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Ne Ha Ne BIJ

BucHoBok
YIIOBHOBAKEHOI'0 OPraHy 3 JAep:KaBHOI OHIHKY MeAUYHMX TEXHOJIOTIH 3a
CKOPOYEHOIO NPOLEAYPOIO: AJIIIIOKO03U/1a3a ajIb(pa

epoicasna oyinka meOuyHUX MeEXHON02I 3a CKOPOUEHOI NPOYedypoio 3d 36ePHEHHIM
MO3 Vkpainu nposedena yno8HOBANCEHUM OP2AHOM 3 OEPHCABHOI OUIHKU MEOUYHUX
MexHO02il 8I0N08IOHO 00 8umoz llopsaoxy nposedenHs 0epiHCABHOI OUIHKU MEOUUHUX
MexHoN02Il, 3ameepodceno2o0 nocmanogoo Kabinemy Minicmpie Yxpainu 6i0
23.12.2020 MNel300 ma ckradaemovcs 3 aHalizy MNOPIBHANLHOI edeKkmusHoCmi
(pe3ynomamusnocmi), besnexku ma 6nauUey Ha 00Ncem NiKAPCbKo20 3aco0y HA OCHOBI
oanux 3 6i0Kpumux Odxicepen iHgopmayii. BUCHOBOK YNOBHOBANCEHO2O Op2aAHY 3
0epIHcasHoi  OYIHKU MeOUHHUX MEXHON02IU 3d CKOPOYEHOI) NpoYedypor Mae
pexomenoayitinuti xapakmep. [Ipedcmasneni 0ani y 6UCHOBKY € AKMYALIbHUMU CIMAHOM
Ha 0amy tio2o ni02omoeKu.

1. Tndopmanis mnpo aaTy nNpPOBeIeHHS [EePKABHOI OHIHKH MeIMYHHX
TEXHOJIOTI 32 CKOPO4YEHOK MPOUEAYPOI 3asiBJIEHOr0 JIKapChbKOro 3acody:
26.09.2022

Jleporcasna oyinka meouunux mexuonoci (oani - OMT) 3a ckopouenor
npoyeoypoIo JKApPCbKO20 3aco0y anenioKo3uoaza aib@a 3a NOKA3AHHAM JIKYBAHHS
nayiecumie 3 xeopoboio Illomne 6Oyna nposedena 3a 36epHenusm MO3 Vkpainu na
BUKOHAHHA nionyukmy 3 nywkmy 4 nocmanosu Kabinemy Minicmpie Yxpainu 6i0
23.12.2020 Ne 1300, a makooic nionynkmy 5 nynkmy 8 (mucm MO3 Vkpainu 6io
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09.06.2022 Ne 25-01/12931/2-22 ma 6io 20.06.2022 Ne25-01/13739/2-22) ma
nionynkmy 7 nynkmy 8 I[lopsaoky npoeedents 0epicasHoi OYiHKu MeOUYHUX MexXHON021l,
3ameepoxcenozo nocmanosor Kabinemy Minicmpie Ykpainu 6io 23.12.2020 Ne 1300
(ruem MO3 Vrpainu 6io 26.07.2022 Ne 25-01/16746/2-22 ma 6io 08.08.2022 No25-
01/17921/2-22).

2. Ingopmanis npo 3asgBJIEHNH JiKapcbKUii 3aci0

1) naiimeHyBaHHs (mpi3Bumie, iM’sl, M0 0aTbKOBI) 3asiBHUKAa Ta HAa3Ba
BHPOOHHUKA JIIKAPCHKOI0 3ac00y:

Cranom Ha 13.09.2022 p. y JlepskxaBHOMY peecTpi JIiKapchbKuX 3aco0iB!:

MIO3UM, nopomiok Juisi TpUroTyBaHHS KOHIIEHTPATY JUIsl PO3UMHY JJisi 1H(Y311
1o 50 mr, 1 ¢urakoH 3 MOPOIIKOM y KapTOHHIN IMadlii.

Bupobuuk - Jhxenzaitm ®nangepc 0BOa (BupoOHuuTBo AC, NPUTOTYyBaHHS
po3uuny JI3 mns miodimizanii), benwris; Jxensaiim Ipmann Jlimiten (HamoBHEHHS
(b1akoHiB Ta BUPOOHHUIITBO KIHIIEBOTO MPOAYKTY, MApKyBaHHS Ta MaKyBaHHS, KOHTPOJIb
sxocti ['JI3, Bumyck cepii), [pmanmis.

3asBHUK - [Ixen3aiim FOpon b.B., Hinepnangu.

2) TOproBeJibHa Ha3Ba JIKAPCHKOI0 3ac00y:

MIO31M

3) MIZKHApPO/JAHA HENATEHTOBAHA Ha3Ba a00 CUHOHIMIYHE HAUMEHYBAaHHS:

Aunrmoko3unasa anbda/Alglucosidase alfa

4) cxyaj JIKapcbKOro 3aco0y (nir4i Ta 10NMOMIisKHI pe40OBUHM):

1 ¢makon mictuth 50 Mr anriaOK0O3uaAa3u anbda;

MIiCJsl PO3UYUHEHHS B 1 MJT po3uMHYy OyJie MICTUTHCS 5 MT allJIFOKO3U1a3u alibda;
MICJIst pO3BEACHHS KOHIIEHTPATY KOHIIEHTpaIlisl po3unHy Bapitoe Bia 0,5 Mr 10 4 mr/mi.

5) popma Bumycky:

MOPOIIIOK JIJIsl MPUTOTYBAHHS KOHIICHTPATY JJIsl po3unHy 1Is iHGy3ii mo 50 mr, 1
(b1aKoH 3 TOPOIIKOM Y KapTOHHIN TavIli

6) cnocid 3acTocyBaHHS JIiIKapCbKOro 3ac00y:

JlixyBanHs  npemapatoM  Mio3uM  Cilig  3A1MCHIOBATH  MiJI  KOHTPOJIEM
KBaJI1(PIKOBAHOI'O JIIKApsl, IKM Mae MOCBIJ JIKyBaHHS Mall€HTIB 13 XBopoOoro ITomme
YWY 1HIIUX CMAJKOBUX METa0OMIYHUX a00 HEHpoBacKyJsipHUX XBOpoO. PexomeHoBana
cxema MpUHOMY aNriIloKo3uaasu aibda craHoBuUTh 20 Mr/Kr macu Tuia 1 pa3 Ha 2
TrokHi. CIiJl TOCTIHHO OIIHIOBAaTH PEakIlil0 MAaIllEHTIB Ha JIIKyBaHHS, BPaXOBYIOUH
BCEOIYHY OIIIHKY BCiX KIJIIHIYHUX MPOSBIB XBOPOOH.

Mio3uM cniji 3acTOCOBYBaTH y BHIJIAAlI BHYTPIIIHBOBEHHOI 1HQY31i. Mio3um
HEOOX1THO PO3YMHUTH y BOJI IJIs 1H €KIIiH, moTiM po3Bectr y 9 mr/mi (0,9 %) po3unny
HATPIIO XJOPUIY IS 1H €KIIH 1 MICIsA I[bOTO 3aCTOCOBYBATH ISl BHYTPIITHROBEHHUX
1H(Dy31i1. PekoMeHyeThcsi po3nounHaTy 1HGY31i 3 MOYaTKOBOI HIBUIKOCTI BBEICHHS,
10 CTAHOBHUTH | MT/Kr/Tom. Y pasi BiICYTHOCTI O3HAK MOOIYHUX PEaKIIii, OB’ I3aHUX 3

'http://www.drlz.com.ua/
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1H(y3i€r0 mpenapary, MOCTYMOBO 301IbITYBaTH IMIBUAKICTh HA 2 MI/Kr/Toa KoxkHi 30
XBUJIMH, TIOKA HE Oy/e JOCATHYTO MaKCHMMAaJIbHOI MIBHUAKOCTI — 7 Mr/kr/rox. Yepes
OUIKOBY Mpupoay mpemnapaTy Mio3uM y pO3UyMHEHOMY Tpemapari Ta y MakeTrax JJis
iH(Y31i MOXYTh YTBOPIOBATHCA MPOTETHOBI YAaCTUHKU. ToMy TMpH 3aCTOCYBaHHI
npenapary ciii BUKOpUCTOBYBaTH 0,2-MIKpOHHHMI BOYIOBaHUW (PUIBTP 13 HU3BKUM
3B’sI3yBaHHAM Oulka. Byno mpoaeMoHCTpoBaHO, 1O BHKOpUCTaHHA (),2-MIKPOHHOTO
BOyZ10BaHOTO (1JIbTPa YCyBa€ BUIMMI YACTUHKH 1 HE MPU3BOJIUTH 10 OUEBHUIHOI BTpATU
O11K1B 200 iX aKTUBHOCTI.

[Ipenapat MoxHa 3aCTOCOBYBATH Yy MEAIaTPUYUHIN MPAKTHIIL.

Hemae cremianbHUX pekOMEHAAIIN IIOJ0 3acTOCyBaHHS mpemnapary Mio3um
JITSM, ITUTITKaM, TOPOCIUM Ta MaIlieHTaM JITHbOTO BIKY.

7) indopmalisi Mpo HASIBHICTH JIeP:KABHOI peecTpauii JiKapchbKoro 3acody B
Ykpaini:

MIO3UM, peectpamiitne nocsiguenns: UA/11618/01/01, tepmia mii PII 3
HeoOMexenuit 3 03.11.20162,

8) d¢apmakosoriuna gis JikapcbKoro 3aco0y Ta KO 3a AaHATOMO-
TepaneBTUYHO-XIMIYHOI0 KiIacupikauicro:

3aco0u, 110 BIUIMBAIOTh HA TPaBHY CHCTEMY Ta MeTaboJ1yH1 npouecu. GepMeHTH.
Kong ATX A16A BO7.

9) noka3aHHs 10 MEeJUYHOI0 3aCTOCYBaHHS, 32 IKUM I0IaBaJIACH 3asBa:

Jlep>kaBHa OLlIHKa MEAMYHUX TEXHOJOT1H (nami - nepkaBHa OMT) npoBoaunach 3a
CKOPOYEHOI0 Mpolie1yporo 3a 3sepHeHHIM MO3 Ykpainu, 1o He nepeadaydano nogaHHs
3asBU. Y nucTi 3BepHeHHI MO3 BKazaHe 0JIHE MOKa3aHHS 10 MEIUYHOTO 3aCTOCYBAHHS:
JIIKyBaHHS MAaI€HTIB 3 XBopoOoro [Tomre.

10) moka3aHHsI 10 MEIMYHOI0 3aCTOCYBAHHS BIANMOBIAHO J0 IHCTPYKWil s
MEIMYHOr0 3aCcTOCyBaHHs, 3arBepa:xenoi MO3, 3a HasBHOCTI Jep:KaBHOI
peecTpauii JikapcbKoro 3acody B YKpaiHi:

TpuBama depmentHo3amicHa Ttepamist (P3T) mnarmiedTiB 3  MATBEPIKEHUM
niarHozoM xBopo6Ou Ilommne (nedinuT kuciaoi anbda-rioKo3uaa3n) y naiieHTiB 0y ab-
SKOTO BIKY.

11) indopmanis npo HAABHICTH MNMOKa3aHb A0 MEIMYHOI0 3aCTOCYBAHHS
JIKapcbKOro 3ac00y I BUKOPUCTAHHSA i/l 4aC HAJAHHA MeJIMYHOI J0NOMOTIH NIPH
CTaHAX, IO 3a3HAYeHi y NPIOPUTETHUX HANMPSAMAX PO3BUTKY cdepH OXOPOHH
310pPOB’Si:

XBopob6a Ilomne (E74.0) BxomuTh [0 TeEpeniKy piakicHUX (opQpaHHUX)
3aXBOPIOBaHb, 3aTBep/KeHOro HakazoM MO3 VYkpainu Bim 27.10.2014 Ne 778 (31

3MiHaMHu), 3apeecTpoBaHoro B MinictepcTni octuilii Ykpainu 13 nucronana 2014 poky
3a No 1439/26216.

*http://www.drlz.com.ua/ibp/ddsite.nsf/all/shlist?opendocument&titlem=Alglucosidase%20alfa
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3. BHCHOBOK YNOBHOBAa’KEHOr0 OPraHy IIOAO0 Pe3yJbTaTiB NOPiBHAJIBHOI
epexTUBHOCTI  (pe3ybTATUBHOCTI), 0Oe3meku, e(PEeKTUBHOCTI BUTpPAT Ha
JiKapChbKMi 3aCi0 Ta aHAJII3Y BIUIMBY HA NOKA3HUKHU OKOIKETY

1) naHi 11010 NPiOPUTETHOCTI 3aXBOPIOBAHHS (CTAHY)

XBopo0Oa [Tomne (OMIM232300, cHHOHIMU: TOPYLIEHHS! HAKOITMYEHHSI TJIIKOT€HY
tunty II, rmikoreno3 tumy II, nedimuTt kucioi anbda-riaoko3uaasu) — pPLAKICHE
(opbanHe) crmajkoBe 3aXBOPIOBAHHSA, $KE HAJIEKUTh A0 JI30COMAJIBHUX XBOPOO
HAaKOMMYEHHS. 3a XapakTepoMm CcyOCTpary, IO HAaKOMUYyeThbCs, XBOpoOy I[lomme
3apaxoBYIOTh 10 TUikoreHosiB Il Tuiy, 3a KIIHIYHUMH TPOSABAMU — JIO0 MPOTPECYIOUHX
HEPBOBO-M’S30BHX 3aXBOpIOBaHb. B ocHOBI mnaTtoreHe3sy xsopoOu Ilomne nexursb
3HMKEHHS aKTUBHOCTI (200 IIJIKOBUTA 11 BIICYTHICTH) (DEPMEHTY JII30COM — KHCJIOI O'-
rmoko3ugazn (GAA), mo Oepe ydacTb y pO3UICIUICHHI TJIIKOTeHy. Uepe3 HU3bKY
aKkTUBHICTh (pepMeHTy GAA HEpO3MEIJICHUI TIIKOTeH HAKOMUYYEThCS Y J130COMax
PI3HUX KIITHH, TEPEBAKHO y CKEJICTHUX M s3aX 1 MIOKapAi, M0 TPU3BOIUTH 0
MEXaHIYHOI pyWHaIii Ta 3arubesni MiOIUTIB.

3a JaHUMU aMEpUKAHCHKUX 1 €BPOIMEUCHKUX JOCHITHUKIB, XxBopoOa Ilomme
CTaHOBUTH OJM3bKO 15% y CTPYKTypl yCiX XBOPOO HAKOMUYEHHS TIIIKOTEHY, KX Ha
ChOTrOAHI BHUIAULAIOTH 14 TumiB. MexaHi3M ycnajakyBaHHs xBopoOou Ilomnme —
aBTOCOMHO-periecuBHUM. ['eH, akuil kogye pepmeHT GAA, KapTOBaHU Ha XpOMOCOMI
17925.2-q25.3., cknagaerbes 3 20 exk30HiB .

