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BucnoBok
YIIOBHOBAKE€HOT'0 OPraHy 3 JePKABHOI OLIHKH MeIUYHUX TEXHOJIOTIii 32
CKOPOYCHOI0 MPOLEAYPOI0: AINIIOKO031AAa3a ajib(pa

epacasna oyinka meouuHux mexHon02iu 3a CKOpOYeHo10 Npoyeodypoio 3a 36ePHEHHIM
MO3 Vkpainu npogedena ynosHo8axdceHuM Op2aHOM 3 0EPHCABHOT OYIHKU MEOUUHUX
mexHon02il 8i0n06ioH0 00 eumoe I1opsoKy nposederHs 0epIHcA8HOI OYIHKU MEOUYHUX
mexHono2il, 3ameepodceno2o nocmanogor Kabinemy Minicmpie Ykpainu 6io
23.12.2020 MNel300 ma ckradoacmovcsi 3 aHanizy HNOPIBHANbHOI ehekmusHocmi
(pe3ynbmamusHocmi), beznexku ma 6naugy Ha 010Hcem NIKapcbKo20 3aco0y HA OCHOBI
oanux 3 8iOKpumux oOogcepen ingopmayii. Bucnosox ynoeumosasicenozco opeauy 3
0epAHCABHOI OYIHKU MeOUYHUX MEXHONO02I 34 CKOPOYEHO Npoyedypor Mae
pekomeHnoayitunui xapakmep. Haoani y 6ucnosky oami € akmyanbHUMu CMaHom Ha
oamy 11020 ni020MmosKuU.

1. Indopmanis nmpo aaTy mNpPOBeAeHHS] JAEP:KABHOI OUIHKM MeIUYHHX
TEXHOJIOTI 32 CKOPO4YEHOK MPOUEAYPOI0 3asiBJEHOIr0 JIKAPCHKOro 3acoly:
09.07.2025.

llepoicasna oyinka meouunux mexHonoeiu (oani - OMT) 3a cxopouenorw
npoyeoyporo NKApCbKo20 3aco0y anenoKo3uoasa aibgha 3a noKa3auHAM JIKYEBAHHS
nayienmis 3 xeopoboio Ilomne 6yna npoeedena 3a 3eepreHusam MO3 Vipainu Ha
BUKOHauHA nionywkmy 6 nynkmy 8 (mucmu MO3 Vkpainu 6io 05.05.2025 Ne
25/14470/2-25 ma 6i0 22.05.2022 No25/16688/2-25) [lopsoky nposedentst 0eprcasHol
OYIHKU MeOUYHUX MEeXHON02il, 3ameepodicenoco nocmanosoro Kabinemy Minicmpis
Vipainu 6io 23.12.2020 Ne 1300 i3 sminamu.

V 2022 pouyi ynosnosasicenum opearom 6yno nposedeno OMT 3a cxopouenoro
npoyedyporo NIKApCbKo2o 3aco0y anenoKo3udaza anbga 3a mum dxie noKa3aHHIm —
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http://www.dec.gov.ua/
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JIKY8auHsa nayienmis 3 x60pooor Ilomne (8UCHOBOK YNOBHOBANCEHO20 Op2aHy 6i0
26.09.2022Y).

2. Indopmanisi npo 3asiBJIeHUI JiKapCbLKHUi 3aCi0

1) HaiiMenyBaHHsi (mpi3BuMIIe, iM’sl, MO0 0aTbKOBI) 3asiBHMKAa Ta Ha3Ba
BHPOOHHUKA JIIKAPCBKOIO0 3aC00Y:

Cranom Ha 09.07.2025 y Jlep:aBHOMY peecTpi JIIKapChbKUX 3ac00iB:

MIO3UM, nopoiiok Jyisi HpUroTyBaHHS KOHIEHTPATY AJIS pO3UUHY JJ1s 1H(DY31id
1o 50 mr, 1 ¢rakoH 3 MOPOIIKOM y KAPTOHHIN IMadvlIi.

Bupoonuk - [[xenzaiim ®nanaepc, benbris; Jxenszaiim Ipmana Jlimiten,
Ipnanmis.

3aaBHuk - Canodi b.B., Hinepnanam.

2) TOproseJibHA Ha3Ba JIKapChKOIo 3aco0y:

MIO31M

3) MIzKHAPOJAHA HENMATEHTOBAHA HA3BAa 200 CHHOHIMiYHE HAMEHYBAHHS

Anrmoko3uaasa anbda/Alglucosidase alfa

4) ckyajx JiKapchbKoro 3aco0y (airo4i Ta 10MOMisKHI pe4OBHHH):

1 dnakon mictuth 50 Mr anriroko3ugazud anbda; micias po3urMHEHHS B 1 i
PO34YMHY Oy/i€ MICTUTHUCS 5 MT aJTIIIOKO3UAa3u1 alb(da; micias po3BeAeHHS KOHIIEHTPATY
KOHIIEHTpaIlisl po3unHy Bapitoe Bija 0,5 Mr 10 4 mr/mi.

5) ¢opma BUIyCKY:

MOPOIIOK JJIsl PUTOTYBAHHS KOHLIEHTPATY IS pO3UHMHY s 1HDY31it 1o 50 mr, 1
(h1aKOH 3 TOPOIIKOM Y KQpTOHHIN MayIl.

6) crocid 3acTocyBaHHS JiKapCHKOI0 3aC00Yy:

JlixyBanHs nmnpenapatoM Mio3uM  ciiag  3A1MCHIOBaTH MiJ  KOHTPOJIEM
KBaTi(h1KOBAHOTO JIIKapsl, SIKUW Ma€ TOCBIJ JIIKyBaHHSA MAalli€HTIB 13 XBopoOoto [Tomme
YU HIIUX CHAJKOBUX META00JIYHUX a00 HEHPOM SI30BUX XBOPOO.

PexoMeHi0BaHa cxeMa mpuiloMy airioko3uaasu anbda cTaHOBUTH 20 MI/KT
Macu Tuta 1 pa3 Ha 2 TwkHI. Ciil MOCTIHHO OIIHIOBATH PEAKIlII0 TAIlIEHTIB Ha
JKyBaHHS, BPaXOBYIOUM BCEOIUHY OIIHKY BCIX KJIIHIYHHUX MPOSIBIB XBOpoOu. Mio3um
HE0OX1THO PO3UUHUTH Y BOJII IJIs1 1H €KIIiH, OTIM po3Bectu y 9 mr/mi (0,9%) po3unny
HATPIIO XJIOPHUTY 1 MICIISI IIbOTO 3aCTOCOBYBATH JJIsl BHYTPIITHHOBEHHUX 1HY31H.

[Ipenapat Mo)Ha 3aCTOCOBYBATH Yy TIE1aTPUUHIN MPAKTHIII.

Hemae cremianbHUX peKOMEHAAIN MO0 3acTOCYBaHHS mpemnapary Mio3um
JUTSAM, TJUTITKaM, TOPOCIIMM Ta MaIll€EHTaM JIITHBOTO BIKY.

7) ingopmanis Npo HAsIBHICTH JIePKABHOI peecTpauii JiKapcbKOro 3acody B
Ykpaini:

https://www.dec.gov.ua/wp-content/uploads/2022/09/3.-vysnovok-upovnovazhenogo-organu-z-derzhavnoi%CC%88-oczinky-medychnyh-
tehnologij-za-skorochenoyu-proczeduroyu-alglyukozydaza-alfa.pdf
http://www.drlz.com.ua/
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https://www.dec.gov.ua/wp-content/uploads/2022/09/3.-vysnovok-upovnovazhenogo-organu-z-derzhavnoi%CC%88-oczinky-medychnyh-tehnologij-za-skorochenoyu-proczeduroyu-alglyukozydaza-alfa.pdf
http://www.drlz.com.ua/
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MIO3UM, peectpauiitne nocBiguenns: UA/11618/01/01, tepmin mii PII 3
HeoOMexenuii 3 03.11.20163,

8) dapmakosioriuna gia Jikapcbkoro 3aco0y Ta KOA 3a aHATOMO-
TepaneBTHYHO-XIMIYHOIO KIacu(ikaiicro:

3aco0wu, 1110 BIUIMBAIOTh Ha TPaBHY CUCTEMY Ta MeTabo14Hi rpoiecu. DepMeHTu.
Kon ATX A16A BO7.

9) moka3aHHA 10 MeJUYHOI0 3aCTOCYBaHHS, 32 AKNM M01aBaJjiacs 3asBa:

HepxxaBga OMT mpoBoauiach 3a CKOpPOYEHOIO MPOIEAYPOIO 3a 3BEPHEHHSIM
MOQO3 Vkpainu, 1m0 He nependayao mojJaHHs 3asBu. Y JaucTi 3BepHeHH1 MO3 BKazaHe
OJIHE TIOKA3aHHs 10 MEIUYHOTO 3aCTOCYBaHHS: JIIKyBaHHS IAIIEHTIB 3 XBOPOOOIO
ITomme.

10) noka3aHHs 10 MeIUYHOT0 3ACTOCYBAHHS BiIOBIIHO 10 IHCTPYKUIl 1/
MEJAUYHOI0 3aCTOCYBaHHs, 3arBepa:keHol MO3, 3a HasIBHOCTI JAepKaBHOI
peecTpauii JikKapcbKOro 3aco0y B YKpaiHi:

TpuBana ¢pepmenTHo3aMicHa Tepamis (qam - @3T) namieHTiB 3 TiATBEPIKEHUM
nmiarHo3oM xBopoOu Ilomme (aedinut kucioi anbda-riaoko3uaazu). Mio3zum
PU3HAYAIOTh JOPOCIHUM Ta JITAM OYy/Ib-SIKOTO BIKY.

11) indopmaniss Npo HAABHICTH NMOKA3aHb J0 MEJIMYHOI0 3aCTOCYBAHHS
JIKAPCHKOTro 3aco0y AJis1 BUKOPUCTAHHA IiJI YaC HATaHHA MeJIUYHOI JOIMOMOIH
NPH CTAHAX, 110 3a3Ha4YeHi y NPIOPUTETHUX HANIPSIMAX PO3BUTKY c(epu 0XOpoHH
3I0POB’si:

XBopoOa Ilomne (E74.0) BxXomuTh 10 mepeniky piakicHuX (opdaHHUX)
3aXBOPIOBaHb, 3aTBepkeHOro HakazoM MO3 Vkpainu Big 27.10.2014 No 778 (3i
3MiHaMu), 3apeecTpoBaHoro B MiHictepcTBl toctuiii Ykpainu 13 mucronaga 2014
poky 3a Ne 1439/26216%. 3rigno 3 KoHIemnIiero po3BUTKY CHCTEMH HAJAHHS MEAUYHOI
JOTIOMOTM TaIll€EHTaM, Kl CTPaXAaroTh Ha PiAKICHI (opdaHHI) 3aXBOPIOBAaHHS, Ha
2021-2026 poxu, OAHIEIO 31 CTPATETIYHHUX IJIEH € 3a0e3MeYeHHS CIPaBEATUBOTO
JOCTYNy 10 JIKAPChKUX 3ac001B, MEAMYHUX BHUPOOIB Ta MPOAYKTIB CIELIAIBHOTO

JIKyBaIbHOTO Xap4yBaHHS".

3. BUCHOBOK YNMOBHOBa:KE€HOT0 OPraHy HIOA0 Pe3yJbTATIiB NOPiBHAJLHOI
epexTuBHOCTI (pe3yIbTATHMBHOCTI), Oe3mexkH, e(QEeKTUBHOCTI BHUTPAT HA
JiKapchbKHi 3aCi0 Ta aHAJII3Y BIUIMBY HA MOKA3HUKHU OKOIKETY

1) naHi M0/10 NPiOPUTETHOCTI 32aXBOPIOBAaHHA (CTAHY)

XBopoOa Ilomme (OMIM232300, CHHOHIMHU: TMOPYLWIEHHS HAKOMUYEHHS
riikoreny tumy II, rmikoreno3 tumy I, nedimuT kucioi ansda-raoko3ugazn) —
pinkicHe (opdaHHE) CHaJKOBE 3aXBOPIOBAHHS, SIKE HAJCKHUTH JI0 JI130COMaTbHUX

3http://www.drlz.com.ua/ibp/ddsite.nsf/all/shlist?opendocument&titlem=Alglucosidase%20alfa

*https://zakon.rada.gov.ua/laws/show/z1439-14#Text

5Po3nop;1)1>erH;1M KMY 377-p Big 28.04.2021 p. «IIpo cxBanenHsi KoHuemnii po3BUTKY CUCTEMU HaJaHHS MEAMYHOI TONMOMOTHW Mali€HTaM, SIKi
CTpaXxIaloTh Ha pijkicHi (opdamnHni) 3axBoproBanms, Ha 2021-2026 pokwu, https://zakon.rada.gov.ua/laws/show/377-2021-%D1%80#Text


http://www.drlz.com.ua/ibp/ddsite.nsf/all/shlist?opendocument&titlem=Alglucosidase%20alfa
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xBopoO HakomuueHHS. B ocHoOBI marorenesy xBopoOu I[lomme neXuTh 3HMKEHHS
akTUBHOCTI (a00 IiIKOBHTA ii BiACYTHICTH) (DEPMEHTY J130COM — KHCJIOI O-
rmoko3unazu (GAA), mo Oepe ydacTb y pO3IIEIJICHHI rilikoreHy. Yepe3 HHU3bKY
akTUBHICTH epmMeHTy GAA HepOo3ILIEIICHUH TIIKOreH HAKOMUYY€EThCA Y JI130COMax
pPI3HUX KJITHH, MEPEBAXHO Yy CKEJIETHUX M’ s3aX 1 MIOKapii, IO MPU3BOIUTH IO
MeXaHiuHo1 pyiHanii Ta 3aru6esni mionuTis®,

JloCiTHUKH OTMCaIN TPU TUITH XBOpoOu [Tomre, K1 BIPI3HIIOTHCS 32 TSXKKICTIO
Ta BIKOM, y SIKOMY BOHHU TMPOSBIAIOThCA. L1 THmUM BioM1 K KjacuyHa 1H(paHTUIbHA

¢opma, HexnmacuuHa iHdanTUIbHA GopMa Ta mizHA Gpopma (Tabmans 1),

Ta6aunus 1. Turnm xBopoOu [lomme

Tun xsopoou Ilommne Kuainiuni cumnromn TpuBanicTb KATTS
Kaacuyna inpanTuiibaa ° Miomaris npu BiJICYTHOCTI
¢opma ° riMnOTOHIsA TKyBaHHS CMEpTh
(mepri 3 micsi mics ° 301IbIIEHA NEYiHKa | HacTae BiJ CepreBol
HApOJKEHHS') (rermaromeratis) HEJIOCTaTHOCTI
° BaJIl cepLs OPOTSITOM ~ TIEPIIOTO
° BIJICTaBaHHS B PO3BUTKY POKY JKUTTSI
° poOJIeMH 3 TUXAHHAM
Hekaacuuna ®  3aTpuMKa pPO3BUTKY MOTOPHHMX | JOKMBAIOTh bi (o)
inganTuibHa popma HAaBUYOK PaHHBOTO TUTHHCTBA
(mo 1 poky KUTTS) ° Iporpecyroda M’s30Ba CIa0KiCTh
° KapaioMerais
®  [pobieMH 3 JTUXaHHIM
ITizus popma porpecyroua M's130Ba CIIabKICTb, JOKHUBAIOTh 710
(MiATITKOBUH BIK Ta 0co0JIMBO B HOTrax 1 TynyOl, BKIOYarO4u CTapocCTi
J0pOCIIi) M'S3H, 1110 KOHTPOJIIOIOTh IUXAHHS

