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BucHoBok
YIOBHOBAK€HOT'0 OPTaHy 3 JePKABHOI OIIHKN MeIUYHHUX
TEXHOJIOTiH 32 CKOPO4Y€eHOI0 MPOIeYPOI0: arajcujaasa 6era

eporcasna oyinka meoudHux mexnoio2ii 3a CKOpo4eHoio Npoyeodypoio 3a 36ePHEHHAM
MO3 Vkpainu npogedena ynosHo8axdcenum op2aHoM 3 0epHCABHOI OYIHKU MEOUUHUX
MexHOo021l 8i0n06IOHO 00 umoe I1opsaoKy nposedenHs 0epIHcasHOi OYiHKU MeOUUHUX
mexHo02il, 3ameepddiceno20 nocmanosor Kabinemy Minicmpie Ykpainu 6io0
23.12.2020 Nel300 ma cxnaoaemvcsi 3 aHANi3y HNOPIGHAILHOI ephexmusHocmi
(pe3yibmamusHocmi), 6e3nexu ma 6nauU8y Ha 6r0icem JIiKApPCbKo20 3ac00) HaA OCHOBI
oanux 3 6iOKpumux Odxcepen iHgopmayii. BucHosox ynosHosasiceno2o opeamy 3
0epHcaeHoi  OYIHKU MeOUYHUX MEeXHON02Il 34 CKOPOYEeHOl0 Npoyedypor Mae
pexomenoayitinull xapaxmep. [lpeocmasneni Oawni y GUCHOBKY € AKMYATbHUMU CIIAHOM
Ha 0amy 1020 ni02omoeKu.

1. Indopmaniss npo aary NpPOBeACHHS [AEP:KABHOI OUIHKH MeJIUYHUX
TEXHOJIOTIH 32 CKOPO4YEHOI0 MNPOUEAYPOI0 3asIBJIEHOr0 JIKAPCHKOro 3acoly:
26.09.2022

Hepoicasna oyinka meouunux mexnonoeiu (oani - OMT) 3a ckopouenow
npoyeoyporo JiKapcbko2o 3acoby aeaicuoaza bema 3a NOKA3AHHAM JiKV8AHHS
nayienmis 3 xeopoboio Dabpi 6yna nposedena 3a 36epHenHsm MO3 Vkpainu na
BuUKoHaHus nionyukmy 3 nynkmy 4 nocmanosu Kabinemy Minicmpie Yxpainu 6io
23.12.2020 Ne 1300, a makooxc nionynkmy 5 nyukmy 8 (mucm MO3 Vkpainu 6io
09.06.2022 Ne 25-01/12931/2-22 ma 6io0 20.06.2022 Ne25-01/13739/2-22) ma
nionynkmy 7 nynkmy 8 Ilopsaoxky npoeeodeHHs O0epiCaBHOI OYIHKU MeOUHUHUX
MexHoN02ll, 3ameepodiceno20 nocmanosor Kabinemy Minicmpie Ykpainu 6io0
23.12.2020 Ne 1300 (nucm MO3 Ykpainu 6io 26.07.2022 Ne 25-01/16746/2-22 ma 8io
08.08.2022 Ne25-01/17921/2-22).


mailto:dec@dec.gov.ua
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2. Indopmanisi mpo 3asBJIeHUI JiKapcbKuUii 3acio:

1) HaiiMenyBaHHsl (Tpi3BUINE, iM’sl, MO0 0aTbKOBI) 3asiBHMKA Ta Ha3Ba
BHPOOHHUKA JIKAPCHKOro0 3ac00y:

Cranom Ha 08.09.2022 p. B [lep>kaBHOMY peecTpi TIKapChKHUX 3aC001B JIIKAPChKUN
3aci0 arancuaasa 6era npeacTaBlICHUM TAKUM TOPrOBEILHUM HalMEHYBaHHAM: !

OABPA3VIM®, mnopomok ajigi NPUTOTYBaHHS KOHLEHTpary (5 mr/mi) ans
po3unHy A 1H(Y31i, o 5 Mr ado 1o 35 Mr y ¢uiakoHi; no 1 ¢guakoHy B KapTOHHIM
KOpOOT1Ii.

Bupoonuk - /[xenzaiim Ipnann Jlimiten, Ipnanmis.

3asBHuk — J[>xen3aiim FOpon b.B., Hinepnanau.

2) TOproBeJibHA Ha3Ba JIKAPCHKOI0 3ac00y:

OABPASNM®.

3) Mi’kHApPOJHA HENMATEHTOBAHA HA3BAa 200 CHHOHIMiYHe HANMEHYBaHHS

Arancunasa 0era/Agalsidase beta.

4) ckaaja Jikapcbkoro 3aco0y (mioui Ta gonmomikHi peyoBuHm): 1 ¢uakoH
MICTUTh HOMIHAJIBHY KUIBKICTh 5 MT a00 35 Mr arajcumasu 6erta; micias pO3UYNHEHHS
KOXHUM (1akoH MICTUTh S5 Mr/mi (abo 35 mr/7 mi) arancumasu 6erta.

5) ¢dopma BUIYCKY: MOPOIIOK JJI MPUTOTYBAHHS KOHIIEHTpATy (5 Mr/mit) as
PO3UMHY JUIsl 1H(Y31H.

6) crioci0 3acTocyBaHHS JIKapCHKOI0 3aC00Yy:

JlixyBanns ®@abpa3zsumMoM® citil IPOBOAUTH M1J HAIISIIOM TEPAIEBTA, SIKUA Ma€e
JOCB1J Y JTIKyBaHHI XBOopoOu @abdpi a0 IHIIKX CHaJAKOBUX XBOPOO OOMIHY PEUOBHUH.

PexomennoBana no3za ®abpazumy® cTaHOBUTH | MI/KT Macu Tija, sIKYy BBOJSTH
IUIIXOM BHYTPIIIHbOBEHHOI 1H(]Y311 OJIMH pa3 Ha JABa THXKHI.

7) ingopmanis Mpo HAABHICTH JIEPKABHOI peecTpaiii JikapcbKoro 3acody B
Ykpaini:

PITUA/10306/01/01, Tepmin nii - HeoOMexenui 3 28.11.2019.

8) dapmakosioriuna faig  Jgikapcbkoro 3aco0y Ta KOO 3a aHATOMO-
TepaneBTUYHO-XIMIYHOI0 KiIacupikanico:

3aco0wu, 110 BIUIMBAIOTh HA CUCTEMY TpaBiieHHs Ta MeTaboiizm. ®epmentu. Kon
ATX. A16A B04.

9) noka3aHHs 10 MEJUYHOI0 32CTOCYBAHHS, 32 IKUM IOIaBaJIACH 3asBa:

Jlep>kaBHY OIIIHKY MeAMYHUX TexHojorik (mamt - OMT) npoeneHo 3a
CKOPOUYEHOI0 MPOIEeayporo 3a 3BepHeHHAM M O3 Ykpainu, 1110 He nepeadayae mojaHHs
3asBu. Y gumcti 3BepHeHHI MO3 (Big 09.06.2022 No25-01/12931/2-22 Tta Bif
20.06.2022 Ne25-01/13739/2-22) 3a3HayeHO HACTYNHE TIOKA3aHHS: JIKyBaHHS
NalieHTiB 3 XBOpooor dabdpi.

10) noxka3aHHs 10 MeAUYHOI0 3aCTOCYBAHHSA BiJIMOBIHO 0 iHCTPYKIII 115
MEIUYHOr0 3acTOCyBaHHsI, 3aTBepaxkeHoi MO3, 3a HasiBHOCTI Jdep:KaBHOI
peecTpauii JikapcbKoro 3acody B YKpaiHi:

®abpa3zumM® Mpu3HavaroTh U1l TOBFOTPUBAIIOTO (PEPMEHTO3aMICHOTO JIIKYBaHHS
JOPOCIUX Ta JiTei BIKOM BiJl 8 pOKiB 3 MiATBEPKEHOIO0 XBopoOoro dadpi (medimur
anb(a-ranakrozugasu A).

!http://www.drlz.com.ua/ibp/ddsite.nsf/all/shlz1 ?opendocument&stype=64B62DA8SBOAFFD2C225875D004 1E4C0
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11) indopmaniss nMpo HASABHICTHL NMOKA3aHb [0 MEJIUYHOr0 3aCTOCYBAHHS
JIKapCbKOro 3aco0y AJisi BUKOPUCTAHHS MiJ Yac HAJAHHA MeIUYHOI JOMOMOTH
NP CTAHAX, 10 3a3HAYEHi y NPIOPUTETHNUX HANIPAAMAX PO3BUTKY c(epu 0XOpPOHU
310POB’sl.

VY mucti 3sepaenHi MO3 Bix 09.06.2022 Ne 25-01/12931/2-22 ta Bix 20.06.2022
No25-01/13739/2-22 3a3naueno, mo aep:xkaBHy OMT 3a cKOpOUYEHOIO MPOLETYPOIO
1I0JI0 JIIKAPCHKOTO 3aco0y arancujaza 0era HEOOXIJHO MPOBECTH 3a MOKa3aHHSIM
JIKyBaHHs MAaIlEHTIB 3 XBOpoOoro Dadpi.

XBopoOy Pabpi BKIHOUEHO 10 MEPENiKy pimkicHux (opdaHHMX) 3aXBOPIOBAHB,
3arBepkeHoro HakazoM MO3 Vkpainu Big 27.10.2014 Ne 778, 3apeecTpoBaHOro B
MinicrepcTsi octuiiii Ykpainu 13 nucronana 2014 p. 3a Ne 1439/26216.

3. BHCHOBOK YNOBHOBAKE€HOI'0 OpPraHy IIOA0 Pe3YJbTATIB MOPiBHSJIbHOI
epexTUBHOCTI (Pe3yJIbTATUBHOCTI), 0Oe3leKH, e(PeKTUBHOCTI BHUTPAT Ha
JiKapcbKUM 3aci0 Ta aHAJII3Yy BIUIMBY HA OKA3HUKHU OI0IKETY:

1) naHi 010 NPiOPUTETHOCTI 3aXBOPIOBAaHHA (CTAHY)

XBopo6a ®@abpi — 11e MOPyIICHHS] METa00JI13MY TTIKOC(HIHT O /1B, CIIPUYHNHEHE
byHKIIOHATHEHUM J1e(PIITUTOM JT130COMANBHOI anb(a-TalakTo3uaa3u Yepe3 maToreHH1
Bapiantu TeHa GLA (Xq21.3-q22). JledinmuTHa aKTUBHICTH TPHU3BOIUTH 1O
Hakonmu4eHHs1 riaobotrpiaozwiiepaminy (Gb3) ta itoro neaumnboBaHoi Gopmu, lyso-
Gb3, y nizocomax, 1110 BUKIUKAE KacKaJ KIITUHHUX MOJTIH.

KitiHIYHa KapTHUHA OXOIUTIOE IMUPOKUI CHEKTP, MOYMHAKOYH B1J JIETKUX BUIIAIKIB
y JESKUX T€TePO3UTOTHUX KIHOK JO BAXKKHX BHUIAJKIB Y T€MI3UTOTHUX YOJIOBIKIB 3
KJIacMYHUM (peHoTunomM 0e€3 3aJMIIKOBOi aKTHUBHOCTI alib(a-rajakro3uaasu A.
Knacuunuit ¢penotun xBopoobu dabpi 3a3Buyail MOYMHAETHCS B JUTHHCTBI 1 MOXE
MaTH BCl XapaKTepHI HEBPOJIOTIYHI, NIKIPHI, HUPKOBI, CEpPLIEBO-CYAMHHI, KOXJIEO-
BECTUOYIIApHI Ta 1epeOpPOBACKYJIISIPHI O3HAKU 3aXBOPIOBAHHS. Y MAalll€HTIB >KIHOYOI
CTaTl MOXYTh CIIOCTEpIraTUCS CHUMITOMH BiJ JyXe JIETKUX 10 TSOKKUX. biab €
MOIMUPEHUM PAHHIM CUMIITOMOM (XPOHIYHUHN O171b, 10 XapaKTePU3YETHCS TIEUIHHAM 1
MTOKOJTFOBAHHSM, TIAPECTE31€I0 Ta EPIOTUIHUMH €30 JMYHUMH KPU3aMH ), ajie MOXKE
3MEHIIYBAaTUCA Y JOPOCIOMY Biri. Moke BMHUKATH aHTiApo3 abo TIMOTiApo3, M0
CIPUYMHSIE HEMEPEHOCUMICTh CHEKHM Ta (I3MYHUX HaBaHTaXCHb. [HINI O3HAKH
BKJIFOUAIOTh AHTIOKEpPaTOMY, BIJIKJIAJIEHHS Ha POTIBLI, IIyM y ByXaX, BTpaTy CIyXy,
BTOMY, MOPYLIEHHSI CEPLEBOr0 Ta LIEPEOPOBACKYJIAPHOTO KPOBOOOITY (TimepTpodis
J1BOTO IIJTYHOYKA, ApUTMIs ), 3aJHUILIKA Ta XPOHIYHA XBOp0Oa HUPOK. DEHOTHUII 3 Mi3HIM
MOYaTKOM IMOYMHAETHCS B 3pUIOMY Billl, 1 B TAKUX BUIAKaX MEPEBAKAIOUOI0 03HAKOIO
€ YpaKeHHS CeplIs.

3 BIKOM PO3BHMBAETHCSA MPOTPECyOUe YpPaK€HHS TKAaHWH, 110 TPHU3BOAMTH JI0
OpraHHoi HeJIOCTaTHOCTI. TepMiHaIbHa CTalisi HHPKOBOT HEIOCTATHOCTI Ta 3arpO3JIUBI
JUISL SKUATTS CEPIEBO-CYJIMHHI a00 1epeOpOoBaCKYISIpHI YCKIIAHEHHS OOMEXYIOTh
OYIKYBaHY TPHUBAIICTh )I(I/ITT?I YOJIOBIKIB 1 KIHOK, SIKI HE JIIKYIOThCS, MOPIBHSHO 13
3arajJbHO0 TOMYJIALIEI0°,

2 https://zakon.rada.gov.ua/laws/show/z1439-14#Text
Shttps://www.orpha.net/consor/cgi-bin/Disease_Search.php?Ing=EN&data_id=94&Disease Disease Search_diseaseGroup=Fabry-
disease&Disease Disease_Search_diseaseType=Pat&Disease(s)/group%200f%20diseases=Fabry-
disease&title=Fabry%?20disease&search=Disease_Search_Simple
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BianosigHo g0 mixkuapoaHoi kinacudikarii BOO3 MKX-11 xBopo6a ®abpi mae
xon 5C56.014.

3a JaHUMU BIAKPUTOrO JKepena iHdopmarii Mpo PIAKICHI 3aXBOPIOBAHHS
OrphaNet®> cranom Ha 2022 pik NoOMmMPEHiCTs XBOpobu Dabpi mpu HapPOIKEHHI
cranoBuTh pubau3Ho 1/15 000, ane xBopoda Pabpi € HENOCTATHRO T1ATHOCTOBAHUM
CTaHOM, 1 4aCTOTa MOXe OyTH BHILOIO.

3a nraHuMM 0a3u JaHUX PIAKICHUX 3aXBOPIOBAHb aMEPHKAHCHKOI HEKOMEPILIIITHOT
opranizamii “HarionanpHa opranizaiis 3 piakicHUX 3axBoproBaHb” (National
Organization for Rare Disorders, NORD)® icnye 1Ba OCHOBHUX (D€HOTHIIM KIACHIHHUIH
1 ¢enorun 3 mi3HIM no4yaTkoM. OOuJBa MIATUNK TPU3BOJAATH 1O HUPKOBOI
HEJIOCTATHOCTI Ta/ab0 cepleBUX 3axBOPIOBaHb 1 PaHHBOI CMEPTi. 3a OLIHKaMH,
KIacuuyHuil ¢deHotun xBopodbu Padpi Bpakae mpubauzno 1 3 40 000 4osOBIKiB.
deHoTHUN 3 Mi3HIM MOYaTKOM 3ycTpivaeTbest B 3-10 pasiB yacTilie, HiK KJIaCHYHHM
(GheHOTHII, 1 B JAKUX MOMYJISIIAX MOXe 3ycTpidyatucs npuoausto B 13 1500 go 4000
yonoBikiB.  [lanmi, oTpumaHi B  pe3yJdbTaTi CKPUHIHTOBUX  JIOCJIIKCHb
HOBOHAPOKCHHX, CBITYATh MPO TE, IO 3aXBOPIOBAHICTh Ha XBOpoOy Pabpi pizHa B
pi3HuX reorpadivyHux perioHax. CKpUHIHT HOBOHAPO/KEHUX HA BUSBIICHHS XBOPOOH
dabpi Bxke po3nouato B Kibkox mratax CIIA.

3a nanumu HamionansHoro ony 6opotsou 3 xBopoooro dadpi (National Fabry
Disease Foundation)’ nommpenicts xsopoou ®abpi B CIIIA cranoButh npubiusHo 1
340 000 mo 60 000 "4oMOBIKiB.

3a mammmu noprany lacruryry ®alpi, pospobnenoro kommanicro Takeda®,
xBopoba dadpi Bpakae npubmuzHo 1 13 40 000 yvonosikiB 1 npubmuzHo 1 13 20 000
YKIHOK.

BianoBigHo 10 manux, Haganux y pogatky 1o jgucta MO3 Big 09.06.2022 No25-
01/12931/2-22, cranom Ha 2022 pik KUIBKICTh NAIIE€HTIB 3 XBOpoOoto Padpi B YkpaiHi
cTaHoBUTH 16 oci0 (15 nopocnux ta 1 qutuna). 3a ganumu MO3 KUIBKICTh TAIIEHTIB,
10 IpUKUMaloTh arajicuaasy 6eta, cTaHOBUTH 11.

B Vxpaini Konmeniiis po3BUTKY CHCTEMH HaJaHHS MEIWYHOI JOTIOMOTH
narjieHTaM, Kl CTpaXIaloTh Ha pinkicHl (opdanni) 3axBoproBanHs, Ha 2021-2026
pOKH, 3aTBep/pkeHa posnopskeHasM Kabinery MinictpiB Ykpaiam Big 28.04.2021
No 377-p’, Mera sKOi 3MEHINEHHS CMEPTHOCTI Bijg piakicHux (ophaHHuX)
3aXBOPIOBaHb, MiJBUILECHHS SKOCTI XUTTS TAII€HTIB, Kl CTPAXKJIAIOTh HA PIAKICHI
(opdanHi) 3axBOpIOBaHHS, MUIAXOM 3a0€3MEUEHHS CIPaBEIJIMBOrO Ta PIBHOIO
JOCTYITy J0 SIKICHOT MEIMYHOI JOTIOMOTH TaKWM IIaIliEHTaM, 30KpeMa J0 SKICHUX,
edeKTUBHUX Ta O€3NMEYHUX JIIKAPCHKUX 3aCO01B JIJIs1 JIIKYBaHHS P1AKICHUX (OppaHHUX)
3aXBOPIOBaHb, J0 MEIWYHUX BUPOOIB Ta MPOAYKTIB CIEIiaIbHOTO JIKYBaJIbHOTO
XapuyyBaHHS, @ TAKOXX IMCUXOJIOTTYHOTO CYITPOBO/TY.

*https://icd.who.int/browse 1 1/1-m/en#/http://id.who.int/icd/entity/66996647
Shttps://www.orpha.net/consor/cgi-bin/Disease_Search.php?Ing=EN&data_id=94&Disease_Disease_Search_diseaseGroup=Fabry-
disease&Disease Disease Search diseaseType=Pat&Disease(s)/group%200f%20diseases=Fabry-
disease&title=Fabry%?20disease&search=Disease_Search Simple

“https://rarediseases.org/rare-diseases/fabry-disease/
"https://www.fabrydisease.org/index.php/about-fabry-disease/how-many-people-have-fabry-disease
Shttps://www.fabry-institute.com/

*https://zakon.rada.gov.ua/laws/show/377-2021-%D1%80#Text
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2) nma”Hi 1mWOA0 JAOCTOBIPHOCTI PpPe3yJbTATIB NOPIBHSJIBHOI KJIIHIYHOI
epexTUBHOCTI Ta 0e3MeKH 3afIBJEHOr0 JiKapcbkoro 3aco0y. Omnmc
(mpencraB/ieHHS) 3a3HAYEHHUX Pe3YJIbTATIB

3 METOI0 aHalli3y JaHUX IO0A0 PEKOMEHIAIlIN 10 3aCTOCYBAaHHSA arajicuaasu oera
JUTSL TIKYBaHHS MAIEHTIB 3 XBOpoOoto Padpi MpOBEACHO MOIIYK TPETUHHHUX JKEPe
iH(dopMallii 100 T0KA30BUX JIaHMX Y Trally3eBUX CTaHJapTax y cdepi OXOpOHH
310pOB’s YKpaiHu, Ha cailTaX MI>KHApOIHUX NPO(UIBHUX OopraHizaliii, y 0a3ax JaHux
PubMed, Trip Database.

B PeecTpi MeaMKoO-TeXHOJIOTTYHUX JOKYMEHTIB 3i CTaHAapTH3aLil MeAUYHOI
pomomoru'® BincyTHil yHiiKOBaHMH KIIHIYHUN IPOTOKOJ MEIMYHOI JOMOMOTH HPH
xBopoO1 @abpi. Y dyorupHaauaTomy Bumycky J[lep:kaBHoro dopmyasipa
Jikapcbkux 3aco6iB!!, sarBepmxenomy Hakazom MO3 Ykpainu Big 13.06.2022 Ne
1011, BincyTHI#M JikapchKii 3aci0 araicuaasa 6era.

[IMogo MiXkHApPOJHUX KIIHIYHUX HACTaHOB Ta HACTAHOB HAayKOBHUX TOBAPHCTB
IHIMUX KpaiH 3HAWJEHO HACTYIIHI PEKOMEHMAIlll (OCKilbKU OaHe 3aX680pPI0GAHHS €
opganHum, npu nowtyKy 0anux 6yau 6paxo6ani KOHCEHCyCHi peKoMeHoayii):

1. XBopo06a ®adpi: pexkoMeHaaNlil 3 OWIHKH TA JIKyBAHHSl yPaKEeHHH
O0ararbox opranis, 2006 poxy (Fabry disease: Guidelines for the evaluation and
management of multi-organ system involvement)'?.

MixHapogHa rpyna (axiBiiB, IO CHELiali3yloTbcss Ha XxBopoO1 Dabpi,
3aIlpoIOHYyBajla PEKOMEHAIII] OA0 JIarHOCTYBaHHS, OIIHKK Ta CIIOCTEPEKEHHS 3a
namieHTaMu 13 xBopoOoto dalpi, a TakoX TEepaneBTUYHI CTpATerii, BKIIOYAIOUU
dbepMeHnTHY 3aMicHy Tepamrito (nami - ®3T) ta iHII J0AaTKOBI METOAM JIIKYBaHHS 3
METO0 ONTHMI3allli pe3yIbTaTiB JIKyBaHHS MMAIIEHTIB.

JlikyBaHHS TIallieHTa Ta MOAANbBIIE CIIOCTEPEIKESHHs MOBUHHI TPOBOJIUTHCS ITiJ
HarJISA0OM JIIKaps, KUK Mae JOCBIJ JIKyBaHHS MaIl€HTIB 13 XBopoOoro dadpi abo
IHITUMU CIIAJKOBUMHU METa0O0JIIYHUMHU 3aXBOPIOBAaHHSAMU. [ pyHTYIOUHCh Ha Cy4acHUX
nanux, 3T ciig MponoHyBaTH KOXHOMY MAIlIEHTY YOJIOBIUOT CTATi, HE3AJIEKHO Bij
cramii XXH.

[ToTouni pekomennaiii oo npusHadeHHs O3 T y mamieHTiB 13 XBOpoOoro Padpi
npeacTaBiieHi y Tabmuiri 1.

Tabmuus 1. [Torouni pexkomenaanii moao npusHaueHHss @3T y nanieHTiB 13 XBOpoOOIO
dabpi

[TamienTH 3 XxBOpo6OIO Pexomennariii moo npusHaueHass 3T

Pabpi

Jlopociii 4010Bi401 cTati Bin wacy BcTaHOBIIeHHS JllarHO3y XBopoOu Paobpi.

(crapmie 16 pokiB)

Hitu Bin gacy po3BHTKY 3HaYHUX CHMIITOMIB 200, SKIIO
CUMIITOMH BiZICYTHI, po3rissHyTH Y 10-13 poxkis.

[TamienTH X1HO0YOI cTaTI MOHITOPUHT; HAABHICTh 3HAYHUX CHUMMOTOMIB abo

(Oy1b-SIKOTO BIKY) 03HaK MPOrpeCyBaHHs YPAXKEHHs OPraHiB.

"https://www.dec.gov.ua/cat_mtd/galuzevi-standarti-ta-klinichni-nastanovi/page/13/
"https://moz.gov.ua/uploads/ckeditor/%D0%B4%D0%BE%D0%BA %D 1%83%D0%BC%D0%B5%D0%BD%D1%82%D0%B8/dn_1011_13.06.20
22 dod.pdf

"Zhttps://www.nature.com/articles/gim20069 1
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2. Pexomenpamii  momao JiKyBaHHSI JIi30COMHHMX 3aXBOPIOBaHb
(epMeHTHOIO 3aMicHOI0 Tepami€w, MiHicTepcTBO 0XOpoHHU 310poB’st Manausii,
2012 poky (Guidelines for Treatment of Lysosomal Storage Diseases by Enzyme
Replacement Therapy in Malaysia)'?.

Kpurepii ansa nposenenns O3T

° [linTBepmxenuil niarao3 xsopoou Paodpi:

VY 4onoBIKIB JlarHO3 MOBHHEH OYyTH MIATBEPIKEHHM JediuuToM anbda-
rajakto3yaasu A y mgimdonurax, miaasmi ado KyJIbTHBOBaHUX KiiTHHaX. JliarHos
TaKOX MOXKe OyTH MIATBEPIKEHUI HASBHICTIO MyTallli reHa ajib(a-rajJakTo3uiasu A,
110 MPU3BOJIUTH A0 CEPHO3HOr0 AePIIUTy PEPMEHTHOI TiSTIBHOCTI.

Y xinok anam3 JIHK € BaxiuBuUM, OCKUIBKM  PiBEHb (QEPMEHTY Y
reTepO3UrOTHHUX JKIHOK MO>KE 3HaXOJUTUCS B MEKax HOPMHU. Y BUIIAJKAX, KOJIU aHAJI3
JIHK He nmae octaTodHOro pe3yJyibTary, y MOCTaHOBII J[1arHO3y MOKE JOTOMOITH
JOCITIKEHHST ceul Ha rioboTpiaosmiiepamin (GL-3) Ta HasgBHICTH BEpTUIIAIO3Y Ha

POTIBIII.

° TspKkicTh 3axBoproBaHHS. [lalieHTHM TOBHMHHI BIAIOBIIATH KPUTEPIsIM
IpUHAWMHI OJTHOTO 3 HACTYITHUX YOTHPHOX 3aXBOPIOBaHb, IOB'SI3aHHX 3 XBOPOOOIO
Dabpi.

- 3axeoprosanns HUpoK, nos'sa3ani 3 x6opoborw Pabpi

Bci marienTy: miaTBEpKEHHS 3a JIOMOMOI0I0 O10TCiT HUPKU PEKOMEHIYETHCS
JUIsl HagaHHS 1HQopMauii AJii MEIMYHOIO MPOTHO3Y, BUKIIOYEHHS IHIIUX MPUYHUH
He(pomarii, JeMOHCTpalii O3HaK BOTHHUIIEBOTO TJIOMEPYJSIPHOIO CKJIEpo3y abo
G16po3y, y OUIBIIOMY CTYIIEHI HIXK OYIKYBaHHUX JUIsl BIKY, MICJIS BUKJIIOYEHHS 1HIIMX
npuduH Hedpomarii 1 TOKYMEHTYBaHHS 3HAYHUX TICTOJIOTIYHUX 3MiH, MOB'A3aHUX 3
xBopo6oro dadpi.

[amienTr 40s10B14O1 cTaTi 3 XBopoboro Padpi: mporeinypis >300 mr/24 roguau
3 KJIIHIYHUMH O3HAKaM{ MPOTpecyBaHHS ab0 aHOMallbHA IMBHUJKICTh BUBEICHHS
anpOymiHy (> 20 MKI/XB), IKYy BU3HAYEHO y 2 OKPEMHUX 3pa3Kax, MOHAWMEHIIIE Yepe3
24 romuHu a0O0 CHIBBIAHOIIEHHS albOyMIH/KpEAaTHHIH TMEPEBUIYE BEPXHIO MEXKY
HOPMH y 2 OKpEMHX 3pa3Kax, lOHAWMEHIIIE yepe3 24 TOUHH.

[TamienTH x1HOYOi cTaTi 3 XBopoboro Padpi: nmporeinypis >300 mr/24 rogunu 3
KJIIHIYHUMHU O3HAKaMH MPOrPECyBaHHS.

- 3axeoprosannsa cepys, nos’sizami 3 xeopoborwo Dabpi: tineptpodis IIBOroO
HuTyHOuKa, miaTBepakena ganumMu MPT cepist abo exokapaiorpamu, 3a BiICYTHOCTI
riNepTOHIYHOI XBOPOOH ab0 1HIIMX MPUYMH. SIKIIO apTepiaibHa rinepTeH3is HasBHA,
il i JIIKyBaTH ONTUMAJIbHUM YMHOM MPOTSATOM NMPUHAWMHI 6 MICALIB 10 MOJaHHS
3asBKM Ha DT3 BIAMOBIAHO 70 IILOTO KPUTEPitO, 3HAUHA aApPUTMIs, IO 3arpoXKye
KUTTIO, a00 MOPYIIECHHS TPOBIIHOCTI, KJamaHHE YIIIJIbHEHHS/HEIOCTATHICTb.

- lwemiyna xeopoba cyouw, noe'szana 3 xeopoboro Dabpi: IHCYABT abo
TPaH3UTOPHI 1IIEMIYHI aTaku (MIHIMYM 3 3aJl0KyMEHTOBaHI TPaH3UTOPHI 1IIEMIYHI
atraku (mami - TIA) y Bimi menme 50 pokiB 0e3 Oyab-sKOI 1HIIOI MPUYHHH,

Bhttps://www.moh.gov.my/moh/resources/Penerbitan/Perkhidmatan%200nG%20&%20Ped/GEN_RARE%20DISEASE%20/2. Guidelines_for Trea
tment_of Lysosomal Storage Diseases by Enzyme Replacement Therapy in Malaysia .pdf
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JOKYMEHTAJIBbHO MIATBEP/XKEHE MPOrPEeCyBaHHS 3aXBOPIOBAHHS MIKPOCYAMH O17101
pedoBuHHM 3a goromororo MPT 6e3 BUSBICHHS 1HIINX MPUYHH.

- Hetiponamuunuui 6ins, nog'azanuii 3 xeéopooorw ®abpi: HEKOHTPOJIbOBAHHIMA
XpOHIYHUHN O11b, HE3BAXKAIOYHM HA 3aCTOCYBAaHHS MAKCUMAJIbHUX 103 aHAIBIE€TUKIB 1
0e3 BUSBIICHHS KOJIHUX IHIITUX MPUYHUH.

Kpurepii BukntodeHHs s @3 T

[TarieHTH 3 1HIIAM 3aXBOPIOBAHHSIM, IO 3aTPOXYE KUTTIO, HA MPOTHO3 SKOTO
HaBpsa uu BuimHe O3T.

HasBHICTB TS>KKOro 200 HE3BOPOTHOT'O YPa)KeHHsI OpraHy-MillIeHl, IKe HaBpsiA YU
nokpamutbes mpu O3T.

[lamieHTH 3 03HaKaMU 3HAYHUX TPYAHOILIIB Y HABYaHHI.

BigmoBa martienTiB abo 0ci0, K1 JOTJISIalOTh 32 HUMH, BUKOHYBAaTH HACTYIIHI
BUMOTHU: JIOTPUMYBATHCh MOKUTTEBOT BHYTPINTHbOBEHHOT 1H(Y31HHOI Teparii pa3 Ha
Ba TWXHI 3rigHO 3 pekoMmeHpamismu g0 D3T, moTpumyBaTuch BUMOT OO
MIPOXOKEHHS PETYIISIPHUX TIPOLIETYP CIIOCTEPEIKEHHS, OIIIHKY Ta MOHITOPUHTY CTaHy
MaIl€HTa 3 METOIO OIIHKK €(DEeKTUBHOCTI JIIKyBaHHS Ta YCKJIAHCHD 3aXBOPIOBAHHS.

JlosyBaHHsi: PekoMeHIOBaHWN pPEXUM JO3yBaHHS JIIKAPCHKUM 3aCO00M
arajicuyaza 6era 1 MI/Kr BHyTPIIITHOBEHHO KOJKHI JIBA THXKHI.

HonatkoBa Ttepaniss: ®3T mae JONMOBHIOBAaTUCS JIKYBaHHSM aHaJIbIE€TUKAMM,
PEHOMPOTEKTOPAMH,  KApPIIOMPOTEKTOPaMH  Ta  BacCKYJOMPOTEKTOpaMH  3a
TTOKa3aHHIMU.

