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Ha cyuacnomy emani pozeumky meouyuru 00 kame2opii piOKiCHUX 3aX80PH06AHb GIOHOCAMbCS PI3HOMAHIMHI 3
emiono2Iiero Mma 8ANCKICIO KIIHIYHO20 nepedicy HO30102TUHI RIOMUNU 3 4IMKOW KIIHIYHOI KAPMUHOI, d MAKOIC Hedl-
acHOCMOoBani iI0ioNAmMUYHi CMaHu, Wo Maoms OCHOBHY O3HAKY — PIOKICHY PO3NOBCIOONCEHICMb, WO BUSHAUAEMbCA
enioemionociunum nopozom. 2022 p. 27 uepsus — I qunus y benveii 6iodynacs XXI €sponeticoka konghepenyis, npucesi-
YeHa pIOKICHUM 3aX80PIOSAHHAM ma oppannum npenapamam, axa oyna opeanizosana EURORDIS ma ORPHANET.
OcHogHe 2acio Yyb0o2o 3aX00y — MOICTUBICIINb YNPOBAONCEHHSI MEHEONCMEHNY PIOKICHUX 3axeoprosats y Oito. ECRD
2022 byna nenepesepuienoro Ha2o0010 CNIIKYBAHHSA MA 0OMIHY Oe3yiHHUMU SHAHHAMU 3 COMHAMU 3AYIKAGLEHUX CIO-
PDIH Y cniemosapucmei 3 UGHeHHs PIOKICHUX 3aX60PI06AHL. 3AXUCHUKAMU NPAS NAYIEHMIB, NOMIMUKAMU, OOCTIOHU-
Kamu, KAHiyucmamu, MeoudHuMy npayieHuUKamu, KepiGHUKamu 0Xoporu 300po6's €6pONeticbKUx 0epacas, yueHUMU,
NpeOCmaBHUKAMU pe2yIoloHux oepaicasHux opearis. Ocobauea ysaza ybo2o 3axody OVia npucesiuena OiaeHocmuyi,
HEOHAMAIbHOMY CKPUHIHZY, OOCIYNHOCMI NePCOHANIZ308AH020 NIKYEAHHS OPHAHHUX 3aX60PI06AHb 8 YKpaini.

Knrouosi cnosa: pioxicui 3axeoprosanis, oppanui npenapamu, nepcoranizoéane niKyeanws, €gponeiicobka
KOHGhepeHyis, npucesauena pioKiCHUM 3aX80PI0BAHHAM Md OPDAHHUM NPENaApaAmam.

Beryn. CBiToBa MenmuyHa CIITFHOTA CTHKAETHCS 3 aKTYaJbHOIO MPOOJIEMOIO MTPOJIOHTOBAHOI ITEPBUH-
HOI TIarHOCTHKH, HEaJACKBATHOTO KITIHIYHOTO BEIEHHS Ta OOMEKEHOTO JIOCTYITYy TAIliEHTIB 10 ¢(EKTUBHHUX
METOIIB JIIKYBaHHS 3 Op(PaHHOIO ITaTOJIOTI€l0, M0 3yMOBIICHO PiIKiICHOO 3yCTPIYaIbHICTIO X 3aXBOPIOBAHb.
Pinkicue (opdanHe) 3aXBOPIOBaHHS — II€ 3aXBOPIOBAHHS 3 OCOOJIMBOIO CEMIOTHKOIO, SIKE 32 BU3HAYCHHSIM
BOO3 peectpyeThest 3 gacToToro ofauH Bumagok Ha 2 000 3mopoBUX 0Ci0, M0 MPOKUBAIOTE Y OYIb-IKOMY
perioHi cBiTy [2; 14]. Biagnosinao g0 Pexomennamnii Pagu €C Bix 8 wepsus 2009 p. momo miii y cdepi piakic-
HuX (ophananx) 3axBoproBanb Ne 2009/C 151/02, pigkicHe 3aXBOPIOBaHHS BH3HAYAETHCS K 3aXBOPIOBAHHS,
SIKE CTAHOBUTH 3arpo3y KUTTIO JTIONWHHA a00 XapaKTePU3y€EThCS TSHKKUM MPOTPECYIOUNM, XPOHITHUM Tiepei-
TOM, TIOIIIHPEHICTH SIKOTO cepell HaceJIeHHs He JacTimme HiX M ATk XxBopux Ha 10 000 oci6 [10; 12]. ¥ €Bpo-
nefickkoMy Coro3i KUTBKIiCTh 0Ci0 3 ophaHHUMH 3aXBOPIOBAHHAMH CTAHOBHTH 5% HaceleHHs, B YKpaiHi —
6 679 xBopux [6]. Ha cydacHOMy eTarmi po3BUTKY MEIUIIMHU IO KaTeropii piIKiCHUX 3aXBOPIOBaHb BiITHO-
CATHCS PI3HOMAHITHI 3a €TIOJIOTIEI0 Ta BAXKKICTIO KIIIHITHOTO TepeOiTry HO30JIOT1UHI MiATHITH 3 YITKOIO KITiHIY-
HOIO KapTUHOIO, Y3rokeHoro 3a MKX-11, a Takok HemiarHOCTOBaHI iIi0NMATHYHI CTaHH, IO MAalOTh OCHOBHY
03HAKy — PIAKICHY PO3MOBCIOKEHICTD, IO BU3HAYAETHCS CIiAEMIONOTIYHUM MTOPOTOM (Pi3HOMAHITHI BUIU
TCHETHYHUX 3aXBOPIOBaHb, OHKOJIOTIYHOI MMATOJIOTi{, iH(MEKIiitHI 3aXBOPIOBAHHS, OTPYEHHS, IMyHOAEDIITUTHI
Ta IIOTIaTUYHI CTaHM).