Inentudikoano Oinbm 350 myrtamiii maHoro reHa, siki 3adikcoBaHo B LleHTpi
xBopoou Ilomne yniBepcurery iMm. Epasma B Porrepmami, Hinepmannu. Lleit Llentp
JornoMarae Bu3Hadyatu mytaiii reHa GAA, 1o BKa3ye Ha MPOTHO30BAHY BaXKKICTh
KoxkHOro Bapianty. CoTHi mMyTariii Oynu onucani B reni GAA Ha xpomocomi 17 g25.
[lepeBaxkHo MyTalii 3ycTpidaloThesl y OAHINM ciM'T a00 HEBEIMKIA MOMyJsIii, a
OUTBIITICTH MAIIEHTIB — 1€ CKIIAJ0B1 TeTepo3uroTu. [IpoTe, BiJoMO, 1110 HE BC1 BapiaHTH
nociigoBHocTelt y reni GAA (SNP — single nucleotide polymorphism) acomiiioBani 3
XBOpoOor0. JlesKki 3 HUX BIAMOBIMAIOTH 3a TMCEBAOACGINNT, MOB'S3aHUN 13 HU3BKUM
piBHeM akTUBHOCTI GAA, ajle He 3 KIIHIYHMMH MNpPOSIBAMHM 3aXBOpIOBaHHA. Tomy
NOPIBHSHO BHUCOKA 4YacTOTa MCEBIOACPIUUTY B MOMYJSIAX MOXE 30UIBIIMTH XHUOHO
NO3UTUBHI PE3yJIbTaTH CKPUHIHTY HOBOHapoukeHuX. llommupenicte xBopodu ITomme
3aJIeKUTh BiJ ETHIYHOI NPUHAJIEKHOCTI Ta reorpadii, a Takox Bl (opmu

BaXBOpI-OBaHHH4. YacToTra BUSIBICHHSA 3aXBOPIOBAHHA MOXKC BapiIOBaTI/I B piSHI/IX

eTHiYHUX nomyanisax Big 1:14000 go 1:300000 »KMBUX HOBOHAPOIKEHHUX".
[IBuako mporpecyroua iHdpanTuibHa Gpopma Mae npudausny yactory 1:138 000
cepen ocib kaBkazbkoro nmoxomkeHHs, 1:50 000 cepem 0ci0 KUTAMCHKOTO MOXOHKEHHS, 1

1:14 000 cepex oci6 appuUKaHCHKOTO TMOXOJKEHHS, TAKOX OYyJI0 3a3HAUYEHO BUCOKY

30co6nmBOCTi KITiHIKO-Tab0paTopHoi JiarHocTuku xBopobu IMomme y miteii / [iukyp H.O., Onbxosuu H.B., Isanosa T.I1., Camonenko H.B. // 3noposbe
pebenka, 2017;12(7):788-796. doi: 10.22141/2224-0551.12.7.2017.116184, http://www.mif-ua.com/archive/article/45365

“XBopo6a INomre: AiarHoCTHKa Ta CydacHi miaxomu a0 Teparii, 1.IO. ABpamenko, H.C. Kocmunina; Modern Pediatrics. Ukraine. 5(109): 3944. doi
10.15574/SP.2020.109.39
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MOIIUPEHICTh 3aXBOPIOBAaHHSA B apabChKux momyusamisix. Hapasi BBakaeTbcs, IO
cymapHa yacrora xsopobu ITomme cknanae 1:40000%.

XBopoOa Ilomrie Mae MUPOKUN KITHIYHUN CHEKTpP 13 pPi3HUM BIKOM BHUHHKHEHHS,
BUPA3HICTIO CUMIITOMIB, IIBUIKICTIO MPOTPECYBaHHS XBOPOOH 1 Ki1acu(iKy€eThCsl HA TPU
pi3HI OIATHIOM: JOpOCHa, oHanpka Ta 1H(aHnTuiabHa Qopmu. [lepeBakHa OLIBLIICTH
namleHTiB 13 XxBopoOoto [Tomne — nmopocni. Y HUX [aHe 3aXBOPIOBaHHS Ma€ TPUBAIUMN
JaTEeHTHUI Mepioj, 1 Mali€HTH J0XKUBAIOTh O CTAPOCTi. 3HMKEHHS M'S30BOi CHIIM Ta
cnalkicTh po3BuBaroThes y Bimi 30—40 pokiB, ane ypakeHHs cepls MiHiManbHe. [Ipu
IOHAIBKIN (GOopMi 3aXBOPIOBAHHS CIIOCTEPITA€ThCsl TIMOTOHIS MW CIA0KICTh M's31B
KIHI[IBOK Ta TyJy0a. MOTOpPHUN PO3BUTOK 3aTPUMYETHCS, a MiomaTis HOCUThH OLUIbII
MOCTYIOBUN XapakTep. YpakeHHsS cepusl BiACyTHe. Taki TmaiieHTH, 3a3BUYAH,
IIOMUPAIOTh BiJl AMXaIbHOI HEIOCTATHOCTI®.

I3 1932 poky 1 goremep 4YiTKO KIIHIYHO omucaHa jumie iHbaHTUIRHA (opma
xBopoou ITomme?.

[[Iupoko BUKOPUCTOBYIOTH KiacudiKaiilo, B OCHOBY SKOi TOKJIQJICHUA BIK
XBOPOTO, B SIKOMY BUHUKIM TIEPIII CHMIITOMHU 3aXBOpPIOBaHHA: iH(aHTHIbHA (opma
xBopoOu [Tomne a6o xBopoOa ITomme 13 panHiM moyaTkoMm Ta xBopoOa [lomme 13 mizHIM
noyatkoM. I[HdanTunsHa Qopma xBopoOu IlomMrie Mae aBa KIIIHIYHMX BapiaHTH:
KJIacu4yHuil 1 atunoBuil (Hexnmacuunuil). Knacuuna indantunbHa (opma XxBOpoOU
[Tomne KJIIHIYHO MPOSIBISETHCS MPOrPECYIOUOI0 MIONATIED 3 TIeHEepalli30BaHOIO
M’SI30BOIO CJIA0KICTIO, TIMOTOHIEIO, TIIEPTPOdIYHOIO KapioMionariero. 3a BiACYTHOCTI
JIKyBaHHS Y XBOPHUX BHHHKAE CEPIICBO-JIETCHEBAa HEJAOCTATHICTh, TPUBATICTH >KUTTS
TaKUX IAII€HTIB OJIM3bKO & MICSIIIB.

Heknacuuna iHdantunsHa ¢opma xBopobu Ilomme  xapakTepu3yeThCs
HE3HAYHMMHU TIOPYIICHHSIMH 3 OOKy cepus (1HKOJIM BOHHM B3arajl BiJICYTHI), NEBHOIO
3aTpUMKOI0 (hOpMyBaHHS MOTOPHHMX (DYHKIII Ha Tji TINOTOHII Ta TEeHEpamTi30BaHOI
M’5130BO1 c1abKoCTi. 3a BIJICYTHOCTI JIIKYBaHHS TaKi XBOP1 KHUBYTh OJIM3BKO 2 POKIB.

[Ipu xBopoOi Ilomme i3 mi3HIM TIOYaTKOM TIEPII O3HAKW 3aXBOPIOBAHHS
BUABIISIIOTh Y XBOpUX BiKOM 20—60 pokiB. IlalieHTH cTpakIarTh BiJ IPOrpecyrouoi
M’s130BO1 C1a0KOCTI, 3a3BUYall 0€3 CyTTEBUX 3MiH 3 OOKY cepilsi. Y Mipy NporpecyBaHHs
3aXBOPIOBAHHS TOCTYTIOBO BUHHUKAE JMXATbHA HEJOCTATHICTh, MAIIEHTH MOTPEOYIOTH
MITYYHO! BEHTWIAMIT TereHb. CaMe quxaibHa HEOCTaTHICTh CIPUYHMHSE PAHHIO CMEPTh
TaKUX XBOPHX >,

Ha panmii 9yac «3070THUM» CTaHAAPTOM JIAOOPATOPHOI JiarHOCTUKH XBOPOOH
[lomme € Bu3HaueHHs akTUBHOCTI GAA y nelikomurax (sl TIarHOCTHUKUA OepyTh
ounieHl JgiM@orutn) abo KynbTypi (iOpoOIacTiB 3a JOMOMOTOK MPUPOJHUX a00
CUHTETUYHHX CYOCTpaTiB y KHCIOMY CEpeIOBHII, 3 A0JaBaHHsIM iHTiOITOpiB MI'A
(axap6o3m)*°.

XBopo6a IMomne, Cupunosa H.K. ta in., EAST EUROPEAN JOURNAL OF NEUROLOGY Ne 6 (18) * nucronan 2017 — Ipyaens 2017
“TTepui o3naxu xBopo6u IMommne / Kapikosa F0.B.// Penakuis sxypHany «YKpaiHchkuil Mequunumii gacorucy», 16.04.2021,
https://www.umj.com.ua/article/204694/pershi-oznaki-hvorobi-pompe
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[Ipu nmoTpumaHHi OOOB'I3KOBUX  METOAOJOTIYHUX YMOB, (pepMEHTATHBHA
akTuBHICTh GAA y autuHH 3 xBopoOoto Ilomme, moBuHHa OyTtu Hux4e 1%. Sk
NpaBWJIO, CTYIIHb 3HIKEHHS akTUBHOCTI GAA MeHIm BupaxeHa y MIIITKIB Ta
JOpOCIMX 3 UUM 3axBoproBaHHsAM. CydyacHI METOOM MOJEKYJSIpHOI  OloJsorii
JO3BOJISIIOTH NEepeA0ayuTH CTYMIHb TSDKKOCTI XBOPOOH, SIKa KOPEJIOE 13 3aJHMILIKOBUM
piBHEM aKTUBHOCTI pepMeHTy. ChOroH1 MOXKJIMBA TAKOXK IIPEHATAIbHA J1arHOCTUKA 32
nornoMororo ¢pepmenTaTuBHoro ananizy adbo JIHK-ananizy BopcuH xopioHa, OTpUMaHHUX
mix 10—12 TrxkneM recramii’.

PiBenr aktuBHOCTI (epmenty GAA y ¢diOpobOnacTax IMKIpU MALIEHTIB MPHU
xBopo061 [lomrie 13 mi3HIM moyaTkoM cTaHoBUTH 1-40% HOpMU.

KpiM TOro, ocTaHHIMH pOKaMH PO3POOJICHHH 1 MIUPOKO 3aCTOCOBYETHCS METO]
Bu3HaueHHs akTUBHOCTI GAA y cyxiii kpamm kpoBi (CKK), skuit mMoxHa
BUKOPHCTOBYBaTH JJIsi CEJIEKTUBHOTO Ta MAacOBOI'O HEOHATaJbHOTO CKPHUHIHTY.
Pesynbratn MonexynsapHoro aHamizy reHa GAA BaXIWBI I MEIUKO-TEHETHYHOTO
KOHCYIbTYBaHHs Ta IUIAHYBAHHS BariTHOCTI B OOTSKEHHMX POJMHAX’.

3a manumu JlepkaBHOi CIIy»KOM CTaTUCTHKH, HaceleHHS Ykpainm y 2019 p.
HapaxoByBajgo Onu3pko 42 MiH. [Ipu mommpeHoCT! Ii€l MaToJorii, Mo CTaHOBHUTH Y
cepenupbomy 1:40 Tuc. ocid, y kpaini mae Oytu npuomuzno 1050 marieHTIB 13
riikorenosom II tumy. Ane cranom Ha 2017 p. 6yJ10 BUABIEHO JIMIIE 5 XBOPHX .

VY Lentpi opdannux 3axBoproBanb HJICJI «Oxmaraut» npotsrom 2002-2016 pp.
Oyiu oOcTexeHi 522 AUTHHM 3 T103pot0 Ha XBopoOy [Tomne BikoMm Bia 4 MicsiiB 10 13
POKIB, XJ0M4UKIiB Oyno 282, niBuatok — 240. MonekyJIapHO-TeHEeTUYHE TOCIIIKEHHS
MIPOBOJIMIIN Y IPUBATHUX JIA00paTOPisiX (MOJIEKYIAPHO-TEHETUYHUHN aHaI3 HA MyTaIlii B
reHi GAA (maboparopis Archimed Life Science GmbH, Binmens, Asctpis)). 3a
pesynbTaTamMu (EepMEHTOIIArHOCTUKHU AlarHo3 iHQaHTWIbHOI (popmu xBopoou I[lomrie

BCTaHOBNIeHUMH y 5 mamieHtiB (y 3 — kmacuyHa ¢opma, y 2 — arumoBa abo
HEKJIacu4yHa). B yciX crmocTepexeHHSX [iarH03 BCTAaHOBJICHHWM 13 3aTPUMKOIO: 3a
KJIacu4Horo BapianTta iH(ManTwIbHOI (popmu xBopoOu Ilomme — Bik XBOpuX Yy

CepeIHbOMY CTaHOBUB 5,1 Mic., 32 HEKIIACUYHOTO — 6,5 POKY, 1110 XapaKTepHO IS L€l
TIaTOJIOTII>.

Cranom Ha xki”Henp 2021 poxy B VYkpaini, 3a cinoBamu Harami Iliukyp,
JIarHOCTOBAaHO 8 mamieHTiB 3 XxBopoOoro [lommne. Jlikapka BneBHEHa, 10 HACMpaB.l iX
3HAYHO OiJIbIIE, 0COOIMBO CEPE AOPOCIHUX®.

BianoBigHo m10 naHux, HagaHux y noxatky go jgucta MO3 Big 09.06.2022 Ne 25-
01/12931/2-22, ctanom Ha 2021 pik KUJIbKICTh NAII€HTIB 3 XBopoOoto [Tomiie ctanoBMIa
6 oci0, a B 2022 porii KiIbKICTh TMAIIEHTIB CTAHOBUTH 7 0¢i0 (BC1 JITH).

Posnopsmxkennsim Kabinery MinictpiB Ykpainu Big 28 kBiTHs 2021 p. Ne 377-p
Oyna cxBasieHa KoHiemninii po3BUTKY CUCTEMH HaJaHHS MEAUYHOI JOTIOMOTH MAIliEHTaM,

"https://health-ua.com/article/45504-majsterklas-dlya-lkarya-zdagnostuvannya-hvorobi-pompe-analz-kinchnih-vipadk
8https://project.liga.net/projects/goshe-story/
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AKi cTpakmaroTh Ha piakicui (opdanni) 3axsoproBanus, Ha 2021-2026 poxu® (maii -
Konnernmiist). Mera Konneniiii - 3MEHIIUTH CMEPTHICTh Bif piAkKicHUX (opdaHHMX)
3aXBOPIOBaHb, ITIJIBUIIUTH SKICTh JKWUTTS TNAII€HTIB, SKi CTpakJAalOTh Ha PIiJKICHI
(opdanni) 3axBOpPIOBaHHS, MUIIXOM 3a0€3MEYEHHSI CIIPABEAIUBOTO Ta PIBHOTO JOCTYILY
710 SIKICHOT MEMYHOI JOTIOMOT'M TAKUM Hall€HTaM, 30KpeMa J0 KICHUX, €(PEeKTUBHHX Ta
0e3NeYHMNX JIKAPChKUX 3ac001B 75 JTIKyBaHHA PiAKICHUX (Op(aHHMX) 3aXBOPIOBAHb, 110
MEIMYHUX BHUPOOIB Ta MPOJAYKTIB CHELIAIbHOIO JIKYBaJIbHOTO XapyyBaHHS, a TaKOXK
NICUXOJIOTIYHOTO cymnpoBoay. Bimnmoimno no Konmeniii VYkpaiHa B3suia Ha cebe
3000B’s13aHHA 3a0€3MEUYUTH MallleHTaM, SKI CTPaXJIalThb Ha piakicHl (opdaHH1)
3aXBOPIOBaHHS, 3aX0Iu 3 NPOQIIAKTUKA TAKUX 3aXBOPIOBAHb, OPraHi3allil0 HaJaHHS
MEIMYHOI JIOIOMOTH, Oe3nepepBHUM Ta O€30IUIaTHUH JOCTYyH JI0 HEOOXITHUX
JIKapChKUX 3ac00iB, MEAUYHUX BHPOOIB Ta BIAMOBITHUX Xap4YOBUX IPOJYKTIB IS
CHEI1aJTbHOTO JIIKYBAJTHHOTO Xap4yBaHHS.

2) nmaHi 1OA0 JAO0CTOBIPHOCTI pe3yJbTATIiB NOPIBHSJIBbHOI  KJIIHIYHOI
epexkTUBHOCTI Ta  Oe3mekM  3asIBJIEHOr0  JiKapcbkoro 3acody. Omnmc
(mpeacraB/ieHHs) 3a3HAYEHHUX Pe3YJIbTATIB

3 METOK aHaji3zy peKOMEHAAllil MmoAO0 JiKyBaHHA xBopoOu Ilomme naHux y
NAIEHTIB OyAb-SIKOTO BIKY MPOBEACHO MOIIYK TPETUHHUX JKepes 1H(opMauli moao
JIOKa30BUX JaHUX Y Taly3eBUX CTaHIapTax y cdepl OXOpOHH 370pOB'S YKpaiHu, Ha
caliTax MDKHApOAHUX PO UILHUX OpraHizaiii, y 6azax nanux PubMed, Trip Database.

B pesynbrari mpoBeAEHOTO MONIYKY 3HAaWIEHO HACTYNHY 1HGOpPMAII0 1010
TPETUHHUX JKEPEIL:

I'any3eBi crangapTu y cdepi 0XopoHu 310poB 51 YKpaiHu:

B Peectpi MeauKo-TEXHOJOTIYHMX JOKYMEHTIB 31 CTaHAapTH3allii MEIUYHOI
JIOTIOMOTH BIJICYTHIN YyHI(IKOBaHUN KIIHIYHUNA MPOTOKOJI MEIUYHOI JOMOMOTH TpH
xBOpo0Oi1 [Tomre.

