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OCHOBHI NOJ1I0XXEeHHA

» lMopdipii € cnagkoBUMM MeTabosliYHMMIM 3aXBOPHOBAHHAMMU, LLO
CMPUYMHEHI NOPYLLUEHHAM YTBOPEHHSA reMy B NeYiHLi 1 KiCTKOBOMY
MO3KY. CUMNTOMW NPOABAAIOTLCA Y BUMNAAI rOCTPMX Hanagis abo
doTouyTAMBOCTI WKipw.

* Ha no4aTkoBiN cTaAii rocTporo Hanaay 6inblUicTb NALIEHTIB CKAPXNTbCA
Ha CUNIbHWI BiNb Y XXMBOTI 1 N1erki NCMXiYHi po3a13aau, a TaKoX CMMATOMM
BereTaTMBHOI HeMponarTii, Taki Ak 6/110BaHHA, 3aKpen, cepuebunTTa Ta
rinepTeHsis.

* Jlerki CcMMNTOMM MOXKHa NOM'AIKLLMTM 3@ LOMNOMOTOK CMMMTOMATUYHOIO
NiKyBaHHSA, NPOTe NPy TAXKUX NpoABax HeobxiAHa rocniTanisawis n
NiKYyBaHHA 3 BUKOPUCTAHHAM reMiHy.

 [OoCTpi HanNaan MoXHa nonepeanTy LJIAXOM YHUKHEHHSA $aKTopiB, Lo
CTUMY/IIOIOTb CMHTE3 reMy, TaKnX AK asIkoroJib, NikapCbKi 3acobm 1
ronoayBaHHA. byab-AKMIA 3ananbHMA NPOLLEC BUMArae aflekBaTHOro
NiKyBaHHA, a TaKoX HeobXxiaHO 3a6e3neunTn HaslexXHe XapyyBaHHS.

* TunoBMmM cumnToMamm nopdipii € noasa nyxmpis i pybuiB Ha
doToceHcnbini3oBaHIN WKipi. IXHE NiKyBaHHSA BiApi3HAETbCA 3a1€XXHO
Bif TMNY nopaoipii.

» TocTpi nopdipii 3ycTpivatoTbca pigko i, AK NpaBmI0, yCNaaKoBYHOTbCA
ayTOCOMHO-AO0MIHAHTHUM LWAAXOM. LLlopa3y, Koan BUABNAKOTb HOBMI

BMNAAO0K 3aXBOPIOBAHHA, Y1EHIB CiM'T NaLliEHTA TaKOX CNif NepeBipnTy
HA NOro HAABHICTb.
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* ICHYOTb pi3Hi TMNK nop@ipii. laHa cTaTTa npucesaYeHa Tunam nopeipii,
L0 € HanbinbL nowmpeHnmmn y QiHnaHaii. 3HanaiTb iHpopMaLito LWoa0
NMOLIMPEHOCTI pi3HMX TUNiB nopdipii y BaLwin MicLeBoCTi.

[laToreHes

 [ip yac roctpux Hanaais depmeHT AJIK cnHTa3a-1, AKNIA perysoe
CMHTE3 remMy B MneyiHLji, aKTUBYETbCA TPUrepHUMKN PaKTOPaMU, | TOKCUYHI
nonepeaHukn remy (nopedobiniHoreH, amiHoneBy/liHOBa KNC/10TA)
HAKOMNYYIOTbCA B OPraHi3Mi. AK HEMPOTOKCMYHI CMOJTYKM BOHMN
CMPUYNHAIOTb BEreTaTUBHY N CEHCOMOTOPHY HEMPONATIl, @ TAKOX
cumnTomm 3 6oky LIHC.

 LUKipHi cumnTOMM 06yMOBIEHI POTOTOKCUYHMMM peaKkLiAMN Y CTIHKAX
CYINH BEPXHiX WApiB epMn B pe3y/ibTaTi KOMBIHOBAHOI il COHAYHOrO
CBiT/1a M LMPKYIHOOUYNX NeYiHKoBNX abo epuTponoeTnYHnx nopdipmHis.
MopdiprHoBe Kinbue aBasA€ coboto TeTpanipo, Wwo HanbinbLu
IHTEHCMBHO NOI/INHAE EHEPrito CBIT/1A 3 AOBXNHOK XBWi 400-410 HM,
To6TO y PpioneToBoMy cnekTpi. loro peakuis 3 KUCHeM NpM3BOANTL abo
[0 HeramHoi WKipHoi ¢oTopeakuii, npeactaBaeHol 60icHUM HabpAKOM i
epuTemMoto, abo 10 NoBiNbHOT doTOpeaKLii, LLLO0 NPOABNAETLCA
NiJBULLEHOI BPA3/IMBICTIO LLKiPX, MOABOIO NYXMNPiB Ta pyOLIIOBAHHAM
LIKipW, 3a1€XXHO Bif, UMPKYIHOYUYMX MOPPIPMHOBUX KOMIIEKCIB.

Knacndikauia Ta cnagkoBicTb

* ICHYOTb pi3Hi TUNK Nopipii. Tabaunusa [=6a.|T1] HMXKYe onncye HanbinbLl
nowurpeHi Tunun nopoipii, Wwo 3ycTpivatotbea y PiHnanaii. HanbinbLu
nowmrpeHnmm Tunamm nopdipii y @iHnaHAii € roctpa iHTepMIiTyOYa
nopaoipia (M), Wo BMKAMKAE panToBi Hanaau nopdipii, Ta BapieraTHa
nopaoipia (BM). binbl noBHY KNacmdikauio aAnB.
[ses|http://porphyria.eu/en/c...] .