ITommmpeHicTh OCHOBHHX Op(aHHUX 3aXBOPIOBAHb B YKpaiHi XapaKTEPH3Y€EThCA Tak: reModimis (po3-
roBcromkeHicTh — 1:10000 HOBOHApOKEHUX XJIOMUHKIB, B YKpaiHi — 1 861 xBopwif), GpeHinKeToHypis (po3-
roBcromkeHicTh — 1:10000 HoBoHApomKeHUX mitel, B Ykpaini — 1 100 xBopux), cuaapom TepHepa (po3moB-
cromkeHicTh — 25:100000-210:100000 HOBOHapomKEeHUX AiBdYaT, B YKpaini — 1 130 XBopux), MyKOBICITHI03
(posmoBcromkenicts — 1:2000—1:2500 HoBOHApOKEHHX TiTEH, B YKpaiHi — 737 XxBopHX ), rinodizapHUi HaHI3M
(posmoBcromkenicts — 1:3000—1:10000 HoBoHApOMKEHNX HiTeH, B YKpaini — 331 XBopwuit), ampeHOreHITaTbHII
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CUHZIPOM (po3MOBCIOKEHICTh — 1:14500 HOBOHApOMKEHHX AiTel, B YKpaini — 253 xBopux). Baxkuii iHBami-
OU3YIOUuil mepedir MatoTh 65% Bunazakis ycix opdaHHUX 3aXBOPIOBaHb, y 50% mamieHTiB — nependayaroTh
MOTIPUICHUI MPOTHO3 AJIS KUTTS, y 35% pilKicHE 3aXBOPIOBAHHS € IPUIMHOIO CMEPTI HPOTATOM OHOTO POKY
xuTTs, y 10% — y Bini 1-5 pokis, y 12% —y Bini 5-15 pokis [1; 3]. Tarap pigkicHuX 3aXBOpIOBaHb acOLiO-
BaHUWH He ITUIIe 3 PiI3NYHUMH, TICHXOJIOTIYHIMH, a F COIiaTbHUMH HACITiTKAMU IS TIAIi€HTIB, IXHIX OIMKYHIB,
cimMel, CHCTEMH OXOPOHH 37I0pPOB’sl Ta CYCHIJILCTBA M y LIJIOMY 3a piBHEM BIUIMBY CTaHOBUTH 3—8% Ha morry-
JSAMIAHY CHOUTBHOTY Ta 3aCIyTOBY€ BCEOIYHOTO BUCBITIICHHS Ta BU3HAaHHS. [larieHTH, sKi CTpax1aroTh Ha pif-
KicHi (opdaHHi) 3aXBOpIOBaHHS, HAJIEXKATh 0 0COOIMBO BPA3IMBOI KaTeropil JFONeH, OCKUTBKA X JTIKyBaHHS
JIOBIUHE, JKUTTEBO HEOOXiTHE Ta moporoBapricHe [18].