Yunnniik  Bumyck  /lep:kaBHoro  ¢opmyJasipa  JiKapcbKHX  3aco0iB
3aTBepKennii Hakazom MO3 Ykpainn Bix 13.06.2022 Ne 1011"° - anrmokosunasa
anb(a He BKIIOYEHA.

MikHapoaHI KJIiHIYHI HACTAaHOBM Ta/a00 KOHCEHCYCHI peKoMeHAamii Ta
HACTAHOBM HAYKOBMX TOBAPHMCTB iHIIMX KPaiH NPEICTaBICHO B XPOHOJIOTTYHOMY
HOPAJIKY:

1. KoHncencycHi pekoMenaanii moao JiKyBaHHS Mi3HbOI (popMu XBOpoOH
Ilomne, AMepuKaHChbKAa acowialisgs HEHPOM'A30BOI Ta €JEKTPOAiarHOCTHYHOL
meauuuHu, 2012 (CONSENSUS TREATMENT RECOMMENDATIONS FOR
LATE-ONSET POMPE DISEASE, Cupler E. J. et al. and the AANEM (American
Association of Neuromuscular & Electrodiagnostic Medicine) CONSENSUS

*https://zakon.rada.gov.ua/laws/show/377-2021-p#Text
1%https://www.dec.gov.ua/materials/chinnij-vipusk-derzhavnogo-formulyara-likarskih-zasobiv/
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COMMITTEE ON LATE-ONSET POMPE DISEASE, Muscle Nerve. 2012 Mar;
45(3): 319-333)).

KoHceHcycH1 3asBU BayKJIHBI 17151 pO3pOOKH PEKOMEH AN 100 JIIKyBaHHS, KOJIU
MEJIMYHI pEeKOMEHAIlI, 1110 IPYHTYIOThCS Ha JJOKa3aX, 1 pEKOMEH Iallil 1010 JIIKYyBaHHS,
3aCHOBaHI Ha KOHTPOJbOBAHUX JIOCTIIPKEHHSX, € PIAKICHUMH a00 BIACYTHI.

3asBieHa 4YacTOTa PO3BUTKY XBOopoOM Ilomme B AUTAYOMY Billl KOJIHMBAETHCS
npu6au3Ho Bia 1 Ha 35 000 g0 1 Ha 138 000 cepen nacenenns TaitBanto Ta ["ommanmii
BiIMOBIAHO. Opi€eHTOBHA YacToTa Mi3HbOI popmu xBopobu [lomne cranoButh 1 Ha 57
000. ®dakTruna yacrota mi3Hboi Gopmu xBopodbu Ilommne y CIIIA HeBimoma, ane oaHe
JOCITIDKEHHS TT0Ka3ajo, 10 9acToTa BCcix ¢popm Moxe pocaratu 1 Ha 40 000.

VY 2006 pomi anrmoko3ugaza anbda Oynia cxBajgeHa YTMpaBIiHHIM 3 THUTaHb
XapyoBUX NPOAYKTIB 1 Jikapcbkux 3aco0iB CIIIA (FDA) ta €BporneiicbkuM areHTCTBOM
3 JMKapChKUX 3ac00iB 1 cTajia MePIIUM CTIeU(PIIHUM JIIKyBaHHSAM XBopoou [lomre.

[Tizas ¢popma xBopoOu I[lomme — 1me MyJIbTUCHCTEMHUN poO3ial, KUl MOTpedye
3aITy9eHHS] MYJbTUIUCIUTIIIHAPHOT KOMaH/IM JIJISl HAJIEKHOTO JIIKYBAaHHS Ta JIIKYBaHHS
JIETEHEBUX, HEPBOBO-M SI30BUX 1 IIIJTYHKOBO-KUIITKOBUX PO3JIAIiB.

PexomeHaliii oo JiKyBaHHs 3aJIe’KHO BIJI CTaJlii Ta TsSHKKOCTI XxBopoou [lomme:

Locumnmomni nayienmu 6e3 00 €KMUGHUX O3HAK:

1) KOXXH1 6 MICALIB MAaIll€HTH NOBHHHI OIJISIIATHCSA HAa HAsIBHICTH CJIa0OKOCTI
MPOKCUMAJIBHUX M’SI31B 1 JIET€HEBY (DYHKIIIIO;
2) @®3T cnix po3MoYMHATH TIPH:

- IOSIB1 CUMITTOMIB;

- IOSIBI TIOMITHOI CJIA0OKOCTI MPOKCUMAJIBHUX M’si31B 200 3HWKEHHS (POpPCOBAHOT
KUTTEBOT EMHOCTI y BEPTUKAIBLHOMY a00 Jie)KauoMy TMOJI0KEHHI.

Jlocumnmomui nayichmu 3 06 €KMUBHUMU O3HAKAMU

®3T cmig po3MOYMHATH, SKIIO IAIMEHTH O€3 CHUMIITOMIB MAarOTh CIA0KICTh
MPOKCUMATBHUX M’SI31B, IO BUSBISETHCA 3a IMIKAIOK MeEIUYHOI TOCTITHUIIBKOT paan
(Medical Research Council scale), abo 3HmxkeHy (OpcoBaHy >XUTTEBY EMHICTH Y
BEPTUKAIILHOMY a00 JIe)KauyoMy TTOJIOKEHH1

Tayienmu 3 cumnmomamu

@3T caia po3nOYHHATH SKIIO:

- crocrepiraerbcsi ad0 3HMKEHHS (OPCOBAHOI JKUTTEBOI €MHOCTI JIETE€Hb Yy
BEPTUKAIBLHOMY TOJIOXKEHHI a00 Jiexkaun abo MiIBUIIEHA CIa0KICTh KIHIIIBOK;

- MaIfi€eHTaM Ba)KKO BUKOHYBATH MOBCSIKICHHI JIii;

- BUKOPHCTOBYEThLCS a00 HE BUKOPHUCTOBYETHCS HEIHBa3MBHA BEHTHJIALLIS.

Hassnicmo sasickux cumnmomie (SKIIO TAIIEHT MPUKYTHH 10 1HBAJITHOTO Bi3Ka i
BUKOPHUCTOBY€E 1HBA3UBHY BEHTHJIALIIIO JIETEHb BJICHD 1 BHOYI):

- 3T pexoMeH0BaHO MPOTITOM | POKY 3 MOJATBIIOI OILIHKOK €(hEeKTHBHOCTI
Teparii;
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- miciig nepuoro poky JiikyBaHHsA, @3T pekoMeH10BaHO B KOXXHOMY KOHKPETHOMY
BUIIAJIKY JIJISl IAIIEHTIB, SIK1 MOTPEeOYIOTh Oe3nepepBHOI 1HBAa3UBHOT BEHTUJIAIIIT JIETCHIB,
3a pimeHHsM 6araronpodinbHOi KoMaHau (PaxiBIliB;

- npogoBxyite ®3T, fAKIIO BaKKlI O3HAKM Ta CHUMIITOMHU cTalLIi3yBajmucs abdo
MOKPAIMIINACS.

Tpusanicmv monimopunay @3T:

- OIUH PIK 3 MOBTOPHOIO OI[IHKOIO /JIsS BUPIMICHHS MUTaHHS MPO MPOJOBKEHHS
JIKyBaHHS;

- matieHTH, siki oTpumytoTh @3T, moBUHHI nepeBipaTHcs Ha aHTUTLIA IgG KoXKH1 3
MICSIITI TTPOTSTOM 2 POKIB, a IMOTIM IIOPIYHO.

Pexomenaiiii 111010 JiKyBaHHs HUTYHKOBO-KHUIIIKOBUX PO3JIAJIIB IPH Mi3HINA GopMi
xBopoou [lomrie

1) KOOpJIMHYBAaTH JIIKyBaHHS depe3 OararonpodiibHy HEPBOBO-M’SI30BY
KITIHIKY;

2) 3aJydaTH J0 JIIKyBaHHS JIOCBIIYEHOTO JTIETOJIOTA;

3) MPOBECTH  BiZACOQIIFOOPOCKOMIYHY  OIIIHKY KOBTaHHS Ta  OIHKY

racTpoe3odareanbHOro pearoKcy, MO0 BUPIMIATA NUTAHHSA TOAYBaHHS MNEPOPATBHO
a00 Jepe3 30H.;

4) CTEXKUTH 3a IapamMeTpaMu poCTy;

5) 3a0€3MeUnTH aJICKBaTHE XapuyBaHHS, IO CKIAJAETHCA 3 JIE€TU 3 BUCOKUM
BMicTOM Ou1ka (20-25%) 3 yBaroto 70 BiTaMiHIB 1 MIHEpaiB;

6) HABYaTH NAII€HTIB MPaBUILHOMY BUKOPHUCTAHHIO O€3pelenTypPHUX JIIKIB;

7) narieHTy, ki orpumyiots 3T, nmoBuHHI niepeBipsaTUCA Ha aHTUTINA [gG

KOXH1 3 MiCSIIl IPOTATOM 2 POKIB, a OTIM IIOPIYHO.
Pexomenmaiii 11010 JiKYBaHHS JET€HEBUX DPO3JIAMIB MPU MOi3HIA (GopMi XBOPpOOH
[Tommie

1) 3aIy9UTH JIIKAPSA-TyJIEMOHOJIOTA, SKUW Ma€ JIOCBiJl BEJICHHS MAIIEHTIB 13
HEPBOBO-M 30BUMU 3aXBOPIOBAHHIMU;

2) IPOBOJUTH IICTUIEHHS, B TOMY YUCI1 IPOTU MTHEBMOKOKY Ta TPUITY;

3) paHHE Ta arpecUBHE JIKyBaHHs OakTepiadbHUX Ta BIPYCHUX 1H(EKIIIH;

4) OYMIIYBaTH BUIUIEHHS 3 JUXAJIbHUX WUISAXIB (HAPUKIAA, MPUCTPIN IS
B1JIKAIIUTFOBAHHS, B1JICMOKTYBaHHs);

5) HABYUTHU TMAlI€HTIB 1 iX CIM’i BUKOPHCTOBYBATH TEXHIKY JOMNOMIXHOTO
KAaIIUTIO Ta TPEHYBAHHSI IUXATbHUX M SI31B;

6) JIKyBaTU TIOPYIICHHS JUXaHHS YBI CHI 3a JIOTIOMOTOK TOCTIHHOTO

MO3UTUBHOTO THCKY B jauxainbHux nuigxax (CPAP) abGo naBopiBHEBOI HIYHO1
HE1HBAa3WBHOI BeHTU I Jereds (BiPAP);

7) 3a BIJCYTHOCTI JOCHIPKEHb CHY, PO3TJISHBTE MOXJIHMBICTh IITY4HOI
BeHTW Il siereHiB BiPAP, sxmo aptepianbaniit PCO, cranoButh >45 MM pT.CT.,
dbopcoBaHa >KUTTEBA €EMHICTh JIET€Hb Ji€kKayd Ha COUHI CcTaHoBUTH <50% BiX
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IPOTHO30BAHO1, HETaTUBHA CHUJIa BAUXY cTaHOBUTH <60 cM H20 abo HacuueHHs KUCHEM
nazgae 10 <88% mpoTsroM 5 6e3nepepBHUX XBUJIMH 1] 4ac CHY;

8) JIKyBaTU CyIyTHI 3aXBOPIOBaHHS, TakKl K acTMa abo KapAioMionaris;

9) pO3rIIsIHYTH MOKIuBICTh D3T.

PexomeHnnanii 1100 JIiKyBaHHS OMOPHO-PYXOBOIO amapaTry Mpu Mi3Hid dopmi
xBopoOu [Tomme

1) Hapaiite mnarmienTy iHQopMalilo IIOAO HACTyHHUX pecypciB: Acomiamis
M’s130B0Oi AucTpodii, Acomiatis nedinuTy kucnoi manbrasu, Peectp [lomme, Acomiaris
XBOpOOM HAKOMMYEHHs riIikoreHy, MixknapoiHa acorrianis [Tommne

2) di3ukanpHe 00CTE)KEHHS Ta OIIHKU:

- TIAI[IEHTH TOBHHHI MPOUTH OOCTEXEHHS Y Kapiojiora Ta IMyJbMOHOJOTa IMepe
MOYaTKOM 3aHSTh;

- 00CTEeXEHHS BCIX MAITIEHTIB 13 J1arHOCTOBaHOIO XBOopoOoro Ilomme, He3anexHO
BiJl BIKY Ta BHUKOPHCTaHHS I1HBaJiTHOTO Bi3Ka, 3a JOMOMOIOI0 JIBOCHEPTEeTHYHOI
pentreniBcbkoi abcopOmiomerpii (DEXA - dual-energy x-ray absorptiometry);
MOIAJTBIIT CIIOCTEPEKEHHS MOYKHA PO3IIISIATH HA MIOPIYHINA OCHOBI;

- TALIEHTH 3 MI3HBOI (QopMor xBopoOu I[lommne Ta 3HUKEHOI IMIUIBHICTIO
KICTKOBOI TKAaHMHHM MOBUHHI MPONUTH MEINYHE OOCTEKEHHSI, BKIIOUAIOUH J1a00paTOpH1
TECTH Ta OV JIKIB €HAOKPUHOJIOroM abo (paxiBLEM 3 IIUIBHOCTI KICTKOBOI TKAHUHU;

- TPOBENITh OLIHKY pHU3UKY NaJiHHSA 3 HACTYNHOK (POPMAJIBHOK OI[IHKOIO
pIBHOBAru ta 0e3me4YHOi XOAM JIJIs MAIlI€HTIB 13 MIJIBUIICHUM PU3UKOM OCTEOINOPO3Yy Ta
T1a/I1Hb;

- PEKOMEHIyHTe ajganThBHE OOJIaJIHAHHS, TaKe SK TPOCTHHA ab0 XOJYHKH, 1100
3MEHIIUTH PU3HK T1a]11Hb.

3) dizioTepamnis Ta TPyJA0Ba Teparlis:

- (izioTepaneBT ab0 eprorepamneBT MOBHHEH PO3POOMTH TPOrpaMy BIpaB, sSKa
MOXKE BKIIFOYATH OJHE a00 JeKiJbKa 3 HACTYIHOro: X0Jb0a, OiroBa Mopikka, i31a Ha
BEJIOCHTIIEeIl, TPOrpaMu B OaceiiHi, IiaBaHHS, CyOMaKCHMallbHI aepoOHI BIpaBu abo
3MIIIHEHHS M’ f31B, fKa BIANOBIJAE PEKOMEHAAILISIM LIOJ0 IHIIUX JET€HEPaTUBHUX
3aXBOPIOBaHb M’SI31B;

- HEOOXIJTHO YHUKATH CIa0KOCT1 BiJl MEPEBTOMH, HAAMIPHOT BTOMH, BUCHAKIUBUX
BIIPaB 1 EKCIICHTPUYHUX CKOPOUYCHb;

- 3pOOUTH aKIIEHT Ha CyOMaKCUMAaJIbHUX aepOoOHUX BIIpaBax;

- nojaty (QYHKIIOHATIBHY AISUIbHICTh, KOJIM 1€ MOKJIUBO;

- HEOOXiTHO HABYMTHU MAIi€HTA KOHTPOIIOBATH YacTOTY CEPIEBUX CKOPOYCHH i
JUXaHHS 3aJ71€KHO B1Jl HABAHTAKECHHS,

- IHTETpYBaTH METOJU €HEPro30epekeHHs Ta 010MEXaHI4HI epeBaru;

- npoIIAKTUYHUN PEKUM PO3TSKKMU CHiJ] MOYMHATH PAaHO 1 BUKOHYBATU SIK
YaCTUHY IIOACHHOTO PO3MOPSAKY IHS, MO0 3amo0irTd abo yHOBIIBHUTH PO3BUTOK
M’SI30BUX KOHTPAKTYp 1 AedopMariiii.