UYepes TpyaHoOIIi, TOB'I3aHI 3 TOYHOK JIarHOCTUKOK PIAKICHUX 3aXBOPIOBaHb,
Ba)KKO BCTAaHOBUTH TOYHY KUJIBKICTH JIFOJIeH 13 xBopoOoro [lomne y Bchomy cBiTI. 3a
JaHUMH TIPOBEACHUX JOCHIDKCHh OYJI0 BCTAaHOBJICHO, IO 3aXBOPIOBAHICTh Ha
xBOopoOy I[lomMrie Moxe BiJIpI3HIATHCH B 3aJIEKHOCTI BiJl TeorpadpiqyHOro perioHy Ta
eTHIYHUX rpym. XBopoOa [Tommne moxke OyTu niarHoctoBana B cepeaabomy y 18 000 -
40 000 HOBOHAPOJKEHUX Yy BCbOMY CBITI, 3 AKUX 25% MOXYTh MaTH 1H(AHTUIbHY
dopmy, 75% - mizHio popmy xBopobu ITomme®,

80co6muBocTi KniHiKo-1a60paTOpHOT AiarHocTHKu XBopobu [lomme y aiteit / [iukyp H.O., Onbxosud H.B., Isanosa T.I1., Camonenko H.B. / 3nopoBbe
pebenka, 2017;12(7):788-796. doi: 10.22141/2224-0551.12.7.2017.116184, http://www.mif-ua.com/archive/article/45365
"https://medlineplus.gov/genetics/condition/pompe-disease/

8https://rarediseases.org/rare-diseases/pompe-disease/#symptoms
*https://pompediseasenews.com/pompe-disease-incidence-varies-by-world-region-and-ethnicity/
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Jlnia minTBepakeHHs aiarno3y xsopoou [lomne Bu3HauatoTh akTUBHICTE GAA y
nenkonuTax. Y marieHTiB 3 XxBopoboro [Tomre piers GAA moske BapitoBaTu Bif <1%
(3a3Buyaii, y HemoBiAT) 10 61u3bko 30% Bia HIKHBOI MEX1 HOpMHU. Takox JJist
MIITBEP/DKEHHsS] HAsBHOCTI y ocobu xBopoOu Ilomme moke OyTH MpOBEICHO
IeHETUYHUHN aHAIli3 Ha BUSABJICHHS MyTarii ’,

BignoBigHo A0 naHuMX, HagaHuX y jAojatky go jucra MO3 Big 22.05.2022
No25/16688/2-25, cranom Ha 2025 KUIBKICTh MaIieHTIB 3 XBopoOoro Ilomme, ski
OTPUMYIOTH aJITIIIOKO3U/1a3y ainb(a, CTAaHOBUTh

2) nma”Hi mWOAO0 [JAOCTOBIPHOCTI Ppe3yabTaTiB NOPIBHAJBHOI KJIHIYHOI
epekTUBHOCTI Ta Oe3meku 3asiBJEHOI0 JIiKapchbKoro 3aco0y. Omuc
(mpeacTraBiieHHs ) 3a3HAYEHUX Pe3yabTaTIiB

[Ipu mpoBeAcHHI MOBTOPHOTO aHAJI3y JA0KA30BUX JAHUX WIOA0 MiIXOTiB /10
JIKYBaHHA NALi€HTIB 3 XBOP0o0o10 Ilomme nmpoBe1eHO OHOBIIEHN NOITYK TPETUHHUAX
JpKepen iHpopMalii Ha caliTax MIXKHAPOIHUX MPOPIILHUX OpraHizailii, y 6a3zax JaHux
PubMed Ta Trip Database, a Tako MOIIYK raixy3eBUX CTaHIAPTIB y chepl 0XOpOHU
3I0pOB 51 YKpaiHu.

B pesynbrari mpoBENEHOrO0 OHOBJIEHOTO IMOIIYKYy OYJI0 BCTAHOBJIEHO, IO 3
MOMEHTY MyOJiKallii BUCHOBKY YIOBHOBa)KEHOTro opraHy 3 jep:kaBHoi OMT 3a
CKOPOYEHOI0 mpoleryporo y 2022 porii He 0yJ10 3aTBEPPKEHO rajly3eBHX CTAHIAPTIB
y cepi oxoponu 310poB’si Ykpainu. CTaHOM Ha ATy MiJATOTOBKU JTAHOTO BUCHOBKY
B PeecTpl MeIMKO-TEXHOIOTIYHUX IOKYMEHTIB 31 CTaHapTH3aIlli MEIUIHOT IOTTOMOTH
BIJICYTHIN YHI(IKOBaHMM KIIHIYHUM MPOTOKOJ MEIUYHOI JIOMOMOTH TpHU XBOPOOI
[Tomme.

Anriroko3uasa anbda He BitodeHa 10 17 Bunmycky JlepxxkaBHoro ¢gopmyisipa
JiKapcbKHX 3ac00iB, 3aTBepa:keHoro Hakaszom MO3 Ykpainm Big 13.06.2025
Ne9711L,

3a pe3ynbTaTaMd NOBTOPHOTO TMOILIYKY TPETUHHHUX JKepena Oyiau 3HalJeHl
Pexomenaiii oo jaikyBaHHs xBopoOu [Tomne €Bporneiichkoi JOBIAKOBOI MEpExKi 3
MeTaboJIIYHUX 3axBoproBaHb 2024 poky Ta OHOBJICHI peKOMEHallli €BponechLKOro
koHcopuiymy [lomme 2024 poky. B Tomy uucni Oynu 3HalaeH! peKoMeHaamii s
JKyBaHHS 1HPAHTUWIBHOI Ta Mi3HBO1 hopmu xBopoou [Tomrie (pekomennariii Mamnaiizii
20122 ta kaHanchkoi excneptHOi rpymu 2016%%), a Takok pekoMeHmaIli o0
JKyBaHHS Mi3HBO1 (hopmu xBopoOu [Tomne (AmepukaHchKa acoriallisi HeMpoM'si30BOi

https://health-ua.com/article/43116-yak-vpznati-hvorobu-pompe-sered-nshih-nervovomyazovih-
zahvoryuvani:~:text=%D0%BE%D1%86%D1%96%D0%BD%D0%BA%D0%B8%20%D0%B4%D0%B8%D1%85%D0%B0%D0%BB%D1%8C
%D0%BD%D0%BE%D1%97%20%D1%84%D1%83%D0%BD%D0%BA%D1%86%D1%96%D1%97 .-
,%D0%9D.,%D0%BD%D0%B0%20%D0%B1%D0%B0%D0%B7%D1%96%20%D0%9D%D0%94%D0%A1%D0%9B%20%C2%AB%D0%9E%
D0%A5%D0%9C%D0%90%D0%A2%D0%94%D0%98%D0%A2%C2%BB
Uhttps://moz.gov.ua/uk/decrees/nakaz-moz-ukrayini-vid-13-06-2025-971-pro-zatverdzhennya-simnadcyatogo-vipusku-derzhavnogo-formulyara-
likarskih-zasobiv-ta-zabezpechennya-jogo-dostupnosti
pttps://www.moh.gov.my/moh/resources/Penerbitan/Perkhidmatan%200nG%20&%20Ped/GEN_RARE%20DISEASE%20/2._Guidelines_for_Tre
atment_of _Lysosomal_Storage_Diseases_by Enzyme_Replacement_Therapy_in_Malaysia_.pdf
Bhttps://www.cambridge.org/core/journals/canadian-journal-of-neurological-sciences/article/pompe-disease-diagnosis-and-management-
evidencebased-guidelines-from-a-canadian-expert-panel/0846 BEE7B29905AC601D8D6D09A7A4A


https://health-ua.com/article/43116-yak-vpznati-hvorobu-pompe-sered-nshih-nervovomyazovih-zahvoryuvan#:~:text=%D0%BE%D1%86%D1%96%D0%BD%D0%BA%D0%B8%20%D0%B4%D0%B8%D1%85%D0%B0%D0%BB%D1%8C%D0%BD%D0%BE%D1%97%20%D1%84%D1%83%D0%BD%D0%BA%D1%86%D1%96%D1%97.-,%D0%9D.,%D0%BD%D0%B0%20%D0%B1%D0%B0%D0%B7%D1%96%20%D0%9D%D0%94%D0%A1%D0%9B%20%C2%AB%D0%9E%D0%A5%D0%9C%D0%9
https://health-ua.com/article/43116-yak-vpznati-hvorobu-pompe-sered-nshih-nervovomyazovih-zahvoryuvan#:~:text=%D0%BE%D1%86%D1%96%D0%BD%D0%BA%D0%B8%20%D0%B4%D0%B8%D1%85%D0%B0%D0%BB%D1%8C%D0%BD%D0%BE%D1%97%20%D1%84%D1%83%D0%BD%D0%BA%D1%86%D1%96%D1%97.-,%D0%9D.,%D0%BD%D0%B0%20%D0%B1%D0%B0%D0%B7%D1%96%20%D0%9D%D0%94%D0%A1%D0%9B%20%C2%AB%D0%9E%D0%A5%D0%9C%D0%9
https://health-ua.com/article/43116-yak-vpznati-hvorobu-pompe-sered-nshih-nervovomyazovih-zahvoryuvan#:~:text=%D0%BE%D1%86%D1%96%D0%BD%D0%BA%D0%B8%20%D0%B4%D0%B8%D1%85%D0%B0%D0%BB%D1%8C%D0%BD%D0%BE%D1%97%20%D1%84%D1%83%D0%BD%D0%BA%D1%86%D1%96%D1%97.-,%D0%9D.,%D0%BD%D0%B0%20%D0%B1%D0%B0%D0%B7%D1%96%20%D0%9D%D0%94%D0%A1%D0%9B%20%C2%AB%D0%9E%D0%A5%D0%9C%D0%9
https://health-ua.com/article/43116-yak-vpznati-hvorobu-pompe-sered-nshih-nervovomyazovih-zahvoryuvan#:~:text=%D0%BE%D1%86%D1%96%D0%BD%D0%BA%D0%B8%20%D0%B4%D0%B8%D1%85%D0%B0%D0%BB%D1%8C%D0%BD%D0%BE%D1%97%20%D1%84%D1%83%D0%BD%D0%BA%D1%86%D1%96%D1%97.-,%D0%9D.,%D0%BD%D0%B0%20%D0%B1%D0%B0%D0%B7%D1%96%20%D0%9D%D0%94%D0%A1%D0%9B%20%C2%AB%D0%9E%D0%A5%D0%9C%D0%9
https://health-ua.com/article/43116-yak-vpznati-hvorobu-pompe-sered-nshih-nervovomyazovih-zahvoryuvan#:~:text=%D0%BE%D1%86%D1%96%D0%BD%D0%BA%D0%B8%20%D0%B4%D0%B8%D1%85%D0%B0%D0%BB%D1%8C%D0%BD%D0%BE%D1%97%20%D1%84%D1%83%D0%BD%D0%BA%D1%86%D1%96%D1%97.-,%D0%9D.,%D0%BD%D0%B0%20%D0%B1%D0%B0%D0%B7%D1%96%20%D0%9D%D0%94%D0%A1%D0%9B%20%C2%AB%D0%9E%D0%A5%D0%9C%D0%9
https://moz.gov.ua/uk/decrees/nakaz-moz-ukrayini-vid-13-06-2025-971-pro-zatverdzhennya-simnadcyatogo-vipusku-derzhavnogo-formulyara-likarskih-zasobiv-ta-zabezpechennya-jogo-dostupnosti
https://moz.gov.ua/uk/decrees/nakaz-moz-ukrayini-vid-13-06-2025-971-pro-zatverdzhennya-simnadcyatogo-vipusku-derzhavnogo-formulyara-likarskih-zasobiv-ta-zabezpechennya-jogo-dostupnosti
https://www.moh.gov.my/moh/resources/Penerbitan/Perkhidmatan%20OnG%20&%20Ped/GEN_RARE%20DISEASE%20/2._Guidelines_for_Treatment_of_Lysosomal_Storage_Diseases_by_Enzyme_Replacement_Therapy_in_Malaysia_.pdf
https://www.moh.gov.my/moh/resources/Penerbitan/Perkhidmatan%20OnG%20&%20Ped/GEN_RARE%20DISEASE%20/2._Guidelines_for_Treatment_of_Lysosomal_Storage_Diseases_by_Enzyme_Replacement_Therapy_in_Malaysia_.pdf
https://www.cambridge.org/core/journals/canadian-journal-of-neurological-sciences/article/pompe-disease-diagnosis-and-management-evidencebased-guidelines-from-a-canadian-expert-panel/0846BEE7B29905AC601D8D6D09A7A94A
https://www.cambridge.org/core/journals/canadian-journal-of-neurological-sciences/article/pompe-disease-diagnosis-and-management-evidencebased-guidelines-from-a-canadian-expert-panel/0846BEE7B29905AC601D8D6D09A7A94A
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Ta EJEKTpoaiarHOCTUYHOI Memuiuan, 2012, IcmaHchbKi KIIHIYHI peKOMEHIAIlii,
2012%, Bpasunbchki pexkomenmarii, 2016'® Ta pexomeHgamii €BpONEHCHKOTO
KoHceHcycy, 2017Y), ski Oyyno MpeAcTaBiICHO Y BUCHOBKY YITOBHOBaXCHOTO OpraHy
2022 poky.

Bignosigno 10 Pexkomenaaniii kjiiHiuyHOro MapumipyTy JIiKyBaHHsSI XBOPOOH
Ilomne €Bponeiicbkoi A0BIAKOBOI Mepexi 3 MeTa0OJMIYHMX 3aXBOPIOBAHD
(MetabERN) (medgiuuT KHMCJI0I MaJbTa3u, XBOP00a HakonMu4YeHHs rJikoreny Il
tuny) (The European reference network for metabolic diseases (MetabERN)
clinical pathway recommendations for Pompe disease (acid maltase deficiency,
glycogen storage disease type 1)), 20248 anrmokosupaza ansdpa (thGAA), Oyna
cxBaJieHa JJis JikyBaHHS xBopoOu [Tomme y 2006 potri B SIKOCTI (hepMEHTHO3aMiCHO1
tepamii mpu xBopoOi [lomne. EdexTuBHicTh anriroko3ugaszu anbpa Oyna JoBeleHA
JUIS TIALIIEHTIB 3 iH(GAHTHILHOI Ta Mi3HBOIO GopMaMu xBopoOu [Tomme!®202122:23.24
PiBenp Joka3iB MOA0 BIUIMBY (PEPMEHTHO3aMICHOI Tepamii SK Yy Mall€HTIB 3
1HQAaHTUIBHOIO, TaK 1 3 MI3HBOW (QopMoro xBopodbu Ilomme O0a3yerbcs Ha
JIOBITOCTPOKOBUX BHUCOKOSIKICHMX KIIIHIYHUX JOCHIJDKEHHSX 32 Y4YacTI0 BEJHKOL
KUTBKOCTI Malli€HTiB. PiBeHb J0Ka31B BUCOKHUHU.