* B/A1M3bKO B NOJIOBUHM MALIEHTIB BUABNAKOTb LWKiIPHI CUMNTOMU. BOHM
BMHMKAIOTb NPM Ni3Hin WKipHin nopgipii (MLUM), BapieratHin nopoipii
(BIM) Ta eputponoeTtnyHin npotonopeipii (EMM).

» TMopdipii AK NpaBMI0 YyCNaAKOBYOTbCS aYyTOCOMHO-A0OMIHAHTHUM
lwaaxoMm. LLlopasy, Ko BUABNAKOTb HOBMI BUNA3A0K XBOPObU, YneHiB
ciM'i nauieHTa oapasy cif nepeBipMTU HA HAsIBHICTb 3aXBOPHOBAHHA
LUSIIXOM FreHEeTUYHOIro TeCTYBAHHSA Y NEPBUHHIN MeANYHIN AO0MOMO3I.

o B>e nifg 4ac AiarHOCTUKM CNifg, CTapaHHO BUABNATU CUMMNTOMM,
LLLO cBigYaTb Npo nopadipito y byab-akoro yseHa cim'i, B AKoro
6yno0 BuaBAeHo reH nopdipii nig yac reHeTUYHOro TeCTYBaHHSA.
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[na BU3HAYEHHA aKTMBHOCTI 3aXBOPIOBAHHA C/1iJ, B3ATW aHani3
Ha nopdipnHK Ta iX nonepeaHukiB. LIto npoueaypy MoxHa
BMKOHATM Y CNeLianizoBaHOMY MeANYHOMY 3aKJ1aAi.

o HaAaaHHA NauiEHTY peKoOMeHAaLUiv 3MEHLNTb KiJ1bKiCTb BUNAAKiB
3aroCTpeHHS 3aXBOPIOBAHHA LLIIAXOM YHUKHEHHS MPOBOKYHOUYNX
dakTopis.

o OAy>XXaHHA BiAbYBAETLCA LUBUKO, AKLLO 3aXBOPHOBAHHA BY4ACHO
fNiarHocTyBasn i 6yno npoBesieHo BiANOBiAHE NliKyBaHHA.

o PekoMeHAaLil oo 1abopaTopHNX METOAIB AOC/IAXKEHHSA ANB.
y cnctemi European Porphyria Network [ses|http://porphyria.eu/] >
CneujanizoBaHi ueHTpWn nopoipii [se6|http://porphyria.eu/en/c...] :
06paTn Ha KapTi > Balla MiCLEBICTb.

MNopaoipii, Wo nowmrpeHi B QiHnaHaii
Kinbkictb
. Tvn nauieHTiB Y
.. OcHoOBHMI . depMeHT, AKOro He . .
MNopdipin CUMNTOM AHanis BACTAYaE ycnaakyBaHHaA i | PiHnaHAii (Ha
NeHeTPaHTHICTb | 5,5 MinbloHIB
XuTtenis)
CumnTomm
MopdobiniHoreH cevi BUHNKAIOTL
; . . NpoTArom
FocTpa 5-amiHoNeByNiHOBa KMCNOTa ceui KATTS
;ocTpa. . MnasmoBsi nopdipnHM MopdobiniHoreH y
iHTepMiTytoua locTpumn Hanapg EpuTpoumTapHa nopdobiniHoren | neaminaza 6,113bKO Bansbko 200
nopaipis (M) puTp pHanop 20-50% Hociis
JeaMmiHaza VTOCOMHO-
JHK TectyBaHHA Ha TN yTO! .
LOMIHAHTHOI
MyTaLji.
AyTOCOMHO-
JNOMIHAHTHUN
®doTouyTnmeicTb: | MopdipmMHM Nnasmm CumnTommn
BapieraTa nosiBea Nyxmpis Konponqp@pmm ‘ MpoTonopdipiHoreH BWHWKAOTb
L Ta pybutoBaHHA | MopdobiniHoreH ceui NpoOTArom Bnnsbko 150
nopdoipia (BM) - : . . | okecnpasa
WKipwn 5-amiHoneByniHOBa KMCNOTa ceyi KUTTAY
locTpun Hanag JOHK TecTtyBaHHsA Ha BM 6,113bk0
30-40% HociiB
yCixX MyTaUin.
AyTOCOMHO-
®doTouyTauBicTb: | HiuHa nopdipuHypis 'aqgrraa;-r:em
. . nosBa Nyxmpis NopdipnHM Nnasmu - y
Mi3HA WwKipHa YponopdipiHoreH 33XBOPIOBAHHSA
I Ta pybutoBaHHA | EputpoumTapHa Bansbko 100
nopdipia (MLLM) - . nekapbokcmnasa (cumnToMmM
WKipwn yponopdipiHoreHaekapbokcuiasa
. NPOBOKYHOTb
lenaTonarin JOHK TecTyBaHHA Ha MMLUM HereHeTUYH
dakTopn)
doTOUYTAMBICTD: . . AyTOCOMHO-
2 NopdipnHN KpoBiI .
EputponoeTnyHa | 6onicHni MopdipyHy nnazmu peLecMBHUN
npoTtonopodipia | HabpAK i WKipHa ﬂiNIID(I)Op WTapHa hepoxenaTasa ®depoxenaTasa abo Bansbko 50
(EMM) eputema Lvrap P OOMIHAHTHUA, Yy