10
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4) JlikyBaHHSI KOHTPAKTYp

JlikyiiTe KOHTpAaKTypu 3a JOIMOMOIOI0 OPTONEIWYHUX IMPHUCTPOIB, BIAMOBIIHOTO
MOJIOXKCHHS JIUIS CHIIHHS B 1HBAJIITHOMY BI3KY Ta OTIOP JIJISl CTOSTHHS

5) XipypriuHe BTpy4aHHs

XipypriuyHe BTpY4YaHHs CI1J pO3TIsAaTH IpHU CKOi031, Koiu KyT Ko60a cTaHOBUTH
Bix 30° mo 40°

6) Bitaminu Ta MiHepasibHI 10OABKU

PekomennyBatu Bitamin D, xkampuiii 1 OicgocoHatu, JOTPUMYIOUUCH
pEeKOMEeH Al 00 1HIINX HEPBOBO-M’SI30BUX PO3J1aIiB

2. Kuiniuni pexomenaaunii moao mizHboi ¢popmu xBopoou Ilomme, Icnmanis,
2012 pik; 3a HayKOBOi MIATPUMKH [CITAHCHKOTO TOBApHCTBA BHYTPIIIHBOI MEIUIIUHH,
Icnancekoro TOBapucTBa HEBposiorii Ta IcmaHChKOro TOBapHUCTBa IMHEBMOJIOTII Ta
topakanbHOi xipyprii (Clinical guidelines for late-onset Pompe disease, with the
scientific backing of: Spanish Society of Internal Medicine (SEMI), Spanish Society of
Neurology (SEN) and Spanish Society of Pneumology and Thoracic Surgery (SEPAR),
Rev Neurol. 2012 Apr 16;54(8):497-507)"!

Jlo pobouoi rpymnu, sika po3poOuiia Il peKOMEHJallii, BXoAiTh (axiBIl 3 yCIX
npodeCiiHUX MUCIMIUIIH, MOB’SI3aHUX 3 JIKYBaHHSM MAIli€HTIB 13 xBopoOoto [lomme:
HEBPOJIOTisl, MyJIbMOHOJIOTIS, OUTAYa HEBPOJIOTis, BHYTPIIIHI XBOpOoOH, OloXiMis Ta
TreHeTHKa. ABTOPH MPEJCTABISAIOTh HAIIOHAJLHUNA KOMITET EKCHEPTIB 3 XBOPOOHU
[Tomrie, rpymy JikapiB 3 BEJIMKUM KJITHIYHUM JIOCB1JIOM 3aXBOPIOBaHHSI.

®3T BUKOHYETHCS 3a JOMOMOror 1H(QY31M anriaoko3ujaasu ainbda (kucima o-
TJTFOKO3W1a3a JIFOAUHY, 0 BUPOOseThes pekomOinanTHow JIHK y kimitTnHaX sieaHuka
kutaiicbkoro xom’sika (CHO - Chinese Hamster Ovary). Lle nikyBanHsi Bnepiie Oyiio
3actocoBano B 2000 poiri, 1 KJIiHIYHE MOKpAIIEeHHS 0YyJI0 JOCATHYTO B yCiX MAIlIEHTIB,
SKUX JIIKyBaJd. €BPOIMEWCHKUM areHTCTBOM 3 JiKapchkux 3aco0iB y 2006 porii Ta
VYmpaBaiHHSAM 3 MUTaHb XapYOBUX MPOAYKTIB 1 ikapchkux 3aco6iB CIIIA (FDA) y 2010
poiri OyJI0 CXBaJICHO II€ JIIKyBaHHS JUTsl MAIIEHTIB 3 Mi3HKOIO (hopMOoro xBopoou [Tomme.

Cranom Ha 2012 pik HeMae MIXHApPOJHOTO KOHCEHCYCY IIOAO LUIEH, SIKHX CIILJ
JocsraTd Mpu JIIKYBaHHI TNAlI€HTIB 13 Mi3HbOIO (QopMoro xBopoOu Ilomme 3a
nonomMoror ®3T, ane npuHaiiMH1 BOHM TOBUHH1 OYyTH TaKHUMHU:

- Crabinizaiiss ab0 moKpaileHHs (QYyHKIT AUXaHHS (3MEHILIEHHS ab0 YCYHEHHs
notpebu B LIIBJI).

- Crabimizanis abo MmokpamnieHHs: pyxoBoi (PyHKIIT Ta 3ano0iraHHs MosiBl pyXOBUX
CHUMIITOMIB y 6€3CUMITOMHUX MAIll€HTIB.

- [ToninmeHHst XapyoBOTro CTATyCy Malli€HTA.

- [TominmeHHs AKOCT1 )KUTTS HaII€HTA.

- 3ano6irtu abo BIACTPOYMTH HACTAHHS YCKIIAJIHCHB. Y MOJIOAIIMX MAIlI€EHTIB CJIiJT
IPUAUIATA yBary MOTOPHOMY PO3BHTKY Ta POCTY.

Uhttps://www.orpha.net/data/patho/Cpg/en/PompeLateOnset ES en CPG_ORPHA420429.pdf
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OCHOBH1 BUCHOBKH Ta PEKOMEH/IaIli{

1) IIpu HasiBHOCTI B aHamMHe31 a00 KJIIHIYHHUX O3HAK, IO BKa3yKOTh Ha XBOPOOYy
[Tomne (cmabKicTh KIiHIIIBOK, OCOOJIMBO HIT, 3 PECHipaTOPHUMHU CUMIITOMaMu abo 6e3
HUX), TAallleHTa CJIiJ HeralHo HampaBUTH 10  chemiamictiB. HeoOxinHwuii
MYJIbTUIMCUUATUIIHADHUNA MOHITOPUHI TAIl€HTAa, 1 PaHHIM MOYaTOK JIKYBaHHS MOXE
NOMITHO TMOKPAUIUTH IXHIM NpOrHO3 (PiBEHb JOKa30BOCTI 3-4, CTyHiHb peKOMEHAAIll
D).

2) BukopucTtaHHs aHani3y aKTUBHOCTI O-TJIOKO3MJA3M 3a JIOMOMOTOI TEXHIKU
cyxux isM KpoBi (DBS) € BaxiIuBUM nepiimm KpokoM y AiarHocTulll xBopoou [lommne
(piBeHb OKA30BOCTI 1, CTYIMHL peKOMEeHaaIii A).

3) o6 miaTBepauTu aiarao3 xBopoobu Ilomme, ciix mpoBecTH aHajli3 aKTUBHOCTI
dbepMeHTy B 130J1bOBaHUX JIMGOIMTAX Yy PiIKOMY 3pa3Ky abo aHami3 MyTallii reHa o-
TIIFOKO3U 131 (PIBEHb JIOKA30BOCTI 1, CTYMiHb peKoMeHaIi A).

4) 1llo crocyeThCs TEHETUYHOIO JOCHIKCHHS, HEMA€ KOIHOTO BUIIPABIIAHHS JIJIs
MOMYJISAIIMHOTO JOCTI/HKEHHS B IMapax HOCIiB MyTallii, Xo4a B MPaBUILHOMY KOHTEKCTI
BOHO MOXe OyTH Jy>Ke KOPUCHUM (piBEHB JOKA30BOCTI 2, CTYMiHb peKoMeHaii B).

5) Xoua nmoceix 3actocyBanHs P3T mpu xBopoOi [lomre 3 mi3HIM MOYATKOM
0oOMeXeHUM, BpPaxOBYIOUM, IO 1€ PIJKICHE 3aXBOPIOBAHHS 3 BEJIMKOK KITHIYHOIO
Bapia0ENbHICTIO, ICHY€E JOCTaTHBO JOKAa31B, sIK1 MIATBEPKYIOTh epekTuBHICTh D3T 115
NOKpalieHHs: abo cradutizalii pyXoBUX 1 JUXalbHUX (YHKUINA (pIBEHb JOKA30BOCTI 1,
CTYyMiHb peKkoMeHaalii B).

6) ®3T cuin po3moYMHATH, SK TUTBKH 3 SBJISIIOTHCS CHUMITOMH, TOB’s3aHI 3
xBopoOoto [Tomme (piBeHb 10Ka30BOCTI 3, CTYMiHb pekoMeHalii D).

7) Hemae nocratHix mokasiB Ha miaTpuMky npunuHeHHs ®3T, ame ii moriasHO
NPUIIMHATH, SKIIO: 1€ BIacCHE Oa)kaHHS TAIl€HTa, SIKIIO € CepHO3H1 MOOIYH1 SIBUIIA, SKI
HEMOXXJIMBO KOHTPOJIIOBaTH, a00 cepiio3HAa CYMyTHS TATOJIOTis, SIKa OOMEXye
OUIKyBaHY TPHUBAIICTh XUTTS TaIlli€eHTa (PiBEHb JTOKA30BOCTI 4, CTYMiHb PEeKOMEHIAITI]
D).

8) PexxuMm xapuyBaHHsI Ta aepoOHI BIPAaBH MOXKYTh MOKPAIIUTUA PYXOBY (PYHKIIIIO
nauieHTiB (piBEHb JOKA30BOCTI 3, CTymiHb pekoMeHAaarlii D).

3. Pexomenaanii o0 JiKyBaHHs JIi30COMHHMX XBOP00 HAKONUYEHHS LVIIXOM
(pepmenTHo3amicHol Tepamii B Magaiisii, 2012 pik (Guidelines for Treatment of
Lysosomal Storage Diseases by Enzyme Replacement Therapy in Malaysia, MEDICAL
DEVELOPMENT DIVISION MINISTRY of HEALTH MALAYSIA, 2012)"2

KPUTEPII BIAITOBIJHOCTI U1 ®3T

1. I'pomanssaua Marnaiisii.

2. IligTBepmxenunii qiarno3 xsopoowu [lomme.

Jliarao3 xBopoOu [lomre nmoBuHEeH OyTH BCTAHOBJICHUH OJHUM 13 TAKUX METO/IIB:

"https://www.moh.gov.my/moh/resources/Penerbitan/Perkhidmatan%200nG%20&%20Ped/GEN_RARE%20DISEASE%20/2._Guidelines_for Treatme
nt_of Lysosomal Storage Diseases by Enzyme Replacement Therapy in Malaysia .pdf
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a. IeMOHCTpallig cnenudigHoro aedinuTy Kuciaoi anbga-TiIioK03uaa3u, BUMIPSHOT
B CyXHX IUIsIMax KpoBi, TiMponurax, Gpidpodiacrax mkipu abo m's3ax;

b. HasBHICTP MyTalliii TeHa KHUCIIOi aib(a-TIIFOKO3UIa3u, SKi, SK BIJIOMO,
MPU3BOISTH 0 CEPHO3HOTO Ae(PIITUTY aKTUBHOCTI (PEPMEHTY.

3. Tsxkictb xBopoOu [Tomne

Ingpanmunvna popma

a. Ycl mauieHTd 3 1H(AHTWIBHOIO (OPMOIO 3 KapJlOMiOMNaTier, M’ S30BOIO
cnabKicTi0 Ta/ab0 MUXaJbHOK HENOCTaTHICTI0O MaroTh mpaBo Ha ®3T, 3a BUHATKOM
NAII€HTIB, SIK1 BXXe nepe0yBatoTh Ha JOBTOCTPOKOBIM 1HBA3UBHIN BEHTUIISALI] JIETEHIB 3
MPUBOJY JUXAJbHOI HEJIOCTAaTHOCTI a00 Ha Takiil Mi3HINA cTajli 3aXBOPIOBAaHHS, IO
JIKyBaHHS HE MPUHECE KOPHUCTI.

b. Cratyc CRIM: mnamientu 3 HeratuBHUM pesyinbTatoM CRIM (cross-reactive

immunologic material - mepexpecHO-peaKTUBHUN IMYHOJIOTIYHHUNM Marepian) He
BuKio4aroThes 3 O3T, ane iMm Moke 3HamoOUTHCS MOIU(DIKOBAHUHN TIIaH (EePMEHTHOI
Teparii.

3axeoprosanna 3 Ni3HIM NOYAMKOM

[TamieHTH 3 MI3HIM MOYAaTKOM M’SI30BOi  CIAO0KOCTI Ta/ab0 pecrmipaTopHOIO
HEJOCTATHICTIO, IO MPU3BOJIUTH /10 MOTIPIICHHS AKOCTI XUTTS, MatoTh npaso Ha O3T,
3a BUHATKOM TALI€HTIB, $KI B)XXE NepeOyBalOTh Ha JOBIOCTPOKOBIM 1HBa3MBHIN
BEHTW ST JIET€HIB 3 MPUBOAY JIWXaIbHOI HEJOCTATHOCTI a00 y HHUX BakKKa CTaJis
3aXBOPIOBAHHS Mepe] noyaTtkoM JikyBanHs O3T.

4. 3aranbHi yMOBHU

- TIAIIEHTH, K1 PO3TIISAAIOTHCS JIsE OTpUMaHHs (1HAHCOBOI MIATPUMKH BiJ ypsILy
Mamnaitzii (MinHicTepcTBa OXOPOHH 370pOB’s1) 200 MOB’S3aHUX 3 HUM areHIlil OXOpOHU
310poB’s (Hampukiaa, MiHicTepcTBa BUIOT OCBITH Ta MiHicTepcTBa 000pOHU) st
nikyBanHs ®3T, noBuHHI OyTH TOTOBI OpaTM y4yacThb Y JOBIOCTPOKOBIM OIIiHII
¢()eKTUBHOCTI JIKYBaHHS IUISXOM IEPIOJMYHOTO MEIUYHOTO0 OOCTEKCHHS BIIITOBIIHO
1o pexomenaanii ®3T;

- SKIIO, 3aJE€XKHO BIJ MNPUPOJHOrO Nepediry 3axBOPIOBaHHS, HEMAae JOKa3iB
3HAYHOT'O KJIIHIYHOTO MOJINIIEHHS CTaHy MHaijieHTa ado craluii3alii cTaHy HaijieHTa 3a
OI[IHKOIO HE IMi3HIlIe HDK 4Yepe3 12 MiIcAIiB TMicias MOdYaTKy Tepamii, Toal Oyne
NEPErISIHYTO MOJIalibIlle MPABO MalllEHTa HA OTPUMaHHs (DIHAHCOBOI JIOMTOMOTH 3a IUMHU
JIOMOBJICHOCTSIMU,

- SKIO TAaIlieHT HE JOTPUMYETHCS HAJICKHUM YMHOM JIiKyBaHHS ab0 3aXOpiB,
BKUTUX JJI1 OLIHKA €(QEeKTUBHOCTI JIIKyBaHHS, (iHAHCOBA JIONIOMOra 3a I[UMHU
JIOMOBJICHOCTSIMU OyJie CKacoBaHa.

KPUTEPII BUKJIIOYEHH A

1. TlamieHTn 3 IHIIOW HEOE3MEYHOK IS KUTTS XBOPOOOIO, HAa IMPOTHO3 SKOI
HaBpsia un BimmHe O3T, He OyayTh BBOXKATHUCS TAaKWUMHU, IO MiIXOAATH JUIS JIIKYBaHHS
3a nonnomororo O3T.
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2. HasBHicTh cepiio3HOTO a00 HE3BOPOTHOTO YpaKeHHsS M S31B/CEpLIeBUX Ta
OpraHiB, sSIK€ HaBPsI/I YU TOKPAIIUTHCS 3a goromororo O3T.

3. BimmoBa marienTiB 260 0ci0, SKi TOTISAaI0Th 32 HUMH, BAKOHYBAaTH HACTYIIHE:

a. Bigmosimatu poBroTpuBanmiii Tepamii, K pekoMeHaoBaHO KoMmitetoM D3T, y
(opMi BHYTPILIHLOBEHHUX 1H(Y31i JBIYl HA TUXK/ICHb.

b. JloTpuMyBaTHCh BUMOT PETYJISAPHOTO CIIOCTEPEKEHHS, OLIHKH Ta TMPOIEayp
MOHITOPHUHTY, 5K 3a3HaueHO B pekomeHaarisx O3T.

JNO3YBAHHS: PexkoMeHnoBaHul pPEXUM J03yBaHHS alrlOKo3uAasu anbda
cTaHOBUTH 20 MI/KTI KOKHI /IBa THKHI IIUISIXOM BHYTPIIIHBOBEHHOT 1H(Y31i.

OOPMU 3I'OAN: [Tamientu abo ixHi 6ATHKU/OMIKYHU MOBUHHI MiANUCATH GopMy
3roau mepen modatkoMm cyocumoBanoi 3T, sky HEoOXiTHO HaAATH IIiJI Yac Iojaadi
3as1BKH.

MOHITOPUHI" TEPAIIII

[TamienTn, ski nmepedyBaroTh Ha cyocumaoBaHii D3T, peryiasipHO KOHTPOIIOIOTHCS
Texniunoro komiciero 3 @3T Ha OCHOBI AaHUX, K1 Ma€ 310paTH JIKYIOUUN JiKap.