Takox nnst mikyBaHHa xBopoOu [lomme cxBasieHi mpenapatu peKOMOIHAHTHOT
JOJICHKOT KUCIO1 a-Titoko3uaszu (rhGAA), 36araueHi BMiCTOM MaH030-6-pocdaty Ta
3 MOKpalleHHMHU BJIACTMBOCTSAMH BIUIMBY Ha M's3u>2?%. Apanrmokosuaasa anbga
(avalglucosidase alpha) Oyna cxBaneHa YmpaBiiHHSM 3 CaHITapHOTO HATJSIy 3a
AKICTIO XapuoBUX MpoIyKTiB Ta MeaukaMeHTiB (CIIIA) y 2021 porii Ta €Bponeiicbkum
areHTCTBOM 3 Jikapchkux 3aco0iB (EMA) y 2022 poui asis JiKyBaHHS II3HBbOI popMu
xBopooOu Ilomrme.

Yhttps://jpmc.ncbi.nlm.nih.gov/articles/PMC3534745/
Bhttps://www.orpha.net/data/patho/Cpg/en/PompelLateOnset_ ES_en CPG_ORPHA420429.pdf
https://www.scielo.br/j/anp/a/Hkn758jgrwjfGVcW3Jz3 Xps/?lang=en
Thttps://www.uems-neuroboard.org/web/images/docs/exam/2021/Guideline-Papers/EAN-guideline-managing-Pompes-disease-VanderPloeg2017.pdf
Bhttps://ojrd.biomedcentral.com/articles/10.1186/s13023-024-03373-w

¥Van den Hout JM, Kamphoven JH, Winkel LP, Arts WF, De Klerk JB, Loonen MC, et al. Long-term intravenous treatment of Pompe disease with
recombinant human alpha-glucosidase from milk. Pediatrics. 2004;113(5):e448-57. https://doi.org/10.1542/peds.113.5.e448.

2yan der Ploeg AT, Clemens PR, Corzo D, Escolar DM, Florence J, Groeneveld GJ, et al. A randomized study of alglucosidase alfa in late-onset
Pompe’s disease. N Engl J Med. 2010;362(15):1396-406.

2 Kuperus E, Kruijshaar ME, Wens SCA, de Vries JM, Favejee MM, van der Meijden JC, et al. Long-term benefit of enzyme replacement therapy in
Pompe disease: a 5-year prospective study. Neurology. 2017;89(23):2365-73.

2Gutschmidt K, Musumeci O, Diaz-Manera J, Chien YH, Knop KC, Wenninger S, et al. STIG study: real-world data of long-term outcomes of adults
with Pompe disease under enzyme replacement therapy with alglucosidase alfa. J Neurol. 2021;268(7):2482-92.

ZDitters 1AM, Huidekoper HH, Kruijshaar ME, Rizopoulos D, Hahn A, Mongini TE, European Pompe Consortium Project Group on Classic
Infantile Pompe Disease, et al. European Pompe Consortium project group on classic infantile Pompe disease. Effect of alglucosidase alfa dosage on
survival and walking ability in patients with classic infantile Pompe disease: a multicentre observational cohort study from the European Pompe
Consortium. Lancet Child Adolesc Health. 2022;6(1):28-37.

%Dalmia S, Sharma R, Ramaswami U, Hughes D, Jahnke N, Cole D, et al. Enzyme replacement therapy for late-onset Pompe disease. Cochrane
Database Syst Rev. 2023;12(12):CD012993. https://doi.org/10.1002/14651858.CD012993.pub2.

®Diaz-Manera J, Kishnani PS, Kushlaf H, Ladha S, Mozaffar T, Straub VV, COMET Investigator Group, et al. Safety and efficacy of avalglucosidase
alfa versus alglucosidase alfa in patients with late-onset Pompe disease (COMET): a phase 3, randomised, multicentre trial. Lancet Neurol.
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%Schoser B, Roberts M, Byrne BJ, Sitaraman S, Jiang H, Laforét P, PROPEL Study Group, et al. Safety and efficacy of cipaglucosidase alfa plus
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[Mumarnroko3umasa (cipaglucosidase) orpumana cxBanernass EMA y 2023 porti
TaKOX JIJIS JTIKYBaHHS TAITIEHTIB 3 Mi3HIM movyatkom Ta juist narieHTiB CIIA, sxi Bxe
OTPUMYBAJIM 3aMICHY Tepallio, J1JIs Iepexoay 3 alrioko3uaasu aabda (Myozyme) Ha
nunanrmokos3unasy?’ . KoxxeH 3 UX npenaparis OyB OI[iHEHUH Y JOCIIKEHHAX Ba3u
I1.

PexomenmoBana no03a anrioko3ujasu ainbpa ctaHOBUTH 20 MI/KI Macu Tuia
KOXHI 2 TH)XXHI IUISXOM BHYTPIIIHHOBEHHOI 1H(DY31i. OmyOiiKoBaHi JOCIIKEHHS
MOKa3aJju, 10 OLTBII BUCOKI 03U anritoko3uaasu anbda (rhGAA) Big 20 Mr/Kr KoxHi
nBa THXXHI 10 40 MI/KT/THXIEHh MOXKYTh OYTH KJIIHIYHO JOLUIBHUMU Ta 0€3NeYHUMU
IUIA TalieHTiB 3 1HGaHTWIBHOI ¢opMoro xBopobu I[lomme, MmO MOKpaIIyIOTh
pe3yNbTaTH 3arajibHOI MOTOPUKH, MTOKA3HUKHU (YHKIII] JIETeHb Ta 610XIMi4HI MapKepH.
Kpim TOro, 3acTocyBaHHs alrimoko3uaasu aabda B 10o3yBaHHI 40 MI/KT Ha THXKIIEHb
MOKpallye BWXKUBAHICTh, 3JaTHICTh XOJWTH, B TMOPIBHAHHI 3 J0300, IO
PEKOMEHY€EThCS 1151 KITACUYHOI 1HPaHTUIbHOI popmu xBopoou [Tomme. Bucoki no3u
rhGAA Takox MOXyTb OyTH BapiaHTOM JIKYBaHHS JJIsl MAIIEHTIB 3 MI3HBOIO (POPMOIO
xBopobOu Ilomme, y sSIKMX cHocCTepiraerbcsi cyOoNnTHMaibHA BIJMOBiAbL, IUIATO abo
KJIIHIYHE TOTIpIIEHHS MPU CTaHJAPTHIN 1031, MPU BIJICYTHOCTI PEaKiliii, MOB'A3aHUX 3
1H(Yy31€10, 1 KIIHIYHO 3HAYYIUX TUTPIB HEUTpani3yrounx aHTuTil 10 thGAA, npote
JUISL TIATBEPKEHHS IIbOTO e(EeKTy HEOOX1THI MOIaIbII JOCTIPKCHHS.

EdexTuBHicTh PEKOMOIHAHTHUX dbepmeHTiB IpYyroro MOKOJIIHHS
(aBanmimroko3uaasza anbda, UMarioKo311a3a) oIiHoBagacsa B 00MeKeHIH KIJIbKOCTI
nociikeHb. i mocmimkeHHsa CBIIYAaTh PO 3HAYHE MOKpaIleHHs abo cTaluIi3alliio
JESKUX KIIHIYHUX MPOSBIB.

Kpurepii noyarky Ta NpUNUHEHHS JIKyBaHHs HalleHTIB 3 XxBopooOoro Ilomme 3
1H(QaHTUIBLHOIO  (POPMOIO  OIIIHIOIOTHCS  €BPOMNEUCHKOI0  €KCIIEPTHOK  TPYIOIO
(Epporneiicbkuii  koHcopiiymMm 3 xBopobu  Ilomme). Panuili  mouartok
(epMEeHTHO3aMICHO1 Teparii y Mali€HTIB 3 IHPAHTUIBHO POPMOIO CIIPUSE KPALLIOMY
(G13MYHOMY pe3yNbTaTy Ta pe3yibTaTaM po3BUTKY. CBOEYACHHI MOYATOK (PEPMEHTHO
3aMiCHOI Teparii MoB'sI3aHui 31 30epeKeHHSIM (POPCOBAHOT BEHTHIISIIIIHOT 31aTHOCTI
(D®XKEJ]) y marienTiB 3 mi3HboI0 (GopMoro xBopoOu [lomre, kpaiiorwo AUxaibHOIO
(GyHKITIEIO Ta MO3UTUBHUM BIUTMBOM Ha 3aTHICTh XOAUTH. [IpW HAaSBHOCTI TSHKKHUX
KJIIHIYHUX TIPOSIBIB, a TAKOXK MPH NepeOyBaHHI HA 1HBA3WBHIN BEHTWIALIIT JIeTeHb 0€3
3QJIMIITKOBOT (DYHKITIT TUXaTbHUX IUIAXIB Ta CKEJIETHUX M S31B, IO3UTUBHOTO BILUIUBY
BiJl 3acTOCyBaHHs (DePMEHTHO3aMICHOI Teparii He O4iKy€ThCS.

Jnst mporuaii HedTpamizyrounMm aHTUTUilaM 10 thGAA y mnaimieHtiB 3
iHaHTUIBHOIO (QopMoi0 xBopoOu IlomMme, TroJIOBHUM YHWHOM Yy TAlI€HTIB 3
HeratuBHUM CRIM-cunapoMoM, 0yJ10 3aponoOHOBAHO IMYHOMO/IYTIOI0U1 TPOTOKOJIH.

OxpiM (pepMeHTHO3aMICHOT Tepamii JUisl JIIKyBaHHS JIETEHEBUX, CEPLEBUX,
OTIOPHO-PYXOBOTO, HEBPOJIOTIYHHMX, IIIYHKOBO-KHUIIIKOBUX Ta IICHXOJIOTTYHHX

Z'Blair HA. Cipaglucosidase Alfa: first approval. Drugs. 2023;83(8):739-45.
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npo0sieM HeOOX1H1 ManxiaTUBHI, peadlmiTaliliHi, NIATPUMYIOU] Ta XIpypridHi METOIU
JIKyBaHHS. Y HEMOBJIAT CJ1J1 PO3TJISAATH JOTONEANYHY TEparilo.

3a aHMMM OHOBJICHUX peKOMEHJaliil €Bporneicbkoro koncopiiymy I[lomme
1010 JIIKYBaHHS Mi3HbOI popmu xBopoodu [Tomme 2024 poky “Start, switch and stop
(triple-S) criteria for enzyme replacement therapy of late-onset Pompe disease:
European Pompe Consortium recommendation update”® ana mnoyatky
dbepMeHTHO3aMICHOI Teparii y TNallieHTa IMOBUHEH OYTH BCTaHOBJIEHWM J1arHo3
xBopoou Ilomme. JlominpHICTH 3acTocyBaHHS  (EPMEHTHO3aMICHOI  Tepartii
PO3TIIAIAETHCA TPU HASBHOCTI (DYHKIIIOHAJIBHO 3HAYYIIOi 3aJUIIKOBOI (yHKIIIT
CKeJeTa Ta AMXaHHS, BIJICYTHOCTI 3aXBOPIOBAHHS Ha Mi3HIM CTajli, IO 3arpoxye
KHUTTIO, @ TAKOXK MPU TOTOBHOCTI Malli€EHTa MPOJOBXKYBATU JIIKyBaHHs. Pesynbratu
MarHiTHO-pe30HaHCHOI ToMorpadii M's3iB, 1110 OKA3yIOTh CYTTEBE 3aMIIICHHS XUPY,
MOXYTb MIATBEPIUTH PILICHHS PO MOYATOK JIKYBAaHHS B 1HAUBIYaJIbHOMY BHIIAJIKY
JUISL KOXKHOTO marfieHnTa. [Tpu BiicyTHOCTI 3aMIIKOBOI (PYHKINIT cKeneTa abo AUXaHHS,
HassBHOCTI 1HIIIOTO 3aXBOPIOBAHHS Ha IMI3HIM CTajli, IO 3arpoXye KUTTIO
3aCTOCYBaHHS (DEpMEHTHO3aMICHOI Tepallii He peKOMEH0BAHO.

[IpunuHeHHs JIKyBaHHS CJiJ] PO3TJISAJATH IMPU HEKOHTPOJIBOBAHMX TSHKKUX
1H(DY31MHUX peakIlisx, BACOKUX TUTPaX HEUTPaI3yIOUuX aHTUTLI, BIJICYTHOCTI Oy/ib-
aKoro e(deKTy Bij JIKyBaHHSA, Oa)kaHHI MAalll€HTa, IHIIOMY 3arpOoXyH4oMYy CTaHI
HaIi€eHTa.

[lepexin Ha ¢depMEHTHO3aMICHY Tepamilo JAPYyroro IMOKOJIHHS MOKHA
pO3IIIA/IaTH, SKIIO HEMAa€e O3HaK CTaOLm3aIli 4d MOKpalleHHs (QYHKI CKEJIETHUX
M’s31B Ta/ab0 NWXaHHS MICHS IIOHAWMEHIIE POKY JIIKyBaHHS PEKOMOIHAHTHOIO
[IFOKO3Ua3010 aib(a MepIioro MoKoJIiHHS, a00 SKIIO MALIEHT CTPAXKIA€ B TSKKUX
peakIiii, moB’sa3aHuX 3 1H(Y31€10, K HEMOXIJIMBO aJICKBATHO JIIKYBaTH.

[Ticns mpunuHeHHs1 (epMEHTHO3aMICHOI Tepamnii yepe3 HeePEeKTUBHICTh MOKHA
PO3IIISIHYTH MOXJIUBICTB i TOHOBJIEHHS. PEKOMEHTye€ThCsI TPOBOIUTH OLIHKY (PYHKIII]
M'a31B €BpONechbKkuM KOHCOpLiyMoM [lommie KoxH1 IIiCTh MICSIIIB.

[pyHTYIO4MCh HAa OOMEKEHUX J0Ka3aX, MOKHA PO3MISJaTH IPOJAOBKEHHS
(dbepMeHTHO3aMICHOI TepalTii 1] 9ac BariTHOCTI Ta JaKTaIlii.

depMeHTHO3aMICHA Teparnis MPU3HAYAETHCS Ta KOHTPOJIKOETHCS
Crieriajgi30BaHUMHU IIEHTPAaMHU 3 TOCBIJIOM Y JIiKyBaHH1 XBopoou [lomme Ta/abo iHmmx
JT30COMHUX 3aXBOPIOBaHb. AJTIIIOKO3Ma3a alb(a cxBajeHa JJIsi 3aCTOCYBAaHHS B
JKapHAX y PI3HUX KpaiHax, a iHpy3isg pepMeHTIB MOke TpuBatu 3-6 ronuH. BeneHns
dbepMeHTHO3aMICHOI Teparlii B JOMAIHIX YMOBaX MOXE MOKPAIIUTU SIKICTh KUTTS
NaIl€HTIB, X04Ya ICHY€ WMOBIPHICTh BUHUKHEHHS TSKKMX 1H(Y31MHUX peakiiil Ta
aHainakcii, 110 3arpoXKye KHUTTIO.

