MHO®OPMAIIUSA 3A:

HanMeHoBaHue HA 3200JBAHETO

E 80.0

Bponena epurponoernuna nopgupus (BEII),  bonect na Iontep, Congenital
erithropoietic porphyria,

Mons, nocoueme nbAHe HAUMENO8UuHUe HA 3a00II6ANEIN0 HA GracapeKl e3UK ChaAUCHO HOMEHKAIamypaina Ha
MKB-10. Moasi, nocoueme CUHOHUMU U (UTNMEPHAMUGHU  HUUMCHOSAHUS 1A sabousieanemo, aKo ImaKuea
COUIECTNBYBANI.

Omnpepenenne Ha 3200JI9BAHETO

KPATKA JEOMHULIUA HA BONECTTA: BponeHna epHTponoeTHIHa MopQupus (BEII), bonecr Ha
lourep, Congenital eritropoietic porphyria, cmajza kpM Tpynara Ha EpUTPONOCTHYHHTE
NOpGUPHH — XETEPOTeHHH, BEIIECTBOOOMEHHH 3a00JABAHMA, B OCHOBaTa Ha KOWTO CTOH

BPOICH UJIK HpI/II[OGI/IT IIG(l)I/IHl/IT Ha ONpeAcICH €H3UM OT OMOCUHTE3AaTa HA XeMa.

ETUONOINNA:
Bpozena eputponoeriyna nopdupus (BEII), HacnencTseHo 3ab0JBaHe, AbJDKALIO CE Ha

ABTO30MHO PELIECHBHO MPejaBaH YaCTHYEH AeUIMT Ha eH3AMA yponop¢upusores IiI
xocuHTasa. [TomydeHusT eH3uMeH OIIOK BO/IM [0 HATPYNBAaHE HA TONIEMH KOIMYIECTBA
ypornopbupus I B epUTPOLIUTUTE U TAXHATA xemoun3a.B peaxu ciydan npuynHaTa 3a
eH3MMHHS GJIOK HA ToBa HuBO ¢ MyTanus Ha T. Hap. X-cBbp3an GATA 1 ren. 3acernara €

CHHTE3aTa Ha CPpUTPOUIHH TPaHCKPUIITHOHCH d)aKTop.

KAMHUYHU NPOABU:

BEII e Haif-TeXKO TpoTHYALaTa OT BecHuky nopdupuy. [Ipossspa ce oLie B paHHO IETCTBO
HauaJHUTE IPOSIBU y BB3PACTHU € paaKocT). KiMHHYHATa KapTHHA Ce BJIajiee OT /1Ba

cunzpoma: A. Jlepmaranoruden u b.Xemonutuyen.

A. JlepmaTosiorayuen cuuapom. OOyciass ce 0T OT/IOKCHH B KOXKaTa nopupUHU
(yponopdupun [,konporoppuput I), cBpBX0Opa3yBaHH B €PUTPOIOCTHYHATA ThKaH, OpanH
BpOJIeHHs eH3uMeH Aedext. KpaTkoTpaiiHoTo H3/larane Ha CIBHIE BOMM 10 TeXKKa OyJI03HO-
yIuepo3Ha u Jopu Oy103HO-HEKPOTHYHA doTocencubmmanus.CiiyyaiiHiTe MUKPOTPaBMHU 1
JIECHO PA3KBCBAIIUTE CE MEXYPH 110 OTKPUTHTE YACTH Ha TAI0TO OCTABAT J(BIOOKH TOPIIHIHH
A3BH, KOMTO yecTo 3arHosiBar. [Ipu 6aBHOTO CH 3apacTBAHE TC o6pasyBaT MHOTO rpyou
00e306pa3ABaIy IAKAaTPUKCH, KOUTO €2 XHIIEPIUTMEHTHPAHH HIIH JENUTMEHTUPaHH.

Texxkute nedopMaliiy 3acAraT Hal-4eCcTO MPHCTUTE (ocobeHo kpaiiHuTe dananru), Hoca,




ycTHHTE, Gy3HTe, KIENauuTe U ymure. Morar ja ce yBpenst i poroBULUTE, KOETOAa
[IPUYHMHY CIIEToTa. B IeHTHHA ce oTyIarat nopGUPHHHI, TTOPajiu KOETO 3B0UTE ca
yepsenokadsnu. Te Quyopecuupar yepseno Ha UV-cBeTIMHA. Hanune e n3pasena

xuneptpuxo3a. [lopann oTaensmuTe ce NOpGUPHHN ypHHATA € TBMHO IEPBEHA.