BIJIMIHA TEPAIIII

Cy6cunoBane nikyBaHHs ®3T moxxe OyTw BiAMIHEHO NpU OyIb-AKIH 13 TaKHX
CUTYAIIN:

a. MalIeHT HE JOTPUMYETHCSA aJEKBATHOIO JIIKYBaHHA (3a 3aMOBUYYBaHHSAM 2 abo
outbiie 1HGY31M OpoTAroM 6 MicAIiB 0e3 MOBAXHOI MPUYUHHM) ab0 MOHITOPHUHTY,
IPOBEICHOTO JUIsl OLIHKU €()EeKTUBHOCTI Teparii;

b. K10 Teparisi He yCyBa€ CUMIITOMH 3aXBOPIOBAHHS, SIKE CIIOYATKy MPU3BENIO JI0
OTPUMAaHHSI JI03BOJy Ha CyOCH/I0BaHE JIIKYBaHHS;

C. O3HaKM NpPOTpPeCcyBaHHs 3aXBOPIOBaHHS, HE3BAXKalOUM Ha PETYJSApHY Teparilo,
BKJTFOUAIOYM BUHUKHEHHS MOTpeOH B 24-TOAWHHIN 1HBAa3MBHIM BEHTHIISII JIETEHb, 110
BKa3ye€ Ha Te, 110 CepLIeBO-IUXaIbHA HEOCTATHICTh MIPOTPECYE;

d. M'30BHIi TOHYC HAaCTUIBKM HU3BKHI, 110 BIACYTHI KOPHCHI pyXu abo pyXOBUil
PO3BUTOK;

€. PO3BHTOK YCKIAIHEHb, IO 3arpOXKYIOTh >KUTTIO, II0 MOXE MOCTAaBUTH IIiJ
3arpo3y e(exTuBHICTb a00 KopucTh BiJ mpoaoBxeHHs D3T, BkiItOouarOuM Cepilo3Hi
noOi4yH1 peakilii, moB’s3aHi 3 iHQY3i€w0, abo peakilii, MOB’A3aHl 3 AHTUTLIAMH, SKI
HEMOXXJIMBO 3aroOirTy abo0 KOHTPOJIIOBAaTH BIAMNOBIAHOI MpeMEAUKalieo Ta/ado
KOPUT'YBAHHSIM IIBHIKOCTI 1H(Y3Ii.

4. XBopo0a Ilomme: giarHocTHMKa Ta JiKyBaHHA. Pexkomenaaunili KaHaICbKOI
eKCIePTHOI TpynM 3acHoBaHi Ha aoka3zax, 2016 (Pompe Disease: Diagnosis and
Management. Evidence-Based Guidelines from a Canadian Expert Panel, Tarnopolsky
et al.,, Canadian Journal of Neurological Sciences 2016 Jul; 43(4):472-85. doi:
10.1017/cjn.2016.372016))"?

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 BEE7B29905AC601D8D6D09A7A94A
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Pexomennamnii Oymu po3poOieH] MDKIUCHUILIIHAPHOK TPYHOK KaHAJChKHUX
JiKapiB, SKI BEAyTh IMAIIEHTIB i3 XBOopoOoro Ilommie, mMaroTh 3HAHHS MPO PECypCH,
JIOCTYIIHI TIO BCi¥ KpaiHi, 1 CHUPAIOTHCS Ha JIOKA3H 3 PeleH30BaHoi JiTeparypu. PiBeHb
JIOKa31B JIOCHIKyBaBCcsl Ha OCHOBI miaxoay OKcOpIAChKOro UEHTPY AO0Ka30BOi
MEIUIHUHY Ta miaxoay MixkuaapoaHoi rpynu GRADE no kiniHiuHMX HacTaHOB.

3a OI[IHKaMH, NOIIUPEHICTh Mi3HbOI (popmu xBopodu I[lomme ~1:57 000, Toai sk
iHbanTUapHOT QopmMu — ~1:138 000, ame >xomuux pocimikeHb y Kanani He
TIPOBOIUIIOCH.

®3T € e€1MHOIO BCTAHOBJICHOI MEIMKAMEHTO3HOK TEpami€ro s MaIll€eHTIB 13
xBopoOoro Ilomme, cnpsmoBanoro Ha aedinut (epmeHTty. PexomOinanTHa (opma
kucnoi anba-rmroko3uaazu moaunu (thGAA; alglucosidase alfa; Myozyme®) €
enuHoro cxBajeHoro ®3T nHapasi B Kanazai Ta BBOAUTHCS y BUTIISII BHYTPIIIHBOBEHHOT
1H(Dy311 KokHI ABa TwkHI. [HII hopmu D3T 3HAXOAATHCSA HA PI3HUX CTAAISIX KIIHIYHOT
po3poOku. Xoua @3T He BuitikoBye Bif xBopoOu [lomme, 11e €quHe NiKyBaHHS, SKe, SK
OyJ0 TMOKa3aHO, 3MIHIOE TMepedir 3aXBOPIOBAHHSA y TAIlEHTIB 13 XBopoOow [lomre.
Haii6inpmr  3HauymuM  ¢GakTopoM, SIKMA MOXKE BIUIMBAaTH Ha 010J0CTYIHICTH
pEeKOMOIHAaHTHOTO (hepMEHTY, € BUpPOOJIeHHS aHTU-GAA HEUTpaTi3ylOUuX aHTUTLI, SKE
Bi10yBaeThes micis noyatky @3T. ¥V Bunmaakax iHpantuibHOi popmu xBopodu I[Tomrie
Ha HMOBIPHICTh PO3BUTKY BHUCOKHUX THUTPIB aHTU-GAA aHTUTUI TOJOBHUM YUHOM
BIuiuBae ixHid cratryc CRIM  (cross-reactive immunologic material - mepexpecHo-
pEaKTUBHUIN IMyHOJIOTIYHUNA MaTepian).

KepiBHI npuHIMOH YOPaBIlHHA 1HOaHTHIEHOKO hopMoro xBopoou [lomie

1) [Tamientam 3 xBopo6oto [Tomne B auTsiuomMy Bii ciif 3anpornonyBatu O3T
B 1031 20 MI/KT KOXHI ABa TIKHI. JKicTh qoka3is: Grade A.
2) [Tepen mouatkom P3T BaxknuBo BuzHauutu craryc CRIM 1 uu mae Oytu

KIIiHIYHE BUNPOOyBaHHS 1HAYKIIi iMyHHOI TosepaHTHOcTi (IIT) wactuHOIO TUTaHY
nikyBaHHsA. J[uTHHY caig OOCTEXXKUTH B IEIIaTPHYHOMY IICHTPI, SKHHA Ma€ JIOCBia
JIKyBaHHS HEMOBIIAT 13 XBopoOoto [Tomme. fAkicTh mokasiB: Grade B.

[I{o6 npoTumisiTH PO3BUTKY HEUTpamizyrouux aHTUTLI 10 ThGAA, JOCIIIKYIOThCS
KUIbKa TpenapariB, sIKl MOTEHI[IHHO MOXYTh MOM’ SIKIIMTH IMYHHY BianoBigs Ha O3T
(HampuKJaJ, COPUATH IMyHHIM TOJIEPAHTHOCTI). IMyHOMOY 1I0I0Ul TPOTOKOJIN MOXKYTh
BKJIIOYATH KOMOIHALII0 pUTyKCUMaly, METOTpeKcaTy Ta MIATPUMKY Tramma-
rJ1I00yJIiHaMU MPOTATOM NEPIoy 1HAYyKOBaHOrO imyHonedinuty. Ha nanuit Mmoment 11T
€ JOCIHIJIHUIILKOI Tepami€lo, sKka BUKOPUCTOBYETHCS B KOHTEKCTI KIIHIYHHUX
BUINPOOYBAHb 1 MOTOYHUX JOCIIIKEHb.

3) [Ticns mocTaHOBKHM JiarHo3y Ta B moeaHaHHl 3 moyatkoM ®3T mamiedTu 3
1H(panTUIEHOIO (hopMOI0 XBOpoOH [ToMIle MOBMHHI MPOUTH pecripaTOpHY OIIHKY Ta 3a
HEOOX1THOCTI iM HEOOXIJIHO 3ampoOIOHYBAaTH HEIHBA3MBHY PECHIpaTOpPHY MiITPUMKY.
Sxicte nokasiB: Grade B.
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4) Heo0xiqHo nepeBipuTH HEMOBIIAT Ha HASIBHICTD TPYAHOIIIB 3 KOBTAHHSAM, 1
CTiI BUKOPUCTOBYBAaTH METOAM CHOPHUSHHS  JIOCTAaTHBOMY  CIIOXKMBAHHIO  JUJISt
3a0e3neveHHs aIeKBaTHOTO pocty. AkicTh nokasiB: Grade C.

KepiBHI npuHIMNY yIIPaBIiHHS HMi3HH0K0 GopMoOto xBopoOu [lomme

1) IMamienTam 13 mi3HBOIO GopMoro xBopooOu [lomrne, y SIKUX € KIIIHIYHI O3HAKH Ta
CHUMIITOMHM 3aXBOPIOBaHHS, SIKi IepeOyBalOTh HA aMOYJIATOPHOMY PEXKUMI Ta HE MAlOTh
IMITYYHOI BEHTWIAIIT JJereHb a00 Ha He1HBA3WUBHIM BEHTWJIALIT JIETEHb 1]l Yac CHY CJIiJT
3anpornionyBatu npobHy ®3T B mo31 20 MI/Kr Macu Tija KOXKHI JBa THXHI. SIKICTh
nokasiB: Grade B.

2) BunpoOyBanns ®3T mokHa po3rIsTHYTH B OCIO 13 MI3HIM MOYaTKOM XBOPOOHU
[Tomrie B 1031 20 MI/KT KOXKHI JIBa THXHI, SIK1 HE € aMOyJIaTOPHUMH Ta/ab0 OTPUMYIOTh
HEIHBAa3WBHY BEHTWJIAIIIO JIETCHIB IIiJI 4Yac TMepiojly HecnmaHHsS a0o 1HBa3WBHY
BEHTUJISIIIIO JIETEHb, SIKIO € 3a37aJIeTi[b BU3HAYCH] PE3yIbTaTH ISl CKEJIETHUX M’ SI31B,
SIK1 MOKHA OIIIHUTH Ta SIKi, SKIIO BOHU JOCSATHYTI, MOKpamaTh (QyHKIIIOHAIBHUN CTaH
narieHTa. Y TakuX BHIIQJIKaX, SIKIO BUIPOOYBaHHsS Tepamii HE NPUBOJIUTH JI0
MOTIepeTHHO BU3SHAUCHUX PE3YJIbTATIB, BUIPOOYBAHHS CJIiJI TPUITUHUTH.

3) Ilamientn 3 mi3Hbowo (opmoro xBopoOu Ilomme mnoBuHHI mepeOyBaTH Mij
HATJIAIOM Ha TPEIMET PO3BUTKY PECHIpaTOPHUX YCKIIAIHEHb, BHKOPUCTOBYIOUH
BU3HAYCHHS JIEreHeBOi (yHKLII Yepe3 peryysipHi NPOMDKKH dYacy. SKicTh JOKa3iB:
Grade B.

Ipununenus ®@3T

XBopoba [Tomrie - mporpecyroue HEPBOBO-M'sI30BE 3aXBOPIOBaHHS. TakuM YMHOM,
SKIIO TAIIEHT OTpUMY€E JiKyBaHHA 3a jponomororo ®3T i cuma M’s3iB 1 mapaMeTpu
JUXaHHS 3aJMIIAIOTHCS CTAOUIBHUMH TPOTATOM TPHUBAJIOr0 4Yacy, M0 CYNEepeyuTh
IPUPOJHOMY TepeOiry 3aXBOPIOBAHHS, TEpamilo CliJi MPOJOBXKYBATH, HABITh SKIIO
micns  moyatky 3T He cmocrepiraeThCsi mokpamieHHs GyHKIil. BaxmuBo
3aIOKYMEHTYBATH IIBUAKICTh 3HIKEHHS CKEJIETHOI Ta JereHeBoi (yHKIII 3 Jyacom 3a
JIOTIOMOTOI0 aHaMHE3y Ta TMeperyisily MUHYINX MEIWYHUX 3aluciB Ha MOMEHT
MIOCTaHOBKH AiarHo3y xsopoou [Tomme.

[TpunuHEeHHS JTIKyBaHHS MOXE PO3TISAATHCS, SIKIIO:

1) IMamienTn MarTh CepHO3HI peakilii, MOB’A3aH1 3 1HQY31€0, Kl HE MIIAAI0ThCS
Teparnii Ta 3arpoXXyroTh Oe3nell NaieHTa.

2) OuiKkyBaHa TPUBAIICTh >KUTTA MAlll€EHTIB Yepe3 CYIyTHI 3aXBOPIOBaHHS a0o
mi3Hl craaii xBopoOu Ilomme BHUIA€TBCS KOPOTKOBUMH, 1 PE3yJNbTaT HaBpSA YU
MIOKPAIIUTHCS MpU TpuBajioMy 3actocyBanHi O3T.

3) llIBuaKicTh 3HMKEHHS CKEJETHOI Ta/abo0 nereneBoi PpyHkIii micis nouatky O3T
y TaIlieHTIB TOA10Ha 10 Ti€l, 10 crocTepiranacs 10 3actrocyBanus O3T.

VY Kanani, ne BapTicTh (epMEHTYy B OCHOBHOMY 3a0€3MEUyeThCs JIepPKaBoIo,
ICHYIOTh 3arajbHI BUMOTH IIOJ0 TOTO, MO0 MAIll€HTH JOTPUMYBAIKCS TIEBHOT YaCTOTH
iHopy3in O3T, miaTpumyrodoi Teparmii Ta 1HIIMX ACHEKTIB MEIUYHOTO MOHITOPHUHTY
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CBOTO 3aXBOpIOBaHHS, 100 mpogoBxkyBaTH orpumyBath DP3T. V nedakux Bumagkax
MOCTaYaJIbHUKH TPUIUHSIIOTH HajgaBaTH MOKpUTTA D3 T, AKIIO TOTpUMaHHS BUMOT CTa€e
npobiemoro. Criopaauunae abo nepioguyne 3actocyBanHs @3T He € BUTIpaBIaHUM.

5. PexoMengamii 3 JiarHOCTHKM, JIIKyBAHHSl Ta KJIIHIYHOT0 MOHITOPHUHIY
IOHAKIB Ta Jopociaux namieHTiB 3 xBopooorw Ilomme, 2016 pik, bpasunis (Guidelines
for the diagnosis, treatment and clinical monitoring of patients with juvenile and adult
Pompe disease, Arq Neuropsiquiatr. 2016 Feb; 74(2):166-76. doi: 10.1590/0004-
282X20150194)™

XBopoOa Ilomrne BU3HaUaeThCA SIK HU3bKa/aHOMallbHAa aKTUBHICTH (hepMeHTy GAA
y 0€3CHMMITOMHUX a00 CHUMITOMATHYHUX OCIO Ta/ab0 HAsBHICTH JIBOX MAaTOT€HHHUX
myTatiil y reni GAA (Cuna pekoMeHalii Ta sKicTh A0Ka3iB: B).

Panns indanTunprHa Gopma xBopobum Ilomme BHUHHMKAae BHACHIOK ITOBHOTO
nedimuty depmenty (aktuBHICTh < 1%). Ilizua ¢opma xBopobu Ilomrie (roBeHiIbHA
a00 Jopociia) BUHUKAE BHACTIIOK yacTKkoBoro aedinuty GAA (1-30%).

Y CRIM wneratuBHux oci0, ski mpoxonsate jgikyBanHi DP3T 3 GAA (rhGAA
Gepmenmom), MOXKYTb OyTH CEpHO3HI peakilii Ha 1HQY3il0, a TaKOX BUPOOHUIITBO
Bucokux TUTpiB aHTUTLI IgG (Cuna pexomeHnpanii Ta gkicTh 1oka3iB: B). FOnaku Tta
nopocii namieHTH 3 xBopoOoro [lomrne € CRIM-no3UTUBHUMH, TOMY MEHII IMOBIpHI
TaKi CepiO3HI IMYHOJIOTTYHI peaKIii.

VY 2007 poui komepiiiiiHe BUKOpHUCTaHHS (pepmeHTy rhGAA Oyno cXBalleHO AJis
NalleHTiB 3 paHHIM mnoyaTkoM xBopoou [lomme 1 B 2010 pomi ans mi3Hboi (popmu
xBopoou [Towmrre.

