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I[TPOBJIEMN OPO®AHHUX XBOPOb

Peswome. Oxapaxkmepuzoseano cman npobiemu piOKiCHUX
(oppannux) xeopob y ceimi ma ¢ Ykpaini, npedcmasneno ix
Xapakmepucmuku, Kpumepii 6KJ1104eHH 3aX60pI06AHDb y Kame-

20pito piOKICHUX y PI3HUX Kpainax, npoananizo8ano nioxoou 0o
Gopmysanns nepeniky opgannux xeopob. Bioobpasceno npo-
Onemu pioKicHUx 3axeoplo6anb 6 YKpaiui, wisxu cmeopeHHs
nepeniky piokicHux 3axeopioans, npobiemu diazHocmuku ma
NIKy8anHs oppannux xeopob Ha menepiuHiil uac, a maxkoxic me-
ouko-coyianbhi npobiemu, o nog s3ami 3 0aHo NAmMoI02icio.

Becryn

Ha choroaHi 3a 1aHUMHU €BpOTEHCHKOT OpraHi-
3anii EURORDIS (mixHaponHa opraHHa opra-
Hi3alis, sKka 3aiiMaeThcs mpobieMaMu pigKiCHUX
xBopo0), HapaxoByeTbcst Oinms 7000 «cupit-
CbKHX» XBOpOO, ysiBa Mpo Te, 0 BOHU € piJKic-
HUMH 3MIHIOETHCS. 3a OLiHKAMH €KCIepTiB MpH-
MYCKA€EThCA, 0 Ha 1i 3aXBOPIOBAaHHS CTpaxaae
2-4% wnacenenHs. Jlume B €Bpomni HadiuyeThCs
25 MaH. XBOpHUX 3 Op(aHHUMH 3aXBOPIOBAHHS-
MH. Big3HauaeTbcs, 0 KOXHOTO THXXHS Yy CBITi
BUABISAETHCS B CEPEAHbOMY I'SITh HOBHX HEBH-
BY€HHUX XBOp0oO. OpHak, 3a Bucioom . ®aHko-
Hi, piAKICHI XBOPOOH € PiAKICHUMH 10 THX Iip,
MOKH BOHU HaM MaJjiOBiJOMi.

[Ilo *% Take «pinkicHi» 3axBoptoBaHHs (P3)?
Ha cboroaHi He iCHY€ OJIHO3HAUYHUX KPUTEPiiB. ¥V
CHIA Akt npo piakicHi 3axBoptoBants 2002 p.
BHU3HAuYae iX K «XxBopoOu abo craHu, 10 3ayi-
natote MeHue 200000 mroxei» («any disease or
condition that affects less than 200,000 persons
in the United States»), abo 1 moxguHa Ha 1500
oci6. Taka MOMWIMPEHICTh € aHAJOTIYHOI 10 MO0-
IIHPEHOCTI BiAMOBIAHO 10 3aKoHy npo opdaH-
Hi npenapatu («Orphan Drug Act») Big 1983 p.,
GbenepanbHOro 3aKOHY JUISl TOCIKEHHS piaKic-
HUX XBOPOO Ta po3po0KU MEIMKAMEHTO3HOTO Ji-
KyBaHHS.

Opnak European Commission on Public
Health Bu3Hauyae piakicHi XBopoOu K Taki, 1[0
3arpoXXylTh XXHUTTIO JIOJUHHU, a00 XPOHIYHI 3a-
XBOPIOBAHHS, K MalOTh HU3bKY MOIIHUPEHICTh B
nomynasuii, mpore, Aad iX BUBYEHHS Ta OOPOTh-
0u 3 HUMH HeoOXiaHi cmiibHi 3ycumis «life-
threatening or chronically debilitating diseases
which are of such low prevalence that special

combined efforts are needed to address themy.
Hu3pkuii piBeHb MOWKUPEHOCTI XBOPOO — 1€ CH-
Tyalis, KOJM TMOKAa3HUK B MOMyJsmii ckjianae
1:2000 [3].

Tepmin «opdaHHi», T.3. «CHUPITChKi» BHKO-
puctoByeThes 3 ciung 1983 p., xonu B Cnoay-
YEeHUX wTaTax AMepuku OyB MPUUHATHNA 3aKOH
«Orphan Drug Act». Bin BusHauus 1600 piakic-
HUX XBOpPOO, MPUYMHU BUHUKHEHHS SKMX Ta Ji-
KyBaHHS OyJiM MaJOBHBUYEHUMHU. AKT BIiepiie pe-
riaMeHTyBaB He JiMile HasgBHICTH P3, ane i minbr
JUJ1s BUpOOHHUKIB JiKiB, XapuOBUX MPOAYKTIB, Me-
IUYHOTO oOJlaHAHH, K1 HEOOXIAHI IS TaKHUX
nagieHTis. BiAnoBiaHO 10 1bOTO 3aKOHY, KOMIIA-
Hii, o po3pobasoTh Jiku ais P3, MaooTh npa-
BO Ha IM1JIbIrOBI1 KJIHIYHI JOCJIIKEHHS, BOHH MO-
KYTh MpPOJABaTH JIiku 0e3 KOHKYpCYy BIPOJIOBXK
ceMu pokiB. Taki 3aKOHOAaBYI aKTH MPAIOOTh
3apa3 B fAnonii, Cunranypi, ABcrpanii, Kaunani.
Y 1999 p. €BponapiaMeHT NPHUHHAB pilICHHS
no pigkicHUM XxBopoOam mist ycix kpain €C, a 'y
2007 p. B CLIA Ta B kpainax €BpocoI03y MpHu-
HHATI 3aKOHH, SKi HaLawTh npedepeHiii BUpoo-
HUKaM, 1[0 MPOBOASATH TOCHIUKEHHS B IUTAYIN
nonyssiuii. HUHI OCHOBHUM MPaBOBHM JOKYMEH-
toM €C, 10 peryne MoIiTHKY CTOCOBHO I[bOTO
nuTtaHHs, € Pexomennauis Pagu €C Bia 8 yepBHS
2009 p. moao aiid y cdepi piaAKicHUX XBOPOO.

