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Pezwome. Oxapaxmepuzosano cman npooremu pioKiCHUX
(opgannux) xeopob y ceimi ma 6 Ykpaini, npeocmasneno ix
Xapaxmepucmuru, Kpumepii 6K10UeHHs 3AX80PI0GAHL )y Kame-

20piio pIOKICHUX Y pI3HUX KPATHAX, NPOAHANI308AHO NIOX00U 00
Gdopmysanns nepeniky opgannux xeopob. Bioobpasicerno npo-
Onemu piOKICHUX 3AX80PI0O6AHbL 8 YKpaiui, WaAXu cmeopeHHs
nepeniKy piOKiCHUX 3AX80PH6AHb, NPOOLEeMU 0iaeHOCMUKU Md
JIKYBANHS OPPAHHUX X80POO Ha menepiunill yac, a makoic me-
OUKO-COYIANbHI NPOOILeMU, WO N08 'A3AHI 3 OAHOI0 NAMON02IEN.

BcTtyn

Ha croroani 3a 1annuMu €Bpomneicbkoi opraHi-
3anii EURORDIS (mixkHaponHa opranHa opra-
Hizalis, ska 3aiiMaeThcs mpodIeMaMu PiKiCHUX
xBopo0), HapaxoByeTbcs Oimsg 7000 «cupit-
CBKHX» XBOPOO, ysiBa MpoO Te, M0 BOHH € pifKic-
HUMHU 3MIHIOETHCA. 32 OI[IHKAMHU €KCIIepTiB MpH-
MyCKAaEThCA, 10 Ha Ii 3aXBOPIOBAHHS CTPaXIa€
2-4% wnacenenns. Jlume B €Bpomni HamidyeTrhes
25 MJIH. XBOpHX 3 Op(aHHUMH 3aXBOPIOBAHHS-
MHu. Bin3HauaeThcs, MO KOXKHOTO THXKHS Y CBITi
BUSIBISETHCS B CEPEHBOMY I’ SIThb HOBUX HEBHU-
BUeHUX XBOp0O. OnHak, 3a BucinoBoM [. danko-
Hi, piIKiCHI XBOPOOM € PIIKICHUMH IO TUX IIip,
MMOKW BOHU HaM MaJjOBiOMi.

lo x Take «piakicHi» 3axBoproBanHs (P3)?
Ha croromHi He icHY€e OJJHO3HAYHUX KPUTEPiiB. Y
CIIIA Akt mpo piakicHi 3axBoptoBanHs 2002 p.
BU3HAYA€E iX K «XBOpoOW abo cTaHW, IO 3adi-
natoth meHme 200000 nroneit» («any disease or
condition that affects less than 200,000 persons
in the United States»), abo 1 mroguaa Ha 1500
oci6. Taka momMHUPEHICTh € aHANOTIYHOK A0 II0-
IIUPEHOCTI BiANOBiAHO Mo 3akoHy mpo opdan-
Hi npenapatu («Orphan Drug Act») Bix 1983 p.,
(eneparbHOrO 3aKOHY JJISl AOCIIKEHHS piaKic-
HHUX XBOPOO Ta po3pOOKU MEIMKaMEHTO3HOTO JIi-
KyBaHHS.

Onnak FEuropean Commission on Public
Health Bu3Havae pigkicHI XBopoOHW SK Taki, 110
3arpOXYIOTh KUTTIO NIOJUHU, a00 XPOHIYHI 3a-
XBOPIOBAHHS, SIKI MalOTh HU3bKY HMOIUIHPEHICTh B
nonynsnii, npore, 1 X BUBUYEHHS Ta OOPOTh-
O0u 3 HuMH HeoOXinmHi cninpHi 3ycwmis «life-
threatening or chronically debilitating diseases
which are of such low prevalence that special

combined efforts are needed to address themy».
Huspkwuit piBeHp MOMHUPEHOCTI XBOPOO — 1€ CH-
Tyalis, KOJM IOKa3HUK B MOMyJNsLii ckianae
1:2000 [3].

Tepmin «opdanHI», T.3. «CHPITCHKI» BHKO-
puctoByeThbes 3 ciunsg 1983 p., xonu B Cmouny-
YeHUX MmTarax AMEpPUKU OyB NMPUIHATUH 3aKOH
«Orphan Drug Act». Bin Busnauus 1600 pigkic-
HUX XBOPOO, MPUYMHM BUHHUKHEHHS SKHUX Ta Ji-
KyBaHHS OyJM MaJOBUBYEHUMH. AKT BIEpILIE pe-
rTaMeHTYBaB He JIWIIe HasABHICTh P3, ane i minbr
N1 BAPOOHMKIB JIIKiB, Xap4OBUX MPOAYKTiB, Me-
JIUYHOro o0JagHaHHA, K1 HEOOXIAHI IS TaKuX
MmaiieHTiB. BilmoBigHO 10 I[bOTO 3aKOHY, KOMIIA-
Hii, M0 po3pobnsaroTh niku w1t P3, maroTe mpa-
BO Ha MUIBTIOBI KIIHIYHI JOCHIIKEHHS, BOHH MO-
KYTbh NPOJABaTH JiKH 0€3 KOHKYpPCY BIPOZOBX
cemMHu pokiB. Taki 3aKOHOJaBYi aKTH MPALIOIOThH
3apa3 B fAmnonii, Cuaranypi, ABcrpamnii, Kanani.
Y 1999 p. €BpomapnaMeHT NPUHWHSB pilllEeHHS
o pigkicHUM XBopobam aus ycix kpain €C, a 'y
2007 p. B CIIA Ta B KpaiHax €BpocCO03y HpHU-
WHATI 3aKOHH, AKi HaJal0Th npedepeHIii BUpoo-
HUKaM, 10 OPOBOJATH AOCHIIKEHHS B AUTAUIN
nonynsnii. HUHI OCHOBHUM NpaBOBUM JOKYMEH-
toM €C, 10 peryye MoIiTUKY CTOCOBHO L[bOT'O
nutaHHs, € Pexomennanis Pagu €C Bin 8§ uepBHS
2009 p. momo it y cdepi piiKicHUX XBOPOO.