[im d¢epmentnoi Ttepamii thGAA 3amexarts Big cTafii NOporpecyBaHHS
3axBoproBaHHs (Cuia pekoMeH alii Ta SKICTh J0Ka3iB: B) 1 BKIIIOUAIOTh:

1) ynoBunbHEHHS, cTabuIi3a11ii 200 3BOPOTHOTO PO3BUTKY 3aXBOPIOBAHHS;

2) 3MEHIIICHHS CYITyTHIX 3aXBOPIOBAHb 1 MiBUIIICHHS BUYKUBAHOCTI;

3) moKpaIeHHsT pyXJIMBOCTI, 30€pEKEeHHS PyXOBUX (YHKIIIH, 3aTpUMKa TTOTpeOH B
JIOTIOMO31 TPHU X0I501 Ta CIPUSHHASI PO3BUTKY MOTOPHKH;

4) nmokpaiieHHss ado MATPUMKA JUXaIbHOI (YHKIII, TAKUM YUHOM 3amoOiraroyu
noTped1 B AUXAIbHIN JOMOMO3I;

5) mokpartieHHs a00 30epeKeHHS HE3AIEKHOCTI MaIll€EHTa Ta AKOCTI KUTTS.

Hapa3i icHye nuime oOJMH KOMEpUIHHO aocTynHud mnpemapat ana P3T 3
bepmentom rhGAA nist xsopoou Ilomme (Pernmament MS: 1.2543.0020.001-0.)

Kpurepii BkiI0O4YeHHs Ta BUKJIIOYeHHS 1151 P3T

HeonnopiaHICTh CUMNOTOMIB 1 O3HAK, HasBHUX Y MAaIll€HTIB 3 XBopoOorw I[lomre,
BHYTPIIIHbOCIMEHA BapiaOeNbHICTh Ta PI3HI cTaaii xBopoou [lomme mpusBenu 10
XapaKTEPUCTHUK PI3HUX TPYI MAIIE€HTIB 1 CTBOPIIIM KIIHIYHY JAWIEMY IIOJO0 TOTO, KOJIU
npusHayaT narienTy O3T i3 rhGAA.

Yhttps://www.scielo.br/j/anp/a/Hkn758jgrWjfGVcW3Jz3 Xps/?lang=en
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['pynu Hapa3l BU3HAYEHI SIK HOBOHAPOJKEHI, BUSBIICHI 32 JOIOMOTOI0 CKPUHIHTY
HOBOHAPOKCHHX; OE3CHMNTOMHI MAIIEHTH 3 KIIHIYHUMH O3HAKAMU 3aXBOPIOBAHHS
abo 6e3 Hux; xBopi Ha XII 13 cumMnTOMaMu Ta MaiieHTy 13 THKKUM X1

Y Oimpmiocti BumankiB xBopoOu [lomme y roHaKkiB Ta JOPOCIHX TPHUBATICTh
nikyBaHHs rhGAA € HeBU3HAUCHOW. TakuM YMHOM, I1J11 JTIKYBaHHS, TEPMIHU KJIITHIYHUX
OILIIHOK 1 AOCHipKeHHsS sKOCTl KUTTA (SF-36 - www.sf-36.0rg/) MOXKyTh MmiATpUMaTH
MYJIbTUIMCUUIUIIHAPHY KOMAaHJy B MPUUHATTI KIIHIYHUX pilleHb. BUSABISETHCS, 110
3HAYHE TMOKPAIICHHS M’ S30BOi cUJM Ta auxaibHOi QyHKIT 3a gmomomorow ®3T He €
NOIIUPEHUM Yy MAIIEHTIB 13 Mi3HIM oyatkom xBopoou [Tomme. [Tpununenns @3T moxe
OyTH AyXe CKJIaJHUM 3aBJaHHSM, 1 IIOJ0 LbOrO MUTAaHHS HEMAa€ KOHCEHCYCY, OKpIM
0OTrOBOPEHHS KOXHOTO OKPEMOTO BHUNAAKY. YYacTh WIEHIB CIM'T B TaKUX PIIIEHHIX
JTy’K€ BaXKJIUBA.

PestoMe pekomenmaiiii moso JikyBaHHa ®3T 3amexHO BiJl CcTajlli Ta TSKKOCTI
xBopoOu [lomrie

1) BescummntomHi XBopi 6€3 00’ €KTUBHUX KITIHIYHUX O3HAK

[TamieHTiB cmig OOCTEKUTH Ha CIAOKICTh IMPOKCHUMAIBHUX M’S31B 1 JICTCHEBY
dbyukIio (pekomenaanii peectpy Pompe, www.registrynxt.com/).

Crizt po3mIISTHYTH MOXKIIUBICTB 3acTocyBaHHs 3T, akiio:

- 3'IBISIIOTHCS] CAMIITOMH,

- € TosiBa cJIabKOCTI MPOKCUMAJIbHUX M’s131B Ta/abo >10% 3HM>keHHs (popcoBaHOI
KUTTEBOI EMHOCTI JICTCHb CHJITYU-JICIKAYH.

2) beacuMnToMH1 XBOpi 3 00’ €KTUBHUMH KITHIYHUMHU O3HAKAMHU

Crig po3riasiHyTH MOXIHBICTE 3acTocyBanHs D3T, axmio:

- MaIieHT 0€3CUMIITOMHMM, M’ s130Ba CIa0KICTh BUSBIISIETHCS TIi]] Yac HAINpPaBIICHHS
Ha 00CTEIKEHHS;

- € TUTIOBA O10TICis BAKYOJISIPHOTO M's32;

- € >10% 3HmKEeHHS (HOPCOBAHOI KUTTEBOI EMHOCTI JICTEHb CHISTIH-JICIKAYH.

3) CuMIToMaTHYHI HaIli€EHTH

®3T cinij po3riasiHyTH, SKIIO:

- € >10% 3HmwKeHHST POPCOBAHOI KUTTEBOI EMHOCTI JIET€Hb CUJAUU-TIekKayu; abo
T1JIBUIIIEHA M'S30Ba CJIA0KICTh; 3 BEHTHIALINHOK MIATPUMKOIO a0 0e3 Hef;

- MMAIIEHTY BaYKKO BUKOHYBATH MMOBCSKACHHI CITPABH.

4) Baxkki xBopi

SkIo mNamieHT NPUKYTUA A0 1HBAIAHOrO BI3Ka Ta BUKOPUCTOBYE MOCTIMHY
1HBa3MBHY BEHTUJISLIIO JICT€HIB:

- ®3T pexoMeHJ0BaHO MPOTITOM OJHOTO POKY 3 HACTYIHUM OOCTEKEHHSM IS
OIIIHKU €(DEeKTUBHOCTI Teparii;

- micnsg omHoro poky D3T MynabTUAMCIHUIUIIHAPHA KOMaHJa MeperiisgaTuMe
JIKyBaHHS B KOXXHOMY KOHKPETHOMY BWIMAJKy, OCOOJMBO I TAIIEHTIB, SKAM
noTpiOHa Oe3nepepBHa i1HBa3MBHA BEHTUJIAIIS JICTCHB;
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- ®3T Oyne mpoOJOBXKEHO, SKIO CIIOCTEPIraeThes cTadumi3aIis ado MOKpaIIeHHS
TSOKKUX O3HAK 1 CHMITTOMIB.

5) Tpusanictp ®3T

[I{opiuyHa MOBTOpPHA OLIHKA JIJIs TIEpEBIpKU €()EeKTUBHOCTI JIIKYBaHHS

6) MoHiTOpUHT

[Tamientu, siki orpumytore ®3T, MOBHHHI KOHTPOJIOBATH piBeHb aHTUTLN IgG
KOXKHI 3 MICSIIl TPOTATOM 2 POKIB, a MOTIM MIOPiYHO (WWW.registrynxt.com).

Pe3toMe pekoMeH 1allii 100 OLIHKK Ta peaduIiTallli ONOpPHO-PYXOBOr0 anapary y
IOHAKIB Ta JIOPOCIMX MAIIEHTIB 13 XBOpoOoto [lomme

1) BximrouiTh nattienta 10 Mixkaapoasoro peectpy [lomme (www.registrynxt.com/)

2) ®i3uuHe 00CTEKEHHS Ta OLIHKU

- OIliHKa Kapjiojora Ta MyJbMOHOJOTa mepea (i3ioTepaniclo Ta aepoOHUMHU
BIIPaBaAMU;

- 0a30BUH 6-XBUINHHUHI TECT XOOL0U;

- mopiuna aeHcutometpis (DEXA) (HaBiTh /y1sl MAIliEHTIB B IHBAITHUX BI3KaX)

- xBopi Ha XI1 31 3HIKEHOIO MIITBHICTIO KICTKOBOI TKAHWHM: OIIHKA 32 JJOTIOMOT OO
crielr(p1YHUX TECTIB 1 OIS €HIOKPUHOJIOTA;

- 00JIaTHaHHA 1Sl JOMTOMOTHY TP XOAbO1 /1711 3MEHILIEHHS M1a/{1Hb

3) @izioTepanis/TpynoTepanis

- mporpama (i3ioTepamnii, BKJIIOYAIOYM XOAbOY, OIrOBY HOPIKKY, BEJIOCHUIIE],
TIAPOTEpAIito, TIaBaHHS, 3MILIHEHHS M’ SI31B IPYU HEPBOBO-M’SI30BUX 3aXBOPIOBAHHSX;

- YHUKATH HaIMIpHUX (I3MUHUX HABAaHTAXEHb, HAJAMIPHOI BTOMHU Ta HEPYXOMOCTI;

- aKIEHT Ha aepoOH1 BIIPABH;

- 3Ty4YEeHHS 0 MI0JIeHHOT QyHKIIIOHATIBHOI ISUIbHICTD

- TOMPOCHUTH MAIllEHTa KOHTPOJIOBATH YACTOTY CEPIIEBUX CKOPOYEHBb 1 TUXAHHS
1] 9ac BUKOHAHHS BIIPAB;

- MOICHHUH peXuM (I3UIHHUX BIPaB sl TPODUTIAKTHKH KOHTPAKTYP.

4) YrpaBiiHHS KOHTPaKTypaMH

Oproneauyni npucTpoi I 3amo0iraHHs KOHTPAKTypam CYIJIOOiB 3 OLIHKOIO
NIOCTaBH, KOJIM MAIl€EHT nepedyBae B 1HBAJIIJHOMY Bi3Ky, 1 ONOPOIO, KOJM MAaI[lEHT
CTOITb.

5) Xipypriude BTpy4aHHs

XipypriuHe BTpy4yaHHs IpH ckoiiio3i npu kyTi Ko66a Big 30° qo 40°

6) BitaminH1 Ta MiHEpaJibHI 100aBKU

Bitamin D, kanb1tiii 1 6icochoHaTy BIAMOBITHO A0 PEKOMEH IAIlIN 3 OCTEONOPO3Yy.

6. €Bponeiicbkuii  KOHCEHCYC IIOAO0 TMOYATKYy Ta  NPUIMHEHHS
(pepmMeHTHO3aMicHOI Tepamii y Aopocaux mnamieHTiB i3 xBopoOorw Ilomme: 10-
piuHmii mocBin; Big iMmeHi €Bpomeiicbkoro koncopiiymy I[lommne, 2017 pik (European
consensus for starting and stopping enzyme replacement therapy in adult patients with
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Pompe disease: a 10-year experience; On behalf of the European Pompe Consortium,
Eur J Neurol 2017 Jun; 24(6): 768-e31. doi: 10.1111/ene.13285. Epub 2017 May 6)'°

Ha ocHOBI HassBHUX J0Ka3iB, KJIIHIYHOTO JOCBIAY Ta 0OTOBOPEHb OYJIO JOCATHYTO
KOHCEHCYCY IOJI0 TOTO, KOJIM TTOYMHATH Ta IPUIMHHSTH JTIKyBaHHS.

JlikyBaHHS CHiJl PO3MOYMHATH Y MAII€HTIB, Kl BIAMNOBIIAIOTH YCIM HACTYHOHUM
KPUTEPISIM:

1) TlamieHT TOBMHEH MaTW MIATBEp)KEHUM JiarHo3 xBopoOu Ilomme,
BCTAHOBJICHUM TECTYBaHHSIM aKTHUBHOCTI ()epMEHTIB y JeikomuTax, pidpodaactax abo
CKEJIETHUX M s3aX Ta/ab0 JEMOHCTpalil0 MAaTOTeHHMX MyTaliid B 000X ayensix reHa
GAA.

Ipumimxka. Ilicns no3umueHo2o CKpUHiHe08020 mecmy CyXoi NIAMU KPOBI 3a8HCOU
Ci0 nPOBOOUMU OOUH I3 YUX mecmis OJisl NiOMEepOIAHCEeHHS OIACHO3).

2) VY mamieHTa TOBMHHA OyTH TPUCYTHS CHUMITOMATHKA, TOOTO CIIaOKICTh
CKENIETHUX M s31B a00 3alydyeHHsS JUXAJIbHUX M’ 3B, BHSIBJICHI 3a JIOIIOMOTOIO
KJIIIHIYHUX OIIHOK.

3) IlamieHT MOBWHEH B3STH Ha ceOe BIAMOBITAIBHICTH 3a PETYyJApHE JIKyBaHHS
(uepe3 THXKIEHb) 1 PEryJIApHUNA MOHITOPUHI (NMMPUHAWMHI pa3 Ha piK), MO0 OLIHUTH
Moro/il BIJIMOB1Ib HA JIIKyBaHHS.

4) KiiHIIUMCT MOBHHEH 3000B’SI3aTHUCS MPOBOAUTH PETYJIApHE JIIKYBaHHS Ta
MOHITOPHHT.

5) V nauieHT noBUHHA OyTH 3aJIMIIKOBA (PYHKIIS CKEJIETHUX 1 JUXAIBHUX M’S31B,
SKa BBAXKAETHCA (DYHKIIIOHAIBHO BXXJIMBOIO Ta KJIIIHIYHO BAXJTUBOO JIJIS MIATPUMKH 200
MIOKPAIICHHS.

6) Y maiieHTa HEe TMOBHMHHO OyTH 1HIIOT HEOE3MEeYHOI I JKUTTS XBOpPOOHU, sfKa
nepeOyBae Ha Mi3HIN cTajii, KOJU JIKYBaHHS JJIS MIITPUMKH KUTTS € HSJOIIILHUM.

[IpunuHeHHS JiKYBaHHS CIiJ PO3TIASHYTH 34 0y/b-SIKOI 3 HACTYITHUX IPUYHH:

1) IlamienT cTpakmae BiJ CEpHO3HUX peEaKIiii, MOB’S3aHUX 3 1H(Y3i€I0, SKi HE
T1IAI0THCS HAJICKHOMY JTIIKYBaHHIO.

2) BusiBneHo BUCOKI TUTPH aHTUTLI, SIKI CYTTEBO MPOTUAIOTh edekTy D3T.

3) [auient xoue npunuautu O3T.

4) IlamieHT HE OOTPUMYETHCS PEXHUMY pEryJsIipHUX 1H(DY31M abo MOPIYHOTO
KJIIHIYHOTO OOCTEKEHHS.

5) IauieHT Mae iHITY HeOE3MeuHy AJIs KUTTSA XBOpoOy, sika nepedyBae Ha Mi3HIM
cTajii, KOJU JIKYBaHHS JIJISl IIATPUMKH KUTTS € HEJOIIJILHUM.

6) Hemae Bka3iBok Ha Te, 1m0 (YHKIIS CKEIETHUX M A31B Ta/abo pecmipatopHa
dbyHKIIis cTablLmi3yBantacs ado MOKpaIIiIacs MPoTIroM MepiuX 2 POKiB MICIS MOYaTKy
JIKyBaHHS, 3T1IHO 3 KJIIHIYHUMH OIlIHKAMHU.

N.B. Axwo nicia npununeHHs JIKYBAHHA 3AX8OPHOGAHHS NO2IPULYEMbCS WeUuduLe,
HIJHC NIO Yac NiKYB8AHHI, MONCHA PO32NSAHY MU MONCIUBICIb 8i0HO6NeHHA D3 T.

Bhttps://www.uems-neuroboard.org/web/images/docs/exam/202 1/Guideline-Papers/EAN-guideline-managing-Pompes-disease-VanderPloeg2017.pdf
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[Tponopxenus @3 T MokHA PO3TIITHYTH ITiJ] Yac BariTHOCTI Ta JIAKTAIIii.