IepcrieKTHBHUMH 3aBIAHHAMH MCHCUKMEHTY PiIKICHHX Ta HEXIarHOCTOBAHHMX XBOPOO €: CIPHSHHS
JOCIIIHUIUBKIM 3yCHJLIAM CTOCOBHO PO3YMIHHS TIONOTiT Ta maroreHesy PilKiCHHX 3aXBOPIOBAHb; PO3PO-
OneHHs yHI(IKOBAHHMX MiarHOCTHYHHMX KPHTEPIiB (CKPHHYIOUMX MPOTpaM, MApIIPY TH3ATOPIB BEJICHHS MALli€H-
TiB 3 000B’SI3KOBUM 3aJIy4ECHHSIM MYJIBTHIUCIUIUIIHAPHOT KOMaHIM (axXiBLiB Ta CTBOPEHHIM HE JIMILIE MiXKHa-
ponHuX, a 1 perioHaTbHUX [IEHTPIB MEePEIOBOT0 METUIHOTO TOCBIY); CTHMYITIOBAHHS PO3pOOOK IHHOBAIIHHUX
METO/IIB JIKYBAHHS Ta JOTIAY; 3lPOBAKCHHS 3aralbHONOCTYTHOCTI MEAMYHOTO 00CITYroByBaHHS Ta COLi-
QJIBHUX HOCIIYT Ha HalllOHAJIbHOMY PiBHI JUIsl Bpa3JIMBOIO KOHTUHICHTY MALi€HTIB 13 P1IKICHOIO MATOJIOTIENO.

OnepaTuBHUIi onKMc PiAKICHUX 3aXBOPIOBAHb — 3arajibHUil MyTIBHMK JJIs1 OKPAaLLEeHHs JiarHoc-
THKH PiAKICHUX 3aXBOPIOBAHb

ORPHANET [16] — me 0a3za naHux, MpUCBSYEHA PIAKICHAM 3aXBOPIOBaHHIM, a TaKOX BiAIMOBITHHM
niarao3am, opdaHHUM TIpenapartam, KIiHIYHHIM BUTIpoOyBaHHAM 1 Mepexam ekcrieptiB. ORPHANET wnamae
KIIIHIYHANA OTMUC PiIKICHUX 3aXBOPIOBaHb 13 BUKOPUCTAHHAM HaOOpy KIIHIYHUX O3HAK Ta CUMNITOMIB ((heHo-
TUITHUX aHoMamii): 71,9% i3 HuxX € reHeTHUHUMH, a 69,9% — BUKIIIOYHO TIeAiaTpuaHUMHE. Lleif omuc, 3acHo-
BaHMI{ Ha BUNA/IKAX, OMyOIIKOBAHHX y OI0MEMUHI JIiTEpaTypi, BUKOPHCTOBYE (PEHOTHITIYHI aHOMAUTI], 3a3Ha-
yeHi B OHTONOTIT (DEHOTHITIB IIOAWHA (HPO) [17]. Koxxna cpeHOTI/Iqua aHOMAJTisl IPeZICTaBIIeHa B MTOPSIKY
YaCTOTH HAPOIKCHHA B MOMYJIALIT MauieHTiB. YacToTa y momyssuii XBOPHX MOXKe OyTH: 3aBiKIH NPUCYTHS
(100%); myxe gacra (99—-80%); gacta (79-30%); iHomi mpucytHs (29-5%) i piakicHa (4—1%). PenoTHOBa
AHOMaJTisi BU3HAYAETKLCS K OJTHE 3 Takoro [15]:

— IlaTorHOMOHIYHA O3HAKA: CUMIITOM, HAsIBHICTb SIKOI'O BKa3y€ Ha BIPOTiAHICTH IEBHOTIO 3aXBOPIOBaHHS
11032 BCSIKUM CYMHIBOM. BifcyTHICTb i€l 03HaKM HE BHUKIIIOUA€ MOXKIMBOCTI HasIBHOCTI 3aXBOPIOBAHHS, aie
HasBHICTh TTATOTHOMOHIYHUX O3HAK 13 YIIEBHEHICTIO MiITBEPIKYE HOTO.

