UHDPOPMAILIMS 3A:

HaunmenoBanue Ha 3a6019BaneTo

E80.2 Jlpyru nop¢upuu:

1. Octpa unTepmuTeHTHA (4eprOIpOGHa),OcTpa HUHTEPMUTHpaIa nophupus (OMIT)
(Acute intermittent porphyria, AIP),

Mo, nocoweme nv.ano naumenosanue na 3aborseanemo na Dwreapeku ezurx cveaacno HOMEHKAAMYpama na
MKbB-10. Moxsa, nocoveme cunonmimvuy u AAMEPHAMUBHY HAUMEHOBANUA HA  3a00I96AHEMO, aKO MAKUBU
ChUiCCmBY8ant.

OnpenesieHne Ha 3a6oasiBaHeTO

KPATKA JE®@UHHULINS HA BOJIECTTA: Octpara narepmutipama nopbupus (OUIT)
Cllafia KbM rpynata Ha HEBPOBHCLEPATHUTE IMOPOUPHH — XETEPOTeHHH, BEIIECTBOOOMEHHH
3a00JI1BaHMA, B OCHOBaTa Ha KOMTO CTOH BPOIEH WITH NPUNOOHT NebHIUT HA OnpeneseH

€H3MM 0T OMOCHHTE3ATA HA XeMa.
ETHOJOI Usl:

Octpara uarepmurupaina nopdupus (OUII) e BPOJCHO 3a00IsiBaHe, KOETO ce Ipe-
AaBa aBTO30MHO-AOMHHAHTHO. MeTaGoIUTHUAT BII0K ce 06yclaBs OT MOHMKEHATA AKTHB-
HOCT Ha CH3MMa XHIPOKCHUMETHIOWIaH cHHTa3a (MophoGUIMHOreH NeaMuHa3a, Iier/[ ).
YcTaHOBSIBAT Ce PA3THYHK MyTAlUMHK B rena Ha I16r]] npu pasMYHUTE PaMUIIHH.

OpraHbT Ha eKCNIpECHs HA CH3UMHHS Je(eKT € YepHHAT Ipo06, HO MPU TrOJIAMOTO
MHO3HHCTBO 3aCeTHATH ()aMMIIHH aKTHBHOCTTa Ha I16r]] € HaMasleHa BbB BCHUKH THKaHH,
BKJL. eputpouuture. ChinecTsena ocobenoct npu OUIl e, ye YaCTHYHHAT eH3MMeH
AepUIAT cam Mo cefe CH He € JOCTATbYEH 33 KJIMHMYHATA H35BAa HA GOJIeCTTA.
Heobxomumo e BB3ACHCTBHE HAa XOMBJIHHTENHH €K30TeHHH NPUYHHH (MHOTO TOJISIM
bpoit nexkapcTBa, MeTaGonu3Mpalu ce upes HuTOXpoM P450; IJIaJlyBaHe; IpeKoMepHa
¢uswyecka ymopa, noBena 10 H3YEpIBAaHE HA TIJIMKOreHA B MYCKYJIUTE; OpaIHH
KOHTPAUCNTHBHU CPEACTBA; aNKOXOJ; HACTOSIIA MM CKOPO NpeKapaHa MHGEKIHs) Wil
€HIOTeHHH (aKTOpH (XOPMOHANHM KONEOAHMS, CBBP3aHH ¢ MEHCTpyanusra,
6peMeHHOCT), 3a J1a IPeMUHE 3a00JIIBAHETO OT JIATEHTHO B IPOSBEHO.

WssiBata Ha GonecTTa 3amoysa B my6epreTa KaTo M0-4ecTO PH >KEHH.
K/IMHUYHHU ITPOSIBH:

Knuanynata kapTuHa npoTuya Hai-4ecTo ¢ ocTpH nmpuctbiy. CamusT IPUCTHII Ce
u3passiBa KIMHAYECKH C €IHOBPEMEHHO Da3sBUTHE HAa TPH OCHOBHH CHHApOMa —
racTPOEHTEPOJIOTHYEH, HEBPOJIOTHYEH M IICUXHUEH.




I'acTpoenreposiornuen cuHapom. Toill e Haii-CHIHO W3sABeHMSAT IIPH TONSIMOTO
MHO3HMHCTBO GOJTHH. JIBJDKH CE Ha Te)KKa BereTaTHBHA HEBponaTus. XapaKTepusupa ce Che
CHJIHU KopeMHH Ooskm. Cpemwar ce npu 95-98% or npuctenute. Moxe na obxBamar
€A KOPEM, HO IOHSKOra C€ JIOKAIMU3UPAT B OTACIHH KBaJipaHTH. TBBpAE yecto ce
H3IBYBAT KbM KPBCTA, UMUTHPAHKH HEPPOIUTHAZHA KOIHKA C JU3YPUYHH CMYIIEHUS, HO
0e3 kpeB B ypmHara. Yecto KOopeMHaTa 0ojika ce HpHIpYXaBa OT rajeHe u OGHJIHO
NOBPELINAHE, KOCTO MOXE Ja JOele HO0 TEXKO 06e3BONHSIBAHE. IIpucTembT NpoTHya
YIOPHT 3aMeK, KOHTO MOXe Nla TOCTHIHE 110 CybHieyc, [IOpajy U3pa3eHa YpeBHA aTOHHA.
BB3MOXKHO € Jia ce yCTaHOBH ChBCEM JieKa PHUTHAHOCT Ha KOPEMHATa CTE€HA, HO 0e3 SICHO
H3paseH XUpypruiecku nedaunc.ITo Bpeme Ha MpHCTENA UMA MBYMTEIHA TaxHKapausa —
yncosata 4dectora goctura mo 150-180 ymapa/mun. IMosumaa ce u apTepHATHOTO
Hasisirade. Bu3MoxHo e na uMa cy6debpuinna TEMIIEpaTypa, KOSITO CBhIIO € BEreTaTHBHO
obycrnoBeHa.

Hespoaornuen cunapom. Omaksanusra ot CTpaHa Ha nepudepHaTa HepBHa
CHCTEMA Ca pasiH4HO M3PaseHH NPH OTAenHUTE OosHK. Haii-uectd OT TX ca GoaKkuTe B
MYCKy/IaTypaTa Ha KpaiitHuumre, BpaTa, rop6a, rpbIHHS KO H Kpbcera. [To-kbcHo ce
NosBSBAa MYCKYJIHA ¢1a00CT, IOCTENCHHO IPEMUHABAIA BHB BN Mape3d U napajusn
Ha MyCKynuTe Ha KpaHuuure. Te HanpenBaT HE3XOMAMIO - OT paMeHeTe KbM KUTKUTE U
oT Genpara KpM Xxoawiara. Ilo-cuino ce 3acsrar MYCKYIHUTE pasreBaud. [Ipomenute
OOMKHOBEHO Ca CHMETPHYHH — YCTAHOBSIBAT CE M B JBETE pBIEC, H B JBara Kpaka.
Cyxoxunnure peduexkcn ca orcraGeHH HIM JIHICBAT. Hesponarusta e mnoseue
MOTOpHa ¥ B I0-MaJIKa CTCNCH CEH30pHA KaTO NPH MApEe3HTe M [apalH3UTe MYCKYIHHTE
Oonku mpoxbmkasar. Mima mapecresnu u ApYra ceTuBHH HapymenHus. EMIT nokassa
H3pa3eHa aKCOHHA AereHePaLM | B II0-MaJIKa CTETIEH JIeMHCTHHM3AIIHS.

W3pas Ha 3acsraHe Ha HEHTpaTHATA HEBHA CHCTEMA € YHOPHTOTO riaBofo.ine
npu Bcuyku 60mHu ¢ OIIITL. Tlpu 10 — 15 % ot Gonuute uMa NpH3HAIM Ha YBpEXXIaHe Ha
HEPENHO-MO3BYHI HEPBH — NMC(ArHs, AW3ApTPHA, IMIUIONHUS, BPEMEHHA CIETOTa,
darmanuc u ap..

Ilcnxuyen cunapom. IlpeoGianapar menpecusrta, 6€3MOKOACTBOTO U TPEBOXKHOCTTA.
Houskora ce nabmonaBa aGHOPMHO TMOBeIEHHe, JOCTHIAIIO H O arpecusHocT. [Ipu mo-
TEXKUTE [IPCTHIIN Ca BB3MOXHH A€/IUP, AMEHIHSA H KATATOHEH CTYIOp.

[TenHOTO pasBuTHE Ha KIWHWYHATA KapTHHA TPU OCTPHA NOPPUPHYEH NPHCTHII
OTHEMaA OT 2-4 ceqMHIIH.