[TamienTn abo ixHiI OATHKHU/OMIKYHM MOBHUHHI MiAnucaTd (GopMy 3roaud mepen
noyaTkoM cyocugoBanoi 3T, ssky He0OX1AHO HAATH Mij Yac 1Mojiayi 3asBKH.

[Tpunnuenas ®3T

JlixyBannst ®3T moxe OyTH BiMiHEHE B Oy/Ib-AKii 13 HACTYITHUX CUTYAaIlli:

SIk1o y marieHTa po3BUBAETHCS MTPOTPECYI0UE HEBPOJIOTIYHE MOTIPIICHHS.

SIKII0 MAIieHT HEe TOTPUMYEThCS KYpPCY JIIKYBaHHS, CIIOCTEPEKEHHS, IPOIEAYPH
OIIIHKY BiJIMOBITHO /10 peKoMeHaiii 3actocyBanns O3T.

Sximo y marieHTa pO3BUBAIOTHCS 1HII HETOB’sI3aHI 3aXBOPIOBAHHS/CTAHU, IO
3arpoXKyIOTh JKUTTIO, a00 TSDKKI 3aXBOPIOBAHHS/CTaHM, SKI MOXYTh CKOPOTHTH
TPUBATICTh Ta SIKICTh JKUTTA, TPU SIKUX TAIi€HT He oTpuMae kopucti Big P33T mpu
JikyBaHHs xBopoou daodpi.

Skio y maiieHTa po3BUBAETHCS YCKIAHCHHS, 110 3aTPOXKYE KUTTIO, IKE MOKE
MOCTAaBUTH TMiJ 3arpo3y e(ekTuBHICTH a00 KOpUCTh BiAg mnpojoBxkeHHs D3T,
BKJIIOUAIOYM CEepio3HI MOOI4YHI peakiii, moB’si3aHi 3 1HQY31€0, a00 YTBOPEHHS
AQHTUTIIaMM, SKI HEMOXXJIMBO 3aroO0irTé  a00 KOHTPOJIOBAaTH  BiJMOBIIHOIO
npeMeIMKalll€ro Ta/ado KOPUTyBaHHSM IIBUJIKOCTI IHPY3Ii.

3. Pexomenaauii o0 mo4aTky Ta NpunuHeHHs ¢epMeHTHOI 3aMiCHOI
Tepanii y NanieHTiB i3 XxBopo0010 Padpi: KOHCEHCYCHMI JOKYMeHT €BponeiicbKol
pooouoi rpynu ®aodpi, 2015 poxky (Recommendations for initiation and cessation
of enzyme replacement therapy in patients with Fabry disease: the European
Fabry Working Group consensus document)'*,

KoncencycHi kpurepii s noyatky O3T:

' https://ojrd.biomedcentral.com/articles/10.1186/s13023-015-0253-6
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I'pyna ¢axiBuiB moroauiacs, IOA0 HEOOXiMHOCTI audepeHIami Mk
Mali€eHTaMy 40JIOBIYOI Ta JKIHOYOI CTaTl, a TaKOK MDK MaI[l€HTaMU 3 KJIACHYHUM
dbenotunom Ta perHorunom xBopodu Dabpi 3 mizHIM TouaTtkoM. [lominm >KiHOK 3a
dbenoTunom 6a3yeThcsi HA HASBHOCTI 200 BIFACYTHOCTI KJIACTEPHOI aHTIOKEPATOMHU,
BUXpenoi0Ho01 keparonarii (verticillata cornea) abo myxe Bucokoro piBHs (lyso)Gb3.
Jlnst 4oNoBIKIB 13 KJIACHMYHUM (PeHoTUrnoM xBopobou @Padpi Oylio AOCIATHYTO
KOHCEHCYCY II0JI0 TOTrO, 1110 JiikyBaHHS O3 T MokHA PO3IIISIAATH Y MAIIEHTIB BIKOM BiJ]
16 pokiB, HaBITh SAKIIO Yy HUX HEMA€ CUMIITOMIB a00 KIIHIYHHUX O3HAK YypaK€HHS
oprasiB (kynac pekomengauii I1I1B). YonoBikiB 1 &IHOK 13 KJIACHYHUM (DEHOTHUIIOM, a
TaKOX YOJIOBIKIB 13 (heHoTUnoM XxBopoOu Pabpi 3 Mi3HIM MOYATKOM CJIiJT JTIKYBaTH, SIK
TUTIBKM 3 ABJISATHCS PaHHI O3HAKU Ypa)XX€HHs OpraHiB (HMpOK, cepus Ta/abo
IIEHTpaIbHOI HEpBOBOI cuctemu, Aami - [ITHC), mo BianoBigawTs XxBopoOi Dabdpi 1 He
MOBHICTIO TOSICHIOIOTHCSI 1HIIIOIO TaTosioriero (kimac pexomeHnamiii ). MoxHa
PO3TJISTHYTH JIIKYBaHHS Y KIHOK 3 (PEHOTHUIIOM 3 Ti3HIM MOYaTKOM XBopoou daodpi 1
paHHIMH KJITIHIYHUMH O3HaKaMHu, [0 BIAMOBIJAOTh XBopoOi @Pabpi (kmac
pexomenpamiii I[IB). Opranocmenmdiuai KpuTepii s TOYATKy JIIKyBaHHS
npecTaBiieHl B Tabauii 2.

Tabmuis 2. Kpurepii koHceHcycy uist moyarky O3T

Biacythi Hupxku Ceprie HC binp KT
O3HaKH abo
CHUMIITOMH
YonoBiku 3 | crapmie 16 | mikpoansOy | rineptpodis | ypakeHHs Heriponatuy | CuMmnTo
KJIACHYHUM | POKIB MIHYpis cepus 615101 Hull OL1b MU
¢denotunom | (kmacc [IB) | (xmac I) (MakcuMalpb | peYOBUHU (xmac I[TA) | nuTyHKOB
XBOpOOH Ha ToBmmHa | (kiac IIB) o-
dabpi nporeinypist | cTinku > 12 | TIA/incyns KHAIIKOBO
(xmac I) MM) Oe3 T (knac ITA) ro
¢bi16po3y TPaKTy
(a0 e 3 (xmac
MiHIMaJIbHU IIA,
MH SIKIIIO BIK
03HaKaMHu) <16
(xmac ) POKIB;
HHUPKOBA O3HAKH BTpara Heliponatuy | knac IIB,
HEJOCTATHIC | HOPYLIEHHS | CIyXY 3 HU OLJIb, SKIIO BIK
T (IIK®D CEepLEBOro | MOMPABKOIO | HaBIiTh > 16
60-90) putmy (I Ha BIK (KJ1ac | SIKIIO BiH POKIB)
(xmac I) KJ1ac) IIB) MOBHICTIO
HUPKOBA KOHTPOJTIOE
HEJOCTaTHIC ThCs (HE
Tb (IHK®D 3aBaXKae
45-60) MOBCAKACHH
(xnac 1IB) 1171
JUSITTBHOCTI)
3a
JIOTIOMOT 010
3HE00II0I0Y
uXx 3aco0iB
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(xnac I1IB)
Yomosiku 3 MIKpoans0y | rinepTpodis | ypaxeHHs Heriponiatua | CUMIITO
beHoTunom MiHYpis cepus 6101 HU O11b MU
3 Mi3HIM (xmac I) (MakcuMalb | peYOBHUHU (xmac ITA) | nutyHKOB
MMOYaTKOM Ha ToBuIMHA | (kiac I[IB) o-
XBOpoOu npoteinypis | cTiHku > 12 | TIA/iHcynp | Heifponatuy | KMIIKOBO
Dabpi (xmac 1) MM) Oe3 T (xiac I1A) | Hwmii Oirb, ro
bi6po3y HaBITh TpakTy(K
(abo murre 3 SIKIIO BIH nac IIA,
MiHIMaJIbHU MOBHICTIO SKIIO BIK
MU KOHTpotoE | <16
O3HAKaMH) Tbes (HE POKIB;
(xnac I) 3aBaXKae kiac 1B,
HUPKOBA O3HaKH BTpara MOBCSKACHH | AKIIO BIK
HEJOCTATHIC | HOPYLIEHHS | CIyXY 3 11 > 16
T (LIKD CEepLIEBOrO | MOMPABKOK | [TisUTBHOCTI) | POKIB)
60-90) pUTMY Ha BIK (KJjac | 3a
(xmac I1A) (xmac I) IIB) JIOTIOMOT' OO
HUPKOBA 3HEOOIIO0Y
HEJIOCTaTHIC uXx 3aco0iB
b (ILIKD (xmac 1IB)
45-60)
(xnac 1IB)
XKinku 3 Mikpoanb0y | rineprpodis | ypaxkenHs | Heliponatuy | CUMITO
KJIACHYHUM MIHYpis cepus 611101 Hull OLIb MU
dbenotunom (xmac 1IB) (MakcuMalb | pe4OBUHU (xmac ITA) | nuTyHKOB
XBOpOOH Ha ToBmmHa | (kmac I1B) o-
Dabpi npoteinypis | cTiHku > 12 | TIA/incynp | Heifponatuy | KHIIKOBO
(xnac 1IB) MM) Oe3 T (knac ITA) | Huit Oib, ro
HHUPKOBa $i6po3y BTpaTa HaBITh TpakTy(K
HenocratHic | (abo mume 3 | cinyxy 3 SKILO BIH nac IIA,
6 (ILK® MiHIMAJbHH | [OMPABKOK | HOBHICTIO SKIIO BIK
60-90) MU Ha BiK (kiac | KOHTpoiroe | <16
(kmac ITA) | o3Hakamu) | [IB) ThCS (HE POKIB;
(xmac ) 3aBaXKae kiac [IB,
HUPKOBA O3HAKH MOBCSKACHH | AKIIO BIK
HEJOCTATHIC | HOPYLIEHHS 1171 > 16
b (ILIKD CEepIIEBOTO JUSUTBHOCTI) | POKIB)
45-60) pUTMY 3a
(xmac 1IB) (xmac I) JIOTIOMOT'O0
3HE00JTI0I0Y
uXx 3aco0iB
(xnac 1IB)
Kiniku 3 Mikpoanb0y | rineprpodis | ypaxkeHHs | Heliponatuy | CuUMITO
(benotunom MIHYpis cepus 615101 HUll OL1b MU
3 Mi3HIM (xmac 1IB) (MakcuMalb | pe4OBUHU (xmac ITA) | nuTyHKOB
MMOYaTKOM Ha ToBmMHa | (kiac I[IB) o-
XBOpOOH npoteinypist | cTiHKU > 12 | TIA/incynp | HefiponaTtiy | KHIIKOBO
dabpi (xnac 11B) MM) Oe3 T (knac ITA) | Huit Oinb, ro
HHUPKOBa $i6po3y BTpaTa HaBiTh TpakTy(K
Henocratic | (abo ymme 3 | cinyxy 3 SIKIIO BiH nmac ITA,
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Tb (IHKD MiHIMaJbHHU | TIOMIPaBKOIO | MOBHICTIO SIKIIIO BIiK
60-90) MU Ha BIK (KJac | KOHTposoe | < 16
(xnac I1IB) o3Hakamu) | IIB) Thes (HE POKIB;
(xmac I) 3aBaXae kiac 1B,
HUPKOBA O3HAKU MOBCSIKJICHH | SIKIIIO BIK
HEJIOCTATHIC | TOPYIICHHS 11 > 16
b (ILIKD CEpIIeBOTO TSTBHOCTI) | POKIB)
45-60) pUTMY 3a
(xnac 1IB) (xmac I) JIOTIOMOTO0
3HE00JTI0I0Y
uX 3aco0iB
(xnac 1IB)

KoHceHcycH1 KpuTepii i NpunuHeHHs a00 BiiMoBH BT moyaTky 3T

Kpurepii ans npununenns O3T:

Henorpumanns > 50% indys3iit (k1ac pekoMmenartiii I).

BigmoBa  Big  peryiasipHOro  BiABiAyBaHHS  (3TiHO 3
pPEKOMEH/IAIlIsSIMK ) BI3UTIB CIIOCTEPEKEHHs (KIac pekoMenaaiii I).

[TocTiitH1 HeOe3neuH1 A )KUTTA a00 TAKKI1 1H(Y31iH1 peakiii, iK1 He MIAJa0ThCA
npoduTakTULl, HanpUKIaa aHadinakcis (knac pekoMmenaanii I).

Bumora nartienTa (kiac pekomenaaii I).

TepminanbHa cTajisgs HUPKOBOI HEJOCTATHOCTI, 0€3 MOXKJIMBOCTI TpaHCIUIaHTAITl]
HUPKH, Y TIOEIHAHHI 3 PO3BUHEHOIO ceplieBor0 HemocTaTHicTio (kiac IV 3a NYHA)
(kmac pexomenpairiit ITA).

TepminanbHa cramis xBopobu @Pabpi abo 1HINI CYIMyTHI 3aXBOPIOBAHHS 3
OY1KYBaHOIO TPUBAICTIO XKUTTA < 1 poky (kjac pexomennaiiii [1B).

Cepiio3He 3HWKEHHS KOTHITMBHUX (QYHKIIH 3 Oyap-skoi mpuduHHA (KjIac
pexkomenmarii 11B).

BigcyTtHicTe BigmoBiAi mpotsroM 1 poKy, KOJW €IWHAM TIOKa3aHHSM JUIS
npoeneHHss @O3T € HeBponmaTMuHMl OLIb TpPU  OTPUMAHHI MAKCHUMAJIbHOI
NiATPUMYIOUOi Tepamii (kinac pexomenaauii [1B).

Kpurepii ans BiamoBu Bijg noyatky O3 T:

3axBOpPIOBaHHS CcepIlsl 3 MOMMUpPeHUuM (iOpo30M, SKIIO 3aXBOPIOBAHHS CEPIIS €
€IMHUM TTOKAa3aHHSM [0 JIIKYBaHHS (Ki1ac pexkoMeHpanii I).

TepminanbHa cTajis HUPKOBOI HEJOCTATHOCTI, 0€3 MOXKJIMBOCTI TpaHCIUTAHTAITl]
HUPKH, Y TIOEJIHAHHI 3 PO3BUHEHOIO ceplieBoro HemocTaTHicTio (kiac IV 3a NYHA)
(xnmac pekomenpartiii I1A).

Tepminanbaa cragis xBopobu @abpi abo iHIII CymyTHI 3aXBOPIOBAHHS 3
OYIKYBaHOIO TPUBAICTIO KUTTA < 1 poky (kiac pexomennaiiii [1B).

Cepiio3He 3HWKEHHS KOTHITMBHUX (QYHKIH 3 Oyap-skoi mpuduHHA (KjIac
pexkomenarii 11B).

4. Pexomenaanii 3 BeJeHHs1 Ta JIIKYBAHHS JJIsl JOPOCJIHUX MAaIli€HTIB,
2018 poky (Fabry disease revisited: Management and treatment
recommendations for adult patients)">.

Po3pobOka pexomenpaimiii Oyna posmnodara Ha Hapagl MIDKHAPOJHOI TpyHH
ekcrieptiB 3 xBopoou Padpi B Anmanti, CIIA. Jlo ckmagy MIKHApOJIHOI T'pYIH

JJOKaJIbHUMH

https://www.sciencedirect.com/science/article/pii/S10967192173076802via%3Dihub
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ekcrepTiB 3 XxBopoOou Dadpi BXOAWIM NPEACTAaBHUKK 7 cHelialbHOCTeH. byro
MIPOBEJICHO JICKUJIbKA PayHJIB MEPeryisay, JOKW BCl YYACHMKU JTUCKYCIl HE TINAIUIH
KOHCEHCYCY.

KomMmrinekcHe Ta cBo€uacHe JIiKyBaHHS JOPOCIUX MAIEHTIB 13 XBopoOoro Padpi
Mae OyTH CHpsIMOBaHE Ha TOMEpPEeHKEHHS (T0JaIbIIoro) MPOrPEeCyBaHHS 0
HEOOOPOTHOTO TOMIKO/PKCHHS TKAaHWH Ta OPTaHHOI HemocTaTHOCTi. JlikyBaHHS
noBuHHO BKJtoyatn P3T Ta cumnromatuyHy Ttepanito. JlikyBaHHS Ta Mojanblie
CIIOCTEPEXKEHHSI JUIsl OLIHKMA BIAMOBIAI HA Tepamilo MOBUHHI MPOBOJUTHUCH MiJ
HarJISI0M JIiKapsi, SIKUH Mae JOCBIJ JIIKyBaHHS Talli€eHTIB 13 XxBopobOoro dadpi, 3a
y4acTI0 MyJbTHUAMCHMIUIIHAPHOT KIIHIYHOI TpYyNH, sKa BKIIOYAE HEBPOJIOra,
Hedposora, Kapaionora, MeIMYHOTO TeHETHKA, KOHCYJIbTaHTa 3 TEHETHKH, ICUXO0JIOTa,
MEJUYHY CECTpy.

B nanuit wac ®3T gocrynHa y ¢gopmi arancunasu anbda 1 araiacupasu Oera.
Arancunasa anbha BBOAUTHCS BHYTPIIIHROBEHHO y 7031 0,2 MI/KT Macu Tijia KOXKHI1
JBa TW)KHI Ta CXBajeHa B Oararbox KpaiHax cBity, kpim CIIA. Arancumaza Gera
BBOJIUTHCS BHYTPINIHBOBEHHO y 11031 1,0 MI/Kr mMacu Tija OAuH pa3 Ha 2 THXKHI Ta
cxBasiena B €Bpori, CIIIA Ta 6aratbox iHIIMX KpaiHax.

Pexomennaii oo moyarky ®O3T, siki 3BepTarOTHCS J10 JTiKaps Y JOPOCIOMY BiIli
a00 y SIKMX MI3HIM 11arHo3 OyJI0 1arHOCTOBAHO 3a JI0NOMOT0K CKPUHIHTY XBOpPOOU
®abpi cepea HOMyISAUid 13 BUCOKMM pHU3MKOM a00 CIMEHHOr0 CKpPHUHIHTY,
IPEACTaBICHO B Tabmuui 3.

Tabnuug 3. Pekomennanii moao noyarky ®3T y nopociaux maii€eHTiB 4OJIOBIYOI Ta
KIHOYOI CTaTi 3 KIACMYHUM (EHOTHUIOM abo 3 (PEHOTUIIOM 3 Mi3HIM MOYATKOM abo
GLA HeB110MOr0o 3HaYEHHS

[Tonynsis Pexomenparii moao moyatky ®3T
Knacuunmii ¢enotun xsopoOu
Dabpi
- Tlamientu yomaoBiuol Cnig po3rissHyTH MOXIJIUBICTH 3actocyBanHs D3T, ska €
CTaTi, 3 CHMIITOMaMH# a00 | IOIUIBHOIO JJIs BCIX MAII€HTIB y OyAb-IKOMY BIIli.
0e3CHMIITOMHI

- TlamienTtu xiHO4Oi cTaTi, | O3HAKW/CUMOTOMH, SIKI BKa3ylOThb Ha Ypa)K€HHS OCHOBHMX

3 CUMIITOMaMH oprasis, Ta BuMararoth nodatky ®3T:
- HeWpomatuyHuil Oulb, OOJBLOBI KpU3HM, HEBPOMATIis
xBopobu Paodpi;

- npoTeiHypis/anbOyMiHypisi, He TOB's3aHAa 3 IHIIUMHU
NPUYMHAMHU, O3HAKM HHUPKOBOI HEJOCTaTHOCTI (MOXe
3Ha100UTHCS O10IICIs HUPKH, SKIIO BOHA 130JbOBAHA);

- iHcynbT abo TIA;

- CHUMITOMAaTHYHE 3aXBOPIOBaHHS CepIlsi, HE TIOB'S3aHE 3
IHIIMMU NPUYUHAMH (33MIIKa, IPUCKOPEHE CepLEeOUTTS,
HETIPUTOMHICTB, OUTb Yy TPYIsIX);

- peuuauBylouya  Jiaped, XpOHIYHa,  IHBaJIigU3yroya
muchyukimiss  IKT (3a BHUHATKOM aJbTEpHATUBHHUX
MIPUYHH);

- HEMEepeHOCHMICTh (I3UYHNX HABAHTAKCHD Ta MOPYIIICHHS
MTOTOBHU/TIJICHHSI.
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- TlamienTH >xiHOYOI cTaTi,
0e3CHUMITTOMHI @3T cinijt po3MIISIHYTH, SKIIO € 1a00paTopHI1, T1ICTOJIOTYHI 200

Bi3yaJli3ylo4l 03HaKU MOLIKO/DKEHHS! HUPOK, cepiit adbo [THC:

- 3axBoproBaHHs HUPOK: 3HIKeHHs LLIK®D (<90 mn/xB/1,73

M 2 3 monpaBkoro Ha Bik > 40 pokiB [kateropis HIK®D >
32], critika ansOyminypist > 30 Mr/T [KaTeropis
ansOyMinypii A2 abo A3]), 3raaKyBaHHS HI)KKU
migo1uTa ab0 TIIOMEPYIIOCKIIEPO3 MPpHU O10TICIT HUPOK,
noMipHi abo Baxki BkmoueHHst GL-3 y psnai Tumis
HUPKOBHX KJIITUH

- “HIMHI” 1HCYNBT, ypaXXeHHs 01101 pe4OBUHHU T'OJIOBHOTO
MO03Ky (Ha MPT ronoBHOT0O MO3KY);

- 0e3CMMITOMHE 3aXBOPIOBaHHA cepls (KapaiomionaTis
abo apurmis, cepueBuil ¢i6po3 Ha KoHTpacTtHii MPT
cepis);

@O3T Takox CIiJ pO3IJIIHYTH, SKIIO 3a HAasBHOCTI O3HAK Ta
CUMIITOMIB  3aXBOpIOBaHHA  OyJl0  MPOJIEMOHCTPOBAHO
acCUMETpUYHMM marepH  1HakTuBaUli X-XpOMOCOMH 3
NEePEeBaXHOIO eKcrpeciero MyTaHTHoro ajnento GLA 3 myxke
HU3bKOIO aKTHBHICTIO ajib(a-raakrozugasu A abo 0e3 Hei.

®denotuIl 3 Mi3HIM oyaTkoM abo | @3T ciif po3risHyTH, 1 BOHA JOPEUHa, SIKIIO € J1abopaTopHi,

MiCEHC-BapiaHTH GLA | ricrosoriyai  abo Bi3yami3aiiiiHi O3HAKH IOIIKOKEHHS
HEBIJIOMOT'0 3HAYEHHS HUpoK, cepus abo I[[HC, sk ommcaHo BuIle, HaBiTh 3a
- IlaumienTtu 4yonoBivoi Ta BIJICYTHOCTI TUIIOBHX CUMIITOMIB XxBopoOu dabpi. AHomanii
XKIHOYO] cTaTi MaroTh OyTH MOB'si3aHi 3 XBopoOoro dadpi; AMs HBOTO MOXKE

OyTu TOTpiOHA TICTOJIOTIYHA OIlIHKa ab0 O10XIMiYHI JTOKa3u
HakonmyeHHs GL-3.

Jns iHTepnperanii natoreHHocTi Oynb-skoro Bapianty GLA
HCBi,Z[OMOFO 3Ha4YCHHA CJ'IiI[ 3BCPHYTHCA 3a KOHCYJIBTaI_IiGIO a0
(axiBIs B raimy3i TeHETUKU Ta JIIKyBaHHs XBopoOu dDabdpi.
[TamienTn 3 100pe OXapaKTepU30BaHUM JTOOPOSKICHUM
nomimopdizmom GLA ue moBunHI1 jikyBatucs O3T.

3a BIACYTHOCTI SIBHOI TATONOTil TKaHWH, TOB’S3aHOI 3
xBopoboro dadpi, ado kimiHiuHUX cuMmnToMiB, D3T moxe OyTu
HEJIOIJIHOI, OCOOJIMBO Yy TETEpO3UTOTHHUX TAIli€HTIB
XK1HO4YOi cTaTi. LI mamieHTH MOBUHHI PEryJIIpHO mepeOyBaTH
11T HATJISJIOM MDKIUCITUIUTIHAPHOI KOMaHIH

®3T cnig noeAHYBaTH 3 CHMOTOMATUYHUM JIIKYBAHHSIM, SKIIO 1€ MOKa3aHO s
JIKYBaHHS HUPKOBUX, CEPIIEBUX, HEBPOJOTTYHUX Ta 1HIIUX YCKJIaJHEHb XPOHIYHOTO
Ypa)KE€HHS TKaHUH, CIIPUYUHEHOT0 XBOpoOoto Dabdpi.

5. KoHceHcycHI pexomeHaamii mI0A0 JiarHOCTMKH, BeJAeHHHA Ta
JikyBaHHs1 XBopoOu Daopi y aireii, 2019 poky (Consensus recommendations for
diagnosis, management and treatment of Fabry disease in paediatric patients)'®.

KonceHcycHi pexomeHaallii po3po0OsieHi GppaHily3pk0i0 poO0YOI0 TPpyMoro, 1o
CKJIaJIasiach 3 MeaiaTpiB Ta TeHETHKIB, SKi MAIOTh JTIOCBIJ JIIKyBaHHS XBOpoou dadpi.

¥ 2001 poui €Bporneiicbke areHTCTBO 3 Jikapchkux 3aco01B (EMA) cxBanuiio iBa
nikapceki 3acoom @3T. OOuaBa mikapchbKi 3acO0M 3aCTOCOBYIOTHCS TPOTATOM yChOTO
YKUTTS 1 BBOJATHCS IIJIIXOM BHYTPIIIHBOBEHHOI 1H(Y31i KOXKHI1 1Ba THKHI. Arajicujasa
anbQa cxBajeHa AJid A1TeH Ta miUITKIB BIKOM Bif] 7 pokiB y 1031 0,2 Mr/kr. Arancujasa

1 https://onlinelibrary.wiley.com/doi/10.1111/cge.13546
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Oeta A03BOJIeHA IITSIM 1 MiyIiTKaM BiKOM Big 8 pokiB y nmo3i 1,0 mr/kr. Ha
CHOTOJIHIIIHIA JIeHb arajicujaa3a 0eTa € €IMHUM JIIKapChKUM 3ac000M, CXBaJleHUM
VYrpaBiaiHHAM 3 NHTaHb Xap4yOBHX MPOAYKTIB 1 Jikapchkux 3aco0iB CHIA s
JiKyBaHHS XBopoOu Paopi.

[Touarok 3actocyBanHss P33T y AUTHHCTBI MOXE YMOBUIBHUTH ab0 HaBITh
3YIIUHUTH TPOTPECYBAaHHS ypa)KEHHS OpPraHiB JO TOTO, SIK BiIOYMyThCS HE3BOPOTHI
smiHM. [l XJOMYMKIB 1 JIBYATOK 13 CHMITOMaMH HEBPOIATHUYHOTO OO0,
NATOJIOT1YHO1 aJbOyMIHYPIi (MPUHANMHI 3 MI/MMOJIb KPEATUHIHY ), TSHKKOTO YPayKEHHS
KT 1 aGpomiHambHOrO OO0 YK ypaKeHHsS CEpLsl CIIiJI PO3IJISTHYTH MOMIJIMBICTh
3actocyBaHHs O3T. Ha nanuii MOMEHT HEMae TaHUX, K1 O MIATBEPAXKYBaJIU OYATOK
@®3T Ha miAcTaBi JUIIe HASBHOCTI aHTOKEPATOMH.

Jlnst 6e3CMMNITOMHUX XJIOMUUKIB KpuTepii mouatky ®3T Hapasi BiAMOBIAAIOTH
notouyHii KopoTkiit xapakrepuctuii Jikapcbkoro 3acody (SmPC), ska Bkaszye Ha
MOYaTOK JIIKYBaHHS y Bili 7 abo 8 pokiB abo cTapiie, 3a BIJICYTHOCTI JIaHWX IIOJI0
MOJIOJIIIOT TTOIYJISIITIi.

Ha nmanmiit MOMEHT HeMmae JaHMX, sKi O marBepmkyBanm iHimario O3T y
0€3CMMIITOMHUX JIIBYATOK, ajie JiBYaTKaM, T€TEPO3UTOTHHM 3a XBopoOor dadpi i
BIKOM BiJ1 7 pokiB, ciij 3anpononyBatu XCl-rectyBanus (X chromosome inactivation
testing) Ta, y pasi BUSBIEHHs eKkcopecii mytaHTtHoro anens GLA, po3riasHyTtH
3actocyBanHs O3T.

6. XBopoO6a @aoOpi. HauioHanbHMHA MPOTOKOJ [JTiaTHOCTUKH Ta
JikyBaHHs HanmioHaJbHOro oprany 3 nuTaHb OXOpPOHHM 310poB'sa ®panuii, 2021
poky (Protocole National de Diagnostic et de Soins (PNDS) Maladie de Fabry)'’.

Coenndiuai MeToau JIIKYBaHHS XxBopoou Padpi

B ocHoBi cnerudiunoro mikyBanHs Jdexuth O3T 3 3acToCyBaHHSM arajicuia3u
anvda abo arancupmasu Gera abo Miramacrary. IX o0'€HaHHS He JOIYCKAEThCA.
[TouaTkoBe Tpu3HAYCHHS cHEeU(PIYHUX METOIB JIKYBaHHS MiIsATae 3aTBEPIHKCHHIO
KOOPJIMHAIIIMHAM JTOBIIKOBHM IICHTPOM I0J0 XBopoOu @Pabpi abo 1eHTpoM
KoMITeTeHIIii XxBopoou Daodpi.

Cranom Ha 15.11.2021 y ®@panrii 3apeectpoBani 2 opdaHHi JiKapChKi 300U IS
JikyBaHHsS xBopoou Dabpi: arancuaaza ambda 0,2 Mr/kr KoxxHi 2 THXKHI (TIOKa3aHa
naii€eHTam BIKOM BiJl 7 pOKIB Ta cTapilie) Ta arajacujaza 6era | Mr/Kr KoHi JIBa TUXKHI
(moxasaHa mali€eHTaMm BIKOM BiJl 8§ pOKIB Ta cTapiie).

ITokazanHs

VY reMi3UroTHUX MAIli€HTIB YOJOBIYOI CTATI 3 KJIACUYHUM (PEHOTUIIOM XBOPOOH
®abpi ®3T pekomMeHIOBAHO PO3MOYMHATH 3 18 pOKIB, HABITH 3a BIJCYTHOCTI
CUMIITOMIB.

VY TeMI3UTOTHHX MAIEHTIB YOJIOBIYOi cTaTi 3 (PEHOTHIOM 3 TI3HIM MMOYaTKOM
xBopoou dadpi: moyarok crnenu@ivHOro JIKyBaHHS HE OyJe CUCTEMATUYHUM 10 35
POKIB, aje Horo moTpiOHO Oyne OOrOBOPUTHU 1 MPUHHATH PIIICHHS, BPAaXOBYHOUH
OIIIHKK MYJIbTUAUCIUIUTIHApHOT Tpynu. [loka3zaHHs &aJiss MOYaTKy KOHKPETHOTO
JiKyBaHHS 00OB’SI3KOBO TMOBHHHI OyTH MiATBEPIKECHI KOOPAUHAIIHHAM JTOBITKOBUM
HEHTPOM 1110710 XBOopoou Dabpi abo 1eHTpoM KommeTeHLii xBopodu Padpi.

17 https://www.has-sante.fr/jcms/p_3301584/en/maladie-de-fabry
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VY reTepo3uroTHUX Mali€HTIB KIHOYO1 CTaTi 3 KIaCUYHUM (DEHOTUIIOM XBOPOOH
®abpi 3T Moxke OyTH 3aIIPONIOHOBAHA B KO)KHOMY KOHKPETHOMY BHITJIKY 3aJI€KHO
Bl KJIIHIYHOTO KOHTEKCTY, IyMKH TAIllEHTKH Ta ii mpodimro iHakTmBamii X-
XPOMOCOMH.

VY reTepo3uroTHUX MAaIlE€HTIB >KiHOUYOi cTaTi 3 (eHorurnom xBopodu Dadpi 3
MI3HIM OYAaTKOM: TIOYATOK CIenU(IYHOro JIIKyBaHHS He Oyne cucreMatnuyHuM 110 40
POKIB, aje Horo morpiOHO Oyjae OOroBOPUTH 1 MPHUIHATH PILICHHS, BPaXOBYIOUH
OLIHKH MYyJIbTHAUCUUIUTIHAPHOT Tpymu. [lokazanHa 111 TOYaTKy KOHKPETHOTO
JIKyBaHHsI 00OB’SI3KOBO MOBHHHI OYTH MIATBEPIHKEHI KOOPAUHALIMNHUM JTOBIIKOBUM
LHEHTPOM 110,10 XBopoOu Pabpi ado 1eHTpoM KoMIieTeHLii XBopoou Paodpi.

JlikyBaHHS JliTeH

PekoMeH10BaHO pO3MIISIHYTH MUTAHHS PO crieludivyHe JTIKyBaHHS XJIOMYUKIB 3
KJIacM4HUM (eHoTUIoM xBopoou dadpi 3 7-8 pokis..

be3cuMnTOMHI XJIOMYUKH 3 KIACUYHUM (DEHOTUIIOM 3aXBOPIOBAHHS MOXKYTh
OTpUMATH KOPHUCTH BiJl PAHHHOTO TIOYATKY CIENU()IYHOTO JIKyBaHHS Y BiIll BiJ 7 10 8
POKIB Ha OCHOBI TaKMX KpPHUTEpIiB: HAsSBHICTh MAaTOTEHHOTO BapiaHTy TeHa GLA,
CiMEHHUN aHaMHE3 TSHKKUX (OPM y XJIOMMIUKIB, AKTUBHICTh alib(a-TaJakTo3uaa3u A B
nepudepUIHNUX JEHUKOIMTaX He BU3Ha4YaeThes, lysoGb3 y muma3mi 6ibine 20 HMOIB/.