Opranizanis EURORDIS BBaxae, mo icHye
5-7 Tucs4 pigkicHHUX XBOpoO, Ha sKi CTpaxaae
6-8% MewmkaHUiB €BpO30HHU. Y AUTAUYUX CTali-
OHAapHHUX BIiIINEHHAX AITeH 31 CMajgKOBHMH 3a-
XBOPIOBAaHHSIMH 3HaX0AUTHCS MoHAA 52%. Y 65%
BUMAJKIB BOHH MAIOTh IHBaJiAU3YIOUHi mepeoir,
B 50% - HECNPUATIMBHUI MPOTHO3 I[OA0 KUTTS.
Y 35% cTaioTh NPUYMHOI CMEpPTi BIPOAOBK
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nepworo poky xutts, B 30% - y Biui 10 5 pokis.
V KOXHOTO0 Apyroro XxBopoOa CynpoOBOAXYETbCS
MOTOPHOI, CEHCOPHOK, IHTEIEKTyalbHOIO He-
JOCTATHICTIO, Y KOXHOTO I’ ATOTO — XPOHIYHUM
00Jb0BUM CHHAPOMOM.

V pi3HUX KpaiHax MOIIKPEHICTh XBOpoO Oyne
pi3HOI0, 0COOIUBO L€ CTOCYETHCS 3aXBOPIOBAHb
i3 ayTOCOMHO-PELEeCUBHUM THUIIOM YyCNajKyBaH-
He Ta iHpekuinHux xBopos. Y Pocii piakicHUMH
BBaXXalOThCS XBOPOOHM, SKi BpaxkaloTh He OiJib-
me 10 mroxeit va 100000 oci6 (BiamoBigHO 10
Ne323-®d3 «O06 ocHOBaX OXpaHbl 3/10pOBbS T'Pax-
nan B Poccuiickoit @enepauun») [2]. B Vkpai-
Hi mpobiemMa piakicHUX XBOpoO crae Bce Oinb-
e akTyalbHOK, OJHAK MPAaKTUYHI Jikapi Malo
3HAITh NMPO Ui cTaHu, oppaHHI 3aXBOPIOBAHHS
He JiarHOCTYIOThCs a00 Mi3HO J1arHOCTYIOThCH,
npo0sieMu OpraHHUX XBOPOO HEAOCTAaTHLO 00TrO-
BOPIOIOTHCS y HAYKOBIM Ta MEJUYHIN JiTepaTypi.

BiciMm piakicHuX XBopoO 3 amecsATH, AilCHO,
BUHHMKAIOTh M'€HETHYHO: a00 € cnaJkoBUMH, abo
3 SBJISIIOTHCSA BHACHIAOK MyTalii reHiB B MOMEHT
3ayattsa. EURORDIS Buznauae, mo 6ins 80%
piAKICHMX XBOpPOO Ma€e TIeHETHYHi BIJAXHUJIECH-
Hs. JIns mposiBy OKpeMHX 3aXBOPIOBaHb, OKPIiM
CHaJaKoBOi CXHJIBHOCTI, BaXXJUBY pOJIb Bimirpa-
I0Th TaKi YHHHHUKH, K MOcCHa0JeHHs IMYHITETY,
rnoraHa eKoJIOTisl, BUCOKMH pajgiauidHuii ¢oH,
BipycHi iH¢pekuii. Yum crapure 06arbky, sKi nia-
HYIOTh HApOAMTH JUTHUHY, TUM OiNbLIMI pU3UK
BUHUKHEHHS B IUTHHHU reHeTH4HOI xBopoOu. [lo
BariTHOCTI PU3MK HApOJIKEHHS XBOpPOi JUTHHHU
MOYXHAa BU3HAYUTH B CiM’SX, Je Bxke Oyau mopi-
O6ui mpobGaemu. J{ng uporo ciij 3BEpHYTHUCS 10O
JiKaps-reHeTHKa JJIs BU3HAYEHHS PU3HKY Hapo-
JOKEHHsS. XBOpOi AMTHHHM, allbTEPHATHB AiarHoc-
THKH Ta JiKyBaHHS.

O3naku OinbwocTi 3 oppaHHUX XBOPOO Hpo-
ABAAIOTHCA B JUTUHCTBI, oaHak Oins 50% 3a-
XBOPIOBaHb MpPOSABISETHCA B JAOPOCIOMY Billi.
P3 MOXyTh MpOTIKaTH 3 SACKPaBO BUPaXKEHUMU
O03HaKaMH, a MOXYTh MaTH NMPUXOBaHHI Xapak-
tep. CHMOTOMH, SIKi HOBUHHI HACTOPOXHUTH JIiKa-
ps i MaTip JUTHHH, IO 3yMOBJIIOE HEOOXIJHICTD
CBO€YACHO 3aiHATH aKTHBHY MO3ULII0 MIOAO MO-
JaapuIoi M1iarHOCTHUKM NATOJOTii, € HasfBHICTH Y
HOBOHApOJ)KEHOr0 TaKMX CUMITOMIB, AK: CTilKi
MOMNpiaoCTi, TPeMTiHHS MiAOOpPiALs, 3pUTryBaHHS,
HECMOKIHHMI COH, TOCMUKYBaHHS, AKi HE MOXHA
MOSICHUTH TMEBHUMHU €TiOJOTIYHUMHU MPUUYHHAMM.
Cnix mam’sTaTd, IO MOpyLIEHHsS OOMiHY pedo-
BHH MOXYTb rnepe0iraTu miJy Mackoko CenTHYHOTrOo
npouecy, nepedpajbHOTO Mapanidyy, po3ymMOBOl
BiZICTAJOCTI Ta emijiencii, ska He MiAJa€ThCA Ji-
KYBaHHIO IPOTHCYJOMHUMH MpenapaTaMu.
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€ rpymna 3axBOplOBaHb, SKi MOYMHAIOTH CBOI
NpOsSABH 3 MEpIIUX ToAMH KUTTA. Jlited, mo
cTpaxaaiTh Ha Oynbo3nuit enigepmorniz (BE)
BHACJIJJOK TOHKOI LIKipH, HA3UBAKOTh «METEIH-
kamu». [ipka mpaBaa BiJKpuBaeThcs OaTbkam
BXKE 3 MepUIMX FOAMH HAPOJDKEHHS TaKkol AUTHHH,
KOJIM T1JIO Bijl IOTUKY NMOKPHUBAETHCSA MyXUPAMH,
Ha Micui AKHX yTBOPIOIOTHCA paHH, MOAIOHI 10
omikiB. Ilyxupi Ha ciu30BUX 000NIOHKAax 3aBa-
KalTh HOPMaJbHOMY NpuioMy Ixki. Y BUMaaky
BaXKHUX HOPM IiTH MOMHUPAIOTH BiJ iHQeKLiIHHUX
yCKJIaHEHb.