MikpounTtapHa

AHK TecTtyBaHHA Ha EMMM

BMNagkKy AKoro
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Kinbkictb
. Tvn naLieHTiB Y
.. OcCHOBHUI . (depMeHT, AKOro He . .
Nopdoipia AHanis ycnaakyBaHHA i | PiHnangii (Ha
CUMIMTOM BUCTAYaE . i
NeHeTPaHTHICTb | 5,5 MinibnoHIB
XuTenis)
deHoTUN
3anexatmme
Bif,
. nosimop®iam
aHeMiA Ta P MYy
HOPMaJIbHOI
rocTpa .
. aneni
neviHkosa
. CumnTomMm
HeOoCTaTHICTb
BUHMKAOTb
6/1M3bKO Y
50% HociiB
MyTaLji.

MNBr = nopdobiniHoreH ceyi
AJIK = aMiHoNeBYliHOBA KMCJ10Ta

MNbrA = nopdobiniHoreH geamiHaza
MNBro = npotonopdobiniHoreH okcMaasa

YMrA = yponopdipnHoreH gekapbokcunasa
OX = pepoxenaTasa

[ocTpi HanNaau: NpoBOKYtoYi pakTopu

« [OCTpi CMMNTOMM NOYNHAIOTLCA NicNA NybepTaTHOro BiKY.
o BiNbLWICTb CUMNTOMIB BUHMUKAIOTb Y XXIHOK BikoM 20-40 pokiB
BHAC/iAOK FOPMOHAJIbHMNX 3MiH.

o Binblue N0NIOBMHM HOCITB MyTaL,il He MalOTb CMMMNTOMIB i InLLE B
5-10% BMHMKAIOTb MOBTOPHI HanNaaw.

o PellTa NauUi€EHTIB NPOTArOM XUTTA MatoTb Nerili cuMnTomm abo
OZIMHWNYHI Hanaau, AKi NoTPebyloTb CTaLLIOHAPHOIO NiKYBaHHA.

* Hanbinblu nowmpeHMMmn NnpoBoKyYMMIM GaKTOPaMMN € MEeHCTpYaLiii,
roJ1I0/lyBaHHA, iHpeKLUii, aNKorosb i NikapcbKi 3acobum.

o HanbinbL nowmpeHnMmn nikapcbknmmn 3acobamm, o
NMPOBOKYOTb CUMMNTOMMU, € CyJibdaHinamian, GeHiToiH,
KapbamaseniH i oro NoxiziHi, BaNIbnpoaToBa KMC10Ta

(Banbnpoat HaTpIto) | TONipamar.

* BiNbLWicTb Cy4aCHMX NpenapaTiB € 6e3neYHnMmN: aHaNIbreTUKH,
aHTUMIKPOOHI 3acobun, cepLeBi Ta aHTUriNepTEH3UBHI NpenapaTy,
LMTOTOKCMYHI Ta celaTUBHI NiKapcbKi 3acobwu.
o Binbw NoBHY iHpopMaLito Npo be3neyHi npenapaTu Ta Ti, AKMX
CNif YHMKATK, AMB. [se6|http://www.drugs-porphyr...].

° ByAb-AKMW i3 HELLO04ABHO NPU3HAYEHNX NpenapaTiB cnig,
BiAMIHUTN, AKLLO BiH BUK/IMKAE CUMNTOMM, LLO CBiAYaTb NPO
nopaoipito; cnif B3ATM aHani3n Ha nopdobiniHoreH cevi (MBI Ta
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amiHonesyniHoBy kncnoty (AJIK) ANns BUABJIEHHSA NiABULLEHHA
CMHTE3y remy. byab-aKy iHWY HeobXiAHICTb NiKyBaHHA cNif,
OLIHIOBATKN A1 KOXKHOIO BUNAAKYy OKPEMO.

* [MpoAayKTN eCcTPOoreHy MoXyTb BUKJIMKATM CUMMNTOMM, NOB'A3aHiI 3
nopaoipieto, 6211M3bko B 5% NaLLIEHTOK, a/1€ BOHM TAaKOX MOXYTb i
NoJIerwyBaTh Lii CMUMNTOMMK, 0CO6IMBO AKLLO HaNaan NoB'A3aHi 3
MEHCTPYaJIbHNUM LIMKIOM.

o BiNbLWICTb NALIEHTOK MOXYTb MPUMMATKN CY4aCHIi KOHTPALENTMBM
Ta 3aMicHy Tepanito ectporeHamn 6e3 npobnem.

* CMMNTOMM Nif, 4YacC BAriTHOCTI € PiAKICHNMM | BUHMKAIOTb BMNPOAOBX
nepworo TpumecTpy abo nicianonorosoro nepioay, Kosv BinbysaoTbca
HaMbiNbLi 3MiHM MacK Tisla 1 TOPMOHAJIbHOTO GOHY.

* 3N10BXMBAHHA aNIKOr0JIEM € HaNBINbLL NOLUINPEHOI NPUYNHOIO FOCTPUX
HanaAaiB cepep 4Y0N0BIKIB.

o lMaui€eHTN, AK NpaBMI0, HOPMaJIbHO NEPEHOCATb BXXMBAHHSA
aNIKOrOJ1K0 Y HEBEJINKNX KiIbKOCTAX, a/1e AKLLO CMOXMBAHHA
aNIKOroJ1to CNPUYNHAE CMMITOMM, XapaKTepHi Ans nopadipii, cnip,
YHUKATK MO0 BXXMBAHHSA.