B. XeMoJiuTHYeH cMHAPOM. XeMOJIM3aTa, Ab/DKalla ce Ha TOJIEMHUTE KOJIM4eCTBa
yponop(upHH [ B epUTPOLUTHTE, € PA3HOCTEIIEHHO NPOABEHA y PAa3IMHHATE 6omHwu.
Xapaxtepusupa ce ¢ UKTep, MOHWIKEHHE HA XeMOIIIO0HHA 1 Opost Ha EPUTPOLIMTHUTE,
AHU3OITITO3a, TIOMKIIOATO3a, TIOIMXPOMa3Hs, PETHKYILNTO3a, 6a30huiiHa MyHKTyalus,
HEKOHIOTHPAHA XHIePOUIUPYOHHEMHS i JTUTICA HA XAl TOITIOOMH. ITpu KOCTHO-MO3bUHA
IIYHKIIMSA Ce YCTaHOBSIBA €pUTPOU/IHA XHIepIUiasus. PasBiBa ce CIUICHOMEranus, KOATO ChII0
JOTIPUHACS 33 aHEMHATA ¥ MOXe [a [JoBe/ie 10 JIEBKOTICHUS 1 TPOMOOLUTOIIEHUS.
TTocieanaTa Moxe a 6b/ic TPHYKMHA 33 XeMOparinyHa auare3a. TexKo H3IBEHUAT

XeMOJIMTHYEH CUHIPOM ITOHAKOTAa BOJH Ji0 (l)aTEUIGH HU3XO0na.

Ilpu penxuTe CIydau ¢ HadanHa u3ssa Ha BEII B mo-kbcHa BB3pacT XEMOTHTHIHHATE NPOABH

ca JICKH WIH JTHUICBAT.

FTEHETUMHA KOHCYNTALIUA: HE € U3BECTHO

JIEMEHME:

Heo6Xx0aMMO € M3KIIOUMTENHO CTapaTeqHo u30srsaHe Ha CIbHYEBATA CBETIHHA. OmnacHa e
JOpH pascesiHaTa CIbHueBa cBeTmHallpy 3arHosBaHE HA KOXHHTE JIe3HM BBHTPCIIHO H
BBHILIHO C€ MpHyaraT aHTUOMOTHIM, 32 Jia C€ MPEAOTBpaTAT o6e300pa3saBaHuiATa Ype3 IIO-
OBp30 3apacTBaHe.

[lpd 1NO-TEXKM XCMONHTHYHHM SBJICHMS C€ H3BHPIIBAT KPHBONPEIMBAHMS. Koraro
KPBBONPETUBAHHATA Ca YECTH, HEOOXOAMMO € YCIIOpEaHO Ja ce NpHiara 1 Desferal, 3a na ce
u3bere xemarocuaeposarta. [Ipu decTH XMBOTO3ACTPAIIABAIIM XCMONUTHIHH NPOABY CC
NpENopBYBA CIUIEHEKTOMHS, KOATO HMa JOOBp edexT.

""[()fl}'l, Hanuuieme Kpameo OnuCaHue Hda 3aOOTACAHEINO  CHSAACHO  npuemume 6 Ehvmpu}t ,WC’()IH;‘HHC’KI(

CMIAHOGDMU, HAYUOHWIHY KOHCEHCYCH, HACOKU 3d Q0GP NPAKIMUKA U eKCACPMHY CINAHOBULYA HA HAYUOHAIHY
KOHCYAMAnmu ¥ Hayuny Opyocechiea. Onpedenenuemo cnedsu 0a GRIIOYGU UHOPMAYUS 8 PEIIOMUPAN 6UO HA
GracaperU e3UK 30 eMUOAOSUAMA, KAUHWMHUME NPOAGH, SCHENUNHA RONCYANAYUA U AeMeHUe Ha 3aD0as8aNemo.

YerupnuudpeH Ko Ha 32601ABAHETO 110 MKB-10 (ako TaKbB € HaJH4€H)

E 80.0

BpojeHa epUTPONMOETHYHA MOPQHPHS (BEIl), bBonecr na I'toHrep, Congenital
erithropoietic porphyria,
Mons, nocoueme demupuyipen Koo na 3ad0Ia8aHeno Co21acHo nomewsramypania MKb-10. Axo maxkves ne e
HaauseH. MOIs UII0NCEMe NPednodcenue 3a GOCKBAMHO U OOCMOBEPHO KOOUpaHe Ha 3a00AABAHEMO 6
HOYUOHUTHAMA 30PUGHI CUCTIEMU.

Ko na 3a6onssanero no Orpha code:

ORPHAcode 79277




Mous. nocovenie k00 Ha 3a60assanemo coeaacno vomenkaamypama Orpha code thttpSwww.orpha.net). Axo
PIKDE HE € HATUEH, MOAS WIOXCEme NPeQIoNeHte 3a adeKantHo i OOCMOGEPHO KOOUPUHE HA 3AD0IABAHEMO
¢ HAYUOHWIHAING 30PESHA CHCINEMA.

EnHaeMA0JOTHYHH JAHHH 32 3200J19BaHETO B Peny6mka bparapus

EINIT e MuOrO psika mopdupys, 3a KOETO JMIICBAT HANEXKIHU NaHHHM 3a JEHCTBATENHATA My
gectota. OT 1965 r. 1o cera B bparapus cme auarHoctunupay 1 ciyyail. Ilonacrosmem ¢
Ha 16 rox., quarno3ata Oenie NoCTaBeHa B IETCKA Bb3pacT..