Jlikapi HaromomymoTh Ha HeoOXiAHOCTI Bi-
KpUTTA B YKpaiHi LEHTPY 3 AiarHOCTHKH 1 JiKy-
BanHsg BE. 3a cnoBamu kepiBHuka Llentpy «/le-
Opa-Ykpaina», Biue-npesuaeHta MixHapogHOi
rpomascbkoi opranizanii «lepmaronoru — JiTam»,
B YkpaiHi npoxuBae 01u3pko 100 xBopux Ha BE.
Ha cporoaHi )oaHOro ai€eBoro cnocoOy jiKyBaHHA
i€l Helyru HeMae, €UHUI BUXIJ — CAMIITOMATHY-
Ha Tepallis Ta peTelbHUN Aornan, Akui norpedye
KOIITOBHUX 3ac00iB IMIOPTHOrO BHUPOOHHUITBA.
Bynbo3Huil emifepMoii3 MOKM L0 HEBUJIIKOBHHIH
He TiIbKU B YKpaiHi, aje i y cBiTi. [Ipore 3aBasku
e(heKTHBHOMY JIOTJISAY 1 3aCTOCYBAaHHIO CIeLialb-
HUX MpenapartiB i mepeB A3yBalbHUX MaTepialis,
SKi 1al0Th 3MOTY LIBHJIIE W Kpalle 3aroioBaTH
NOCTiHHO BHHHKAKOYi paHH, SAKICTh XKUTTA «Ai-
Tei-MeTeJHKiB» MOXHA 3HAYHO MOJIMIIHUTH.

Cepen XxBopoO, AKi MPOSABISAIOTHCS L€ B paH-
HbOMY JMTHHCTBI, )KaXJIuBa XBOpoOa «CKISHUX
kictok» (CK) — HerockoHanui 0CTEOreHes, npo
AKy, 30Kpema, 3ragy€eThbcsi B aMEpPUKAHCHKOMY
¢binbmi «HeBpa3nuBuii», KOJNIM KICTKH CTalOTh
TaKMMH aHOMaJIbHO KPUXKHMHM, L0 J1aMalOTbCA
BXE MPHU MPOXOJIKEHHI Yepe3 MOJIOroBi LUISAXH
MaTepi. ¥ BaXKMX BUIAJKaxX BigOyBaeThcs wie i
CKpy4yBaHHS KiCTOK. Pe3ynbraToM HecCKiHYEH-
HUX MHOXHHHHMX MEPEOMIB Y AUTAYOMY Billl €
ckopouyeHHs KiHuiBok. JJHK-giarHoctuka uporo
3aXBOPIOBAHHS MOXJIMBA L€ HAa BHYTPIIIHbOY-
TPpOOHOMY NeEpiofi PO3BUTKY IJIOAY.

[HIIOK TaKOXK YacTO «PiAKICHOI» XBOpO-
6010 € peninkeronypis (PKVY). Lle 3axBoproBan-
HS, MpU KOMY OyXxaHeub xjii0a cbOroJHi BapTye
30 rpH, 1 kr 6opomHa — 60 rpH., 6aHOUKa AUTH-
yoro xapuyBaHHs 800-1000 rpu. [ ue peanbHe
ChOTOJIEHHS CiMeid, siIKi BUXOBYKOTb HiT€H, XBO-
pHuX Ha QeHIIKEeTOHYPilO.

Y CHIA Bce auTtsye xapuyBaHHS IPOMapKo-
BaHE Ha BMICT (eHiJIalaHiHy Ta AESKHUX IHIIMX
aMIHOKHCIJIOT, TOMY OaTbKH MOXYTb 3 BHCOKOIO
TOYHICTIO BH3HAYUTH, CKIJIIBKH 1 KI MPOAYKTH
MOXKHa JaBaTh OuTHHI. B Ykpaiui, Haxanb, 10
I[bOTO Yacy Le He BUKOHYeTbCs. T1 MpoayKTH, sKi
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€ B TOProBiil MEpexXi, He MICTATh JaHUX JJIA XBO-
puX Ha (eHiNKeTOHYypil, KiNbKiCTh (eHinana-
HiHY HE BKa3yeThCs, TOMY 0aTbkaMm IykKe BakKKO
po3paxyBaTH palioH Xap4yyBaHHS AUTHHH. Tox
MapKyBaHHs MNPOJNYKTIB JAMTAYOTO XapyyBaHHs
(cokiB, OoBOYEBHX Ta (PYKTOBHX MIOpE, KPyIl)
Ha BMIiCT (eHinanaHiHy CyTTEBO MOJErIUIO OU
KHUTTS HALIUM XBOPHUM, a TaKOX CreniangicTam,
AKi pO3paxoBYIOTh MI€TY IS AiTEH, AKi MaroTh
cnaakoBi mopyumeHHs. Haa3zBudyaitHo BaximMBoO,
1100 Hama xapyoBa MPOMHUCIOBICTH BiAMOBinana
BCIM cTaHgapTaM i Oyja A0CTyIHA 1Jisl CIIOKHBA-
4iB 3 0COONIMBUMHU BHMOTraMu. Y CBIiTi 3araiom
Bupobusersest 10 200 BuAiB Takux cymimei. B
€Bpomni iCHYIOTh 3aBOAH, SIKi Cleliadi3ylThCs
Ha BHUPOOHHMUTBI HHU3bKOOITKOBHUX MPOIAYKTIB,
IpH LbOMY BUPOOHHUKH JIIKyBalbHOTO Xap4yyBaH-
HSl MalOTh MOAATKOBI Ta iHII MiJBIH.