7. Pexomenaauii moao iHGaHTHIBHOI Ta MNi3HbOI (popmmu xBopoOu Ilomme:
ipancbkuii koncencyc, 2021 pik (Recommendations for Infantile-Onset and Late-
Onset Pompe Disease: An Iranian Consensus, Front. Neurol., 21 September 2021,
https://doi.org/10.3389/fheur.2021.739931)!°

OCHOBHOIO METOIO IILOTO KOHCEHCYCY OyJI0 po3pOOUTH HAI[lOHATBHUI KOHCEHCYC
110,10 XxBopooOu [lomIie Ha OCHOBI HAIlIOHATBHUX 1 MIKHAPOJIHUX JOKA31B 13 aJlaNTaIli€ero
JI0 HaIllOHAJIBHUX TOTPEO.

DBS (Dried Blood Spot) € mBuakum i HaJiitHUM THCTPYMEHTOM ISl BUMIPIOBaHHS
aKTUBHOCTI O-TJIOKO3UJAa3d y BHUCYIIEHIA IUISIMI KPOBI, MOr0 BHKOPHUCTOBYIOTH SIK
CKPUHIHTOBHUH TECT JIJIsl OLIIHKM TAIIEHTIB 31 CIA0KICTIO M’ 531B T0sica HUKHIX KIHIIIBOK
abo rinepkpeaTuHkiHazemi€ro. AKTUBHICTH GAA MOXHa BUMIPSATH B 3MIIIAHUX
JefKonuTax IUIbHOI KpoBi. BukopucranHs akapOo3u njsi yCyHEHHsS 1HTepdepeHIlii
MaJbTa3u-TIIIOKOAMIJIa3d TOKpAIIy€e TEXHIKY. [HIOI0 MOXKIMBICTIO € BUMIPIOBAHHS
akTUBHOCTI GAA B ouMIIeHUX JTIM(OITUTAX.

[HmUM HagIHHUM METOAOM BHU3HAYCHHS akTHBHOCTI GAA € BUMIpIOBaHHS Ii
aKTUBHOCTI B KyJIbTUBOBaHUX (P10pobsactax mkipu. OOMEXEHHs MOJArae B TOMY, IO
KyJIbTUBOBaH1 (i0po0OracTu noTpedyroTh Olomcii MKIpU, SKa € MIHIIHBa3UBHUM
MeTonoM. lle BuMIprOBaHHS MOXK€ TpUBaTh 10 | Micsusd NpU 3HAYHIM 3aTPUMII
nmiarHocTuku. Lleil TecT BUKOPUCTOBYEThCA SIK MIITBEP/UKYBaJbHA OI[IHKA TICIS
no3uTuBHOrO TecTy DBS; oaHak KOHCEHCYycOM pEKOMEHIOBAHO 3ampOBaAUTH
TCHCTHYHE TECTyBaHHs Ha XBopoOy [Tomre micis mo3utusHoro DBS.

[Ticns  miarHocTukM xBOopoOu Ilomme HEOOXIMHO CKOOPAWHYBATH JIIKyBaHHS
KOMaHJIOI0 EKCHepPTIB-KIIHIMUCTIB [JIs ii JIiKyBaHHS. ['€HeTHUYHE KOHCYJIbTYBAHHS €
00OB'SI3KOBUM KOMIIOHEHTOM JIIKyBaHHs TaIlieHTiB. lLle Moxke OyTu mxepenom
HaWOULIbII HEoOXigHOI Ta BaxumBOi iHQOpMAaIi TMpPo CTaH I CIMEH MAaIl€HTIB.
PexomeHmyeThCs TIPOTIOHYBATH TEHETUYHE KOHCYJIBTYBAaHHS BCIM CIM’SIM 13 XBOPOIO
JUTUHOI0 Ta BCIM THIIAM 3aXBOPIOBaHHS Yy JOPOCIOMY BIiIll dYepe3 CKPUHIHT
HOBOHAPOXKEHMX, KJIIHIYHY J1IarHOCTUKY YU MPEHATAIbHY J1arHOCTHUKY.

KpiM Toro, Bkpaili Ba)XJIMBO NEPEBIpUTH OpaTiB 1 cecTep XBOPOi IUTHHH Ha
BUSIBJICHHSI HOCis. BusiBieHHs HOCisI MOke OyTH JOCATHYTO JBOMAa OCHOBHUMH
FEHETUYHUMHM  MIAXOAAaMH,  OIOXIMIYHMM  TECTyBaHHSIM a00  MOJIEKYJSpHUM
TECTyBaHHSM. baTbKM XBOpOTO TIOBHMHHI OyTH OOOB'SI3KOBUMHU HOCISIMH. Pu3MK
YPa)KE€HHS MMOTOMCTBA B IIUX CIM'SIX MPHU KOXH1M BariTHOCTI CTAaHOBUTH 25%.

[IpenaranpbHy MIarHOCTHKY Ta CKPHHIHT HOCISI MOXXHAa TPOBECTH 3a JOTIOMOTOIO
dbepmenTHOrO aHanizy abo aHami3zy myTarlii. [IpeHaTanbHUI AiarHO3 MOYKHA TTOCTaBUTH
3a JOMOMOTo0 (EPMEHTHOTO aHali3y B aMHIOIMTAaX, aje AaKTUBHICTh (PEpPMEHTY
3a3BUYall HIKYa, HDK y 3pa3kax BopcuH XxopioHa. Komm myTariss B mpobanmi Oyna

"https://www.frontiersin.org/articles/10.3389/fneur.2021.739931/full
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BH3HAHA, MPEHATaJlbHA JIIarHOCTHKA IUISIXOM aHaIi3y MyTalllid € OUIbII HaAlWHOI Ta
BHUT1IHOIO, HIXK 010XIMIYHI METO/IH.

Jlikyeannsa inghanmunvnoi popmu xeopoou Ilomne

JlikyBaHHS aJITTIOKO3WIa3010 anbda CIi MOYNHATH HETaHO MiCIs MO3UTHUBHUX
pe3ynbrariB DBS abo renermunoro miarBeppkeHHs. P3T MoxHA poO3NOYMHATH Y
NAIIEHTIB 13 TUIIOBUMH KapA10peCipaTOPHUMH CUMITOMAaMHU, SIKILIO BUSIBIEHO Ae(IUT
depmenty y DBS, HaBiTh 10 TOro, sk Oyae OTPUMaHO TE€HETUYHUH pe3yibTart.
3BHUUaiiHa PEKOMEH0BaHa J03a CTAaHOBUTH 2() MI/KT aJIMIIOKO3U/Ia3u alib(a KOXKHI JBa
TWKHI; OJHAK HEIOJABHE JOCJIDKCHHS TMOKa3ajio, 10 MAalllEHTH, SKi OTPUMYBAJIH
OUTHIII BHUCOKI JIO3W Ta YaCTIII 1H €Ki, Madu Kpauiuid pe3yibTaT, TaKuh SK PYyXOBI,
pecripaTtopHi Ta 610XiMIYHI MapKepH.

ITepen mouatkom mpoBenenHs ®3T cmix 3adikcyBaTu 0a30Bl OLIHKH CEPIEBOI,
JUXAJIbHOT Ta HEBPOJIOTIYHOI CUCTEM 1 €Tanu PO3BUTKY; TAKOXK CJiJ BU3HAYUTH CTATYC
NepPeXpPeCcHO-PEaKTUBHOTO iMyHOsorigyHOro matepiany (CRIM), skmo goctymuuid. 3a
ymoBH, 110 Tect CRIM HepocTynmHui, HOTO CTATyC CIij] 3aMPONOHYBATH BIMOBITHO 0
MyTarii.

[lepuni kypcu @3T cnig mpoBoaUMTH B OOJaAHAHOMY MEAIaTPUYHOMY LEHTpPl 3
YyJIOBUM JIOCBIJIOM JIIKYBaHHS 1H(aHTUIBHOI (opMu xBopoOu Ilomre.

3aranom Outbmicte CRIM-HeratuBHux nanieHTiB Ha @3 T MarTh TipmIMil IPOrHo3
yepes nospy aHTuTin IgG mo thGAA.

VY pe3ynbTari Mami€HTiB KJIACU(DIKYIOTh Ha TPU MIAKIACU BIJIMOBIIHO 0 TUTPIB
antutin IgG no rhGAA:

- BUCOKUU 1 TpUBAJIMA TUTP aHTUTUI, BU3HAYEHHH K TUTp aHTUTLN >51 200 y
3pa3kax moHarMenIne 6 micsiiB Ha O3T;

- CTIMKUW MPOMDKHHUI TUTP, BU3HaAUeHHM sk TUTpU >12 800 1 <51 200 npoTsirom
12 micsuiB Ha O3T;

- HU3BKHW TUTP, BU3HAUCHUN K TUTpU aHTUTLI <12 800 mpotsarom 1 poky na ®3T.

PexomennyeThcs mpu3HadaTH MPOGUIAKTHYHY IMYHOMOMYJISIIIO NIl JTIKyBaHHS
CRIM-HeratuBHOTO CTaTyCy, BKJIIOYAIOYM PUTYKCHMMa0d, METOTpPEKcaT, palaMillvH,
MIKO(EHOJAT Ta BHYTPIIIHBOBEHH] IMYHOTJIOOYJIIHM B pi3HUX KOoMOiHawiax. Len miaxin
OyB OuIblll €(EKTUBHUM 1 3 MEHIIMMHU NOOIYHUMHU e(EeKTaMHu TMOPIBHAHO 3 1HIIMMU
TEepPaneBTUYHUMU IMiIX0AaMH. 3a3BHUYail TPOMOHOBAHUIN PEXUM BKIIOUAE PUTYKCUMAO
375 Mr/mM2 MIOTHXHS TPOTATOM 4 THXKHIB 3 HACTYIMHOK IMATPUMYIOYOIO TEpalli€ro,
meToTrpekcatoM 0,5 MI/KTI MIOTHXKHS T4 BHYTPIIIHBOBEHHUM IMyHOTJI00yiHOM 0,5 T/KT
KOXHI 4 THXHI.

KoHceHcycoM pekoMeHAOBaHO, MO0 MAIEHTH BIABIAYBAIMUCS JIKapeM KOXHI 3
MICSIITl JJTsI OLIIHKKA TOAYBaHHS/KOBTaHHS, 0OCTEXKEHHS JICTEHIB 1 ceplis, a TaKOXK CTaHY
CIIyXy; OJHAK YaCOBHUH 1HTEpBAT MOXE OyTH 3MIHEHUH 3aJIeKHO BiJ KIIHIYHOTO CTaHY
narieata. Koxxai 6—12 MicsiiB cirii BU3HAYaTH KpeaTHHKIHA3Y Ta MEeYiHKOB1 MPOOH.

Jlikysanns nizuvoi gpopmu xeopoou Ilomne
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B nanwuii yac B Ipani € nmume onun qoctynuuii thGAA, To6To Myozyme.

PexomennoBana no3a Myozyme ctanoBuTh 20 MI/KT Macu Tija, Ky MpU3HAYAI0Th
KOXHI 2 TWXHI NUIIXOM BHYTPIIIHBOBEHHOI 1H(Y31i. PexomeHmyeTbcs mocTymnoBe
BBEJICHHS 1H(]Y31i: 3 TOYATKOBOI MIBUAKOCTI 1 MI/KT/TO 1 MOBUIBHO 301IbIITYBAaTH HA 2
Mr/kr/rog koxHi 30 XB, SIKIIO HEMa€e O3HAK IMOB’Si3aHMX 3 1HQPY31€I0 peakiii, A0
MaKCHUMaJIbHOI MBUAKOCTI 7 Mr/kr/roa. @3T ciijl NpUunuHUTH, SIKIO TALIEHT CTpaXKIae
BIJl CEpHO3HUX peakiliii, MoB’sa3aHuX 3 1H(]Y3i€l0, AKI HE MiAJAIOTHCS aJEKBATHOMY
KOHTPOJTIO.

Pexomennarii mono ®3T

Ilouamox 3amicHoi hepmenmnoi mepanii

1) [MamienTn 6e3 cuMnTOMIB (TallieHTH 0€3 CIAOKOCTI YM ypa)K€HHS IUXaJbHUX
NUIAXIB, y SKUX JlarHo3 XxBopoOu Ilomrie miaTBep/HKEHO T€HETUYHUM TECTYBAHHSIM):
i 6escumnroMHnx mnarieHTiB @3T He morpidHa. OpHAK IUX TMAIMIEHTIB  CIIJA
0o0cTeXyBaTH KOXHI 6 MICAIIB 3a IOMOMOTOIO TECTIB HAa M’SI30BY CHIIy Ta TECTy Ha
nereHeBy (ynkuiro. JlikyBanus 3a gonomororo 3T cimij po3nmoYMHATH, SKIIO € O3HAKH
cmabkocTi abo MOPYIICHHS JIETeHEBO1 (PYHKITII.

2) CumnToMaTH4yHI MAIlEHTU: BCIM TMallieHTaM 13 CUMITOMaMHu abo0 O3HaKaMu
xBopoOu Ilomme abo mopymeHHSM AUXadbHOI (YHKLII CIiA MMOYMHATH JIIKYBaHHS
rhGAA 3anexxHo Bij] KJIIHIYHOTO CTaTyCy Malli€eHTa.

3) 3amyuieHi ctanii 3aXxBoproBaHHs (HeaMOylIaTOpHUM + OTpUMaHHS HEIHBa3UBHOT
BEHTWJISIIIT 1111 Yac HEeCMaHHs a00 1HBa3WBHA BEHTUJIALIIS)

Hocnimpkenass @3T moxe OyTH po3risiHyTe B OCIO 13 MI3HIMHM CTaIIIMH Mi3HBOT
dbopmu xBopoOu [Tomne y cranmapTHii 1031, SKIIO € 3a34aJIeTib BU3HAUYEHI pPe3yIbTaTH
JUIS CKEJICTHUX M SI31B, SIKI MOJKHA OIIIHWUTH, SKIIO BOHHU JOCSATHYTI, IO TMOKPAIIUTH
byHKIII0 mamieHTa. Y TaKWX BHUITQJKaX, SKIIO JOCIIKEHHs Teparii nporsroMm 1-2
POKIB HE IPUHOCHUTH MOKPAIICHHS Pe3yJIbTaTIB, JOCTIKEHHS CIia npunuHuTH. OaHAK
SKIIO XBOpPOOA MOTIPUIYETHCS MICI MPUIMUHEHHS JIKYyBAaHHS IIBUIIIE, HIX TiJ 4ac
JiKyBaHHs, moBTOpHE NMpu3HaueHHs O3 T moxe OyTH BapiaHTOM.

Ilpununenna @3T

3actrocyBanHd ThGAA cnig BUKIIOYUTH B TaKUX CHUTyalllsX: BaXKl peakiii,
noB’s1i3aHl 3 1HQY31€10, K1 HE MIAAAI0ThCA €(PEeKTUBHOMY JIIKYBaHHIO; MAILlEHT Oa)kae
npunuHUTH O3T; BIACYTHICTh JOTPUMAHHS MAaLIEHTOM PETYJIAPHUX KITHIYHUX OTJISAIB
abo iH(Yy3iii; CYMyTHE iHIIE 3aXBOPIOBAHHS, IO 3arpoXy€ KUTTIO. SIKIIO MPOTATOM
nepmux 2 poKiB TMicAs TOYaTKy JiKyBaHHS He OyJio BUSBICHO KOJHUX O3HaK
noKpaieHHs: GyHKIIT ckeJIeTHUX M s131B 1 AuxanHs1, 3T Takox Ciijg NpUMUHUTH.

PexomennyeThes, 00 MDKIUCHUIUIIHAPHI TPYNU €KCIEPTIB MpUAMaNIH PillleHHS
Opo TPUINMHEHHS JKyBaHHsS, W00 3a0€3MEeYUTH MOXIHUBICTH OO0 €KTUBHOTO Ta
PETENBHOTO PO3TISAY BCIX BIJIMOBIIHUX XapaKTEPUCTUK 3aXBOPIOBaHHS Ta MOTO
JIIKyBaHHS, TAKMX K PYXOB1 Ta MUXaNbHI GYHKITIT Ta AKICTh )KUTTSL.
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KoHceHcycoM peKOMEH/IOBaHO TAaIll€EHTaM BiJIBIAYBAaTH JIiKaps KOXKHI 6 MICSIIIB;
OJIHAaK YaCOBUI IHTEPBAJI MOKE 3MIHIOBATHUCS 3aJI€KHO BiJI iX KIHIYHOTO CTaHy.