OTxe, BIANOBIAHO 1O OHOBJICHMX pPEKOMEHAAIlid €BPONMENChKOi TOBIIKOBOT
Mepexi 3 MeTaboiyHux 3axBoproBanb (MetabERN) Ta €Bponeiicbkoro KOHCOPIIyMY

Zhttps://pme.ncbi.nlm.nih.gov/articles/PMC11295151/


https://pmc.ncbi.nlm.nih.gov/articles/PMC11295151/
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[Tomne 2024 poky, a TakoX MOMEpPEAHIX MIKHAPOJHUX KIIHIYHUX HACTAaHOB Ta/abo
KOHCEHCYCHUX PEKOMEHJalliii Ta HaCTaHOB HAYKOBUX TOBAapHUCTB IHIIMX KpaiH, SKi
Oyl TMpoaHali30BaHI Yy BHCHOBKY YIIOBHOBak€HOro oprany y 2022 por,
BCTaHOBIICHO, 10 3aCTOCYBAaHHSI aJITJIFOKO3MIa3H allb(a B IKOCTI (hepMEHTHO3aMiCHOT
Teparii JJ1s JIIKyBaHHS MaIll€HTIB Oy/Ib-IKOTO BiKYy 3 XBopoOoto [Tomrie (indanTHIbHA,
mi3Hs (Qopma) 3aIMIIAETHCA aKTyalbHUM. 3aCTOCYBAaHHS aJIJIIOKO3UJa3u aibda
MO3UTHBHO BIUIMBAE HAa BIKUBAHICTh, 3arajbHy MOTOPHKY, AUXadbHY (YHKIIIIO Ta
1HIIIl TTOKAa3HUKHM Yy TAIll€HTIB 3 XBopoOoro ITomrie. Takok HEOOXiTHO BpaxOByBaTH
KPHUTEPIi 010 MOYaTKY, MePEeXoay Ta MPUIUHEHHs (PepMEHTHO3aMICHOI Tepairii.

[Tpu mpoBenenni aepxkasHoi OMT 3a ckopodeHor mporeaypor y 2022 pori
JKapChKOTO0 3acO0y aNTIIIOK031 1a3a alb(a TEXHOJIOTIEI0 MOPIBHAHHS OyJia Hallkpara
miarpumyroua tepamis (gam - HIIT) abo mnnane6o. BpaxoByrouu BiACYTHICTB
aNbTEPHATUBHUX JIIKAPCHKUX 3aCO0IB B PETYISATOPHUX IMEpENiKax I JIIKyBaHHS
xBOopoOu [TomIie B yMoBax peasibHOI KJIITHIYHOI IPAKTUKH B CUCTEM1 OXOPOHH 3/I0POB’ S
VYkpainu ctaHom Ha gaty miarotoBku paHoro BucHOBKY HIIT e mnpuitHsaTHuM
KOMITapaTOpOM Yy JAHOMY BHMAJKy. YTTOBHOBXEHHUM OpraHoMm 3 jep:kaBHOoi OMT
IIPOBEJICHO OHOBJICHY CTPATETIIO MOITYKY 3 METOIO OIIIHKH KJIIHIYHO1 €()eKTUBHOCTI Ta
Oe3reku aJariawko3uaasu anab@a B nopisusiaHi 3 HIIT ado niauneodo.

[Tonryk BTOpuHHUX JpKepen iHGopMallii 010 T0Ka30BUX JaHUX MPOBOIAUBCS Y
6a3i nannx PubMed database, The Cochrane Library Database 6e3 oOMexeHb pOKiB 13
3acTocyBaHHsIM oneparopiB Boolean (AND ta OR) Ta dinbstpis (Full text, Systematic
Review, Meta-Analysis, Network Meta-Analysis).

KiiniyHe mnUTaHHS: BU3HAYUTH KIIHIYHY €QEKTUBHICTh Ta O€3MeKy
anrmoko3uaasu anbda nopisasHo 3 HIIT (abo mare6o0) aJist JiKyBaHHS MALIEHTIB 3
xBopoOoto [Tomne Oyb-sIKOTO BiKY.

JocaigxyBaHa nomyJisillisi: namieHTd Oyab-sIKOTO BIKY 13 XBopoOoro Ilomme
(indanTunbpHa Ta Mi3HA (popMma).

HocaigxyBaHuii JikapcbKuii 3aci0: anrimoko3uaasa ainbda (20 Mr/kr macu Tija
1 pa3 Ha 2 THXHI).

Komnapatop a6o megquuna texnoJiorist nopisusinns: HIIT a6o murame6o.

OCHOBHI J0CTiIKYBaHi pe3yibTaTH:

s iHbaHTWIBbHOI (opMU - JuxandbHa (QYHKISA, Yac J0 HEOOXIITHOCTI
3aCTOCYBaHHS 1HBa3MBHOT/HEIHBA3WBHOI BEHTUJIAIII1 JIETEHB, CepIieBa (PYHKITiS, pyXOBa
¢yHkuis (MIKadTd MOTOPHOTO PO3BUTKY), BUKMBAHICTb, CMEPTHICThH, Oe3reka,
yTBOpeHHs antutin IgG;

JUISl TI3HBOT (POPMHU - BUKHBAHICTD, 6-XBWJIMHHUHN TECT XOAbOU, MOKpAIIeHHS a00
cTabum3anis CWIM MPOKCUMAJIbHUX M’S31B (32 IIKaJlaMH), AuXajdbHa (QYHKISA
(DKEI), axicTe xKUTTS, Oe3neka, yrBopeHHsa antutin IgG.
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KpuTepii BK/JIIOUeHHS: cCTEMaTHYHI OTJIAIU Ta/ab0 MeTa-aHai3H, 1110 BUBYAJIH
e(eKTUBHICTh Ta 0€3MeKy 3aCTOCYBAaHHS alTIIOKO3UAa3H ab(da y AiTeil Ta 10poCciInx
narieHTiB 3 XxBopoOoro [lomrme (iHpaHTHIEHO a00 Mi3HKOK (POPMOIO), AHTIIIHCHKOIO
MOBOI0, 3 BIJIKPUTHUM JOCTYIIOM JI0 TTOBHOTEKCTOBOT MyOJTiKaIlii.

Kpurepii BuUKJIOYeHHS: JOCT/DKCHHS Ha TBapyWHAX, paHJIOMI30BaHI Ta
HEpaHJOMI30BaH1 KJIIHIYHI JOCIIJDKEHHs, KOTOPTHI JOCIIDKCHHS, JOCTIIHKCHHS
BUIQ/I0K-KOHTPOJIb, IMyOJIiKaIli MOBOIO, BIIMIHHOI BiJ aHIIIHCBKOI, JITEpaTypHI
OTJISAIM, MyOIKaIii JOCTIKeHb, 10 HE BIAMOBIAAIOTH JOCIIKYBAHOMY IMUTAHHIO
Ta/a00 MOMyJIAILIi.

Karouosi cioBa momyky: Alglucosidase alfa, Recombinant human acid alpha-
glucosidase, rhGAA, Pompe disease, GSD Il, Glycogen storage disease type Il, alpha-
1,4-glucosidase deficiency, gaa deficiency, acid alpha glucosidase deficiency,
glycogenosis type 2, glycogenosis type ii, acid maltase deficiency.

B pesynbrati momyky cepen mpoaHamizoBaHHX 42 pe3ynbTaTiB B 0a3ax JaHUX
PubMed ta 528 pesynpraTiB B Cochrane Library database 3a Bu3HaueHuMH
KpuTepisiMu Oysio BiiOpaHO Ta OILIHEHO SK Taki, 110 BiANOBIAIOTh KIIHIYHOMY
IIUTAHHIO.

- “Dornelles AD, Junges APP, Krug B, Gongalves C, de Oliveira Junior HA and
Schwartz IVD (2024) Efficacy and safety of enzyme replacement therapy with
alglucosidase alfa for the treatment of patients with infantile-onset Pompe disease: a
systematic review and metanalysis. Front. Pediatr. 12:1310317. doi:
10.3389/fped.2024.1310317” (nani - Dornelles et al., 2024)%;

- “Dalmia, S., Sharma, R., Ramaswami, U., Hughes, D., Jahnke, N., Cole, D.,
Smith, S., & Remmington, T. (2023). Enzyme replacement therapy for late-onset
Pompe disease. Cochrane Database of Systematic Reviews, 2023(12), CD012993.
https://doi.org/10.1002/14651858.CD012993.pub2” (naini - Dalmia et al., 2023)%;

-“Chen M, Zhang L, Quan S. Enzyme replacement therapy for infantile-onset
Pompe disease. Cochrane Database Syst Rev. 2017 Nov 20;11(11):CD011539. doi:
10.1002/14651858.CD011539.pub2. PMID: 29155436; PMCID: PMC6486223” (naumi
- Chen et al., 20173%);

- “Schoser B, Stewart A, Kanters S, Hamed A, Jansen J, Chan K, Karamouzian
M, Toscano A. Survival and long-term outcomes in late-onset Pompe disease following
alglucosidase alfa treatment: a systematic review and meta-analysis. J Neurol. 2017
Apr;264(4):621-630. doi: 10.1007/s00415-016-8219-8. Epub 2016 Jul 2. PMID:
273724497 (mani - Schoser et al., 2017%?);

PNhttps:/;vww.frontiersin.org/journals/pediatrics/articles/10.3389/fped.2024.1310317/full

®https://pme.ncbi.nlm.nih.gov/articles/PMC10714667/

$https://pme.ncbi.nlm.nih.gov/articles/PMC6486223/

%2Survival and long-term outcomes in late-onset Pompe disease following alglucosidase alfa treatment: a systematic review and meta-analysis. Schoser,
B., Stewart, A, Kanters, S. et al, J Neurol 264, 621-630 (2017). https://doi.org/10.1007/s00415-016-8219-8,
https://pubmed.ncbi.nim.nih.gov/27372449/
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- “Toscano A, Schoser B. Enzyme replacement therapy in late-onset Pompe
disease: a systematic literature review. J Neurol. 2013 Apr;260(4):951-9. doi:
10.1007/s00415-012-6636-x. Epub 2012 Aug 28. PMID: 22926164 (naxi - Toscano
et al., 2013%),

Pesynbpratn KokpaniBcbkoro cuctematrunoro orisiny (myomikaiis Chen et al.,
2017) mon0 epeKTUBHOCTI 3aCTOCYBaHHS ajrIOKO3MIa3H aibda s JIiKyBaHHS
iHpanTHILHOT ¢dopmu xBopoOu Ilomme Bke OyiM TIpPEeACTaBlICHI Yy BHUCHOBKY
yrmoBHOBaxkeHOro oprany y 2022 porui. Ananiz nyomikaiiii Schoser et al., 2017 Ta
Toscano et al., 2013 ynoBHOBa)XXCHHM OpraHOM HE MPOBOJIUBCS, OCKLIBKH BKa3aHi
nmyOJiKkalii BiICyTHI Y BIAKPUTOMY JOCTYIIi.

[Tpu mpoBeeHHI 1aHO1 AepKaBHOT OLIHKH MEIUYHUX TEXHOJIOT1H 32 CKOPOUEHOIO
MPOLEAYPOIO PE3yIbTaTH LI00 3aCTOCYBAHHS JIOCIIKYBAHOTO JIIKAPCHKOTO 3ac00y B
nopiBHsAHHI 3 HIIT y BUCHOBKY yNOBHOBaXXE€HOTO OpraHy IMpEACTABICHI 32 JTaHUMHU
HOBOTO CHCTEMATHYHOTO OTJIsiAY 3 MeTaaHamizoM 2024 poxy /Ui JiKyBaHHS MMalli€HTIB
3 iH(aHTIIBHOIO (hopMoro xBopoOu Ilommne (myomikamis Dornelles et al., 2024) Ta
HoBoro KokpaHniBchkoro cuctemMaTuaHoro orisiny 2023 poky i1t JiKyBaHHS TAII€HTIB
3 mi3HBOIO Gopmoro xBopoou [Tomre (mydaikaris Dalmia et al., 2023).

Mertoro cuctematndHoro orisiay 3 meraanamizom Dornelles et al., 2024 6yno
OIHUTH  edEeKTUBHICT, Ta O€3leKy  alriioKo3ujaa3u aimba B SKOCTI
dbepMeHTHO3aMICHOT Teparii y Maii€HTiB 3 iH(AHTHWIbHOKW (OPMOI0 XBOPOOH
Ilomme i3 3amydeHHSIM OCTAaHHIX JOCTYIMHHUX JaHUX B TMOPIBHSHHI 3 1CTOPUYHOIO
KOTOPTOIO MaIlieHTIB 3 XxBopoboto [Tomne abo mtaiedo.

CucTeMaTHUHMI OIJIs TPEICTABIEHO BinoBigHo pekomenaanism PRISMA3® ta
nonepenHbo 3apeectpoBanuil y 6a3i nanux PROSPERO (CRD42019123700). byno
3alUIaHOBAHO BKJIIOYMTHU PaHJIOMI30BaHl KJIIHIYHI JOCTIIKEHHS Ta oOcepBalliiiHi
MOPIBHSUIBHI JIOCIIJKEHHSI, B SIKUX airloKo3uaa3a aidb(da 3acTOCOBYBalach IS
JIKYBaHHS MAli€HTIB 3 iHQaHTUIBbHOIO (hopmoro XxBopoOu [lomme. IHIT mpocneKTUBHI
JTOCTIIKeHHS (BIAKPUTI Ta HEPAHAOMI30BaH1 JOCIIIKEHHS, KOHTPOJIbOBaH1 ab0 1HIII,
BKJIFOYAIOYH KBa31€KCIIEPUMEHTANIbHI JU3aiHN ) BKIIOYAIUCH 32 YMOBH, SIKIIIO PO3MIP
BUOIpKH Oy1e >5.

JlocnmipKyBaHUMU KIHIIEBUMU TOYKaMHU Oyl Maca JIiBOTO IUTyHOYKa, QPYHKITis
MiOKapJa 3a OIIHKOI (pakilii BUKHAY JIBOTO HUIYHOYKA, BIKMBAHICTh, Yac 10
MOYaTKy IITYYHOI BEHTHWJISAIII JiereHb (y MICSIX), TMCUXOMOTOPHUM PO3BUTOK,
Oe3nexa.

Astopamu Dornelles et al., 2024 6ynu npoananizoBani nmyoOumikarii 2006-2022
poky Ta igeHTudikoBaHo 1722 myOmikamii B 06a3ax nanux Medline Ta Embase. [o
aHajizy O0yJsio BKJIIOUeHO 16 myosmikairiii 3a yuactio 316 maiieHTiB 3 xBopoooto [Tomre,

3Enzyme replacement therapy in late-onset Pompe disease: a systematic literature review, Toscano A, Schoser B., J Neurol. 2013 Apr;260(4):951-9.
doi: 10.1007/s00415-012-6636-x. Epub 2012 Aug 28, https://pubmed.nchi.nim.nih.gov/22926164/

¥page MJ, McKenzie JE, Bossuyt PM, Boutron I, Hoffmann TC, Mulrow CD, et al. The PRISMA 2020 statement: an updated guideline for reporting
systematic reviews. Int J Surg. (2021) 88:105906. doi: 10.1016/j.ijsu.2021.105906
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3 SKUX pe3yJbTaTd IMOAO0 €(EeKTHBHOCTI 3aCTOCYBaHHS aITIIOKO3WAa3u aimbda 3
iHpaHTHIBHOIO (opMoOro TpencTasieHi B 15 myOmikamisx (Kishnani et al., 2006%,
Kishnani et al., 20073, Kishnani et al., 2009%, Barker et al., 2010%, Chen et al., 2011%°,
Chien et al., 2015, Ditters et al., 2022*, Levine et al., 2008, Nagura et al., 2019%,
Nicolino et al., 2009%, Spiridigliozzi et al., 2012%, van Capelle et al., 2018, van
Gelder et al., 2016*, van Kooten et al., 202248, Zhu et al., 20224, Chien et al., 2009%).
B nmyOmikamii Nagura et al., 2019°' pochimkyBaiack 3MilllaHa Koropra 3
1H(paHTUIBLHOIO Ta MiI3HBOIO hopMamMu xBopoou [lomme.