I'EHETHYHA KOHCVYJITALIUSA:

Honmkenara aktuBHOCT Ha eHsuMa IIOr]] y pONHHHHTE CBHIETENCTBA 3a JATEHTHO
HOCHTENICTBO Ha 3a0OJISBAHETO M PHCK OT pa3BHTHE HA TPHCTBI IPH Bb3JEHCTBHE Ha
oTkmouBalKuTe dakropu. Ha Beuuxu Gonuu u natentHu Hocutenn ¢ OUII ce m3ciensa
[IorJ] OuOXMMHYHO ¥ MOJIEKYJAPHO TEHETHYHO B €IMHCTBEHATA crenuau3npana
naboparopus B cTpanara “JlaGoparopus no nopohupHu U MOJICKYJIApHA NMArHOCTHKA Ha
BUPYCHH 4epHOAPOOHHU 3aboissanus”, YMBAJI “Cs. Usan Puncku”, Codus. Bonaure ce

AUCITAHCCPU3NPpAT W TOpOCiCasaBaT JOBJIMOrOAMIIHO CBBMECTHO ¢ KJIMHHKaTa 110




racTpOeHTEPONOrHs B chmara Oonuuua. M3rotes ce poJocioBHO NbpBO Ha BCAKa (GaMUIHS

chABbpxaIo unHGOPMAIHS 3a 34paBy, OOSHH ¥ JTATEHTHU HOCHTEIH.

JIEYHEHMUE:

(Cobraacno lnarHocTHYeH U TepaneBTHYeH AArOPHTHM NPH MOPQUPHH, IPOTHYAILH C
OCTHP HNPHCTBI).

I'eneTnynusT aeekt He Moxe fa Obae u3nekyBad. [Ipenau Bcuuko TpsOBa na ce
NPEYCTAaHOBH BB3JEHCTBHETO HAa BCHYKH €K30T€HHHU OTKIIoUYBaInH (axkropu. Haii-uecto ToBa
ca nop(HpHHOTCHHH JIeKapcTBa. [ 1aBHaTa [eJI IpH JIEYeHHETO Ha OCTPHS NOopHUpHYEH
IIPUCTBII € NOATHCKAHETO HAa HHAYIMpaHaTa CHHTa3a Ha JeJiTa aMUHOJIEBYIHHOBATA
xucennHa (JJAJIK-C), koero 3abaBs 6MocHHTe3aTa Ha XeMa M CHHXKaBa aOHOPMHOTO HATpYII-
BaHe Ha MeTabonutu. M3mon3Bar ce ABa OCHOBHY ITATOT€HETUYHHU IOJX0/1a - MACHBHH BJIMBA-
HHS Ha [JIFOK03a Y [IpHIIarale Ha IpenapaTH, cbabpxaiy xeM. [IpoBexna ce u
CHUMIITOMaTHYHO JIEYEHHE C JIEKAPCTBA OT pa3pelleHUs CIIHCHK, KOUTO He ca
nopbuprHoreHHyd. Ha GonHus ce naBa uHGoOpManus 3a XUTHEHHO-TUETUYHHS PEXUM, KOUTO
TpsiOBa na 6bJe clia3BaH (BUCOKOBBIVIEXHIpATHA JUETA IIPU JOCTAThUYEH MIpHeM Ha OeNThIN)
B MEX/IyIIPUCTHITHUTE NEPUOIH.

Moas, nanuueme xpamxo onucanie Ha 34b0I86AHEMO CbIACHO npuemume 6 bwieapus
MEOUYUHCKU CMANHOAPIN, HAYUOHAAHU KOHCCHCYCU, HACOKY 30 000pd NPUKMUKA 1 eKCREPIMHU
CIUHOBUWYU HA HAYUOHWIHY KOHCYIMARMU U HAYYHU Opyorxcecmed. OnpedeieHuemo ciedsd od
GRAIOYGU UHPOPMAYUSL 6 PEIIOMUPAH 610 HU OBI2APCKU €3UK 30 eMUOI02UAM, KAUHUYHUME
NPOSIEY, 2eieINUYHA KOHCYAMAUs U Ae4eHue Ha 3a00186aHEeMO.

Yerupunudpen ko Ha 3a6oaaBaneTo N0 MKB-10 (ako TakbB € HaTHY€EH)

E80.2 Jlpyru nopupuu:
1. Octpa unaTepMuTeHTHA (4epHOAPOOHA),OCTpa HHTEpMHUTHpaIa noppupus (OUIT)
(Acute intermittent porphyria, AlP),

Mous, nocoueme wemupuyugpen kKoo Ha saboreanemo cwveideno novenraamypama MKE-10. Axo maxve ne e
HOuUHeH, MOS8 WIA0NCEIMe  NPediodcentie 3¢ d0exsamHo 1 COCMOGEPHO Kooupane Ha 3da0018anemo 6
HAYUOHWIHANTG 30PAGHA cucmeMa.

Kox Ha 3a6o0asiBanero no Orpha code:

ORPHA code 79276

Moas, nocoveme xod Ha 3a60IA6aHENO ChaIacHo Homerkiamypama Orpha code (hiip:irwww.orpha.net). Axko
INAKDE HE € HATUYCH, MOIS UZTONCENIe NPEOTONCEHUC 30 QOCKBAMHO U GOCRIOBEPHO KOOUPAHE HA 3aD0IS8UHEMO
6 HOYUOHQIHANIA 30PAGHA CUCMEM.

EnuaeMHoJIOTHYHH JAaHHH 32 3a00/1saBaHeTo B Peny0inka bnarapus

OcTpara MHTepMUTHpala NopdHpHs € paako 3abossBaHe, 3a KOCTO JIMICBAT HAICKIHH
naHau 3a aeficturenara My yecrora. Ot 1965 r. 1o cera ca AHarHOCTUIMPAHH, JIEKYBaHH H
IBITOTpaiiHO TpocnensBanu wicHoBeTe Ha 35 dammmuu ¢ OUII or naGoparopusra 1o
nopupHy U KIIMHUKATA 110 TaCTPOSHTEPOIOTHSL.




3a nepuona 2010-2014 r. mannute couar 0,05/1 ron/IMuHOH 3a 33607€BAEMOCT H 2,7/1
MHUJIMOH 3a GonecTHOCT. 3a cpaBHeHHe Ipe3 mepuoaa 1976 -80 ron 3a6oneBaeMocTTa pu
AuarHocTHIMpanTe oT Hac cinydau ¢ OUII 6eme 0.19/1 ron./1 mununon, a 6onectHoctTa 7,8./1
MUJIHOH T.€ HOTOKBT OOJHA HACOYEH KBM €AHHCTBEHOTO B CTPAHATA 3BEHO € HAMAIII OKOJIO
3-4 nbTH.

Ilopand aBTO30MHO-IOMMHATHOTO mpenaBaHe Ha Oonectra, OWIl He momnexu Ha
OKOHYATEIHO H3JIEKyBaHE, BCHYKH JMAarHOCTHLMPAHH M JICKYBaHH ITAUMEHTH OCTABAT HA
Oe3cpouno Hab/MoEHHE OT €KCIIEPTHOTO 3BEHO, @ 50% OT IOKOJICHHETO Ha BCAKO CEMEMCTBO
ce 04aKkBa jia HOCH JieheKTHUAT reH. [Topdupusarae ce yHacnensBar ¢ eJHaKBa 4ecTOTa IPH
ABATa M0JIa,HO NPUCTBIIATE CE pa3BUBaT 2-3 IIBTH I10-YECTO NpH XeHuTe. [losBaTa UM mpeau
Kpas Ha mybepTeTa € U3KIIIOUHUTEIHA PAIKOCT.

Mons, nocoveme enuoesuorozuuin dannu 3a sabonssanemo ¢ Penybauxa Borcapus. Jannume mpatea da
BIIOUGAN unpopMayus HA GBASAPCKU e3UK 3G 30601€64eMOCNIA, BOACCIMHOCIING, NPeSUSHEMOCIMG U
CMBPMHOCING Ha 3aD0AR6ANEMO 8 DbacapeKa O0ULa RONYIAYUSL, KAKINO U XAPAKMEPUCHIUKY U O4AK6AN BPOTL HA
RORYAQUUAING 8 PUCK.