Opranizamnis  EURORDIS BBaxae, mo icHye
5-7 THCAY PIAKICHUX XBOpPOO, Ha sSKi CTpaxiae
6-8% wmemkaHIiB €Bpo30HH. Y AUTAYUX CTalli-
OHApHHX BIAMINEHHAX AiTel 31 CIaAKOBUMH 3a-
XBOPIOBAHHAMU 3HaxXoAuThes noHan 52%. Y 65%
BUMAJIKiB BOHUA MAalOTh iHBaJiIU3yIOUNi mepeoir,
B 50% - HecHpUATAUBUMN MPOTHO3 HIOAO KHUTTH.
Y 35% cTaloTh NPUYMHOIO CMEPTi BIPOAOBXK
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mepuoro poxy xutts, B 30% - y Bini 10 5 pokis.
VY KOXXHOTO JpyToro xBopoOa CympOBOIKYETHCS
MOTOPHOIO, CEHCOPHOIO, IHTENEKTyaJbHOIO He-
JOCTAaTHICTIO, Y KOKHOTO II’ITOTO — XPOHIYHUM
00JILOBUM CHHAPOMOM.

VY pi3HuX KpaiHax MOMIMPEHICTh XBOPOO Oyne
pi3HOI0, 0COOIMBO II€ CTOCYETHCS 3aXBOPIOBAHD
13 ayTOCOMHO-PEIIECUBHUM THIIOM YCTaJKyBaH-
Hs Ta iHpeKkniiiHux xBopob. Y Pocii piakicHumMu
BBaXXAIOThCS XBOPOOM, fAKi BpakaloTh HE O1Jb-
me 10 mromeit ma 100000 oci6 (BimmoBigHO 10
Ne323-®3 «O06 ocHOBax OXpaHBI 3JOPOBHS I'Pax-
nan B Poccuiickoit @enepanuny») [2]. B Ykpai-
Hi mpobirema pigkicHUX XBOpoO cTae Bce Oisib-
e aKkTyallbHOI0, OJHAK MPAaKTHYHI JiKapi Maio
3HAIOTh MPO IIi CTaHW, opdaHHI 3aXBOPIOBAHHS
HE MiaTHOCTYIOTHCSA a0o0 Mi3HO JiaTHOCTYIOTHCS,
npoOiemMu OpraHHUX XBOPOO HEAOCTATHHO 00T0-
BOPIOIOTHCS Y HAYKOBiH Ta MeAMYHIN JiTeparypi.

Bicim pinkicHux XBOpoO 3 mecsTH, IilCHO,
BUHUKAIOTh TEHETUYHO: a00 € cnaJKoBUMH, a0o
3’ ABISIOTHCS BHACHIOK MyTallii TeHiB B MOMEHT
3auatrTsa. EURORDIS Bu3nauae, mo 0ing 80%
piAKiCHEX XBOpoO Mae TEeHEeTHYHI BIAXHWICH-
Ha. Ilnsg mposiBy OKpeMHX 3aXBOPIOBaHb, OKPiM
CITaJKOBOI CXUIBHOCTI, BAXJIHUBY POJb Bimirpa-
I0OTh TaKi YMHHUKH, SK MOCIA0JCHHS IMyHITETY,
rmoraHa €KOJOTisl, BHCOKHU pajiamidHuil ¢oH,
BipycHi iH(pekuii. Yum cTapme 6aTpku, sSKi mia-
HYIOTh HApPOJIWUTH JUTHHY, THM OUIBIINN PU3UK
BUHUKHEHHS B JUTHHU Te€HETHYHOI XBopoOu. [lo
BariTHOCTI PHU3WK HapOJKEHHS XBOPOI AUTHHHU
MOKHA BHU3HAUYUTH B CiM SIX, I¢ BXKE OynH TOi-
O0Hi1 mpoOmeMu. [nsg mporo ciig 3BEpHYTHCS IO
JiKapA-TeHETHKa 71 BU3HAYEHHS PU3UKY HApO-
JOKEHHS XBOpOi NWTHUHH, ajJbTepPHATUB JiarHoc-
THKH Ta JIKyBaHHS.

O3znaku OinbpmIOCTI 3 OppaHHUX XBOPOO mpo-
SBIISIOTHCS B JMTHHCTBI, ogHak Oinsg 50% 3a-
XBOPIOBaHb MPOSBISETHCS B JOPOCIOMY BiIli.
P3 MOXyTh mpoOTiKaTH 3 SCKPaBO BHUPAKEHUMHU
O03HaKaMH, a MOXYTb MaTH NPHUXOBAHHWI Xapak-
Tep. CHMITOMH, SIKi TOBUHHI HACTOPOXXHUTH JiKa-
pA ¥ Marip IMTHHU, 10 3yMOBIIOE€ HEOOXIAHICTH
CBO€YACHO 3aWHATH aKTHBHY MO3UIIIIO OO TI0-
JNanpiroi JiarHOCTUKHU TMATOJOTIl, € HAasABHICTh Y
HOBOHApPOKEHOTO TAKUX CHMIITOMIB, SIK: CTIHKI
MOMpPINOCTi, TPEMTIHHS MigOOpiAAs, 3pUTYBaHHS,
HECMOKIHHUI COH, MTOCMUKYBAHHS, Ki HE MOXHA
MOSICHUTH TIEBHUMH €TIONOTIYHUMH TPUIUHAMH.
Crnixg mam’gTaTH, OO0 MOPYHIEHHS OOMiHY pedo-
BWH MOXYTbh Iepediratu mij MacKor CENTHIHOTO
nporecy, mepedparbHOro Tapaxidy, po3yMOBOi
BIZICTAJIOCTI Ta emijiencii, sKka He MiAJa€ThCs JIi-
KYBaHHIO TPOTHUCYJOMHUMH TIpenapaTamu.
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€ rpymna 3axBOpIOBaHb, SKi MOYMHAIOTH CBOI
MpOSBM 3 MEpPmIUX TOAWH XKUTTA. JliTe#, mo
cTpaxaaioTh Ha Oynbo3uuil emigepmoni3 (BE)
BHACIIOK TOHKOI MIKipW, Ha3WBAIOTh «METEJH-
kamn». ['ipka mpaBaa BIAKPHUBAETHCA OaThbKam
BXK€ 3 TIEPIIUX TOAUH HAPOKEHHS TaKoi AUTHHH,
KOJU TiJIO BiJl JOTHKY MOKPUBAETHCI MyXUPAMH,
Ha MicIli SKHUX YTBOPIOIOTHCS paHH, MOAIOHI 10
omikiB. Ilyxupi Ha cnu3oBux 000JOHKAaxX 3aBa-
KAIOTh HOPMAJTbHOMY TpHUHOMY Tki. Y BUMaIKy
BaXXKHUX (OPM IiTH MOMHPAIOTH BiJ iIHQEKIIHHNX
yCKJIaJHEHb.

