT Ja OCTaHaT M CJIEH IPEMHUHABaHE Ha IPUCTBIA, IPUYHHABANKY
Tpaitia uHBaKAHOCT. [IpH KBCHO JeueHye Ha lapajiu3ara Ha JuxaTeiHara MyCKynaTypa
3aBBPLIEKLT MOXE Ja Gbae daTaeH.

Koxnure mnpoMmeHu He mnomiexar Ha edexktuBHO neuyenne. Heobxomumo €
Tpe/nasBaHe OT ASHCTBUETO HA CIIEHYEBHTE JIbYM H TPABMHU 110 PBIIETE

Korato JeyeHHeTo Ha TIPUCTBIA M HErOBOTO MOHHUTOPHPAHE  H3MJIEXIAT
3afrpyanTenHu 3a KJIMHHIMCTUTE OT IIMpOKaTa 3JpaBHA MPEXa, NPENOPHLYHTENHO €
GoIHMAT He3abaBHO Na Obae HacoueH KM KinHukara mo ractpoeHTeposorus Ha ,,¥Yb Cs.
Upan Puwicku” Codus, xpaeto Haif-yecto ce nexypar Oonuute ¢ OIIIl or crpanara, a
TepanuaTa ce MOHHTOpHpa Omoxumudecku ot Jlabopartopusra Mo nopdupuu. [Ipu
OTCKOPO Pa3BUIIM C€ TEXKH NApalu3H, T.€. BCE Olle Bb3BPaTUMH OTIIAJHU SBJICHHUH, € I10-
n06pe NanueHTHT Na ObJe HACOYEH KbM YHHBEPCHTETCKA HEBPOJIOTHYHA KIMHUKA MM
OTHENEHNE 10 HMHTEH3HBHA Tepamusa. B TakbB Cllydail CBIIO € JKEJaTeIHO 1a ce
OCBIIIECTBSBA KOHCYJITATHBHA BpPB3Ka CHC CIEIHAIM3UPAHOTO 3BEHO B ,,¥Yb Cs. HBan
Pusncxu”, BKJI. GHOXHMHYHO MOHUTOPUPAHE HA JICYCHHETO.

Mons, nocoueme areopummu 3a Aevenue Ha sadoaseanemo. Mo, sxnoueme ungopmayus Ha Deiedpeku e3ux
3a mepanesmuunume noOxXoOU KoM 3ab0iA6aNEMO, 6 NOGU YUCIO KOHCCPSAMUCHI U ORCPAMUBHU, MEXHUME
NPEOUMCIGd, PUCKOBE U ONUKGAHA CDERMUGHOCNT, 800N CREYULIUCIRY RpU HPOGEHCOUHE HA JTEHCHUCINO U
HEOBXOOUMOCIINA ON1 KOHCYAMAWUU ¢ Opyol CHCYUAAUCINN, APEnopoyumenen OUemuien pexcus i dusunecka
axmugnocm u Op. Mupopmanusing caedsa 0 ce RO30648d HA APUemu i Yimsoupoenu Meouylickuy cmanoapint,




HAYROHWTHU KORCEHCYCU, HACOKL 30 Q0OPA NPAKMUK G U EKCREPIMHIY CIIAHOGUIYA HA HAYUOHATHI KOHCYIMAHME U
Hayun Opyocecmed. B cmyuail, we maxusa e ca nonwunn 6 PenyOauxka  Bvacapus, npuiovcenume
UYHCRECIPARHY. CIMAHOUPIIY, HACOKH U KOHCEHCYCU ¢aeded da 0b0am npegedenu HA OBWAZAPCKU e3uKk U
QOANMUPANY CoOOPATHO KOHKPERHANTA CREYUPURA U YCTOBUS H( BBAZAPCKRAMA 30PAGHU CUCHIEMA,

B T.4. HayyHu mnyGiaMKanumm OT MOC/HeJHHTe NeT FOAMHH M NPHIOKEHA
oubuorpadgcka cnpaBka