Hemae KOHKpeTHHMX pPEKOMEHIAIliNl Mmo10 Oe3CHMMITOMHHUX TeTEPO3UTOTHUX
nipuar. IIpoTe peKOMEHJOBAaHO MPOBOJUTU OI[IHKY 3MIIIEHHA I1HAKTUBAIli X-
XPOMOCOMH 3 8-pIYHOTO BIKY, a 3@ HASIBHOCT1 HECIIPUSATIMBOIO 3MIIIEHHS HA KOPUCTh
ekcripecii MytanTHoro anensi GLA nomiasHO po3MISIHYTH MOXIIMBICTE ClIEUU(IYHOTO
JIKyBaHHsS. 3a BIJICYTHOCTI 3MIIIEHHS 1HAKTUBalli X-XpOMOCOMH Ha KOPHCTb
excripecii myrantHoro anenst GLA ®3T He po3noynHaTUMYTh, ajne KOXH1 3—5 pokiB
HEO0OX1THO MPOBOJIUTH KIIIHIYHUN MOHITOPHUHT.

VY nmiteit Ta mamTkiB 13 GeHorunom xBopoobu dadpi 3 Mmi3HIM MOYATKOM HEMAE
nokaszaHnb Jij1s1 moyaTky @3T abo miramacratom.

7. Pexomenaaunii ciay:x0m oxopoHu 310poB's Ipiaanaii aias jJgikyBaHHA
xBopooun Daopi, 2022 poxy (HSE Guidelines for the Treatment of Fabry
Disease)!8.

Pexomenmanii ciayxx0u oxopoHu 310poB'a Ipaanaii 3 jgiarHOCTHKM Ta
JiKyBaHHS XBOpoOu Padpi st 10pocamx

Hiaruo3 xsopo6a ®@abpi miATBEPIKY€ETHCS JIHUILIE TOA1, KOJIU:

- MPOJIEMOHCTPOBAHO AediuT a-ranakro3uaasu A (a-Gal A);

- BUABIICHO MaTOTeHHUH BapiaHT reHa GLA.

['eHOTUITYBaHHA y KIHOK Ma€ Ba)JIMBE 3HAYEHHS, OCKIJILKHU PIBHI (PEPMEHTIB Y
KIHOK-TETEPO3UTOT MOXKYTh OyTH B MeXax HOPMH, HaBiTh SIKIIO MAI[iEHTH MalOTh
CUMIITOMH.

Bapiantu rena GLA HeBiIOMOTo 3Ha4Y€HHS Yy MAIIEHTIB 3 YPOKEHHSIM OIHOTO
OpraHy € J1arHOCTHYHOIO MPpoOIeMor0. SKIO J1arHo3 3aJuIIaeThCs HEBU3HAYEHUM,
HACTYITHE MO’XHA HaJaBaTH JAJS MiATBEPAKEHHS MAaTOTEHHOCTI: OI10MCis ypaXeHOro
oprany (HampuKIaJa, HUPKUM YU cepus) Ui JEMOHCTpalil XapakTepHOi KapTUHU
HAaKOMHWYEHHSI 3@ JIONIOMOIOK E€JIEKTPOHHOI MIKPOCKOMIi; XapakTepHl O3HAKH

Bhttps://www.hse.ie/eng/about/who/acute-hospitals-division/drugs-management-programme/protocols/hse-guidelines-for-the-treatment-of-fabry-
disease.pdf
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KapJioMiomnarii mpu xBopo6i ®adpi Ha MPT cepiis; o3naku HakonuueHHst Gb3 B ceui;
piBHi lyso-Gb3 y mra3mi > 2,7 HM.

JlikyBaHHS
@®3T mst gopocnux (> 16 pokiB) 13 MATBEPKEHUM J11arHO30M XBopoba Dabpi

Ta K1 BIAMOBIOAIOTH KPUTEPIAM MOYATKY JIKyBaHHA: araicupaa3a aiabpa 0,2 Mr/kr
KO>XHI JIBa THKHI 200 arancuaasa oera 0,3-1,0 Mr/kr KOXKHI JBa TYDKHI.

[TepopanbHa Tepamist Ay 1opociaux (= 16 pokiB) 13 MATBEPIKEHUM J1arHO30M
xBopoOa Pabpi, AKi MalOThb NATOTEHHUW BapiaHT, WO MIAJAETHCA JIIKYBAaHHIO Ta
BIJIMOBIJIAIOTh KPUTEPISIM MOYATKY JIIKYBaHHS Mirajacratom: miranactat 123 wmr (1
KaricyJia) OJJMH pa3 Ha JICHb IEPOpabHO Yepe3 JICHb.

Kpurepii BKIIOUEHHS:

[TamieHT MOBUHEH BiJBIAYBATH JIiKaps Ta MPOXOIUTH OOCTEKEHHs, MIPU3HAUCHI
KOMAaH/IOK KJIIHIIIUCTIB.

[To4aTKOBi KpUTEPIi:

VY 40710BiKIB 13 KJIaCHYHUM (DEHOTHUTIOM (aKTUBHICTHh (PEPMEHTY JEUKOIUTIB <5%
1 KJTacHYHU (EHOTHUN) MPU BCTAHOBIEHHI JIAarHO3Y CIiJ] PO3TISHYTH MOXJIUBICTH
cnerudiuHoi Teparii xBopoou Daodpi.

VY 4010BIKIB 13 ()EHOTUIIOM 3 MI3HIM MMOYATKOM 3aXBOPIOBAHHS Ta Y JOPOCIHX
KIHOK crienu@iuHy Tepanito xsopodu dadpi ciijg po3noYrMHATH, KOJIU BUKOHYETHCS
OJIMH 13 HACTYITHUX KPUTEPIiB:

O3HaKu 3axX60p10BAHHS HUPOK, NO08's13ano20 3 X80po6oro Dabpi (00uu 3):
XpoHIYHa XxBopoOa Hupok (nani - XXH) 3 craaii: npuHaiiMHi 2 MOCTII0BHI OI[IHKHA 200
Bumipsina [IIK® npotsrom monaiimenie 6 micsmiB; XXH 2 crazii: monHaiimenie 3
nociioBH1 omiHKKM abo BumipsHa HIK® mnpotsrom mioHaiiMeHmie 12 MicsIiB 13
sHmwkeHHsM LLIK®, mo nepesuiye BikoBy HopMy (0,8-1,0 Mir/XB/pik); nmepcuctyroda
nporeinypis (mporteinypiss y uosnoBikiB >300 wmr/24 romunu abo 30UIbIIEHHS
CHIBBITHOIIEHHS aIbOYMIH/KpeaTHHiH a00 O1JI0K/KpeaTHHIH I YOJOBIKIB. Y KIHOK
PiAKO TIporpecye TepMiHaabHA CTaJisl HUPKOBOI HEAOCTATHOCTI. SIKIO MPOTEiHYpisl €
€IUMHUM TIPOSIBOM Y JKIHOK, CIIOYATKY CJIiJI 3aCTOCOBYBATH JIIKApCHKi 3ac00M MPOTH
npoteinypii (AIID/BPA) npoTsirom MinimyMm 12 micsiiiB.

O3Haku 3ax60p106ans cepys, nog'sa3anux 3 xeopoboi Dabpi (00un 3): TOBIIMHA
ctinku JIII >13 MM y yonoBikiB 1 >12 MM y xkiHOK; 1HAekc macu JIIII 3a 2D exo/MPT
ceplisl BUIIIE HOPMH BIJNOBIAHO 10 BIKY Ta CTaTi; Mi3HE HAKOMWYEHHS TaJIOMIHIIO Ha
MPT cepus.

3azanvri cumnmomu xeopobu ®Pabpi: HEKOHTPOIHOBAHUM OUIb a00 HMITYHKOBO-
KHIIIKOBI CUMIITOMH, 110 MPHU3BOAATH A0 HEOOXITHOCTI 3MIHUTH CIOCIO KUTTS abo
3HAYHO MOTIPIIYIOTh SIKICTh KUTTS.

Kpurtepii BUKIIIOUEHHS:

HasBHICTh 1HIIOTO HEOE3MEUHOro MJIsl KUTTSA 3aXBOpPIOBaHHA, Npu sikomy D3T
HABPSIJ] YU TOKPAITUTH TPOTHO3.

[TamienTn 3 xBopoOor Dadpi, s[KI BBAXKAIOTHCS HAATO CEPUOZHUMHU IS
orpumanss O3T (Hanpukiaz, BayKKa HEMpame3AaTHICTh MICHIs 1HCYIbTY/AEeMEHIIIT).

TepminanbHa cTafiss HUPKOBOI HEIOCTATHOCTI, IO MOTpedye miamizy 3a
BIJICYTHOCTI 1HILIUX MOYAaTKOBUX KPUTEPIIB.
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Miranacrar He peKOMEHIY€EThCS 3aCTOCOBYBATH MAIIEHTAM 13 TSKKOI0 HUPKOBOIO
HEIOCTATHICTIO, 1110 BU3Ha4YaeThes K omiHoyHa IIIK® menmre 30 mii/xs/1,73 M2.

BaritHicTh ciii 0oOroBOpUTH mepes MOYaTKOM Oyab-sIKO1 crienu@iqHol Teparii
xBOpoOu Dadpi.

[Toxa3HukH eeKTUBHOCTI:

bioximiuni: Konnentpauist lyso-Gb3 y mna3mi (3MEHILEHHS BiJl MOYaTKOBOTO
piBHA Ha 20% micns > 12 micsuiB Teparii).

®yHkuiss HUpOK: 3MiHa po3paxyHkoBoi IIIK® (3umwxenns na <4 mur/xs/1,73
M2/piK), TOYAaTOK 3aMICHOI HHMPKOBOi Tepamii abo TpaHCIUIAHTAlll HUPKUA (HE
noTpeoye).

Oynkuisa cepus: iHaexkce macu JIII (mpupict < 6 r/mM2 3a nonepeaHi 3 poku),
MOHITOPUHT CEPIEBOI0 PUTMY (HE MOTPeOy€e BBEACHHS TEPANIEBTUYHOTO MPHUCTPOIO),
CUCTOJIIYHA Ta JiacTojiiuHa GyHKISA (1715 3armo0iranHs AUCGYHKINT 3 MOTIPIICHHIM
CHUMIITOMIB CEPIIEBOi HEJIOCTATHOCT1).

[Huri: weBposoriuni pe3ynbratu (Hemae HOBoi TIA/iHCYNbTY), KOpOTKa OIliHKA
Oomto (TOKpaIlieHHs ), OIliHKa SIKOCTI XUTTA 3a EQS5D (mokpamieHHs), KOMIIO3UTHA
KJIIIHIYHA KIiHI[EBA TOYKA BKIIIOYa€ HOBY HUPKOBY TEPMIHAJIBHY CTaJil0 HHUPKOBOI
HEJIOCTAaTHOCTI, apUTMil0, IO MOTpedye KapaiocTumylsaTopa abo aedidpuisropa,
1HCYJIBT 200 cMepTh (TOKpAILEHHS).

Kpurepii npunuHeHHs:

3aranpHl: HemepeHocuMl a00 HEMHHyYl TOOIYHI  peakii; CYIyTHE
3aXBOPIOBAHHS, MPU SIKOMY JOBrOTPHUBAJIA SIKICTh KUTTS 00 OYiKyBaHa BH)KHBAHICTh
€ TaKMMH, 110 TAIIEHT HE OTPUMAE 3HAYHOI KOPHUCTI Bijl cHenu(IuHOro JIKyBaHHS
xBopoou Dabpi; Ha BUMOry mnaiieHTa a0o OINiKyHa, SKIIO Malll€eHTa BU3HAHO
HEI€30aTHUM; SIKIIO OOCTaBMHM CIIOCOOM JKMTTS IIalll€HTa € HEIOCTATHIMH I
JOTPUMAaHHS PEKUMY JIKYBaHHS;SKIIO 370pOB'st Ta OJsiaromnonyqus MEIUYHOIrO
MEPCOHATY 3HAXOATHCS 1] 3arpO3010 BHACIIIOK JIiif a00 croco0y *KUTTS MaIli€HTa.

Crnemndivai: 00'€eKTUBHI 03HAKU MTPOTPECYBAHHS 32 BUMIPIOBAHUMHU KJIIHIYHUMUA
KpUTEPISMU, K1 HE:

- BIIHOCSITH 10 BTOPUHHOI ITaTOJIOT11;

- IOPIBHSHHI 3 MPUPOTHAM BIKOBUM 3HIKCHHSIM;

- MO’KHA BUIIPABUTH LUISIXOM 3MIHU JIIKAPCHKOT0 3ac00y 4 3aKiiagy abo IHIIUM
IPOCTUM TE€PANIeBTUYHUM 3aX0JI0M;

- B M&Xax HOPMH JIJIs1 BA3HAYCHOTO JJA0OPAaTOPHOTO MapameTpa,;

- KJIIHIYHA 3HAYUMICTh MePEeBaXKy€ETHCS CTAOUII3AI[IEI0 UM TTOJIIMIIIEHHSIM OJIHOTO 3
THIINX KPUTEPIiB.

Ha ocHOBi MOTOYHMX OCHOBHHMX KPUTEPIiiB BOHU MOXKYTh BKJTFOUATH:

[Toripmenust po3paxynkoBoi IIK® 6inbm Hix Ha 4 mu/xB/1,73 mM2/pik Ta/abo
notpeba 3aMiCHOI HUPKOBO1 Teparii.

[Iporpecyroue mnOpyIIeHHS CHCTOIIYHOI abo miacToiiyHOi AuChYHKINI, M0
IPU3BOJUTH 10 NOTIPUIEHHS! CAMIITOMIB CEPLIEBOT HEAOCTATHOCTI.

[Tpupict inaexcy macu JIII > 6 r/M2 npotsirom 3 pokiB.

[TopymienHss puTMy, MO MOTpedy€e BBENEHHS TEPANEBTUYHOTO MPHUCTPOIO 3a
BIJICYTHOCTI 1HILIUX TEepeBar.

16



Aeancudaza bema 015 MiKy8anHs nayieHmis 3 xeopoboio Dabpi 26.09.2022

HoBi mposiBU KJIIHIYHO 3HAYYIIOTO HEPBOBO-CYJMHHOTO 3aXBOPIOBAHHA 3a
B1JICYTHOCTI 1HIIIMX ITOMITHHUX ITIEPEBar.

[Tocunennst 60110 a00 NITYHKOBO-KUIIKOBUX CHUMITOMIB BHIIE MOYATKOBOTO
piBHs 200 BiZICYTHICTh MOKPAIICHHS, SIKIIO 11 €IMHI MPUYUHU JIJIS TIOYATKY JTIKYBaHHS.

Pexomenaamnii cy:x0u oxoponu 310poB's Ipianaii Ass1 aitei 3 1iarHOCTUKH
Ta JIIKYBaHHsA XBOpoOou Paodpi

Hiaruo3 xsopo6a @abpi miaATBEPIKY€ETHCS JIUIIE TOAL, KOJIU:

- MPOJEMOHCTPOBAHO Ae(DIUT anb(a-rajakTo3uaasu A;

- € BapianT reHa GLA 3 miaTBepIKE€HOI0 NAaTOTEHHICTIO.

['eHOTUITYBaHHA y KIHOK Ma€ Ba)JIMBE 3HAYEHHS, OCKIIbKU PiBHI (PEPMEHTIB Y
KIHOK-T€TEPO3UTrOT MOXKYTh OyTH B MEXaX HOPMHM, HaBITh SIKILO MAIIEHTH MAalOTh
CUMIITOMH.

Bapiantu rena GLA HeBimomoro 3HaueHHs (VUS) y cy0'ekTiB 3 ypa’keHHSIM
OJTHOTO OpraHy € JIarHOCTUYHOIO MpoOJeMoro. SKIIo [iarHo3 3aJMIIAETHCA
HEBU3HAYCHUM, HACTyITHE MO’KHA HaJaBaTH Ui MIATBEPKCHHS IMaTOTCHHOCTI:
Olomcist ypakeHOro OpraHy (HampuKiIaa, HUPKA YU Cepus) JUIsl JeMOHCTparlii
XapaKTEepPHOi KAapTHUHU HAKOMWYEHHS 3a JOMOMOTOI0 EJIEKTPOHHOI MIiKPOCKOII],
XapakTepHi O3HaKW Kappaiomiomartii mpu xBopobi ®abpi mHa MPT cepis, o3Haku
HakonnueHHs1 Gb3 B ceul, piBHI lyso-Gb3 y mnazmi > 2,7 HM.

JlixyBaHHs

@®3T ana aiteit BIKoM 10 16 poKiB 13 MATBEPIKEHUM AlarHO30M XBopoba Daodpi,
K1 BIJIMOBIJAIOTh KPUTEPISIM MOYATKY JIKYBaHHS: arajcuaasa ainbda 0,2 MI/Kr KoxHi
JIBa THOKHI a00 araiicumasa 6era 0,3-1,0 MI/Kr KO>KHI JIBa THKHI.

[lepopasnibHa Tepamist st aiTedl Bikom >12 pokiB 1 Barow >45 kr i3
MITBEP/DKEHUM JllarHO30M XBopoOa dabpi, sKi MarOTh NMATOTCHHUN BapiaHT, MIO
MiJAa€ThCsl JIIKYBAaHHIO, Ta $KI BIANOBIJAIOTH KPUTEPISM TMOYATKy JIIKYyBaHHS
MmiranacraroM: miranacrar 123 mr (1 xarncyna) ovH pa3 Ha JeHb MEPOPATLHO Yepes
JICHb.

Kpurtepii BKIFOUCHHS:

[TarieHT MOBMHEH BiABIAYBATH JIIKaps Ta MPOXOJUTH OOCTESIKECHHSI, MPU3HAYCHI
KOMaH/IOF0 KJTIHIIIACTIB.

[ToyaTkoBi KpuTEpli (0AMH 200 KiJdbKa 3 HACTYITHOIO):

3a HasgBHOCTI 33/IOKYMEHTOBAHUX KJIIHIYHUX MPOSIBIB, OB’ SI3aHUX 13 XBOPOOOIO
®dabpi, ciig po3TdsSHYTU Teparito, mo Moaudikye nepedir 3axBoproBaHHs. Hapasi
HEMae JI0Ka31B TOTO, 1110 JIIKyBaHHS O€3CUMMIITOMHUX JIITEH 3a1o0irae nporpecyBaHHIO
3aXBOPIOBAHHS MPU KJIACUYHOMY (DEHOTHUITI Ta (DEHOTHIII 3 Mi3HIM MTOYATKOM.

3axeoprosants HUupox, nos'sszami 3 xeopoboiro Dabpi (00He 3). MEPCUCTyHOUA
MIKpoanbOyMiHypisi (3 MOCTIAOBHI PaHKOBI 3pa3Kku ceui abo 3 BHUMAAKOBI PaHKOBI
3pa3Ku cedl MPOTAroM 6 MICSIIIB), 3HIKEHHSI po3paxyHKoBoi/BuMipsiHoi LIIK® (micis
orisiAy Hedposiora Ta BUKIIOYEHHS 1HITUX MPUYNH).

3axeoprosanns cepys, nos'sazami 3 xeopoborw Dabpi (oowe 3): inaexc macu JIII 3a
2D exo/MPT cepus Butie HopMH Ui Biky a0o 301nbmenuit Ha 2SD npotarom nepiogy
Bi1 12 1o 24 micsauis, EKI" (aput™mii, ckopoueHHs1 a00 mooBkeHH 1HTepBainy PR npu
ananizi EKI BiamoBigHO 110 BIKY),
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3acanvhi  cumnmomu xeopobu @Pabpi: 130JIbOBAaHUNA HEBPOMATUYHUN O11b
(axkpomapecTesis, miATBEpKEHA JiKkapeM, € crierudiunoro s dabpi Ta He pearye Ha
MPUIOM aHaNTEeTHKIB, MOXKe OyTH JTOCTaTHBOIO HJisi po3risiay 3actocyBanHs D3T),
HE3PO3YMiJIl NUTYHKOBO-KHIIIKOBI CUMITTOMH, III0 BIUIMBAIOTh HA SKICTh KUTTS (ITiCIIS
BukroueHHs iHmoi narosorii [IKT).

Kpurepii BUKJIIOUEHHS:

HasiBHICTH 1HIIIOrO HEOE3MEHYHOTrO JJISl JKUTTS 3aXBOpPrOBaHHS, npu sikomy DO3T
HABPSJ] YU TOKPAITUTH TIPOTHO3.

Curyanii, KoJy Mali€HT 1 MyJIbTHAUCIMIUIIHAPHA KOMaH/1a (BKJIIOYAIOUHU CIM '10)
BBKAIOTh, 1110 TATApP JIKYBaHHS ITEPEBAKYE TMEPEBArH.

[Toka3HUKY ePEeKTUBHOCTI:

[Tokpamenns abo 3amo0iraHHs MOTIPIICHHIO:

OI1iHKY 3a MeaiaTpPUYHUMU [IKAJIaMU/TIPUCTPOSIMH ISl BUMIPIOBaHHS 00JIt0, 1110
BIJIMOBIAAIOTH BiKY (ITOKpAILICHHS).

BinBigyBaHHs mKoau (TIOKPAIICHHS).

AmHanre3is (3MEHIIICHHS).

OrriHKa SIKOCT1 )KUTTS BIATIOBIAHO JI0 BIKY (TIOKpAIIEHHS).

Pict 1 po3BuTok (mominmieHHs/abo crtaOumizaitis). PicT 1 po3BHUTOK HEUYacTo
HNOPYUIYIOThCS y JITe 3 XBopoOorw Dadpi. SIKIIO € 3aHENOKOEHHS, CI1J HEeraiHo
JOCIIIIUTH 1HII TPUYMHU.

Kpurepii npyunuHeHHs:

Tsokkl peakiii, moB’si3aHi 3 1HQY31€10, HO 3arpOXKYyIOTh KUTTIO, SIKI HE
M1JAI0THCS CTaHIAPTHUM MPOTOKOJIAM iX BEJICHHS, BKIIFOYAIOUX JeCeHCHO1TI3alliio.

[H1IIE 3aXBOpIOBAHHS, SIKE 3arPOXKYE KUTTIO/OOMEKYE JKUTTH.

Henorpumannst BUMOTr.

TepminanbHa cTajis HUPKOBOI HEAOCTATHOCTI BHACIOK 1HIIMX MPHUYHH, SIK1 HE
MiJIAI0ThCS JIIKYBaHHIO, a00 siKka HE MIAXOAWTH JIJISl TPAHCIUIAHTAIll HUPKH, SKIIO
HEMae€ THMMX Crenu(igIHnX CUMIITOMIB XBOpoou Dadpi.

Curyartii, KOJIY MAI€AT 1 MyJIbTHAUCIMILTIHAPHA KOMaH/1a (BKITIOYAIOUHN CiM '10)
BBAXKAIOTh, 1[0 TATApP JIKYBaHHS IMEPEBAXKYE MEPEBArHy.

8. PexoMeHnaanii moxo0 AiarHOCTUKHU Ta JIKyBaHHSI XBopoOou dPadpi y
negiaTpuYHUX mnauieHTiB: J0KyMeHT Komitrery 3 pigkicCHMX 3aXBOpPIOBAaHb
Bpasuiabscbkoro rosapucrsa Hedpodiorii, 2022 poxy (Recommendations for the
diagnosis and management of Fabry disease in pediatric patients: a document
from the Rare Diseases Committee of the Brazilian Society of Nephrology
(Comdora-SBN))".

[le#t xoHceHCyc € iHimiaTuBOO KomiTeTy 3 piIKICHUX 3aXBOPIOBAHb
bpasunbcekoro ToBapuctBa Hedposorii (Comdora — SBN), cmpsiMmoBaHOIO Ha
CTaHJApPTHU3AIlI0 PEKOMEHIAIll MIOJ0 YypaKeHHS HHUPOK TpH XBopobi Dabpi 3
pPEeKOMEHIAIISIMU 11010 IarHOCTUKH Ta JIIKYBaHHS MeTIaTPUYHUX MMAI[i€HTIB.

Pexomenpamii miomo  modatky cmenu@ivuHOTO JIiKyBaHHA: Y mexmiaTpii
HaOUTBIIIOI0 OCOOIMBICTIO € MOMEHT, KOJIM MTOKa3aHo creludiyHe JiKyBaHHs. MeToro
cenn(iuHOTO JIIKYBaHHS € IOCHTh PaHHIM MOYaTOK, 00 0OMexuTH abo 3amodirtu

Phttps://www.scielo.br/j/jbn/a/w4dPBHwvcPQR TbzHCz5QNLw/?format=pdf&lang=en
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HE3BOPOTHOMY TOUIKO/)KEHHIO TKAaHUH Ta 3BECTH [0 MIHIMYMY CHMIITOMU
3aXBOPIOBAHHSI, BPIBHOBAXYIOUM PHU3MK NOOIYHMX e(]eKkTiB Ta JuckoMdpopT BiA
MEMKaMEHTO3HOTO JIIKYBaHHS.

Cnemnudiuni Metonu jikyBaHHs B nemiatpii mist @3T BKiIOYaroTh arajacujaasy
anbda 1 araicuaasy Oera, 1 CXBajJeHI JJIs JITeH BIKOM Bia 7 1 8 poKiB, BIAMOBIAHO.
Tako MOCTyHmHUN MepopalbHUN IIANEpOH, Mirajacrar, J03BOJICHHH 3 16-piyHOrO
BIKy, aji€ HOro BUKOPUCTaHHS OOMEXEHE MallleHTaMHd 3 MICCEHC-MYyTallsIMH,
YYTIMBUMH JI0 JIIKAPCHKOTO 3ac00Yy.

PekoMmeHpanii asig Mali€eHTIB 13 cUMOTOMaMu: iM ciaiag posnoyunHata D3T
HE3aJIC)KHO BiJ CTaTi Ta HABITh 32 HASIBHOCTI JIETKUX CUMITTOMIB.

[logo mnoka3zaHb MJig YpaXXeHHS HHUPOK, TO B TNeAlaTpii Il MOKa3aHHA
BIJIPI3HSIOTHCS BIJl MOKa3aHb I JIOPOCIHUX. TaKUM YMHOM, OI1OTICis HUPKU MOXKE
JOTIOMOI'TH BUPIIIUTH, YU PO3MOYNHATH JIIKYBaHHS Y JITEH, 110 MOKe OyTH MMOKa3aHO
3a HasBHOCTI BinkianeHb GL3 y HUPKOBIN TKaHUHI.

Pexomennarii i 0€3CMMOTOMHUX TAIUEHTIB: Y TAIll€HTIB 3 IiATBEPKESHUM
niarHo3oM xBopoOu @abpi, ane mpW BIACYTHOCTI CHUMITOMIB 3aXBOPIOBAHHSI,
nokaszanHs 10 moyatky 3T € mpeameToM oOroBopeHHs. XJIOMYUKAM 13 KIACHYHOIO
myTariero @3T mokazano 3 7-8 pokiB. e mokazaHHs IPYHTYEThCS Ha pe3ybTaTax
O1oricii HUPOK Ta JociikeHHax BianoBial Ha @3T. OnHak nesKi aBTOpH, SK 1 paHillle,
pexomeHaytoTh nounHath ®3T y Bimi crapme 16 pokiB, B TOM 4Yac SK 1HII
PO3TIIAIAI0Th MOXITHBICTh ToUaTKy D3T y 6€3CHMITOMHUX XJIOMYUKIB 3 TATOTCHHUM
BapianToM GLA, ciMeliHMM aHaMHE30M TSKKOTO 3aXBOPIOBAHHS Y YOJIOBIKIB,
HEBU3HAUCHOI aKTUBHICTIO anbda-ranakro3ugazu ta lyso-GL3 B mmasmi > 20
HMOJIB/JI.

[TouaTok JikyBaHHS y XJIOMYUKIB 0 7 POKIB JIOCI € CynepewInBUM. MOXKIHUBO,
HiArpyna Iux MaIi€HTiB, y SKUX € CIHIBICHYBaHHS MOTEHIINHUX (PaKTOPIB PU3UKY
PO3BUTKY OLIBII TSDKKUX (OPM 3aXBOPIOBAHHS, TAKUX SIK HASABHICTh KIACHYHOTO
dbenoTuy, MyXe 3HIKEHA a00 BIACYTHsS (hepMEHTATHBHA aKTUBHICTH, Ay>KE€ BUCOKI
piBHi lyso-GL3 y ma3mi Ta ciMeitanii aHamHe3 TspKKoi hopmu xBopoou dadpi moxke
nomomortu po3novarn 3T Ha Ok paHHiN cranii. Takum marieHTaM MOXe OyTH
MOKa3aHe TICTOJOTIYHE JOCHIHKEHHS HUPOK JUIsl BHUPIIICHHS TMWUTAHHS 100
TepaneBTUYHOI MATpUMKH. OHAK, OCKUTBKH JOCTIKEHb 3a Y4acTIO MAIEHTIB M€l
BIKOBOI IPYNH HE MPOBOIUIIOCS, HUHI HEMOXKJIMBO JaTH OYyIb-sIK1 peKOMEHAAIli 1010
nouarky @3T y nux BUnagkax.

VY 6e3cuMNTOMHUX JIBYATOK HeMae JaHux 11010 nodyarky ®3T. OgHak, 3a1exKHO
BIJl TSDKKOCT1 MyTarlii B ciM'i, mporpecytoyoro 30uibieHHs lyso-GL3 y mna3mi abo
3MIIIICHHSI IHAKTUBAIlIl X-XpOMOCOMH Ha KOPHUCTh €KCIpecii MyTaHTHOTO ajieisl TeHY
GLA 3a pesynbraTom XCI-TecTyBaHHS, MOKHA BBa)KaTH MOKAa3aHHSAM JUISl MIOYATKY
®3T. 3naroum, MO0 3aTy4YEHHS HUPKOBOI TKAHWHU MOXKE MEepeIyBaTH MiABUIIECHHIO
piBHs lyso-GL3 B ma3mi, ricToIOris HUPOK MOKe OyTH 111€ OLIBII paHHIM KPUTEPIEM
JUISl yXBaJIEHHS PILLIEHHS PO MOYaTOK JIIKyBaHHA y J1BYar.

MoxnuBicte mouatky ®3T y nmiteit 3 Hedpomariero e 10 TOSBH
MiKpoanpOyMiHypii Oy7a 6 imeanbHOI0 A 3a00IraHHs OUIbII BUPaXXEHOI HUPKOBOT
HEJIOCTATHOCTI B MalOyTHhOMYy. [lns 1boro moTtpiOHa OcCTaTO4YHA J1arHOCTHKAa Ta
HasIBHICTb Takux (pakTopiB, AK NmiABUIIEHHS piBHA lyso-GL3 y mna3wmi, rmomepyisipHa
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rinepbiunbTpanis, BigkaaneHHs GL3 y HupkoBid TKaHuHI a00 O3HAKUM PaHHBOI
HUPKOBOI HEJIOCTATHOCT1, OCKIIBKH OYIKYEThCS TOJAOLMUTYPIS.

Pexomenpaiiii juisl maiieHTiB i3 ()EHOTHUIIOM 3 Mi3HIM IMOYATKOM: MAIIEHTH 3
dbenotunom xpopodbu dadpi 3 mi3HIM MOYATKOM (aTeHYHOBaH1 200 3 MI3HIM TOYaTKOM),
BUSIBJICHI TIPM HEOHATAJIBHOMY CKPUHIHTY a00 CiMEHHOMY CKpHHIHTY, TMOBWHHI
nepeOyBaTH MiJ HArJII0M Ta TIOYMHATH JIIKYBaHHS 32 HAsIBHOCTI OYyJIb-SIKUX MPOSIBIB
3aXBOPIOBAHHS, HABITh HE3HAYHUX.

PekoMmenpamii 11 maifieHTiB 3 BaplaHTaMHU HEBIJIOMOTO 3HAYEHHS: y BUIAAKY
Malli€HTIB 3 BapiaHTaMU HEB1JIOMOI'O 3HAYEHHS, BUSIBJICHUX MPHU HEOHATAIIbBHOMY a0o0
CIMEMHOMY CKpPHHIHTY, XapaKTepUCTHKA BapilaHTa Ta 0OCTEKEHHSI WICHIB CIM'T MOXKYTh
JOTIOMOI'TH TepeA0aYuTH MaTOrE€HHICTh BaplaHTy Ta CHPUATH MPU3HAYEHHIO OLIbII
cnenu@IYHOTO TECTy Ta MOYaTKy JIKYyBaHHS. Y BHIIaJIKaX, KOJU HEMA€E MOXKIJIMBOCTI
JTOCIT/DKYBaTH WICHIB CIM'l, igeansHuM Oyino O mpoBecTH (yHKIIIOHAIBHE
JOCIIJKEHHSI BapiaHTa, aje HOro MOXKHAa BHUBECTH 3a JIONIOMOTOI 1HCTPYMEHTIB
nependadeHHs “in silico” Ta 3icTaBUTH (PEHOTHUIT 3 TEHOTHUIIOM.