Moast, nocoveme enuoesuoaocuuny OauH 3d 3aD0IABUHEMO 6 Penybuura Bwaeapus. Jauwnume mpsbiga Ou
grAONSAM UHbopyayust HA OBACAPCKU €3UK 34 ra601e8aeMOCcnma, DOASCMHOCIING,  APEXCUCTEeMOCmInd U
CMBPMIHOCHING HA 3aDOISAGUHEMO 8 Guacapera obuga RONYIAYUA, KAKMO U XAPAKMEPUCIIURU U O4aKEAH Bpoit Ha
RONVAGUUAMA 6 PUCK.

B T.4. HayyHH NyOJHKANMM OT MNOCAEAHHTe MNeT TIOJMHH H NPHI0KEHA
oudanorpadgcka cnpaBkKa

JlanHuTe ca OT HAIM4YHATA JOKYMCHTAllMd M apXus Ha Jla6oparopusi no HoppupHA H
MOJIEKYJIpHA JMATHOCTHKA HA BHPYCHH YePHONPOOHHM 3a60psABaHUs KaTo CIMHCTBEHOTO
(YHKIMOHMpAmo 3BeHO B CTpaHara, OOGIMHSBANO JMATHOCTHKATA, INEUCHHETO H
pOCIIEIBAHETO Ha GOTHY ¢ TOPOUPHL.

Maos, noOKpeneme uHPOPMAYUIING 30 €NUOEMUOI0 U HUNE Oannu 3a 3aboaseanemo ¢ Breicapus ¢ danxyu om
HAVIHY RVOTURAYUN O NOCACOHUNE NEM coounu. Butmoepadickama ungopmayust credsa od wde oghopmena 6
cmui Bankyvewp. Moas, npuiosiceme neAROMEKCIMOE 6Apuann #d Yumupanume nayni mybaukayiu.

EnuaeMuoJoru4HH JAHHH 32 3200JI9BAHETO B EBpOHeﬁCKI/IH CbI03

Ipennonara ce dectora Ha BEII e 1:2 000 000-3 000 000. 3acarar ce Bcuuku pacu. He ce
OTKpHBAT JIAHHH 32 3a0071eBAEMOCT U GONECTHOCT HazabonsBaneTo B EBpona.

Moas, nocoweme enuOeMuJOSUIHY OGHuU 3Q saboussanemo 6 Esponeiickua cvwos. Hawiume mpadea 0a
srouGam  unopMayus,  npesedena Ha - OvIcupcKu €Uk 34 saboaesaemocmma, — GOACCHHOCMMA,
NPEJNCUBALMIOCIIMA U CMbDIMHOCHMA 1A 3a6098aHEMO 6 EBPOACICKA NONYIAYUS, KAKING U XAPOKMEPUCIIUKY 1
ouaraan Gpoil Ha NOAVAAUUAMA 8 PUCK.

B T.4. HayuHu mnyGIMKAOMH OT MOCIEJHHTE NeT TOAWHM W NPHIOKEHA
6ubauorpadgeka cnpaBka

1. 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.
2. Poh-Fitzpatrick MB. Porphyria. Online review issued by Medscape —Drugs, Diseases
and Procedures. Updated February 24, 2014

3. Erwin A.,Balwani M. and Desnick R. Congenital erythropoietic porphyria. Online
review issued by NCBI Bookshelf (National Library of Medicine), NIH, USA,
Updated September 12,2013

Mons, nodkpeneme unopmayusma 3a CHUOEMUOAOULHIME Ol 30 30D0AABANCINO 8 Eeponeiickua ¢vio3 ¢
daunu oM HAYYHU AVOIUKAYHY O ROCICONUME HEm 200w, Bubauoepagexama wigpopmayus cieosa 0a bvoe
opopmena ¢ cmui  Baukyewp. Mons., npuioyceme RvaHOMEKCNIOS GapUANAl 1A yumuypanume HaVuHU
AYOIUR A UL,




OueHka HA CHOTBETCTBHETO HA 3a60/151BaHeTO ¢ Je(PHHHIMATA 32 PAAKO 3a00J11BaHE
cpraacuo § 1, T. 42 o1 JONBIHUTEIHHTE pasnopeadn Ha 3aKoHa 3a 3ApaBETO

3a00JIBaHETO CHOTBETCTBA HA Jle(bI/IHI/II_II/I}ITa 3a pAOKoO 3abossABaHe

Moas, dexaapupaiime CbOmBEMCMEUemo Ha 3aD0IABUHENIO C deunuyuama 3a paoko sabossane cv2racno § 1,
m. 42 om dowvanumetHume pasnopedtu va 3akona 3a 30pasemo.