— JliarHOCTHYHWH KpUTepiii: (EHOTUTTIUHI aHOMAITi1, 3a3HaYeH] K «J1IarHOCTUYHUN KPUTEPIiii», BKITIOYa-
FOTHCS JIO TIepeTiueHnX HabopiB KPUTEPIiB U BCTAHOBJICHHS J[iarHO3y KOHKPETHOTO 3aXBOPIOBAHHS, OITyOTi-
KOBaHi B KYypHaJIi, [0 PEIICH3YETHCS.

— Kpurepiit BukitoueHHs: QEHOTHITIYHI aHOMAaJIil, 3a3Ha4Y€HI K «KPUTEPid BUKIIOUYEHHS, — 1€ Ti, 110
3aBXKIM BiJICYTHI TIPU KOHKPETHOMY 3aXBOPIOBaHHI 1, OT)Ke, BUKIIIOYAIOTh HOTO JiarHo3.

3rigHo 3 ommtyBaHHAM 13 000 mari€HTiB i3 PiAKICHUMH 3aXBOPIOBAHHSAMH B MEXKax JOCIIHKCHHS
Rare diseases international (2021) Oymno 3’sicoBaHO, 1110 HEBIPHHM AiarHO3 CTOCOBHO iXHBOTO 3aXBOPIOBAHHS
CIIPUSIB: MOTIPLICHHIO Mepediry xBopoodu —y 54% ocid; BinTepMiHyBaHHIO TOCTYITy 710 HaJaHHs KBaJi(ikoBa-
HOI MEAWYHOT AOMOMOTH, XipypriuHoro BTpy4anHus —y 48% oci0; oOMexeHoMy noctymy 3 gonsigy —y 40%
MALi€HTIB; YHEMOXJIMBICHHIO BUOOPY CTOCOBHO IUTaHyBaHHS ciM’1 —y 27% pecnonnenris. Bognouac 13%
ONUTYBaHMUX HE MaJli MOKJIMBOCTI CIUIATUTH 3a MOJICKYJIIPHO-TeHETHYHE oOcTeskeHHs, 13% pecrnoHneHTiB
HE MaJIi MOKJIMBOCTI IPOWTH T'€HETUYHE TECTYBAaHHs y KpaiHi moxomkeHHs (B Appui — 45%, B Okeanii —
33%, B A3ii — 32%; y IliBHiuniit Amepuui — 16%; y 3axinniit €Bponi — 8%), 3a nanumu 33% oNnuTyBaHHX,
came MeIMYHi PalliBHUKH He Oy 3aIliKaBIeHUMH B peKOMEHAaIlii TeHeTHYHOTO 00cTexeHHs. L{ikaBuMm € Toi
(bakT, 110 TIEPBUHHA J1arHOCTHUKA PiKICHOTO 3aXBOPIOBAHHS Y YOJIOBIKIB y CBITI BiIOyBa€ThCs paHilie, HiXK
y KIHOK, 110 CIPHsi€ TeHAEPHINH HEPIBHOCTI y CBOEYACHOCTI OTPUMaHHA MeIu4Hoi gonomoru [13].

J11st MaKCMMaJIbHOTO 3aJTydeHHS MALi€HTIB y MOLIYK JiarHo3y Ta BUSBJICHHS HOBUX ACOLIHOBaHUX I'€HIB,
HEI1arHOCTOBAHI MAIIEHTH TIOBUHHI MaTH MOXJIMBICTB: 1) akTHBHO OpaTH y4acTh B OIHCI CBOTO (DEHOTHUILY;
2) BuOpaTH piBeHb BUAUMOCTI cBoTO mpodiso B 6a3ax mannx ORPHANET; 3) maru noBHY iH(pOpMaIIifo cTo-
COBHO TIPOTHO3YBaHHS 1epediry BapianTa HeBigomoro 3HadeHHs (VUS), o BiTHOCHTHCS 10 HHOTO.