Cepen BKIIOYEHUX JOCHIDKEHb Y CHCTEMAaTHYHOMY OTJIsiAi Oylo OjaHe
nociipkenns 11 ¢gaswm (Kishnani et al., 2006), onne Bigkpute mocmimkerns (Kishnani
et al., 2007) ra #ioro momorxena ¢asa cnocrepexxenns (Kishnani et al., 2009), B oxnii
nyOumikarii Oyio mpeacTaBiIeHo JOCTIKeHHs BUllaiok-koHTposb (Chien et al., 2009),
B 1HIMX NyOJiKalisx MNpeACTaBieHl pe3yibTaTH HEPAHAOMI30BaHUX JIOCHIIKEHb
iHTepBeHuli. CepenHiid Yac TPUBAIOCTI CIIOCTEPEKEHHS CTAaHOBHB 48,3 Micsll.
Cepenniii BIK MOYATKy 3acTOCYBaHHS ()EPMEHTHO3aMICHOI Teparlii CTaHOBUB 6,3
micsis (0,1-43,1).

[TopiBHSIBHI pe3yabTaTH €PEKTUBHOCTI 3aCTOCYBaHHS AJIMTIOKO3U1a3H ajib(a y
namieHTiB 3 1H(aHTUIEHOIO (opMor0 XBopoOHu [lomriie 3 HENIKOBAHOIO ICTOPUYHOIO
KOT'OPTOIO MAIli€HTIB MPEACTaBIICHI 3a OI[IHKOIO BIJKMBAHOCTI B myOuikairii Kishnani et
al., 2007/2009 Ta 3a oriHKaMH BHXKHBAHOCTI Ta BIJACYTHOCTI 3aCTOCYBaHHS IITY4HOI
BEeHTHIIALIT Jierens B myOsaikarii Nicolino et al., 2009.

PesynbraTti KIHIYHOI €PEKTUBHOCTI 3aCTOCYBAHHS aJTIIIOKO3UJa3u alibda 3a
JaHUMH CUCTEMAaTUYHOTO orisiy 3 MetaaHanizom Dornelles et al., 2024 npencrasieni
B Ta0JIHI 2:

Taboauus 2. Pe3ynbTaTu KIIHIYHOI €(EKTHMBHOCTI 3aCTOCYBAaHHS aJlTJIOKO3UIa3u
anb(da cucremaTUUHOrO orsy 3 Metaanaiizom Dornelles et al., 2024

KinueBa rouka/Ily6aikanii PesyabTar

*https://pmc.ncbi.nlm.nih.gov/articles/PMC2692727/
%https://pubmed.nchi.nlm.nih.gov/17151339/
$"https://pme.ncbi.nlm.nih.gov/articles/PMC3129995/
Bhttps://pme.ncbi.nlm.nih.gov/articles/PMC2991632/
nhttps://onlinejcf.com/article/S1071-9164(11)01046-3/abstract
“Onttps:/;www.jpeds.com/article/S0022-3476(14)01035-X/fulltext
“Ihttps://www.thelancet.com/journals/lanchi/article/P11S2352-4642(21)00308-4/abstract
“2https://pmc.ncbi.nlm.nih.gov/articles/PMC2683920/
“nttps://pme.nchi.nlm.nih.gov/articles/PMC6858897/
“https://www.gimjournal.org/article/S1098-3600(21)02643-5/fulltext
“Shttps://www.sciencedirect.com/science/article/abs/pii/S1096719211003817?via%3Dihub
“Shttps://www.internationaljournalofcardiology.com/article/S0167-5273(18)30154-2/fulltext
“"https://pmc.ncbi.nlm.nih.gov/articles/PMC4851694/
“8https://pmc.ncbi.nlm.nih.gov/articles/PMC8812154/
“nttps://pme.ncbi.nlm.nih.gov/articles/PMC9271607/
https://pubmed.ncbi.nlm.nih.gov/19948615/
Sthttps://pme.ncbi.nlm.nih.gov/articles/PMC6858897/
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Maca JiBOro mJjyHo4ka
Kishnani et al.

Levine et al., 2008
Chenetal., 2011

Chien et al., 2015

van Capelle et al., 2018

Cepennst 3MiHa MacH JIIBOTO HUTyHOUYKa IPH 3aCTOCYBaHHI
QNTIIOKO3Uaa3u  ajnb(a TOPIBHSAHO 3 TIOYATKOBUM pPiBHEM
cranoBmna 131,3 t/m? (95% CI 81,02-181,59).
Bucoka craructTMduHa = HEOJHOPITHICTH  Yepes
rereporenticTs nanientis (12 = 88%, p<0,01).
Jlokasu nyxe Hu3bkoi skocti 3a GRADE.

KJIIHIYHY

dyukiis Miokapaa

Nicolino et al., 2009

[Tokpamenns ¢pynkuii miokapaa Ha 30,4% 3a o1iHKOIO (pakiii
BKOPOYEHHS JIIBOTO IIIJTYHOUYKA IMOPIBHAHO 3 IOYaTKOBUM PiBHEM
(left ventricular shortening fraction).

Barker et al., 2010
Chenetal., 2011
Chien et al., 2009
Zhu et al., 2022
Kishnani et al., 2007

Crabinizanis ¢yHkimii miokapaa 0e3 CyTTeBUX BIIMIHHOCTEH J10
ta micia O3T.

OninroBanach (Gpaxitis BAKUAY JiBOTO NUTyHOUKA

(left ventricular ejection fraction).

Jlokas3u ayxe Hu3bKO1 sikocTi 32 GRADE.

Yac 10 mo4yaTKy ITYYHOL
BEeHTWJIALII JIereHb
Kishnani et al., 2009
Nicolino et al., 2009

30iIbIIeHHS] Yacy [0 IOYaTKy MITYYHOI BEHTWISII JIeTeHb
MOPIBHSHO 3 HEJIIKOBAHOK ICTOPUYHOIO KOTOPTOO:

HR 0,20 (95% CI 0,04-0,89), p<0,03.

12=87%, p = 0,006.

Joka3u Hu3bKoi sikocti 38 GRADE.

3MEHIICHHSI PU3HUKY 1HBa3WBHOI BEHTHJIALIT JiereHb abo cMepTi
Ha 91% MOpPIBHAHO 3 ICTOPUYHOIO KOHTPOJIBHOIO IPYIIOL0:
HR 0,09 (95% CI 0,04-0,22).

BuxuBanictn
Kishnani et al., 2009
Nicolino et al., 2009

CrnocTtepiraerbcs MOKpAIlIEHHS TOKA3HUKIB BIKUBAHOCTI Y
TAIIE€HTIB, sIKi 3acTocoByBainu ®3T, MOPIBHSIHO 3 HEIKOBAHOIO
ICTOPUYHOIO KOTOPTOO:

HR 0,10 (95% CI 0,03-0,41), p=0,001.

Bucokuii cTymiHb HEBHU3HAYEHOCTI uepe3 CTAaTUCTHYHY
HeorOpiaHicTh (12 = 78%, p=0,03).

Jloka3u Hu3bKoi sikocTti 3a GRADE.

IlcuxomoTopHUii po3BUTOK (0Ka3u Ayxe HU3bKOI sikocTi 328 GRADE)

Kishnani et al., 2007

[TopiBHsASIbHA OITIHKA JaHUX HEMOKJIWBA dYepe3 BIJICYTHICTh
JAHUX II0JI0 ICUXOMOTOPHOTO PO3BUTKY JO JTIKYBaHHS.

Spiridigliozzi et al., 2012

3a TMOKa3HUKOM 1HJIEKCY pPO3YMOBOIO pO3BUTKY HE Oyio
BUSIBJICHO 3HAYHOT'O IOKPALICHHS TCUXOMOTOPHOTO PO3BUTKY
MOPIBHSHO 3 TOYAaTKOBUM PIBHEM.
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Otxe, 3a TaHUMH CHCTEMAaTHYHOTO OTJIsiny 3 MetaaHanizom Dornelles et al., 2024
3aCTOCYBAaHHS NTIIOKO3Ua3u allb(a y maIi€eHTiB 3 iIHPaHTUIEHOIO (POPMOIO XBOpOOU
[Tomme MpU3BOAMTH J0:

- IOKpAIIeHHs] MOKa3HUKIB BUYKUBAHOCTI TTOPIBHSHO 3 HEJIIKOBAHOIO 1ICTOPUYHOIO
KOTOPTOIO;

- 30UIBIIEHHST 4Yacy JI0 II0YaTKy BEHTWIAIIT TMOPIBHIHO 3 HEJIIKOBAHOIO
ICTOPUYHOIO KOTOPTOIO;

- BSMEHIIIEHHS PU3UKY 1HBAa3WBHOI BEHTWJIALII JITEHh a00 CMEPTI MOPIBHSIHO 3
ICTOPUYHOIO KOHTPOJILHOIO TPYIIOLO;

- 3MEHIICHHS MaCH JIIBOTO IUTYHOUYKY MOPIBHSHO 3 MOYaTKOBUM PiBHEM;

- BIZICYTHOCT] TIOKpAaIleHHS (YHKII MiOKapAa 3a OLIHKOIO (pakiii BUKUTY
JBOTO NUTYHOUYKA MOPIBHIHO 3 MOYaTKOBUM PiBHEM;

- BIJICYTHOCTI IOKPAILIEHHS ICUXOMOTOPHOTO PO3BUTKY MOPIBHIHO 3 TOYaTKOBUM
pIBHEM.

PesynbraTtu anamizy npodiio 0e3nmexku 100 3aCTOCYBaHHS aJTIIFOKO3UJIA3H
anbpa y mamieHTiB 3 1HGaHTWIBHOIO (opmoro xBopobu I[lomme 3a naHumu
CHUCTEMAaTH4YHOro orisiAy 3 Meraanamizom Dornelles et al., 2024 npencrarieni B
Tabsmi 3.

Ta6auus 3. [Ipodins Ge3nexn anrioko3uaasu anbda y mamieHTiB 3 iHOaHTUILHOIO
dopmoro xBopobu Ilomme 3a naHWMHM CHUCTEMAaTUYHOTO OISy 3 METaaHali30M
Dornelles et al., 2024

ITo0iuni peakuii

Kishnani et al., Jlerki Ta momipHi MOOIYHI peakIii: IIKIpHUI BHCHII, JTUXOMaHKa, 3MiHU
2006 apTepiaTbHOTO THCKY a00 YacTOTH CEpIEBUX CKOPOYECHH i OpOHXOCHa3M,
SKi yCYBamOThCS 3a JIONIOMOTOK CHMITOMAaTHYHOTO JIIKYBaHHS Ta
YNOBUIbHEHHS 200 NMpU3yNUHEHHS 1HPY311.

Kishnani et al., Jlerki Ta moMipHi mOOI4HI peakIlii: KporuB’siHKa (n = 47 moii), TInXoMaHKa
2009 (n=27), necarypariis (n = 24 moxuii), mpo sKi Half9acTiIIe MOBiIOMIISIIOCS B
Kishnani et al., rpymi 3 103yBaHHAM 40 MI/KT.

2007 [Momi6Hi pe3yapraTu moBigoMisuiuchk B Kishnani et al. 2007.

Nicolino et al., 3mian mkipu (13 BumankiB), cyamuHi 3MiHd (10 BHUmankiB) Ta 3MiHH
2009 KHUTTEBO BAXKIIMBHUX MOKA3HUKIB (7 BUMAJIKIB).

Zhu et al., 2022 Haii6inpm mommpeni no6iuni peakiii (>20%): maeBMoHIT (60%; n = 6),

mHeBMoHis (30%; n=3), iHdekuis auxanbHux UUAXiB (20%; n=2),
potaBipycHuii ractpoeHTeput (20%; n=2), 6pouxit (20%; n=2).

YTBOpEeHHSI aHTHTLI 10 AJIIVIIOKO3U1a34 ajibda
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Nicolino et al., Y G11bIIOCTI NAIi€HTIB YTBOPIOBAIUCH AHTUTLIIA 10 AJITIIIOKO3Ua3H alibga.
2009

Kishnani et al.,
2007

Kishnani et al.,
2009

Chien et al., 2015
Kishnani et al.,
2006

OTxe, 3a pe3y/bTaTaMHu OLIHKH mpodimo O0e3neku (myomikaiis Dornelles et al.,
2024) 3acTocyBaHHS alrIIOKO3UAa3H alb(ha MPU3BOANUIO 0 BUHUKHEHHS JICTKHX Ta
MOMIPHUX MOOIYHUX peakiiid y OUTBIIOCTI BUMAAKIB, IO MIATBEPKYE OE3MEUHICTh
3aCTOCYBaHHS JIOCIPKYBAHOTO JIIKAPCHKOTO 3ac00Y (/T0Ka3M JAy»Ke HU3BKOI SIKOCTI 3a
GRADE). Takox 0yJi0 BCTaHOBJIEHO, 1110 TTPH 3aCTOCYBaHH1 ajrioKo3uaa3u anbda y
MePEBAXKHOI KIJILKOCTI MAIlI€EHTIB YTBOPIOIOTHCS BIJIMOBIIHI aHTHUTIJIA.

YrnoBHOBakeHUM  opranoM 3  jepxkaBHoi OMT mpoBeneHa  OIHKA
METOA0JIOTIYHOI IKOCTI CUCTEMATUYHOTO OTJISIY 3 METAaHATI30M, AKUH MPECTaBICHO
B myoOmikamii Dornelles et al., 2024 3a agantoBanum jwcrom omiHkd SIGN 50
(Methodology Checklist 1: Systematic Reviews and Meta-analyses)®?, ta BusHaueHa
AK BUCOKa. KillHIYHE MUTaHHs, KPUTEPIi BKIOYEHHS Ta BUKIFOUEHHS YITKO 3a3HAYEHI.
[Momryk myGmikamiii Oylio TpPOBENEHO B 2-X ENEKTPOHHUX JDKEpesax, BiIoip
perneBaHTHUX MyOuikamii Oyyno mpoBeneHo 2 ekcriepramu. Ilepenik BimiOpaHux Ta
BUKJIIOUCHHUX IyOiKaIllid mpejcTaBieHo. BkazaHo XapaKTepUCTUKH BKIIOUYEHHX
JTOCTIKEeHB. [ €TepOreHHICTh JOCIKEHB OIIIHIOBAJIACS 3a JIOTIOMOT'OF0 CTATHCTUKH 2.
Mera-ananizu OyJi0 MPOBEAEHO 13 BUKOPUCTAHHSM BIAMOBIIHUX CTATUCTUYHHUX
METOMIB. PHU3HUK cHUCTEMAaTHUYHOI MOMMJIKM BKJIFOYEHUX IOCIIIHKEHH OILIHIOBABCSA 3a
I01moMororo [HCTpyMeHTy 3 oliHKY pu3uKy ynepemxkeHocTi (RoB) 2.0 ta [nctpymenTy
3 OIIIHKU PU3UKY YIEPEIKEHOCTI B HepaHaoMizoBaHux aociimkeHHsx (ROBINS-I) B
3JIEKHOCTI B [U3aiiHy AOCHIDKEHb. SKICTh JOKa31B AJIs Pe3yJIbTaTiB BUKOHAHA 32
nonomMororo nigxony GRADE.