Jlng BUpilIEHHA UMX NMUTaHb MOTpiOHA mep-
’KaBHA MiATpUMKa, ska mnepenadadyae iHBECTHLIi
A5t OyAIBHUIITBA CyYacHUX MiAMPHEMCTB IUTS-
4Oro Xap4yyBaHHS JiKyBaJbHO-MPOQiTaKTHYHO-
ro npusHayeHHs. [loku mo Ha punky VYkpaiHi,
Ha)kajlb, NPEACTABICHO JIHMIIE IMIOPTHE Xapyy-
BaHHS MU TaKuX AiTei. XapuyBaHHS AiTAM 10 3
POKiB BHIA€THCS OE3KOIMITOBHO 338 PaXyHOK AepPXK-
OromxeTy, pewti — 3 MicueBux Owomxeti. I 1e
nepeBaXkKHO 3aJUIIAEThCA npobiemoro 6arbkiB. |
e He eanHa npobiema — B YKkpaiHi 0 ChOTOMHI
HEMAE peecTpy NOPOCIUX 0Ci0, 10 CTPaXIaITh
Ha ®KVY. A cneuianizoBaHe xap4yyBaHHS XiHOK,
SKOTO BOHHM MAlOTh AOTPUMYBATHUCS TMpPH MJaHY-
BaHHI Ta Mmija yac nepebiry BariTHOCTI, jsrae Ha
niedi caMux xBopux. Ciig BiAMITHTH, 1[0 Y CBiTI
po3pobneni npenaparu s gikyBanus OK, skux
Ha HaLIOMY PUHKY HeMae - B YKpaiHi Ha CbOTOIHI
BiJICYTHi{ 3aKOH, 3TiJJHO SIKOTO Ha TAKMX Malli€H-
TiB BUAUIATHMYTb J€pXKaBHI KOLITH.

[lle onHUM MOMIMPEHUM «PIAKICHHUM» 3aXBO-
plOBaHHAM € MykoBicuumo3. Ile 3axBoproBaHHS,
IUIS SIKOTO Ha ChOTOIHI po3po0iieHa 3aMicHa Te-
panis. Ilpu perynasipHOoMy 3acTOCyBaHHi cydac-
HUX 3aco0iB: MaHKpeaTHYHUX (EepMeHTIB, My-
KOJIITHKIB, aHTHO10THKIB, renaTonpoTeKTOPiB Ta
BiTaMiHiB, KiHe30Tepamnii, B pO3BUHYTHX KpaiHax
XxBopi A0xuBawTh A0 50 pokiB. CepenHs TpuBa-
JICTh KUTTA B YKpaiHi XBOPUX HA MYKOBICIIHI03
€ BABiYi HHXXYOIO.

3HaYHOIO MPOOJIEMOI0 3aTUIIAETHCS JIKyBaH-
HS XBOPHX, IO CTPaXJAalTh Ha MYyKOMoJicaxa-
pua03, THpO3UHEMiI0, XBopoOy Dabpi, xBopoOy
Binscona-Konosanosa. IlpaBuiapHO mpu3Haye-
HE, PeryJisipHe JIiKyBaHHS I[MX XBOPOO BIIHUBAE
Ha BaXXKiCTh nepediry, 3MEHIy€e PU3HK yCKiaj-
HEeHb, 3a0e3nedye rapMOHIHUN PO3BUTOK JIHTH-

HHU. Ajle MeIMKaMeHTO3Hi 3ac00HU € HaJ3BHYAHO
KOITOBHUMM Ta IOBHHHI NpHU3HAYATUCS BIPO-
JIOBX BCHOTO XHUTTA.

3arajoM MporHo3 MOA0 AIaTHOCTUKH Ta JIiKYy-
BaHHA P3 y cBiTi Ha MaiiOyTHe mo3uTuBHUi. Ha
ChOTOJHI MALi€HTH MalThb MOXJIHBICTH MPOXO-
autu obcrexeHHs Ha 0a3i Oinpm Hix 1200 Ki-
HiYHUX Jaboparopiid. Binpm Hik y 2 THC. nado-
paropiii BeayTbcs mpoektu mo 2040 pigkicHum
xBopobam. Ha croronni Bxe ans 27 piaKicCHHX
3aXBOPIOBaHb B CBiTi po3p00JieHO Mporpamu Ji-
KyBaHHA. Pemita 3aXBOpHOBaHb 3HAXOAMTHCS Ha
eTani J0CiKeHHS.

B €Bpocor3i 3anymeno B 06ir Ginbie 500
HallMEeHyBaHb MpenapariB, Mpu IbOMY Ha pee-
CTpalil0 KOXHOTO HOBOTO Mpemapary BHTpada-
erbest He Oinpure 120 guiB! Cuixg BigMiTuTH, 1110
Ha po3poOKy OAHOrO mpenapary, B CHJIYy HEBEJH-
KOT YMCENbHOCTI TPyN MAaui€HTiB, BHUTPavYaETh-
csa moHax 15 pokiB. [ns 3abe3nedeHHs namieH-
TiB JIiIKaMH y TOBHIH Mipi MpauO0OTh MEXaHi3MHU
CTPaxoBOi MEJUIIMHH.

Jlo nepeniky opdanHux xBopoO B Pocii BHe-
ceHo 86 3axBOpIOBaHb, Ha SKi CTpaxKaamTh 13
tuc. oci6. 3 2007 poky mparoe aepxaBHa mpo-
rpama «7 HO30JIOTii», B paMKax SKOi 32 paxyHOK
(benepanbHOro OKOKETY MALi€HTH 3 PO3CIIHHUM
ckiaepo3oM, xBopoboto [omre, remodiniero, ri-
nogizapHuM HAHI3MOM, XPOHIYHUM Mi€Jojei-
KO30M, MYKOBICIIHZI030M, OHKOT€MAaTOJIOT1YHHUMH
3aXBOPIOBAHHSIMHU Ta XBOPI, AKi MepEHECIH TpaH-
CIIAHTALil0, MAKlTh 3MOTY OTPHMATH OKpeMi
npenaparu. HailGinbiua KiTbKiCTh «CUPITCHKUXY
JiKiB BUTpaAya€eThCs A JIKyBaHHS Pi3HUX GopM
paky. B Pocii 3a0e3neuenns opdaHHuUMH Tpe-
naparamM BHPIIIYEThCS MEPEBaXKHO 33 PaxyHOK
OnaroynHHUX opradizaniid. CrnoyaTky OTpuUMYy-
€ThCS 3aKJIIOUYEHHS KOHCHIiymy JikapiB ¢eme-
panbHOI KJIIHIKH, TOTIM i€ 3aKJIIOYEeHHS HaaXo-
nuTh y Poc3nopoBHarnsan, ne BUOAETHCS J03Bi
Ha BBe3eHHs npemnapaty. 3 1 ciuns 2012 p. HaOyB
YMHHOCTI HOBUH 3akoH «IIpo OCHOBH OXOpoHH
3nopoB’s rpomansH Pociiicekoi denpepauiin, 3
NPUHHATTIAM SIKOTO Ha JIep)KaBHOMY PiBHI BBEJe-
He BM3HAYEHHS PiAKiCHUX XBOpPoO Ta opdaHHUX
npemnapariB, NPUHHATI KpuTepii Ta BU3HAYECHHI
nepesik «CUpiTChKUX» XBOpoO, 1e - 230 3axBo-
pIOBaHb, SIKi 3ycTpiualThcs 3 4acToToio 10 BH-
nazakiB Ha 100000 HaceneHHa Ta 24 3aXBOPIOBaH-
HS, SIKI MalOTh MpoOTpecyYnii nmepedir, noraHui
MPOTHO3 BIIHOCHO JXUTTS Ta s SKUX po3podiie-
He naToreHeTu4He JikyBaHHs. [1o Mipi BusiBIeH-
HS HOBMX XBOPOO CMHCOK MOMOBHIOETHCS KOXKHI
Tpu Micaui. Po3pobaeno Bxe nmoHan 24 cranaap-
TiB HaZlaHHSA JOTIOMOTH XBOPHM 3 PiKiCHUMH 3a-
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XBOPIOBaHHAMHU [2,4].