TakyM 4YMHOM, KJIFOUOBUMU MOMEHTAMH YCITIIIHOTO JIarHOCTYBaHHSI PIAKICHUX 3aXBOPIOBAHb €: MiABUILCHHS
ripodeciiiHol KOMITETEHTHOCTI MEIMYHIX CIEIialliCTiB CTOCOBHO PiZIKICHIX 3aXBOPIOBAHb; IMIUIEMEHTAITIS «KYJIh-
TypH cyMHiBiB» Ta 3AHEMOKOEHHS CTOCOBHO PAHHBOI JIIarHOCTUKH PIJIKICHUX 3aXBOPIOBAHB; BifITOBIIaJIBHICTH
3aKJTa/IiB OXOPOHH 3710POB’S CTOCOBHO ECCHIIATBHOI IArHOCTHKM OP(aHHUX 3aXBOPIOBAHB 32 PAXYHOK CIIIBIIpaLli
MyJIETHIMCUMILTIHAPHOT KOMaHIH (axiBIiB; 3arabHOIOCTYIHICTh CHETHYHOIO CKPHHIHTY, Y TOMY YHCI 1 Ui
IPOMAJISiH KpaiH, IO PO3BUBAIOTHCS; HaJaHHS TCHACPHO-AN(EPEHLINOBAaHNX NAHUX COLAIBHHUX TA MEJUIHUX
JIOCITIPKEHb CTOCOBHO TAITIEHTIB i3 PiIKICHUMH 3aXBOPIOBAHHIMH ISl CTATHCTHYHOT 00pOoOKH [8§].
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Hepconasizosana Tepaiisi NpH PiIKiCHUX 32XBOPIOBAHHSX

HesBakaroun Ha Te 1110 3arajbHa KUIbKICTh MAL€HTIB 13 pl,Z[KICHI/IMI/I 3aXBOproBaHHsAMHU nepesuiiye 300
MJIH 0Ci0, KO’KHE piKicHE 3aXBOPIOBAHHA 3 MOMISAY MOMYJLI] ypaxkae JIMIIEe HEBEIHUKY KiIbKICTh JIIOACH.
OTxe, cragapTHa MOZIENIb PO3POOJICHHS HOBHX JIIKAPCHKUX 3aC001B 4ACTO BUSIBISIETHCS HEIOCTATHBO NPHOYT-
KOBOIO /17151 (hapMaLieBTUYHUX KOMIIaHii, 1100 BUPOOIATH JIiIKapCchKi penapaTy Jisl JTIKyBaHHS JIUIIE TEeKiTbKOX
THUCSY BIZIOMHX PiKICHUX 3aXBOPIOBaHb. ¥ MUHYIIOMY (bapMaueBTHqu npenapary, MPU3HAYCH] JJIs JIIKYBaHHS
HalMmoImupeHimux 3aXBOPIOBAHb, 6ym/1 nepenpoanILOBam JUISl TIALIEHTIB 13 PIAKICHUMU 3aXBOPIOBAaHHSAMHU.

[IpoTe Bce 3MiHIOETHCSI: HOBI METOAOJIOTT pO3pO6J‘IeHH$I JKapchbKUX 3ac00iB 1AIOTh 3MOTY posriszary
JU3aiHEPChKI JIIKK [T HEBEIMKUX TPYII MALi€HTIB a00 HaBiTh OKpeMux ocib [9]. MaiiOyTHe 06iusie criibHOTI
JIEOZICH, SIK1 CTPaXKAAI0Th HA PiAKICHI 3aXBOPIOBAHHS, TTO3UTHBHI EPCIEKTUBH, TOMY IO Cy4YacHi 610TeXHOJI0-
il MOXYTb CTBOPIOBATH IIEPCOHANI30BaHi (1HAMBIAYyaIbHI) METOIH JTIKYBaHHS.