1.Anderson KE. Variegate porphyria. Online review issued by NORD. 2013
2.Peter Tishler. Hereditary coproporphyria. Online review issued by NORD. 2015

Mous, nodkpeneme wngopmayusama 3a areopummume 3a Aeuenue na saboassanemo ¢ Eeponelickus cviosz ¢
Oauny omt Hayyiy AyGaukayuu om nociednume nem 2oounu. Bubanocpaexama undhopmayus creosa da Huoe
opopatena ¢ cmun Banxyeop. Moas, npusooweme nuAHOMEKCMOS SAPUAHIN. HA  YUMUPAHUME  HAYUHU
HYOAUKAY U,

AJTOpHTMH 32 mpocJiesiBaHe Ha 32a00/1IBAHETO

HOBkﬂeHHe CJICA NPEOaOJIABAHE HA IIPUCTHIIA

1. Ha Bcuuku GOJTHY M JIATCHTHH HOCUTENH C€ BphYBa Opolnypa, B KOATO MOApOoOHO U Ha
JOCTBIIEH €3UK Ca OIMCaHH IPHYUHHUTE, BOJCIIH 0 MPUCTHII, KATO H3UEPNATENHO ca
cUcTeMaTHU3upaHu "3abpanenute” u "paspernenurte” sekapcrea. CIHUCHIMTE ca JECHO
JOCTBHIIHY U B yeOcaiiTa Ha HanuonamHus anvasc 1o peaky 60JecTH
(www.raredis.org). [IpencraBenu ca JaHHH 32 XUTHEHHO-AUCTHIHUS PEKHM, KOMTO
TpsibBa na O6B1€e cra3BaH (BUCOKOBBINIEXUAPATHA AMETA IIPU JOCTATHYCH [IPHEM Ha
OenThIM, BATAMHHH U BIAKHWHH; H30ArBaHe Ha GpU3NUecKa MpeyMmopa 1 HHEKIHH),
npena3BaHe OT CIbHUYEBA CBETIMHA.

Bpoinypara cpappxa HeoOxoquMaTa HHpopManys He caMo 3a OOJTHHS, HO H 32
JIEKYBAIIKUTE TO JIEKapU U3BBH CHENHATU3UPAHOTO 3BE€HO,BKIIIOUYUTEIHO JIMYHUS JIEKap.

2. JlucmancepusupaHe Ha OONHHS U JIATEHTHUTE HOCUTENM OT (PaMUIIHSTA C U3TOTBSHE

Ha JIOCHETA 3a IBJIFOCPOYHO NPOCIIEIsiBaHe

KoHcynTanuu ¢ racTpoe€HTepOoJIoT U HEBPOJIOT

4. MouuTopupaHe Ha IIoKazaTenuTe Ha nopupruHoBara oOMsiHa TpsOBa J1a ce IIaHyBa
HHIABUAYATHO, CHOOPA3EHO C TeXeCTTa Ha KIMHUYHATA KApTHHA
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HpaBI/IJ'IHOTO " HAaBPEMEHHO JICYCHHUEC Ha 386OJI$IBaHCTO, KaKTO U NIOCIACABAIIOTO
MOHUTOPHpPAHE NJOBEXAAT 10 PEMUCHA. Hape:m H IapaJinidu ¢ 1nmo-rojisiMa JaBHOCT
Morar Ja oCctaHat H CJICq NIpEMHUHABaHC Ha IIPUCTHIIA, HpPI‘-IHHHBafIKPI TpaﬁHa
HHBaJIUAHOCT.