B T.4. HayuyHu mny0JMKanMH OT IOCJeAHHTE NeT TOJWHH H NPHI0KEeHA
oubanorpadgcka cnpaBka

JlanHMTE 3a €MUIEMHOIOTHATA Ca M3YMCICHM Ha 0a3ara HAa HaNIMYHATA JOKYMEHTAIMA |
apxuB Ha Jlaboparopus 10 noOpQUPUM M MOJEKyJsApHA [JHATHOCTHKA HA BHPYCHH
4epHOAPOOHM 3a0OpABAHHA KaTO €IAMHCTBEHOTO (YHKIMOHHpAWIO 3BEHO B CTpaHATa,
00eIMHABAINO IMAarHOCTHKATA, JICYEHUETO H IIPOCIE/ISIBAHETO HA GOJTHU ¢ OpUpHUs.

Mons, nodxkpeneme ungpopmayuama 3a enudeMuorocunume danny 3a 3aboaseanemo 6 bracapus ¢ dannu om
HAVYIY NVEIURAYUN om nocaeonume nem coduny. Butanozpadickama undpopaayus credsa da Gmde oopmena s
cmuyt Bankyewp. Moas, npuioxceme e tHOMeKCMOE 6apuann s YUMUpanume Hayuny myeiuxayuL,

EnuaemMHo10rH4HU JaHHH 32 3a60aaBaHeTo B EBponelickust cb103

3a tpu roqumnus nepuon 2010-2012 roa. B 11 appxaBu ot 3amanna u Ceepha Espona ca
Ounu 06paboTeHn naHHMTE 3a 3a001eBaeMOCT U OOJIECTHOCT IPH AUATHOCTHUIIMPAHHUTE GOIHH
¢ OUII, xosito € BropoTa o yecrota nopdupus. Mscrensanero e obxsadamo obmo 1930
6onHu.

[lonyuenure cpennu croiitHoctH ca 0,12/1 rox/l mminon 3abonesaemocT U 5,4/1 mMunuoH
60J1eCTHOCT.

i"/l).-‘"lﬂ, HOCOMEMe enuoeMiuoi0cUNHU Ol 30 3000198aHeM0 8 [,‘:b’pOi’l(fI:(CK?lﬂ cvio3. Hanune mpﬂﬁé’(l ou
BKAIONGANT  UH (/)O/J.W ayus,  npee edena na  Ow. 1eapceKu e3uKk  3a 3d oaesaemMocinm a, doaecmuocinm a,
APEHCUBACMOCIINIA U CMBPRIHOCIMA Ha 3600496AHENC 6 (’6[70/76’1:(6’/(’& HOMAQYUA, KAKINO U XAPAKMEPUCIUKY U
OYUKEAN 6p()fl Ha ROAYVAQUUAING 6 PUCK.,

B T.4. HayyHH ny0aHKanMud OT @OCJAeJHMTE MeT TOAHHH H NPHJIOKeHa
onbauorpadgcka 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. M. Mykletin, A.K. Aarsand, E.Stole et al. Porphyrias in Norway= Tidsskr. Nor.
Legeforen 2014:Ne8, 831-836.




Moas. nodkpeneme ungopmayuama za enudemuonoduunume Oannu 3a 3aboaseanemo & Eeponeickus cvios ¢
OanHu om HayuH RYOAURayaL ont nociednume nem 200un. Bubruoepagekama ungoprmput credea da Gvde
oghopmena & cmun Bawkyewp. Mo, npuisoxceme nvIHOMeKCmos 6apUAHM HO  YUIMUPAHUME HAVYHY
nyoaukayuu.,

Onenka Ha CHLOTBETCTBHETO HA 3200/IIBAHETO ¢ AepHHMIUSATA 32 pAAKo 3a00/sBaHe
cbIyIacHo § 1, T. 42 oT JONBAHKTEIHUTE pa3nopenGH Ha 3aKoHA 33 3ApaBeTo

3a6ossBaHETO OTroBaps Ha NeQUHHULUSTA 32 PAAKO 3a00/IIBaHe.

Mous. dexnapupaiime Coomsememeuento Ha 3adoIseanemo ¢ eQuuuUAma 3a pRoko saboiseane cvenaco § 1,
m. 42 om donvanumenunume pasnopedtu na 3axona 3a 30pageno.

Kpurepun 3a yuarHocTuippase Ha 3a00/19BaHETO

I. AHaMHeCTHYHHM KPMTEPHH 32 JHATHO3aTAa.

1. Omnaksanus, 0QOPMSIIY FaCTPOSHTEPOIOTHYEH CHHIPOM: KOPEMHH GOJIKH
C pasHooOpasHa XxapakTepucTHkKa (AMQY3HM WIM JIOKAIM3HDaHH,
MIOCTOSHHU MM KOJIMKOOOPa3HH, HpaJUHpalld U HeMpaJuHpally), rafcHe,
IIOBpBIIAHE, 3aMeK, cyOueyc.

2. OnnaxkBanus, oOQOpMALIM  HEBPOJOTHYEH  CHHAPOM: OOJNKH B
MyCKyJlaTypaTta Ha KpaHHULHUTe, rbppba, TIPHOHHA KOII M KPBCTa;
MyCKyJIHa cnadoCT, JEeCUEHICHTHO Pa3BUBAIIM Ce Mape3u W Napalu3M Ha
KpallHUIIUTE; CETHBHHM HApYIIEHHs; MPOSBH OT CTpaHAa Ha 3aCETHATH
YEepEenHO-MO3bYHH HEPBU.

3. OmrakBaHud, odopmsIH MIICUXAYEH CUHIPOM;
JeNpecHs,0€3M0KOHCTBO,YaCTHYHA MM IBJIHA IE30PUEHTHPAHOCT.

4. JlpyrH OILIaKBaHH: OTNAJAHAIOCT, ChbpleOHEeHe, TU3YPHIHH CMYIICHHS
5. UYepsena ypuna

6. JlaHHM 3a MpPEALIECTBAINO BB3ACHCTBHE HA CIEIHHTE OTKIIIOYBALIH
pa3BUTHETO Ha npHcTblIa (akTopu: HOPPUPHUHOTEHHH JIEKapCTBa,
MEHCTpyaJleH LMKBJ, OpEMEHHOCT, rllafyBaHe, ocTpa (uU3nIecKa ymopa,
CKOpO IpeKapaHa UM HaJIM4Ha UHPEKIHS, aTTKOXOJ.

7. JlanHu 3a 6MM3BK poaCcTBEHMK ¢ JokazaHa OUII.
II. ®u3nkajHa HaxoaAKa

1. Bone3HeHOCT MpH majananus Ha KOpema ¢ BB3MOXHA PUTHIHOCT, HO 6€3
nedanc

2. W3pasena B pa3uyHa CTeneH nepudepHa WK IeHTPaNTHA HEBPOIIaTH
3. Taxukapaus U XUIEPTEH3HUsA, B HIKOU ClIy4ad U cyOheOpuiuTer

4. Tlpwu 3anmouBalia nmapaiu3a Ha JuxaTelHara MycKyaTypa OTciabBaT riachT
H €KCITUPUYMET.

[II. O6mu JaGopaTropHH wu3ciaeaBaHusi- He ce ycraHoBgBar creuu(puU4HU




NIpOMCHH B KPBBTA, OCBCH XHIIOHATPUEMUSA IIpH HAKOH OoJHH. PHIIKO
JIEBKOIIUTO3A.

IV.Cnennanmsupann  naGopaTopHH M3cleIBaHMsi — U3BHPLIBAT CE B
CHELMATH3UPAHO 3BEHO

Moan, wzbpotne xpumepuume 3a duaenocmuyupane Ha 3aGoaseanemo (depunuyus na cavian). Moas,
BRUOUEME UNPOPMAYUA HA BHACGPCKY €3UK 30 NPUSHAYUNE U CUMAMOMUINE HA 3ABOISANCING, CMUOIOPUAMA U
namozenesama. lndhopsayunma creosa da ce nozosasa ua npuemu u YMGwpPOEHt MeOUYUICKY cmanoapmu,
HAYUONAINY KONCENCYCU, HACOKU 30 000PA RPAKIIUKA U €KCIEPMHN CINANOBIYA HA HAYUOHAHY KOHCVAMAHMY U
nayuny  Opvocecmsa. B cavuai, we maxuea we ca wamwuny ¢ Penyéauxa bvacapusi.  npunoxcenunie
UYHCOCCINPAHNU  CIIGHOAPIY,  HACOKU 1 KOHCEHCYCH ¢1e08a 0a ObOam Mpegedentt HG 6uioapeku e3uk i
aOanRMUPAIY CLOOPAIN0 KOUKPEMHAMA CREYUPUKRA 1t YCROBWA HA DLIcAPCKAMA 30PABHA CUCINEMA.