Mob6inizamiss pyxy CTOCOBHO MeHeIKMEHTY PpPiAKiCHUX 3aXBOPIOBaHb B YKpaiHi: peakuis
EURORDIS Ta Hamux napTHepiB Ha BiliHy B YKpaiHi

VYkpaincpka JepkaBa Ha KOHCTHUTYLIHHO 3aKpilJICHOMY PiBHI MOBa)kKae HaMLIHHIIIE TPABO JIOAMHU HA
XKHUTTS Ta 30epekeHHst 310poB’s. 3rigHo 3 Posmopsykennsm KaGinery MinicTpiB Ykpainu Bix 28 KBiTHS
2021 p., 6yno cxBaneno KoHnenuito po3BUTKY CUCTEMHU HaJaHHSI MEAMYHOI JOTIOMOTH MAaLliEHTaM, SIKi CTpax-
JIar0Th Ha pinkicHi (opdanHi) 3axBoproBaHHs, Ha 2021-2026 poku [7], mo po3podiena Ha ocHoBI KoHcTH-
Tyuii Ykpainu Ta 3akoHiB Ykpainu, pexomenaauii BOO3, ctannapTiB Ta IpUHLUMIIB acquis communautaire,
a TaKoXX 3 ypaxyBaHHSM HalliOHAJIbHUX MPAKTHUK 1 JOCBiLY AepkaB — wieHiB €C.

YpaxoByroun 3a3HayeHi NPUHLUIN Ta OPIOPUTETH, YKpaiHa B3sja Ha ceOe 3000B’A3aHHS 3a0€3MEUUTH
namieHTaMm, sKi CTpaXKAaloTh Ha piakicHi (opdaHHi) 3aXBOPIOBaHHS, 3aX0AM 3 MPO(DITAKTUKU TaKUX 3aXBO-
PIOBaHb, OpPraHi3allifo HaJJaHHSI MEIUYHOI JOMIOMOTH, Oe3NepepBHHUIA Ta OS30ILIATHUN JOCTYII 10 HEOOX1THUX
JIKapChbKUX 3ac0o0iB, MEAUYHUX BHPOOIB Ta BiAMOBITHUX XapuOBHMX MPOLYKTIB AJIS CIELIabHOTO JiKyBaJlb-
HOTO Xap4yBaHHSI.

EURORDIS (Rare Diseases Europe, pl,[[KlCHl 3aXBOPIOBAHHS €Bponu) — 11e HEKOMEPLIMHUH aNbIHC, 110
00’eanye nonan 1 000 mamieHTChKUX Oprasizauii i3 pl,Z[KICHI/IMI/I 3aXBOPIOBAHHAMM 3 MOHAJ 74 KpaiH CBlTy
Tepkens Augepcen, ronosa npasininast EURORDIS, vitko okpecnus no3uuito i€l opranizanii moao cutyarii
B Ykpaini: «Y €sponi EURORDIS rpae kmouoBy ponb y 3anydeHHi yBard 1o 30 MIIH JIOA€H, 10 KUBYTh
13 PIIAKICHUMH 3aXBOPIOBaHHAMHM, Ta HajaHHi iM migTpumku. Cboroani YkpaiHa 3HaxXOIUTbCs y ONoOKai,
1 MM HECEMO 3arajbHy BiIMOBIJAIBHICTD 3a Te, 1100 KOAHA JIOAUHA 3 PIAKICHUM 3aXBOPIOBAHHSIM, UYMW CTaH
BUCHaXJIMBUI a00 moTpeldye KOMIIEKCHOI MEAMYHOT JONIOMOT'H, He JIMIIuiacs 6e3 yBaru. Mu noBuHHi OyTu
[parMaTHYHUMH y BJIACHOMY pearyBaHHI Ha L0 HAaJ3BUYalHY T'yMaHITapHy CHUTYyallil0, TOTYIOUH CepelHbO-
Ta JIOBrOCTPOKOBI mii» [11].