Mons, nocovene areopummy 3a Hpocaedsaane na zatoassunemo. Moaa, eicioveme unopyayus ia dwvazaperu
C3UK B0 NPOSHOZWINA Ha 3A00IAGAHENI0, HEOOXOOUMOCIINIG O HOCAOCAUU BOIHUUNY U U36DHOOTHUNHU ZDUNCH,
GOOCUIY CRCYHAAUCTAY NPU APOCACOIGAHEMO 1 HEOOXOOUMOCINNIG O KOHCYIMAUY ¢ Opvon CREYUTCIUCINY,
GLIMONCHU  YCAONHCHCHUA, YeCIMOMA U MEXCeCHm HA YCIONCHeHusma u op. Mugopumayusma ciedsa da ce
NO30846a HA NPUEMU U YMGOPOCHU MEOUYUHCKU CIMAHOUPMU, HAYUOHWIHU KOHCEHCYCH, HACOKU 3d 000pa
APAKMUKA 1t eKCREPIMN CINAHOBUIYU HA HAWHOHAIHY KOHCYAMAHNIY ¥ HAYYRY Opyscecmsd. B cayuail, we makusa
we ca waawunn ¢ Penybauxa Bvacapus, Rpusodcenume uyicoecmpani CRIGHOGPINN, HUCOKH U KOHCEHCYCU
credea Oa Gboam npesedenti 1A Gea2apekit e3uK U aOANMUPAn CoOBPAIHO KOHKDEMNAING CREYUPURA 1 Y CAOBUSL
Ha Gogeaperkama 30pasHa cucmemda.




B T.4. HayyHH mny0JHKaMH OT NOCHEIHHTE MHeT IOAMHH H MPHJI0OKEHA
Oonbdsmorpadgcka cupabBka

1.Anderson KE. Variegate porphyria. Online review issued by NORD. 2013

2. Peter Tishler. Hereditary coproporphyria. Online review issued by NORD. 2015

3.Sonya Dragneva, Monika Szyszka-Niagolov, Aneta Ivanova et al. Seven Novel Mutations
in Bulgarian Patients with Acute Hepatic Porphyrias (AHP). JIMD Reports, DOI
10.1007/8904 2014 320

Moas, nodipeneme unghopMayusma 3a aneopummume 3a Mpocaeoseane na 2aboaasanemo ¢ Leponeiickus cvios
¢ Gannu om Haveny nyOrukayuy onl nocieonume nem codunu. Bubauozpapexama ungpoparayua credea da Hoode
opopvena ¢ cmun Banxysvp. Mous, npuioxceme  nwaHomekcinog 8apuanm  Ha  yumMupaHume  HaywHu
nybauKayuy.

AJNTropHTMH 32 pexabHInTalUs Ha 3200/ IBAHETO

Crennammsupana pexabuiuTanys ciell npekapaH ocThp NopGhUpHUEH NPHUCTHI Ce MPOBEXKA
pu:
1. HacThnuoum mapes¥ W Tapaiusu Ha KpallHHIMTH — AaKTHBHA (H3HMKATHA
pexabuIHTaIus
2. OdbopmeH INCUXMYEH CHHAPOM — ICHXOTEepamus W Ap. CElHAIH3MpaHa MOMOI II0
IpeleHKa Ha CIeIUaIUCT

Moas, nocoweme aicopwmmu sa pexatuiwmaus na sadcaseanemo. Mo, eionoueme  undpopsayus na
OBISAPCKY €3UK 30 HeODXOOUMOCHIMA U HOMPEOHOCIMUME OM CREYHATUIUPANA PEXAGUAUNIGYUS, 8 INOBA YUCAO
QusuRaInG,  MEPKU 3d COYUWIHA  UHMEEPANIs,  CREYUWIHY  OOPU306UiNeIHY  HYICOU.,  npopecuonwine
OPUERmUpaHe i NPeKswIuhukanuA, neuxoroeunecka nosoty. Hugopyayusima ciedsa da ce nososasa Ha
Hpuemu U YMEPOCHU MEOUYUHCKY CIMAnOapmMy, HAYUOHWANY KOHCEHCVCH, HACOKY 34 Q00pa APAKMuxd u
SKCREPIMIT CIIANOGHILA 1A THAYUOHQTHIL KOHCYIMANMY U Hayunu opyxcecmga. B cavuat, ue maxusa He ca
nanuyny 6 Penyonuxa bBuacapus, npuiodicenume 4yacoecmpaniu Cmanoapmu, Hacoki ¥ KOHCEHCYCU Credea oa
Ovdain npesedenu Ha CASAPCKU 3K U GOANMUPAHY CoOOPAZHO KOHKDEMHAMA CREYUDURA 1 VCIOBUA A
OBIcAPCKAMU 30PABHA CUCMEMA.