Jlikapi HaAroJomWyIOTh HA HEOOXiAHOCTI BII-
KpUTTA B YKpaiHi HEHTPY 3 AIarHOCTHKH 1 JiKy-
BauHs bE. 3a cnoBamm kepiBHuka llentpy «/le-
Opa-Ykpaina», Bime-npe3uaenTa MixHapogHOI
rpomazachkoi opranizamnii «lepmaronorn — Jitam»,
B Ykpaini nmpoxusae 6nuspko 100 xBopux Ha BE.
Ha croromHi K0IHOTO J1€BOTO CTIOCO0Y JiKyBaHHS
i€l HeAyTH HeMae, ENMHUN BUXI — CAMITOMATH Y-
Ha Tepamis Ta peTeIbHUN AOTIAN, AKUH moTpedye
KOMITOBHUX 3ac00iB IMIIOPTHOTO BUPOOHUIITBA.
bynbo3Huii emigepMoi3 MOKW IO HEBWIIIKOBHHM
He TIMBKH B YKpaiHi, ane i y cBiti. [IpoTe 3aBnsxu
e(heKTUBHOMY AOTIISIAY 1 3ACTOCYBAHHIO CTICIiah-
HHX MpemnaparTiB 1 MepeB sA3yBaJbHUX MaTepiais,
AK1 Mal0Th 3MOTY HIBHAIIE W Kpalle 3aroloBaTH
MOCTIHO BUHHKAIOUl paHH, SKICTh KHUTTSA «Ji-
Tef-MeTeNNKiB» MOXHA 3HAYHO TMOJINIINTH.

Cepen xBopo0O, 5Ki MPOABIAIOTHCS II€ B paH-
HHOMY OHTHUHCTBI, )KaxXxJHUBa XBOP00a «CKISHHUX
kictok» (CK) — HemockoHanuii ocTeoreHes, mpo
AKy, 30Kpema, 3TagyeThCcsi B aMEPUKAHCHKOMY
¢inepmi «HeBpasnuBuii», KOJXM KICTKH CTalOTh
TaKMMHU aHOMAJIbHO KPUXKHMH, IIO JTaMaroThC
BXXKE MPHU MPOXOKEHHI Yepe3 IMOJOT0oBi MUIAXH
MaTepi. Y BaXKHX BUMAIKaX BimOyBa€eThCS Ie i
CKpydyBaHHS KIiCTOK. Pe3ymbTaToM HECKiHUCH-
HUX MHOXWHHHUX MEPEIOMIB y AUTAUOMY BIiIli €
ckopoueHHs KiHIiBoK. /JIHK-miarHocTuka 1mporo
3aXBOPIOBAHHSA MOXJIMBA 1€ HAa BHYTPINIHHOY-
TpOOHOMY TIEPioNli PO3BUTKY ILIONY.

[HmOI0 TakoX YaCTOI «PiAKICHOIO» XBOPO-
6010 € perinkeronypis (DKY). Ile 3axBoproBan-
HS, TP sIKOMY OyxaHenb XJiiba ChOTOJIHI BapTye
30 rpH, 1 kr 6opomua — 60 TpH., OaHOUYKA TUTS-
goro xapuyBaHHs 800-1000 rpu. [ me peanpue
CHOTOJICHHS CiMEH, SIKi BUXOBYIOTH HIiTEH, XBO-
pux Ha (eHIIKETOHYPITO.

Y CIIA Bce nuTside XapuyBaHHS ITPOMapKo-
BaHE Ha BMICT (eHiNallaHiHy Ta MEIKUX 1HIIUX
aAMiHOKHUCIIOT, TOMY OaTbKH MOXYTh 3 BHUCOKOIO
TOYHICTIO BU3HAYUTH, CKUTBKH 1 AKI MPOAYKTH
MOKHaA JMaBaTu OUTUHI. B Ykpaini, Haxans, 10
[HOTO Yacy Ie He BUKOHYEThCA. T1 MPOAYKTH, SKi
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€ B TOPTOBIiif MepexKi, HE MICTATH JaHUX JUJIS XBO-
pux Ha (QEHUIKETOHYpilo, KiNbKicTh (eHinana-
HIHy HE BKa3yeThCs, TOMY OaTbKaM JyXe Ba)KO
po3paxyBaTu pailioH XapuyyBaHHS JUTUHHU. TOXK
MapKyBaHHS MPOJYKTIB JUTAYOr0 XapuyBaHHS
(coxiB, oBo4YeBHX Ta (PYKTOBHX MIOpE, KpPym)
Ha BMICT (eHiNajaHiHy CYTTEBO MOJETIIHIO OH
KUTTS HAIlUM XBOPUM, a TaKOX CIeIiajicTam,
SKi PO3pPaxoBYIOTh JIETY IJIsi JiTeH, sIKi MalTh
CMaJKOBI TOpyIIeHHsA. Haa3BuwdaiiHO BaXIUBO,
o0 Hamia xapuoBa MPOMUCIOBICTh BiJMOBIIaNa
BCIM cTaHapTaM i OyJia 1OCTyIHA JUIsl CIIOKHUBa-
YiB 3 0COOJMBHMHM BHMOTaMHu. Y CBITI 3arajiom
BUpOOJsieThest 10 200 BUIIB Takux cymimei. B
€Bporni ICHYHTh 3aBOJH, SIKI CIEHiali3yIOThCs
Ha BHUPOOHUITBI HU3BKOOUTKOBUX TPOAYKTIB,
IpU [IbOMY BUPOOHHUKH JIIKYBaJbHOTO Xap4yyBaH-
HSI MalOTh MTOJATKOBI Ta 1HIII MIJIBTH.