3a nanumu Ipuan Mukuuaxk [4], y 2022 p. ruiaHyBanocsi BUAICHHS 2,5 MIP/ TPH IOAO 3a0e3MeueHHS
MEIMYHOIO JOTIOMOI'OI0 MAali€HTIB, Y TOMY YHUCIi 3 Op(aHHOIO MMATOJIOTIE0, aie BilfHa HiBeJIOBasa 3arulaHo-
BaHe, TOMY BKpai akTyallbHOIO CTa€ (piHaHCOBa Ta ryMaHiTapHa MiATpUMKa 3 00Ky (hapMaleBTHUHUX KOMITaHil
ta xojer Bix EURORDIS 3a Takumu HampsMamu, sIK: IPUHOM Ta JTiKyBaHHS TpOMasiH YKpainu 3 ophaHHUMHU
3aXBOPIOBAHHSAMH 33 KOPJOHOM; HAaBYAHHS CIELiaTiCTiB BITUM3HSIHMX TCHETHYHHX Jaboparopiii cTOCOBHO
OBOJIOJIIHHSI HABMYKAaMH POOOTH 3 00JalHAaHHSAM; NOCTiliHA HEOOXIAHICTh Y BUTPATHUX JiarHOCTHYHHUX Mare-
piasax Ta JiKyBaJIbHUX 3ac00ax.

I3 mouaTkoM BO€HHOTO cTaHy B YkpaiHni On3bko 20% ykpaiHCBKUX MPOMasiH 3 Op(haHHOIO MAaTOJOTIE0
OTPUMYIOTb KOMILIEKCHY JIONIOMOTY B TaKUX Kpa'iHax sk [onbma, Himeyunna, Itanis, Yecrka PecmyOmika,
CDpaHum Pymynist. [{o ITonbmi eerpyBano 50 naui€eHTiB 3 Op(l)aHHI/IMI/I 3aXBOPIOBAHHAMM, TAKAMH SIK IIEp-
BUHHI lMyHO,Z[e(l)lLII/ITI/I Oy/bO3HUI emuepMonB OI[HOHyKJ'IeOTI/I,Z[Hl BapiaHTH reny KIF1A Ta iHIIMMH, 1IiCTh
Mali€HTIB 13 HUX MOTpeOyBany TPaHCIIAHTALIl OpraHiB Y¥ TKaHUH (U€TBEpO JiTel — KICTKOBOIO MO3KY, JBOE
0Ci0 — MeviHKH).

Mobinizanist pyXy CTOCOBHO MEHEIKMEHTY PiAKICHUX 3aXBOPIOBAaHb B YKpaiHi BKIIIOYa€: BAKOPUCTAHHS
BU3HAYCHb, KOAU]iKaLiil Ta kiacudikauiid piIKicHUX 3aXBOpIOBaHb (cTBOpeHHs1 HarionansHoro kinacugika-
Topa pinkicaux xBopoo 3rimHo 3 ORPHANET Ta equnoro indopmariiiiHoro npoctopy oOMiHy iH(pOpMAaLIi€r
PO TaKKX MALi€HTIB y paMKax EjxekTpoHHOT cucTeMn OXOPOHH 310POB’sl, 30KpeMa 3 METOI0 peecTpaLii nari-
€HTIB, SIKi CTPaXKAAIOTh Ha piAKicHI (opdaHHi) 3aXBOpIOBaHHSI, Ta 300py MEAUYHHX JAHHX ); OPTaHi3aliio Hay-
KOBO-J0CHi1HOT poOOTH, popMyBaHHS peepEeHTHUX LIEHTPIB Ta MEPEX 3 OpaHHUX 3aXBOPIOBAHb (CTBOPEHHS
YOTHPBHOX PETiOHAJIBHUX Ta OJHOIO HAlliOHAJHHOTO MEIMKO-TEHETHYHUX IIEHTPIB, SAKI BUKOHYIOTH (YHKII
HEOHATaJbHOTO CKPUHIHTY); IMIJIEMEHTALiI0 PO3IIUPEHOr0 HEOHATAIBHOIO CKPHHIHTY 10 21 piaKicHOI XBO-
pobu (azpeHoreHiTaNbHUI CUHAPOM, O10THHIZAa3HAa HEJOCTATHICTb, BPOUKCHUH TIOTHPEO3, TalaKTO3eMis
[ Ty, rmoTaposa atunypis I Ta Il tunis, nedinur cepenuponanorooi auni-KoA-nerigporenasu (MCAD),
nediuuT noBrosaHiorooi rugpokcianmi-KoA-gerigporenasu (LCHAD), nediuut ayke I10OBrosiaHIIOroOBOI
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ammn-KoA-nerinporenasu (VLCAD), nedimut TpudyHknioHansHoro Oinka, redimut HMG-mia3u, i3oBanepi-
aHOBa anUIypis, JEHITMHO3 (XBOp0Oa «KICHOBOTO CHPOITY»), METLIMAJIOHOBA allUypisi, MyKOBICITHI03, TIEp-
BHHHUH KapHITHHOBHUH AE(IIHT, MPOIOHOBa allUAypis, CIiHaIbHA M’ si30Ba arpodis, TuposuHeMis | Tumy,
TsOKKUH KoMOiHoBaHui imyHOonedinut (SCID), ¢peninkeronypis Ta iHmi rinepdeninananinemii) [5]; 3abe3me-
YeHHSI MYJIBTHANCIUTUTIHAPHOTO M1 IXO/TY, @ TAKOXK aJlTOPUTMY il y pasi miago3pu Ha opdaHHI 3aXBOPIOBAHHSA,
MapIIpyTiB HaJaHHS MEAWYHOI JOTIOMOTH TaKhUM TaIrieHTaMm 3a IIporpaMoro MmiATpUMKH TaIli€eHTa, OpraHi-
3arii MeXaHi3My eKCIepTH3H PiIKICHHX Ta HeIiarHOCTOBAaHHMX 3aXBOPIOBAHb, CTBOPCHHS Ta HAJIATOKCHHS
MDKCEKTOPaIIbHOI B3a€MOJIi1 OpraHiB JepKaBHOI BIIaIH, TPOMAJICHKUX 00’ € THaHb (TTaIliEHTCHKUX OpTaHi3aIliii)
Ta TEPUTOPIATIBLHUX TPOMA/I.