* Cnig BiAMOBUTUCA Bif KYPiHHSA, OCKi/IbKM BOHO BMNJIMBAE HA aKTUBHICTb
3aXBOPIOBAHHA WJIAXOM BTPaTH MacK Tina.

* HeobXiiHO YHMKATM HAZAMIPHOIO 3HUXEHHA Macu Tina, cnif
3abe3neynTn perynspHe NoCTynJIEHHA eHeprii 40 OpraHiamy.
KOHTpPO/IbOBaHe 3HMXXEHHS MACK TiNla € MOXJINBUM.

CMMNTOMM FrOCTPOro HanaAay Ta AiarHOCTUKA

* YacTo Hanaau NOYMHAKTHLCA 3 IETKUX MCUXIYHNX CUMNTOMIB
(3aHenokoeHHsA, 6e3coHHA) 3 6019AMM B XXMBOTI T3 BEreTaTMBHO
HenponarTieto (btoBaHHA, 3aKpen, cepuebuTTs, rinepTeHsia).

* Mawe BCi NaLliEHTM CKap)KaTbCa Ha 6ifib Y XXMBOTI. BiH € cIbHMM (33
LLIKaNoH 3 ouiHkKn 60nto (VAS) cTaHoBUTbL 8-10 6aniB), NaLlieHTH
3BEepTaloTbCA 33 JONOMOIOH0 0 NiKapHi, OCKiNibkK edpeKkTy Bif
3BNYAMHMX AaHANNbIreTUKIB BXXe HEMAE. YacCTo XMBIT YyTINBMN A0
nasbnauii y BCiX Bigainax, npoTe nepeaHs YepeBHa CTiHKA 3a/IMLLAETbCA
M'fIKOtO.

e AKLLO CMMNTOMW € TPUBAJIMMMU, Y NALLIEHTIB YaCTO 3'ABNAETLCA BiNb y
CNU1HI 360 KiHLiBKaX, ro/1I0BHUM 6iflb, CEHCOMOTOPHA NOJliHENpPONaTiA Ta
cumnTomm 3 6oky LIHC (Taki Sk cyoMun, CNIYTAHICTb Ta 3HUXKEHHA PiBHA
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CBiAOMOCTI, raNtoUunHaLii) Ta rinoHaTpieMia (CMHAPOM MOpPYLUEHHS
cekpeuii aHTMAiypeTnyHoro ropmoHy, CNAAIN). Moxe BUHUKATH
pabaomionis.

» KT abo MPT nif 4ac Hanaay Moxe nokasaTu cMHApoM 060poTHOI
33aHboi eHuedanonaTii (CO3E) 3 abo 6e3 rinepTeH3NBHOIO KpU3y.

* lMepudepnyHa MOTOPHA HenponaTia (M'a3oBa cnabkicTb, Napaniy),
NMOPYLLUEHHA ANXaHHA, apUTMIi Ta bynbbapHi cumnTomum (ancdaris,
AncdoHis i An3apTpia) BKa3ytTb Ha NpOrpecyBaHHA HEMPONaATIl.
10% rocTpmx Hanafis € NeTasibHUMUK, 30KPEMaA Y BUMAZKaX, KON
XxBopoby He AiarHocTyBaNuw.

* Hanapmu Ak NpaBW0 TPMBAi Ta YCKNAAHIOTbLCA 3aCTOCYBAHHAM
nop¢ipnHOreHHNX Nlikapcbknx 3acobiB, HeJOCTAaTHICTIO XapyyBaHHA abo
iHbeKUiamMn, TOMy iX CNif NiKyBaTN HAIEXXHUM YNHOM.

* 33 nil03pyY Ha rOCTPWUIA HaNaA, CNifa B3ATK aHasi3 Ha nopdobiniHoreH ceui
(ner).
o NA UbOro iCHY€E WBUAKNN TeCT. AKLLO TeCT IBHO NO3NTUBHUN,
lwBmaLe 3a Bce nopdipia niaTBepa)keHa i MOXXHA pO3NoOYMHATH
NiKyBaHHSA.

o LliarHo3 cnig 3aBXan NiaTBepAKyBaTh KiJIbKiCHUM MeTOA0M,
O0/Z1HOYACHO 3 3a60pOM aHani3y cevi Ha aMiHO1EBY/IHOBY KMUC/10TY
(ANK). 3pa3okK cevi cnif cTapaHHO 3axuLLATH Bif CBiT/1a.

* [iarHOCTUYHNMM KPUTEPIAMMN € TUNOBA KNiHIYHA KaPTMHA Ta 3HAYHO
niaBULLEHNI piBeHb eKcKkpeLii nopdobiniHoreHy (binblue Hix B 4 pasu
Bi/I HOPMaJIbHNX 3HAYEHb).

o 3aBXAW CNif BUKJIKOYATU iHLWI NPUYMHN FOCTPOro XXNBOTAQ,
oCKinbku B nauieHTis 3 M piBeHb nopdobiniHoreHy Ta
BUAiIIEHHA AaMiHONEBY/1IIHOBOI KMC/I0TH, IK NPaBWU10, MOCTINHO €
BULLIMMMU HiXX B HOPMI, HaBiTb Ha 6@3CMMNTOMHIN cTaaii
3aXBOPHOBAHHSA.

o AMiHONeBYyNiHOBA KMcnoTa cevi (AJIK) Ta cnekTp nopdipuHiB
Nn1a3Mu € 6inbll TOYHMMN MApKepamm rocTporo Hanaay nopdipi,
Hi>XX nopdobiniHoreH.