HonatkoBo Oymo 3HaiieHo Pexkomengauii lemaprameHTy 0XOpoHM 310poOB's
ABcrpadaii IIporpama “Jliku, mo pATyoTs KUTTa” - XBOopoOa dadpi -
Pexomennauii lemapramenty oxoponm 310poB'st ABcrpadii, 2021 poky (Life
Saving Drugs Program — Fabry disease — Guidelines)®.

[li pexoMeHpalii MICTATh 3arajibHi, MOYATKOBI Ta IMOTOYHI BHUMOTH IOJO
OTPUMAaHHA JOCTYIy J0 JIKapChKHUX 3ac001B JIJIS JIIKyBaHHS XBopoou Pabpi B pamkax
[Tporpamu “Jliku, 1m0 pATYIOTH KUTTA” (Ham - [Iporpama).

MenukaMeHTO3HE JIiIKyBaHHS, 3a Jep’kKaBHI KOmTH B pamkax [Iporpammu,
JOCTYIIHE IS BIATIOBIIHUX TMAII€HTIB 13 MATBEPXKEHUM J1arHO30M XBOpoOu Paobpi.

Hapasi nikyBanusi xBopoou dabpi 3a gepkaBHi KomTH B pamkax [Iporpamwu
MIPOBOJUTHLCS TPbOMa JIIKAPCHKUMH 3acobamu — aranicujasa aibga (0,2 Mr/kr Ha JaBa
THXHI1), arasicuasza 6eta (1 Mr/kr Ha aBa TrokHI ) Ta Miraiactat (150 Mr KokeH ApyTHid
JICHB ).

Yci nmarieHTH, SKi movYaiy MpuiMaTH JTIKapChKui 3aci0 a0 mepeiy Ha THIIHA
Jikapcekuii 3acid B pamkax [Iporpamu, moBHHHI MPOAOBKYBATH TEPAITIIO THM CAMHUM
JIKapChKUM 3aCO00M MPOTSITOM MPUHANMHI 12 MICAIIB, SKIIO HEMAae 00’ €KTUBHUX
JIOKa31B KJITHIYHOTO MOTIPIICHHS a00 3HAYHUX MOOTYHUX PEaKI[ii.

Axmo namieHT Oakae OTpUMYBATH JIKyBaHHsS B JOMAIIHIX YMOBax, 1 HOTo
OLIIHIOIOTH SIK MMPUAATHOTO JIJIs1 JIIKYBaHHS, TTAIIEHT TTOBUHEH OTPUMATH MTpUHANMHI 12
1H(Y31# y JiKapHi Ta OyTH OLIHEHUN JIIKYIOUHMM JIIKapeM sIK CTaOUIbHHUI 32 CTaHOM
310pOB’s, TOOTO Oy/Ib-sIKa MOB’si3aHa 3 1H(PY31€0 peakilis 100pe KOHTPOIIOETHCS.

ITpu xBOopoOi Padpi malieHT MOBUHEH: BIATOBIIATH MOYATKOBHM 1 TIOTOYHUM
KPUTEPISIM NPUUHATHOCTI, SIK OMUCAHO B IMX PEKOMEHMAISNX; MPUAMATH y4acTb B
OIHIII €PEKTUBHOCTI JIKAPCHKOTO 3aC00Y IIIIXOM MEePIOUIHOT OI[IHKH 3T1THO ITUMH
pekoMeHJauisiMi, ab0 MalTh MNPUUHATHY NPUYMHY HE NOpUMMaTH ydacTl y
NEepIOJMYHIA OLIHLI; HE CTpaXkJaTh Bl OyIb-IKOr0 I1HIIONO 3aXBOPIOBAHHS,

https://www.health.gov.au/sites/default/files/documents/2020/11/life-saving-drugs-program-fabry-disease-guidelines.pdf
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BKJTFOYAIOYM YCKJIaAHEHHS a00 HacHiAKu XBopoou Dadpi, Kl MOKYTh MOCTABUTH ITi]1
3arpo3y e(peKTUBHICTh MEIUKAMEHTO3HOTO JIIKyBaHHS.

Kpurepii BUKIIIOUCHHS: MAIIIEHTH 3 CTAHAMH, OB’ I3aHUMH 3 XBOopoboro PDabdpi,
K1 MOXKyYTh moripmutu peakiiro Ha P33T abo miranacrar; mai€eHTH 3 HasIBHICTIO
IHITOTO HEOE3MEeYHOTO ISl JKUTTSA a00 TSHKKOTO 3aXBOPIOBAHHS, HAa JIOBTOCTPOKOBHMA
nporuo3 sikoro Hapsg uu BrummHe ®3T abo wmiranactaT; HasBHICTh 1HIIOTO
3aXBOPIOBAHHS, K€ MOKE CKOMIpOMeTyBaTH BiANOBiAs HAa @3T abo Miranacrar.

Jiarno3 xBopo6a ®abpi MOBUHEH OyTH MIATBEPIKEHUN 1€PIIUTOM aKTUBHOCTI
dbepMeHTy anb(da-ranakTo3ua3u B KPOB1 UM JICUKOIIMTAaX a00 HasBHICTIO T€HETUUYHHUX
MyTallii, siKi IPU3BOJATH 0 J1e(DILUTY aKTUBHOCTI (PEPMEHTY ab(a-raJakTo3uaas3u.

[larieHTH MOBUHHI BIJIMOBIJATH IPUHAWMHI OJJHOMY 3 HACTYITHUX KPUTEPIiB, 11100
MaTH MPaBo Ha JIIKyBaHHS arajicuaa3oro aibda, arajacuaa3oro 6eta abo MirajaacTaToM:

3axBOpIOBaHHS HUPOK, IMOB's3aHe 3 XBOpoOoro Pabpi: MiATBEPIKEHHS 3a
JIOTIOMOTO0  O10TICli HUPKM PEKOMEHAYETbCS BCIM MallieHTaMm, 100 HajaaTh
OPOTHOCTHYHY  iH(MOpMAIlil0;  BUKIIOYWTHA  IHINI  TPUYMHW  Hedpormarii,
MPOJIEMOHCTPYBATH O3HAKK (DOKAIBHOTO TJIIOMEPYJSAPHOTO CKIepo3y abo ¢idposy
OUTBIIIOTO PO3MIpPY HIXK OYIKYBAaHHM ISl BIKY, SIKIIO 1HINI TPHYUHUA Hedpomarii Oynu
BUKJIIOUCHI; TOKyMEHTYBATH 3HAUHI T1CTOJIOTIYHI 3MiHH, MTOB'A3aH1 3 XBOp0oO0oro Dadpi.

[TamieHTH 4os0OB1YOi cTati 3 XBOopoOoro dadpi: piBeHb anbOyMiHy (>20 MKI/XB),
HIOHalMEHILEe 2 OKpeMl 3pa3ku 24 ronuHu; npoteinypid (>150 mr/24 roaunn); Ta/ado
CHIBBIIHOUIEHHS! albOYMIH/KPEATHHIHY BHILE BEPXHbOI MEXI HOPMH, Y 2 OKPEMHX
3pa3kax, 3 IHTepBaJIoM He MeHIIe 24 roAuH; Ta/abo 3aXBOPIOBAHHS HUPOK BHACIIJIOK
TPUBAJIOTO0 HAKOMMYEHHS TI1KOC(HIHTOIMIIIB Y HUPKAX.

[TamienTy xiHOYOi cTaTi 3 XBopoOoro Pabdpi: mporeinypis >300 mMr/24 roguHu 3
KJIIHIYHUMU O3HAaKaMU MPOTPECYBAaHHS; 3aXBOPIOBAHHS HUPOK BHACIIOK TPUBAJIOTO
HAKOIMWYEHHS TJIIKOC(IHTOMIMIIB Y HUPKaX.

3axBOpIOBaHHS CepIlsi, IMOB’s3aHI 3 XBOpoOow Dabpi: pPeKOMEHIYEThCS
IIITBEP/DKESHHS 3a JOIMOMOToI0 Oiomcii Miokapaa JJis BHKIIOYCHHS 1HIIUX MPHYHH
rineprpodii cepr. ['imepTpodist miBoro mnuryHOuYka, miaTBep/pkeHa manumu MPT
cepust ab0 exokapjiorpaMu, 3a BIJICYTHOCTI apTepiaiibHOi TinmepTensii. SKmo
apTepiajgbHa TIMepTeH31s HasBHA, ii CIIiJ] JIIKyBaTH MPOTATOM MPUHAWMHI 6 MICAIIIB 10
MOJIaHHS 3adBKU 3a UMM KpHUTepieM. 3HayHa HeOe3leyHa Uil SKUTTS apuTmis abo
NOPYUIEHHS MPOBIIHOCTI.

[memiuna xBopo0Oa CyIuH: MOKa3aHO MpU 00’€KTUBHOMY AlarHOCTYyBaHH1 0e€3
BUSIBJICHHS 1HIIMX MPUYKH a00 (aKTOPIB PUBUKY.

HekoHTposnboBaHUN XPOHIYHUNA O171b: HEKOHTPOJbOBAHUU XPOHIYHUN Olb,
HE3BKAIOYM HA BUKOPUCTAHHS MAaKCHMAaJbHUX 103 3HEOONMIOBATBHHUX JIKAPCHKUX
3ac00iB 1 MPOTHEMUICITUYHUX JIIKAPChbKUX 3ac00iB g nepudepudHoi Helponarii.
[TamieHaTH, MO BIAMOBIIAIOTH IILOMY KPUTEPIIO, TOBUHHI HAJaBaTH MOCTIHHI JOKa3H
BIJICYTHOCTI €(eKTy NpH TpHIOMI aHAIBI€THUKIB, HaJaBaTH MIOJICHHUK OOJII0,
N1JCYMKOBUHM JIUCT B1J JIIKYFOUOIO JIKApPS.

[TocTiitH1 KpuTepli NPUHHATHOCTI: JIIKYFOUHI JIIKap HOBUHEH HIOPOKY 10 1 TpaBHs
nojaBaT OKpemy (OpMy TOBTOPHOI 3asiBH, SKIIO BiH Oaxxae, MO0 TMaIieHT
IIPOJOBKYBaB OTPUMYBATH JIIKyBaHHS 3a Jep>KaBHI KOIITH B paMKax AaHoi [[porpamu.
dopma MOBTOPHOI 3asABH Ma€ MPOJEMOHCTPYBATH KIiHIYHE TOKPAIIECHHS CTaHy
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naiieHTa abo ctabiai3alliio CTaHy Mali€HTa, a TAKOXK IMOBUHHI OyTH HaJlaH1 JOKa3H, 110
MTBEP/KYIOTh MOCTIHE TTPaBO Ha JiKyBaHHs xBopoou daodpi.

JlikyBaHHs 3a Jep>KaBHI KOIITH B paMkax [Iporpamu mMoke mpoIoBKyBaTHUCH,
SKIII0 HE 3aCTOCOBYETHCS OJHA 200 JCKUJIbKA 3 HACTYITHUX CHUTYAIlii: HEJOTPUMaHHS
HAJICKHUM YWUHOM CXEMHU JIKyBaHHS, HEHAJaHHS J[aHWX, KOMIH pe3yJbTaTiB
TECTYBaHHSI Ta 3allOBHEHHs €JeKTpoHHOI Tabmuui Excel nns xBopobu dadpi, mio
HIATBEPIKYIOTh €(DEKTUBHICTh MPOBEACHOI Teparii; Teparis He 3/1aTHa MOJIETIIMTH
CUMIITOMHU 3aXBOPIOBAHHS, fKI TPU3BENM 10 MOTO/KEHHS JIKYyBaHHSI B paMKax
[Iporpamu; mamieHT Ma€e cepiio3Hi MOOIYHI peakuii, moB’s3aHl 3 1HQY31€I0, SKUM
HEMOXXJIMBO 3alo0IrTH  BIAMNOBIJHOI MpeMeauKalliero Ta/abo KOpUTyBaHHSIM
HMIBUAKOCTI 1H(Y31i Ta Mae MyTallll0, U0 HE MIAAA€THCS JIKYBAHHIO MIrajacTarom; y
MaIle€HTa PO3BUBAETHCA 1HINE HEOE3MEUHEe IS KUTTS a00 TSKKE 3aXBOPIOBAHHS, Ha
JOBrOTPUBAJIMI MPOTHO3 SIKOT'O HABPSIJT YU BIUTMHE JIIKyBaHHA B pamkax [Iporpamu; y
MaIl€HTa PO3BUBAETHCS IHIIMM MEAWYHUNA CTaH, SKUH MOXXHA OOrpYHTOBAHO
OYIKYBaTH, 1110 TIOCTaBUTh ITi/1 3arpO3y BIAMOBIIb HA JIKyBaHHS B pamkax [Iporpamu;
HasIBHICTh YMOB, 3a3HaY€HUX B KPUTEPIAX BUKIIOYCHHS.

[Torryk BTOPUHHUX JKEPEN JOKA30BUX JAHUX MO0 MOPIBHSIBHOI KIIHIYHOT
edeKkTUBHOCTI Ta O€3MeKH arajcuaasd Oera, HalKpalloi MIATPUMYIOYOi Tepamii Ta
arasicuasu anbga, BuzHaueHux y aucti MO3 Big 20.06.2022 No25-01/13739/2-22 y
AKOCTI KOMIIapaTopa Uil JIKyBaHHS xBopoOu Pabpi y Aopociux Ta niteid OyB
npoBenenuii y 6azax nanux PubMed, The Cochrane Library database, Trip Database.

KuiHiyHe MUTAHHA: BUBYUTU KIIIHIYHY €(DEKTUBHICTh Ta O€3MEKy arajicuaasu
OeTa B MOPIBHSIHHI 3 HAWKPAIIOK MIATPUMYIOUOIO0 TEpaIli€l0 Ta arajicuaa3or aibdpa
JUTSE JIIKyBaHHS XBopoou Pabpi y JOPOCIUX Ta ITEH.

JocaigxyBaHna nonyJjasiis - naiieHTu 3 XxBopo0oro Padpi Oyab-sIKOTO BIKY.

HocaigxyBaHuii JJikapcbkui 3aci0 - arancungasa 6eta y qo3ysanti 1,0 Mr/kr
BHYTPIITHROBEHHO KOXKHI 2 THXKHI.

Komnaparop - Haiikpaia miaTpuMyroda Teparis, arajicuaasa aabha y
no3yBaHHi 0,2 MI/KT.

OcHoBHI HOCJIIKYBaHi pe3yabTaTu - 3MIHH KOHIICHTpAITii
rinobotpiaozunuepaminy (GL-3 a6o Gb3) y TkaHuMHax Ta mija3mi, HOKa3HUKU (QYyHKIIIT
HUPOK, TOKa3HUKH cepleBoi (yHKIi, oOIliHKa OO0, HEBPOJIOTIYHI MOKa3HUKH,
Oe3Mneka, IKICTh JKUTTS.

Kpurepii BK/IIOYeHHSsI: CHCTEeMAaTHYHI OMJISAM Ta/abo  MeTa-aHali3u
paHIOMiI30BaHUX KOHTPOJIHOBAHUX JIOCIHIKCHb, HEPAaHIOMI30BAaHHMX JIOCIHIKCHb,
IMPOCIIEKTUBHUX Ta PETPOCHEKTUBHUX OOCEpBAlIMHUX JOCTIKEHb 3 BHBYCHHS
edeKTUBHOCTI Ta Oe3MeKu arajicuaazu 0eTa A JiKyBaHHS XxBOopoOu Daodpi.

Kpurepii BUKJIIOYEHHS: JOCTIKCHHS bapMaKkOKiHETUKU Ta
dbapMakoMHAMIKH, AOKIIHIYHI JTOCTIIKCHHS, paHIO0MI30BaHI Ta HEpPaHIOMI30BaHi
JOCIIIJKEHHS, BIICYTHICTh MPEACTABICHUX PE3YJIbTaTIB, JOCIIKEHHS, OIyOJI1KOBaHI
HE aHTJIHCHKOK MOBOIO.

Kurouosi cioBa momyky: Fabry disease, Anderson-Fabry disease, FD alpha-
galactosidase A deficiency, agalsidase beta, Fabrazyme, enzyme replacement therapy,
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agalsidase alfa, best supportive care. 3acrocoByBanucs (inbTpu: Meta-Analysis,
Systematic Review, Review, full-text, English.

3a nanumu Tpbox 0a3 manux Oyio BusBieHo 13 myOmikaiii. [Ticns BUKIIIOUeHHS
nyOmikaTiB, BAMUTKH 3ar0JIOBKIB Ta aOCTPAKTIB 1 IEPEBIPKHU BIAMOBIAHOCTI My OTiKaIIiif
BU3HAYEHOMY KJIIHIYHOMY NMTAaHHIO JUIS IOJAJBIIOr0 aHamizy OyJsio BimiOpaHO
cucrematnaHi orsanu R. El Dip et al., 2016*! ta R. El Dip et al., 2017%.

Mertoro cucrematuyHoro ornsay R. El Dip et al, 2016 0yino OLIHUTH
epexktuBHICTh Ta Oe3nexky @3T y MOpiBHAHHI 3 1HIIMMH BTpy4YaHHSAMHU, Iu1ane0o/0e3
BTpYUYaHHS JUIs JIIKyBaHHS XBopoou Annepcona-daodpi.

IlepBMHHMMH KiHIIEBUMH TOYKAMH 0yJIH:

- 3MiHHM KOHIIeHTpalii rioboTpiao3uinepaminy (Gb 3) y miaa3mi Ta TKaHMHAX
(ToOTO B €HJI0TEMIaTbHUX KIIITUHAX );

- CMEpTh BiJ YCIX NIPUYHUH;

- O11b (OLIHIOETHCS 32 IOIOMOT0I0 ONUTYyBadbHUKa 060110 Makrimia (McGill Pain
Questionnaire)): akpomapecTe3isi (BUMIPIOETbCS 1HTEHCHUBHICTIO Ta TPHUBATICTIO
akpomapectesii); kpuzu Daodpi.

BropyHHMME KiHIIeBUMH TOYKAMM OYJIU:

- (hyHKIIISI HUPOK (3HIKEHHS CUPOBATKOBOTO KPEaTUHIHY Ta MPOTETHYPii; KITipeHc
KpEaTUHIHY Ta 1HYJIHY);

- CHMIITOMH Ta yCKJaJHCHHS 3aXBOPIOBAHHS, TaKi K HAPKOBAa HEIAOCTATHICTD,
HIKIPHI, LepeOpOBACKYJISIPHI Ta CEpLEBl YCKIAJHEHHS, 3aCHOBAHI Ha HACTYIHHUX
CIIOCTEPEKEHHAX: PIBEHb KPEATHHIHY B CHPOBATILI, MPOTEiHYpis (CHIBBIAHOLIEHHS
OlJIKa B cedl 10 KpeaTHHIHY B ceul B MI/J1), enekTpokapAaiorpadia y 12 BiaBeAeHHSX,
(HampuWKIIaJa, TOBIIMHA CEPIEBUX CTPYKTYp, 00'€M JBOrO NMUIYHOYKA, MOKAa3HUKU
CUCTOJIIYHOI Ta A1acCTOJIYHOI (DYHKIII1, YACTOTA CEPIIEBUX CKOPOYCHb), HEBPOJIOTIUHE
obcrexxerHss, MPT roysioBu, TOJIEpaHTHICT /10 (piI3MYHOTO HABAaHTAXKEHHS Ta OIlIHKA
CUMITOMIB XBOpoOu Annepcona-Daodpi;

- TICTOJIOTIYHUW  aHami3  MIKPOCYIMHHUX  KANUIAPHUX  €HAOTETiaTbHUX
Biaknanens Gb3 3a ganumu Oiorcii;

- TOOIYHI peakxiii;

- IKICTB *KUTTS (BU3HAUCHA 32 KOPOTKOIO (hopmoro 36 (SF-36) Ta BIUTUB KITHIYHUX
3MIHHUX Ha OajbHI OI[IHKK JOMEHY B pamkax SF-36).

[Tomryk OyB mpoBeaenuii y Peectpi BumpoOyBaHb KokpaHIBCbKOi TIpymnu 3
MYKOBICIIHIO3Y Ta TEHETUIHUX PO3JI/IIB 100 BPOIKEHUX TTOMIIIOK METa00Ii3My Ta
0azax panux: The Cochrane Library, MEDLINE, Embase and LILACS Ta
ClinicalTrials.gov. Takum unHOM, y cuctemaruanuii orysin R. El Dip et al., 2016 6yno
BKJTIOUEHO 9 KimiHIYHUX gociipkeds (351 marient). [TopiBHsSHHSA arajicuiasu anbda 3
mane0o mpeacTaBiIeHo 2 TOCIKEHHSIMH, TTOPIBHSIHHS arajcuaasu 0era 3 mianebo -
3 AOCIIKEHHSIMU, IOPIBHSAHHS arajicuaasy anbda 1 arajacuaasu 0eTa 3a pe3yabTaTaMu
2 pgochipkeHb. Takoxk y JaHOMY CUCTEMaTHYHOMY OTJISA/Il MPECTABICHO PE3yJIbTaTh
JOCIIKEHb, B SIKMX [OPIBHIOBAIM pI3HI J03M arajcujuasu anbda. ABTOpH

2IEl Dib R, Gomaa H, Carvalho RP, Camargo SE, Bazan R, Barretti P, Barreto FC. Enzyme replacement therapy for Anderson-Fabry
disease.Cochrane Database of Systematic Reviews 2016, Issue 7. Art. No.: D006663. DOI: 10.1002/14651858.CD006663.pub4.

22E1 Dib R. et al., 2017, Enzyme replacement therapy for Anderson-Fabry disease: A complementary overview of a Cochrane publication through a
linear regression and a pooled analysis of proportions from cohort studies, PLoS One. 2017 Mar 15;12(3):e0173358. doi:
10.1371/journal.pone.0173358
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CUCTEMaTUYHOI'0 OTJISily MPOBENIM OLIHKY PHU3UKY YNEePeIKEHOCTI BKIIOYEHHUX
JOCIIIKEHB 3a JA0MoMororo iHcTpyMeHnTy Cochrane. BxitoueHi 10 cucTeMaTHYHOTO
OTJISIAY JTOCIIJKEHHS MAalOTh PU3UK YIIEPEIKEHOCTI Bl HU3bKOTO 10 HEBU3HAYEHOTO.
ABTopamu Oyrna TmpoBeJeHa OIiHKa SKOCTI goka3iB 3a migxomoM GRADE.
BcranoBieHo, mo SKiCTh T0OKa3iB 100 MOPIBHSHHS arajicuaa3u Oera Ta Ianebo €
BiJl HU3BKOT 10 Ay’K€ HU3BKOI.

OCKUIBKM OCHOBHUM KJIIHIYHUM NUTaHHAM JAep:kaBHOi OMT 3a cKopoudeHOro
IPOLIETYPOI0 € BUBYEHHS KIIIHIYHOI €()EeKTUBHOCTI Ta Oe3neku arajicupaasu Oera y
J03yBaHH1 1 MI/KI BHYTPIIIHBOBEHHO KOXHI 2 THXKHI JJIs1 JIIKYBaHHS XxBopoou Pabdpi
y Malli€HTiB OyIb-SKOro BIKYy MOPIBHSHO 3 arajcuaa3or ainbda abo Hailkpamiorwo
i ITPUMYIOUOIO TEPAITIE€r0, HIKYE MPECTaBICH] pe3yIbTaTH CUCTEMATHIHOTO OTJISTY
JUISl IOPIBHSHB: arajicuaa3a 0eTa MopiBHIHO 3 mianebo, arajicuaasa 6era mopiBHIHO 3
arancuasoro aibda.

[lopiBHsHHA arajnicujia3u Oera Ta miainedo

J1yist mopiBHSAHHS KITIHIYHOI €()eKTUBHOCTI Ta Oe3reku araicuaasu oeta 1 mr/kr
BHYTPIIIHPOBEHHO KOXKHI J[Ba TIKHI Ta IUIanebo A0 CUCTEMAaTUYHOTO OTJIsiAy Oysio
BKJIIOYEH] maHi 3 kiiHiuHUX pociimkenHs (Banikazemi et al., 20073, Bierer et al.,
2006**, Eng et al., 2001%), 3a yuacti 146 nanientis. BkiarodeHi mociimkeHHs Oynu
PaHOMI30BaHUMHU TIAIE00-KOHTPOJIbOBAHUMU, 2 3 HUX OYJIM OMMCaH1 SIK MOJIBiiHI
ciini (Banikazemi et al., 2007, Eng et al., 2001). TpuBamnicTh AOCIII)KEHb BapitoBaiacs
Bia1 5 10 35 micsaiiB. TpuBanicTh JiKyBaHHS BapiroBasiacs Bif 5 MicsiliB 10 18 micsiis.
KinpkicTh marieHTiB B JOCTIKEHHSX BapiroBasacs Big 6 mo 82. B mocmimkeHH1
Banikazemi et al., 2007 npuitmanu ydactb 82 mamieHta. CepenHiil BiK Talll€HTIB
ctaHoBUB 46,9 pokiB B rpymi arajgcuaasu 6era ta 44,3 pokis B rpymni miane6o. B rpymi
arancugasu Oera Oyno 88% donosikiB Ta 12% 3xiHOK, a B rpymi mianebo - 87%
qoJioBikiB Ta 13% iHok. B pocmimkenni Bierer et al., 2006 npuiiManu y4acTb 5
q0J10BiKiB Ta 1 kxinka. CepeaHii BiK Malll€EHTIB CTAHOBHB 35 POKIB cepeJl YOJIOBIKIB,
cepen xiHOK - 42 poku. B mocmimxenui Eng et al, 2001 npuitmaiu ydacte 58
MaIieHTIB, 3 HUX Oyno 56 wonosikiB. CepenHii Bik y rpymi mianebo cranoBus 28,4
POKiB, a y rpyti araicunasu 6era - 32,0 pokwu.

IlepBuHHI KiHIIEeBI TOYKM:

3miHuM KOHUeHTpauii riodorpiaosunuepaminy (Gb3) y miasmi ta TkKaHUHAX:
y KOJTHOMY 3 BKJIFOUCHHX JOCIIKEHb HE TTOBIOMIISIIN MTPO BIUTHB HA KOHIICHTPAIIIO
y mia3mi, B 1 3 BKIFOUEHUX JTOCIIKEHBb TTOBIJOMIISITA TIPO TIeH Pe3yJIbTaT y TKAHWHAX
(Eng et al, 2001). byno BUSABIEHO CTAaTUCTUYHO 3HAUYILY PI3HUIIIO HA KOPUCTH
arajicujiazu 0eTta MOPIBHSIHO 3 TuIanedo mpu BU3HAYEHHI 3MiHU KoHIeHTpalli Gb3 y
TKaHUHaX HUpOoK, mean difference (MD) -1,70 (95% CI Bix -2,09 no -1,31); y TKaHWHAX
cepusi, MD -0,90 (95% CI Bix -1,18 mo -0,62) Ta 3a KOMIO3UTHUM pe3ynbTatoM, MD
-4,80 (95% CI Big -5,45 no -4,15).

CMepTh: SK TOBIIOMIISIIOCS B JOCHIDKeHHI Banikazemi et al., 2007 ne Oymno
CTaTUCTHUYHO 3HAUYYIIOi PIZHUII MDK IpylaMu JIKyBaHHs IIOJAO CMEPTI BiA YCIX

ZBanikazemi M, Bultas J, Waldek S, Wilcox WR, Whitley CB, McDonald M, et al. Agalsidase-beta therapy for advanced Fabry disease: a
randomized trial. Annals of Internal Medicine 2007;146(2):77-86.

ZBierer G, Balfe D, Wilcox WR, Mosenifar Z. Improvement in serial cardiopulmonary exercise testing following enzyme replacement therapy in
Fabry disease. Journal of Inherited Metabolic Disease 2006;29(4):572-9.

Eng CM, GuOon N, Wilcox WR, Germain DP, Lee P, Waldek S, et al. Safety and eOicacy of recombinant human alphagalactosidase A -
replacement therapy in Fabry's disease. New England Journal of Medicine 2001;345(1):9-16.
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npuunH, RR 1,85 (95% CI Bix 0,08 no 43,96). B rpymni arancuaasu 6era (n=51) Oyna
1 cmepTh Ta He OyJ0 cMepTelt y rpymi miane6o (n = 31).

biap (omiHwerbess 3a  jgomomororw onutyBajdbHMka McGill Pain
Questionnaire):

- akpomnapecre3is  (BUMIPHOETbCH  IHTEHCHBHICTH) Ta  TPHUBAJICTIO
aKkpomnapecre3ii): XOAHE 3 BKIIOYEHUX JOCTIPKEHb HE MOBIJIOMUIIO TMPO TaKU
pe3yJbTar.

- kpu3u Padpi: koJIHE 3 BKIIOUYEHUX JOCIIKEHb HE MOBIJOMUJIO MPO TAKUN
pesynbrar. B nocnimkenni Banikazemi et al., 2007 noBiioMiIsuM npo OUIb y TPYASX 1
BTOMY Ta He 0yJIO CTATUCTUYHO 3HAUYIIOI PI3HHULI MK IpynaMu JIIKyBaHHS 4yepe3 24
Micsiti: 0wtk y rpyasx, RR 6,77 (95% CI Bix 0,39 no 118,36) 1 BToma, RR 6,77 (95%
CI Bixg 0,39 no 118,36). B nocmimkenni Eng et al., 2001 moBiioMUInd NMpo Oinb,
noB'si3aHui 13 XBopoOoro dabpi, mpotsaroMm Bia 3 MicsliB 1 10 6 MicAIiB; He OyJIO
CTATUCTUYHO 3HAYYIIO1 PI3HMII MK T'PYIaMH JIIKyBaHHS I OOJI0, IMOB’SI3aHOTO 13
xBopoboro ®abpi, RR 3,00 (95% CI Big 0,33 no 27,18).

BropuHHi KiHIeBi TOUKH:

@yHKIiA HUPOK: B JOCHKeHHI Banikazemi et al., 2007 mOBIIOMIISIIN TIPO
HUPKOBY HEJIOCTaTHICTh, BU3HAUEHY aBTOpaMHu K 33% 301IbIIICHHS PIBHSI KPEATHHIHY
B CHpPOBATLl KpOBl; NOBLAOMIISIJIOCS NP0 TEpPMIHAJIbHY CTaAil0 HHUPKOBOI
HegocTtatHOcTi. He Oyno CcTaTUCTUYHO 3HAYyH[oi pI3HUIN IIOAO HHUPKOBOI
HegocTaTHOCTI M rpynamu, RR 0,87 (95% CI Bix 0,37 no 2,04).

CumnToMu Ta YCKJIAJHEHHS 3aXBOPHOBAHHSA, TaKi fAK HHPKOBa
HE0CTATHICTh, IIKIPHI, HepeOpOBACKYJISIPHI TA cepLeBi YCKJIAAHEHHA:

CepueBi yckiaJHeHHsI: B JOCIDKeHH1 Bierer et al, 2006 mOBIIOMISUIH
pe3yibTaTH KapAlomyIbMOHAIBHOTO HaBaHTaXXyBaJIbHOTO TecTy. He Oyio BUsSBIEHO
CYTTEBHX BIMIHHOCTEH MK IpyIaMH 3a OJIHOIO 3 OIIHIOBAHUX CyOrpym (cepemHin
pe3epB yacToTu cepiieBux ckopouenb, MD 21,30 (95% Cl Bix -1,28 1o 43,88); cepenne
MaKCHUMaJIbHE CITO)KMBAHHS KHCHIO, BHUMIpSHE MpW TIKOBUX HaBaHTAXCHHSIX (B
mit/(kr-xB)), MD 0,22 (95% CI Bix -0,94 no 1,38); makcuManbHe CrIOKMBaHHS KUCHIO,
BUMIpSIHE TIpU MiKOBOMY HaBaHTaxkeHHi, MD 2,60 (95% CI Big -13,16 no 18,36); ta
KHCHEBUH TyJibe (oxygen pulse) mpu mikoBoMy HaBanTaxkenHi, MD 2,10 (95% CI Bin
-3,67 no 7,87)). He Oysno »0aHHUX CYyTTEBHX BIIMIHHOCTEN MIX IpylaMu JIIKyBaHHS 32
pe3ynbTaTaMHu KapJ10peclipaTopHOro TecTy 3 (i3MYHUM HaBaHTaxkeHHs M, RR 1,50
(95% CI Bix 0,34 no 6,70). B nocnimxenni Banikazemi et al., 2007 noBiIOMJIISLIIN TIPO
CEpIIEBl YCKJAIHEHHS, >KOJHMX CYTTEBUX BIJIMIHHOCTEH MIiX JTOCHIIKYBaHUMHU
rpynamu He 0yio, RR 0,46 (95% CI Big 0,11 mo 1,90).

IlepeOpoBackyasipHi  yCKJIAJHEHHsI: 3a  pe3yJbTaTaMu  JIOCIIKEHHS
Banikazemi et al., 2007 He Oyno CyTTEBOi PI3HUII IIOJ0 KUIBKOCTI
nepedpoBackyIsipHuX oAl Mmixk rpymnamu, RR 0,12 (95% CI Bin 0,01 no 2,48).