3aka04eHHA

OCHOBHI YOTHPH MIPUHIIAITNA MEHEPKMEHTY TAIli€HTIB 13 PiIKICHIMH Ta HEJ[larHOCTOBAHUMHE XBOPOOaMH
BKJTFOYAIOT!

1) piBHOIIPaBHICTH Ta 3arajJbHOAOCTYITHICTH METUYHOI TOTIOMOTH Y 3a0€3MeUeHHI CTaHy 3/]0POB’s;

2) 0COOMCTICHO-OPiEHTOBAHUI IMiIX1/T 1O BEIEHHS TAII€HTIB i3 PiIKICHOIO MaTOJIOTIE0;

3) MyTBTHANCITUTUTIHAPHICTD Y 3alTydeHHi (axiBIliB, IO MPAIFOIOTH 13 II€F0 KaTETOPi€I0 TAIli€HTIB;

4) mocTiifHe MiIBUIIEHHS SKOCTI MEANYHOI JOTTOMOTH 33 PaXyHOK IMIUIEMEHTaIlii HaBYaIbHUX MPOTrpam
y CHCTEMY OXOPOHH 3/I0pOB’sI Ta CYCIIBHOT eMITaTii 10 0ci0 3 OppaHHOIO MATOJOTIETO.
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EUROPEAN CONFERENCE ON RARE DISEASES AND ORPHAN PRODUCTS 2022:
MISSION POSSIBLE

Abaturov O.Ye.
Dnipro State Medical University

Nikulina A.O.
Dnipro State Medical University

At the current stage of the development of medicine, the category of rarve diseases includes nosological sub-
types with a clear clinical picture, diverse in etiology and severity of the clinical course, as well as undiagnosed
idiopathic conditions, which have the main feature — rare prevalence, determined by the epidemiological threshold.
This year, the 11th edition of the European Conference on Rare Diseases and Orphan Products (ECRD) 2022,
organized by EURORDIS and ORPHANET, took place in Belgium from June 27 to July 1. The main slogan of this
event is the possibility of implementing the management of rare diseases. ECRD 2022 was an unparalleled oppor-
tunity to network and share invaluable knowledge with hundreds of stakeholders in the rare disease community —
patient advocates, policy makers, researchers, clinicians, healthcare professionals, European health leaders, scien-
tists, regulatory bodies. Special attention of this event was devoted to the problem of rare diseases, their neonatal
screening, availability of personalized treatment of orphan diseases in Ukraine.

Key words: rare diseases, orphan drugs, personalized treatment, European conference on rare diseases and
orphan drugs.