B T1.4. HayyHu mnyO0JMKamMH OT MNOCIEJHHTE NET TOJHHH H NPHJIOKEHa
oubauorpadceka cnpaska

Moasi, nodxpeneme ungbopmanusima 3q areopumauine 3a pexadurmanyus na seboiassanemo ¢ Eeponetickus
CHIO3 ¢ QaHHI OM HAYHHU AYOIUKAyNY om RocIednume nem 200uny. bubiuospadexama ungpopmanr caedsa da
Ovoe ohopsena ¢ cmun Bankyesp. Mons, npunodweme WeAHOMEKCNOS SADUUHM HA WUMUPDAHUME HOYUHU
avoaKayun.

Heobxopumu geitHOCTH 32 mnpoduiakTHka Ha 3aloasaBaHeTo (aK0 TakuBa ca
NPHJI0KUMH)

OCTpHUST NPHUCTBII € TEXKO CHCTOSHHE, KOETO HEPANKO IMOCTABs XMBOTA Ha OONHUS B
OIACHOCT. 3aTOBA MHOTO MTO-PALIHOHATIHO € JIa C€ HAIpaBH BCHYKO BB3MOXKHO 3a IPETNa3BaHe
OT pasBMTHE HA OCTHP HPHCTBHILB TOBa OTHOIIEHHWE MHOrO B&KHO € IO3HABAHETO HA
TpeM3BHKBAIuUTe (AKTOPH M TAXHOTO u30srBaHe. [IpekapanmTe OCTBP INPUCTBO H
OTKPUTHTE B CEMEIHCTBATA UM JIATCHTHH HOCUTEIH TPAOBa Ja ObaaT HHYOPMHpPaHH TIOAPOOHO
3a 3d00/19BaHETO M TPEAN3BUKBAILUTE TO GAKTOPH.

[IpodukanakTuuHara IeHHOCT Ha crenuanusupanus neHtbp npu BKK ce uspasssa B

HHUIIHATHBHA, LEJIALTHN
1. OTkpuBaHeTO Ha JATEHTHH HOCUTENM HU3MEXIY POJHUHHMTE Ha OOJIHUS, KOHTO CBIIO
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€a 3acTpalieHH OT KIIUHHYHO pPa3BUTUE HA 3a00JIIBAHETO
2. Hpe,Z[OTBpaTS{BaHC Ha peIUAUBUTE Clle] YCIEeUHO IIOCTUTaHe Ha pPEMUCHS.

Hue cnabnsBamMe BCHUKH HAmM GOJHM M JIATEHTHH HOCHUTCIH C KHHXKKA, B KOATO HA
IIOMyJAPCH €3UK INPEACTaBAME IOAPOOHH NaHHHM 33 CHOTBETHOTO 3a00JSBaHE M
XUTMCHHO-IMETHYHNS PEXUM, KOHTO TpiAOBa fa Obne cma3BaH. B Hes ce chabpxar u
NOAPOOHH CNUCHUM HA OMACHUTE M pa3pelieHHTe MpH HEBPOBHUCLEPAIHH MOpdupHu
nexapctBa. Ilpu Besko mocemnenne Ha yexap NpoGaHAWTE W JIATEHTHHTE HOCHTENH
IIOKa3BaT KHIKKaTa Ha JieKkaps, 3a Ja ObpJaT NOpeamucaHd camo "6GesomacHu"
nekapctBa. MindopmaumsTa 3a J1aTEHTHO HOCHTENCTBO € OT MHOIO TI'OJISIMO
JHaYCHHE 3a NPeIOTBPATABAHE HA OCTPHTE NPUCTLOH 4Ype3 H3GArBame Ha
CK30reHHUTe OTKII0UBAINM daKkTopu. [Ipu mosBa Ha OCTHDP MOPGUPHYEH IPUCTHI
JICYCHUETO MOXE Ja 3alo04He He3a0aBHO M IPOTrpecHsTa HA CHMIITOMHTE e ce
oBiajee OBP30 C MO-MaTbK Opoi TIMIOKO3HM BiuBauma. KumxkaTa ChABpXA H
NoApoOeH pasien 3a NeKapute, B KOHTO cMe OMHCATH CHMITOMATHKATA U JICUCHHETO
Ha OCTPUTE NPUCTBHIIH.