B T.4. mayuynu nyO0aMKamMM OT MOCTEAHHTe HEeT TOXMHH M NPHIOKEHA
oubmorpagceka cnpaBka

1. JI. Amxapos. JlnarHOCTHYEH H TepaneBTHYEH alropuThM (KoHceHncyc)Bairapcko
Hay4yHO  JPYXXECTBO [0  FaCTPOEHTEPOJIOTHS. ITopbupun.  Bvarapcka
xemaroractpoeHTeposiorud. [.2010 — Ku. 2 ctp. 170-183

2. Amxapos [, Msanosa A. Octep nopoupuuen mpuctsn. ®opym meaukyc 6p.1/2015
rOJI.

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

Moas, nodkpeneme uNPOPMAYUAMA 3 KpUMEPUUME 3d OUALHOCINUYUPaNEe 1d 3a60sanemo 6 Esponetickus
CHIOZ ¢ OAHNU OM HAYUHY NYyORURayUl Om nociednume nem coouHw. bubrnocpaderxama wngopsayus credsa oa
0woe oopmena 6 cmu Bankysvp. Moia, npuiooweme MviHOMEeKCnos apuanm Ha YUMupHume Haywiu
RYOAUKAUN.

AJIFOpﬂTMﬂ 3a IMArHOCTHIIMPAHE HA 3200J19BaHETO

ITpu ceMHenue 3a OUIL, 60nHUSAT ce HacoUYBa KbM CIENHATH3UPAHO 3BEHO, KBJETO CE ClIeBa
AJNTOpPUTHM IIPU HOPGUPUH, TPOTHYAIIH C OCTHD MPHUCTHII,

1. Vi3BbpiBa ce CKpUHHHIOBO H3CIIEIBaHE HA YpUHATA 33 MOBHINEH TOPGOCHIMHOTEH.
[Ipenmouuta ce

npobara Ha Hoesch, kosiTo mpakTiyecku e ¢ abCoNOTHA AUATHOCTHYHA YYBCTBUTEIHOCT U
JUArHOCTHYHA CTIEIU(PHIHOCT.

[TonoxwurenHata npoba € CUIYpHO yKa3aHHe 3a Pa3BUTHETO Ha MOpUpHUIEH IPUCTHII U
00JIHHS ce Haco4Ba He3a0aBHO KbM J1€4eOHO 3aBEICHHE ChC ChOTBETHATA BH3MOXKHOCT.
[Tpu oTpuiaTenHa npoba ce OTXBHPIIS OCTPUST MOPGUPHUYCH IPUCTHIT.

2. Ilpu nonoxwurenHa npo6a Ha Hoesch ce 3anouBa BeHara neyeHue U ce U3BBpIIBa
KOJIHYECTBEHO

ompeneNifaHe Ha JeNTa-aMHHOJIEBYIMHOBATA KHCEIHHA, NopGoOHIHHOreHa, yponopdupruHa U
xomnponopdupuaa B 24-yacoBa ypuna. OIpeJensHeTo Ha IOCIeIHHTE Ce U3BBPIIBA CaMO B
CIeIMaTu3upaHo 3BE€HO, KbJIeTo TpsiOBa na Obae usnpareHa npoda. [Ipu npucren
nophoOHIMHOTeHBT C€ TIOBHUILIABA JIECETKU ITBTH HaJl TOpHATa peepeHTHa rpaHuna

3. B cenuanu3upaHoTo 3BEHO c€ YTOYHSBA THIIBT Ha NOpUPHATA JOBENIA IO OCTHP IPUCTHII
upe3




¢ryopecuenTHo n3cnenBane Ha cieurduyen NOpGUPHH-GEITHYEH KOMILIEKC B
HaTMBHAKPBBHA I1a3Ma pa3pezieHa ¢ pocatro-6ydepen dpusnonornyen pasrsop. [lpn
BB30Yxk1aHe 398 nm razmarta
¢iryopecuupa MakcuManHo Ha 626 nm npu porphyria variegata 1 Ha 618 nm IIpY BpoJieHa
xompornopupus. [Ipu octpa uHTEpMUTHpAalIa NOPGHUPHS KM JTHIICBA (IIyopecLeHTeH
MaKCHMYM, HJIH TOH (TBBPIE HACHK) € ChIIO Ha 618 nm. Bes BrOpus ciryuyait
nrepeHHaNHaTa IMarHo3a Mex Iy OCTpaTa HHTepMUTHpAIIa HOPQUPHS i BPOAEHATA
KOnponopdupHs ce OCHOBaBa Ha TOBA, Y€ IIPH NOC/eIHATa KONPONOPGUPHHBT B YPUHATA €
CHJTHO IIOBHIIIEH.

4. Wscnensa ce akTHBHOCTTa Ha IIOra KONMYECTBEHO 3a JOKA3BaHE HA EH3MMHHSAT

nedexr, xapaktepen 3a OUIL.

5. IlpoBexpaT ce HacoueHH OMOXMMHUYHH M MOJEKYISPHO OHUOJNOTHYHH H3CJIEIBAHMS
NPH POJACTBEHUIUTE Ha OOIHUS 32 YCTAHOBABAHE HA JIATEHTHO HOCHTEJICTBO

Moas, nocoueme areopummu 3a Ouaznocmuyupane na zaboassanemo. Moas., exmoyeme
uH(OpMaUsL. HA  ObA2APCKY  €3UK 30 gHAMHE3ama U Oudepenyuainama oudznosa na
sabouseanemo, Habopa om  AadOPAMOPHY,  OOPAZHU U XUCTIONOSUNHU  U3CACO8UHUS,
HEODXOOUMOCH! OM 2eHEMUYHI U3CACOCAHUA 1 MEOUKO-2EHeMUYNO KOHCYyImupane, Opveu
uzereosanus. Mngpopmayuama ciedsa oa ce no308asd na npuentu 1 ymewvpoeH MeOuyuHcKu
CMAHOGPIN. HAYUOHATHU KOHCEHCYCH, HACOKI 30 Q0BPA RPAKMUKA U eKCREPIMHY CIMAHOBUIA
HO HAYUOHAIIU KOHCYAMAHIN U HAYYHU Opyorcecmed. B cayuan, ve maxuea ne ca naiuunu e
Penybaura bvazapus, npuioxcenume 4yjIcOeCMPanuy CManoapmi, HACOKU U KOHCEHCYCU
credsa 0a 6voam npesedenu Ha HBAAPCKU e3UK U OANMUPAHY CHOBPUIHO KOHKDEMHAMI
CREYUPUKA U YCI0GUR HA OBAUPCKAMA 30PUCHU CUCTEMAL.

B T.4. HayyHu nyOaMKAaNMH OT MOCJHeAHHTe NET [OJXMHH M NPHJI0KEHA
oubanorpadgcka cnpaBka

1. 1. Amxapos. JluarHOCTHYEH M TEpaleBTHYEH AITOPHTHM (KOHCeHCyc).Banrapcko
HAay4YHO JPY>KECTBO 110 ractpoeHTeposorus. [lopdupun. brirapcka
xenaroractpoerreposorus. [.2010 — Ku. 2 ctp. 170-183

2. Amxapos /1., Banosa A. Octep nopdupuuer npucren. Popym Meaukyc. Bp. 1,12
anyapu 2015 1.

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

4. Penelope Stein, Mike Badminton, Julian Barth et al. Best practice guidelines on
clinical management of acute attacks of porphyria and their complications. Annals of
Clin Biochem 2013;50:217-223

AJIFOpPlTMPl 3a JleYeHHe Ha 3a00/19BaHETO

He3a6aBHo ce npeycTaHOBABA BB3ACHCTBUETO HA BCHUKH €K30T€HHH (aKTOPH, OTKIIIOYBALIH
IPUCTHIIA.

1. IlaTorenern4yHo JedeHne. CbCTOU C€ B MACHBHH MHTPABEHO3HU BJIMBAHUS HA IIIOKO3a,
KOSITO MOJATHCKA

6uocuHTe3ara Ha nopdupunure. Ilocrass ce abokar. Biusar ce ot 200 o 400g rimokosa
nHeBHo. [Ipeanounta ce 10% rmoko3a (4 no8 6anxu no 500ml). IIpu xunonarpuemus ce
u3noi3Ba 20% rmoko3a. JleueHueTo NpoxbirKaBa A0 IMOCTHTaHETO HA KIIMHUYHA PEMHUCHS,
KaTo J03aTa ce HamausiBa rnocreneHHo. llpu mmnca Ha rajieHe ¥ NOBpBIIAHE ce Ha3HAYaBa




MaKCHMaJIEH PHEM Ha OJIUTO3aXapuiy pe3 ycrata (KOHPUTIOp, MapMalial, CHPOIH, M 1
p.).