JlikyBaHHSA roCTPOro Hanagy e

e Cnip 3a6e3neuynTn agekBaTHe XxapyyBaHHSA (MiHiManbHa noTpeba
1 500 kkan/noby) Ta ycyHyT1 NpoBOKYHoYi pakTopw.
o Jlerki CMMNTOMM YacTO 3HMKAKOTb MiC/IN CUMATOMATUYHOTO
NiKyBaHHSA, TOMY AesKi NALIEHTN CNPaBASAOTLCA 3 HUMM
ambynaTtopHo.
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* AKWO Hanaja He 3HIMAETbCA aHa/IbreTMKaMu Ta BBEA€HHAM PiAuH
NPOTArOM AEeKi/IbKOX AHIiB, rOCNiTaNi30BaHNM NALIEHTAM NMPU3HAYat0Tb

3 Mr/Kr reminy (Normosang®) npoTarom 3-4 fHiB.
o MauieHTaM 3 TAXKKMMM CUMNTOMaMM CNif, HeramHo BBECTU reMiH

(Normosang®).

o BioxiMi4yHa BigNoBiAb Ha reMiH BUHMKAE Yepe3 1-2 AHi, ane gnsa
NoJIerlweHHA CUMNTOMIB HeMponarTii B cepegHbOMY noTpibeH
OAWH TVUXKAEHb.

KomeHTap ekcrnepta. Jlikapcbkuni 3acib remin ctaHom Ha 30.05.2019 B
YKpaiHi He 3apeeCcTpOBAHNMN.

» [JlieTa Mmae byTun 36arayeHa Byrnesogamm abo, AKLLO Y NaLEHTA
6/110BaHHSA, AK ANbTEPHATUBY NPU3HAYAOTbL B/B BBeAEHHA 400 r
rNOKO3U/AeHb, OCKIJIbKM ros1ioayBaHHA i YHUKATU. Crif, 3BepHYTH
yBary Ha rinoHaTpieMiIto.

e LLoTr>XHeBi iHPY3ii reMiHy (Normosang®) abo aHanoriB roHagoTpoONiH
PWUAI3NHT TOPMOHY 3aCTOCOBYBANNCA AN NONepeaXeHHs NOBTOPHMX
HanaAiB i ANA NiKYyBAHHA XPOHIYHOI HEMpONATIi, NpoTe BUJIiIKYBaTU
rocTpy nopipito MOXKHa JiMLLIE LWAAXOM TPAHCNaHTaLil nevyiHkK. Hapasi
PO3pOb6IAETLCA NIKYBAHHA LLNAXOM iHribyBaHHA neyviHkoBoi AJIK-
CMHTa3n-1.

CMMNTOMATH4YHE NIiKyBaHHA Ta CNOCTEpPEXXeHHSA Nig,
4ac roCTpPoOro Hanagy

* Binb: npu nerknx cumnTomax - HMM3, 4na rocnitanizoBaHMX NALEHTIB,
SIK NpaBun0o, onioign

» Taxikapaifa: 6eTa-610kaTopu
» TinepTeH3ia: 6eTa-6,10kaTOpU Ta KNOHIAWH
* McurxiyHi cumnTomum: 5-10 Mr giazenamy abo 25-50 Mr x10pnpomMasuHy

 TinoHaTtpiemia: ana nauienTis i3 CNAAl (HegocTaTHICTIO cekpelLil
AHTUAIYPETUYHOrO ropMoHY) iHdY3ia po3unHy HaTpito xsiopuay abo
obmeXeHHSA pianHKn. Cnig YHUKATK AeriapaTalii Yyepes pu3nk po3BUTKY
YPA>XeHHA HNUPOK.

* Cyaoomu: giazenam, KOpeKLisl FiNOHATPIEMIT Ta rinoOMarHiemii
* 3aTpMMKaA Cevi: KaTeTepm3aLia ce4oBOro Mixypa
* 3YyNWUHKA AVNXAHHA: MEXaHIYHA BEHTUAALIA

» lMape3: edpeKkTNBHOIO € disioTepania, akTMBHA peabinitauisa
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* MOHITOPUWHTI y Nanarti
o [ynbcC Ta apTepia/ZibHNIM TUCK (AO0CTaTHBLO A0b6pe Bigobpaxae
aKTMBHICTb 3aXBOPIOBAHHA)

o Binb (3a wkanoto VAS)
o M'Aa3oBa cnna
o PiBeHb CBiAOMOCTI

* ApUTMIl, AnXasibHa HeQOCTATHICTb | By1IbbapHi CUMNTOMM € 03HaKaMM
HeCnpMATINBOro NPOrHo3y, B LLbOMY BUMAAKYy NaLi€EHTA CNig nepeBectny
BiAAiNNEHHA IHTEHCMBHOIO HArnaay.