3a nanumu Kokpanischkoro cucremaTnunoro ornsay Chen M., 2017° Bucokoi
METO/I0JIOTIYHOI AKOCTI®! BUKMBAHICTh MaLi€HTIB 3 iHPaHTUILHO (POPMOIO XBOPOOH
[Tomme Oyma BUINOIO TPHU 3aCTOCYBaHHI QITTIOKO3WAa3u alb(a B TOPIBHSHHI 3
HEJIIKOBAHOI0 ICTOPUYHOI0 KOTOPTO, IO € TOCHIJIOBHUM 3 pe3yJbTaTaMu, IO

2https://www.sign.ac.uk/using-our-guidelines/methodology/checklists/

%Enzyme replacement therapy for infantile-onset Pompe disease, Min Chen, Lingli Zhang, Shuyan Quan, Cochrane Cystic Fibrosis and Genetic
Disorders Group, Cochrane Database Syst Rev. 2017 Nov; 2017(11): CD011539. Published online 2017 Nov 20. doi:
10.1002/14651858.CD011539.pub2, https://www.cochranelibrary.com/cdsr/doi/10.1002/14651858.CD011539.pub2/full

*Enzyme replacement therapy for infantile-onset Pompe disease, Min Chen, Lingli Zhang, Shuyan Quan, Cochrane Cystic Fibrosis and Genetic
Disorders Group, Cochrane Database Syst Rev. 2017 Nov; 2017(11): CDO011539. Published online 2017 Nov 20. doi:
10.1002/14651858.CD011539.pub2, https://www.cochranelibrary.com/cdsr/doi/10.1002/14651858.CD011539.pub2/full
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NPEJCTaBIeH] y CUCTEeMAaTHYHOMY oriai 3 meraaHamizom Dornelles et al., 2024
(am3bKa sAKicTh qoka3iB 3a GRADE).

Pesynpratn  edexkTUBHOCTI 3acToCcyBaHHS (EepMEHTHO3aMICHOI Tepamii y
NaieHTiB 3 Mi3HbOIO (opmoro xBopoOu Ilomme mnpencrTaBieHi 3a JAaHUMU
KokpaHiBCHKOTO CHCTEMaTHYHOTO OISy 3 MeTaanamizom (myoOuikamis Dalmia et al.,
2023).

MeTo10 3a3Ha4€HOr0 CHCTEMATHYHOTO OISy 3 METaaHali30M OyJO OIIHUTH
epextuBHicTh O3T y mrogeit 3 mi3HpoIO ¢GopMoro xBopobu I[lomre mopiBHAHO 3
BijicyTHICTIO D3T um 1i 3acTOCYBaHHSM 3 1HIIUMH MpenapaTamu.

[Tomryk myOmikamiit 6ysno npoBeneHo B Cochrane Inborn Errors of Metabolism
Trials Register, MEDLINE OvidSP, perictpax KIiHIYHHX JOCIIIKEHb Ta CIIMCKaX
[IOCHJIAHb BIAIIOBIAHUX CTAaTEH Ta OTJISIIB.

Jlo cucTeMaTUYHOrO OIJIAy 3 METaaHa130M OyJIM BKIIIOUEHI 6 paHI0MI30BaHUX
KOHTPOJIbOBAHUX JAOCTIPKEHb (PEPMEHTHOI 3aMICHOI Tepamii y JoJed 3 Mi3HBOIO
dopmoro xBopoodu ITomme Oyab-sixkoro Biky (COMET 2021; Kishnani 2019; Koeberl
2018; Koeberl 2019; PROPEL 2021; Van der Ploeg 2010). Jlume B omHOMY
JOCIIKEHH] TTOPIBHIOBAIM aJITIIIOKO3Wa3y abda 3 1anedo; B iHIIUX MOPiBHIOBAIN
pi3Hi kombOiHari O3T.

PesynbraTtu edekTuBHOCTI Ta O€3MEKU 3aCTOCYBAaHHS AlTIOKO3UAa3u anbda B
no3yBaHHi 20 MI/Kr B TMOpPIBHAHHI 3 IUIanedo TMPEACTaBICHI 3a JIaHUMU
pangomizoBaHoro  (2:1), moaBiiHO  ciimoro,  IUIaEe00-KOHTPOIHLOBAHOTO,
0araToleHTPOBOIO JOCIIKEeHHS 3a ydacTio 90 martienTiB BikoM Bijg 10 1o 70 pokiB 13
mi3HB010 popmoro xBopodu [Tomrie (myOaikarris Van der Ploeg et al., 2010%). ITepioa
CIIOCTEPEKEHHS CTAHOBUB 78 THXXHIB.

3a JaHUMU AOCTIIKEHHS 0yJI0 BCTAHOBJIEHO IMOBIPHE MOKPAIIEHHS pe3yJIbTaTiB
TECTy 6-XBUIMHHOI XOp0M B MOPIBHAHHI 3 manedo (cepeas pizauus 30,95 m, 95%
Cl 7,98-53,92; p=0,008; nomipHa fKICTb JOKa3iB) Ta HMOBIpHE MOKpaIICHHS
TUXanbHOT (PYHKIIIT 32 OI[IHKOIO KUTTEBOT €EMHOCTI JIET€Hb (cepenus pizHuls 3,55%;
95% CI 1,46-5,64; p=0,0009; momipHa SKICTh JIOKa3iB).

Takoyx OyJs10 BCTAHOBJICHO HAsBHICTh HE3HAYHOI PI3HUIN 200 ii BIICYTHICTH OO
4acTOTU BUHUKHEHHS peakilii, mos'szanux 3 iHPy3ieto (risk ratio (RR) 1,21; 95% CI
0,57-2,61) (Hu3bKa SIKICTb JOKA31B); OLIHKU (DI3MYHOTO KOMIIOHEHTA SIKOCTI KUTTS
(cepenns pizaund -1,36 6ana, 95% CI -5,59-2,87; p=0,53; HU3bKa SAKICTh JOKA3iB); a00
no6iunux peakii (RR 0,94; 95% CI 0,64-1,39; Hu3bKa SIKICTh JI0Ka3iB).

5A randomized study of alglucosidase alfa in late-onset Pompe's disease / van der Ploeg AT, Clemens PR, Corzo D, Escolar DM, Florence J, Groeneveld
GJ, Herson S, Kishnani PS, Laforet P, Lake SL, Lange DJ, Leshner RT, Mayhew JE, Morgan C, Nozaki K, Park DJ, Pestronk A, Rosenbloom B,
Skrinar A, van Capelle Cl, van der Beek NA, Wasserstein M, Zivkovic //  SA.N Engl J Med. 2010 Apr 15;362(15):1396-406.
doi:10.1056/NEJM0a0909859, https://www.nejm.org/doi/10.1056/NEJM0a0909859?url_ver=239.88-2003&rfr_id=ori:rid:crossref.org&rfr_dat=cr_
pub%20%200www.ncbi.nlm.nih.gov
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VYnoBHOBakeHUM  opraHoM 3  gepxkaBHoi OMT mpoBeneHa — oiiHka
METOIOJIOTIYHOT IKOCTI CHCTEMATUIHOTO OTJISITY 3 METAAHATI30M, IKUH MPEJICTaBICHO
B nyOmikamii Dalmia et al., 2023, 3a agantoBanum mmcrom oiinku SIGN 50
(Methodology Checklist 1: Systematic Reviews and Meta-analyses), Ta Bu3Ha4ueHa K
BUCOKA. JlochipKyBaHe MTUTaHHS JTOCIIJKEHHS, KpUTEPii BKIIOYEHHS Ta BUKITIOUEHHS
4iTKO 3a3HayeHi. [lomyk myOumikamiii Oyio IMPOBEACHO B €IEKTPOHHUX JKepesax,
B110Ip myOumikamiii OyJio MpoBeAeHO 2 eKcrlepTamMu, POo301KHOCTI OyJlIM BUpIIIEHI
[UIIXOM OOTOBOPEHHSI Ta KOHCYJIBTAIllM 3 TPETIM aBTOPOM. ABTOpaMu MPEACTABICHO
nepeiik BimiOpaHMX Ta BHKIIOUCHMX TmyOsikamii. BkazaHo xapakTepUCTHKU
BKJIIOUEHUX AOCTIKeHb. CTaTUCTUYHMIA aHai3 IPOBEICHO BiAMOBIAHUMH METOJAMH.
['eTeporeHHICTh AOCTIIKEHBb OIIHIOBAJIACS 3a JOMOMOTror0 craTucTHku [2. OriHka
PU3UKY CHCTEMAaTUYHUX TOMUJIOK BKJIIOUEHHX JIOCIIKEHb IIPOBEJICHA 3 JI0IIOMOT OO
iHcTpyMeHTy “Cochrane risk of bias tool”. AkicTs 10Ka31iB 115 pe3yabTaTiB BUKOHAHA
3a gomnomoror migxony GRADE Ta mnpeacrtaBieHa B TaOmuii ISl KOKHOTO
MOPIBHSHHS.

Y BHUCHOBKY YyHOBHOBa)XE€HOro oprany 2022 pokKy pe3ylbTaTH IIOAO
3aCTOCYBaHHS ajriitoko3uaasu anbga B mopiBHsHHI 3 HIIT abo mianebo y maifieHTiB 3
Mi3HKOI0 (hopMoro xBopoOu [Tomrte Oysio nmpecTaBieHo 3a JaHUMU yOmikartii Van der
Ploeg et al., 2010, sxa BxiroueHa 10 KokpaHIBCBKOTO CHCTEMATHYHOTO OTJISIY 3
MetaanaimszoM Dalmia et al., 2023. Ormxe, HOBI KIIHIYHI JOCHIIHKEHHS IIOI0
3aCTOCYBaHHS alritoko3uaa3u anbda nopisasHo 3 HIIT abo muanedo st iKyBaHHS
MaLI€HTIB 3 Mi3HBOIO PopMoro xBopoOu [loMrie cTaHOM Ha 1aTy MiATOTOBKH MPOEKTY
BUCHOBKY YTIOBHOBa)KEHOT'O OpraHy BiJICyTHI.

3) maHi 010 €eKOHOMIYHOI JOUIJILHOCTI B YacTHHiI edeKTUBHOCTI BHUTPAT
BUKOPUCTAHHS JIIKAPCHLKOr0 3aco0y BIANMOBIIHO /0 PEKOMEHJI0BAHOI NIKAJIU
rPAHMYHUX 3HAYEHb IHKPEMEHTAJbLHOI0 NMOKa3HHUKa e(eKTHUBHOCTI BUTPAT B
Ykpaini

Bignosigno mo 1.7 Iopsaky, nepxana OMT 3a ckopouyeHOI0 MPOIEAYpPOIO HE
nependayae MPOBEJAEHHS  aHaiizy €(EeKTUBHOCTI BUTpPAT Ta PO3PaxXyHKy
IHKpeMeHTalbHOTO TIoka3HuKa edekTuBHOCTI BUTpaT (ICER) B VkpaiHi.

4) na”i mOa0 pe3yJbTATiB €KOHOMIYHOI JOUUIBHOCTI B YACTHHI aHAJI3Y
BILIMBY HA NOKAa3HUKHU OKO/KETY

Bignosigno nmo n.7 Ilopsaky, nepxkaBHa OMT 3a ckopo4YeHOIO IPOICTYPOIO
nependayvae MPOBEACHHS aHai3y BIUTUBY HA MOKAa3HUKH OIOJKETY B YKpaiHi.

B pamkax mnposeneHHsi aep:xkaBHoi OMT 3a CKOpOYEHOIO MPOIEAYPOIO
YIOBHOBOXEHUM oOpraHoMm 3 nepkaBHoi OMT BimmoBimHO a0 MeTomosiorii OyB
MIPOBEJICHUI aHai3 BIUTMBY Ha MOKAa3HUKHU OI0/KETY Y YaCTHHI PO3paXxyHKy BUTpaT Ha
MEJIUYHY TEXHOJIOTIIO 3 YACOBUM FOPHU30HTOM OJIMH PIK HA MiACTAB1 MPSAMUX METUIHUX
BUTpAT Ha JIIKAPCHKUH 3aci0 3 MEPCIEKTHBH JICPKABHOTO TIJIATHHUKA.
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Mera: OIIHUTH MOJEIHHUN BIUIMB Ha OIODKET JIKAPChKOTO 3aco0y
aNTITI0OK031Aa3a anbda JUIs TIKyBaHHs MAIliEHTIB Oy/b-sKOTO0 BiKY 3 XBopoOoro [lomrre.

MeTon: aHai3 BIUTMBY Ha MOKA3HUKH OFOJKETY Yy YaCTHHI PO3paxyHKy BUTpAT 3
NEPCIIEKTUBH JIEP)KaBHOTO IUIATHUKA Ha allIIOKO3uAa3y ainb(ha 3 YacoBUM
TOPU30HTOM OJIUH piK. AHANI3 MPOBEACHUN Ha IMiICTaBi MPSIMUX MEIMYHUX BUTPAT Ha
JiKapchKUi 3aci®d 3 TMEpCIEeKTHBU JCPKABHOTO IUIATHWKA, BU3HAYEHO! IIJTHOBOI
MOMYJIALIi MaIll€eHTIB BIAMOBIIHO 0 JaHWUX, HaJaHuX y 3BepHeHHI MO3 VYkpainu
(BigmoBimHO 10 jucTiB MO3 Vikpainu Big 05.05.2025 No25/14470/2-25 Ta Bin
22.05.2025 Ne25/16688/2-25), 1m0 npeacTaBieHo y Tabyuill 5.

3riHO 3 IHCTPYKINEIO TSI MEAMYHOTO 3aCTOCYBAHHS /1032 JIKAPCHKOTO 3aC00y
anrmoko3uaa3a anbda craHoBUTh 20 Mr/kr mMacu Tina 1 pa3 Ha 2 THXKHI HUIISIXOM
BHYTPIIIHBOBEHHOI 1H(}Y31i. Po3paxyHok Oylio MpoBeneHO BIAMOBITHO A0 1HCTPYKINT
JUIS METUYHOTO 3aCTOCYBaHHS Ta 3 ypaxyBaHHSAM TOTO, IO CEPEAHS Bara AUTHHU
ctaHoBUTh 30 Kr. BapTicTe JiKyBaHHS alIJIFOKO3MJa3010 aib(da po3paxoBaHO 3
MaTeMaTUYHUM OKPYTJIEHHSM KUIBKOCTI (PJIAKOHIB JI0 LIJIOTO YUCIA y O1K 301IbIICHHS.