Bincorok y4yacHukiB, fiki HaOpaJum HyJdbOBI 0ajqM 3a MIKPOCYAHUHHUMH
eHJI0TeNIAJbHUMH BiIKJIaJeHHAMHN TJ1000Tpiao3winepamMiny B IIKipi: uis
YYACHHKIB, SIKI JIOCSAIVIM HYJBOBOTO 0Oana 3a MIKPOCYJUHHUMHU EHIOTEIAIbHUMHU
BinkimaneHHasmMu Gb3 B mikipi yepes 5 MicsIliB, cocTepiranacs CTaTUCTUYHO 3HAYYIIA
PI3HUILISL MK Tpynamu (nocuijkenusa Eng et al.,, 2001) Ha KopucTh arajicujazu oera
MOPIBHSHO 3 J1a11€00 3a BU3HAYCHHSIM K B TOBEPXHEBUX €HJIOTEIIaJIbHUX KIITHHAX,
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RR 19,67 (95 % CI Big 4,13 no 93,63), Tak 1 B TIUOOKUX €HAOTSAIBHUX KIITHHAX,
RR 11,00 (95% CI Bin 2,88 mo 42,08). He Oyno cyTTeBOi pI3HULI MIiX
MIPOAHAI30BaHUMH YYaCHUKAMHU Y KOKHIM TPyTi 3a BU3HAYCHHSAM BiakiIaaeHb Gb3 y
riagkom'sizoBux kimituHaX, RR 1,50 (95% CI Big 0,10 mo 22,62) abo B KIiTHHaX
nepuneBpiro, RR 1,04 (95% CI Bix 0,07 mo 15,72), BianoBigHoO.

Takox y nocmixenHi £ng et al., 2001 noBi1oMISIIM PO YYACHUKIB, SIK1 TOCATIIH
HyJIbOBOro Oana abo Manu 3MeHIIeHHs BiakiaazeHb Gb3 B eHpoTenii MIKpOCYJIWH
HIKIpU. byna cTaTHCTHYHO 3HAaYyIla PI3HUL HA KOPUCTh YYACHHKIB, SIKI OTPUMYBAJIN
arajicuyazy OeTra, TOPIBHAHO 3 IUIane00 3a BU3HAYEHHSAM SK B IMOBEPXHEBHUX
engoTenianbHuX KiaiTHHAX, RR 2,81 (95% CI Big 1,72 mo 4,59), Tak 1 B TIIMOOKHX
enaoTemianbHuX KiaituHax, RR 2,79 (95% CI Bix 1,67 no 4,67). He Oyno cyrreBoi
PI3HUIII MIXK IpyIIaMu 3a BU3HAUYCHHM BiakiaaaeHb Gb3 y riaaakoM'si3oBUX KIIITHHAX,
RR 1,50 (95% CI Bix 0,10 no 22,62) abo B kinituHax nepuHeBpito, RR 1,49 (95% CI
Bix 0,68 1o 3, 25).

Jani exokapaiorpadii: xonHe 3 BKIIOUCHUX JOCTIIHKEHb HE MOBIJIOMUIIO TPO
TaKUW pe3yJbTar.

licrosioriyvamii  aHagi3 MIKPOCYIMHHHMX KaNUIAPHUX €HA0Te iaJbHUX
Binkiaagens Gb3 y 3paskax Oiomcii: >xomHE 3 BKIIOYEHHX JOCTIHPKCHb HE
MOB1JIOMUJIO TIPO TaKUM pe3ysbTar.

IHo0iuHi peakuil JJiKkyBaHHA:

Byab-siki mo0ivyHi peakuii: y 2 10CIiKEHHIX MOBIIOMIISUIH ITPO MOO1YHI peakiiii
3a nepioft BiA 3 10 6 micsauiB (Eng et al., 2001) ta yepe3 24 micsaui (Banikazemi et al.,
2007). IcHyBanu CTaTUCTUYHO 3HAYYIII BIIMIHHOCTI HA KOPUCTH IJIa1e00 MOPIBHIHO
3 arajicuj1a3oro Oera I10J0 BUHUKHEHHS 03HOOY: 3a mepiof Bix 3 no 6 micsiis, RR
29,00 (95% CI Bin 1,81 no 464,38) ta uepes 24 micsii, RR 10,94 (95% CI Bix 1,54 no
77,95). 3a niepion Big 3 10 6 MicsIiB HE OYJIO CTATUCTUYHO 3HAYYIIOI PI3HHUII MO0
JUXOMaHKH TMPY TMOPIBHSAHHI arajcuaasu oera 3 miamne6o, RR 7,00 (95% CI Bix 0,92
10 53,36). I[Ipote yepes 24 micsIi crocTepiraigacsi CTAaTUCTUYHO 3HAYYIIA PI3HULS HA
KOPHUCTh arajcuaa3u 0era MOpiBHSIHO 3 TUIane0o 11010 BAHUKHEHHS TUXOMaHKH, RR
8,51 (95% CI Big 1,18 no 61,58). B nocnimxenni Eng et al., 2001 TOBIAOMIISIN TIPO
BiquyTTs Xonoxay (chills), 1 He Oy0 cTaTUCTUYHO 3HAYYIIOI PI3HULI B Mepioj Bix 3 10
6 micaiiB, RR 9,00 (95% CI Bix 0,51 no 159,94). lllono apTepianbHOI TinepTeH31i He
OyJI0 CTAaTUCTUYHO 3HAYYIIOI PI3HMII MK rpynamMu B 000X AOCHIHKYBaHUX YaCOBHX
nepiogax: Bijx 3 g0 6 micsauis, RR 7,00 (95% CI Bix 0,38 no 129,74); uepes 24 micsii
- RR 2,13 (95% CI Bix 0,47 no 9,60).

B nocnimxenni Banikazemi et al., 2007 noBIAoOMIISUIM TIpO OJItOBaHHS;, HE OyJ0
CTATUCTUYHO 3HAYYIIO1 PI3HUIN Yepe3 24 MIcsIl 1040 JaHoi modiuHoi peakiii, RR
8,00 (95% CI Big 0,47 mo 137,27). B inmomy npocnimkenni (Eng et al, 2001)
MTOBIIOMJISIITH TIPO TOJIOBHHM O11b y TIepiof Bij 3 10 6 MicsIliB; HE OyJIO0 CTATUCTUIHO
3HAYMMOI Pi3HMIII 111010 TojoBHOTO 6010, RR 2,50 (95% CI Bix 0,53 mo 11,86).

Cepiio3Hi mo0GiuHi peakuii: »KoJaHE 3 BKIIOYEHUX JOCHIIIKEHb HE MOBIJOMUIIO
IIPO TAKUU pEe3yJIbTaT.

SkicTb KUTTH (BM3HA4YeHA 3a KOpoTkow ¢opmorw 36 (SF-36) ta Bnius
KJIIHIYHUX 3MiHHMX Ha OajbHiI OWiHKHM AoMeHY B pamkax SF-36): xonne 3
BKJIFOUCHHX JOCIIHKEHBb HE TIOBIIOMUIIO IPO TaKUH Pe3yJIbTaT.
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[opiBHsHHA arajicujia3u Oera Ta arajcuiaasu aabda

Jlnst mopiBHAHHS arajicugasu Oera Ta araicujaasu aibda Oyjo BKIHOYEHO 2
Kiiniuni qocmimkenns (Sirrs et al., 2014°° ra Vedder et al., 2007%7), B sxux npuiimManu
y4acTh 184 marieHTu.

Hocmimkenas Vedder et al, 2007 O0yino paHIOMI30BaHUM KJIIHIYHAM
JOCITIKEHHSM, YYaCHUKH SKOTO MPOXOJMIIN JIIKYyBaHHS MPOTITOM IOHaMeHte 12
MicAwiB. Bevoro B jociipkeHH1 yyacts 36 yuacHuKIB (18 4ooBikiB 1 18 KIHOK) BIKOM
BiX 19 no 76 pokiB. 3aramom 3a 34 yyacHUKAaMH CIIOCTEpIraiu LioHaimeHIie 12
MICAIIIB, a MArpyna ydacHukiB (25 13 34) nepeOyBaa il HarJsiI0OM MPOTATrOM MOHAT
24 wicsauiB JdikyBaHHSA. [[B1 MaIi€eHTKH BUMIUIA 3 JOCIIKCHHS Ticias 6 MiCSIIIB
JIKyBaHHS arajicujia3oro ainb(da abo arancunaazoro 6era. B gocnimkenni Vedder et al.,
2007 mopiBHIOBaNIM arajcuaaly ainbda y go3yBaHHi 0,2 MI/Kr KOXHI JBa THXKHI 3
arajicuya3zoro Oera y mo3yBaHHI (0,2 MI/KI KOXHI JiBa THXKHI, IO HE BIJMOBiAa€E
BHU3HAYEHOMY YNOBHOBa>keHUM opranom PICO.

Hocnimxenns Sirrs et al., 2014 6ymno 3araqbHOHAIIOHATBHUM JOCIIHKEHHIM yCiX
0ci0, sk 40J0B14O1 Tak 1 kiHOUO1 cTati, y Kanani 3 xBopo6oro ®abpi y Bimi Bix 5 10 85
pPOKiB. Y 1bOMY JOCHTIKEHHI po3risganucs nBi koroptu ocid (la ta 1b), ski
orpumyBain ®3T. OCKUIbKM yYaCHUKH KOTOPTH la He Oynu paHaOMi3oBaHi, 0
CUCTEMATHUYHOTO OTJISy TJIaHYBaJOCh BKIIOUUTH J1aHl 67 y4yacHUKIB KOTOpPTH 1b, siki
Oynu pangomizoBani 1:1 Ha rpynu arancunasu 6eta (1,0 MI/Kr KOXH1 JIBa THXH1) a00
arasicunasun anbpa (0,2 Mr/kr koxkHi JBa TwkHi). KiHneBa KiIiHIYHA TOuYKa Yy
nociikeHH1 Sirrs et al., 2014 Oyna KOMIO3UTHOO (BKIIIOYA€E OLIHKY (DYHKIIIT HUPOK,
Cepilsi, HEBPOJIOTIYHUX TOpYylIeHb a00o cMmepTh). Tak K JaHa KJIiHIYHA TOYKa HE
BIJITOBIJIa€ BH3HAYCHUM Yy CHUCTEMAaTHYHOMY OIJISI/II TICPBUHHUM Ta BTOPUHHUM
KIHIICBUM TOYKaM, pe3yJbTaTH JaHOTO JOCTIIKEHHS y CHUCTEMaTUYHOMY OTJISiAI He
IIpeCTaBIICHI.

BpaxoByroun BuIle3a3Hau€HE, YIOBHOBAXXCHUW OpraH y BHCHOBKY He
MIPEJICTABIIIE PE3YJNbTATH TOPIBHAHHS arajicuaasyd aidbda Ta arajicujgazu Oera 3
cucteMaruuHoro orisiny El Dib R. et al., 2016.

OTxe, pe3ynbTaTd AAHOTO CHUCTEMAaTUYHOTO OTJIAMY 3acHOBaHI Ha JaHUX 9
JOCITIDKeHBb, 3 HUX TMOPIBHAHHS arajcujasu OeTa 3 1ianedo - 3 JOCIiHKCHHSIMU,
NOPIBHSHHA arajcuaasu anb(a 1 araicupasu Oera - 2 JocHigKeHb. Pe3ynbratu
MOPIBHSHHS arajicua3u 0eTa Ta miane0o 3aCHOBaH1 Ha JaHUX AOCHIKeHb Banikazemi
etal., 2007, Bierer et al., 2006, Eng et al., 2001 3a y4acTi Nalli€EHTIB K YOJIOBIYO1, TaK
1 K1HOYO1 cTaTi.

[Ipyn mnopiBHsSHHI araicujazu Oera 3 1manebo Oyyo: BHUSIBICHO CTAaTUCTUYHO
3HAUyIly BIJIMIHHICTh Ha KOPUCTb YYACHHUKIB, SIKI OTpUMYBaJM arajicuaasy Oera
MOPIBHSAHO 3 IUianebo 1010 3MiHU KoHIeHTpamii Gb3 y TKaHWMHAX HHPOK, mean
difference (MD) -1,70 (95% CI Bix -2,09 no -1,31), y Tkanunax cepisg, MD -0,90 (95%
Cl Bix -1,18 10 -0,62) Ta 3a KoMmo3uTHUM pe3yibratroM, MD -4,80 (95% CI Bix -5,45
10 -4,15). Cnoctepiranacsi CTAaTUCTUYHO 3Ha4ylla PI3HULS Ha KOPUCTH MALIE€HTIB, SKI
OTpUMYBAJIM arajcuaaly 0era, MOPIBHIHO 3 IJIAnedo M0I0 BiJICOTKA YYACHUKIB, SIKi

2Sirrs SM, Bichet DG, Casey R, Clarke JT, Lemoine K5, Doucette S, et al. Outcomes of patients treated through the Canadian Fabry disease initiative.
Molecular Genetics and Metabolism 2014;111:499-506.

*"Vedder AC, Linthorst GE, Houge G, Groener JE, Ormel EE, Bouma BJ, et al. Treatment of Fabry disease: outcome of a comparative trial with
agalsidase alfa or beta at a dose of 0.2 mg/kg. PLoS One 2007;2(7):e598.
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JOCSITJIM HYJIbOBOTO 0ajia 3a MIKpOCYJMHHUMHM €HI0TeTiaTbHUMHU BiakIaaeHHaMu Gb3
B IIKIpi 4Yepe3 S5 MICAIIB 3a BHU3HAYEHHSM SK B TOBEPXHEBUX CHIAOTEIAIBHUX
kimitnHaX, RR 19,67 (95 % CI Bix 4,13 no 93,63), Tak 1 B TIIMOOKUX €HAOTEAIBHUX
kiitrHax, RR 11,00 (95% CI Bix 2,88 1o 42,08). byna ctaTUCTHYHO 3HAYYIIA PI3HUIIS
Ha KOPHCTH MAIIEHTIB, sIKI OTPUMYBAJIM arajicujasy 0eta, MopiBHSAHO 3 TIanedo 1Moo
BIJICOTKA YYaCHHKIB, SIK1 JOCSTIM HYJIbOBOrO Oajia ab0 Majy 3MEHIIEHHS BiJKJIA/I€Hb
Gb3 B eHpmorTenii MIKPOCYIWH IIKIpH 3a BH3HAUEHHSIM SK B IIOBEPXHEBHX
engoTenianpbHuX KiaiTuHax, RR 2,81 (95% CI Big 1,72 mo 4,59), Tak 1 B TIIMOOKHX
eHjoTemanbHuX KiaiTiHax, RR 2,79 (95% CI Big 1,67 no 4,67). Uepe3 24 micsii
JIKYBaHHS CIIOCTepirajacs CTaTUCTUYHO 3HAUyIa PI3HUISI HA KOPUCTh arajcujia3su
OeTa B MOpPIBHSHHI 3 MIane06o0 11010 BUHUKHEeHHs JnxoMaHku, RR 8,51 (95% CI Bix
1,18 no 61,58) 3a manumm pocnijpkeHHs Eng et al., 2001. He Oyno cTaTUCTUYHO
3HAYYIIOI PI3HUII 32 HACTYMHUMHU KIHIIEBUMH TOYKaMH: CMEpTi, OO0 y TPyAsSX Ta
BTOMH, OO0JI0, TIOB’s3aHOrO 13 xBopobOoro  dabpi, 3a  pesyiabTaTaMu
Kap10MyJIbMOHAIBHOTO TECTY 3 (DI3MIHUM HABAHTAKECHHSIM, CEPIICBUX YCKIIAIHEHb Ta
1epeOpoBacCKyISIPHUX YCKJIagHeHb. He ToBiAOMIISIM pe3ynbTar 3a HACTYIMHUMU
KIHIICBUMHU TOYKAMU: aKporapecTesisi, exokapaiorpadiuHi mapaMeTpu, TICTOIOTTUHUAN
aHaJI3 MIKpOCYJAMHHUX KaIUIIPHUX CHIOTeTiadbHUX BiakiaaeHb Gb3 3a maHuMH
oOiorcii, cepio3H1 MOOIUHI peaKiii, AKICTb KUTTS.

[lin wac mnpoBenenns paepxkaBHoi OMT 3a CKOpOYEHOIO MPOUETYPOIO
YIOBHOBAXKEHUM OpraHoM OyJia MpoBe/ieHa OI[IHKA METOI0JIOT14HOI IKOCTI1 Iy OTiKaiii
R. El Dip et al., 2016 3a agantoBanum juctoMm oiinku SIGN 50 (Methodology
Checklist 1: Systematic Reviews and Meta-analyses)®®. B cucremaTnunomy ormsni R.
El Dip et al., 2016 4iTkO BHU3HAuY€HE KIIIHIYHE MHUTAHHS, B MyOJiKallii 3a3HayeHi
KpUTEPIl/BUKITIOYCHHS; HaBeJAeHa 1H(opMaIllis 1mo0 MoIIyKy, Bii0Opy Ta BUITYUYEHHS
JAHUX; TIPEJICTABIICHO XapPaKTEPUCTUKH BKIIOUECHHUX Ta BUKIIOUEHHUX JOCIIKCHb.
MerogosioriyHa  SKICTh  BKJIFOYEHUX JOCIHIJDKEHb OIlIHEHa, BHUKOPHUCTOBYIOYH
iHCTpYMeHT omiHku pu3uky Cochrane Ta moBimoMieHa HaIeKHUM YHHOM. 3a3HA4YEHI
JoKepenia MIATPUMKH, TPO KOH(IIIKT IHTEPECiB HE 3a3HAYCHO. TaKuM YHHOM,
nyomikamist R. El Dip et al.,, 2016 Bianosigae Oinpmrocti kputepiiB orinku SIGN Ta
MAa€ BHCOKY METOJOJIOTIYHY SIKICTb.

CucTeMaTUUHKI OIIIS 3 METa-aHai3oM nponopuiit R. El Dip et al., 2017% Gys
MPOBEJEHUI 3 METOK OIIHUTU eQeKkTuBHICTL Ta Oe3sneky D3T mnpu xBOpoOi
Annepcona-®abpi.

KpurepissmMu BKITFOUCHHS OYJIH:

- TU3aiiH JOCIIKeHHS (KOTOPTHI JOCIKEHHS 3 KUIBKICTIO YYAaCHUKIB OUIbIIE
5);

- YUaCHUKH: TAIE€HTH 3 TEHETHUYHO, (EepPMEHTATHUBHO Ta/ab0 MiATBEPIKEHOIO
Oiomnciero xBopoOow AnaepcoHa-Pabpi HeE3anexHO BIJ BIKY, CTaTl YU TKKOCTI
3aXBOPIOBAHHS;

- BTpy4aHHs: arajcupa3a anb(a, araicupasa Oera al0o mMalli€eHTH, $KI He
OTPUMYBAJIH JIIKyBaHHS;

Zhttps://www.sign.ac.uk/what-we-do/methodology/checklists/

E1 Dib R. et al., 2017, Enzyme replacement therapy for Anderson-Fabry disease: A complementary overview of a Cochrane publication through a
linear regression and a pooled analysis of proportions from cohort studies, PLoS One. 2017 Mar 15;12(3):e0173358. doi:
10.1371/journal.pone.0173358
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- KIHIIEB1 KJIIHIYHI TOYKH: CMEPTHICTh B OyAb-SKHMX MPUYUH; HUPKOBI
MOPYIICHHS: TEpPMiHAJIbHA CTaJlisl 3aXBOPIOBAHHS HUPOK, IO MOTpedye mianizy abo
TpaHCIUIAHTAIIIS] HUPKH; CEPIIEBO-CYAMHHI IOPYIICHHS: 1H(hapKT MioKap/a, moTpeda B
CEpIIEBO-CYAMHHUX MPUCTPOSX, TSHKKA apUTMisi a00 3acTiifHa cepiieBa HEJOCTATHICTD;
1epeOpoBacCKyJIISIpHI MOPYIIeHHS: 1HCYIBT a0 TIA.

Kpurepismu BuxmouenHs Oynu: PKJl, pocnimpkenHs mnepexoay (switching
studies); mOCHIIKEHHS, B IKMX NALIEHTH OTPUMYBaIM a0 araicuasy anbgpa ado Oera
B OJJHOMY Ha0OpI JaHUX; JOCIIDKEHHS, B IKUX HE OyJI0 3a3HAaY€HO JIIKapChbKUi 3acio,
110 BUKopucroByBascs 11 O3T.

ABTOopamu  OyB  MpOBEACHMN  MeTa-aHali3  npomnopuiid.  Pe3ynpTaTn
MPOAHAI30BAHO AK JUXOTOMIYHI 3MiHHI 3 BIANOBIAHUMH JOBIPYMMHU IHTEpBAJIAMU
(confidence interval, CI 95%). [l BukoHaHHst 00’ €IHAHOTO aHAJI3y MPOIOPIIiil Oya
BUKOPHUCTaHA MOJIETh BUMIAJIKOBUX eeKTiB. /sl y3aranbHEHHS JaHUX Mpe/ICTaBIICHI
miarpamu “forest plot”. CTaTHCTHYHO 3HauyIlla PI3HULA MK JABOMa BTPYYaHHSIMH
BUMaraia, o6 ixui 06’ egnani 95% CI He nepekpuBanuch (did not overlap).

ABTOpU TIUIaHYBaJIM TIPOBECTH aHaNli3 YYTIWBOCTI 3a BIKOM, TIEPiOIOM
CIIOCTEPEXKEHHS, cTaTTIO Ta (heHOoTHIOM. OHAK KITBKOCTI JOCIIKEHb, III0 MICTHIIH
iH(dopmarrito moao crati Ta GeHOoTUIy Oyia0 HEOCTaTHBO JJISl TOTO, MO0 MPOBECTU
aHaJl3 YyTJIMBOCTI 32 BKa3aHMMH MapaMeTpaMu. ABTOPH pPO3IIISAAIN CyNEepeUInBl
pe3yabTaTh MK MEPBUHHUM aHAII30M 1 aHATI30M YYTJIMBOCTI, KOJU PI3HULS MIK
npornopuisiMa  ctaHoBuia Outbiie 3%. Jlns mepeBipku  TeTeporeHHOCTI OyJio
BMKOPHCTAHO CTaTUCTUKY I%; aBTOpPM IIPUIyCKalW, IO TETEPOreHHICTH Oyia
3HAa9yIo¥0, Ko 12> 50% 3 p <0,1.

[Tomyk 6yB npoBenenuit y 6azax nanux Medline, EMBASE ta LILACS. 3aranom
Oyno BusiBiero 1 987 nmocunanb. Ha ocHOBI 3arosioBkiB Ta pedepatiB 0ysio OLIHEHO
208 MOBHMX TEKCTIB, 3 SIKUX OYJIO BKIIFOUEHO 77 KOTOPTHUX JOCIIKEHB 32 y4acTio 15
305 mamiedTiB. YacTka 4YOJIOBIKIB Y BKIIOUECHHX JOCITIIKEHHSIX CTaHOBWIA 66,4%.
Cepenniii Bik maitieHTiB CTAaHOBUB 35,1 pokiB. Y BKITIOUEHUX JOCTIHKCHHSIX PUHMAITN
ydactb 277 miteit. JIjis mpoBeeHHS MeTa-aHai3y OyJo BKIIFOUYeHO 39 mocmimpkeHs. 3
BKIIFOUCHUX 77 JOCHiKeHb Oyno 29 KOTOpTHHX JOCTIIKEHb, B SIKUX BUBYAIH
arancugasy amb(da, B 31 KOropTHOMy AOCHIDKEHHI - arajcuma3y Oera ta B 20
JOCTIKSHHSAX IPUUMaIl y4acTh HEIIKOBaHI MaI{l€EHTH.

VY tabmmin 4 mpeAcTaBiIeHO Pe3yJbTaTH 3a BU3HAUYCHHUMH Y CHCTEMAaTHYHOMY
OIS/l 3 METa-aHaJII30M MPONOPLINA KIIIHIYHUMH TOYKAMHU.

Tabmnuis 4. PesyapTaT 3a KJI1HIYHUMH TOUYKaAMU

I'pyna CMepTHICTh Hupxkosi CeprieBo- [{epebpoBacky [To6iuHi
BiJ Oy/b-sIKO1 | MOPYIICHHS, CYIUHHI JSIpHI peaxkiiii,
[IPUYMHH, CI195% MOPYILIEHHS, MOPYILLIEHHS, CI195%
CI95% CI95% CI95%

Arancunaza | 9% (0,03-0,16) | 15,3% (0,048- | 28% (0,07- | 11,1% (0,058- 31,3%
anbda 1>=68,9%, 0,303) 0,55) 0,179) (0,149-
p=0,0066 1’=77,2%, 1’=96,7%, 1’=70,5%, 0,507),

6 KJI (n=344) p=0,0005 p<0,0001 p=0,0024 12=93,4%,

6 K1 (n=168) | 4 KJI (n=524) | 7 K/ (n=461) p<0,0001,

9 KJI (n=482)

29



Aeancudaza bema 015 MiKy8anHs nayieHmis 3 xeopoboio Dabpi 26.09.2022

Arancupiasza 12% (0,06- 16,8% (0,041- | 35% (0,11- 10,5% (0,043- 27%
anbda, 0,20) 0,356) 0,65) 0,190) (0,088-
aHai3 17=62,2%, 1’=81,4%, 1>=95,1%, 1’=71,2%, 0,505),

Yy TIUBOCTI p=0,0475 p=0,0002 p<0,0001 p=0,0077 1°=93,8%,

*k 4 K (n=309) | SKJI (n=152) |3 K (n=426) | 5 KJI (n=339) p<0,0001,
6 KJI
(n=349)
Araincunaza | 4,4% (0,002- | 6% (0,04-0,07) 7% (0,05- 3,5% (0,024- 34,1%
oeta 0,201) I>=H3 I’=H3 0,08) I>=H3 | 0,046) I>=0%, (0,071-
2 KT (n=1 1 KJI (n=1 3 KJ (n=1 p=0,4209 0,688),
053) 044) 069) 3 K (n=1 1°=93,3%,
062) p<0,0001,
5 KA
(n=1089)
Arancunasa - - 7% (0,05- - 19,5%
Oera, aHaii3 0,08) I’=H3 (0,055-
9y TIIMBOCTI 2 K] (n=1 0,393),
* 053) 1’=74,8%,
p=0,0077,

4K
(n=1073)

BincyTHicTh 10,8% 21,4% 26,2% 17,8% (0,123- 37% (0,13-

Teparmii (0,0205- (0,1522- (0,149-0,394) 0,240) 0,65), I>=H3,
0,2521) 0,2835) 1’=98,8%, 1°=95,2%, 1 K1
1>=95,6%, 1°=89,6%, p<0,0001 p<0,0001 (n=11)
p<0,0001 p<0,0001 14 KJ1 15 KJ1
6 KJI 11 KJT (n=5 854) (n=5 544)
(n=812) (n=1 698)

KJI — xoropTHi nocmimkerss; H3 — He 3acTOCOBYETHCS.

* ABTOPHM MPUIYCKAJIH, [0 FeTePOreHHiCTh OyIia 3HAUYIIor0, Ko 12> 50% 3 p < 0,1.
2 2 b

** AHaJII3 Yy TIMBOCTI MMPOBEJICHO 3 BUKITIOUEHHSIM MAI[iEHTIB AUTSYOTO BiKY.

PiBeHb cmMepTHOCTI Bij OyIb-SIKOT MPUYMHU y TIEPBUHHOMY aHaTi31 OyB BUIIUM Y
MAIIE€HTIB, sIK1 He oTpuMyBaiH JikyBaHHs (10,8%), MOTIM y aIli€HTIB, K1 OTPUMYBAJIA
arancuaasy anbda (9%) Ta arasicunasy 6era (4,4%). [CTOTHOT pi3HUIN MiXK TPyIaMU HE
Oyrno. IcHyBasia 3Hauylia TETEPOTCHHICTh B YCIX aHali3axX, 3a BUHATKOM TpPYyIHU
arancuaasy 0eTa, OCKIJIbKM CTaTUCTHKA [° He 3aCTOCOBYBAIACH.

He cnocrtepiranocs CTaTHCTHYHO 3HAYYIMIOT BIAMIHHOCTI MI0JI0 BUHUKHCHHS
HUPKOBUX TOPYIICHh MDK TMAaIliEHTaMH, SKI OTPUMYyBajM arajcujaasy Oera Ta
arancugaszy anbda. Croocrepiranucs CTaTUCTUYHO 3HAYyL[l BIAMIHHOCTI IOAO
BUHUKHEHHS HUPKOBHUX IMOPYIICHh HAa KOPHCTh BUKOPUCTAHHS arajcujaasu Oera
MOPIBHSHO 3 HEJIKOBAHUMH MalllEHTAMHU.

He Oys10 cTaTUCTUYHO 3HAYYIOT PI3HUII 010 BUHUKHEHHS CEPIICBO-CYIMHHUX
MOpYIIeHh MDK arajcuaa3or Oeta Ta araicugaszoro aibda. Crnocrepiranucs
CTaTUCTUYHO 3HAYYIIl BIZIMIHHOCTI 111010 BUHUKHEHHS CEPLIEBO-CYJUHHUX MMOPYIIECHb
Ha KOPUCTH 3aCTOCYBAHHSI arajicujiazu 0eTa MOpIBHSIHO 3 HEJIIKOBAHUMU IMAI[IEHTAMH.
IcHyBasa 3HavyIa TETEPOTCHHICTh B YCIX aHaNi3axX, 32 BUHATKOM arajicujasu Oera,
ocKinbkM I? He 3acTOCOBYBajach. Pe3ynbTaTH aHaji3y YyTJIMBOCTI, IO BHKIKOYAB
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MAIIE€HTIB TUTSYOTO BIKY, sIKI OTPUMYBAJIM arajicujaasy Oeta, OyJid MOCIiIOBHUMU 3
NEPBUHHUM aHATI30M.

Cnocrepiraaucs CTaTUCTAYHO 3HAYYINI BIAMIHHOCTI IOJI0 BUHUKHCHHS
1epeOpOBaCKYJIIPHUX TMOPYIIEHh Ha KOPHUCTh arajcuaasi Oera TMOpIBHAHO 3
araJicuia3or0  aibda Ta  HEIIKOBaHMMH  TallieHTamMu. IcHyBaia  3HauyIa
reTEPOreHHICTh B yCiX aHami3ax, 3a BUHATKOM arajacuaasu 6eTa, ocKijabku 12 cranoBuna
0%.

KomnosuTHuii pesyabrat: Jlani 3 7 Ta 4 A0CHIIKEHb, K1 BKIOYAIA TPYyIU
arasicuyasu anbda (mepioa cnocrepekeHHs Bia 1 poky 1o 15 pokiB) Ta arajacuaasu
oeta (mepioa criocTepekeHHs BiJl 2 pokiB 10 9,5 pokiB), MOKa3adu, 10 MALIEHTH 3
xBopoOoro dadpi, sKi OTPUMYIOTH arajacuaasy aibda, MaTUMYTh OUIbITY UMOBIPHICTb
BUIMX TIOKA3HMKIB 32 KOMIIO3UTHHM pE3yJIbTaToM (CMEpTh, HUPKOBI, CEPIEBO-
CyInHHI a00 1epeOpoBacKyJISIpHI MOJi1) MOPIBHSAHO 3 MAaIllEHTaMU, K1 OTPUMYIOTh
arajicuyiazy 0era mpoTsaroM 0araTboX poOKiB, IPOTE€ CTATUCTUYHO 3HAYUMOI PI3HHIN Y
pe3yabTati He Oyno (p=0,5878).

He Oyno craructuaHo 3HAYYIIO1 PI3HUIIL OO0 YaCTOTH MOOITYHUX PEaKIii Mix
TpyIoIo arajicuaasu anbda, arajacuaasu 0era Ta HeJIIKOBAaHUMU MarieHTamMu. [cHyBana
3HaUyIlla TeTePOreHHICTh ¥ BCIX aHaji3ax, 3a BUHATKOM TPYIU BiJICYTHOCTI Teparii,
OCKIJIbKM CTaTUCTHKa I? He 3aCTOCOBYBalach. Pe3ynbTaT aHalidy 4yTIMBOCTI, IO
BUKJIIOYAB MAII€EHTIB JAUTSIYOrO BIKY, SIKI OTpUMYBAJIM arajcujazy Oera, HEe €
MOCTIAOBHUMH 3 IEPBUHHUM aHAJI30M.

3a BUCHOBKaMHU aBTOPIB CHCTEMATUYHOTO OISy 3 METa-aHalli30M IPOIOPIIiii
IpH Teparlii arajacuaa3orn 0eta crocrepirajgach HUKYA 9acTOTa HUPKOBHX, CEPIICBO-
CYJIMHHUX 1 1IepeOpOBaCKYJISIPHUX MOPYIIEHB, MOPIBHAHO 3 BijicyTHICTIO D3 T, 1 HIXKUa
4acToTa 1epeOdpOoBaCKYIIPHUX MOPYIICHb MOPIBHSIHO 3 arajicuaa3oro anbda. Yactora
noOIYHMUX peakIii mpu Tepamii arajicuaa3zor Oera Ta arajicuaazor aibga
CTATUCTUYHO HE BIIPI3HAJIACH.