3108KiCHI HOBOYTBOPEHHA NEYiHKW Ta iHLWI Ni3Hi
YCKJIQAHEHHA

» TocTpa iHTepMiTyroua nopdoipisa (FIM) NiaBULLYE PU3MK BUHUKHEHHA
3/108KiCHMX HOBOYTBOPEHb NeYiHkn y binblue, Hix y 60 pasiB i 6/11M3bko
10% nauieHTIB NTOMMPAOTb BHACNIAOK LbOro.

o KLU0 nauieHT cTaplwe 50 pokiB 3 roctpoto nopoipieto
CKapXXUTbCA HA biNlb Y XXMBOTI - CNig, pO3rNIHYTU MMOBIPHICTb
HAABHOCTI 3/10IKICHOrO HOBOYTBOPEHHS MeYiHKM.

o na nauieHTiB ctapwe 50 pokis 3 Il pekoMmeHA0BaHe nogasnblue
CrNOCTEPEXXEHHS i3 LWOPIYHMM NPOBEAEHHAM Bi3yanidauinHnx
MeTOoAIB AOCNiIAXKEHHA.

o Y nauieHTiB 3 BapieratHoto nopagipieto (BIM) abo nisHboO
WwkipHoto nopdaipieto (MLLUM), 3109KiCHIi 3aXBOPIOBAHHA NeYiHKK
3yCTPiYaOTbCA 3HAYHO pijLle i HeobXiAHICTb Y NOAAIbLLIOMY
CrocCTepexXeHHi BiaCyTHA.

» TinepTeH3ia N HNPKOBA HEZLOCTATHICTb Y NALLIEHTIB 3 roCcTpoto nopdipieto
BMHMKAOTb B MOJIOZILLIOMY BiLli i € 6ifiblL NOWIMPEHUMMU, HiX Y 3arasibHin
nonynauil.

NliarHocTnKa Ta NikyBaHHA NopQipii i3 WKipHUMK
CAMNTOMaMM

* Y nauieHTiB 3 BapieratHoto nopaoipieto (BM), WwKipHi cumnToMm
3'ABNAKTLCA NicaA NybepTaTHOro BiKY i MalOTb JIerwmmn nepeobir, HixX y
MaLLiEHTIB 3 Ni3HbOO WKipHO nopoipieto (MLLUM), y KOTPUX LLKipHi
CMMMNTOMM NPOABAAKOTLCA B cepeaHboMy Y Bili 50 pokiB.

8/13



HactaHoBa 01154. Mopdipii

o TMNOBNUMM CUMNTOMAaMM € YTBOPEHHA NYXUPIB | CXMJIbHICTb A0
BWUPA3KYBAHHA AiNAHOK, WO NigaarTbCsa BNIMBY COHAYHOrO
cBiTna: o6 muya, nepeanaivysa, TMIbHa NOBEPXHA KUCTEN i
rominok (pncyHok [R5 ™ |Porphyria cutanea tarda ...]).

o CMMNTOMM 3'ABNAOTLCA Ni3HIM N1iTOM 360 BOCEHW, @ BUPA3KKU
3aroolTbCSA NOBIJILHO 3 YTBOPEHHAM pybuiB.

o Minifa, nocnseHe oBOMOCIHHA 061MY4A TA MiIrMEHTaLLIA MOXYTb
OyTN EAMHMMM O3HAKAMM Mifl YacC AiarHOCTUKM.

* MpoBecTtn gndepeHLiNHY AiarHOCTUKY MiX WKIpHUMK cMMmnToMamu BIN
Ta MLWMN KNiHIYHO HEMOXKIMBO. BaXk/INBUM € BU3HAYeHHS Tuny nop@ipif,
TOMY LLIO JliKyBaHHSA ABOX Pi3HUX TUNiB nopodipii abcontoTHO
BiApPI3HAETbLCA.

* Y nauieHTis 3 BIM wkipHi cumnTomm € 6inbll NOWMPEHUMM, HIX FOCTPI
HanagM i, AK NpaBnJ10, BOHN HE BUHMKAIOTb 0AHOYACHO. ObMeXeHHS
LLIO/10 3aCTOCYBaHHA NiIKKapCbKMX 3acobiB y nawieHTiB 3 BN € TakKUMK X,
AK i B iHLUMX NaLIEHTIB 3 rocTpoto nopaoipieto.

* Y nauieHTiB i3 MLUM He BUHMKAE rOCTPUX HAMAAIB | B HUX HEMAE
obMeXeHb LWoA0 3aCTOCYBaHHSA NiKapCbKMxX 3acobiB, oKpiM NpenapaTis
€CTpOoreHy Ta 3ani3a.

* Mpwn eputponoeTnyHin npotonopdipii (EMM) yacTo BXE Ha NepLUMX
POKax XUTTA 04pa3y X Nicna BNIMBY COHAYHOrO CBiT/1a BUHMKAKOTb
neky4yumm 6inb, HabpAK i epuTemMa WKipn. it MOXYTb BiAMOBAATUCS
BUXOANTN 3 oMY Yepe3 Hinb.

BapieratHa nopdipisa (BIM)

* MauieHTn 3 Bl i WKipHUMKM CUMATOMAMKM MAKOTb 3HAYHO MiABULLIEHWN
piBeHb eKckpeLii dekanbHoro npotonopdipuHy, a nik y nopdpipmHoBomy
CrneKTpi NJ1Ia3MM 3HAX0AMUTbCA HA AOBXMWHI XBUNi 624 HM.