Taboauus 4. Anani3 BUTpaT Ha OJIHE BBEJEHHS Ta Ha PIYHUI Kypc 3aCTOCYBaHHS
aNTIII0KO3uAa3u anbda aJid JiKyBaHHs XxBopoOu [lomrie Ha 0JIHOTO maIlieHTa

IMapameTp Aarawoko3uaasa ajab@pa

Ckiaja IiF04YuX PEYOBHUH 1 dnakon mictuth 50 Mr anriaoko3ugasu anbda;
micJisl pO3UYMHEHHS B | MIT pO3UMHY OyAe MiCTUTHCS
5 M arIoKo3uaa3| aabda;

MICsT PO3BEJCHHS KOHIICHTPATy KOHIICHTpAITis
po3uuHy Bapitoe Big 0,5 mr 10 4 Mr/mn

dopma BUIIYCKY Ta JI03yBaHHS MOPOUIOK /ISl TPUTOTYBAaHHS KOHIIGHTPATY JUIS
po3uuHy s iHpy3id, mo 50 mr y dumakoni; no 1
(dbakoHy 3 TOPOIIKOM y KapTOHHIN Maviri

Cxema 3acTocyBaHHS 20 Mr/KT Macu Tina

KpatHicTh 3acTOCYBaHHS Ha PiK

26
L s 1 ason, e I

Jit

Kinbkicth rakoHiB Ha 1 BBeeHHS

Butpatu Ha nanienra Ha 1 pik, TpH

12
Burpartu Ha 1 BBeieHHS, TpH _
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*¢ionosiono 0o aucma MO3 6i0 05.05.2025 No25/14470/2-25 oOna nposedeHus
PO3DAXYHKIE 0)10 BUKOPUCMAHO 3AKYNIBEIbHY UYIHY 3a 002080POM KePOBAHO20
oocmyny 3a 2024 pix 6e3 [1/[B

OT:xe, BUTPATH Ha 3aKYMIBIIO AITTIOKO3UAa31 alb(ha Ha PIYHUNA KypC JIKyBaHHS
OJIHOTO MaIll€eHTa CTAHOBUTUMYTh OPIEHTOBHO TPH IJIs IUTUHU 32
CTaHAAPTU30BAHUM T1IXOOM.

Bapto 3azHauumTH, 10 MOPIBHSAHO 13 I1HOIO, ska Oyla BUKOpPUCTaHA iAo
npoBeneHHs jaepxkaBHoi OMT 3a CKOpOUYEHOIO MPOIEAYPOIO JIKAPCHKOro 3aco0y
anrmoko3uaa3a anba craHom Ha 26.09.2022, miHa 3a JOTOBOPOM KEPOBAHOTO
noctymy 3a 2024 pik 6e3 I1/IB - BinmoBimHO 1 BUTpaTH Ha OJIHE
BBEJICHHS Ta Ha OJHOTO Malli€HTa , HK OyJIO pO3paxoBaHO B paMKax
npoBeneHHs Aep:xkaBHoi OMT 3a CKOpOYE€HOIO MPONLEAYPOIO JIIKAPCHKOTO 3ac00y
anrioKo3uaa3a anbda cranom Ha 26.09.2022.

Pe3ynbTaTu aHaily BIUIMBY Ha MOKa3HUKHU OIOHKETY MPEICTAaBICHI 3 YACOBUM
TOPU30HTOM B OJIUH PiK MPHU 3a0€3MEeUEHHI YCi€T KOTOPTH MAIlIEHTIB alITII0KO3UIa3010

anbda (Tabmuus 6). Po3paxyHku MpoBEACHO 3a CTaHAAPTU30BAHUM IMiJIX0JIOM (Bara
auTuHA - 30 Kr).

Tabauus 5. Pe3ynbratu aHamizy BIUIMBY Ha MOKA3HUKHU OIOJKETY TIPH 3aCTOCYBaHHI
ITITIOKO3UAa3u anbda

1 pik

KinbkicTh manicHris

KinpkicTh mMalli€HTiB, M0 MOXYTh
noTpedyBaTu JIIKYBaHHA (3a JaHUMH,
HaJaHUMU y Aojatky nao jgucra MO3
Vkpaiau Big 05.05.2025 Ne25/14470/2-

ButpaTn Ha BClO nonyJIsAilil0 Nai€HTIiB, I'PH

25 ta Bim 22.05.2025 Ne25/16688/2-25)

Butpatu Ha anrmoko3upasy anbda Ta
BILJIUB Ha OFOJIKET, TPH

PesynbpTaTu aHamizy BIUIMBY Ha OIOJDKET B YKpaiHi MOKa3ajau, IO 3a YMOBH
3aCTOCYBAHHS I[IHU 3a JIOTOBOPOM KEPOBAaHOTO JIOCTYMy, 110 OyB ykianenuil y 2024
pol1i, BUTPATH Ha 3aKyIiBJIIO aJTIOKO3UIa31 alib(a 17151 JIKyBaHHS KOTOPTH MAlli€HTIB

) 3a ycepeqHCHUMHU 3HAYCHHSMH Baru TMAalll€HTIB OPIEHTOBHO
CTaHOBUTUMYTb TPH.
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OpieHTOBHUI BIUIMB Ha OIOKET aIMNIIOKO3uAa3u aibda OyJo MOPIBHIHO 13
PEKOMEHIOBAaHUMH 3HAYEHHSIMH ITKAJTU BIUITMBY Ha OFOKET B YKpaiHi, BIMOBIIHO 0
3Ha4YeHb PEKOMEH]IOBAHOI KA OLIIHKU BIUIMBY Ha OIOKET B YKpaiHl Ha MifcTaBi
TaHMX JepKaBHUX BUTPAT Ha JIiKapchki 3acoom y 2021 portii, Ta BCTAHOBIEHO, 1110 MPH
3aCTOCYBaHHI aJTJIIOKO3UAa31 ajb(da, BIUTMB Ha Or0HKeT Ha 1 pik Oyne

JlomaTkoBO 3BepTaEMO yBary, 1o KUIbKICTh MAIll€HTIB
I i =iooosino, ,

BUTPATH Ha aJTJIIOKO3K1a3y ajb(a Ha MOMYJISIIIO MAIli€HTIB 32 3aKYIIBEIbHOIO IIIHOO
3a JIOTOBOPOM KEpPOBAHOTO JOCTyMy, HaaaHow Yy 3BepHeHl MO3 VYkpainu,
, HDK OyJI0 pO3paxoBaHO 3a pe3ysbTaTaMu CTaHAapTH30BAHOTO
miaxoay, ikuii 0yB BUKOpHUCTAaHUH TIpu mpoBeeHH1 aepkaBHoi OMT 3a ckopodeHoro
MPOLIETYPOIO JIIKAPCHKOro 3aco0y alrioKo3uaasa aibgpa ctaHoMm Ha 26.09.2022.

5) mani moa0 KopekTHOCTI iH(popmauii Npo HasABHICTHL a00 BIACYTHICTH
€KOHOMIYHHUX Ta KJIHIYHMX IepeBar 3aCTOCYBAHHS JIKAPCbKOro 3acoly
NMOPiBHAHO 3 IHIIUM JIKAPCHbKHUM 32c000M 200 iHIIOK MEIUYHOI0 TEXHOJIOTIEH
(a0o0 ix BiICYTHOCTI), HAAHi 3aABHUKOM

Bignosigno go m.7 Iopsaky nepxkaBHa OMT 3a CKOpOUEHOIO MPOLIETYPOIO HE
nepeadayvae NpoOBEACHHS €KCIEPTU3HU MTOIaHUX 3aBHUKOM 3asBH 1 10ChE, HA MIJCTaB1
AKUX MOKHA 3p0OUTH BUCHOBOK MPO KOPEKTHICTh HaJaHOi iHpopMallii.

4. PexoMeHaamii mo/10 BKJIWYEHHsI (BUKJIIOYEHHSs) JiKapcbKOro 3aco0y /a0
(3) HanioHaJIbHOTO mepesiiky OCHOBHHX JIIKapCbKHUX 3ac00iB Ta (a00) nmepeJikis,
110 3aKYNOBYKOTHCS 32 KOUITH JI€P:KABHOI0 OI0KeTYy /Jisi BUKOHAHHSA MPOrpam
Ta 3AiHCHEHHSl UEHTPAJi30BaHMX 3aX0AiB 3 OXOPOHH 3A0pPOB’si, Ta (a00)
pPeKoMeHaaNlil 040 3aCTOCYBAHHA MU Wijleil OXOPOHU 310POB’S JIIKAPCHKOIO
3aco0y, omjiara, 3aKyniBJjisg 200 BilIIKOAYBAHHS BAPTOCTI AKOI0 3XiHCHIOETHCH 3
METOI0 BUKOHAHHS PerioHaJIbHUX HJILOBUX NMPOrpaM 3 OXOPOHH 30POB’s, IO
NMOBHICTIO YM YaCTKOBO (PiHAHCYHTHCS 32 PAXyHOK KOIITIB MicleBUX OI/:KeTIB,
Ta (a00) pexkomMeHaalii MIOA0 YKJIAJeHHSA a00 NMPOAOBKEHHsS Ail (NMPOJIOHTramii)
JAOTOBOPIB KEPOBAHOI0 J0CTYIy Ta (a00) iHIII pekoMeHaalii y pa3i HeoOXiIHOCTI
YXBaJIeHHSI pillleHb B CHCTeMi 0XOPOHH 3/10POB’sl.

Bianosinno no mm.2 n.6 [opsinky mpoBeAeHHS JEPKABHOI OIIHKA MEIUYHUX
TEXHOJIOTIH, 3aTBep/HKeHOT0 MmoctanoBoro KMV Bix 23.12.2020 Nel1300 31 3miHamu,
OyJi0 3A1MCHEHO JIepKaBHY OIIIHKY MEJAMYHOI TEXHOJIOTIl IJis JIIKAPCHKOTO 3aco0y
MIO3MM, nopoiok AJisi MPUroTyBaHHS KOHILIEHTPATY ISl pPO3YMHY AJis 1HQY31d 1o
50 mr, 1 durakon 3 mopoikom y kaptonsii nauii; PIT Ne UA/11618/01/01, Tepmin aii
3 Heoomexenuit 3 03.11.2016, UA/11618/01/01, tepmin aii PII 3 HeoOMexeHuit 3
03.11.2016, nns JiKyBaHHS TAIl€EHTIB 3 XBopoOoro Ilomrme, 1mog0 BKIHOYEHHS
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mpenapary 10 MEePeTiKiB 3aKyIiBeNb JIIKAPChKUX 3aC00iB, 10 SKUX 3aCTOCOBYIOTHCS
MPOLIEAYPH TOTOBOPIB KEPOBAHOTO JOCTYILY.

Bianosinno no n. 22 Ilopsaky NpoBeAEHHS JAEPKABHOI OLIHKKA MEIUYHHX
TEXHOJIOT1H, 3aTBepkeHoro nocraHororo KMV Bix 23.12.2020 Ne 1300, BUCHOBOK
YIOBHOBa)XEHOT'O OpPTraHy Ma€e peKOMEHIAIIHUI XapakTep.

3a pe3yibTaTaMu PO3TISAY TMPOEKTY BUCHOBKY YIOBHOBQ)XEHOTO OpraHy 3
OITIHKM MEIMYHHMX TEXHOJIOT1H, OLIHKHY (aHa13y) pe3yJbTaTiB MOPIBHSIBHOI KJIIHIYHOI
e(EeKTUBHOCTI, O€3IEeKH Ta BIUIMBY Ha O0OJKET aJITIIOKO3U a3 anb(da IJis JIKyBaHHS
naiieHTiB 3 xBopoOoro I[lomme ExkcrepTHUM KOMITETOM 3 OIIIHKM MEIUYHHUX
TexHojoriii  Jlep:kaBHoro miampuemcTBa  “‘/lep)kaBHUN  €KCIIEPTHHM  LEHTP
MinicTepcTBa 0XOpoHH 310poB's” (mani - ExcnepTHuil komiTeT) Oyno 3a3HaYeHO
HACTYITHE.

Pesynomamu nopisnanvroi kniniunoi echexkmusnocmi (pe3yibmamueHicmy):

JlaHi o0 KIIHIYHOT €PEeKTUBHOCTI (pe3yJbTaTUBHOCTI) JIIKAPCHKOTO 3aco0y
anrioKo3uaa3a anbda, mo Oynu BpaxoBaHi i yac aepxxaBHoi OMT 3a ckopodeHoro
IIPOIICAYPOIO JIKApChKOTo 3aco0y anritoko3uaasa aiabda cranom Ha 26.09.2022 p.
3QIIMIIAIOTHCS TPUUHATHUMH.

OHoBJIeH] JaH1 1100 MOPIBHUIBHOI KITHIYHOT €(heKTUBHOCTI (Pe3yJIbTATUBHOCTI)
JIKapChKOro 3aco0y airiroko3uaaza aibda HajaaHl sSK JOMOBHEHHS J0 1CHYHYO1
(cranom Ha 26.09.2022) indopmarrii:

1) pe3ynbTaTi e()EeKTUBHOCTI 3aCTOCyBaHHS (epMEHTHO3aMICHOI Teparii
(®3T) y narrienTiB 3 mi3HKOIO GopMoro xBopobu [lomriie mpencraBieHi 3a JaHUMU
KokpaHiBCBKOro cHCTEMAaTHUYHOTo orisay 3 MeraaHanmizoMm (Dalmia et al., 2023):
BCTAHOBJIEHO WMOBIpHE MOKpAIICHHS pe3yJbTaTiB TECTy O-XBUJIMHHOI XOAbOU B
nmopiBHSAHHI 3 Tutane6o (cepexns pizauig 30,95 m, 95% CI  7,98-53,92; p=0,008;
MOMIpHA SIKICTh JIOKa31B) Ta MMOBIpHE MOKPALIEHHS AUXAJTbHOT (YHKIII 33 OLIIHKOIO
KUTTEBOI €MHOCTI JiereHb (cepenus pizauns 3,55%; 95% CI 1,46-5,64; p=0,0009;
MOMIpHA SIKICTh JIOKa31B);

2) 3a TaHUMH CHCTEMAaTUYHOTO orsiny 3 Metaananizom Dornelles et al., 2024
3aCTOCYBaHHS aJTJIIOKO3UAa31 aib(a y MaIieHTiB 3 IHPaHTHIBHOI0 (HOPMOIO XBOpOOU
[Tommie TPU3BOAUTH JO: TOKPAIICHHS TOKA3HHWKIB BIKMBAHOCTI TOPIBHSAHO 3
HEJTIKOBAHOIO ICTOPUYHOIO KOTOPTOIO; 30UIBIICHHS Yacy A0 TMOYaTKy BEHTHIISIIT
MOPIBHSHO 3 HEJIIKOBAHOIO ICTOPUYHOIO KOTOPTOIO; 3MEHIIEHHS] PU3UKY 1HBa3WBHOI
BEHTUJIAIIIT JIETeHh a00 CMEpPTiI MOPIBHSHO 3 ICTOPUYHOIO KOHTPOJBHOIO TPYIOIO;
3MEHIIIEHHS] MacH JIIBOTO LUIYHOYKY MOPIBHSHO 3 MOYaTKOBUM PIBHEM; BIJCYTHOCTI
noKpaiieHHss (QyHKIT Miokap/a 3a OLIHKOKW (pakiii BUKUAY JIBOTO MITYHOYKA
MNOPIBHSHO 3 TIOYATKOBUM pIBHEM; BIJCYTHOCTI MOKPAIIEHHS MCUXOMOTOPHOTO
PO3BUTKY MOPIBHSHO 3 TOYATKOBUM PIBHEM.