[Tlim wac mnpoeaeHHst aepkaBHoi OMT 3a CKOPOUYEHOIO MPOIEIYPOIO
YIOBHOBaXEHUM OpraHOM OyJia MPOBEACHA OLlIHKA METOI0JIOT14HOI IKOCTI myOikamii
R. El Dip et al, 2017 3a amantoBanuMm jmctoMm oIinku SIGN 50 (Methodology
Checklist 1: Systematic Reviews and Meta-analyses). Y cucremMatnayHOMy OISl 3
MeTa-aHali30M Mponopuid Oylo 4YITKO BHU3HayeHe KIIiHIYHEe nuTaHHsA. Kpurepii
BKJIFOUEHHSI Ta BUKJIIOUCHHS 3a3HaveH1 y nmyOumikarii. [lomyk OyB mpoBeneHuii y 6azax
nanux Medline, EMBASE Tta LILACS. Bia6ip Ta Buiy4YeHHs JaHUX OyJiu MPOBEICHI
JIBOMA HE3JIC)KHUMU ekcriepTamu. [Ipu BiAOOp1 OCTIKEHD IBA €KCIIEPTH HE3AJICIKHO
NEepeBIpWIIM BCl HA3BM Ta aHOTAIlll, BUSBIICHI MiJl Yac MOIIYKY, MOBHI TEKCTH CTaTeu
yCIX TOTEHIIIHHO peJIeBaHTHUX JOCIIKEHb 1 OI[IHWJIN 1X BIAMOBIIHO 10 KPUTEPIiB
MPUIHATHOCTI; pO301’KHOCTI BUPIITYBAIKMCH MUISIXOM OOTOBOPEHHS 200 3a JOIOMOT OO
TpeThoi cTopoHH. [IpoBeneHo aHami3 YYTAMBOCTI 3a BIKOM Ta MEPIOJOM
CIIOCTEPEKEHHS, aBTOPU 3ayBaXKYIOTh MPO HASBHICTH PSAly HEBPaXOBaHUX (HaKTOPIB y
c(opMOBaHUX KOTOPTaX, sIKi BU3HAYAIOTh HEOJHOPIAHICTh PE3YyJIbTATIB 3a KPUTEPIEM
I>. By BUKOPHCTaHi BiAMOBiAHI MeTOMM i 00'€qHAHHs pe3yabTaris. [Hdopmartis
IOA0 JDKEpeNn MIATPUMKH 3a3HadeHa. XapaKTePUCTUKUA BKIIOUEHUX TOCIIIHKECHb
IPEICTaBIICHI HEJOCTATHBO Ta OOMEXKEH1 KpUTEPISIMHU BKIIIOUEHHS/BUKIIIOUEHHS. B
nyOJtiKallii He npejcraBieHa iHGopMallisl o0 MepPeiKy BUKIIOUEHUX JOCHIIKECHb,
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OIIIHKH METOJIOJIOTIYHO1 SIKOCT1 BKJIIFOUEHHUX JOCIIKEHb Ta pU3UKY YIEPEIKEHOCT1 HE
npejcTaBiieHl. 3a pe3yJibTaTaMu OLIIHKA BCTaHOBJIEHO, 10 myOsikaris R. El Dip et al.,
2017 mae MpUAHATHY METOJOJIOTIYHY SIKICTh.

3a pesyibTaTaMU CHUCTEMATUYHOTO OISy 3 METa-aHAII30M IIPOIOPIIiid
KOTOPTHUX KIHIYHUX gociikenb R. El Dip et al., 2017 BCTaHOBJIEHO, IO CMEPTHICTh
Bl OyAb-sIKUX NMPUYUH y NEPBUHHOMY aHaji3l OyJia BUIIOKI Yy MAll€HTIB, 5Kl HE
orpuMyBaiu JikyBaHHda (10,8%), MOTIM y MaLi€HTIB, SIKI OTPUMYBAIM arajcuaasy
anbda (9%) 1 arancunazy oera (4,4%), oHAK ICTOTHOL PI3HUIII MIXK TpynaMu He OyJIo.
He cniocTepiranocst cTaTUCTUYHO 3HAYYIIO1 BIAMIHHOCTI I0JI0 BAHUKHEHHS HUPKOBUX
NOpYILIEHb MIXK MalliEHTaMH, sIKI OTPUMYBAJIM arajcujasy 0era Ta araicuaasy ajibda.
Crnocrepiranucss CTaTUCTUYHO 3HAUYYIIl BIAMIHHOCTI IIOJ0 BUHUKHEHHS HUPKOBHX
MOpYIIeHh HA KOPUCTh BUKOPUCTAHHS arajicuaa3u O0eTa MOPIBHSIHO 3 HENIKOBAHUMU
narienTaMd. He OyJio cTaTUCTUYHO 3HAYYIOT PI3HUIIL 1100 BUHUKHEHHS CEpPIIEBO-
CYJIMHHUX MOPYIIEHb MK arajicu1a3oro 0eta Ta arajicuaa3oro anbda. Crocrepiranucs
CTATUCTUYHO 3HAYYII BIJIMIHHOCTI I110J10 BAHUKHEHHS CEPIIEBO-CYIUHHUX MTOPYIICHb
Ha KOPUCTH 3aCTOCYBAHHS arajicujia3u 0eTa MOPIBHSIHO 3 HEJIIKOBAHUMU IMAIlIEHTAMH.
Crocrepiraaucs  CTaTHCTUYHO  3HAYYINl  BiAMIHHOCTI  IIOJO0  BUHHUKHEHHS
1epeOPOBACKYISIPHUX IOPYIIEHh HAa KOPHUCTh arajicujazi Oera TOpIBHSHO 3
arajcuaa3oro aib(a Ta HeJIKOBaHMMU mnanieHTamu. He Oylio cTaTuCTUYHO 3HAYYIIOi
PI3HHUIII IIOJ0 YaCTOTH NOOIYHUX PeaKU1d MK IPYyIOr0 arajcuaasu 0era, arajicuaasu
anb(a Ta HeJIKOBAaHUMHU Malll€HTAMH.

Jlanuii aHani3z Mmae HU3Ky oomMexeHsb. [Ipu iHTeprpeTanii pe3yiabTaTiB HEOOX1THO
BpPaxOBYBATH 3HAYHY HEOJIHOPITHICTh KITHIYHUX PE3YJbTATIB Y BCIX JOCIIIKYBaHUX
rpynax. ABTOpU TMOSICHIOIOTH 1}0 HEOJHOPIAHICTh SK KIIHIYHUMH, TaK 1
METOOJIOTIYHUMHU BIIMIHHOCTSIMH. ABTOPHM BKa3ylOTh Ha HEOIHOPITHICTH JaHUX,
MIPOTE HE PO3KPHUBAIOTH MPUUMHHO-HACIIIKOBI 3B’ SI3KM PE3YJbTaTUBHUX IMOKA3HHKIB
(mportopItiif) 3 KIIHIYHO-AEMOTpaGidHUMHA XapaKTEPUCTUKAMU KOTOPTH B OKPEMHX
JOCHIDKEHHSIX, J€ OTpUMaHl BHUCOKI 3HAYEHHS MPOMOPLIM 3a CMEPTHICTIO 4YH
YCKJIAIHEHHSIMU 1 XapaKTEePUCTUKU TOCTIKEHb 3 MIHIMAJIIbHUMU MTPOTOPIIISIMHU.

ABTOpU TUIaHYB&JIM TPOBECTH aHaI3 UYYyTJIIMBOCTI 3a BIKOM Ta TMEPiooM
CIIOCTEPESXKCHHS, cTaTTio Ta (eHormnmoM. OmHak Oyl0 HEJOCTaTHBO KIJIBKOCTI
JOCJIKEHb, K1 0 MICTHIM 1H(OpMAIIiO 00 CTaTi Ta PEHOTUIY JJIS MPOBEICHHS
aHaJII3y YyTJIMBOCTI 3a JAaHUMU MapaMeTpamMu. MeToA0MOTTUHUHN M1IX1] MeTa-aHalli3y
IPOIOPIII € IPUINHATHUM B JaHOMY BUIIAJIKY, aj€ BiH OLIbIIE NIAXOAUTh A0 aHAIZY
CMEPTHOCTI B1Jl BCIX MPUYUH, KOJIK HE BPaXOBYETHCS (MOKHA HE BPaxOBYBaTH) MEBHA
PI3HOMAHITHICTh KJIIHIYHMX YMHHHUKIB y TpYNax MOPIBHSHHSA. Y BHUIAJKY aHaNi3y
NEBHOI KOTOPTH 32 BU3HAYCHUM PE3yJbTaTUBHUM MapamMeTpoM (HAmpuKIIaa, HUPKOBI
MOpPYIICHHS), Ha JYMKY YIOBHOBOXEHOTO OpraHy, MOTpeOye TakoxX OUIbII
JIETANI30BAHOTO BH3HAYEHHS KIIHIYHUX XapaKTEPUCTHK KOTOPT 3a MOTEHINHHO
BaroMMMH KIIIHIYHUMH TIapaMeTpaMH I CTaHAApTHU3allli TPyl MOPIBHSHHA
(HanmpuKJIaJ, KJIIPEeHC KPpeaTUHIHY 1 loro 1uHamika, uu i napametpu). Li enementu
aHaJli3y BIJACYTHI B JaHOMY MeETa-aHami3l, IO 3HUXKYE METOHOJIOTIYHY SKICTh
nociipkeHHs. [Ipy 1boMy He MOXIIMBO BIJINOBICTH HA MUTAHHS, $KI YUHHUKHU
3YMOBJIIOIOTh 3HAYHY BapiaOebHICTh NPONOPILIIH 1 HAIBHICTh IPUUYUHHO-HACIIIKOBUX
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3B’s13KiB. Lle He 103BoJIsg€ OUIBII YITKO CTAaHAAPTU3YBATU TPy MOPIBHIHHS, a, OTXKE,
BHCHOBKH aBTOPIB € HEIOCTATHHO OOIPYHTOBAHUMH.

3) AaHi 010 EKOHOMIYHOI JOUIJILHOCTi B YaCTHHI e()eKTUBHOCTI BUTPAT
BHUKOPUCTAHHSA JIKAPCHhKOro 3aco0y BiANMOBIAHO 10 PEKOMEHJI0BAHOI MIKAJIU
rPAHUYHMX 3HAYEHb IHKPEMEHTAJBLHOI0 MOKA3HNKAa e(eKTUBHOCTI BUTPAT B
Ykpaiui

Bignosimno no mn.7 Ilopsiaky mTpoBeAeHHS JEpKaBHOI OIIHKKA MEIUYHUX
TEXHOJIOT1H, 3aTBepKeHoro nmocranoBoro KMV Bix 23 rpyans 2020 p. Ne 1300 (mami
- [Topsiok), nepaBHa OIIHKA MEAMYHUX TEXHOJIOT1H 32 CKOPOUYEHOIO MPOLIETYPOIO HE
nependayae MPOBEAEHHS  aHamizy e(EeKTUBHOCTI BUTpaT Ta  PO3PaXyHKY
IHKpeMeHTaJIbHOTo MmokasHuka epexruBHocTi BUTpat (ICER) B YkpaiHi.

4) na”i moa0 pe3yJbTATIB €KOHOMIYHOI JOUIJIBLHOCTI B YACTHHI aHAJI3y
BILIMBY HA MOKA3HUKHU OKOIZKETY

BignoBigno mo n.7 Ilopsaky, mepxkaBHa OMT 3a CKOpOUYEHOIO MPOIETYPOIO
nependavyae MpoBESHHS aHaTI3y BIUIMBY Ha MOKa3HUKH OIO/KETY B Y KpaiHi.

B pamkax mnpoBeneHHs pgepxkaBHoi OMT 3a CKOpOUE€HOIO MPOLETYPOIO
YIOBHOBAXKEHUM oOpraHom 3 jaep:kaBHoi OMT BiamoBigHO A0 MeTOAOJOTII OYyB
MIPOBEICHUI aHATI3 BIUTMBY Ha TTOKA3HUKH OIOJDKETY Y YaCTHHI pO3paxyHKy BUTpaT Ha
MEIUYHI TEXHOJOTIi 3 YaCOBUM FOPU30HTOM OJIMH PIK Ha MIJCTaBl NPAMUX MEIUYHHUX
BUTpAT Ha JIIKApChKUH 3aci0 3 MEPCIEKTUBU JACPKABHOTO MJIATHUKA.

Merta: OLIHUTH MOJACIBHUN BIUIUB Ha OIOJIKET JIIKapChKOTO 3aco0y arajcuiasa
OeTa I JIIKyBaHHSI MAIIEHTIB 13 XBOpoOor0 Dabpi.

MeTton: aHasi3 BIUTUBY Ha MOKa3HUKU OIOJKETY Y YaCTHHI PO3paxyHKY BHUTPAT 3
MEPCTIEKTUBH JEP>KaBHOTO TJIATHUKA HA MEIMYH1 TEXHOJIOT1T 3 4aCOBUM TOPU30HTOM B
OJIMH piK. AHaJli3 TPOBEACHUM Ha MIACTaBl MPSIMUX MEIUYHUX BUTPAT HA JIIKAPCHKUN
3aci0 3 TMEpPCHNEeKTHBU JEPKABHOTO IUIATHUKA, BHW3HAYEHOI IIJTLOBOI TOMYJISIIIT
MAII€HTIB BIAMOBIIHO 0 AaHUX, HaAaHUX y 3BepHeHHI MO3 Ykpainu (BiAMOBIAHO 10
muctiB MO3 Ykpaiau Big 09.06.2022 Ne25-01/12931/2-22 ta Big 20.06.2022 Ne25-
01/13739/2-22), mo npencTaBieHo y Tadiwii 5.

Bignosigno no mucrta MO3 Vkpainu Big 20.06.2022 Ne25-01/13739/2-22
MEIMYHUMH TEXHOJIOTIAMH MOpPIBHSIHHSA 11 JI3 arasncunasa anbga € araicuaaza o6era
Ta Hailikpama miarpumytoua tepamis (HIIT). BianosigHo no mpoBeaeHOro aHaimizy
KJIIHIYHOT €(DEeKTUBHOCTI 3a MIXHAPOJAHUMHU TPETUHHUMHU JHKEpEJIaMH BCTAaHOBJIEHO,
mo ¢depMeHTHa 3amicHa Tepamis (arajicujazor ainbda abo arajacuaazor0 OeTa)
pEeKOMEeHI0BaHa JJis JIiKyBaHHs XBopoou PDabdpi.

KinbkicTe marieHTiB 13 xBopoOoto ®adpi y 2022 poriti cTaHOBUTH 16 0cib cepen
akux 15 oci6 >18 pokiB Ta 1 ocoba <18 pokiB, 3 Hux 10 mopocnux mamieHTiB Ta 1
JTUTUHA JIIKYIOTHCS 3asBICHHUM JIIKApChbKUM 3aco00M araincuiaza Oera. Po3paxyHku
BUTpAT Ha OJHE BBEJCHHS Ta Ha OJHOTO MAIli€eHTa OyJIO MPOBEACHO BIIMOBITHO O
THCTPYKIIiiT 711 MEIMYHOTO 3aCTOCYBaHHS Ta 3 ypaxyBaHHSIM TOTO, IO Bara JOPOCJIOTO
namieHTa cTaHoBUTh 70 Kr, a Bara IuTUHU - 30 Kr. 11 po3paxyHKy BUTPAT J1KyBaHHS
arancuaa3oro 6era Oyia0 BUKOPUCTAHO MIAXIJ pallioHai3alii BUTpar.
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BignoBigHo 10 1HCTPYKIT IS MEIMYHOTO 3aCTOCYBaHHS, IOPOIIOK IS
MPUTOTYBAaHHS KOHIICHTPATy IS PO3UMHY I 1H(Y31M araicuma3u 6era HeoOX1aHO
BBOJIMTH y JI03yBaHHI | MI/KT Macu TiJla OJIMH pa3 Ha JiBa THXHI. BapTicTh JiKyBaHHS
yciMa JIIKapChKUMH 3aC00aMHU PO3PaXOBAHO 3 MATEMATUYHUM OKPYTIECHHSIM KUIBKOCTI
¢b1aKoHIB 10 MUIOTO YKcia y 01K 301IbIICHHS.

Tabmuug 5. AHani3 BUTpaT Ha OJIHE BBEJEHHS Ta Ha pIUHUN Kypc 3acTocyBaHHs O3T
JUIsl JIIKYBaHHS DALE€HTIB 13 XBopoOoio Pabpi Ha OAHOrO MAIlEHTA

ITapameTpu Arajsicuiasa 0era Arascuaasa aabgda

Cknan girounx | | (aakoH MICTUTh HOMIHAJIBHY KUIBKICTH | 1 MJI KOHIIEHTpPATY AJISl PO3YUHY JUIS

pEYOBUH 5 mr abo 35 mr arasicunaszu 0era; iH(dy31i micTuTh 1 Mr araiacupasu
anbda;
1 ¢umakon 31 3,5 MJI KOHIEHTpaTy
MICTUTBh 3,5 MI arajicujiasu anbda;

dopma BUIYCKY | MOPOLIOK JUIsi IPUTOTYBaHHS KOHIICHTPAT JIJISl PO3YUHY ISt

Ta JI03yBaHHs KOHIICHTPATY Ul PO3YHHY JUIsl iHDY3ii 1HYy3iH

CxeMma 1 Mr/kr Macu TiJla OIMH pa3 Ha JBa TWXKHI | 0,2 MI/KT MacH TiJia 4epe3 THKICHb

3aCTOCYBAaHHS

KpatHicth 26 26

BBEJICHHS B PIK

Ilina 3a 1 80 316,50°° (35 mr) 38 403,003

¢naxon, rpa* 13 395,26 (5 mr)

Jopocni Jimu Jopocni Himu

KinbkicTb 2 (35 mr) 1 (35 mr) 4 2

¢draxoniB Ha 1

BBEJICHHS

BurpaTu Ha 1 160 633,00 80 316,50 153 612,00 76 806,00

BBEJICHHS, TPH

BurpaTu Ha 4176 458,00 2 088 229,00 3993 912,00 1 996 956,00

narienra Ha 1

pIK, TpH

*6i0nogiono 0o mucma MO3 6i0 09.06.2022 Ne25-01/12931/2-22 0ns npogedenus po3paxyHKie 6yio
BUKOPUCMAHO 3aKYNIGENbHY YIHY 3 OCMAHHbO20 3A8EPULEHO20 MEHOePY 3a OAHUMU eleKMPOHHOT
cucmemu nyoniunux 3axynieenv Prozorro 3a pezynomamamu mopeie, nposedenux JII «Meouuni
3aKkynieni Ykpainuy, wo 00cmynti ¢ eneKmpoHHill cucmemi nyoaivHux 3aKynieeib

BianoBigHo 10 mpoBeAEHUX pO3paxyHKIB Ha OJIHE BBeJeHHs JI3 arancunasza 6eta
HE0OX11HO 2 ¢iakoHu (35 Mr) Jyist OAHOTO JOpocioro marienta ta 1 ¢iakon (35 mr)
JUTSL OHIET TUTUHMU, 1110 Y BapTICHOMY BUMIpi (26 BeneHb) ctanoBUTh 4 176 458,00 rpu
ta 2 088 229,00 rpu Ha 1 pik BignoBigHo. Ha oxne Benenus JI3 arancupasa anbda
He0oOX11HO 4 ¢1akoHU ISl OJTHOTO JOPOCIOTO TalieHTa Ta 2 ¢GJIakoHU IS OJIHIET
JTUTUHY, TI0 Y BapTicHOMY BuMIpi (26 Benenb) cranoBuTh 3 993 912,00 rpu ta 1 996
956,00 rpH Ha 1 pik BignoBigHO. OTXKE, MPOBEACHUIN aHaNI3 BUTPAT ISl JIIKyBaHHS
NaIieHTiB 13 XxBopoOoro Pabpi Ha OHOTO MAalli€EHTa CBIAYUTH MPO TE, IO HAWMEHIII

303akymniBenbHAa IiHa 3 OCTAHHBOTO 3aBEPIIEHOTO TEHIEPY 3a JAHMMH €JIEKTPOHHOT CUCTEMH My OIIYHUX 3aKyTIiBeN b Prozorro - 10roBip mnpo
3akymisio Big 09.09.2021: https:/prozorro.gov.ua/tender/UA-2021-09-09-012871-c
31 3aKymiBebHa I1iHA 3 OCTAHHBOTO 3aBEPILEHOT0 TEHAEPY 3a JaHUMM eJIEKTPOHHOT CHCTEMHU My6IiYHUX 3aKyTiBesb Prozorro - 10rosip mpo
3akymiBmo Bix 09.09.2021:https://prozorro.gov.ua/tender/UA-2021-09-09-012812-c
323aKyniBeNbHA LiHa 3 OCTAHHBOTO 3aBEPIIEHOTO TEHIEPY 3a JAHMMH €JIEKTPOHHOT CHCTEMH MyOIIiYHUX 3aKyTliBesb Prozorro - 10roBip npo
3akymnisio Bix 05.11.2021: https://prozorro.gov.ua/tender/UA-2021-11-05-003683-b
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BUTPATHOIO OMIIIEI0 JIIKYBaHHS € Teparis arajicujia3oro aibda. Pi3HuUI BUTpaT 1Is
JIKYBaHHS OJTHOTO JOPOCIIOro mnaiienTa Ha 1 pik craHoBuTh 182 546,00 rpH, 1151 oaHIET
aatuHy - 91 273,00 rpH.

PesynpraTi aHanizy BIUIMBY Ha MOKAa3HUKHU OIOJKETY MPEJICTABIICHI 3 YaCOBUM
TOPHU30HTOM B OJUH piK IpH 3abe3reueHHi 11 marienTiB arajcuma3oro Oera (Tadauis
6). Po3paxyHku mpoBeIEHO 3a CTaHAAPTHU30BAHUM TMIIXOJOM (Bara JOpOCIOro
naitienTta - 70 kr, Bara aiuTUHY - 30 KT), 32 1HAUBITyaT130BaHUM IM1AX00M (B1AMTOBIIHO
710 MacH Tij1a KOKHOT0 Nall€HTa, TOOTO KUIBKOCTI (DJIaKOHIB, O Hapa3l 3aKyIOBY€ThCA
MO3 Vkpaiau 118 iX JIKyBaHHA), a TaKOX I1HAMBIAyalli30BaHUM MiAXOAOM 3
BUKOPHUCTAaHHSAM METOJIy MiHIMi3allii 3aJIUIIKIB (BIAMOBIIHO 0 Macu TiIa KOXKHOTO
NaIl€HTa, POTE 3 ypaxyBaHHSAM MOXKJIMBOCTI KOMOIHYBaHHs (1aKoHIB 110 35 MT Ta 1Mo
5 Mr 3 METOIO MiHIMI3aIlli HEBUKOPUCTAHUX 3ATHIIKIB JIIKAPCHKOTO 3aco0y).

Tabmuus 6. Pesynpratn aHamizy BINIMBY Ha NMOKa3HUKH OFOJDKETY MPH 3aCTOCYBaHHI
araJicuia3u OeTa: JII0UHi crieHapii

1 pik

KinbkicTh manieHriB

Kinpkicth Mali€HTIB, IO 11

MOXYTb noTpeOyBaTH
JIKyBaHHS (32 nmaHuMH,

HaJIaHUMU y TOAATKY J0 JUCTa

MO3 Vkpainu Big 09.06.2022
No25-01/12931/2-22)

®  jnopocii 10 10 10
® IiTH 1 1 1
Butpatu Ha BCIO nonyJisiiio Nali€eHTiB, TPH
CrannaprusoBa | InguBinyanizoBan | InauBinyanizoBanu
HUH migxig® M miaxin M migxig (3
(BigmoBiaHO 10 BUKOPUCTAHHAM
nirogoi MeToay MiHimMizamii
NPAKTHUKHN)** 3aJIMIIKIB)

Butpartu Ha arancuma3y 6eta ta 43 852 809,00 58 818 688,76 51 867 469,16
BIUIMB HA OIOJIKET, TPH

Jopocii 41 764 580,00 54 642 230,76 47 689 579,60

JUTH 2 088 229,00 4176 458,00 4 177 889,56

*D03paxyHoK npoeooUBCsL 3 YPaxy8arHHaM mo2o, wo 1 rakor micmums HOMIHATbHY KilbKicmb 35 me
azancuoasu bema y (paaxomi

**po3paxynox npoeoouscs 8i0n0sioHO 00 KilbKocmi ¢hrakouie, wjo napasi 3axynosyromocs MO3
Ykpainu inousioyanbro 0115 KodxcH020 nayieuma, 8i0nogiono 0o dodamxy 0o aucma MO3 Vipainu
6i0 09.06.2022 Ne25-01/12931/2-22

Pe3ynbTaT MOAENBHOIO aHaI3y BIUIMBY Ha OIOJKET B YKpaiHi, MOKa3alu L0
BUTPATU Ha 3aKyIIBJIIO arajicuja3u OeTa Ha pIK JIKyBaHHS OJHOIO Malll€eHTa 3a
3aKyMiBEIBHOIO LIHOK 3 OCTAHHBOT'O 3aBEPIIEHOTO TEHJIEPY 3a IaHUMH €JIEKTPOHHOI
CUCTEMH ITyOJIIYHUX 3aKyMiBelb Prozorro 3 HOMiHaIBHOIO KUTBKICTIO 35 MT y dhJ1akoHi
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(imentudikarop 3akymisii: UA-2021-09-09-012871-c), o cranoButsh 80 316,50 rpH,
ctaHoBsATh 4 176 458,00 rpH mist mopocioro marienta ta 2 088 229,00 rpH aus
JTUTAHH, I8 JIIKyBaHHA Koroptu mamieHTiB (10 mopocimx 1 1 jguTuHa) 3a
CTaHIAPTU30BAHUM IiAX0/10M cTaHOBIATH 43 852 809,00 rpH, 3a iHAWBIAYyali30BaHUM
miaxoaoM (BIAMOBIAHO A0 JiF0Y0i IMPAKTUKK) cTaHOBIATH 58 818 688,76 rpH Ta 3a
1HAMBITyaI130BaHUM I111X0/I0M (3 BUKOPUCTAHHSIM METOAY MiHIMI3alli 3aIUIIKIB) - 51
867 469,16 TpH.

3M0/1eNIbOBaHUM BIUIMB Ha OIOJKET JIIKAPCHKOTO 3aco0y arajicuaasa 6era Oyio
MOPIBHSHO 13 PEKOMEHAOBAaHMMU 3HAYEHHSIMU LIKAJIW BIUIMBY Ha OIOJKET B YKpaiHi,
BIJIMOBIAHO /10 aKTyaJli30BaHUX 3HAUYCHb PEKOMEHIOBAHOI IIKAJIM OILIHKU BIUIMBY Ha
Oro/pkeT B YKpaiHi Ha MIJCTaBl JaHUX JEP>KaBHUX BUTPAT Ha JIIKapchbki 3acoom y 2021
pOIIi, Ta BCTAHOBJIEHO, 1110 MPH 3aKYIIIBJII arajcuaa3u OeTa BIUIMB Ha Oro/KeT Ha 1 pik
IIPHU TPHOX MMAXoAaxX Oyae cepeHiM (BapTICTh 3HAXOUTHCS Y Jliama3oHi Bij 38 MITH 110
100 Mu1H TpH).

Takox, BignosigHo 1o mucta MO3 Vipainu Big 09.06.2022 Ne25-01/12931/2-22,
YHIOBHOBa)XEHUM OPTaHOM OyJI0 JT0JJaTKOBO MPOAHAII30BaHO MEPENTIK BiIIKOTYBaHb Y
pedepeHTHUX KpaiHax Ta KpaiHax CxigHoi €Bpomnu 3 METOI MOIIYyKY IiH (Ha piBHI
BUPOOHMKA) HA 3asBJIEHY MeIUUHY TexHouorito cranoMm Ha 01.08.2022 (tabmuis 7).

Tabmuug 7. L{iHu Ha dikapcekuil 3aci0 araicujasa Oera B pe)epeHTHUX KpaiHax Ta
kpaiHax CxigHoi €Bponu

Kpaina Lina 3a paaxon Ilina B ekBiBajIeHTI*

AnGanis>? BIJICYTHS

Binopyce>* BiJCYTHS

Bonrapis®? 4 750,20 neB (35 mr) 90 695,09 rpu

BocHis i FepI_IeFOBI/IHa36 BIJICYTHS

Ipernis’’ 2 539,52 eBpo (35 mr) 94 816,79 rpu
368,65 eBpo (5 mr) 13 764,10 rpH

Ecronis®® BIJICYTHS

Jlatsiiiceka Pecrry6mika® BIJICYTHS

JIuta® BiCyTHS

Mosnaosa*! BiJCyTHS

[MiHiuna Makenouis*? BIJICYTHS

Pecny6ika IMonpma*? 11 374,31 3moTux (35 mr) 89 652,31 rpH
1 624,91 3n0Tux (5 Mr) 12 807,54 rpu

33 https:/fsdksh.gov.al/wp-content/uploads/2022/04/vendim-2022-04-13-230.pdf
https://www.rceth.by/Refbank/reestr_drurregprice/results

3Shttps://portal.ncpr.bg/registers/pages/register/view-medicament.xhtml
3Shttps://www.fmoh.gov.ba/images/federalno_ministarstvo_zdravstva/preporucujemo/Odluka o _listi_lijekova 2021.pdf
3https://www.moh.gov.gr/articles/times-farmakwn/deltia-timwn/106 12-epikairopoihsh-deltioy-timwn-farmakwn-anthrwpinhs-xrhshs-me-
enswmatwsh-dioikhtikwn-metabolwn

38 https://www.ravimiregister.ee/en/publichomepage.aspx?pv=PublicDownloads
*https://www.vmnvd.gov.lv/lv/kompensejamo-zalu-saraksti?utm_source=https%3A%2F%2Fwww.google.com.ua%2F
“https://ligoniukasa.lrv.1t/lt/veiklos-sritys/gydymo-istaigoms-ir-partneriams/kompensuojamieji-vaistai-ir-medicinos-pagalbos-priemones-
2/kompensuojamuju-vaistu-ir-mpp-aktualijos

“Thttp://www.cnam.md/?page=157
“hitps://fzo-org-mk.translate.goog/sifrarnik-lekovi-pzz? x_tr sl=mk& x_tr tl=ru& x tr hl=ru& x tr pto=sc
Shitps://www.gov.pl/web/zdrowie/projekt-obwieszczenia-ministra-zdrowia-w-sprawie-wykazu-refundowanych-lekow-srodkow-spozywczych-
specjalnego-przeznaczenia-zywieniowego-oraz-wyrobow-medycznych-ktory-wejdzie-w-zycie-1-lipca-2022-r
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Pymymnis* 13 177,87 pymyHchkuX el (35 mr) | 99 707,72 rpH
Cep6is® BiCYTHS
Cnosanpka Pecriy6mika*® 2 364,25 eBpo (35 mr) 88 272,82 rpu
Crnogenis?’ 3 149,37 eBpo (35 mr) 117 586,45 rpu
567,67 eBpo (5 mr) 21 194,81 rpu
Yropuuna*® 823 052,00 dopunTis (35 mr) 75 853,30 rpu
117 580,00 dbopuHTIB (5 MT) 10 836,29 rpu
Xopsaria® 23 256,07 kyH (35 mr) 115 484,99 rpu
3 630,96 xyH (5 mr) 18 030,62 rpu
Yecpka Pecry6mika® 70 472,10 yechkux KpoH (35 mr) 106 913,22 rpu
Yopuoropis®! BiJCYTHS

*3a ogiyitinum xypcom HEY cmanom na 01.08.2022°?

Orxe, 1IHM Ha arajcuaaly Oerta 3 M03yBaHHAM 35 Mr y (pJlakoHI 3HAMIEHO Y
nepenikax 9-tu 3 19 kpain. Llina 3a pesynabraTtamu Topris, nposenenux Il «Menuuni
3akymiBm Ykpaiau» Ha piBHI 80 316,50 rpH 3a 1 durakon (35 Mr), € HUKYOIO 3a IIHH
pedepeHTHUX KpaiH Ta kpain CxigHoi €Bponu y TPUBHEBOMY €KBIBAJICHTI, OKPIM IIHU
y YropiuHi, sika € Ha 5,34% HUKYOIO.

[{inu Ha arasncumasy Oera 3 103yBaHHAM 5 MT Yy (JIaKOHI 3HAWACHO Yy meperikax
5-tu 3 19 kpaiH, 11iHa 3a pe3yiabTatamu Topris, npoBeaeHux Il «MenuuHni 3akymniBii
VYkpainu» Ha piBH1 13 395,26 rpa 3a 1 (iiakon (5 Mr), € HIXKYOIO 3a IHU pehHEepEeHTHUX
KpaiH Ta kpaiH CxiHOi €Bponu y rpUBHEBOMY €KBiBaJ€HTI, OKpIM LiHHU Yy [lombmi,
ska € Ha 4,39% HIKUOI0, Ta IIHU B YTOPIIKHI, 10 € HIk4or0 Ha 19,10%.

Takox BinnmosigHo 110 Jiucta MO3 Ykpainu Big 26.07.2022 Ne 25-01/16746/2-22
ta Bl 08.08.2022 Ne25-01/17921/2-22 miono MOUUIBHOCTI YKJIaJaHHS JIOTOBOPIB
KEpOBAHOTO JIOCTYMY YIOBHOBA)KEHWM OpPraHOM OyJIO JTOAATKOBO IMPOAHAI30BaHO
pexomenpanii opranizaiii 3 OMT iHmmx kpain moso JI3 araiacumasza 6era (Tabauis
8).