* JAnAa piarHOCTUKKM HAABHOCTI MyTaUiiy piHCbKMX ciM'ax 3 Bl WwykaoTb
MyTaLii reHy npotonopg¢ipnHoreH okcnaasu.

» 1na nonepep>eHHA BUHNKHEHHS LWKiIPHUX CMMMNTOMIB NawjieHTam 3 B
CNif 3aKpMBaTKCh BiJ COHUA 0AAMOM, KanesitoxamMum M 3aXMCHUMMU
PYKaBMYKAMM, OCKisIbKWN cneumdidyHoro sikyBaHHA Bl He icHye. MoXyTb
6yTn HeobxigHMMN fo6aBKK BiTaMiHy D.

e AKLLO WKIPHNX CUMNTOMIB HEMAE, 3aXNCT He 060B'AZKOBUN.

* Yepes pu3nK po3BUTKY rOCTPUX HaNaAiB Ay>Ke BaXXKJIMBO BCTAHOBUTH
NpaBWIbHUI AiarHo3. HaBiTb AKLLO0 B NaLi€HTa HiKOJIN He ByN0 rocTpmx
Hanaais nopipii, cnip HaaaBaTy peKoMeHaalii Wo A0 iX YHUKHEHHS.
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Mi3Ha wkipHa nop¢ipia (MLUIM)

* Y nauienTis 3 MLUM, sk npaBun/0, po3BMBAETLCA AKacb dopmMa NaToNorii
neYyiHKK1, HaNBINbLL NOLINMPEHOIO 3 AKMNX € ANIKOT0JIbHA XXMPOBA

anctpodis.

» Ekckpeuis yponopdipuHis (isomepu I i lll) Ta 7-kapbokcmn nopdipuHis
(nU-Porf) i3 ceyeto 3HaYHO 36inblUYETHLCA, A NiK Y NopdpipMHOBOMY
CNeKTPi NN13a3MMN 3HAXOANTLCA Ha AOBXMHI XxBWi 619 HM. Y pekaniax
MO>XHA BMABUTH i30KONponopdipnHn. AKTUBHICTb yponopdiprHoreH
KapboKkcniasum B epuUTPOLMTAX MOXe BYyTN AK HOPMAaJIbHOMO, TaKk i
3HWXXEHOLO, NPOTE aKTUBHICTb PEPMEHTY B NeYiHLi 3MEHLLYETbLCA Yepe3
HaA IMLLIOK 3ani3a.

* Jlnwe 6nmn3bko 40% nauieHTiB 3 MLLUM MatoTb MyTaLito reHy
yponopdipnHoreH gekapbokcnnasn. Y nauieHTiB 3 Tak 3BaHOKO
cimenHoto MLUM ecTporeH, ankorosib i ikyBaHHA NpenapaTtamm 3ai3a
MOXYTb BUKJIMKATU LLKIPHI CUMNTOMM AK CopaanyHy ¢opmy
3aXBOPIOBAHHA. MyTalii, NOB'A3aHi 3 reMOXPOMATO30M, XPOHIYHUM
remogianizom, BUTirenatntom C Takox 36inbLuytoTb pU3MK PO3BUTKY
MLUM yepe3 HaAMIpPHY KiNbKiCTb 3aNi3a, i Nicha BeHeceKUii ix cnig
edeKTMBHO NiKyBaTH.

* 9K NpaBKN0, NN13a3MOBUN GEPUTHH i piBEHb TPAaHCDEPUHY B N1a3Mi
niasuLeHnn npu Bcix Tmnax MLUMM, i BeHecekuin € epeKTUBHUM
MeToAO0M esliMiHauii nopgipumHiB. MaLieHTIB 3 NernMN CUMNTOMaMMN
MO>XHA NiKyBaTW i3 3aCTOCYBAHHAM TiAPOKCUXIOPOXiHY B HU3bKMX 403aX
nicns BeHecekLUii Ha paHHin cTagii.

* [Ana npodinaktmkm peunansy MLUM cnig npunMHNUTM BXMBATK
ankorosb. 1ns nonepen)keHHA peunanBiB C/lif BUKHOYUTA N iHLWLI
dakTopH, WO CNpUAOTb BUHUKHEHHIO 3aXBOPIOBAHHSA.

* Micna nikyBaHHA i HOpMani3auii ekckpeuii nopdipnHY, 3aXMCT LWKipK
6inbLwe He € 060B'A3KOBUM.

EputponoeTtnyHa npotonopdaipia (EMM)

e MMauieHTamu 3 EMM 3a3BMYan € AiTH, a TaKOX ixHi 6aTbku i/abo ixHi gipyci
Ta 6abyci, y koTpux EMM He giarHocTyBann paHiwe. YacTo AiarHoCTMKa
33aTPMMYETbLCA HA KiJIbKa AeCATUNITb. TAXKICTb LWKIPHUX CUMATOMIB
TaKOX BiPI3HAETLCA Y Pi3HNX CIM'AIX, @ CUMNTOMM YaCTO MOJIENLLYIOTLCA
3 BiKOM.
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CnmnTomum (bontodicTb LWIKipW, HAOPAK | epuTEMA) 3'ABNAOTLCA NiCNA
KiJIbKOX XBWUJIH BMJIMBY COHAYHOIO CBIiT/1a W TPUBAOTb NPOTArom 1-2
AHiB. OCKiNbKM CUMNTOMM, AK NPABMJ10, 3HUKAKOTb 10 MOMEHTY Ornsaay
NikapemMm, ANTuHi abo ii/noro 6atbkam cnig cdoTorpadyBaT LWKipHi
NposiBM B rOCTPin CTaail.