AJTEpHATHBEH (M [10-HOB) TEPANEBTHYEH ATOIeHETHYEH MTOAXO0 € HHTPABEHO3HOTO
NpHJIaraHe Ha XeMaTHH, KOWTO epeKTHBHO MOATHCKA GHOCHHTE3aTa HA IOPYUPHHHTE.
IIpennovntan npenapat e Normosang, KO#TO IpeCTaBABa XeM-apIHHAT (Orphan Europe).

2. CUMIITOMaTHYHO JIEYEHHE.

Ho3ara Ha npuIaraHuTe I€KapcTBa ce ChoOpa3sABa ¢ TEXKECTTa HA CUMIITOMHUTE.

* 3a 6onkwure. [lapentepanno - Fentanil, Lydol. ITpu nurnca Ha noBpbinase - Aspirin,
Paracetamol u Codein.

* AHTHEMETHYHO U HeBpoJienTHuHO - Chlorazin.

* 3a TaxuKapauATa U XHUNEPTeH3MATa - (3- Gii0Kepu.

* Ipu repyoBe 1 enunenTapOpMEHH IPUNIAABIUE - GPOMUIM UM MarHe3HeB cyI(ar BEHO3HO.
* IIpu 3anouBama napanusa Ha AUXaTeNHaTa MyCKyJaTypa - npesexaane B OAPUII u
He3a0aBHO MOCTABSHE

Ha KOMaHJTHO JHUIIaHe.

* IIpu napesu u napanusyu Ha KPaHHULUTE - aAKTUBHA QU3MKATHA peXabHIIHTALHS.

» [Ipu 3anex - Laxena, OYMCTHTETHH KIM3MH.

* [Ipu cybuneyc - Neostigmin.

* Ilpu xunonaTpueMus - AHTPABEHO3HO NIPHIaraHe Ha HAaTpueB xuopuz (10%)

* [Ipn nHbexuus - NEHNIMINHOBH aHTHOHOTHIIM, AMHUHOTIIHKO3H 1M, Metronidazol.
[IpuII0KEHOTO JIEYEHHE, aKO HE € 3aMI0YHANIO C TOMAMO 3aKbCHEHHE, OBEK/IA 0 PEMHCHSL.
[Tapes3u u mapanusu ¢

M0-TOJIIMa IABHOCT MOTAT J1a OCTaHAT M CJie] HPEMHHABAaHe Ha IPHUCTHIIA, IPHYHHABAHKH
TpaiiHa MHBATHAHOCT. IIpy KBCHO NIeueHHE Ha Mapajiy3ara Ha IuXareiHaTa MycKyJIaTypa
3aBBPILEKBT MOXeE J1a Obae daraneH.

Koraro je4eHMeTO Ha TPHUCTBIIA M HErOBOTO MOHHTODUpAHE  M3IJIEKIAT
3aTPYIHMTENHH 32 KIMHMUHCTUTE OT IUMpOKaTa 3/[paBHA MpeXa, MPENOPLYHTENIHO €
OonHuAT He3abaBHO Ha Obae HacoueH KbM KimHukara mo ractpoenteponorus Ha ,,YE Cs.
Wpan Puncku” Codusd, kpaeto Hali-uecto ce nekyBar Gonuute ¢ OINIl or crpanarta, a
TepanuaTa ce MoHHMTOpupa Omoxmmmuecku oT JlaGopartopusta mo nopdupuu. Ilpu
OTCKOPO Pa3BUIIM CE TEXKH Iapajik3y, T.€. BCE Olle Bh3BpaTHMM OTHALHH SABIIEHHS, € I10-
JIoOpe nanMeHTHT Ja Oble HacOUeH KbM YHHUBEPCHTETCKA HEBPOJOTHYHA KIMHHKA HIIH
OTIEICHHE II0 HWHTEH3WBHAa Tepanusa. B TakbB ciyyail CBINO € JKelaTeaHo Ja ce
OCBILECTBSBA KOHCYJITaTHBHA BpB3Ka ChC CHENHATM3UPaHOTO 3BeHO B ,,YB CB. MBan
Puncku”, BKJI. OHOXUMHUYHO MOHHTOPHPAHE HA JICYEHHETO.

Moas, nocoveme areopummyi 3q Aedenue Ha saborseanemo. Mons, sxioneme ungopmayua Ha Gvazapek e3ux
3a mepanesmuyHwIne NOOX00H KbM 3d00A6AHENO, 6 MOBA YUCIO KOHCEPSAMUSHI U ONEPAMUBHY, NEXHUME
HPeSUMCINGd, PUCKOGE U OYARBAHA eeKMUEHOCH]., GOOCIYN CREYUWIUCTN HPU APOGEXCOUHE HA ACUCHUEMO U
HEUOXQOUMOCIINIA ORI KOHCYIMAWUY C OpYaU CReYUTIHCING, NPEROPBUUMEICH QUCTRHYEH DEXCUM U (DU3uUecKd
axmugHocn u Op. Hughopmayusuna ciedsa da ce RO30646d 1A APUEINY U YINEBPOCHU MEOUYUHCKN CIIAHOapmY,
HUWUOHWTHY KOHCEHEVCH, HUCOKY 3d 00DPa NPARMUKA U eKCREPMHY CRIAHOBUIYA Hi HAYUOHAAHY KOHCVIRAHINY U
Havanu  Opycecnsa. B cavyan, we maxkusa we ca maaudny 6 PenyOaurda  Bvascapusi.  ApwiodceHunte
YYOCOCCPAHHY  CINAHOAPIY, HACOKU 1 KOHCEHCVCH ¢1e06a 00 0b0din Npegedeny Ha Obialapeki esuxk u
AOURIMUPEHY CLOBPAZRO KOHKDEMHAMA CRENUPUKA 1t VCAO8US HU DbIACAPCKAMA 30PUGHd CUCTHEMA.

B T.4. HayyHn ny0JMKaDMH OT MOCJeIHHTEe MeT TOJAMHM H TMPHI0KEHA
Onbauorpadcka cnpaBka
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. JI. AmxapoB. JIuarHOCTHYEH U TepaleBTHYEH alropuThM (KoHceHcyc). Banrapceko
Hay1HO JIPYXXECTBO IO ractpoerteponorus. [Topdupuu. Benrapcka
xenaroracrpoenteposorus. I'.2010 — Ku. 2 ctp. 170-183

Amxapos J1., iBaHoBa A. OcThp IOPGHUPHUYEH IPHCTHIL. ®opym Menukyc. Bp. 1,12
anyapu 2015 r.

Badminton M. Synonims of acute intermittent porphyria. Online review issued by
NORD. 2013
Penelope Stein, Mike Badminton, Julian Barth et al. Best practice guidelines on

clinical management of acute attacks of porphyria and their complications. Annals of
Clin Biochem 2013;50:217-223

AJIl"Opl/lTMl/l 34 mMpocjicAssBaHE Ha 3a00/IBaHETO

HOBe[leHHe CJ1e] NIpeoaoJIABaHe HA IIPHMCTHIA

1.

('S )

Ha Bcuuku O0NHY U TATEHTHH HOCHTENH c€ BpbYBa OpOLIypa, B KOATO IIOAPOGHO U HA
JOCTBIICH €3UK Ca OIUCAHM NPUYHHUTE, BONEIIM IO MIPUCTHII, KATO M3YEPIIATEHO ca
cHCTeMaTu3upany "3abpanenute” u "paspeluennte” nekapcrsa. CIUCHIMTE Ca JIECHO
JOCTBIIHY U B yeOcaliTa Ha Hanuonanaus anuasc no penxu 6oaectu
(www.raredis.org). [IpeacraBeny ca JaHHH 32 XUIHEHHO-THMETHIHUS PEIKUM, KOHTO
TpsibBa na Ob/e cnaspan (BUCOKOBBITIEXUAPATHA JUETA IPH JOCTATHYEH [IPHEM Ha
OenTbuy, BATAMMHHA W BJIaKHHHH; N304rBaHe Ha (H3ndecka npeymMmopa ¥ HHQEKIHH).
bpomypara ceabspxa HeoOXxonumMarTa HHGOPMAIIMS HE caMo 3a GOJHHUS, HO | 3a
JIEKyBAIIUTE TO JIEKAPH U3BBH CICUHATH3UPAHOTO 3BEHO,BKIFOUHMTEIHO JIMYHHUS JIEKap.
Jucnancepusupane Ha 6OIHUS U JJATEHTHATE HOCUTENH OT (aMHIIMATA C H3TOTBSIHE
Ha JOCHETA 33 ABJIFOCPOYHO MPOCIIeaIBaHe

Koncynranuu ¢ racTpoeHTeposior i HEBPOJIOT

MonuTtopupane Ha nokasaTenHTe Ha NophHUpHHOBaTa OOMsIHA TpsOBa Ja ce IIaHyBa
HHJUBHyaJIHO, CbOOPA3€eHO ¢ TeXecTTa Ha KIIMHUYHATA KapTHHA

HpaBI/IJIHOTO U HABPEMCHHO JICUCHUC HA 3&6OH$IBaHeTO, KaKTO H IIOCHACABAIIOTO
MOHUTOPHUPAHE JOBEXKAAT 1O PCMHUCHH. Hape3p1 U NIapajiu3y ¢ IIo-rojiiMa JaBHOCT
Morar Zia OCcTaHaTt U CJIEJ] IPpEMUHABAHE HA IPUCTHIIA, HpH‘IHHHB&ﬁKH TpaﬁHa
HHBAJTUIOHOCT.