Jns BupimeHHS IUX NUTaHb MOTpiOHA mep-
KaBHa MiATPUMKa, sika mepenbadae 1HBECTHINIT
s OyMiBHUITBA Cy9acHUX MIANPHEMCTB IHUTS-
YOTO XapuyBaHHsS JIKyBaJIbHO-TPO]ITaKTHIHO-
ro npusHadeHHs. lloku mo Ha puHKY YKpaiHi,
Ha)xaJib, MPEICTABICHO JHIIE IMIOPTHE Xapdy-
BAaHHS JUISI TAKUX AITeH. XapuyBaHHS JTIiTAM 10 3
POKIB BUJA€THCS OE3KOIITOBHO 38 PAXYHOK JIEPXK-
OrOKETy, pemTi — 3 MicueBUX OrkeTiB. | me
NepeBaXHO 3aJUIIAETHCA NMPoOIeMoio 0aThKiB. |
e He equHa nmpobiaemMa — B YKpaiHi A0 chOTOJHI
HEMa€ PEeECTPy AOPOCIUX 0Ci0, M0 CTPaKAA0Th
Ha OKVY. A cmenianizoBane xapuyBaHHS XKIHOK,
SKOTO BOHU MAlOTh JOTPUMYBATHCS IPHU ILIAHY-
BaHHI Ta MiJ 4ac nepeldiry BariTHOCTI, JsArae Ha
miedi camux xpopux. Ciaiji BIAMITUTH, 110 Yy CBITI
po3po0ieHi npemnapatu s JikyBanHs DK, skux
Ha HalIOMYy PUHKY HeMae - B YKpaiHi Ha ChOTOIHI
BiJICYTHI# 3aKOH, 3T1AHO SIKOTO HAa TaKUX MaIi€H-
TiB BUAUISTUMYTD JIePKaBHI KOIITH.

[lle oHUM HOUIMPEHUM «PIAKICHHUM» 3aXBO-
pIOBaHHSAM € MyKoBicuunos. Lle 3axBoproBaHHS,
JUUIsl SIKOTO Ha ChOTOJHI po3poOJieHa 3aMicHa Te-
pamis. [Ipu perymnsipHOMYy 3acTOCyBaHHI cydac-
HUX 3ac00iB: MaHKpeaTHYHUX (QepMeHTIB, MY-
KOJIITHKIB, aHTHOI10THKIB, T€IaTONPOTEKTOPIB Ta
BiTAMiHIB, KiHE30Teparii, B pO3BUHYTHX KpaiHax
XBOpi 10xkuBaroTh 10 50 pokiB. Cepenns Tpupa-
JICTh XKUTTSA B YKpaiHi XBOPUX HA MYKOBICIIHI03
€ BIBIYl HUXKYOIO.

3HaYHOIO MPOOJIEMOI0 3aJUIIAETHCS JTIKyBaH-
HS XBOPHX, IIO CTPAXJAalOTh Ha MYyKOIoJicaxa-
pu03, TUPO3MHEMIilO, XBopoOy dabpi, XxBopoOy
Binbcona-KonoBanosa. I[IpaBuibHO mpu3HaUe-
He, peryispHe JIKyBaHHS LHUX XBOPOO BIIMBAE
Ha BaXKKiCTh Mepediry, 3MeHIIY€E PU3UK YCKIIaj-
HEHb, 3a0e31medye rapMOHIHHUN PO3BUTOK AUTH-

HU. AJle MEIMKaMEHTO3H1 3acO0HU € HaA3BUYANHHO
KOIITOBHMUMH Ta TOBWUHHI NMPU3HAYATHCS BIPO-
JIOBX BCHOTO KHUTTS.

3arajioM MpoTHO3 MO0 MiarHOCTUKH Ta JIKY-
BaHHs P3 y cBiTi Ha MalOyTHe mo3uTuBHUA. Ha
ChbOrOJIHI HALI€HTH MaloTh MOXJIUBICTH ITPOXO-
IUTH 00cTexeHHd Ha 0a3i Olnbm HixX 1200 xii-
HiYHUX Jnaboparopiii. binem Hixk y 2 Tuc. nabo-
paropiit BeayTbcs npoektu mno 2040 piakicHUM
xBopoOam. Ha ceoromni Bxe mist 27 piaKiCHUX
3aXBOPIOBaHb B CBIiTi po3po0JIeHO MpOrpamu Ji-
KyBaHHs. Pemira 3axBoploBaHb 3HAXOJUTHCS Ha
eTanl J0CIIHKEeHHS.

B €Bpocorosi 3anymeno B o0ir 6inpme 500
HallMeHYBaHb NpenapariB, MpHU [bOMY Ha pee-
CTpalilo KOXHOTO HOBOIO IpernapaTry BHUTpada-
eThest He Oinpmre 120 guis! Ciig BIAMITHTH, IO
Ha po3poOKy OJHOTO Mpernapary, B CUIy HEBEIH-
KOT YMCEIBHOCTI TPyN MNAali€HTIB, BUTPAYAETH-
csa moHaxa 15 pokis. Jlust 3a0e3nedyeHHs MallieH-
TiB JIKAMH y MOBHIH Mipi Mpaliol0Th MEXaHi3MH
CTPaxoBOi MEUIMHH.

Hdo mepeniky oppannux xBopod B Pocii BHe-
ceHo 86 3aXBOPIOBaHb, HA fAKI CTPaxkaawTh 13
tuc. ocib. 3 2007 poky mpaimioe aep>kaBHa MPoO-
rpaMa «7 HO30JIOTil», B paMKax sIKOi 32 paXyHOK
(denepanbHOro OHOJIKETY MAIIEHTH 3 PO3CISHUM
ckiepo3oM, xBopobOoio [omie, remodinieto, ri-
no(izapHUM HaHI3MOM, XPOHIYHHUM MIi€JIOJICH-
KO30M, MYKOBICIIH/I030M, OHKOTEMATOJIOTTYHUMHU
3aXBOPIOBAHHIMU Ta XBOPI, SIKI IEPEHECIH TPaH-
CIJIAHTAIlll0, MAalTh 3MOTYy OTpPHUMaTH OKpemi
npenapatd. Hal0inbina KiIbKICTh «CHPITCHKUX»
JIKIB BUTPAYAETHCS JJIs JIIKYBaHHS Pi3HUX HOpM
paky. B Pocii 3a0e3neuenHs ophaHHUMH mpe-
napaTaMy BHPIIIYEThCS MEPEBAXKHO 32 PaXyHOK
OnmarounHHHX opraHizaniii. CroyaTky OTpUMY-
€TbCS 3aKJIOUCHHS KOHCHJIIyMy JiiKapiB ¢ene-
paJibHOT KJIIHIKH, MOTIM II¢ 3aKJIOYCHHS HaJXO0-
auTh y Poc3gopoBHArisAm, 1€ BUAAETHCS J03BIN
Ha BBe3eHHs npemnapary. 3 1 ciuns 2012 p. nadys
YUHHOCTI HOBHH 3akoH «IIpo OCHOBU OXOpOHH
310poB’ss rpoManasiH Pociiicekoi Deneparnii», 3
NPUHHATTSM SIKOT'O Ha JIep)KaBHOMY PiBHI BBeJe-
HE BU3HAYCHHS PIAKICHUX XBOPOO Ta ophaHHHUX
npenapariB, NPUWHATI KpuUTepii Ta BU3HAUCHHH
nepeiik «CUpITChbKUX» XBOpoO, e - 230 3axBo-
pIOBaHb, SKi 3ycTpidaroThes 3 yacToTor 10 BHU-
najakiB Ha 100000 HaceneHHs Ta 24 3aXBOPIOBaH-
Hs, SKi MalTh MPOrpecyovril nepedir, moranuu
IPOTHO3 BiTHOCHO XUTTA Ta AJIS AKX po3pobie-
He maToreHeTH4He NikyBaHH:A. [lo Mipi BusABICH-
HSl HOBHX XBOPOO CHMHCOK MOMOBHIOETHCS KOXKHI
Tpu Micsini. Po3pobiieno ke nonan 24 cranpap-
TiB HaJaHHS JONOMOTH XBOPHUM 3 PiIKICHUMHU 3a-
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XBOpIOBaHHAMH [2,4].