Y naujieHTie 3 EMM piBeHb epUTPOLIMTAPHOIro NpoTonopdipnHy 3Ha4HO
niaBULEHNI, a NiK NOPdiPUHOBOro CNeKTPY NJ1a3mMu 3HAXO0AUTbCA Ha
JOBXWHI XxBWAi 634 HM. CniBBiAHOLWEHHA LIMHK-Xe/1aTOBAaHOro
npoTtonop®ipuHy 210 Bi/IbHOro MoXe A0MNOMOrTH po3pisHnTu EMM
(cniBBiAHOLWEHHA < 1) Ta X-34enieHy AOMiHaHTHY npoTonopoipito
(X34MNM; cniBBiAHOWEHHSA > 1), NPUYNHOIO AKOT € FeHeTUYHNIN aedekT
AJIK cMHTa3mn-2 | ANA 9KOI XapakKTepHi Manke Taki CaMi CMMNTOMU 1
6ioxiMiyHi 03HaKW.

Ona EMNM, AK NpaBn10, XapakTePHUM € ayTOCOMHO-A0MIHAHTHNW THN
yCnaaKyBaHHA, ane Ana npoasy GeHOTMNY 3aXBOPHOBAHHA OKpPiM MyTaLii
noTpibeH noniMmopdism Toro X reHy depoxeniatasv B ycnaaKkoBaHil Big,
OJZIHOrO0 i3 30pOoBUX baTbKiB aneni.

MawuieHTn, AK NpaBUI0, MatoTb MiKPOLMTApHY aHeMito Yepe3 aediumT
depoxenaTtasu i oAMH 3 TPbOX NALLIEHTIB BXe Y MOJIOA0MY Billi MaTuMe
TPaH3UTOPHY ANCHYHKLiO NeYiHKN abo KaMeHi XXOBYHOro Mixypa. Y

5% nauieHTiB BUABNAIOTb BHYTPILLHbOMNEYIHKOBUN XON1€CTa3, AKNN MOXe
NpW3BeCTnN A0 rOCTPOI NeYiHKOBOI HEAOCTATHOCTI, WO BMMAra€ HeramHol
TPAHCM/IAHTALIT NeYiHKN. AKLLO TPAHCN/1IAHTALUIfl KICTKOBOro MO3KY He
BWKOHAHa, 3aXBOPHOBAHHSA, IK NPaBW10, PELUNANBYE Y TPAHCMIAHTOBAHIN
neviHu,i.

JlikyBaHHA EMNIM npoBOANTLCA WASSXOM NPUKPUBAHHA Tis1a OAATOM i
BMKOPUCTAHHSA COHLLE3aXMCHMX 3acobiB. XKOBTa NJ1iBKa 3MEHLUYE
Ki/IbKiCTb BUAMMOTO CBIiT/3, LLLIO aKTUBYE NOPPipUHN (AOBXUHOK XBUAI
350-450 HM), TaKa NJ1iBKa Ha KO3UPKY nepen 061n4yusam Moxe
nonerwnTy nepebyBaHHA Ha BYy/IML. Taka X NAiBKa Ha BiKkHaX 3MeHLWMUTb
KiIbKiCTb CBIiT/1a, WO NOTPAnJfAE B AiiM abo B MalunHy. OCKiNibkn
6iNbLICTb NALLIEHTIB peTe/IbHO YHMKAKOTb COHAYHOrO CBiTNa Yepes 6inb,
3a3BMYaN HeobXigHO BXMBATK XapyoBi 406aBKK BiTaMiHy D.

beTa-KapoTWH NPUHOCUTbL NOIErLEHHA AEeSKMM NALEHTAM, AEeAKMUM
neruwe Bif, 1iKyBaHHA yNbTpadioNeToBUM BUNPOMIHIOBAHHAM TUNy B i
Bi/l HELL04aBHO po3p0obsieHOro adpamesnaHoTUAY, AKUN CTUMYJTIOE
NirMeHTaLjito WKipy Ta 36iNbLUYE NEPEHOCUMICTb COHAYHOIO CBITAA.

KomeHTap ekcneprta. Jlikapcbkui 3acib6 adpamenaHoTmg CTaHOM Ha
30.05.2019 B YKpaiHi He 3apeeCcTpOBaHNN.
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306paxeHHs

* 3o6paxeHHa 01391. Porphyria cutanea tarda on the backs of the hands.
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« Joka3osui ornag 01109. Hemiarginate in acute porphyria.
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Pestome: Hemiarginate may reduce urinary porphobilinogen excretion and it may be
fairly effective for the symptoms of acute porphyria.
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EBM Guidelines Internal medicine

Porphyria Porfyria Porphyrias Porfyrias Acute porphyria Skin porphyria Acute intermittent porphyria AIP
Variegate porphyria VP Porphyria cutanea tarda PCT Erythropoietic protoporphyria EPP

Gastroenterology Internal medicine Endocrinology Neurology

Genetics oestrogen hemin haemin hyponatraemia hyponatremia hypertension chlorpromazine
chloroquine muscle weakness muscular weakness myasthenia liver cancer porphobilinogen red urine limb pain
tachycardia sulpha sulfa sulphonamide sulfonamide abdominal pain stomach pain
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