B VYkpaiHi npoTroMm oCTaHHLOTO JeCATUPIU-
4s TaKoX JOCSATHYTO NMEBHOTO Mporpecy B Jia-
PHOCTHIII 1 JIIKYBaHHI CHAJKOBHUX METa0OJi4HUX
3axBopioBaHb. CTBOpeHa «Acolialis XBOpPHX 3
N1130COMHMMH Ta IHIIUMHU PiIKICHUMU XBOpoOa-
mu «Opdan-Ykpainan», Bigkputo LleHTp mera-
O0oniuHUX 3axBoploBaHb Ha 6a31 OXMAT/IUT. 3
2003 p. npoBOAUTHLCS HEOHATAIbLHUN CKPUHIHT Ha
®KY ta BpomxeHuit rimorupeos, 3 2012 p. — Ha
MYKOBICIIM03 Ta aJPEHOTreHITalbHUH CHHAPOM.
Jnst Toro, mo6 BKa3aHUW CKPUHIHT HEMOBJISATAM
OyB 3p00JeHH# B4aCHO 1 AKICHO, MOTPIOHO YiTKe
BUKOHAHHS 3a00py TecTy, cBO€YacHa J0CTaBKa
TECT-CMYXKOK J10 1aboparopii Ta )KOpPCTKO BUTPHU-
MaHi TepMiHU BUKOHAHHS TECTIB.

CbOro/iHI € MOXKJIHUBICTh CBOEYACHOT AiarHOC-
THKH Ta JIIKyBaHHS Ha Cy4yaCHOMY piBHI TaKuX
P3, sax ®KY, mykoBicummos, xsopoba [oure,
xBopoba @Pabpi, Mykomojicaxapuao3M, MiTO-
XOH/IpiaiibHI XBOpOOM, emireHeTHYHi XBopooOw,
NOPYUIEHHS OKHUCIEHHS JXUPHUX KHUCIOT, OHTO-
reHeTHYHi CHHApOMH Ta iHmuX. [Ipore, Haxanb,
JI0Ci He HallaroJ)KEHO €IMHOTO PEECTPY 3 OKpe-
MHUX HozosoriuHux ¢opm P3. CporoaHi Meauku
YepniBeubkoi obaacti GopMyoTh perioHanbHUl
peectp xBopux 3 P3. Ha tepuropii UepHiBenpkoi
obnacti Ha kiHeup 2012 p. Oyno 3apeecTpoBaHO
122 putunau Bikom 0-14 poxiB Ta 60 migaiTKiB,
AKi BIJHOCATHCA 10 Li€i kateropii XBOpuUxX, 3a-
rajbHa KiJIbKicTh 3aXBOPIOBaHb B L1IOMY CKJaja
40. Sxmo po3risHyTH cTpYKTYpy P3, siki 3ycTpi-
4yalThes y aiteid YepHiBeubkoi obiacti, TO Ha
0o0niky 3Haxoauthes 18 miteit 3 ®KY, 10 miteit
3 MyKoBicuuago3om, 27 giteit 3 BI' Ta 11 nirteid
3 nedpiuuTOM ropMoHy pocty. Y niteid obnacri
TaKOX BUSABJICHI BUMAAKU MyXJuHU BinbMmca, pe-
THHOOJIACTOMH, CEPNOBUIHO-KJIITHHHOI aHemil,
MyKOJIinmizo3y, cuHapomy Mapdana, cuHIpOMY
Enepca-/lanno, Ty0epo3HOro ckieposy, CHHAPO-
my Perra.

Ha Haw norisa, npoOJeMHUMH MUTaHHAMH Ha-
JlaHHS MEJUYHOT J0MoMOru XBopumM Ha P3, ski nmo-
TpeOyIOTh BUpIlIEHHS HAa CbOTOAHI B YkpaiHi, €:

= BIJICYTHICTh 3aKOHOJaB4Y0 BHU3HAYEHOIO IO-
HATTS P3 i, K HaAcliJOK, BiJICYTHICTh 3aKOHIB,
IO PEryalioTh CHUTYyalilo 3 PIAKICHUMHU XBOPO-
O0aMu Ta 1X BiAMOBIAHOTO JIIKYBaHHS;

= BIJICYTHICTh aKTyaJbHOTO PEECTPY XBOPHX
3 P3;

= 00OMEeXEeHICcTh siKicHOiI JocTymHoi iHdopMma-
[ii 17 HacelieHHs Ta HAyKOBUX 3HaHb MPO KaTe-
ropito P3;

= 00MexeHicTh ab0 BIJACYTHICTh MOXJIHUBOC-
Tel 1S 11arHOCTUKHU nepeBaxHoi Oinbimocti P3;
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= HasBHICTh TPYAHOLIIB XBOPHX BiAHOCHO J0-
CTyNy 10 JiKyBaHHS, AKIIO TaKe iCHYE;