Moas, nocoueme oOetinocmu 30 MPOGUAGKMUKA HA 3A6OIACANENO, GKO MAKUGA Ca npuroxcusmu.  Moas,
BRAOUEME UNPOPMAYUS HG BVAcapCeKit exuK 3 Heobxodumama HoPEUNHA, GMOPUIHA Y MIPEMUNHA BPeGeHI U,
PUCKOBU PAKMOPU, 8 MOBA YUCIO U PaAKMOPU HA OKOIHAMA cpedq, ckpunune i Op. Hugopymayuama creosa da
ce HO308ABA 1A NPUCTAU U YMGBPOCHU MEOUIIHCKY CIGHOAPIIY, HAYUOHANI KOHCEHCYCl, HACOKU 3a Qopa
APARIMUKG U ERCREPMHUU CINAHOBUIYA 1A HAYUOHAIHY KOHCYAMANMIL U HAVYRY Opyycecmea. B cayyarl, ve makusa
ne ca wanuunu ¢ PenyOauxa bvieapus, npuiosceniume wvycoecmpaniu CMAHOGPMU, HACOKU U KONCEHCYCH
Cre08a 0a Grdam npesedeny na Bva2apcKy e3uK 1t A0anMUPanL ChobPasHo KOHKDEMHANIA CREYWDURa Ut YEAoeus
HU DBAAPCKURIG 30PAGHA CUCHICM .

B T.4. HayYHH NOy0JHMKANMH OT NOCJHEIHATE NeT TOJNMHH H NPHJI0KEHA
oubanorpadceka cnpaska

Moan, nookpeneme ungpopmayuama 3a weobxodumume vepku 3a npoduiaxmuxa wa 3aborseanemo 8
Eeponeiickust ¢vi03 ¢ Oauuit om  nayunu nyGIuKQuUL oM nocieonume nem  2o0uni, bubauocpahpexama
wighopmayus caedsu da Gwde opopmena & cmur Baiwvevp. Moas, npuicxceme woanomescnos BUPUaHI HU
HUMUPARUNE HAYHHY AVEIUK AU,

IIpenoxkenns: 3a opraHM3anHs HA MeNMUHMHCKOTO 00CTy:KBAaHe HA MALMEHTHTE H 32
¢puHaHCHpaHe Ha CHLOTBeTHHMTE JeliHocTH, chOGpaleHH ¢ AelicTBAaIATa B CTPaHATA
HOpMaTHBHA ypenda

Kaxto npu ocrpa uatepmutrpama nopdupus. Toit kato BKK e paako cecTosHHE
H Ipuiara€eto Ha Normosang € HeoOXOIMMO IIpH MaoOpOeH KpbI' MAUKEHTH / 3acera IpH
OKOJIO 2 XOCTINTATH3ALMH TOJMIIHO/, IpeIarame ocurypsiBade Ha fe3riaTeH A0CThHI 0
Normosang.

[Ipunaranero na Normosang npn ciydaute ¢ BKK necsMHeno me ponpunece 3a
M0-YCIEMHOTO OBJAASBAaHe HA OCTPUTE NOPOHPUIHU NPHCTHITN, MHOTO MO-ABJITH PEMHUCHH H
110-100p0 KauecTBO Ha JKUBOT Ha GOJHHTE.