Ta6muns 8. Pexomenmarii opranizaiiii 3 OMT B iHmmx kpainax momo JI3 arancumaza
oeta
OMT oprani3anis Pexomenaanisn®
HauionanbHui OuiHka He MPOBOAMNIIACH
IHCTUTYT OXOPOHH
30POB’A i
AOCKOHAJIOCTI
MeAMYHOI I0TIOMOTH
Beaukoi bpuranii
(National Institute

“https://cnas.ro/lista-medicamente/

“https://www.rfzo.rs/index.php/osiguranalica/lekovi-info/lekovi-actual

“https://www.health.gov.sk/Clanok?lieky202208

7 https://www.jazmp.si/humana-zdravila/cene-zdravil/seznam-ndc-in-ivdc/

“Shttp://www.neak.gov.hu/felso_menu/szakmai_oldalak/gyogyszer segedeszkoz gyogyfurdo tamogatas/egeszsegugyi_vallalkozasoknak/pupha/Vegl
eges PUPHA .html

“https://hzzo.hr/poslovni-subjekti/zdravstvena-zastita/lijekovi/objavljene-liste-lijekova
SOhttps://www.sukl.cz/sukl/seznam-leciv-a-pzlu-hrazenych-ze-zdrav-pojisteni

SThttps://fzocg.me/ckfinder/userfiles/files/folder 13/Lista%20ljekova%20decembar%202022_g.pdf
S2https://bank.gov.ua/ua/markets/exchangerates?date=01.08.2022&period=daily

37



Aeancudaza bema 015 MiKy8anHs nayieHmis 3 xeopoboio Dabpi 26.09.2022

for Health and Care
Excellence, NICE)™

Koncopuiym 3
JiKapChKHX 32c00iB
HloTaanaii (Scottish
Medicines
Consortium, SMC)**

OrriHka HEe MPOBOAMIIACH

HauionaabHuid
OpraH 3 NMTaHb
OXOPOHHM 3/10POB'sl
®panuii (Haute
Autorité de santé or
French National

PexomenaoBano BxirounT @adpazum 35 Mr 10 nepesniky
JIKApChKUX 3ac00iB, JIO3BOJICHMX JIO BHKOPHUCTAHHS
yCTAaHOBaMHM Ta PI3HUMHU JICPKAaBHUMHU CTPYKTypamH 3a
MOKa3aHHSAMH Ta JO3yBaHHAM Yy  peEecTpaliiiHoMy
ITOCBITUEHHI.

KowmiTeT 6akae oTpuMaTH JOIaTKOBI JaHi 3a pe3yJbTaTaMu

JIKapCbKHX 32C00iB
Ta MeIUYHUX
TexHoJorii (The
Canadian Agency for
Drugs &
Technologies in
Health, CADTH)",
2004

Authority for Health, | MoHiTOpUHTY MatfieHTIB Yepe3 12 micsIliB.

HAS)™, 2002 ExoHOMiYHa OLliHKA He MPOBOAMJIACH.

Kanaacbke He pexomenoBaHo.

areHTCTBO Baprictb nikyBaHHs arancuaa3oro 6era ctaHoBUTh 290 599

nonapie CIIIA (10 626 798,59 rpH) (6e3 ypaxyBaHHS
pO31p10HOT HAaOABKK) JJIsI MAIll€EHTa 3 Macoro Tita 70 Kr 13
xBopoboro  ®Dabpi. 3asgBHMKOM He Oylo HaJaHO
JOCTOBIPHOTO  JOCHIIJDKCHHS ~ €()EKTUBHOCTI  BUTpaT
JKapChKOTo 3ac00y.

Bapro 3ayBaxkuTH: €pEKTUBHICTh BUTPAT BUKOPUCTAHHS
arancugasu Oeta HE OyJIO JOBENEHO 13 BUKOPUCTAHHSIM
3araJbHOTNPUUHITHX KPUTEPIiB, X0d4a Ie JIMIIE OAWH 13
dakTopiB, AKi MOKYTh OyTH BUKOPUCTaHI MPU MPUHHSATTI
OyJb-SIKOT'0 MOAAJIBILIOTO PIlIEHHS 100 (PIHAHCYBAHHS.
Arancunasza 6eTa mpoJeMOHCTpyBajia O10JOTTYHUI e(deKT
JUTSL JTIIKYBaHHS TSDKKOTO 3aXBOPIOBAHHS, TPH  SKOMY
Nall€eHTH HE MAaloTh IHIIMX BaplaHTIB  JIIKyBaHHS.
Arancuiasa 0eta € JoOpOroBapTICHUM METOJIOM JIIKYBaHHSI.
Baxxko oOrpyHTyBaTHM peKOMEHAIlI0 BIIIIKOyBaHHS
BUTpAT JUIS JTIKAPCHKOTO 3aco0y, SKUH, HA JTaHWUH Jac, Mae
MaJjIo J0Ka3iB €()eKTUBHOCTI HA OCHOBI KJIIHIYHHUX KIHIIEBUX
TOYOK. BimmkomyBaHHs araicujga3u OeTa TMiIHUIO O
MUTaHHS PIBHOCTI, OCKUIBKH JIIKapChKi 3aco0u, sKi He
IPOJIEMOHCTPYBaMu €(QEKTUBHOCTI BHUTpAT IJIsl 1HIIMX
3aXBOPIOBaHb, 3a3BUYAl, HE BIIIITKOJOBYIOTHCSI.

ABcTpadniiicbKuii
KOHCYJIbTATUBHU I
KOMITeT 3
bapmaneBTHYHHNX

OuiHka He MPOBOAMNIIACH

Uepesz Ilporpamy «Jliku, 1m0 pATYIOTH  KUTTI»
aBCTpANIUCHKUM ypsi 3a0e3neuye OCTyN Malli€HTIB, IS
JikyBaHHs XxBopoOu Palpi, Hapa3i JOCTYMHI JIIKAPCHKI

53 https://www.nice.org.uk/

5% https://www.scottishmedicines.org.uk/search/?keywords=Agalsidase
55 Haute Autorité de Santé - FABRAZYME (agalsidase béta)
56 https://www.cadth.ca/sites/default/files/cdr/complete/cdr_complete Fabrazyme 2004Nov24.pdf
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nepeBar
(Pharmaceutical
Benefits Advisory
Committee, PBAC),
2018

3aco0u: arajicujasa Oerta
miranacrar.>®

JletanpHa iH(GOpMALIiS IOJ0 3arajibHUX, MOYATKOBUX Ta
MOTOYHHMX BUMOT IOJO JOCTYIy JO JIIKyBaHHS XBOpPOOH
®abpi y pamkax nporpamu “JIiku, MO PATYIOTh KUTTSA

NpcaAcCTaBJICHa Y BUCHOBKY YIIOBHOBAXXCHOI'O OpraHy BHIIC.

aan)a, arajcmaasa Ta

ArenrcTBo 3 OMT Ta
Tapu(HOI CHCTEMH
Hoabwi (Agencja
Oceny Technologii
Medycznych,
AOTMIT) ¥

O1uiHKa He MPOBOAMNIIACH

IncTuryT sikocTi i
epexkTHUBHOCTI y
CHCTEMI OXOPOHH
3nopoB’s HimeuunHu
(Institut fiir Qualitat
und
Wirtschaftlichkeit im
Gesundheitswesen,
IQWiG)*

OrriHKa HEe MPOBOAMIIACH

ITaniiicbke
areHTCTBO 3
JiKapchbKHUX 32c00iB
(Agenzia Italiana del
Farmaco, AIFA)®!

O1iHKa HE MPOBOAUIACH

ATreHTCTBO
(papmaneBTHYHOTO
MeHexMeHTy HoBol
3enannii
(Pharmaceutical
Management
Agency,

PHARMA C)*

OuiHKa He MPOBOAMIIACH

Hauionaabunid
IHCTHTYT 0XOpOHH
310POB's1
Higepaanais
(Zorginstituut
Nederland, ZIN)%,

3BIT NEPEOIiHKN TEPAICBTUYHOTO 3HAYCHHS arajiChjia3u
anbda Ta arajacumasu 0era IS JiKyBaHHS XBopoou Dabpi
y TIOpPIBHSHHI 3 BIJICYTHICTIO (hepMEHTHOI Tepamii Ta y
NOPIBHSHHI MK coOoto. [Ipu mposenenHi ouinku B 2007
poui Komiter ¢apmaneBruunoi  gomnomorun (CFH
Commissie Farmaceutische Hulp) niiimoB BHCHOBKY, IO

57 https://www.pbs.gov.au/pbs/search?term=agalsidase&search-type=medicines
8https://www.health.gov.au/sites/default/files/documents/2020/11/life-saving-drugs-program-fabry-disease-guidelines.pdf

59 https://www.aotm.gov.pl/en/

0 https://www.iqwig.de/download/mb13-01_rapid-report_studien-bei-seltenen-erkrankungen.pdf

! https://www.aifa.gov.it/

https://pharmac.govt.nz/search?keyword=galufase
Shttps://www.zorginstituutnederland.nl/zoeken?trefwoord=Agalsidase&search-submit=
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2012

arasicujasa anb(a Ta arancujaza 0era MarTh JOJIaTKOBY
TEparneBTUYHY IepeBary y TOPIBHSIHHI 3 BIJICYTHICTIO
dbepmenTHOI Teparrii. I{e Oyi0 yMOBOIO ISl THMYACOBOTO
BKJIFOUeHHS 110 IlomiTuky Mmoo JiKapchKUX 3aco01B IS
JiKyBaHHS op(paHHHUX 3axBoproBaHb. [1[00 3anumarucs
BKJIFOUEHUMH JI0 TMEPENIKy JIKapChKUX 3aco01B, BUTPATU
MaloThb OyTH TepeoliHeHl Yepe3 4 pokd micis
MONEePEAHLOT0  BKJIIOYEHHS. JIs TOBTOPHOI  OIlIHKH
HEOOX1JJHI JTOAATKOBI JaHi Npo (dapMaKkoTeparneBTUUHY
I[IHHICTh JIKapChbKUX 3aco0iB. TakuM YWMHOM, MOBTOpHA
OIliHKa 0a3yeTbCs HE JUIIE Ha JaHUX OITyOJIKOBaHUX
JOCIIKEHb, @ W Ha «OMUTYBaHHI pE3YyJbTaTiB», SKe
3asBHHK JIJISI TIOBTOPHOI OLiHKY TTpoBiB Mixk 2007 (t = 0) 1
2011 pokamu (t = 4).

Komiter 3a3Hauae, 10 HEOOXiJHI paHIOMI30BaHi
BUNPOOYBaHHS JIOCTaTHBOI SIKOCTI Ta pPO3Mipy, II00
noBecTH edekTuBHICTh Tepamii. OmyomikoBani PKJ[ 3
arasicuia3zor0 anbpa Ta OeTa € HEBEIUKUMHU Ta HE
tpuBanumMu. Ockiibkun  PKJ[  Ta  1Hm  gocTymHi
JOCITIKEHHST TIOKa3yI0Th, IO 3aCTOCYBaHHS (epMEHTHOI
Tepanii € OUIbII CHOPUSTIMBUM, HIXK NPUPOJHUMA mepedir
3axBoproBaHHs, KomiTeT BBaxkae, 10 epMEHTHA Tepartis
Ma€ JIOJaTKOBY I[IHHICTh TIOPIBHSHO 3 BiJCYTHICTIO
dbepmentHoi  Tepamii. HemocratHbo — jmaHmMX, 1100
CTBEP/KYBAaTU TMPO MOXKIWBY DPIHUIO B €PEKTUBHOCTI
araicyaasd anbga Ta araincuigasu Oera. YacTKoBO Ha
MiJICTaBl 1HIMUX KPUTEPIiB MpenapaTd MOXKHA BBaXKATH
TEpaneBTUYHO €KBiBaJeHTHUMHU. KomiTeT pexomeHaye
dbepMeHnTHY ~ Tepamito  araicupazoro  anbha  abo
arajicuga3or0 OeTa, OCKUIBKM € J0Ka3d TOro, IO IIl
npenaparty Okl e()eKTUBHI, HIXK BIICYTHICTh (JEPMEHTHOI
Tepanii.

3 1 motoro 2002 p. BapTicTh arajicujasu anbdpa Tta Oera
BIJIIIKOJOBYBaJIaCh 31 CXeMHU CyOCHAyBaHHsS ophaHHHX
mpemnapariB, OCKIIbKM  TepaleBTUYHA IIHHICTh Ta
e(eKTUBHICTh I1Ie€ HE OyJIM MOBHICTIO 3po3ymiii. Takum
YUHOM, MeTa IIi€i cyOcuaii monsrajia B TOMY, III00
JOCTIIUTH TEpPareBTUYHY I[IHHICTh Ta €(QEeKTUBHICTh
JIKyBaHHS Ha TMPAKTUIl, 1 BOJHOYAC JIO3BOJIMTH
BIIIIOBITHUM MmaricHTamM JTIKyBaTUCS €TUHUMU
JOCTYIMHUMHU  JIIKAPCBKUMH ~ 3aco0amMu Il LbOTO
3axBoproBaHHs. Y uyepBHi 2007 p. arancunpasy anbda Ta
0eTa THMYacoBO BKJIHOUMIIK J10 [TonmiTHKY 1110/10 TiKapChKUX
3aco0iB Juisl JiiKyBaHHS opdanHux 3axBoproBanb (100%
BIIIIKOTYBAaHHSA).
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Cranom nHa 2010 pik BapricTh araicumasu aibda 3,5 mr
craHoBuia 1910 espo (71 312,71 rphn).

CepenHi BUTpaTH Ha OJIHOTO TAIIEHTA, SIKUA JIIKYBaBCS
arancuaasoro anbda, oriHoBanuca B 198 744 espo (7 420
405,37 rpH) Ha pIK.

Cranom Ha 2010 pik BapricTh araicupasu Oera 35 wmr
ctaHoBUTH 3 739,56 eBpo (139 622,08 rpH), a arancugasu
oeta 5 Mr — 540 eBpo (20 161,71 rpH).

CepenHi BUTpaTH Ha OJHOTO MAIll€HTAa, SKUW JIKY€EThCS
arajicuja3or Oera, oriHO0OTECS B 194 740 eBpo (7 270
019,01 rpn) Ha pik.

Po3paxyHok 1ux BuTpaT 0Oa3yBaBCcs Ha cepeiaHid Basi
JOpOCJIOr0  malfieHTa, 1o  craHoButh 70 K.
dapMaKOEKOHOMIYHY  OIIHKY OyJ0 TpOBEACHO 3
BUKOPUCTAHHSAM METOJIIB  BapTICTh-€(DEKTUBHICTh Ta
BapTICTh-KOPHUCTD.

Pesynbrat mocmimkeHHS €()EKTUBHOCTI TMOKa3ald, IO
JIKyBaHHS arajicuaa3oro aib(da abo Oera MPU3BOAUTH J10
0,7 n0JaTKOBUX POKIB KUTTS Oe3 ypaxeHHs oprasis (0,8 y
yosioBikiB 1 0,6 y xkiHok) Ta 0,7 nomarkoBux QALY (0,8 y
4oJioBIKiB 1 0,7 y ’KIHOK) 3 AUCKOHTYBaHHsIM 1,5% Tta 1,5
JOJIATKOBUX POKIB XKUTTS 0e3 ypaxeHHs opradiB (1,6 y
yoJioBikiB 1 1,3 y xiHoK) Ta 1,6 nogatkoBux QALY (1,7 y
4oJIOBIKiB 1 1,4 y *KIHOK) 0€3 AMCKOHTYBaHHSI.

Butpartu Ha JiKyBaHHS 3 IMCKOHTYBaHHIM 4%

arajacujasa CTaHJapTHA Pi3HUISA
anb(a abo Oera | Teparris (€BpO) (eBpo)
(eBpo)
YOJIOBIKUKIHK 2504 727 83772 2420956
u (93517 739,64 | (3127 753,28 (90 390
I'pH) I'PH ) 023,70 rph)
YOJIOBIKH 2433 824 85305 2 348 519
(90 870 469,78 | (3 184 990,13 (87 685
TPH) TPH) 479,64 rpH)
KIHKH 2516273 81 624 2 434 649
(93 948 826,87 | (3 047 554,48 (90901
TPH) TPH) 272,40 rpH)
ButpaTu Ha nikyBaHHS 0€3 THUCKOHTYBAHHSI
arajacujasa CTaHJapTHA PI3HUISA
anbda adbo Teparnis (eBpo)
oera (eBpoO)
(eBpo)
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YOJIOBIKUKIHKH 9918 352 270 964 9647 388
(370 316 (10116 847,39 | (360 199

549,45rpH ) TPH) 702,06 TpH)
YOJIOBIKH 9615920 727 892 9343 082
(359 024 (27 176 939,66 | (348 837

797,08 rpH) I'pH) 981,09 rpn)
KIHKH 10 056 623 267 517 9789 106
(375479 (9913 475,47 (365 490

104,64 rpH) TPH) 956,17 TpH)

[akpemenTanbHuil mokazHuk edextuBHocTi BUTpat (ICER)
st O3T y MOpiBHAHHI 13 CTaHJIAPTHOIO TEpari€ero

CTaHOBUTDH
ICER ICER
3 TUCKOHTYBaHHSAM 0e3
(eBpO) JTUCKOHTYBaHHS
(eBpo)
YOJIOBIKUHKIHKH
JOJTATKOBI BUTPATH 3318239 6 560 885

Ha PiK 03 ypaKeHHsI

(123 891 430,42 rpn)

(244 960 482,80

Ha piK 03 ypaKeHHsI

(111 338 264,40 rph)

OpraHiB TpH)
QALY 3282252 6 065 529
(122 547 801,80 rpH) | (226 465 623,51
TpH)
YOJIOBIKH
ICER ICER
3 TUCKOHTYBaHHSM 6e3
(eBpo) JMCKOHTYBaHHS
(eBpO)
JIOJTATKOBI BUTPATH 2 982 022 5917 091

(220 923 468,12

OpraHiB TpH)
QALY 2947 380 5451 797

(110 044 853,37 rpu) | (203 551 018,70

TpH)

KIHKU
ICER ICER
3 TUCKOHTYBaHHSM oe3

(eBpo) JTUCKOHTYBaHHS
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(eBpo)
JIOIaTKOB1 BUTPATH 3797767 7527013
Ha pik 0e3 ypaxenns | (141795 327,60 rpn) | (281 032 320,87
OprasiB TPH)
QALY 3742702 6955612
(139739 393,22 rpH) | (261 191 667,44
TPH)

AkaneMiuHMi ~ MEIMYHUNA  ILEHTP  CTBEPIKYE, WIO
arasicujasa anb(da i 6eTa 1eMOHCTPYIOTh JIUIIE HEBEIUKY
KOPHUCTH JUIsl 3I0POB’S B KOTOPTi Bia HapoukeHHs 10 70
POKIB, SIKIIO MAIIEHTH MOYNHAIOTH (PEPMEHTHY TEPAaITifo, K
TITBKA 3 SBISIIOTECA  cUMNTOMHU. OCKUTbKH  (pepMEHTHA
Teparis € foporoBapricauMm JikyBaHHsAM, [CER cranoButh
MUIBHOHHM €BpO. PI3HUI MIXK JIIKyBaHHSM arajicuja3oro
anbpa Ta Oera He BUBYAJIACS, OCKUIBKM JaHI €
oOMexxeHnMH. Yepe3 BHCOKI BHUTpaTH, I[OB’A3aHI 3
JTIKyBaHHIM, BOXKIIUBO OOMEXHUTH HOTO BUKOPUCTAHHS AJIs
TUX TPYII, K1 OTPUMAIOTh Bl HbOI'O HAWOLIBITY KOPUCTb.
[Toka3zHuk eheKTUBHOCTI BUTpAT arajicujazu aibda abdo
OeTa MOPIBHSAHO 31 CTAHJAPTHUM JIIKYBaHHSIM y 0a30BOMY
aHami3i ctaHoBUTH 3 282 252 eBpo (122 547 801,80 rph) 3a
QALY. ICER uyTnuBuii 10 3MIHM BapTOCTI arajcuja3u
anbpa Ta Oera, UMOBIPHOCTEH MEPEXOay MK CTaHAMH,
KOPHUCHOCTI Ta TOTO, YM BKIFOYAIUCH 1HTiIOITOpH ATID abo
nikyBanHs bPA (6mokaTopamu perenTopiB aHT10TEH3UHY ).
JlikyBanust @3T € HalO1IbII €KOHOMIYHO €(DEKTHUBHUM Y
YOJIOBIKIB 13 KJACHYHOIO MYTAIll€l0, K1 PO3MOYUHAIOTH
(depMeHTHY Tepamito oJpa3y Micis NOsIBU CUMITOMIB, ajie
He JiKytoThes 1HrioiTopamu AIID a6o BPA.

O3T € HaliMeHI peHTA0EIbHOIO Y KIHOK, SIKI OTPUMYIOTh
1Hr16iTopu AII® ab6o BPA micnis mosBu CUMOTOMIB.
KomiTeT BBaxkae, 10 pe3ynbTaTd AOCHTIIHKEHHS HAIAIOTh
JOCTaTHIO MIATPUMKY IS BCTAHOBJICHHSI peHTa0eIbHOCTI
Ta €(pEKTUBHOCTI BUKOPUCTAHHS arajicujasu anbda ta 6eta
y marieHTiB 13 xBopoOoto Pabpi B KIIIHIUHIA MPAKTHII
Hinepnanis.

IHCTUTYT KIIHIYHHX
Ta eKOHOMIYHHX
nocaigxenb CIINA
(Institute for Clinical
and Economic

OrriHKa HEe MPOBOAMIIACH

43




Aeancudaza bema 015 MiKy8anHs nayieHmis 3 xeopoboio Dabpi 26.09.2022

Review, ICER)*

*015 nopieHI06AHOCMI 8APMOCMI 8 2PH BKA3AHI 8 NEPEPAXYHK) 8i0N08I0HO 00 oghiyitinoz2o Kypcy HBY
cmanom na 01.08.2022%°

Y1oBHOBaXKEHUM OpraHOM OyJI0 TOJATKOBO MPOaHANTI30BaHO MyOiKallii, y KX
OIIHIOBAJIaCh ~ €KOHOMIYHA JOUUIBHICTH B  YacTUHI €(EeKTUBHOCTI BHUTpAT
BUKOPHUCTAHHS arajicuiazu 0era jis JikyBaHHS XBopoou Daodpi.

1. CucreMaTHYHU OIJIAA KIIHIYHOI e(DeKTUBHOCTI T2 e)eKTUBHOCTI BUTPAT
(pepmenTHOI 3amicHOI Tepamili g JiKyBaHHA  xBopoOu @aOpi Ta
Mykonogicaxapumosy Tumy 1, 2007° (A Systematic Review of the Clinical
Effectiveness and Cost Effectiveness of Enzyme Replacement Therapies for Fabry's
Disease and Mucopolysaccharidosis Type 1)

PesynbraTtu cBigyath npo mno3uTuBHUU BIMB P3T mpu nikyBaHHI XBOpOOH
®abpi Ha MOKa3HUKHU OO0, CEPUEBO-CYIMHHI (PYHKIT Ta JIeAKi KIHIEBI TOYKH, IO
BiIoOpakaroTh HepoceHCOpHY GyHKIiI0. DYHKITISI HUPOK, CXO0XKE, CTaO1II3y€eThCs 3a
norroMmoror ®O3T.

Mopens TMHaMIYHOTO MPUUHATTS pillleHb OyJia moOy0BaHa Ha OCHOB1 KOTOPTH
MAI[I€HTIB YOJIOBIYOI CTATi BIKOM BiJ] HAPOKECHHSI, 32 SIKUMH CIIOCTEPITraju 10 CMEPTI,
npore Oyno BUKOpucTaHo OaraTto mnpumymieHb. llepenbadyBaHuii mT0JaTKOBUN
koedimienT edextuBrocti BuTpaT (ICER) ctanoBus 252 000 dynTIB cTepminris (11
197 494 rpu) 3a QALY (arancunaza Oera). OgHO(aKTOpHUI aHami3 YyTJIMWBOCTI
HABKOJIO KJIFOUOBHX mpumnyuieHs npoaemonctpyBaB ICER B miamazoni Big 602 000
¢byuTiB cTepiinriB (26 749 569 rpu) no 241 000 dyuTiB crepainris (10 708 714,50
rpH). Bapricts @3T Oyna npuitasTa sk 65,1 GyHTIB CTEpIIHTIB/MI' HA OCHOBI BapTOCTI
arancuaasu Oera. BapricTh 3a Mr mana OyTu 3MeHIleHa 10 9 QyHTIB CTEpJIiHTiB, 1100
orpuMmatu ICER 30 000 ¢ynriB crepminriB 3a QALY.

EdextuBnicts BuTpar nikyBanHs @3T 115 ycepelHEHOTO MallieHTa 3 XBOpoOOoIo
®abpi nmepeBUIIlyE 3BUMANHII TOPIT TOTOBHOCTI MJIATUTH, ORI HIXK y 6 pa3iB. HaBiTh
3aCTOCYBaHHS BEJIMKO1 KUIBKOCTI MPHUMYIIeHs HE mpu3Bene a0 3HWkeHHs [ICER mo
MOPOTY TOTOBHOCTI TUIATUTH, SIKUH 3a3BUYAll BBAXKAETHCS EKOHOMIYHO €(DEKTUBHUM.

2. SIkicTh €KOHOMIYHOI OHIHKHU YJbTPa OpP(aHHUX JiKapCbKHX 3aC00iB y
€Bponi — cucremaruunmii orasng, 2015%7 (The quality of economic evaluations of
ultra-orphan drugs in Europe — a systematic review)

Han3BuuaitHO BUCOKI LIHU CHOHYKAJW IHILIATUBU IIOJ0 OLIHKH €(EeKTHUBHOCTI
BUTpAT Ta PEeHTA0EIBHOCTI B KpaiHax-wieHax €C. Mera orisay mossirajia B OIIHII
SAKOCT1 JOCIIKEHb €(PEKTUBHOCTI BHUTpPAT Ta PEHTAOEIbHOCTI YJIbTpa Op(aHHUX
JiKapchkuX 3aco0iB. EkOoHOMIYHA oOIlIHKa yibTpa Op(daHHUX JIKApPChKUX 3aco0iB
MO>KJIMBA 32 YMOBH BHKOPUCTAHHS (papMaKOEKOHOMIYHOTO MOJIeNoBaHHs. HaitOimbI
BIJIMOBIAHUM THIIOM MOJedl € mojenb MapkoBa. OHak CliJi yCBIIOMITIIOBATH, IO
OUTBIIICT,  yJbTpa oOpdaHHUX  JIKAPCBKUX 3aco0iB  HE  BIANOBIJATUMYTh
3araJbHONPUUHITHM KPUTEPisiM €(hEeKTUBHOCTI BUTPAT.

https://icer.org

%https://bank.gov.ua/ua/markets/exchangerates

%Connock M, Juarez-Garcia A, Frew E, et al. A systematic review of the clinical effectiveness and cost-effectiveness of enzyme replacement
therapies for Fabry's disease and mucopolysaccharidosis type 1. Health Technol Assess. 2006;10(20):iii-113. doi:10.3310/htal0200

’Schuller Y, Hollak CE, Biegstraaten M. The quality of economic evaluations of ultra-orphan drugs in Europe - a systematic review. Orphanet J Rare
Dis. 2015 Jul 30;10:92. doi: 10.1186/s13023-015-0305-y. PMID: 26223689; PMCID: PMC4520069.
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Y nochimkenHi Oyja BUKOPUCTAHA MOJACNb NMPUUHATTS PIIIEHb JJIS OILIHKH
peHTa0eNbHOCTI BUKOPHUCTAHHS arajicujiasu ajibda Ta O6eTa 1y JIKyBaHHS XBOPOOHU
®abpi. [lepenbauvanocs, Mo JiKyBaHHS araim3uaa3ol anbda abo Oera MOBHICTIO
BiJIHOBJIIO€ 3JI0POB'SI MAIIEHTIB, 1110, 032 CYMHIBOM, Tipu3Beno a0 Hepoominku ICUR
(351 622 eBpo (13 128 334,80 rpu) 3a QALY). [TomiTHI BiIMIHHOCTI CIIOCTEPIragucs
npu nopiBHsAHHI ICUR, 110 ony0ikoBaHi y pi3HUX €KOHOMIYHUX JOCTIIKEHHSX (Bl
351 622 o 3 282 252 eBpo (13 128 334,80 - 122 547 801,80 rpH) 3a QALY). Li
BIJIMIHHOCTI MOHAa MOSCHUTH 3pO0JICHUMU MPUITYIIEHHIMH, OCKIJIBKU JOCII1I)KEHHS,
K1 TPUITYCKAIOTh BUXKMBAHHS 3 17€AJIBHOIO SIKICTIO JKUTTSA, a00 30UIbIICHHS PIBHS
BIKMBAHOCTI MICHS TEparii NpU3BOASTH 10 HIKUKX, ajie MeHI peanictuyHux ICUR.

Tum He MeHI, ynapTpa opdaHHI JIKapChKl 3aCO0M YacTO BXOIATH B MPOTrpaMu
BIJIIKOJIOBYBAHHS, TOMY HEOOXIJHI TMOJAjbIli OOrOBOPEHHS 3aCTOCYBaHHS
€KOHOMIYHOI OIIHKHM Ta 11 HACJIiJIKiB Y BUMQJIKY YJIbTpa opaHHUX JIIKAPCHKUX 3aCO0IB.

5) nani mogo kopekTHoCcTi iHGopmaunii Mpo HasiBHICTL a00 BiACYTHICTH
€KOHOMIYHMX Ta KJIHIYHUX TMepeBar 3aCTOCYBAHHS JIKapCbKOro 3acoly
NMOPIiBHAAHO 3 IHIIUM JiKapChbKUM 3aC000M 200 iHIIIOKW MEeIUYHOK TEXHOJIOTIEI0
(a0o ix BigcyTHOCTI), Ha/JlaHi 3asIBHUKOM

Bianosigno no n.7 Iopsiaky nepxkaBna OMT 3a CKOpOUEHOI MPOLIEAYPOIO HE
nepeadoavae NpoBEACHHS EKCIEPTU3H MOJAHUX 3aIBHUKOM 3asiBU 1 JIOChE, HA IMiICTaB1
SAKUX MOXHa 3p0OUTH BUCHOBOK IPO KOPEKTHICTh HAJaHO1 1H(POpMAIIii.

4. PexoMeHaamii moa0 BKJIKYEHHS (BUKJIIOYEHHN) JIKAPCbKOro 3aco0y 10
(3) HamioHaJbHOro mepesiky OCHOBHHMX JIIKAPCHBKHUX 3aco0iB Ta (a0o)
HOMEHKJIATYp (mepeJiiKiB, CIIUCKIB, PEECTPiB), 0 3aKYNOBYIOTHCS 32 KOIITH
JAeP:KaBHOI0 0K0/IZKeTy NJI BHUKOHAHHSA MPOrPaM Ta 31iliCHEHHS LIEHTPaJIi30BaHUX
3aXx0/1iB 3 OXOPOHHU 370pPOB’sl, Ta (a00) pekoMeHAaNil 00 3aCTOCYBAHHSA JIsl
nijled OXOpPOHM 3J0POB’A JIKapcbKOro 3aco0y, oIiara, 3aKymiBjis ado
BiAIIKOAYBAHHS BApPTOCTi SIKOT0 3AIMCHIOETHCS 3 METO BHUKOHAHHS
perioHaJibHUX HUILOBUX MNPOrpaM 3 OXOPOHM 3[0POB’sl, 10 MOBHICTIO 4YH
YacTKOBO (PIHAHCYIOTHCH 32 PaxXyHOK KOIITIB MicueBHX OmI:KeTiB, Ta (a00)
pexoMeHaaNlil moa0 yKJIaaeHHs1 a00 NMpoaoB:KeHHs Ail (IMPoJIOHraumii) 710roBopiB
KEePOBAHOI0 A0CTYyIy Ta (a00) iHIIi pekoMeHaalil y pa3i He0OXiITHOCTI yXBaJIeHHS
pillIeHb B CUCTEMI OXOPOHHM 30POB’sl

Cranom Ha 26.09.2022 BinnosigHo a0 3BepHeHHsT MO3 VYkpainu mpoBeaeHO
nepxxkaBHy OMT 3a CKOpOUYEHOIO MPOLIEYPOIO JIIKapChKoro 3acoly araiicujasza 0era
JUTSL JIIKYBaHHS TMAlI€HTIB 3 XBopoOowo dadpi Ha BUKOHAHHS MIANYHKTY 3 MyHKTY 4
noctanoBu Kabinety MinictpiB Ykpainu Big 23.12.2020 Ne 1300, a Tako>x MiITyHKTIB
5, 7 nynkty 8 Ilopsiaky mpoBeneHHS JEp’KaBHOI OIIHKM MEAMYHUX TEXHOJOTIMH,
3aTBepKEeHOT0 TocTanoBoto Kabinety MinictpiB Ykpainu Big 23.12.2020 Ne 1300, a
caMe¢ 3 IMJCTaB OIIHKHA JOLUIBHOCTI BHKJIIOYEHHS JIKApChKOIo  3acoly
3 HOMEHKJIATypH, 10 3aKyNOBYIOThCS 32 KOWITH JEP>KABHOTO OIOJKETY IS
BUKOHAHHSI IPOTpaM Ta 3J1MCHEHHS LHEHTPaII30BaHUX 3aX0/I1B 3 OXOPOHH 370POB’S Ta
1010 IOIIJILHOCTI YKJIaJaHHs I0TOBOPIB KEPOBAHOTO IOCTYITY JI0 JIKAPChKOI0 3aC00y
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arancugasa oera. BignosigHo g0 .22 [lopsiiky BUCHOBOK YIIOBHOBa)KEHOTO OpraHy
Ma€ pEKOMEHIAIIHHUN XapaKTep.