KpnTepml 3a AHArHOCTHIIMPpaHE Ha 3200/11BAHETO

CoriacHo [ToBeieHue Py BpOJieHa EPUTPONIOETHYHA NOPQHpPHS

1. dusukanHa HAXOAKA IIPH Mperiesa 3a TexKa 0yT03HO-HEKPOTHYHA dortoaepmarosa B
paHHa IeTCKa Bbh3pacT.
2. Crenuanu3upasy JabopaTOPHHH U3CIIEABAHHS - MHOTO BUCOKO OT/ICIIAHE Ha
nopUpUHY C YPHHATA IIPA CHIIHO U3PA3CHO npeobnanasaHe Ha yponoppupuH
I nan yponopupus III; S-aMuHONEBYIMHOBATA KUCCINHA M noppOOUTHHOTEHBT B
ypuHara He ca IpOMEHEHHU;TOPQUPHHHTE B EPATPOLUTHTE CA U3KITHOUATEIHO BUCOKH;
yponopMpHHBT B IIIa3MaTa € CHIIHO NIOBUIICH.
Moast. usbpoime Kpunepuume 34 OUACHOCMUWUpUHE HA saboassaneno (Oedunuyis Ha ciyuaiy). Moas,
orRovente HH(‘})()/?..\'IUYIM}[ Hd 5?).718(1[7(;7(1( e3UK 34 npu’zﬂaumne 1 CUMNNIOMUINE HA f}(l(;l)."l}l(s'(lHé?ﬂ?(). EINUCTOSURINA U
RAMOSCHEZUNTA. HH(])O]),M(IUZI}I”MI (f.‘?é’()(f(/ od ce nor0eaea Ha Ilpllé’ﬂ’lll U )’ln(f'bp()dHu .’\I(;‘()llL{llH('Kll C)I?(JH()(I[)WHI,
H(,ll[ll()HquHH K()HC(’H({}‘(‘H, HACOKH 3d ()06[)(! n],?GKf?lL{K(I U L’KC'}Z@[)IYIHH CHMAHOBUL{A HU H(ll/jll()Hdv'lHll K()H(,:}UI”I(IHI’HM U
H{lyllHll ()]))’.)K'(;’(’Iﬂ()’(l. B ('JI_)"I(II?, ye mMAaKued He ¢d HATUYHUY 8 P(,’l'ly(i"lllk'a B’I.w.’l(’(lpu}l, H])llfl().’)f(’dHlHné?
lt)a)/('()ecmpam-m cmam)‘apmu, HACOKU U K()I’IC‘(?H(Z)’CU ('.’Ié’()(}(,'l oa 6?)()("71 npeeec)elm Hd 61’;/3(1/)(‘1\'u e3UK U
(I()c'lﬂﬂ?ll[)(ll[l( ("b()(;[)(BI'IO KO//ICpEL’HTH(IIﬂd (THE?L{?I(])L{K{I M}’C’.-’I(?Gll}l Hd 6?);'18(1/)(."1\‘(”77& 3()[)(1(5‘”(1 cHeHemda.

B T.4. HayuHu NyGIMKALMM OT MOCIEJHHTE TNeT TOAMHM H NPHI0KEHA
oubauorpadgcka cnmpaBka

1. JI. Anxkapos. JInarHOCTHYCH U TEPANEBTHYCH alTOPUTEM (xoHceHcyc). banrapcko
HAy4yHO  JAPYXKECTBO [0  TaCTPOEHTEPONOTHs. [Toppupun.  brirapcka
xenatoractpoenTepoorus. I.2010 — Ku. 2 cTp. 170-183

2. Poh-Fitzpatrick MB. Porphyria. Online review issued by Medscape —Drugs,
Diseases and Procedures. Updated February 24, 2014

3 Erwin A.Balwani M. and Desnick R. Congenital erythropoietic porphyria. Online
review issued by NCBI Bookshelf (National Library of Medicine), NIH, USA,
Updated September 12,2013

Mosns, nodkpeneme uHGOPMAYUANA 3 Kpumepuumne 3a QUATHOCMUYUPaREe HA 3aD0IABAHEMO 6 Eeponetickust
CpI03 ¢ QGHHY O HEVYHY RYORUKAYUH 0Nt ROCACORUNIE nent cooun. Butmoepagekama ungpopyayust c1eoea 0a
fwoe oopuena & cmud Bankyevp. Moas, npuaoXceme ReIHOMEKCINOG SAPUAHNL HA YUMUPAHUNIE HAyYHU
myOAUK YU,

AJIFOPI/ITMH 32 MHATHOCTHIHPAaHE HA 3200JIABAHETO

IIpu chmuenue 3a BEIL, GOMHUAT C€ HACOTBA KbM CIEUATM3NPAHO 3BEHO, KBIETO CE ClIC/BA
[MoBeeHHE MPU BPOJIEHA EPUTPONIOETHHA nopdupus

1. KMHWYHK KPATEPHH - TEXKA OyJI03HO-HEKPOTHIHA doTonepmaTosa
2. Crenuayu3upaHy JadopaTOPUHU H3C/ICABAHHA
- Ompenenst ce TpOTONOPGHUPHH B CPHTPOUHUTHTE.