Moas, nocoweme ancopuma 3a npocaedasane wa zaboaseanemo. Moas. ekaoveme unpopmayun na
OvAZGPCRY €3UK 30 NPOCHO3AMA HA 3A4DOI[I8AHEM0, HEOOXOIUMOCTMA oM Hociedsaiyu GOIHUYHY 1
UBBLHOOIHUYHI  2DUNCH, 600U CReYUAIUCING AP APOCICIABAHCMO U HEeOOXoOuMoching  om
KOHCYAMAYUN ¢ OPYIU CREYUAAUCINY, BBIMONCHU VCAOHCHEHUS, YCCONA U IMEHCECTN HA VCIONCHEHUAMA
u Op. Hudpopmayuama credsa da ce nO306a8d HA APUCIU U YMEBPOCHU MEOUYUHCKY CRIaROapm,
HAWUOHWIHY KOHCEHCYCU, HACOKU 3a 000pd Npakmuxd U eKCREPMHU CIMAHOSUIYA HA HAYUOHAAHY
KOHCYAMAHmMy u HayuHu opyscecnsa. B cayuan, ve maxkuca He ca Haiuunu 6 PenyGauka Bvacapus,
HPUAOJCEHUME YYHCOeCmPAnHY. CIMAHOAPMU, HACOKU ¥ KOHCEHCYCH ¢Aeded Oa Dodam npesedenu Ha
OBACAPCRY e3UK 1 ACANIUPARN CoOOPUSHO KOHKPEMHAMA CReyuuUKa u ycaosus Ha Gvizapckama
30pagHa cucmema.

B 1.4. Hay4yHH My0/JIHKAIIHM OT MOC/IeHHUTE MeT FOJMHH U NpujIoxeHa Oubanorpadceka
CIIpaBKa
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. JI. Amxapos. JInarHoCTHYEH M TepaneBTAYEH ANTOPHTHM (xoHCceHcyc).banrapcko
Hay4HO JIPYXECTBO MO racrpoeHTeposorus. ITopdupun. Beirapcka
xenaroractpoenreposiorus. I.2010 — Ku. 2 ¢tp. 170-183

2. Amxapos [1., Msanosa A. Octep nopdupuden npuctsi. opym Menuxyc. bp.
1,12 sanyapu 2015 r.

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

4. Penelope Stein, Mike Badminton, Julian Barth et al. Best practice guidelines on

clinical management of acute attacks of porphyria and their complications. Annals
of Clin Biochem 2013;50:217-223

AJIrOpHTMH 32 pexabHINTALIMA HA 3a00J9BaAHETO

Crenuanusupada pexabuuTaius Cie IpeKapaH ocThp MopGUpHYEH MPHCTHII Ce MPOBEXK/a
HpH:
1. Hactbmunu mnapesn ¥ nNapauuM3H Ha KpaHHUUMTA — AaKTHBHA (DH3MKAIHA
pexabunuranus
2. Koncynrauuu ¢ HEBpOJIOT HO OTHOIICHHE HA HEBPOJIOTHYHATA CUMITOMATHKA
3. OdopMmeH NCHXMYEH CHHIAPOM — INICHXOTEpANUs W Jp. CELHATM3HpaHa IOMOLL II0
IIpEEeHKA Ha CIIEHATTUCT

Moas, nocoveme arcopumsu za pexaburumayus na saboiseanemo. Moas, exuoveme ungopmanus na
OvA2apCK €3UK 3G HEODX0OUMOCTIING 1 ROMPEBHOCMUME OM CASYUGTUZUPAHA DEXABILIUMAs, 8 MOBU YUCIO
Qusuraina, MepKu 3G CONUQING  UHMESPAYURA,  CREYUUINU  OOPA30GAMEARY  HyHCOU,  NPOGECUOHATIO
OPUSHIMUPANE U NPeKCAAUDUKAYUS, nCuveroenyecka nomowy. Hugopymayuama credsu da ce nozosasa na
npuemu U YMeupoeni MeOUYUHCKY CMAnOapmu, HAYUOHQINY KOHCEHCYC, HACOKY 3G 000pa Npakmuxd u
CRCHEPIIHU CINAQHOBWIHA 1A HAYUONIHY KOHCYAMAUMY U HayuHU Opyocecmsa. B cnuati, we maxuea we ca
naauuy 8 Penvoiuka bvazapus, npuiosceniume 4ylcOCmpaniy Cranoapmit, HACOKU U KOHCEHCVCU Cle08a Od
OvOam npesedeny Ha Ovacapery e3ur U asdanmupan CbOOPUIHO KOHKPEMHAMA CHeyu(uKa U YC106Us Ha
DvAZAPCKAM 30DUCHU CUCHEM.

B T.4. HayyHH mny0JHKANUH OT IMOCAeJHHTE NeT TOAMHH W TNPHJIOKEHA
oubmorpadgceka cnpaBka

Mous, nodkpeneme undhopmayuama 3a areopumsmume 2a pexabuwrumanyus na zaboassanemo ¢ Esponeiickus
CHIO3 © QANUHU OB HAYYNT HVEIUKaiuy om nocaednume nem 200uny. buGiuozpaderama unpopmanua credea ou
bvoe oopyena ¢ cmua Banxvenp. Moas, npuioxceme WoiHOMEKCIMOG GAPUANM NG YUMUPUHUNE HAVYNL
nyoukayun.

Heo0xonnmu aeiiHOCTH 32 NpodHJIAKTHKa Ha 3a00/19BaHeTO (aKO TaKMBa ca
NPMJIOKHMH)

OcCTpHST NPHUCTBII € TEeXKO CHCTOSHHE, KOETO HEPAAKO IOCTaBs >KUBOTA Ha OONHHS B
OIIAaCHOCT. 3aTOBa MHOTO NO-PAllMOHAIHO € Ja C€ HAIPaBH BCHYKO BH3MOXHO 3a MpEAIIa3BaHe
OT pa3BUTHE Ha OCTbp HpUCTHI.B TOBa OTHOIIEHHWE MHOrO BaXXHO € IIO3HABAHETO Ha
Npeau3BUKBaIMTE (GAaKTOpH M TAXHOTO u3bsarBane. IIpexapanute OCTBpP NPHCTHI H
OTKPHTHTE B ceMEHCTBaTa UM JIATEHTHH HOCHTENH TpOBa Aa 6baaT HHGOPMHUpPAHH NOAPOGHO
3a 3200JIIBaHETO U NPETU3BUKBALIHNTE IO (PaKTOPH.

IlpodukanakTuyHara OeHHOCT Ha crenuanu3upaHus IHeHTbp npu OUMII ce wuspassBa B
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WHHITUATHBH, UCIIALIN
1. OTKpI/IBaHCTO Ha JIATCHTHU HOCUTECIIH H3MEXKIY POOHHHHTE Ha 60J'IHI/I5{, KOHTO CBUIO
€a 3aCTpall€eHH OT KIMHUYHO pa3BUTHUE HA 3a00/I9BaHETO
2. HpeIIOTBpaTHBaHe Ha pCIUIUBHUTE CJIC YCIECIIHO NOCTUIAHE HA PEMUCHS.