BianoBigHO 10 OHOBJIIEHUX pEeKOMEHaliil €BpornechKoi T0BIIKOBOI MEPEXKI 3
MeTaboniuyHux 3axBoptoBanb (MetabERN) ta €Bponeiickkoro koncopuiymy Ilomre
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2024 poky, a TakoOX TMOMEpPeNHIX MDKHApPOAHMX KJIIHIYHUX HACTaHOB Ta/abo
KOHCEHCYCHUX PEKOMEHJalliii Ta HaCTaHOB HAYKOBUX TOBAapHCTB IHIIMX KpaiH, SKi
Oyl TMpoaHali30BaHI Yy BHCHOBKY YIIOBHOBak€HOro oprany y 2022 por,
BCTAHOBJICHO, 110 3aCTOCYBAaHHS alTIOKO3uAa31 anb(da B IKOCTI (hepMEHTHO3aMICHO1
Teparii JjIs JIIKyBaHHS MaIll€HTIB OyIb-IKOTO BiKYy 3 XBopoOoto [Tomrie (indanTHIBHA,
mi3Hs (Qopma) 3aIMIIAETHCA aKTyalbHUM. 3aCTOCYBAaHHS aJIJIIOKO3UJa3u aibda
MO3UTUBHO BIUJIMBA€ Ha BUKUBAHICTh, 3arajibHy MOTOPHKY, TUXaIbHY (PYHKIIIO Ta
1HIIIl TTOKAa3HUKHM Yy TAIll€HTIB 3 XBopoOoro ITomrie. Takok HEOOXiTHO BpaxOByBaTH
KpUTEPil I0J0 MOYaTKy, MePeXoly Ta MPUMUHEHHS (PepMEHTHO3aMICHOI Tepartii.
bezneunicmo:

Jani moxo Oe3meku JiKapchKOro 3aco0y anriokKo3ujaza aibda, mo Oymm
BpaxoBaHi i yac aepxkaBHoi OMT 3a CKOpOYEHOTO MPOIIETYPOIO JTIKAPCHKOTO 3aC00Y
anrioKo3uaa3a anbda ctanom Ha 26.09.2022 3anumaroThCsl TPUHHATHUMU.

OHoOBIIEHI 1aH1 I[0J10 OE3MEKHU JIIKAPChKOTo 3aco0y alriitoKko3uaa3 aibda HagaH1
SIK JOTIOBHEHHS iICHY10401 (cTaHoM Ha 26.09.2022) indopmariii:

1) 3a paHuMu KOKpaHIBCHKOTO CHUCTEMAaTHYHOIO OISy 3 METaaHajli3oM
(Dalmia et al., 2023) Oyyio BCTaHOBJIEHO HAasBHICTh HE3HAYHOi pi3HUINl abo Tl
BIJICYTHICTh IIOJI0 YACTOTH BUHUKHEHHsI peakiliii, moB's3aHux 3 iHDy3iero (risk ratio
(RR) 1,21; 95% CIl 0,57-2,61) (Hu3bKa SKICTh JIOKa3iB); OIIHKH (hi3UIHOTO
KOMITOHEHTA SIKOCTI1 XKUTTS (cepeaus pizuund -1,36 6ama, 95% CI -5,59-2,87; p=0,53;
HU3bKa SAKICTh JI0Ka3iB); ab6o mobiunux peakitii (RR 0,94; 95% CI 0,64-1,39; nusbka
SKICTh JIOKa3iB);

2) 3a pe3yJbTaTaMH OLIHKH npodiiato 6e3neku (myomikarist Dornelles et al.,
2024) 3acTocyBaHHs aNTIIOKO3MJIa3H alib(pa MPU3BOAMUIIO 10 BUHUKHEHHS JIETKUX Ta
MOMIPHUX MOOIYHUX peakUiid y OUTbIIOCTI BUIMAJKIB, IO MIATBEPIXKYE OE3MEUHICTh
3aCTOCYBaHHS JOCIIKYBAHOTO JIIKAPCHKOTO 3ac00Y (JI0Ka3H AYy>Ke HU3bKO1 SKOCTI 3a
GRADE). Takox 0y10 BCTaHOBJICHO, 1110 TIPU 3aCTOCYBaHH1 aJITIIOKO3K1a31 ainbda y
MEePEeBAXHOI KIJIbKOCTI MAIIEHTIB YTBOPIOIOTHCS BIANOBIIHI AHTUTLIIA.

Egexmuenicmo sumpam na 3as61eHutl 1ikapcbKuil 3acio i aHaniz 6Naugy makux
UMPAmM HA NOKA3HUKU 0100Jicemy 8i0N08IOHO 00 PeKOMEHO0BAHOI WKANU SPAHUYHUX
3HAYeHb IHKPEMEHMANbHO20 NOKA3HUKA eeKmusHocmi eumpam ma WKAaIu ix 6naugy
Ha Oeporcashuil 6r00xcem:

Bignosigno mo 1.7 Iopsaky, nep:xaeHa OMT 3a cKopodeHOI0 TIPOIICAYPOIO HE
nepenbavae  TPOBENCHHS  aHamizy e(EeKTUBHOCTI BHUTpaT Ta  PO3PaXyHKY
IHKpeMeHTalbHOTO Noka3HuKa eekTuBHOCTI BUTpat (ICER) B YkpaiHi.

Pe3ynbpTaTu aHamizy BIUIMBY Ha OIOJDKET B YKpaiHi MOKa3ajau, 10 3a YMOBH
3aCTOCYBaHHS LIIHU 3a IOTOBOPOM KEPOBAHOIO JOCTYNy, 110 OyB ykianenuil y 2024
pOLIi, BUTPATH Ha 3aKyMiBJIIO aJITIIFOKO3U1a31 ainb(a JJ1sl JIKyBaHHS KOTOPTH MaIll€HTIB
) 3a ycepeJHEHUMM 3HAUYCHHSMU Bard TMAaIll€HTIB OPIEHTOBHO
TPH.

CTaHOBUTHUMYTb
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Kpim TOro, KijgpKiCTh MAIliEHTIB , 1
BIJIITOBITHO, )

BUTpPaTH Ha TMOMYJSLII0 TAIlEHTIB 3a 3aKyMiBEJIbHOIO I[IHOIO 32 JOTrOBOPOM
KEpOBAHOTO JOCTYIY, HajaHow y 3BepHeHi MO3 VYkpaiuu, , HIK
OyJl0 po3paxoBaHO 3a pe3yJibTaTaMH CTaHJAPTU30BAHOTO TIiIXOMy, SKUH OyB
BUKOPUCTAaHUN TpH TMpoBeAeHH1 Aep:kaBHOI OMT 3a cKOpOYeHOI0 MPOIEAYPOIO
JKapChKOT0 3ac00y alrIoKo3uaa3a ajibga ctanoM Ha 26.09.2022.

AHxicmb 0okazoeux 0anux:

3a nmannmu KoxkpaniBcbkoro cucteMarnunoro orysmy Chen M., 2017 Bucoxkoi
METOIOJIOTIYHOI SKOCTI BIKUBAHICTh MAINIEHTIB 3 1HGAHTUILHOKO (OPMOIO XBOpOOH
[Tomme Oyma BWINOIO TpH 3aCTOCYBaHHI QITTIOKO3WAa3u ailb(a B TOPIBHSHHI 3
HEJIIKOBAHOI0 ICTOPHUYHOI0 KOTOPTO, IO € TOCTIIOBHUM 3 Pe3yJbTaTaMH, IO
NPEJCTABIICHI Y CHCTEeMaTHYHOMY Orjsiii 3 Mertaananizom Dornelles et al.,, 2024
(Hu3bKa gKicTh noka3iB 32 GRADE).

Opeanizayiuni kpumepii-

XBopoOa Ilomne (E74.0) BxXomuTh 10 mepeniky piakicHuX (opdaHHUX)
3aXBOpPIOBaHb, 3aTBep;pkeHoro HakazomM MO3 Vkpainu Big 27.10.2014 Ne 778 (31
3MiHaMHM), 3apeecTpoBaHoro B MiHicTepcTBi roctulii Ykpainu 13 nucromaga 2014
poky 3a Ne 1439/26216.

B Peectpi MenMKO-TEXHOJOTIYHMX JOKYMEHTIB 31 CTaHAapTHU3allii MEIUYHOI
JIOTIOMOTH B1JICYTHIM YHI(IKOBaHMM KIJIIHIYHUN MPOTOKOJ MEAWYHOI JIOMOMOTH MpHU
xBopo06i [Tomre.

CrnenianbHi peKOMEH/Jallli II0JI0 3aCTOCYBaHHA JIIKAPCHKOTO 3aco0y Mio3um
TITAM, MAJIITKaM, JTOPOCIUM Ta Malli€eHTaM JITHbOTO BIKY BiACYTHI.

Anrmoko3uaasa anbha He BKIOYeHa 10 17 Bunycky Jlep:kaBHoro ¢gopmylspa
JiKapchKuX 3aco0iB, 3aTBepAkeHoro HakazoM MO3 Vkpainu Big 13.06.2025 Ne971.

VY 2006 pomi anrmroko3ujgaza anbga Oyjia cxBajieHa YTpaBIiHHSAM 3 MUTaHb
XapyoBUX MNpoAYyKTiB 1 Jikapcekux 3aco6iB CIHIA (FDA) ta €Bponelicbkum
areHTCTBOM 3 JIIKApChbKUX 3aco0iB 1 cTajga MNepmuM Cchenu@iuHuM JIKyBaHHSIM
xBopoou [lomrre.

®3T 3a A0MOMOTOI0 JIIKAPCHKOTO 3aco0y alrioKo3ujaa3a aib(a BXOIUTH Y
KOHCEHCYCHI pEeKOMEHJAIlli Mo/0 JiKyBaHHA Mi3HbOi (opmu xBopoOu I[lomme
(AMepukaHChbKa acoIfiaiis HEeWpOM's30BOi Ta EJIEKTPOIIarHOCTUYHOT MEIUIIUHH,
2012); xminiyHl pekoMeHaalli momao mi3Hboi popmu xBopodu [lomrme, Icnanis, 2012;
peKoMeHAaIli 1oA0 JIKYBaHHS JII30COMHHMX XBOpPOO HAKOMWYEHHS MLIIXOM
depmenTHO3aMicHOT Tepamii, Manaizisa, 2012; pexomenpauii (XBopoba Ilomme:
JIarHOCTUKa Ta JIIKyBaHHs) KaHAJChKOI €KCIEPTHOI I'pyIU 3aCHOBaHI Ha JOKa3ax,
2016; pexoMeH a1l 3 11arHOCTUKH, JIIKyBaHHS Ta KJIIHIYHOTO MOHITOPUHTY FOHAKIB Ta
JOpOCTUX TalieHTiB 3 XBopooOoto [Tomme, 2016, bpazuist; €Bponeichkuil KOHCEHCYC
11010 NMOYAaTKY Ta MPUNUHEHHS (hepMEHTHO3aMICHOI Tepamii y JOpPOCIuX MaIli€eHTIB 13
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xBopoOoto [lomne, 2017; pexomenpamii moAo iHPAHTUIBHOI Ta 13HBOI (opMU
xBopoou Ilomne, Ipan, 2021.

Enioemionociuni nokazHuku wooo 0Kpemoco 3ax80pro8aHHs: NOULUPEHOCMI,
3axX80pPI0BAHOCMI MA CMEePMHOCMI 8 YKpaini:

BignoBigHo 1o maHux, HagaHux y goaaTtky jgo jmcta MO3 Big 22.05.2022 p.
No25/16688/2-25, cranom Ha 2025 KUIBKICTh MaIieHTIiB 3 XBopoOoro I[lomme, ski
OTPUMYIOTH aJTIIIOKO3U 13y anb(a, CTAaHOBUTh

Coyianvui, emuyni, Opeauizayiuni ma iHWi ACNeKmu.

BignoBimHo A0 momepeaHIX  peKOMEHJaliM g JIIKapChKOro  3acoly
anrmoko3uaasa anbda B 2022 pori Oyno yKiIaaeHO JOTOBIp KEPOBAHOIO JOCTYILY,
3T1HO 3 AKHUM Malli€HTH OTPUMYIOTh JaHHUH JIKapChKui 3acio.

3a pesynbratamu 3acimanas ExcriepTHOTo KOMITETy, mo BigOymock 26.06.2025,
OyJI0 HaJJaHO HACTYIHI PEKOMEHIAIii.

BpaxoByroun, pekoMeHallll aKTyaJdbHUX KJIIHIYHUX HACTAHOB 1 MPOTOKOJIB
OJI0 JIKYBaHHS IIbOTO 3aXBOPIOBAHHS, BUIIE3a3HAYCHI pE3yIbTaTH OIlIHKH
MOPIBHSUTHHOI KIIIHIYHOT €()EKTUBHOCTI Ta O0€3MEKH, a TAaKOK BPaXOBYIOUHU MOTEPEH]
pEKOMEH/IaIli yITOBHOBAKEHOT'O OpraHy, siKi 3aJIMIIAI0ThCS aKTyaTbHUMU (B1IOBITHO
710 BUCHOBKY 3 JepkaBHOi OMT 3a CKOpOUYEHOIO MPOIEAYPOIO JIKAPCHKOTO 3ac00y
aNraoKo3uAa3a anb(da 3a TUM Ke MOKa3aHHSIM — JIIKYBaHHS Malll€HTIB 3 XBOPOOOIO
[Tomme Bix 26.09.2022): mikapchkuil 3aci0 anriaroko3uaasa anbda peKOMEeHI0BaHUN
JUIL  BKJIFOYEHHS JO TIepeNiKiB 3aKyIiBelb JIKApPChKUX 3aco0iB 10  SKHX
3aCTOCOBYIOTBCA TPOLEAYPHU JIOTOBOPIB KEPOBAHOIO JOCTYMY, 3 OJHOYACHOIO
PO3pOOKOI0 YH1(PIKOBAHOTO KIIIHIYHOTO MPOTOKOILY.

Kpim TOro, BapTo pO3MJISIHYTH NHUTAHHS BKJIIOYEHHS JIKAPCHKOTO 3aco0y
anrroko3uaasa anbda g0 JdepxaBHoro ¢popmylisapa JikapchKUX 3aC001B.

5. In¢gopmanist 010 CTPOKY il BUCHOBKY YIIOBHOBAKEHOI'0 OPraHy:

BianosinHo a0 m. 21 IlopsaKy BHCHOBOK YHMOBHOBaXEHOTO OpPraHy CTOCOBHO
BIJIMOBIIHOT MEIWYHOI TEXHOJIOT1l BBa)XKA€ThCS YMHHUM J0 MOMEHTY IPOBEICHHS
HOBOI JePKaBHO1 OI[IHKK MEIUIHOT TEXHOJIOT11.
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