- Onpenens ce no¢pupHH-GeNTHYHUAT KOMIUIEKC B KpbBHATA NJ1a3Ma, NOPHPHHHU B
ypHHATa U epUTPOLIUTHTE

[MocneaHUTE U3KITIOUBAT HEOOXOAMMOCTTA OT AU(epeHIHaIHa AMarHo3a ¢ Ipyry
boTonepmMaro3u

Moas, nocoweme arzopumamu 3d Ouacnocimuyupane na saboassanemo. Mous. exmoueme ungopmayus Ha
GLACUPCRY @3UK 30 AHAMHE3AMA U QUPEPEHYHWIHAMG JUAZHO3A HA 30601A6AHeMO, HADOPA om AabOPAINOPHY,
OBPA3ZHY U XUCOFOSUNHY UBCAEIBANUA, HEOOXOOUMOC OM 2eHEMUYHU USCICOBAHUS U MEOUKO-CCHEMUYHO
koncvanupane, opveu uscredsanus. Mugopmayusma credsa 0a ce no306aed HA npuemu i ymnevpoenu
MEOUYUNCKU CIMOHOAPIIY, HAYUOHATHI KOHCEHCYCH, HACOKY 30 JODPA NPAKIRUKA U eKCREPMNY CIANOBUIYY HU
HOYUOHQIHY KOHCYIMAHMY 1 navinu opyocecmeaa. B ciyuatl, we maxusa ne ca nanwunu 6 Penybauxa bvazapus,
APWIOICCHUNE HYHCOCCPAUNU CRIGHOAPINI, HACOKU 1t KONCEHCYCU Ced8a O Gboam npeeedenu Ha GuieapeK
e3UK 1 AOARMUPUHL ChODPA3HO KOHKPENHANIQ CREYHGDPURG 1 YCAOGUS HA DBAcaPCRama 30pasna cuenema.

B T.4. Hayunu mny0JHKANUH OT IOCAEAHUTE MNeT TOAHHH H NPHJI0KEHA
ondamorpadgcka cnpaBKa

1. JI. AmxapoB. J[MarHocTu4eH ¥ TepalleBTHYEH arOpUTHEM (KOHCEHCYC).barapeko
HAay4HO JpyXecTBO 1o  racrpoeHteponorus. Ilopoupuu.  bearapcka
xenaroractpoenteponorus. I.2010 — Kn. 2 ctp. 170-183

2. Poh-Fitzpatrick MB. Porphyria. Online review issued by Medscape —Drugs,
Diseases and Procedures. Updated February 24, 2014

3. Erwin A.,Balwani M. and Desnick R. Congenital erythropoietic porphyria. Online
review issued by NCBI Bookshelf (National Library of Medicine), NIH, USA,
Updated September 12,2013

Moast. RoOKpenene uHDOPMAYUINA 3d AICOPUMMUNIE 30 QUASHOCIUYUPAle Ha 3uboassanemo ¢ Eeponeuckus
CoI03 ¢ Oanu om navai nvérurayuy om nocieduume nem 200uny. budauoepapcekama ungopmayus credséa oa
dvoe ogopmena ¢ cmua Bankyewp. Moas, npuiosceme nuAROMEKCMOG GAPUAHIM 1A YUMUPAHUING HAVUHU
nybrukayu.

AJIl"Opl/lTMPl 3a JIeYeHHe HA 3200/19BAHETO

1. M36srBa”HeTo Ha CIIHHYEBA CBETJIUHA
2. CHMITOMATHYHO JI€YEHHE — 1O MPEIIEHKa Ha raCTPOCHTEPOJIor

3. CnoneHomeranus — IO MPEIeHKa

Mo, nocoweme areopumsu 3a aeuenue Ha saboinearemo. Moas, exuovenie undpopMayus Ha OLACAPCKU C3UR
3G MepaneemuNHunie. ROOX00U KoM 30O0INBUNEINO, 6 MO YUCIO KONCEPEAMUBHYL 1t ONEPAMUGHH, INeXHume
NPEOUMCHIGa, PUCKOGE U OYUKGANA CHEKNMUBHOCIN, 800CUU CReYNATUCHTU NPU RPOGENCOAHE HA AeHeHueno u
HEOBXOOUMOCHING OIN KOHCYAIMAYHI ¢ OPYSU CRENUIUCAIU, NPEROPBLYUINEIeH QUeNTUHEN PEXCUM U husuvecrka
axcmugnocm 1 Op. Huhopmayuama ciedsa 0d ce no3osasd Ha RPUCHT U YIEbPOCHU MEeOUYUHCKY CIanGapmu,
HAWUONATHIE KOHCEHCYCH, HACOKN 30 Q0GP NPAKMURA U eKCREPMIY CINAHOBUIYA Hd HAYUONAINT KOHCYAMARNMIL 1t
naywnmu  Opyxcecmmgéd. B cayuan, e makuead e cd  nanuni G Penybnuxa  bvacapus, RpUAOICEHUME
YPHCOCCMPANHY  CIAHOGPMU, HACOKU 1 KOHCEHCYCH Cleosd da Gvoam npesedeintt na Gbicapcku e3ux u
AOAAMUPANI CHODPA3NO KOMKPEMHANA CREYUDURA U YCI06UI H Dwieapcrama 30pasna cucmema.