= BiJICYTHICTh aJTOPUTMY il Jikaps npu
nizo3pi Ha P3;

= BiJICYTHICTh OCBITHIX Nporpam s JikapiB
NEepBUHHOT JAHKH Ta clelialicTiB pi3HUX PiBHIB
3 kareropii P3;

s BiICYTHICTh €(pEeKTHUBHOI, HErHyukoi cHc-
TeMH KOMILIEKCHOTO JIiKyBaHHs Ta pealimitamil
XBOPHUX;

= BiJICYTHICTh CHCTEMH IUIAHYBaHHS ¥ MOHI-
TOPHUHTY;

= HEJOCTAaTHS B3a€EMOJIsA i KOOpAMHALISL MiX
OopraHaMH JepXaBHOi BJIaJH, MEIMYHUMHU/COLI-
allbHUMHU MpaliBHUKAMHU | XBOPUMHU;

s BiJCYTHICTb mifcTaB s ¢iHaHCOBOro 3a-
Oe3neveHHs JiKyBaHHS P3, HEIOCTaTHICTh CBOE-
4YaCHOrO BUSBJICHHS Ta peecTpauii naronorii;

= BIICYTHICTh MOJITHYHOI BOJI B KpaiHi s
BUpiLIEHHS Liei npobaemMu;

® BiICYTHICTh MI)KCEKTOPaJlIbHOI B3aeMOJi].

[TokpamuTu CHUTyalil0 MalTb HOPMaTUBHO-
NpaBOBi aKTH, AKi 3aTBEPAXYIOTh Mepelik pii-
KiCHUX XBOpoO, dhopmar BeaeHHs peecTpy, Mo-
psAaoK 3abe3lneyeHHs XBOPUX MeIUKaMEHTaMHu.
Bkpaii HeoOxigHOIO € po3poOka HOPMATHBHUX
JOKYMEHTIB Ta ajanTalis YHHHOIO 3aKOHOJaB-
ctBa YkpaiHu o norpel ciyxOu HajgaHHA 10-
noMoru xBopum 3 P3, ¢popmyBaHHs BianosigHO-
ro CTaTrycy XBOPHX, PO3BHTOK LbOTO HampsMKYy
MeJIUYHOI rajy3i 3 ypaxyBaHHSIM CTPaTeriyHoro
Kypcy YkpaiHu Ha iHTerpauiio A0 €BponeicbKux
IHCTHTYLIH, a came:

= PO3BUTOK HAIIOHAJBHOT 1 MIKHApPOAHOT
cmiBmpami B rajy3i AiarHOCTHKH, JiKyBaHHS 1
npodinaktuku P3;

= 30ip cTaTUCTHYHOI iHPopMaLii Mpo 4acToTy
ta cnektp P3 B YkpaiHi ans yxBalleHHS yIpaB-
JTIHCHKUX PiLICHB:

= popmyBaHHS nepeniky P3, mo niansarawoTb
CTaTUCTHYHOMY OOIiKy, 3 YypaxyBaHHSIM MiX-
HapOJHOTO Ta €BPOMNEHCHKOTO JOCBiAY 3 METOIO
NiITOTOBKH MeIHUYHOI ranysi Ykpainu 1o nepe-
xony Ha MKX 11;

= cTBOpeHHs HauioHanbHOTo peectpy nauieH-
TiB 3 PiAKICHUMH 3aXBOPIOBAHHSIMH 3a HaIpsM-
KaM{ MEIMLMHH, 10 3a0€e3MeYuTh MOBHOLIHHUH
3BOPOTHIN 3B SI30K Ta MOHITOPHHT MAaTOJOTI].

BripoBajxkeHHs eeKTUBHUX METOMIB PAaHHbOT
niarHocTuku P3 Bkioyae:

= PO3pOOKY €(pEeKTUBHUX CKPUHIHTOBUX MPO-
rpaM paHHbOIO BHUsIBIEHHS P3;

= BIIPOBAKEHHS B pOOOTY perioHajJbHUX Me-
JUKO-TeHETHYHHUX LEHTPIB CKPUHIHTOBUX MPO-

" rpaM paHHBOI aiarHocTUkHU P3;



Opeanizayiss ma nepcnekmueu po3eumky nepuHamaibHoi donomozu 6 Ykpaini

* BIPOBAJ)KEHHS IHHOBAaLiHHUX TEXHOJOTiH
JUIs TiABULIEHHS e(pEeKTHBHOCTI paHHBLOI ia-
rHocTuku P3.

BrnpoBamkeHHs epEeKTUBHHX METOMIB JIKYy-
BaHHS 1 peabiniTauii xBopux Ha P3 11 3HHKEH-
HS PIBHS CMEPTHOCTI Ta iHBaJiJHOCTI BKJIIOYAE:

» CTBOPEHHS 1 3aTBEP/KEHHS €AMHHUX KIiHi4u-
HHUX INPOTOKOJIB 1 CTAHAAPTIB JIIKyBaHHS XBOPUX
3 P3;

= CTBOPEHHS Mepesiky piAKiCHUX Mpenaparis,
1110 BUKOPUCTOBYIOThCA /14 JikyBaHHS P3, 3 ypa-
XyBaHHSM MIXKHapOAHOTO JOCBidy;

» BIPOBA/)KEHHS IHHOBAIIMHUX TEXHOJOTIH
A7 NiJBULIEHHS e(EeKTUBHOCTI KOHTPOJIIO SKOC-
Ti HalaHHS MEAMYHOI 10MOMOTH XBOpHM 3 P3;

= po3poOKa BITUU3HAHUX JIIKAPCHKHX 3ac00iB
ans nikyBaHHs P3 Ta npoaykTiB crenianizoBaHo-
ro JiKyBaJIbHOTO XapyyBaHHS;

BaxxnuBy poib Mae miaroToBka kBajidikoBa-
HUX (axiBLUIB 3 AIarHOCTHKM Ta JiKyBaHHS P3
y IOPOBIJHUX LEHTpaxX KpaiHU Ta 32 KOPAOHOM,
NiZABUIIEHHSA 1HGOPMOBAHOCTI JIiKapiB Ppi3HHUX
crieniajabHOCTEH 1 NaLi€HTIB PO PiAKICHI 3aXBO-
PIOBAaHHS, A1 4Or0 HEOOXiHO:

= IPOBE/ICHHS KaJpPOBOro I TEXHIYHOTO ayAUTY
MEIMYHHUX YCTAHOB, B AKHUX € YMOBH JIJIS 1iarHOC-
THKH, JIiIKyBaHHs Ta peabinitanii xsopux 3 P3;

= CTBOPEHHS OCBITHIX IpoOrpamM, rpoMaachbKuX
opraHizauiil ais miATPUMKH nauieHTiB 3 P3.