B YkpaiHi npoTaroM oCTaHHLOI'O ACCIATHUPIY-
Ysi TaKOX JOCSATHYTO NMEBHOTO MpOTpecy B Aia-
THOCTHIII 1 JIIKYBaHHI CMaAKOBUX METa0OJIUHUX
3axBoproBaHb. CTBOpeHa «Acolialisi XBOPUX 3
JT130COMHUMH Ta IHIIUMH PiJKICHUMH XBOpOOa-
mu «Opdan-Ykpaina»», Bigkpuro LlenTp mera-
OosliyHUX 3axBOoproBaHb Ha 0a3i OXMATIUT. 3
2003 p. npoBOJAUTHCS HEOHATAJIBHUI CKPUHIHT HA
OKY Tta BpomxeHuii rimorupeos, 3 2012 p. — Ha
MYKOBICIIM03 Ta aJpEHOTCHITAIbHUI CUHAPOM.
s Toro, mo0 BKa3aHUW CKPUHIHT HEMOBJISATAM
OyB 3p0oOJIeHHH BUACHO 1 IKICHO, MOTPIOHO YiTKE
BUKOHAaHHS 3a00py TecTy, CBO€YacHa JOCTaBKa
TECT-CMYKOK J10 JIabopaTopii Ta )KOPCTKO BUTPHU-
MaHi TepMiHU BUKOHAHHS TECTIB.

CbOTO/IHI € MOXKJIUBICTh CBOE€YACHOT JlarHoc-
THKU Ta JIKyBaHHS Ha Cy4acHOMY piBHI TaKHuX
P3, sax ®OKYVY, mykoBicnumo3, xBopoba Iomre,
xBopoba ®abpi, Mykomolsicaxapumo3u, MiTO-
XOHJpialibHi XBOpPOOM, EMIreHeTH4YHi XBOpPOOH,
NOPYUICHHS] OKUCIEHHS XUPHHUX KHUCIOT, OHTO-
TreHeTHYHI CHHIpOMHU Ta iHmuX. [Ipore, Haxamb,
JI0Ci HE HAJAroJKeHO €JMHOTO PEECTPY 3 OKpe-
Mux Hozojoriuaux ¢popm P3. Croroani Menuku
YepuiBeupkoi obnacti GopMyOTh perioHalbHUI
peectp xBopux 3 P3. Ha repuropii UepHiBenpkoi
obnacti Ha kiHenp 2012 p. Oyno 3apeecTpoBaHO
122 autunau Bikom 0-14 pokiB Tta 60 migiiTKiB,
K1 BIAHOCSTHCS 10 Ii€l kaTeropii XBOpuX, 3a-
rajbHa KiJIbKiCTh 3aXBOPIOBaHb B L1JIOMY CKJiajia
40. Axuo po3msiHyTH cTPYKTYpy P3, siki 3ycTpi-
yalThcs y agitedr YepHiBenpkoi obmacti, TO Ha
o0niky 3HaxoauThes 18 miteir 3 ®KY, 10 mireit
3 MykoBicumumosom, 27 niteir 3 BI' Ta 11 gitei
3 AedinuTOoM TOpMOHY pocTy. Y aiTed oOjacti
TaKOX BUSBIICHI BUIIAIKU NyXJHHU BinbMca, pe-
THUHOOJACTOMH, CEPHOBUIHO-KIITHHHOI aHeMil,
MYKOJimigo3y, cunapomy Mapdana, cuHIpOMYy
Enepca-Jlanno, Ty0epo3HOro cKiepo3y, CHHIPO-
my Perra.

Ha nam nmornsij, npoOIeMHUMH MUTAaHHSIMH Ha-
JTaHHS MEIUYIHOT JOTOMOTH XBOpuM Ha P3, sxi mo-
TpeOyIOTh BUPINICHHS Ha ChOTOJHI B YKpaiHi, €:

» BIJICYTHICTh 3aKOHOJIaBY0 BU3HAYEHOTO I10-
HATTA P3 1, sk HACHiMOK, BIJICYTHICTh 3aKOHIB,
IO PEryJlol0Th CUTYAII0 3 PIAKICHUMHU XBOPO-
0aMu Ta 1X BiJAMOBIJIHOTO JiKyBaHHS;

® BiJICYTHICTh aKTyaJIbHOTO PEECTPY XBOPUX
3 P3;

= 00MEXEHICTh fIKiCHOT JocTynHOI iHdopMma-
i{ JUIst HaceJIeHHs Ta HAyKOBHMX 3HaHb PO KaTe-
ropito P3;

= o0OMeKeHICTh ab0 BiJCYTHICTh MOMKIJIHBOC-
TeH 1715 N1arHOCTUKHU MepeBaXHO1 O1IbImocTi P3;
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= HasBHICTH TPYAHOLIIB XBOPHUX BiTHOCHO J10-
CTYNy /10 JNiKyBaHHS, SKIIO TaKe ICHYE;