B Tu Hay41HH nyﬁﬂmcamm OT IOoCJeNHHuTEe meT TroAHMHH MW NPH/I0KCHA




oubnnorpadcka cnpaBka

Poh-Fitzpatrick MB. Porphyria. Online review issued by Medscape —Drugs, Diseases
and Procedures. Updated February 24, 2014

Mozs, nodxpeneme unpopMayuama 3a aeOpUMMIINe 3a 1euenue Ha zaboaacanemo ¢ Esponelickus cvio3 ¢
OUHHU OM HAVYHY NYOIUKAYUU om nocrednume nem coount. bubruozpaperama unpopstayus caeosa da 6voe
oopmena & cmur Bauxyewp. Mons, npuioxceme  WbIHOMEKCHIOS GAPUANMT  HA  YUMEPANUME  HAYUHU
nyGauRayuL.

AJICOPHTMM 32 POC/IesiBaHE Ha 3200/ 19BAHETO

1. JucnancepusupaHe Ha OOJIHUS C HU3rOTBIHE HA JOCHETA 33 ABJITOCPOYHO
TIpOCIICASIBaHE

2. KoucynaTaiuu ¢ racTpOeHTEpOJIOT U XeMaTOoJIOT 110 OTHOLIEHHE Ha XEMOIH3aTa

3. MonuTopHpaHe Ha OKa3aTeauTe Ha nopduprHoBara obMaHa - TpsaOBa a ce NaHysa
UHIMBHIYAJIHO, CHOOpa3eHo ¢ TeXECTTa Ha KIIMHUYHATA KApTHHA

Moas. nocoveme areopummy 3a npociedsaane na zaboaneanemo. Moaa, exnoveme undhopyayus na dvazapesu
e3UK 3¢ NPOHO3AMA HA 3GDOARBAHEMO, HEOTXOOUMOCIMA ONY ROCALOGAULH BOTHUYHY U USCLHOOAHUMNU ZPUNCH,
GUOCIU CREYUQTUCII NP BPOCICOAGAHEMO U HEOOXOOUMOCIMA O KOHCYIMAWUN C OpVeU CReyUAaIucm,
BBIMONCHY  YCAONCHEHUS, HeCmOMd U MENCecm HA VCAOMCHeHusma u op. Hngopumayusma caedsa da ce
NO306a8A HA NPUECMI U YMEbPOSHI MEOUYUHCKY CIMAHOUPMY, HAYUOHGTHY KOHCEHCYCH. HGCORYU 3G 000pd
NDAKINUKA 1 eKCREPMHY CHIGHOBIYA HA HAYUOHTHY KOHCYAMAHMU U HAY Yy Opyoicecmea. B cavuail, we maxusa
ne ca womwunu € Penybauxa Boacapusi, HPUIONCEHUIne WYHCOCCmPAnHU CRGHIADIMI. HUCOKN U KOHCEHCYCU
eredea Oa Gvoam npeseden Ha Ov1caperu e3uk U AdUNIMUPARY CoOBPAIHO KOHKPEMHAMA CREYUDUKG U YCAOBU
Ha Buacapekama 30PpagHa cUemed.

B T1.4. HayyHH OyOJHKAIMH OT IMOCHEJXHHTE NET FOMHHH H NPHJIOKEHA
oubanorpadcka cpaBka

Poh-Fitzpatrick MB. Porphyria. Online review issued by Medscape —Drugs, Diseases
and Procedures. Updated February 24, 2014

Moas, l’l()()K])é‘)’I("m(:’ uH(/)up.MaWﬂma 34 aireopummume 3a H[)()(‘.’IG()}{(}(IH(’ HO 3a60I6AHEMO 8 EU/J()HC’I:ICKIUI ChiO3
¢ QUHHU OIN HAYUHY Il}/'(lr"lllk‘[l?[llll ont ROCICOHUMe nem POOUH. Ell(/)'."llll)(f,’[)a([}CK(II?I(I HH(i}()p.U(Il{H}I credsa oa ovrde
()(f)()p.,'\«l(’H(/ 6 oyl B([Hk:\’(»”bp, Mo, npuAGxHcenie  nhAHOIMEKCINOG gapudrm HA  YUMUPUAHUME HAVYHU
I’I)'(L‘IHK{H{HZL