Hue cHabnssame BCHUKM HamM GOJHY M JIATEHTHYM HOCHTENIM C KHIXKKA, B KOSTO Ha
NOMYJISIPEH €3UK NpeACTaBIMe MOAPOOHHM JaHHHM 3a CBOTBETHOTO 3ab0JIsBaHe U
XKUTUCHHO-TUCTHYHHUS PEXUM, KOHTO TpsiOBa na Obae cnasBaH. B Hes ce chappxar u
NOAPOOHH CIIUCHIM HA ONACHHTE H PA3PELUEHHUTE NPH HEBPOBMCLEPAIHH nopdupuu
nexapcra. [Ipu BCAKO mocemieHne Ha JieKap NpoGaHIuTe M JIATEHTHUTE HOCHUTEIH
IIOKa3BaT KHMXKKaTa Ha Jiekapsd, 3a Ja Oblar mnpeanucadsd caMo "6GesomacuHu"
nekapcta. MHpopMammsita 3a JIATEHTHO HOCHTEJICTBO € OT MHOIO TIOJISIMO
3HAYCHHE 32 NPEXOTBPATABAHE HA OCTpUTEe NPHCTHIOH 4pe3 M30ArBaHe Ha
€K30reHHHTe OTKIIYBamH (axropu. Ilpn nossa ma OIIIl neueHmero Moxe na
3a04He He3a0aBHO M MPOrpecusTa Ha CHMITOMHTE L€ CE OBJajee GBP30 ¢ M0-MaTbK
6poit rmoko3nn BiuBanus. KHEDKKaTa ChObpKAa U IOAPOGEH pasjeld 3a JeKapuTe, B
KOWTO CM€ OIUCAIM CUMNITOMATHKAaTa U Jieuenreto Ha OIIT.

CnomenaTata mo-rope eIMHCTBEHA B CTpaHaTa J1abopaTopus 3a U3Cle/[BaHe HA OOJIHHATE
¢ nopbupun Qynxunonupa or 1994r. 8 Vb ,Cs. UBan Puncku”. JlabopaTopusra,
BKJItO4BaHa npeau 1994r. B Apyru 31paBHH CTPYKTYPH, H3MBJIHSABA Ta3H Pols IOBEYE OT
TOJIOBHH BeK. IIbpBUAT MHIMBUIYaTeH KAPTOH Ha JMArHOCTUIMPAH, JIEKYBaH U CUCTEMHO
npocienssan Gonen € or 1963r.). Ilo nacrosmem JlaGoparopusTa paboTH B TACHO
ceTpyaundectBo ¢ KiMHMKata 1o racTpoeHTEpoOrHs B chInara OonHuma. Ha
(GYHKUMOHONEH NpPUHLMI € H3rpajeH e(QeKTHBHO IEeHCTBALL eKCIEPTeH LEHTHD 3a
JHArHOCTHKA, JICYCHHE U IBATOTPadHO NpocneisBaHe Ha OOMHHUTE ¢ NOPQHMPHH, KOHTO
MHOT0 OTJaBHa IIOKpHBA H3HCKBAHUATA 3a €KCIIEPTHH LIEHTPOBE, 3a0)keH B Hapeaba Nel6
Ha M3 ot 30.07.2014r.

Moass, nocoveme Qdelinocini 3 APOPUAAKMUKG HA 3000786aHEMO, avo Makuea ca npuaoxcumu, Moas,
arAKONENte HHOPMAYUS Ha GDACAPCRY e3UK 30 HEODX0OUMAMA NHPEUNHA, SBMOPWMHA U MPETRUNHA NPEECHYIIA,
PUCKORY (HaAKMOpH, 8 MOBA YUCAO U (DAKMOPYU Ha OKOAHAMA cpeda, ckpunune u Op. Hudopsmayuama credsa da

Ce no3oedsd Hd npuemuy i A\fl?lb"bp()(n’Hll .Wé«’()lll/llh’(’l\’u (:nmm)apmla HAYUOHANHU KOHCCHCYCU, HACOKU 30 ()()Gpa
APARKINUKA 1 CKCREPIMHY CIMAROCHIYA HA HAUOH T KOHCYAMAHITY U HAVYHU ()/))’.)I('é?(’l)’[(f(l. B c:’ryuaﬁ. we maKusa
HE CUd HOIUYHN 6 PUI?}’(/L"IL{K(I E’b."l(."apu}l, RPHIOKCEHUINne ’-I_\’Jl(’()éf(‘ll?pdl”lI( c:mam)apmu, HACOKY U KOHCEHCYCU

credea 0a Geoam npesedents Ha GeAcapCKI e3uK U dOANMUPIHY ChOOPUIHO KORKPeMIamad cneyubura u yeaosus
Ha GeAeapeKama 30PasHa cucmemd.

B T.4. HayyHH nyO0JIHKanMH OT IMOC/JAeJHMTE TMeT TOAHHH W NPHIOKEHA
onéamnorpadgceka cnpaBka

1. Jumyo Amxapos. [lopbupuu (Heobxoaumu cBeieHUs 32 GOJTHUTE M TEXHUTE
jekapi.), JlJaboparopus no mophupun ¥ MOJIEKYJIIpHA TUATHOCTHKA Ha
yepHOIpoOHUTE 3ab0mnsBanus, Kimauka no ractpoenteponorus, Y MBAJI “Cs. Vpan

Puscku” Codus 2011
2. Badminton M. Synonims of acute intermittent porphyria. Online review issued by
NORD. 2013
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Moas, nooxpeneme uHpOpMayusIng  3a  HeodxodumMune MEPKU 30 NPOPUAAKINUKA  HA  3aDOIR8AHEMO &
Esponeiickust cvios ¢ dannu om HAYYHI NYOAuKayuu om nocieOnume nem co0un. butanocpagperkama
uHpopmanus credsa da Hvie othopmena ¢ cniwn Banxyesvp. Mons, npuroxceme mvanomexemos SAPUAHM HA
YUMUPAHUME HAYUHY BYOAURay i,

Ipennosxkenns 3a opraHMsanns Ha MeTHUHHCKOTO o0ciyKBaHe Ha MAUHEHTHTE W 3a
$punancupane Ha chOTBeTHHTE geiiHoCTH, Cho0paseHH ¢ JeiicTBamara B crpaHaTa
HOpMaTHBHA ypenda

38eHOTO NO nopdupun Kem KnuHuka no racrpoeHteponorus, YMBAJ1 ,Ce.MBaH Puncku”,
Codua ocvliecTBABa NPaKTUYECKU OT HAKOAKO Aecetunetna GyHkuMaTa Ha pedepeHTeH LUeHTbp no
nopgupun 8 bbarapua. CpeaHo roauwHO B KAMHUKaTa ce Nexysat okono 10 60nHM ¢ npucTbn Ha T.
Hap. ocTpa nopdupusa. C ToBa CbCTOAHME NpoTHyaT 4 BpoAeHn nopdupun. NpUcTbnbT Npeacraenasa
JKMBOTO3aCTpallaBaU,  CMHAPOMOKOMMAEKC,  NPOTWMYaly, CbC  CUAHM KOpeMHU  60onKy,
NOBPDBLUAHE, TEXKM 0TNaAHM NepUdepHO-HEBPONOTUYHU ABNEHUA, rppyoBe, enunentTuGopmeHu
ApnNagbumM U NCUXUYHU HapyLWeHUA. Bb3MOXHa € CMbPT OT Napanu3a Ha AuxaTenHaTa MyCKynaTtypa
WK BHe3aneH copAeueH apect. 3acera ocTpata NOPGUPHA Ce NeKyBa y Hac ¢ npogbkasauwm ot 1 go
3-4 cepMUUM MaCUBHU TIKOKO3HM BAMBaHMA /oT 200 40 400 r. gHeBHoO, T.e. 4 0o 8 6aHku oT 500 mn
10% rnioko3a/. Mnoko3aTa noATUCKa nopéupuHosata 06maHa 1 Bogn 40 6asHO nonobpasaHe, 8KA.
OBnlajABaHe Ha NpUCTbna. J/ledeHNeTo e CBbP3aHO CbC CTPaHMYHU ABNEHMS, MaBaWy Hait-yecto or
YBPEXKAAHE Ha BEHWTE, NOpaau MNPOABLMAKUTEAHWUTE BAWBAHMA. Pemucuure cnep rAKKO3HOTO
neyeHne 0bUKHOBEHO Ca KPATKOTPalHM.