» BIJCYTHICTH alroOpuTMy [Iiil Jikaps mpu
nigo3pi Ha P3;

= BiJCYTHICTb OCBITHIX mporpam aJs JiKapiB
MEePBUHHOI JTAHKHU Ta CHEeNialicTiB pi3HUX PiBHIB
3 kareropii P3;

= BiJICYTHICTh €(EKTUBHOI, HETHYYKOi CHC-
TEMH KOMIIJIEKCHOTO JIiKyBaHHs Ta peabimitamii
XBOPUX;

» BiJICYTHICTb CHCTEMH ILUIaHYBaHHS W MOHI-
TOPUHTY;

= HEJOCTATHS B3a€EMOJis W KOOPAHMHAILISA MK
OpraHamM¥ Aep>KaBHOI BJIajH, MEIUYHUMU/COLI-
aJbHUMHM NPaliBHUKAMH 1 XBOPUMH;

= BiJACYTHICTH miactaB sl (iHAHCOBOTO 3a-
OesmneueHHs nikyBaHHsS P3, HegoCTaTHICTH CBOE-
YaCHOI'O BUSIBJICHHS Ta PeecTpalii maToJorii;

= BiJICYTHICTH MOJNITUYHOI BOJII B KpaiHi JJs
BUpIiIIEHHS Liel mpodieMu;

= BiJICYyTHICTh MI)KCEKTOPaJIbHOT B3a€MOJIII.

[TokpamuTtu cuTyamilo MalTbh HOPMaTHBHO-
NpaBoOBi aKkTH, AKi 3aTBEPIKYIOTh MEpeNiK pil-
KicHHX XBOp00O, (opmaT BeleHHS pEeECTpY, IO-
psanok 3a0e3meyeHHs] XBOPHUX MEAMKAMEHTAMH.
Bxpali HeoOxigHOIO € po3poOKa HOPMATHUBHHUX
JOKYMEHTIB Ta afanTalis YHHHOI'O 3aKOHOZAB-
cTBa YKpaiHnu 10 moTped ciyxO0u HagaHHSA J0-
nomoru xBopum 3 P3, ¢popmyBaHHS BiANOBIAHO-
ro CTarycy XBOPHUX, PO3BHTOK IILOTO HANPSIMKY
MEIUYHOI ranysi 3 ypaxyBaHHSIM CTpPaTeriuHOro
Kypcy YKpaiHu Ha iHTEeTpauiio 10 €BpONeHChKUX
IHCTUTYILIH, a came:

" PO3BUTOK HaNiOHAIBbHOI 1 MiXHApOIHOI
cHiBOpali B rajiy3i AiarHOCTHUKH, JiKyBaHHS i
npodinaktuku P3;

= 30ip cTaTUCTUYHOI iH(popMaLii Ipo 4acToTy
ta cuektp P3 B Ykpaini nis yxBajleHHS ynpas-
JTIHCHKHX PIllICHb:

= ¢popmyBaHHA nepeniky P3, mo migisramoTh
CTaTHUCTMYHOMY OOJIIKY, 3 YypaxyBaHHSIM MixX-
HapOJHOTIO Ta €BPONEHCHKOr0 JOCBiYy 3 METOIO
MiATOTOBKM MEAMYHOI raiy3i YkpaiHu no mepe-
xony Ha MKX 11;

= cTBOpeHHS HamioHanibHOTO peecTpy mamieH-
TiB 3 PiIIAKICHUMH 3aXBOPIOBAHHSIMHU 32 HANPSIM-
KaMU MEAMIMHU, 0 3a0e3MeYynTh MOBHOUIHHUK
3BOPOTHIHM 3B 430K T4 MOHITOPUHT MAaTOJOT].

BnpoBajkeHHs e(peKTUBHUX METO/A1B PaHHBOT
nlarHocTUKH P3 BKiIrouae:

= po3poOKy €(hEeKTUBHUX CKPUHIHTOBUX IMPO-
rpaM paHHbOTO BUSABIEHHS P3;

= BIPOBAJKEHHA B POOOTY perioHajJbHHUX Me-
JUKO-TCHETUYHUX LEHTPIB CKPUHIHTOBUX HPO-
rpam paHHbOi giarHocTuku P3;
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= BIIPOBA/PKEHHS IHHOBALIWHUX TEXHOJOTIN
I TiABUMIEHHS e()EeKTUBHOCTI paHHBOI [ia-
rHOCTUKH P3.

BnpoBamkenHss eQeKTHBHUX METOHAIB JiKy-
BaHH 1 peabimitanii xBopux Ha P3 s 3HMKEH-
HS PIBHSI CMEPTHOCTI Ta iHBaJIIAHOCTI BKIJIIOYAE:

» CTBOPEHHS 1 3aTBEPJIKCHHS €IUHUX KIiHIU-
HUX MPOTOKOJIB 1 CTAHIAPTIB JiKyBaHHS XBOPHX
3 P3;

= CTBOPEHHS MEpeNiKy PIAKICHUX mpenaparis,
10 BUKOPUCTOBYIOTHCS AJis JiKyBaHHs P3, 3 ypa-
XyBaHHSAM MiXHApOJHOTO OCBiaY;

= BIIPOBA/PKEHHS IHHOBALIWHHUX TEXHOJOTIN
JUTSL MiABUIIEHHS €()EKTUBHOCTI KOHTPOJIIO SIKOC-
Ti HaJaHHS MEAUYHOI JOIOMOTH XBOpUM 3 P3;

= po3poOKa BITYM3HSIHUX JIKAPChKHUX 3aC00iB
Iuts TikyBaHHS P3 Ta mpoayKTiB crenianizoBaHo-
ro JIiKyBaJbHOTO Xap4yBaHHS;

BaxnuBy posib Mae miAroToBka KBalidikoBa-
HUX (axiBIiB 3 JiarHOCTHKH Ta JiKyBaHHs P3
y NPOBiJHUX LEHTpax KpaiHU Ta 3a KOPAOHOM,
nifABUIIEHHS 1HGOpPMOBAHOCTI JiKapiB pi3HHUX
creniajgpHOCTEH 1 ALI€HTIB PO PiAKICHI 3aXBO-
pIOBaHHS, AJI1 4YOr0 HEOOXiIHO:

= IPOBEACHHS KaJAPOBOTO i TEXHIYHOTO ayAUTY
MEJIUYHUX YCTAHOB, B IKUX € YMOBHU AJIs JiarHOC-
TUKH, JTIKyBaHHs Ta peabimitanii xsopux 3 P3;

= CTBOPEHHS OCBITHIX Mporpam, rpoMaacbKux
opraHi3aimiil s NiATPUMKH NanieHTiB 3 P3.