ANropuTMH 32 pexa0HJINTALHA HA 3200/1BaHETO

1. Hpezma3BaHe OT CIIbHUEBO OONBYBAHE OLIE OT paHHa JE€TCKa BB3pacT CiACA
JUarHoCTHIIMpaHe Ha 3a00JIIBaHETO.

Moas, nocoueme ateopumyu 3a pexaburumayus Ha saboisanemo. Moas, einoueme unchopaayus Ha
OB12apeRY €3UK 30 HEOOXOOUMOCHIIRG U ROMPEOHOCIUME O CREYUATUSUPAnd pexabuaunayus, 8 mosd Hucio
(husuxaina,  MepKu  3d COYUUAHA  UHIMESPAHUSL,  CREYUTIHU obpazosameiny  HYICON,  npogecuonaino
opueHmupane U NPeKCATUGUKANUA.  NCUXQAOSUYECKa NOMOY. Huopuayusma cieosa oa ce no308asa Ha
npuemu U ymevpoenu MeOUYUHCKU CTAHOAPMYL, HAYUONAINY KOHCEHCYCU, HACOKU 3d 00Bpa npaxmuka u
eKCREPMAI CIIAHOGUUQ HA HAYYOHATHY KOHCYIMAHIMU U HAYUHU Opyxcecmea. B cavuau, we maxusa He
nanuynu 6 Peny@auxa boaeapus, npUIONCeHume Hylcoecmpani cCmanoapmy, HacoKl U KOHCeHcycu credea 0a
Gedam npecedenu Ha Dva2apeky e3ux i adanmupani CLOBPAING KOHKDEMHAMA CREYUPURA 1 VCIOBUA HA
Dwacapekama 30pagha Cucmema.




B T.4. HayyHH mOyOJHKANMM OT MOCJIEJHMTE IeT TOAHHM M MPHIIOKEHA
Onbanorpadgcka cpaBka

1. 1. AmxapoB. JIMarHOCTHYEH ¥ TEpPaNeBTUYECH aIropHThM (KOHCEHCYyC).barrapcko
HAy4HO  JPYXECTBO 0  TaCTPOEHTEPOJIOTHS. Iopdpupuu. brarapcka
xenaroracrpoenreposorus. [.2010 — Ku. 2 ctp. 170-183

Moas, nooKkpeneme uHpOPMAYUAING 30 WIZOPUMMUINE 34 pexabuiumayus nd 3a6oissanemo ¢ Esponeiickus
CHIO3 ¢ Oaiin oM HAVUHY AYOIURayUl om RocIesnme nent 2odunu. bubnuospadhckama undopsayus caedsa oa
fwoe ogopmena s cmun Bauxkysvp. Moag, npuiodceme WvulOMEKCNIOs SUPUGHIN HA WUMUPAHUNIE HaYYiy
RYOAUKAUL.

HeoOxoaumMHu JeiiHOCTH 3a mnpodHIaKTHKa Ha 3a0o1saBaHeTo (aK0 TaKHBa ca
NPHJIOKHMH)

1. Tlpeama3BaHe OT CIIbHYEBA CBETIIMHA [TPE3 LUCITHUSI XKUBOT
2. Ilpuem Ha BuTamuH [

Moas, nocoueme OeliHocmu 3a RPOQUIAKMUKG A 3a00IAGANEMO, KO Makuga ¢ npuaodxcusu. Moas,
grAIONENIE UHPOPpMAs Ha DLACAPCKY e3uK 30 HeODXO0UMama Nupeutndg, 8MOPUHHA 1 MPEIMUYHA IPEEEHYNS,
PUCKOBH (PAKMOPY, 6 IOGA HUCIO U PAKMOPU HA OKOTHAMA cpeda, ckpunine u op. Hudopmayusima credea da
ce NO306aRA HA HPUCMN 1 VIMEBLPOCHN MEQUWUHCKU CIMAHOAPMY, HAYUHOHIHY KOHCCHCYCH, HACOKI 34 000pa
NPAKIMUKG U eKCREPIMHY CINAHOBIIYY HA HAYHOHIHIL KOHCYAMAHMY U YU Opyxeecmsa. B Cuall, we makued
He ca manuHu & Penyauxa Bvacapus, APHAONCEHUNE UYNCOCCMPAHHI CHIGHOQDINY, HACOKN U KOHCEHCYCU
Credea O GrOam NPEBEOeH Ha GLICAPCKY e3UK U AOANINUPAHI CLOBPA3HO KOHKPEMHAMA CREYUPURA U YCAOGUsL
Ha BLACAPCKAma 30PagH CUCIREMU.

B T.4. Hay4yHH OyOJHKAIMH OT WOCHEIHHTE MeT FOJAHHH H NPHJIOKEHA
oudamorpadgcka cnpaska

JI. AmxapoB. JIHarHOCTHYEH W TEPaneBTHYEH AITOPHTBM (KOHCEHCycC).banrapcko HaydHO
JpyXecTBO Mo ractpoeHTeponorus. Ilopdupun. bsarapcka XenaroracTpOeHTEpONIOrHA.
I.2010 — Ku. 2 ctp. 170-183

Moas, nodkpeneme URDOPMAYUAMA 3a  HEOOXOOUMUME MEPKIL 34 npoguaakmuKd  HQ  3aDOTABAHEMO 6
Esponetickus ¢pio3 ¢ QAuHU OM HAVYHU WYBAUKAUN O NOCACOHUME  Hen 2O0UH. Bubanocpacpexama

ungpoprayua credea 0a Gvoe ofopmena 6 cmua Bankyevp. Moas, npuiosiceme nuInomekcmos eapuanm ra
YUMUPAHUME HAVHHI NYOTURAYUL.