HeoOXifHUM € DNOKpalleHHs MaTepialbHO-
TEXHIYHOTo 3a0e3nevyeHHs ICHYylYMX B YKpaiHi
NOTYXHUX MeTa0OJIuHUX LEHTPIB, SIKi 3MOXKYTh
3a0€e3Me4YuTH 10CTaTHIi piBEHb YTOYHIOKYOT Jia-
riocTuku P3 B Vkpaini ([utsaya cnenianizoBana
nikapHs «OXMATIAUT», m.KuiB; XapkiBCbKHii
creniagi3oBaHUHO MEIMKO-T€HETHYHHH LEeHTP,
m.XapkiB; lHcTuTyT cnaakosoi natosnorii HAMH
Ykpaiuu, M. JIbBiB).

CyTTeBe 3HaueHHs A 3a0e3nedeHHs: podoTH
cnyx0u mae:

» CTBOpEHHS IHTEPAaKTUBHOI MEpexi 13 3aCTO-
CYBaHHSM TeJeMEeAMLHUHH Ta JepXKaBHOI rapsdoi
JiHIT 3 METOI0 HaJaHHs IHGOPMALIHHOT MIATPUM-
KU cim’sim 3 P3.

s [linBuuieHHs e(eKTUBHOCTI MIXKBiZOMYOI
B3a€EMOJ1i 3aKOHOJABYMX, COLIIaJbHUX Ta MEJHY-
HUX YCTAHOB 3 MUTAHb J1arHOCTUKH 1 JIIKYBaHHS
PiIKICHUX 3aXBOPIOBAHbD.

» CtBopenHs KoHcynbraTuBHOT paau ekcrep-
TiB (i3 3aJy4eHHSM 3aKOpPIOHHUX (axiBUiB) 3
PiAKICHUX 3aXBOPIOBaHb.

= @opMyBaHHS TPOMAJACHKOT IYMKH 11010 CO-
1ianbHOT 3HAYMMOCTI JIIKyBaHHS pigkicHux P3 i3
3aly4eHHsM 3aco0iB MacoBoi iHopmalii, rpo-
MaJCbKHX OpraHi3auiil Ta couiaabHOT pEeKIaMH.

= OpraHni3auis Ta npoBeJeHHs mWopiyHux On-
Line koHgepeHnuiii Ha 06a3zi MO3 Vkpaiuu 3a
Yy4acTIO MIXKHAPOJIHHUX KIJiHIK, AKi MAalOTh JOCBIJ|
opraHi3auii MeJu4yHOI i coUiaJdbHOT JOMOMOTH
nauiestam 3 P3.

V¥V 2012 p. 3a yuyacrti cniBpoOiTHUKIB XapKiB-
CbKOTO HaliOHAJbHOIO MEJUYHOTO YHIBEpCHTE-
Ty, XapkiBcbkoro OnaroaiiiHoro ¢ouay «/litu
31 CmiHAABHOIO M’s3€BOI0 arpodicro», Xapkis-
CbKMM CHeLialli30BaHUM MEJIMKO-TeHETHYHUM
LEeHTPOM, XapKiBCbKUM OsarofiiiHum ¢oHaom
«MyKkoBicLH/103», acolialisMi XBOpHUX Ha ¢e-
HiJKeTOHYpilo, XBopoOy JlayHa, xBopoOy [Tomme
3anpoONOHOBaHA KOHLEMIIsl CTBOPEHHS SKICHOI
CHCTEMH HaJlaHHS JOMOMOTH XBOPUM Ha PiJAKICHI
(opdanHi) 3axBoproBaHHs B YkpaiHi [1]

24.04.2012 p. y Bepxoniit Paai Ykpainu Oyio
3apeecTpoBaHo 3akoHonpoekT Ne 10383 npo BHe-
ceHHs 3MiH 10 OCHOB 3aKOHOJIaBCTBA YKpaiHu 1mpo
OXOPOHY 370pOB’S 110/10 3a0e3MeYeHHs MEJIHYHOI0
JI0TIOMOT0K0 0ci0 3 piakicHumu (opdaHHUMHU) 3a-
XBOPIOBaHHSAMHU. BpaxoByluu BaXJIHMBICTh IIbOFO
nokymeHty, 06.06.2012 p. iioro 6ys0 BKIOUEHO J10
nopsiaKy aAeHHoro, a 14.06.2012 p. — BUHeceHO Ha
po3risa Komitery BepxoBuoi Pamu Ykpainu 3
MUTaHb OXOPOHHU 3/10POB’S.

[TpoexkTom 3akonHy Ykpaiuu «Ilpo BHeceHHs
3MiH 10 OCHOB 3aKOHO/aBCTBA YKpAiHU MPO OXO-
pOHY 3710pOoB’s 1OA0 3a0e3rneyeHHss MeJIMYHOI0
JIOTOMOTO0 0¢i0 3 piankicHumu (opdhanuumu) 3a-
XBOPIOBAHHSIMHU» 30KpEMa MPOMOHYETHCS:

= BU3HAYUTH TEPMiH «pijakicHe (ophanue) 3a-
XBOPIOBAHHS;

= HajaBaTH 0€30IUIaTHY MEIHUYHY JOMNOMOTrY
ocobam 3 piakicHuMH (OppaHHUMHU) 3aXBOPIO-
BAaHHSIMHM, 5IKi MOTPEOYIOTh KOMITOBHUX JiarHOC-
THYHUX Ta/abo0 JiKyBalbHHUX 3aco0iB, Ta 3ii-
CHIOBATH iX colialbHe 00CIyroByBaHHS;

= 3ano4yaTKkyBaTH GopmyBaHHs nepeniky P3 i
JIepKaBHOTO peecTpy ocib 3 piakicHumu (opdaH-
HUMH) 3aXBOPIOBAHHSAMMU;