HeoOxizHuM € mnokpameHHs MaTepialbHO-
TEXHIYHOIr0 3a0e3medyeHHs iCHYIYHX B YKpaiHi
MOTYKHHUX MeTaOOJiYHUX LEHTPIB, AKi 3MOXYTb
3a0€3MeUnTH JOCTATHIN piBEHb yTOYHIOIOUOT Aia-
rHocTuku P3 B Ykpaini (Jutsya crernianizoBana
aikapas «OXMATAUT», m.Kuis; XapkiBcbkuit
creniaiai3oBaHUHO MEIUKO-I€HETHYHHUH LEHTD,
M.XapkiB; [HcTuTyT cnagkoBoi matosiorii HAMH
Vkpainu, M. JIbBiB).

CyTTeBe 3HaUeHHS s 3a0e3meyeHHs poooTn
CIIYKOU Mae:

= CTBOpEeHHS iHTEpaKTUBHOI Mepexi i3 3acTo-
CYBaHHSM TeJIEeMEAMIIMHHU Ta JepXkKaBHOI rapsayoi
TiHiT 3 MEeTOr HaJaHHS iHPOpPMaANiHHOT MiATpUM-
KH cim’sim 3 P3.

s [linBumieHHs e(pEeKTUBHOCTI MiXBigoM4ol
B3a€MOii 3aKOHOJABYUX, COLIaJIbHUX Ta MEIHY-
HHUX YCTAHOB 3 MUTaHb JIarHOCTHKH 1 JIIKYBaHHS
PiIKiCHMX 3aXBOPIOBaHb.

= CrBopenHs KoHcynbpraruBHOi pagu excnep-
TiB (i3 3ajJy4YeHHSM 3aKOPAOHHHX (axiBuiB) 3
PiIKiCHMX 3aXBOPIOBaHb.

= ®opMyBaHHS IPOMaJICHKOI TYMKH LIOJ0 CO-
iaJbHOT 3HAYUMOCTI JIIKyBaHHS piakicHuUX P3 i3
3aly4eHHSIM 3aco0iB MacoBoi iHdopwmanii, rpo-
MaJICBKUX OpraHi3aliil Ta coniadbHOI pEeKIaMH.

= Opranizanis Ta npoBeneHHs mopiunux On-
Line xou¢epenuiit nHa 6a3i MO3 VYkpainu 3a
y4acTI0 MIKHAPOJHHUX KIIIHIK, Ki MalOTh JOCBiJ
opranizamii Mexu4HOI 1 COIiallbHOI JOTIOMOTH
nanieHtam 3 P3.

VY 2012 p. 3a yyacri cuiBpoOiTHUKIB XapKiB-
CHKOI'0 HaliOHAJIbHOTO MEJUYHOTO yHiBepcHUTe-
Ty, XapkiBcbkoro Omnaropgiiinoro ¢ouny «itu
31 cHmiHaJdbHOI M’sA3eBOI0 arpodieio», Xapkis-
CbKHUM CIIeUialli30BaHUM MEAMKO-TEHETUIHUM
HEeHTPOM, XapKiBChKUM ONarogiiHuM ¢GoHIOM
«MyKkoBicIu103», acolialisiMu XBOpuUX Ha ¢e-
HIJIKETOHYPit0, XBOopoOy [layna, xBopoOy Ilomre
3aIpONOHOBAaHA KOHLENLisl CTBOPEHHS SKiCHOI
CUCTEMH HaJaHHS JOTOMOTIM XBOPHUM Ha piKicHi
(opdanni) 3axBoproBaHHs B YkpaiHni [1]

24.04.2012 p. y Bepxoniii Paxi Ykpainu Oyio
3apeecTpoBaHo 3akoHompoekT Ne 10383 mpo BHe-
ceHHst 3MiH 10 OCHOB 3aKOHOZAaBCTBAa YKpaiHU Mpo
OXOPOHY 3J10pOB’S 100 3a0€31eUeHHS MEIUIHOI0
JIOIOMOTo10 0ci0 3 piakicHuMHU (opdaHHUME) 3a-
XBOPIOBaHHSAMU. BpaxoByloun BaKJIMBICTH LHOTO
nokymeHty, 06.06.2012 p. #ioro Oyio BKIOUEHO [0
nopsiaky genHoro, a 14.06.2012 p. — BuHeceHo Ha
posrsin Komitery Bepxosuoi Pagm VYkpainu 3
NUTaHb OXOPOHH 3J0POB’S.

IIpoextom 3akony VYkpainu «IIpo BHeceHHH
3MiH 10 OCHOB 3aKOHO/AAaBCTBAa YKpaiHU MPO 0XO-
pPOHY 310pOB’S moOA0 3a0e3MmeyeHHs MEeAMYHOIO
JOTIOMOT010 0Ci0 3 piaKicHUMU (OppaHHUMH) 3a-
XBOPIOBAHHSIMU» 30KPEMa MPOMOHYETHCS:

= BU3HAYUTH TEPMiH «pigkicHe (opdanne) 3a-
XBOPIOBAHHS»;

= HajaBaTu 0E€30IIATHY MEAMYHY JIOMOMOTY
ocobam 3 pinkicHumMHu (opdaHHUMH) 3aXBOpIO-
BAHHSMH, sIKi TOTPeOyIOTh KOLITOBHUX AiarHocC-
THYHUX Ta/abo JNiKyBalbHHX 3ac00iB, Ta 3Miii-
CHIOBATH iX coliajgbHe 00CIyroByBaHHS;

= 3ar04arkyBaTu GopmyBaHHS nepeniky P3 i
JepKaBHOTO peecTpy ocibd 3 piakicHumu (opdan-
HUMH) 3aXBOPIOBaHHSMH;

= 3aIPOBAJUTH 3araibHOOOOB SI3KOB1 AepKaB-
Hi CKPMHIHTOBI IpOrpaMu AJis BUSBIEHHS 0Ci0 3
MPECUMITOMHOIO CTai€l0 3aXBOPIOBAHHS (CKpHU-
HIHTY), IX PaHHBOTO JiKyBaHHA 1 NpOQiTaKTHKH
1HBaIIAA3aIii;