B npoav/ikeHue Ha noBeye OT 2 eceTUNETUA BbB BCUYKM Pa3BUTM €BpONeCKM CTpaHK 3a
NeveHue Ha ocTpute nopdupumn ce npunarat 4-fHEBHN BAMBAHMA C NpenapaTa Normosang, Ko#to
NPEACTaB/IABA XEM-apruHaT. CbIMAT AENCTBA MHOTO NO-6bP30 OT FNIOKO3HUTE BAMBAHMA, MHOFO MO-
eeKTUBHO OBNaARBa KMHUYHWTE NPOABU HA NPUCTBNA W OCUTYPABA NO-NPOABAKUTENHA PEMUCHA.
CpoKbT Ha xocnuTanusaumumTe ce CBEXAA A0 CaMO HAKOMKO AHW. Jluncear NMPOTUBOMNOKAa3aHUA 3a
fpunaraneto Ha Normosang. MpenapateT ce npoussexaa oT duHnaHacKkata Gupma Leiras, HO ce
Anctpubytupa ot Orphan Europe, KakTo u oT xapBartckaTa ¢upma Solfarm. Lenata my /okono 2 000
eBpo/ He MOe f1a 6be NocpelHaTa OT HacTOAWMA BIOAKET 33 6ONHUYHA nomou,

Toii KaTo ocTpaTa nopdupua e pagKo CbCTOAHWE M NpUNaraHeTo Ha Normosang e
HeobxoauMO Npu manobpoeH Kpbr naumeHTn / 3acera npu okono 10 XOCNUTaNM3auun roamiHo/,
npeanarame ocurypasaHe Ha 6esnnateH pocrbn 4o Normosang.

Mpunaranero na Normosang npu cayyawmte ¢ octpa nopdurpma HeCbMHEHO wWe AonpuHece
3a NO-yCnewHOTO OBaAABaHE Ha OCTPUTE NOPOUPUUHM NPUCTBLNKU, MHOTO NO-ABATN PEMUCHM U NO-
A06pOo KauecTBo Ha KUBOT Ha BonHuTe.

Moan. omaueme npedrodcenus 3a Opeanuzayus 1A MEOUYUHCKOMO OBCAVHCEANE HA RAYUCHMUME U 34
uHanCUPane 1A CLOMEEMHUME DCTROCI, CLoBPAsenY ¢ OelCMBQIYANA 6 CIMPAnuna HopMamuena ypeoba,
SRUOUUMEIHO 0DOCHOBARY MPEOTONCeHUs 3a donvanenst 1 uzvenenud. TIpedaoxcenuama mpsbsa da yersm
nodobpAare Ha DOCMLAA 00 KAYECINGEHH, dOCKSUNIHY 1 HAGPEMEHHI MEOUWUHCKY U 30PAGHU CPUNCY, KAKINO U
ONMUMUSUDAHE HA USNOTICANUME PECYPCHt 6 30PASHAMA CUCTREMd, 6 MOGA YUCTO MAMEPUATHU U YOBCUIKI.
[Inpopmayusima credsa da ce nO306a64 HA NPUCMN U PMEEPOCHU MEOUYUHCKY CHAHOAPMU, HAYUOHTIHY
KOHCEHCYCU, HACOKN 34 Q0DPA MPARMUKA U eKCREPMNY CIGHOBUUA HA HAYUOHATHI KOHCYAINAHING U HAVYHU
Opyowecmea. B cayuail, we maxusa we ca nanwunu ¢ Penybnuxka Bwaeapusi. npuioscenunie YYACOCCMPDAHHY
CINAHOAPIY, HACOKU U KOHCEHCYCU 1080 Oa GbOam npeseden nHa Gvi2apek e3ux u adanmupany cooOPAsHO
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Onncanne Ha ONMTA ¢ KOHKPETHU MALHEHTH Che CHOTBETHOTO PSAAKO 3a00/IsIBaHe (axo
HMa TaKbB)

MpocaensiBane Ha eH3SUMHUS Jed)eKT NIPH 4 MOKOJIEHHS OT ceMeliCTBO ¢ 0CTpa
HHTEPMHTHPAmA nopdupus.

Karo monxons npumep 3a Hamms onut ¢ 6oauy, crpagamu ot AUII, npencrassame B
Pe3lOME HM3CNICABAHUATA TIPH CEMEHCTBO C OCTpa HHTEPMHUTHpAId TOPQHPHS, KOETO
npocienssaMe ot 41 ronuHH.

EnsuMuuar gedunur, 1.e. moHmwxkeHara aktuBHocT Ha [IBIJ], Gemre mokaszan IIBPBO
(1987r.) npu mpobanaa Nel ( xeHa,leKyBaHa OT HAC OT OCTHP MOP(QUPHYEH MPHCThII npe3
1973r. Torasa 26- ronumua). Ipes 1987r. apmepsra Ha npo6aux Nel(cera mpoGanz Ned,
Torasa 19-rogumua) Gewme camo nateHTeH Hocuteld. IIpoGann Nel He 6eme yBemommia
OCTaHAIHTE CH MHOrOOpOHHM KDPBHBHH POJHHHH 3a HEOOXOAMMOCTTA OT TEHETHYHOTO
U3CJIE3BaHE.

IIpes 1989r. cnen obmo 1-meceyna XocnHTanM3auus B 4 pasiv4HH 10 HPOGHI
KJITHHHKH, IPH JpaMaTH4HO 3a4bJ00YaBallo ce BJIONIaBaHe, yMUpa npobana Ne2, xeHa Ha
30 r. Ta e npmeps Ha ObpBH OparoBuen Ha mnpobGanm Nel. Bunu mocraBsHH
IOCNIEIOBATENIHO CICAHUTE JHATHO3U: OCTBpD ITAHKPEAaTUT BHB BBTPELIHA KIMHHKA,
NpEBeNicHa B XUPYPru4yecKa; MHENOHEQPUT B XUpypruyeckara, HO HpEBEleHa B
IICHXHATPHYHA [IOPaJM Pa3BUTHE Ha JEITMPHO-aMEHTUBEH CHHIPOM; OT TaM IIpEBEjieHa B
KIMHMKA 332 MHTCH3UBHO JIEYEHHE IOpajd H3MNajaHe B koMma. Tam GosHata ymupa OT
cbpredeH apecT. [uarnosara e nopdupus.. Expa toraBa ocraHaiuMTe UNEeHOBE HA TOBA
rojsMO CEMEMCTBO HAayudmiIM 3a HeobxomumocTra Aa Ovmar msciensanu. OTkpuxme 11
nvua ¢ HopMayiHa akTuBHOCT Ha I1BI'/], T.e. 31paBu 1 7 ¢ moHMKeHa.

IIpe3 1994r. npmepsara Ha npobann Nel (cera mpoGann Ned), kosTo nororasa Gerne
JIaTEHTEH HOCHTEJ OyYH MPUCTHII, CBBP3aH ¢ OpeMeHHOCT. Toi Oenre 65p30 OBNAAsH.

IIpe3 2007r. mpobana NeS, sxeHa Ha 30r. [TOMYYH NPHCTBHII, CBBP3aH C MEHCTPYALUATA.
Jotorasa Ts Oemie ChIIO0 caMO JJATEHTEH HOCUTEN.

Taxa, upe3 uzcnensanero Ha [1IbI'/] B eputponutuTe Oele ycTaHOBEHa TOYHA JHArHO3a
npu npobang Ne3 U ce NMOACHIYpH CBOEBPEMEHHOTO JIEUCHHME Ha NPEBBPHAIUTE CE B
npoGanau 6uBIIYM 1aTeHTHH HOocuTenku Ne4 i NoS. [Ipobann Nel, cera Ha 67r. craparenHo
u30srBa eK30reHHUTE OTKIIIOYBAINY (HaKTOPH U JI0 JHEC HE € MoJyyaBajla BTOPH MPHUCTHII.
[MpoGanaure Ne3, Ne4 u NeS npu HayanHM KIMHUYHM BIIOIIABaHUSA, CBBp3aHH C
MEHCTpYyalusTa, MOCTHIBAT Ha JeueHue B Knuuukara no ractpoeHteponorus Ha Yb’Cs.
WBan Puncku” U clte]] CpaBHUTETHO MAJIOOPOUHY IITFOKO3HH BJIMBAHUS OMBAT JOBEACHH IO
KJIMHUYHA PEMUCHS.

ITpe3 2013 r. mpu MoneKyIsipHO reHeTH4HO u3cnensane Ha [IBI'/l npu ToBa ceMeNCTBO,
m3BbpiieHd B Tohoku University, Sendai, SInonus ot a-p Cons [Jlparuesa ( Knuuuka mo
racTpOEHTEpOJIOrus) Oellle HHASHTUGUIMPAH TOUYHHUS TUII Ha MyTauusiTa — ¢.279-280 ins
AT (null mutation). Ta3u MyTanus He € OIIMCBaHa 10CETa B IMTEpATypara.

1. 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

Mous, onuureme onuma 6 Penyoauka Bvaeapusn ¢ KONKpemui NAYHenmi CoC CoOomeemnomo paoko saboinsane.
Mona, nookpeneme unghopvayuama ¢ Oanuu  on Havuny  AvOIuUKRaQyuu  om  nocieonume  nem  200uni.
bubnuocpagperama ungopmayua cieosa oa bvde oopyena s cmui Baukyssp.

15