l'[pezmomelmﬂ 3a OpraHmsanmsi Ha MEIJHIHHCKOTO Oﬁcﬂy)KBaHe HAa MAHCHTHTE H 34
(lmﬂaﬂcnpaﬂe HAa CHOTBETHHTE eilHOCTH, C'LOﬁpaSCHl/l ¢ JeiictBamiata B CTpanarta

HOpPMATHBHA ypeaba

1.Jumao Amxapos. ITopoupun (Heobxoxumu cBeeHHS 32 GOJIHATE U TEXHUTE JIEKapH.),
JlabopaTopus no mOpGUPHA K MOJIEKYJISIPHA IMArHOCTHKA Ha yepHOAPOOHHTE 3a00NsBaHMS,
Kmisuka o racrpoenteposiorns, YMBAJI “Ce. Msan Puicku” Codus 2011

Moas, onuutemne RPEOTONCeHUs 34 OPLaHU3AI HA MeOUYUHCKONO OBCTYHCRARE HO nayueHmume u 3d
(PunaHCUpane HA CHOMGEMHUNE OUHOCINY, ChOOPU3EHY ¢ deticmeauyania 8 Crpanaing HOPAIAMusHa_ ypeood,




GRAIOYUMEAHO 0GOCHOBaHY NPeAIodcents 3¢ donvanenus 1 wwvenenusd. [Ipedaodicenuaing mpatea 0a yeaam
nodeBpacane HU JOCHBLRA G0 KAYECMGEH, JOCKGUNIHY 1 HUBPCMEHHU MEOUYUHCKY U 30PAGHU SPUMNCH, KUKMO U
ONIMUMIBUPAHE A U3ROAZ6AHUME PECYPC 6 30PUGHAMA CUCIReMA, 6 MOGH YHCIO MAMEPUATHU U UOBCUEKIL.
Huopyayusima credea Od ce nO306a484 HA npuemu u YMEPOCHU MEOQUWUHCKY CHIAHOAPIMY, HAYUOHIHU
KOHCEHCYCU, HACOKN 3d 000pa NPpAKMUKA U eKCREPIHU CRAHOGUUIA HAd HUYHOHWIHIL KOHCVIIMAHIN U HAVWHU
opvoecmea. B cayuaii, we maxueq He cd HQUHU 6 PenyGinuxa Borcapus, npuioxcenume Myxnoecnpannu
CINAROAPIMU, HUCOKU U KOHCEHCYCH Cledsa 0d ovoum npeseoeHu Ha GvAcapCKll ¢3UKk U AdUIMUPARl CooOPasHo
KONKPEMHaNA CReYUDURA U YCAOBUSL A DDICAPCKAMA 30PABHA CHCIEM.

Onucanme HA ONHTA ¢ KOHKPETHH MANMEHTH ChC CHOTBETHOTO PAAKO 3aloisBaHe (aKo
HMa TaKbB)

IIpi Hac e AMArHOCTHMLMpPAHH, JIEKYBaH M ABJATOCPOYHO HabiroJaBaH 1 6onen ¢ BEIl. Ha
BCEKH HOBOOTKPUT GoyieH ce odopMs NOKyMEHTAIMs, KOSTO C€ ChbXpaHsiBa HA XapTHCH H
eJeKTPOHEH HOCHTEN. B Hes ce 3amucBar JaHHWTE OT aHAMHE3ara, CTCIUATHUS nopupuyeH
cTaryc, OOLIUS CTaTyc, EBEHTYaIHO HAIMYHE Ha NPHAPYKaBallK 3a00JIABaHUS U PE3yJITaTHTE
oT obmuTe nabopaTOpHM U3CIEBAHMSA, KOUTO HMAT OTHOLICHHE KbM IPEACTOAIOTO
neuerne. Ha OTJEIHO MSICTO ce OTpa3sBaT HAYAIHUTE Pe3yTaTh OT nopdupruHoBaTa 0OMsIHA,
KOMTO GHBAT TPOCIEABAHH B XOJa Ha JICYEHHETO M ABITOTPaiHOTO HabironeHne. Beudku
HACTBIIWIM TIPOMEHH HaMMpaT MSCTO B JOKyMeHTaunusra. IIoapoOHOTO HOKYMEHTHpaHe
6aronpUATCTBA TOYHATA OLEHKA Ha X0J1a Ha 3a00JIsIBAHETO.

Moust. omuuiente onuma 6 Penvinuxa Bvaeapiist ¢ KORKPpenny RAyuenni ¢oe CoOMBEMHoNo PAoKo saboiasisane.
Moas, nookpeneme UHOPMAYUWAMG ¢ OQUHU OM 1AV RYOIUKAYUU on ROCICOHUme  Rem . 200UHU.
Bubanoepadhexama ungpoparayus: credsa da 6voe ohopmena 6 chitit Bankyesp.
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