B Peectpi MeIMKO-TEXHOJOTIYHMX JOKYMEHTIB 31 CTaHAApPTH3aIii METUYHOL
JIOTIOMOTH  BIiZICYTHI Taiy3eBl cCTaHAapTh y cdepl OXOpOHU 3II0pOB S YKpaiHu
(cTaHmapT MeAM4YHOI JOMOMOTH, KIIHIYHUN TPOTOKOJI) IMIOAO JIKYBaHHS XBOPOOU
Dabpi.

B pesynbTaTi aHamizy MDKHAPOAHUX TPETUHHUX JKEpENl BCTAHOBJIEHO, WIO
dbepMeHTHa 3amicHa Tepamig (arajicuma3or anbda abo araicuaazor 0Oera) €
pEeKOMEH0BaHa [iJIs JIIKyBaHHS xBopoOou @Dabpi. 3riiHO 3 KOHCEHCYCHUMH
pexomeHaanisiMu €porneiricbkoi podouoi rpynu ®adpi (2015 p.), Mi>KHApOIHOI TpynH
ekcreptiB 3 xBopobu Padpi (2018 p.), KOHCEHCYCHUMH PEKOMEHIAIIMH E€KCIIEPTiB
®panii (2019 p.), HanionansHuM nmpoTokoaoM HarioHansHOTO YIpaBIiHHS OXOPOHH
3nopoB's Opaniii (2021 p.), pekoMeHAAINIAMH CITyKOM O0XOpOHHU 370poB’s [pmanmii
(2022 p.), Komirery 3 piaKICHUX 3aXBOPIOBaHb bpasmiibChKOrO TOBapHCTBA
Hedpornorii (2022 p.) mamieHTaM YOJOBIYOi CTaTi 3 KJIACHYHUM (PEHOTHUIIOM
dbepMeHTHA 3aMicHa Teparisi PEKOMEHJ0BaHA HAaBITh 3a BIJCYTHOCTI CHUMIITOMIB;
MaljieHTaM 4Y0JI0BiUOi cTaTi 3 ()EHOTUIIOM 3 Ii3HIM ITOYaTKOM, a TaKOXX Mallil€HTaM
KIHOYOi CTaTi 3 KJIACUYHUM (EHOTHNOM Ta 3 (EHOTHUIOM 3 TI3HIM MOYaTKOM
dbepMeHTHa 3aMiCHa Teparisi PEKOMEHI0BaHa 3a HassBHOCTI CUMIITOMIB Ta KJIIHIYHHUX
O3HaK YpaXeHHs OCHOBHUX opraHiB (Hupku, cepue, LIHC), mo xapakrepHi ans
xBOopoOu Paodpi.

PekoMmeHoBaHMII BIK TOYaTKy JIKyBaHHSA TMAlll€EHTIB 4YOJIOBIYOI CTaTi 3
KJIACHYHUM (DEHOTHUIIOM BiJIPI3HIETHCS 3a JAHUMHU MDKHAPOIHUX TPETHHHUX JIKEPEIT:
3 16 pokiB 3a nanumu €Bpormneiicbkoi podouoi rpynu Padpi (2015 p.); 3 7-8 pokis
3rigHo 3 HarionanbHuM poTokoioM HarioHalbHOTO yIIpaBIiHHS OXOPOHH 3/I0POB'S
@panmii (2021 p.) Tta pexomenparisiMu KomiteTy 3 pIAKICHMX 3aXBOPIOBaHb
Bbpasunbcbkoro ToBapuctBa Hedposnorii (2022 p.).

JIyist marieHTiB KiHOYOi CcTaTi 13 0e3cMMNTOMHUM Tiepedirom xBopobu Dabdpi
pexomenioBaHo npoBoautu XCI-tectyBanns (X chromosome inactivation testing) Ta,
y pasi BUSBIEHHs ekcrpecii myTanTHoro anens GLA, po3rissHyTH MOXIUBICTH
npoBeneHHsT (PepMEHTHOI 3aMiCHOI Tepamii (KOHCEHCYCHI peKOMEHJAIlli eKCIepTiB
Opanmii (2019 p.), Hanionansauii npotokon HaiioHansHOTO yNpaBiiHHS OXOPOHHU
3nopoB'ss @panuii (2021 p.) ta pekomenganii Komitery 3 piaKiCHUX 3aXBOpPIOBaHb
bpaszunbscekoro ToBapuctBa Hedposorii (2022 p.)).

3a pe3ysibTaTaMu TMOIIYKY BTOPUHHUX JpKepel iHpopmarlii 1mo/10 mopiBHIIBHOL
KJIIHIYHOT e(DEKTUBHOCTI Ta OE3IMEeKH arajcujiasu 0era 3 HaWKpaIlow MiATPUMYIOUOI0
Teparier Ta arajacuaaszor ainbda npu jgikyBaHHI XxBopoou dabpi mpoaHanizoBaHO Ta
MPEICTaBIICH] pe3ysbTaTh cucteMaTuuHux orsiniB El Dip R. et al., 2016 (Bucokoi
MeTroaoJioridyHoi sikocti) Ta El Dip R. et al., 2017 (MpUAHATHOI METOI0JIOTIYHOT
skocti). PesynpraTu cucremaruunoro ornsiny El Dip R. et al., 2016 3acHoBaHI Ha
JaHUX 9 paHAOMI30BaHUX KIIHIYHUX JOCHIKEHb (32 y4acTi MAli€HTIB YOJOBIYO1
CTaTi), 3 HUXIOPIBHAHHA arajicuaa3u ainbda 3 mianedo MpeCTaBICHO NaHUMHU 2
JOCHIPKeHb, TOPIBHSHHS arajncujaa3u Oera 3 mianedbo - 3 JOCHIIKEHHSIMU,
NOPIBHSHHS arajicujiasa ajnb(da 3 araacuaa3oro 0eta - pe3yiabTaTaMu 2 JOCIIIKEHb.
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[Ipu mopiBHsAHHI arajcugazu Oeta 3 1Uianedbo Oyjo BHSIBIEHO CTATUCTUYHO
3HAYYIly BIJMIHHICTb Ha KOPHUCTh YYAaCHHUKIB, sSKI OTpUMYBaju arajcuaasy Oera,
MOPIBHSHO 3 MJIAIe00 MI0I0 3MIHU KOHIIEHTPAIIi1 II1000Tpiao3uiiepamiay y TKaHUHAX
Hupok, mean difference (MD) -1,70 (95% CI Bix -2,09 no -1,31), y TkaHuHaX cepii,
MD -0,90 (95% CI Big -1,18 mo -0,62) Ta 3a KOMIIO3UTHUM pe3yiabraroM, MD -4,80
(95% CI Bin -5,45 no -4,15). Cnocrepiranacs CTaTUCTUYHO 3HAYyIlla PI3HUIS Ha
KOPHUCTh MAaLI€HTIB, SIKI OTPUMYBAJIM arajcujaasy Oera, MOPIBHAHO 3 IJIaedo 1040
BIJICOTKa YYacHHUKIB, SKI JOCAIM HYJbOBOro Oana 3a MIKpOCYJMHHUMHU
eHAO0TETIAbHIMU BIIKIAACHHSAMU TII000Tpiao3miliepaMily B IIKIpi yepe3 5 MICSIB
32 BU3HAUCHHSM SIK B TTOBEPXHEBUX €HAOTemalbHUX KiaiTuHax, RR 19,67 (95 % CI
Bix 4,13 1o 93,63), Tak 1 B riuboKkux eHgoremanbHux kimituHax, RR 11,00 (95% CI
Bix 2,88 mo 42,08). Byna craTucTHYHO 3HAYyIa Pi3HUIS Ha KOPHUCTH MAIlI€HTIB, 5Kl
OTPUMYBAJIM arajicujiazy 0era, MOPiBHIHO 3 TuIarnedo M1o0 BiJICOTKA YUYAaCHHKIB, SKi
JOCSITJIM HYJIbOBOro Oayia abo 3MEHIIEHHS BIIKIAJICHb TJI000TpIao3miImepamiay B
eHJ0TEeNI1 MIKPOCYIMH IIKIPH 32 BU3HAYCHHSIM SK B TOBEPXHEBUX CHIOTETIAIbHUX
kmitnHaX, RR 2,81 (95% CI Bix 1,72 mo 4,59), Tak i B rMuOOKHUX €HAOTEIIAbHUX
kimituHax, RR 2,79 (95% CI Big 1,67 go 4,67). Uepes 24 wicami JIKyBaHHS
criocTepiraiacss CTaTUCTUYHO 3HAYylla PI3HUIL Ha KOPUCTH arajicujaasu Oera B
MOPIBHSHHI 3 T1ane0o0 1010 BUHUKHEHHs tuxoMmanku, RR 8,51 (95% CI Bix 1,18 no
61,58). He Oyn0 cTaTUCTUYHO 3HAYYIIO1 PI3HUIII 32 HACTYITHUMU KIHIEBUMH TOUKAMHU:
cMepTi, OO0 y TpyAsX Ta BTOMH, OO0, MOB’SI3aHOrO 13 XxBOopoOoro Dabpi, 3a
pe3yabTaTaMy KapionyJIbMOHAIBHOTO TECTY 3 (PI3MUHUM HABaHTAXKEHHSIM, CEPIIEBUX
YCKJIaAHCHb Ta IepeOPOBACKYJIIPHUX YCKIaTHEHb. He MoBiIoMIIsUTH pe3yIbTart 010
CEpHO3HUX MOOIYHUX PEAKIIN Ta SKOCTI HKUTTS.

PesynpTaTi cucteMaTHyHOrO OTJIsAY 3 MeTa-aHanizoMm mponopuit £l Dip R. et
al., 2017 3acHOBaH1 HA TaHUX 77 KOTOPTHUX JOCTIKEeHB 3a ydacTio 15 305 martieHTis,
(1,8% auTsidoro BiKy) MAIIEHTIB K YOJIOBIYOT TaK 1 )KIHOYO1 CTaTi, CEpeHIN BIK SKUX
35,1 pik, 13 cepemHiM TMeEpiogoM crocTepexeHHs 3,8 poky. 3a pesyibTaTaMu
CUCTEMAaTUYHOTO OTJISITY 3 METa-aHaJi30M MPOMOPIIid BCTAHOBIICHO, IO CMEPTHICTH
BiJl OyJb-SKUX MPUYWH y TEPBUHHOMY aHaji3i OyJia BUINOI y TMAIli€HTIB, SKI HE
orpumyBanu jiikyBanHsa (10,8%), MOTIM y Mali€HTIB, SIKIi OTPUMYBAIHM arajCuaasy
anbda (9%) 1 arancunazy oera (4,4%), oJHAK ICTOTHOI PI3HULII MIXK TpyIamMu He OyJ0.
He cnioctepiranocst cTaTUCTUYHO 3HAYYIIO1 BIAMIHHOCTI I10J10 BAHUKHEHHS HUPKOBUX
NOPYLIEHb MIXK MalllEHTaMH, SIKI OTPUMYBAJIM arajicujasy 0eta Ta araicuaasy ajibda.
Crnocrtepiraaucs CTaTUCTUYHO 3HAYYIIl BIAMIHHOCTI II0JI0 BUHUKHEHHS HUPKOBHUX
MOPYIICHh HAa KOPUCTh BUKOPUCTAHHS arajcuaa3u OeTa MOPIiBHAHO 3 HEJIIKOBAHUMH
narieaTaMd. He OyJIo CTaTUCTUYHO 3HAYYIIOT PI3HUINI IIOJA0 BUHUKHCHHS CEpPIICBO-
CYJIMHHUX MOPYIIEHb MK arajicu1a3oro 0eTa Ta arajacuaa3oro anbda. Crocrepiranucs
CTATUCTUYHO 3HAYYIIl BIJIMIHHOCTI I110J10 BAHUKHEHHS CEPIIEBO-CYJIMHHUX MTOPYIICHb
Ha KOPUCTh BUKOPUCTAHHS arajicujia3u 0era MopiBHSAHO 3 HEJTIKOBAHUMH IMAIlIEHTAMH.
Coocrepiranucs  CTaTUCTUYHO  3HA4Yylll  BIAMIHHOCTI  IIOJO  BHHHMKHEHHS
epeOpOBaCKyISIPHUX TMOPYIIEHb HAa KOPUCTh arajcujazi Oera TMOPIBHAHO 3
arajcuasoro anb(da Ta HeliKOBaHMMU mainieHTamMu. He Oyno cratucTuyHO 3HAUyIION
PI3HHUIII IIOJ0 YaCTOTH NOOIYHUX PeaKliid MK IpyIoro arajicuiasu 0era, arajicua3u
anb(a Ta HeJIIKOBAHUMM Malll€HTaMH.
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HeoOxigHo 3a3HaUYUTH, 0 CUCTEMATHYHUN OTJISJl 3 METa-aHaJli30M MPOIOPIIiii
Mae HU3KY oOMmexeHb. [lpu iHTepmperalii pe3ysbTaTiB HEOOX1JJHO BpaxoOBYBaTH
3HaYHy HEOJHOPIAHICTh KIIHIYHUX pe3yJibTaTiB y BCIX JOCTIIKYBAaHHX TpyIax.
ABTOpH TOSICHIOIOTH ITF0 HEOAHOPITHICTh K KIIHIYHUMH, TaK 1 METOJOJIOTTYHUMH
BI/IMIHHOCTSIMU. ABTOpU TUIaHYBajdu MPOBECTH aHAII3 UYyTJIMBOCTI 3a BIKOM Ta
NEepioZOM CIIOCTEPEXKEHHs, CTaTTI0O Ta QeHotunoMm. I[Ipote Oyno HeZOCTaTHBO
JOCJIIIKEHB JIJIs1 MPOBEICHHS aHai3y YyTJIMBOCTI 3a CTaTTIO Ta PeHOTUOM. OCKITbKU
y nyOmikamii iH(opmamis, 0[O0 BKIIYEHHX JOCIIPKEHb [0 METa-aHali3y
IIPE/ICTaBIICHAa HEJOCTATHHO JICTAILHO, MOYKHA TIPUITYCTUTH, 1110 HAa PE3yIbTaTH MOTJIH
BIUIUHYTH HEOJHOPIAHICTh MOMYJALli ((PEeHOTHUII, TAKKICTh 3aXBOPIOBAHHS, CYITYTHS
MATOJIOT1s1), PI3HUM MEP10/ CIIOCTEPEIKEHHSI Ta TPUBAJIICTh TEPAITii.

AHaJi3 BUTpAT Ha OJHE BBEJICHHA Ta HAa PIYHUMN KypC 3aCTOCYBaHHS arajicujia3u
OeTa ju1s mikyBaHHS XBopoOu dabpi Ha 0 HOTO MaIll€HTa 3a 3aKyMiBEIbHOIO IIHOO 3
OCTaHHBOI'O 3aBEPIICHOT0 TEHACPY 3a JAHUMH EJIEKTPOHHOI CUCTEMH MyOIIYHHX
3aKymiBenb Prozorro, cranoBnars 4 176 458,00 rpu my1s mopocioro narjieHTa ta 2 088
229,00 rpH Ha oxHy auTuHy. JIiIKyBaHHS arajicujazoro OeTa € OLIbIIl BHUTPATHUM
MOPIBHSTHO 13 JIIKYBaHHSM arajicuaa3oro ainbda, pi3sHUIM BUTPAT JIJIs TIKYBaHHS OJTHOTO
nopocioro narieHTa Ha 1 pik cranoButh 182 546,00 rpH, mis onHiel autuHA - 91
273,00 rpH.

Pe3ynbTaTu aHani3y BIUIMBY Ha TOKa3HUKHU OIODKETY arajicujaasu OeTay paMmkax
Jio4oro cueHapito s JikyBanHs 11 mamientiB (10 mopocnux i1 1 guTuHu) 3a
CTaHJAPTU30BaHUM II171X0/10M CTaHOBIATH 43 852 809,00 rpH, 3a iHAUBIAYyaT130BaHUM
Mmiaxoa0oM  (BIAMOBIIHO JO Ji04oi mpaktuku) - 58 818 688,76 rpH Ta
1HIMB1TyaJl130BaHUM IT1JIX0/I0M (3 BUKOPUCTAHHSIM METOy MiHIMi3allii 3aJIMIIKIB) - 51
867 469,16 rpu. OTXe, HAMOUIBIIT EKOHOMIYHO JOLUIBHUM T1JX0/I0M € KOMOTHYBaHHSI
¢dnakoHiB mo 35 Mr Tta mo 5 Mr 3 ypaxyBaHHAM TOTpeOu y JiKapchKoMmy 3acoOi,
pO3paxoBaHii BIAMOBIAHO JO MacH TiJla KOKHOTO OKPEMOTro Talli€HTa, 3 METOIO
MiHIMi3aIlii HEeBUKOPHUCTAHMX 3QJIMIIKIB JIIKAPCHKOTO 3ac00y.

3MO/eNnbOBaHU BIUIMB Ha OOKET arancujgazu Oera OyJo TOPIBHAHO 13
PEKOMEHJOBAaHUMH 3HAYCHHSIMH IITKAJIN BIUTMBY Ha OFO/DKET B YKpaiHi, BiIMOBITHO 110
aKTyai30BaHWX 3HAUYCHb PEKOMEHJIOBAHOI IIKAJIW OIIHKU BIUIMBY Ha OFOKET B
VYkpaini Ha MiACTaBl JaHUX JE€p>KaBHUX BUTpPAT Ha JIKapchbki 3acodu y 2021 pori, Ta
BCTAHOBJICHO, 1110 MPHU 3aKyIiBJIl arajicujaa3u Oera BIUIMB Ha OropkeT Ha 1 pik 3a
BUKOPHUCTaHHS Oyb-SKOIO 13 TPhOX MiAXOMAIB Oyje cepenHiM (BapTICTh 3HAXOIUTHCA
y niana3oHi Big 38 miH 10 100 MutH rpH).

3a pe3ysibTaTaMu aHani3zy pekoMeHamii opranizaiii 3 OMT iHmMX KpaiH 11010
JIKapChKOTro 3aco0y arajicujasa anb(a BUSBICHO HACTYMNHY 1H(OpMAIliI0: TO3UTHUBHI
pEeKOMeHallli, mpoTe 3 ypaxyBaHHSAM BianoBinHux ymoB - HAS, 2002 (®paniis);
HeratuBH1 pekoMmenanii - CADTH, 2004 (Kanazna); ominka He mpoBoauiack - NICE
(Benuka bpuranis), SMC (Ilotnanais), AOTMiT (ITonmemia), PBAC (ABctpanis),
IQWIG (Himeuuuna), AIFA (Itanis), ICER (CIIIA), PHARMAC (HoBa 3enaunmuis);
BCTAHOBJICHO JI0JIaHy KJIIHIYHY KOpucTh - ZIN, 2012 (Hinepnanan), 3a pe3yiabrataMmu
aHam3y e()eKTUBHOCTI BUTPAT y MOPIBHSHHI 3 BIZICYTHICTIO JIKyBaHHs oka3HuK ICER
arajicuyiazu ajibda abo OeTa MOPIBHSIHO 31 CTaHIAPTHUM JIKYBaHHSM y 0a30BOMY
cueHapii ctaHoBuB 3,3 MijbHoHa €Bpo (1o 3a odimiinuM kypcom HBY cranom Ha
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01.08.2022 exBiBanentHo 123 210 450 rpH) 3a QALY. B ABcrpanii araicuaasa 6era
BIJIIKOZOBY€THCA Y paMKax mporpamu «JIiku, 1o pSTytoTh KATTS.

BpaxoByroun nomatkoBe 3BepHeHHss MO3 miono HaganHs iHdopmariii mpo
JOIUTBHICTh YKJIAJaHHS JIOTOBOPIB KEPOBAHOTO JOCTYITy 3BEPTAEMO YBary, IO
nepkaHa OMT 3a  CcKOpOYEHOIO MPONEAYpPOr0 He Tmepeadadae MPOBEICHHS
(hapMaKOEKOHOMIYHOTO aHaIi3y 1 BUCHOBOK Ma€ MEBHI 0OMEKEHHs, a came BiJICYTHI
pe3yJbTaTH PO3PaXOBAHOIO IHKPEMEHTAJbHOTO IMOKa3HHKA €(PEeKTUBHOCTI BHUTpAT
ICER (skmo J0uiabHO) Ta PEKOMEHJOBAaHUU BIJACOTOK 3HIXKKU, HEOOXITH1 JUIs
TOCSTHEHHSI €)eKTHBHOCTI BUTPAT 3TiTHO PEKOMEHI0BaHKMX rpaHUYHKX 3Ha4eHb [CER
B YKpaiHi.

3asBiaeHUN  JIKapcbkui  3aci0  arancugaza  Oeta €  OpUTIHAJIbHUM,
BHUCOKOBAPTICHUM, OJHOJ/KEPEJNbHUM Ha PUHKY YKpaiHM Ta B CBITI, pe3yJbTaTH
oiHok OMT opranizaliiii IHIIKUX KpaiH, a TAKOX pe3yJbTaTu (PapMaKOEKOHOMIYHOTO
aHaJTi3y B MDKHApOJHIM mpakTuil I1oao JI3 araiacumasza 6era cBiuaTh PO BHUCOKI
3HadyeHHs rmoka3HuKiB ICER (mmopiBHSHO 13 HalKpaIow MiATPHUMYIOUYO0 TEPAITi€ro),
10 TIEPEBUIITYIOTh PEKOMEH/I0BaHI TPaHUYHI 3HAYCHHS.

3a pesyabTraramMu 3acijaHHd EKcnepTHOro KOMIiTeTy 3 OIIHKH MEIHYHHX
TexHoJorii  /lepkaBHoro mignpueMcTtBa  «/lepkaBHUN  €KCIIEPTHUH  LEHTP
MiHicTepcTBa OXOPOHH 310pOB'st YKpainuy», mio Biaoyaock 23.09.2022, 6yno HagaHO
HACTYMHI peKOMEH/Iallli.

Arancunaza Oerta — OpUTiH&JIbHHUM, BHCOKOBAPTICHUM, OJHOMKEPEIbHUI
npernapar Ha pUHKY YKpaiHU Ta B CBiTi, IpU3HAUYEHUHN AJs JIIKYBaHHS Op(aHHOTO
3aXBOPIOBAaHHs MAIll€HTIB 3 XBopoOoro Pabpi. BiamoBimHO 10 NaHMX, HAJAHUX Y
nonatky jgo aucta MO3 Bix 09.06.2022 No25-01/12931/2-22, cranom Ha 2022 pik
KUIBKICTh TAIIEHTIB 13 XBopoOoro dabpi ckinagae 16 ocid BikoM Big 15 1o 59 pokis, 3
Hux 11 oci0 npuitmatoTs arajicunasy oera.

Ominka K1iHIYHOI e(PeKTUBHOCTI Ta O€3MeKu arajcuaasu Oeta Ui JTIKyBaHHS
xBOpoOu Dabpi y marieHTiB Oyab-sIKOTO BIKY MOPIBHSIHO 3 arajicuaa3oro ambda ado
HaKpaIow NiATPUMYIOUOIO TEpaIi€l0 BUBYAIACH 32 Pe3yJIbTaTaMU CUCTEMAaTUIHOTO
ormsiny (n = 9). Sxicte gokasiB 3a migxogom GRADE ominena aBTopamu
CHUCTEMaTUYHOTO OTJISIAY BiA HU3BKOI 1O AyKE€ HHM3BKOI (BHCOKHMU PHU3HK Uepe3
KOH(UIIKT 1HTEPECiB, HETOYHICTh, HEBIAMOBIIHICTb, BIJACYTHICTb CTAaTUCTUYHOI
NOTY)KHOCTI y BHUINAAKy KOJH pe3yibTaT TMPEACTABICHO 3a JaHUMHU OJHOTO
JOCJTJDKCHHS ).

[cTOTHOT p13HUII MIK TPyHaMH 110JI0 CMEPTHOCTI BiJl OyIb-KMX IPUYKH HE 0YJI0
BUSIBJICHO MDK TpylaMu TNAaIl€HTIB, SKI HE OTPUMYBAJM JIIKyBaHHS Ta TUMH, SKi
OTpUMYBAJIM arajicujaasy ajibda Ta araicuaazy Oera.

3a KIHIIEBUMU TOYKaMH “NOPYIICHHS 3 OOKy HUPOK’ Ta ‘‘ceplieBO-CyAMHHI
MOPYIICHHS’ CTATUCTUYHO 3HAYYIIA PI3HUIIS CIIOCTEPIrajJach MixK IpyTIOr0 arajicuaasu
Oera MOpPIBHIHO 3 HETIKOBAaHUMH marieHTamMu. He Oyno CTaTUCTUYHO 3HAYYIIOL
PI3HUIIl MK TPYNIaMHy arajcuaa3u aib(a Ta HEIIKOBAaHUMHU MalliEHTaMU a00 TPYyTOI0
araincujasu oera.

3a KIHIIEBOIO TOYKOIO “IepeOpOBaCKYJISIPHI MOPYIIEHHS CTaTUCTUYHO 3HAYYIIA
PI3HUIISI HA KOPUCTh arajicuja3u 0era Oyjia BCTAHOBJIEHA MOPIBHSHO 3 arajchjia3oro
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anb(da Ta HEeJIKOBAaHUMH TallieHTamMu. He OyJio CTaTUCTHYHO 3HAYYIIOI PI3HUII MiX
arajcua3oro ajab(ha Ta HEJIIKOBAHUMU MalllEHTAMHU.

Kommno3uTHa KiHIIEBa TOYKA. 3a JaHUMH CEMH Ta YOTHPHOX JOCIIKEHb, SKi
BKJIIOYANIM Tpynu arajcuaasu anbda (mepiog cmoctepexeHHs 1-15 pokiB) Ta
arayicuia3u 6eta (rmepioj] CriocTepekeHHs 2-9,5 poKiB) BIAMOBIAHO, TPOBE/ICHA OIIHKA
3a IOMOMOTO0 MPOCTOI JIHIMHOI perpecii mokaszania, 110 NalieHT 3 XBopoooro Paodpi,
K1 OTPUMYBAJIM arajicujiazy ajib(a, MaroTh OLIbITY HMOBIPHICTh BUIIMX MOKA3HHUKIB
KOMIIO3UTHOI ~ KIHIIEBOI TOYKH (CMEpTh, HHUPKOBA, CEPIEBO-CyAUMHHA abo
uepedpoBackyisipHa narosoris, [1P) mopiBHSIHO 3 TUMHU, XTO OTPUMYBAB arajiCujazy
0eta mpoTAromM 0araThbOX POKIB; OJJHAK CTATUCTUYHO 3HAYYIOI PI3HUILI Y pe3yJIbTaTl
He OyJo BusiBieHo (p = 0,5878).

3a pe3yibpTaTaMu aHani3zy peKoMeHalii opranizaiiit 3 OMT iHIMX KpaiH 11010
JiKapchKoro 3aco0y arajicujaza 0era BHSABICHO HACTYNHY 1H(GOpPMAIlIIO: MO3UTHUBHI
pEeKOMeHallli, mpoTe 3 ypaxyBaHHSAM BianoBinHUX ymoB - HAS, 2002 (®paniis);
HeratuBH1 pekoMenpaiii - CADTH, 2004 (Kanazna); orminka He mpoBoauiachk - NICE
(Benmuka bpuranis), SMC (Illotnaunais), PBAC (Ascrpanis), AOTMIT (Ilonsmia),
IQWIG (Himeuuuna), AIFA (Itamis), ICER (CILIA), PHARMAC (Hoga 3enanmis);
BCTAHOBJICHO NOAaHy KiiHIYHY KOopucTh ZIN, 2012 (Higepnanmu), 3a pe3yiabTaTamMmu
aHami3y eQEeKTHUBHOCTI BHUTpAaT y TOPIBHSAHHI 3 BIACYTHICTIO JIIKyBaHHS
1HKpeMeHTaJIbHuM noka3HuK edekTuBHOCTI BUTpat ICER arancunasu aneda abo Oera
MOPIBHSHO 31 CTAHIAPTHUM JIIKyBaHHAM y 0a30BOMY CLE€Hapii CTAHOBUB 3,3 MUIbIOHU
eBpo (110 3a odimiiaum kypcom HBY cranom Ha 01.08.2022 exBiBaientHo 123 210
450 rpu) 3a QALY. B Asgcrpanii arancupgaza Oera BiAIIKOJOBYETHCS y paMKax
nporpamu «JIiku, Mo pATYIOTh JKUTTS.

EdextuBnicts Butpar nikyBanas @3T s ycepeHEHOTO MalieHTa 3 XBOpoooro
®abpi nepeBUIIlye 3BUMANHHI TOPIT TOTOBHOCTI IJIATUTH, ORI HIXK y 6 pa3iB. HaBiTh
3aCTOCYBAHHS BEJIMKOI KUIBKOCTI MPHMYIIeHs HEe mpusBene a0 3HWkeHHs [ICER mo
MOpOTY TOTOBHOCTI IJIATUTH, SIKUIA 3a3BUYall BBAXKAETHCS €KOHOMIYHO €(DEeKTHUBHHM.

3a pesynbpTaTamMu BUBYEHHS 1H(GOpMAIIii Mpo collialnbHi, ETHYHI, OpraHi3aIiifiHi Ta
1HIII aCTIEKTH, MOB'sI3aH1 13 BKIIFOUCHHSIM (BHKJIIOYSHHSIM) BIATIOBIIHOTO JIKaPCHKOTO
3aco0y no HamionansHoTro mieperniky Ta (a60) HomenknaTypu mpeacTaBieHo, 1io:

Mertoro Konnenitii po3BUTKY CUCTEMHU HaJIaHHSI MEUYHOI JIOTIOMOTH TaIlIEHTaM,
Kl CTpaXJalTh Ha piakicHi (opdanHi) 3axBoproBaHHsA, Ha 2021-2026 pokwy,
3aTBepKeHO1 po3nopsakeHHsIM Kabinery MinictpiB Ykpainu Big 28.04.2021 Ne 377-
P8, € 3MEHILIEHHS CMEPTHOCTI BiJ] PIAKICHUX (OppaHHUX) 3aXBOPIOBAHb, IT1IBUILICHHS
SKOCT1 KUTTS TAIIEHTIB, Kl CTpa)XxJaroTh Ha piakicHI (opdaHHI) 3aXBOpIOBaHHS,
IUITXOM 3a0e3MeueHHs] CIPaBeJIMBOTO Ta PIBHOTO JOCTYIYy A0 SKICHOI MEIUYHOI
JIOTIOMOTH TaKUM TIAlliEHTaM, 30KpeMa 10 SKICHUX, €(PEKTHBHUX Ta O€3MeYHUX
JKAapChKHUX 3aCO01B JIs JIIKYBaHHS P1AKICHUX (OphaHHUX) 3aXBOPIOBaHb.

B ymoBax BiZICYTHOCTI JJaHUX, IO MIATBEPIKYIOTh €(PEKTUBHICTh JIKAPCHKOTO
3aco0y arancuzja3a 0eTta Ha OCHOBI KJIIHIYHMX KIHIIEBHX TOYOK, a TAKOX JOBEICHOI
e(pEeKTUBHOCTI BUTPAT, MMOAAJBIIIE epeOyBaHHS JIIKAPChKOTO 3ac00y Y HOMEHKIIATYpi
JIKapChKUX 3aco0iB, IO 3aKYyNOBYIOTHCS 3a KOILUTH JEP’KaBHOIO OFOJKETY UL
BUKOHAHHS IPOTpaM Ta 3/11MCHEHHS LICHTPaJIi30BAHUX 3aX0/I1B 3 OXOPOHH 3/10POB’sI HE
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BiAMOBiAae moJjioxkeHHAM KoHueniii A0Ka30Boi MEAUIIMHUA IOAO MPOMIUIAKTUKH,
JIIarHOCTUKH Ta JIIKyBaHHS.

BpaxoByroun 3a3HaueHe, PEKOMEHJIOBAHO BUKIIOUWUTH JIKAPCHKHUM 3aci0
arancujasa 0era 3 HOMEHKJIATYPH JIKapChKHUX 3aC00iB, 110 3aKyMOBYIOTHCS 33 KOIIITH
JIEP’)KaBHOTO OIOJKETY JUIsl BUKOHAHHS TPOTpaM Ta 3IHCHEHHS IEHTPaIi30BaHUX
3aXO0/Ii1B 3 OXOPOHHU 37J0POB 4.

5. Indopmanist o0 CTPOKY il BUCHOBKY YIIOBHOBAKEHOI'0 OPraHy.

Bignosinno a0 n. 21 IlopsiiKy BHCHOBOK YIOBHOBa)XEHOTO OpraHy CTOCOBHO
BIJIMOBITHOT MEJAMYHOI TEXHOJOTIi BBAKAETHCS YMHHUM JO MOMEHTY MNpPOBEICHHS
HOBOI JIEP>KaBHOI OI[IHKU MEUYHO1T TEXHOJIOTi.
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