Mons,  onuuieme npedaodcenus 3a OPIaNU3AYUST KA MEOUYWHCKOMO O0OCIVICGAHE HA NAWUSHMUME U 30
hunantupare na chomeemuume QCHHOCHIN, CoOOPAZeHU ¢ OCHICMEQYAING & CIMPanamda HOPMAMuGHd ypeoba,
BKUOUYMEIHO 0DOCHOGGHY NPEAIONCEeHIS 30 OORvanenus 1t wmenenus. Tlpedaoxcenusma mpabsa da yeaam
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nodo(ipﬂ(wue Ha docmibna 0o KAYeCcmeEen, aoekeaniiny u HUBPEMEHH .\18()1[1/”11('1\'1,{ U 30pacHy CPUNCYU, KAKMO U
ORIMUMUSUPAHE HA U3NOJA3CARUME PeCypCl 6 3<)pa(;Hama CUCIMEMA, 6 TNOCH HUCTO MAMEPUWTHE U YOBCHKI.
[[H(/)()ﬂ’wdl[ll}llﬂa creded Od ce noz06dsd Ha npuemi U yﬂl(w’b[?()C)HH .rl'ié?()ll?['LIH('Klt (.‘I??()H()(I[)}?ll{, HAYUOHATHU
KOHCEHCYCU, HACOKH 3d ()()6/,70 APARINUKA U CKCREPMHY CRIGHOGUULA HAd HAYUOHAAHU KOHCVIRAHING U HAVYHU
()[21/'[”{,‘(’(3’7[8(1. B c:'lyltaﬁ, Ye Inaruea He cd HAIWYHU 6 Peny(mw\‘a E’b.ru.’apwz, RPUSONCCHUME ‘I)‘.’)K'()C’CHI[J(IHHU
(’IﬂdH()(l[?l?lll. HACOKU U KOHCEHCYCU credsa da Gwoam IZpC’H(’()C’HU Hd 67),'1(?61[7(;’1(’2[ C3UK U CJ()(III/?ZU[?L‘(HH C’b()(j])a.'}H()
KOHKPpentHdania cnemt(};uxd U YCAO8UA HA 617,"[(1’(1])('/\'(”}1& 30PASHA CHCHTEM .

Onricanne Ha ONHTA ¢ KOHKPETHH HAIHEHTH CbC CHOTBETHOTO PAAKO 3a0osisBaHe (aKO
HMA TAKbB)

Ot 1990 r. 0 cera ca IMarHOCTUIMPAHH, JIEKYBaHHM U JBITOTPARHO IPOCIIENIBaHN 3-Ma
oomnu ¢ BKK ot naboparopusra no noppupuu 1 KJIMHUKATA [0 racTpoeHTepoorus. I1o
HactosiuieM JlaGoparopusita paboTu B TACHO ChTPYAHUYECTBO ¢ KiuHKMKaTa 110
raCTPOEHTEPOJIOT s B chiuaTa OonHuLa. Ha pyHKuHOHONIEH MpUHIM € U3rpaned eheKTUBHO
JEeHCTBAIL eKCIIEPTEH LIEHTHP 3a AUAarHOCTUKA, JIEYEHHE U ABJITOTPAHHO IPOCeAsIBaHe Ha
GonHMTE ¢ MOpGUPUH, KOHTO MHOTO OTJJaBHA IIOKPUBA M3UCKBAHUATA 33 EKCIIEPTHU
IEeHTpoBe, 3a10keH B Hapenba Nel6 na M3 ot 30.07.2014r.

Moas, onuuteme onuma ¢ Penvoauka Bvazapus ¢ KOKKPEnInY nayuenimie coc CbOMGemHONo PIOKo 3aboassaie.
Mons, nookpeneme wwpopuayusing ¢ dauHu oM HAVYHU  AVOIUKAYUY  OM  ROCTCOHUINE Nen  200Unu.
bubnuocpapcxama unghopmayus creosa da 6vde oopmend ¢ cmua Bankvewp,
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