= iepea0aunTu 3a0€3NeUeHHS 32 PaXYHOK 010-
JUKEeTHUX KOIITIB HACTYIHHUX KaTeTOPill XBOPHUX:

1) oci6 i3 piakicHumMu (ophaHHUMH) 3aXBO-
PIOBaHHSAMH JIKapChbKUMHU 3aco0amu, JIiKyBaJlb-
HUMHM CyMiIIaMHU Ta IHIIMMH NPOAYKTAMHU Ha MiJl-
CTaBl MEIMYHUX MOKa3aHb;

2) BariTHHUX, y CiM X SIKMX € ocoba 3 pijakic-
HUM (opaHHUM) 3aXBOPIOBAHHSM, MOCIyraMu 3
MpeHaTalbHOI JIarHOCTUKH [ BCTAHOBJICHHS Ha-
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SBHOCTI I[bOTO 3aXBOPIOBaHHS y MaiiOyTHHOI TUTH-
HU Ta HEOOX1THUMH NMPODITAKTHIHUMH 3aX0JJaMH;

3) nmiteii 3 piakicHuMHu (opdaHHUMHU) 3aXBO-
PIOBaHHSAMH SIKICHUMH JHTSYUMHU CyMillaMu Ta
IHIMUMU TPOAYKTAMHU JUTAYOTO XapuyBaHHS Ha
mijgcTaBi MEJUYHUX [MOKA3aHb.

3 orsny Ha Te, MO I[i MUTAaHHA B YKpaiHu
JI0Ci 3alMIIAIOThCS HEAOCTATHHO BHUPINICHUMHU,
y TOJaHOMY 3aKOHOMPOEKTI 3p00JIeHO Haroyioc
10710 HeoOXiJHOCTI MPUBEPHYTH yBary Jepika-
BHM Ta CyCIHIJIbCTBA BXXHUTH BiJMOBIJHUX 3aX0JIiB.
OcKiJIbKM BIAMOBIAHO 0 BUCHOBKY Komirtery 3
NHUTaHb €BPOMEHCHhKOI iHTEerpamii 3aKOHOMPO-
eKT HE cymepeuuTh 3akoHonaBcTBY €C, Kowmi-
teT BepxosHoi Pagu Ykpainu 3 nuTaHb OXOPOHHU
3JI0pOB’sl B IIJOMY MiJATPUMAaB i€0JI0Ti0 Ta 3a-

NMiTepaTtypa

rajpHy CHPSIMOBAHICTH JIAHOTO JIOKyMeHTa. Pa-
30M 3 THM, 3aKOHOMPOEKT Ma€ 3HA4YHI1 HEJOIIKH,
Ha iK1 y CBOiX BUCHOBKAaX 3BEPTAIOTh yBary uie-
Hu Komitery BepxoBuoi Panu Ykpainu 3 nutanp
010/1)KeTy Ta MpeACTaBHUKH [ 0T0BHOTO HayKOBO-
eKCIIepPTHOTO YympaBiiHHA Amapary BepxoBHoi
Panu Vkpainu. ['on0BHE HayKOBO-EKCHEpPTHE
ynpasiinas Amnapary Bepxosuoi Paau Ykpainu
PEKOMEH/y€ HAIPABUTHU JaHUN 3aKOHONPOEKT Ha
JOOIIPALFOBAHHS.

Takum uywmHOM, 11 BHUpimeHHS nutaHp P3
noTpiOeH JepkaBHUM Miaxija, cTBopeHHs Hari-
OHAJIBHOI IpPOrpamMu, ajKe PO3BUTOK LOI'O Ha-
NpAMKY MEIULIHWHU — caMmMe Te, M0 HaOIH3WUTh
Hally JAep)XaBy J0 TYMaHICTHYHHUX €BpOIeii-
ChKUX CTaHJapTiB.
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JlenapTraMeHT OXpaHbI 310POBbA
U TPAKAAHCKON 3alIUTHI HAceJeHus ",
BI'Y3 «BykoBHHCKHI rocyiapcTBeHHBII
MeanUUHCKUI yHUBepcuTeT» MO3 YKkpaunsl
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Pe3tome. OxapakTepu30BaHO COCTOSHUE MPOOIEMBI
penkux (opdaHHbBIX) OoJe3HEH B Mupe U YKpauHe,
NPEJCTABICHbl UX XapaKTePUCTHKH, KPUTEPUU BKIIIOYE-
HMs 3a00JIEBaHUI B KaTeropuIo PeJKHX B Pa3HbIX CTpa-
Hax, POaHaIN3UPOBAHbI TTOAX0/bl K (OPMUPOBAHUIO ITe-
peuHst oppaHHbIX 3a00neBanuit. OTOOPa)EHBI MPOOIEMBbI
penkux 3aboneBaHui B YKpauHe, IyTH CO3AaHUS IEPEUHS
penkux 3abosieBaHui, MPoOIeMbl JHATHOCTUKY U JICUCHHUS
opdanHbIX 3a007€BaHUN B COBPEMEHHOE BpEMsl, a TaKKe
MEIHMKO-COIHalIbHbIE TPOOIEMbI, KOTOPbIE CBA3aHbI C JaH-
HOI1 marosioruei.

KarwoueBble ci1oBa: neTu, peJKue HacleICTBEHHbIE
3a0osieBaHus, OpGaHHBIA MEIMKAMCHTO3HBIA Mpera-
pat, oppaHHbIe OpraHU3aINH, SIUIEMUOJIOTHS.

PROBLEMS OF ORPHAN DISEASES

I.D. Shkrobanets *, 1.V. Lastivka,
M.1. Polishchuk *, Y.D. Hodovanets
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(Chernivtsi, Ukraine)

Summary. Celebrated problem state rare (orfann)
diseases in the world and in Ukraine presented their
characteristics, criteria for inclusion in the category
of rare diseases in different countries, was anaiysed
approaches to the formation of the list of orfann
discases. Problems of a rare diseases in Ukraine by
creating a list of rare diseases, problems of diagnosis
and treatment of orfann disecases at present, as well
as medical and social problems associated with this
pathology.

Keywords: children, rare hereditary disease,
orfan medications, orfan organization, epidemiology.
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