= 3aMPOBA/IMTH 3arajibHOOOOB A3KOBI1 JepiKaB-
Hi CKPUHIHTOBI MpOTpaMu Ui BUSBIEHHS 0Ci0 3
NPECUMITOMHOIO CTAJi€10 3aXBOPIOBaHHS (CKpH-
HIHTY), IX PaHHBOTO JIIKYBaHHS i MPOQiITaKTUKH
IHBaNigM3anii;

= nepea0aynuTH 3abe3nedyeHHs 3a paxyHok 01o-
JUKETHUX KOIITIB HACTYMHMX KAaTEropid XBOPHUX:

1) oci6 i3 pigkicHumMu (oppaHHMMH) 3aXBO-
pPIOBAaHHSMH JIIKApCHbKUMH 3aco0aMu, JiKyBallb-
HUMHM CyMIIIaMH Ta IHIIUMH MPOAYKTAMH Ha MijI-
CTaBl MEJUYHUX MMOKA3aHb;

2) BariTHHX, y CiM’gX AKHX € ocoba 3 piakic-
HUM (opdaHHHMM) 3aXBOPIOBAHHSAM, MOCIyraMH 3
NpEeHaTaJIbHOI 11arHOCTUKHU /11 BCTAHOBJIEHHS Ha-
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SBHOCTI 1[bOTO 3aXBOPIOBaHHA y MaiOyTHBOT AUTH-
HH Ta HEOOXIJHUMH MPOPiNaKTHUHUMHU 3aX0JaMH;

3) nireit 3 piakicHumu (oppaHHUMHU) 3aXBO-
PIOBAHHSMH SKICHAMHU AMTSYMMH CyMillaMH Ta
IHIIUMHU TPOJYKTAMHU AMTSAYOrO XapuyyBaHHS Ha
MiJACTaBl MEJUYHUX MOKa3aHb.

3 ornsay Ha Te, WO Ui MUTaHHA B YKpaiHH
J0Ci 3aJMIIAOThCS HEJOCTATHBO BUPILICHUMH,
y MOJaHOMY 3aKOHOTPOEKTI 3p0o0JIeHO Haroyoc
1010 HEOOXIJHOCTI MPUBEPHYTH yBary Jepika-
BH Ta CYCHiJbCTBa BXXUTH BiAMOBIAHUX 3aXOJiB.
Ockinpky BigmoBigHo a0 BUcHOBKY Komitery 3
MUTaHb €BPOMNEHCHKOT iHTerpauii  3aKOHOMpPO-
eKT He cynepeuuTh 3akoHomaBcTBy €C, Kowmi-
teT BepxoBHoi Panu Ykpainu 3 nMTaHb OXOPOHH
310pOB’sl B LIJIOMY MiJTPUMaB i/1€0J0rit0 Ta 3a-

rajbHy CHOPSIMOBaHICTH JaHOTO AoKymeHTa. Pa-
30M 3 THM, 3aKOHOTIPOEKT Ma€ 3Ha4Hi HEJOJIKH,
Ha SIKi Y CBOTX BHCHOBKAaX 3BEpPTalOTh yBary ie-
Hu Komitety BepxoBHoi Panu Ykpainu 3 nuTanb
O10/KeTy Ta npeacTaBHUKU ['0JT0BHOTO HAYKOBO-
eKCIepTHOTO ymnpaBiiHHA Amnapatry BepxoBHoi
Pangu VYkpainu. [0/Jl0BHE HayKOBO-€KCIEpPTHE
ynpasiinHs Anapaty Bepxosuoi Paau Ykpainu
PEKOMEH/Iy€ HAMPaBUTH JaHUH 3aKOHOMPOEKT Ha
JOOTIpaI[IOBaHHS.

TakuM 4YMHOM, [JIs BHpilieHHs nutaHe P3
norpibeH aepkaBHUW minxin, crBopeHHs Haui-
OHAJIbHOT MpOTrpaMu, ajXe PO3BUTOK LbOro Ha-
NpsIMKY MEAWIMHU — came Te, 10 HabIu3uTh
Hamy JepXaBy [0 TyMaHICTHYHUX €BpOMNei-
CbKHX CTaHJApTIiB.
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MPOBJIEMbI OPGAHHBIX 3ABOJIEBAHUM

H. /. Hlkpobaney* , U.B. /lacmueka,
M.H. onuwyx*, K0./1. lo0oeaney

JlemapTaMeHT OXpaHbl 310POBbS
H FPaX/JaHCKOMH 3aLIMTHI HACEJeHUus*,
BI'Y3 «BykoBHHCKHIi rocyiapcTBeHHbI
MeauuuHckuii ynusepeuter» MO3 Ykpannsl
(r.YepHoBubI, YKpanHa)

Pe3tome. OxapakTepu30BaHO cOCTOSiHHE MPOOIEMBbI
peakux (opdanueix) OonesHeir B Mupe u YKpauHe,
MpeiCTaBIeHbl X XapaKTePUCTHKH, KPUTEPHUH BKIJIOYE-
HUsi 3a00JIeBaHHi B KaTeropuio PeAKHX B pa3HbIX CTpa-
Hax, MpoaHaIM3UPOBAHBI MOAXOAB K (HOPMHUPOBAHUIO M1€-
peunst opdanubix 3aboneBanuii. OToOpaxkeHsl nMpobiIeMbl
penkux 3aboneBanuii B YkpauHe, myTH CO3JaHUs MEPEYHS
peakux 3aboneBaHuii, npoOIEMbl THArHOCTUKU U JIEYEHUS
opdanHbIX 3a00n€BaHNi B COBPEMEHHOE BpEMs, a TaKKe
MEJIMKO-COLHalbHbIe MP0OIEMbl, KOTOPBIE CBA3aHbI C 1aH-
HOM MaTosoruen.

KiitoueBbie cJi0Ba: 1€TH, peKHE HACIEJACTBEHHbIE
3aboseBanusi, opdhaHHbll MeAMKAMEHTO3HBIH Mpemna-
pat, opdaHHble OpraHu3anuu, MUIEMHUOIOTHS.

PROBLEMS OF ORPHAN DISEASES

1.D. Shkrobanets *, I.V. Lastivka,
M.I. Polishchuk *, Y.D. Hodovanets

Department of Health and Civil Protection *
Bukovinian State Medical University
(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
diseases. Problems of a rare diseases in Ukraine by
creating a list of rare diseases, problems of diagnosis
and treatment of orfann diseases 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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