HactynHi 0OCTEeXEHHsS Ciifi MPOBOJUTH MiJ Yac KOXHOTO BI3UTY: MaHyajbHE
TECTYyBaHHS M’531B, KUIbKICHE TECTyBaHHS M 531B, TECTH XOJbOHW, CHIPOMETpPIIO Ta
OI[IHKY MOTpeOu B HeiHBa3uBHIM BeHTWiswlii JiereHiB ado IIIBJI. Kpearunkinaza i
MOKA3HUKU (PYHKIIIT EYIHKHU CJI1J] BU3HAYATH KOXHI 6—12 Mics1iB, a PYHKIIIIO TUXaHHS
- KOXH1 6—12 MICSIIB, 3aJIeXKHO BI1J BIKY, KOJM Yy TAaIl€HTIB 3 SIBUJIMCS CKapru.
HactymnHi TecTu ciiji BUKOHaTH Ha MOYaTKOBOMY €Talll Ta MOBTOPIOBATH PETYJISIPHO,
AKII0O € KiIHIYHl 1oka3aHHs: MPT rojioBHOro Mo3Ky/MarHiTHO-pE30HaHCHA
anriorpadis, enekTpokapmiorpadis, exokapmiorpadis, KICTKOBa  MiHepajbHa
JIEHCUTOMETPIsI Ta ayJ110J0T14HA oIiHKa. be3cumnTomH1 nmepenoMu XpeOliiB 6e3 TpaBMH
B aHaAMHE31 YacTO TPaIUISIOThCSA MpH Mi3HIA (opmi. TakuM YUHOM, CKPUHIHT TaKHUX
MIEPEJIOMiB MIOBUHEH MPOBOJUTUCS PETYIISIPHO, HE3AJICKHO BiJ] TSHKKOCTI 3aXBOPIOBAHHH.

Maiioymmne nikysanns

Po3BUTOK METOJIB MOJICKYJISIPHOI MEIUIIMHU BHUIJISAAE 0araToOOISIOUUM IS
OuThbII e(pEKTUBHUX TEpPaleBTUYHUX MiAXoaiB. Taki maxomau, SK Moaudikariis
CIUTAMCUHTY 3a JOIMOMOIOK AHTUCMUCIOBHUX OJIITOHYKJIEOTUAIB, Te€pamis 3YUMTyBaHHS
CTON-KOJIOHY, Tepamisi IIanepoHaMd Ta BUKOPUCTAaHHSA BIPYCHUX  BEKTOPIB
(ameHoacoliilOBaHUX BIPYCHUX BEKTOPIB) JUIsi TE€HHOI Tepamii € OOHaIIiIUuBUMU
TeparneBTUYHUMU BapiaHTaMu B MallOyTHbOMY.

3 MeTow aHami3y JaHMX MOPIBHSUIBHOI KIIHIYHOI €(EeKTHUBHOCTI Ta Oe3NeKu
aNITITIOKO3KM/1a3u anb(da Ta Halkpaioi miarpumyrodoi Tepamii (HIIT), sika Bu3HaueHa sk
KoMmrmapaTop y imcti 38epHeHHI MO3 Ykpainu Bix 20.06.2022 Ne25-01/13739/2-22, nns
JIKyBaHHS TaIlleHTIB 3 XBopoOoto I[lomme Oynb-IKOTO BiKy, MPOBEACHO MOIIYK
BTOPMHHHUX JDKepen iH(opmallii moao J0Ka30BUX JaHWX y Oa3i mgaamx PubMed
database, The Cochrane Library Database.

KiainiyHe mNMTAHHA: BHU3HAUUTH KJIIHIYHY €(QEKTUBHICTH Ta  Oe3MeKky
anrmoko3unasu anbda nopiBasHo 3 HIIT (abo miame6o) asist JiKyBaHHS MAIli€HTIB 3
xBopoOoto [Tomne Oy 1b-sIKOTO BIKY.

JocaimkyBaHa momyJsinif: mamieHTH OyAb-sIKOTO BIKy 13 XBopoOoro Ilomrme
(iHpaHTMIBHA opMa Ta Ti3HS popMma).

JocaipkyBaHuii JikapcbKuii 3aci6: anrimoko3uaasa anbda (20 mr/kr macu Tina 1
pa3 Ha 2 THXHI).

Komnaparop ado meguuna texnoJiorisi nopisusinnsi: HIIT a6o minane6o.

OcHOBHI JoCaiIKyBaHi pe3yibTaTH:

st iHaHTUIRHOT dopMHU - AuXanbHa (QYHKINSA, dYac JO0 HEOOXITHOCTI
3aCTOCYBaHHS 1HBAa3MBHOI/HEIHBA3WBHOI BEHTWJISIIT JIET€Hb, cepiieBa (DyHKIIs, pyxoBa
byHKIis (IMKaT MOTOPHOTO PO3BHUTKY), BHXHBaHICTb, CMEPTHICTh, Oe€3IeKa,
BUpOOJeHHs aHTuTLI IgG;
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JUTSL TTi3HBOT (DOPMU - BIKUBAHICTh, O-XBUJIMHHHMKN TECT XOJbOH, MOKpAIICHHS a00
cTabimizallis CHIM MPOKCUMAIBHUX M’sI31B (3a mIKayiamMu), nuxanbHa GyHkiis (OXKEJD),
SKICTb KUTTSI, Oe31neka, BupoOjeHHs aHTuTi IgG.

Kpurepii BK/II0OYeHHsI: cUCTEeMaTH4HI OTIsAaM Ta/abo MeTa-aHaii3u, 10 BUBYAIU
e(eKTHBHICTh Ta OE3IMEKYy 3aCTOCYBaHHS AJIMNIIOKO3HMIa3u ajb(da y AITell Ta T0pOoCIuX
namieHTiB 3 xBopo0Ooro [lomme (iHpaHTUIBHOIO a00 MiI3HBOIO (POPMOIO), aHTITIHCHKOIO
MOBOIO, 3 BIIKPUTUM JOCTYIIOM J0O MOBHOTEKCTOBOI MyOiKallii.

Kpurepii Buk/IW0OYeHHS: JOCH/DKEHHS Ha TBapuHaX, paHIOMI30BaHI Ta
HEpaHJOMI30BaHl KIIHIYHI JOCHIKEHHS, KOTOPTHI JOCIHIJDKEHHS, JOCTIHKEHHS
BUIAI0K-KOHTPOJIb, MyOJiKailii MOBOIO, BIAMIHHOI BiJ aHIIHCBKOI, JITEpaTypHI
OTJIAIM, TyOJiKaIii JOCTIIKEHb, 110 HE BIANOBINAIOTH JOCIHIKYBAHOMY IHTaHHIO
Ta/a00 TOMYJISITI.

KarouoBi ciaoBa momyky: Alglucosidase alfa, Recombinant human acid alpha-
glucosidase, ThGAA, Pompe disease, GSD II, Glycogen storage disease type II,
ALPHA-1,4-GLUCOSIDASE DEFICIENCY, GAA DEFICIENCY, acid alpha
glucosidase deficiency, GLYCOGENOSIS type 2, GLYCOGENOSIS type II, ACID
MALTASE DEFICIENCY.

Pokxu momyky - He oOMmexyBamuch. @DUIBTpH HE  3aCTOCOBYBAJIHUCH.
3acTocoByBanuck oneparopu Boolean - AND Tta OR.

B pesynbrari nomyky 3a BU3HAY€HHMMH KpuTepisiMu B 6a3i ganux PubMed Oyino
3Haiigeno 506 myOmikamiii, The Cochrane Library database - 1 myOmikamis. Ilicns
neperssiay 3arojioBKiB myOsikaliil Ta abCTpakTiB 5 CUCTEMaTUYH1 OMJISIIM Ta/abo MeTa-
anamisu (Sarah B., 2022; Dornelles AD, 2021; Schoser B., 2017; Chen M., 2017;
Toscano A., 2013) Oynm oOIliHEH] SK Taki, IO BIAMOBIJAIOTH KJIIHIYHOMY IHTAHHIO.
IIpote, my6uikanii Schoser B., 2017!7 ta Toscano A., 2013'® B 3akputomy mocrymi y
3B’SI3KY 3 UMM PE3YJIbTaTH HE aHAJI3yBaJIUCh.

[Ticnst neTanbHOTO BUBYEHHS BIAMOBIAHOCTI IHIMUX 3-X MyOJiKaIii BU3HAYCHOMY
PICO nns momanmpmioro asamizy Oyio BiZiOpaHO CHCTEMaTHYHHM OIJISIT 3 MeTa-
anamizoM (myoumikaiist Chen M., 2017), six Takuii, 1110 BIAMOBIa€ KJITHIYHOMY MUTAHHIO.

VYV ny6mikamisx Sarah B., 2022 Tta Dornelles AD, 2021 npeacTtaBieHO
CUCTEMaTUYHUI OIS 3 METa-aHali30M MOTOYHUX JOKa3iB KIIHIYHOI €()EeKTUBHOCTI
®3T y nauieHTiB 13 Mi3HbOIO PopMoro0 xBopoOu [lomMrie MOPIBHAHO 3 X MOYATKOBHUMHU
3HAUYEHHSIMHU, a HE B TMOPIBHAHHI 3 MIATPUMYIOUOIO Tepami€ro. Y 3B’S3Ky 3 UM JaHl
nyOJikaiii He BIAMOBIAAIOTH KIIHIYHOMY MHUTAHHIO. AJie KEpPyHUYHUCh MyHKTOM 4.2
HacranoBu “JlepkaBHa OIlIHKA MEIWYHUX TEXHOJIOTIH JUIsl JIIKAPCHKUX 3aco0iB”,
3aTBepkeHoi HakazoM MO3 Ykpainu Big 29.03.2021 Ne 593 ta 3Bakarouu Ha Te, 1110
xBopoOa [lomme € piAKICHUM 3aXBOPIOBAHHSM 3 OOMEXKEHUMHU JAaHUMHU TOPIBHIHHS

7Survival 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.nlm.nih.gov/27372449/

'8Enzyme 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.ncbi.nlm.nih.gov/22926164/
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@®3T Ta Haiikpaimoi miaATpuMyroUoi Teparnii y BUCHOBKY mpecTaBieH1 pe3yabTaTh X
2-X MeTa-aHali31B K J0JaTKOBa iH(opMmaIris.

Merorwo Kokpaniecokoco cucmemamuynozo oz2iady (myouaikamis Chen M.,
2017)" 6yno ouinutu edexTUBHICTD, OE3MEKY Ta BiANOBigHMI pexxuM no3yBaHHs O3T
JUIsl JIIKyBaHHsST xBopoOu [lomrie B AuTS4YOMY Billl 3 KJIACUYHOIO Ta HEKJIACUYHOIO
1H(}aHTUIBHOIO (POPMOIO B MOPIBHSAHHI 3 pi3HUMH fo3aMu D3T, 1HIIMM BTpYyYaHHSM,
BIJICYTHICTIO BTpy4yaHHs a0o ruiare6o. @3T morna 3acToCOBYBaTHCh CaMOCTIHHO a0 3
IHIIOK0 MEIUYHOI JOMOMOTOK (HampuKiIad, IHAYKIIS IMYHHOI TOJIEPAHTHOCTI,
CUMIITOMATHYHI TIpernapaTH).

[Tomyk BiAMOBIAHUX PaHIOMI30BAaHUX Ta KBa3ipaHIOMI30BAaHUX JOCIIIKEHb OyB
3MIMCHEHU aBTOpamMHu OTrJisigy B PeecTpi  AOCHIDKEHb BPOKEHUX TMOMMIIOK
MeTabomnizMy KokpaHiBChKOI Ipyny 3 MyKOIOJIICaXapua03y Ta TeHETUUHUX PO3JaIiB, B
7 eNneKTpOHHHMX 0a3ax JaHMWX 1 PyYHUH TOIIYK B )KypHalaxX 1 KHUTaX Te3 KOH(]epeHiii
crtanoM Ha 26.11.2016. Byno BusBiaeHno 1589 mocunanp 3 €IeKTpOHHUX TOMIYKiB 1 50 3
iHmmx mkepen. Ilicns nmepBuHHOT OmiHKK 15 mocwianbs Oyino BH3HAHO TMOTEHIIIHHO
NPUHHATHUMU Mmicis nepeBipku. [licnst mepernsay moBHOTO TEKCTy 15 crareit Oyio
BHUKJIFOUEHO B’ SITh A0CTiKeHb (10 mocwmiane), Ta JUIle OJHE JOCITIKEHHS (YOTHPHU
MOCWJIAHHS) BKJIFOYEHO B orjsi. [IpwymHu BUKITIOUEHHS 9 MOCHIKCHb MOJSTATd B
TOMY, IO JTOCJIIJKEHHS HE OYyJIM paHIOMI30BaHUMH a00 OyJIu peTPOCHEKTUBHUMM.

IHopignanna anznrokozuoasu anvgha 3 niayed6o ab6o GiOCHyYHICHMI0O 6MPYYAHHA:
He OyJIO BUSIBJICHO J>XOJHUX PAHJAOMI30BAHMX KOHTPOJBOBAHUX OCIIIKEHB, SKi O
MOPIBHIOBAJIN aJTIIFOKO3UAa3y aib(da 3 miarnedo, ado BiJICYTHICTIO BTpYyYaHHS.

Iopienanna piznux 003 an2nwKko3uoasu anvha

Bxmrouene  nmocmimkenns — (Kishnani  2007)  Oyno  0araTOIICHTPOBUM,
OaratonarioHaibhuM (1micts neHTpiB y CILIA, m’sate y €Bpomi, onun Ha TaiiBani Ta
onuH B [3paini), BIAKPUTUM AOCTIHDKCHHSIM 13 BUSHAUYCHHSM J103 JITTFOKO3HU1a3H anbda.
JliTaM OyB BCTAaHOBJICHHWH JiarHO3 Y Billl IIECTH MICSIIB 1 MOJIOJIIC Ta BOHU MAaJIH
cepitozamit nedimut GAA Ta KapaioMmionaTito. B mpocnekTHBHOMY AOCTIHKEHH] B3sTH
ydacTh 18 yyacHUKIB B mo4yaTKoBi (a3i Ta 16 y4acHUKIB, Kl BUXKWIIU, B PO3IIUPEHIN
¢dazi. [litn Oynu paHIOMi30BaHi Ha JIBl TPYIH, N0 JEB’ATh B KOXHIW, JJi1 OTPUMAaHHS
PI3HUX CXEM JI03yBaHHS alriOKO3uaa3u aibda: BHYTPIIHbOBEHHI 1HGY311 20 MI/KT
KOXKHI JiBa TWKHI 200 40 MI/KI KOXKHI JiBa THXKHI MPOTSITOM MIHIMYM 52 THXHIB 13
CepeHBOI0 TPUBAIICTIO JIIKYBaHHS 2,3 pOKU. Y IOCHIIPKEHHI TAaKOX MOPIBHIOBAIU
ICTOpUYHY KOHTPOJIBHY T'PYITy, aJie iX JaHi He BUKOPUCTOBYBAJIUCH B OTJISJII JIJIST OI[IHKH
3MiH MOPIBHSIHO 3 BUX1JIHUM PIBHEM MicJisg 52 TUXKHIB JIIKYBaHHS.

3a NepBMHHUMH KIHIIEBUMH TOYKAMH CHCTEMATHYHOTO OTJISAAYy OTpUMaH1
HACTYTIHI pe3yJIbTaTH:

YEnzyme 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
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1) cepyesa ¢yuxyis: B JOCHIIKEHHI HE TOBIJIOMJICHI JeTajbHI JlaHl IpO
MOPIBHSHHS JIBOX J03. Pe3yibTaTH MOYaTKOBOTO JOCIIIKEHHS MOKa3alid, 10 CeplieBa
¢dbynkuis Oyna mnomiOHOIO B JBOX Tpynax JO3yBaHHsS, a TpUBAJIE JIIKYBaHHS
ITTIOKO3W/1a3010 anbda (0OMABI TPymu JO3yBaHHS) TOKPAIIAIO KapaioMiOIaTiio
(moka3u Hu3bKOi sikocTi 3a GRADE);

2) wac 0o eéewmunayii: NOCHPKEHHS HE HAJA€ JTaHUX MPO Yac JO0 BEHTWIISI,
NOPIBHIOOYM Bl Tpynu. Pe3ynbratv moyaTkoBOi (ha3u JOCHIJKEHHS MOKa3alid, 10
yacTKa JiTed, y SKUX HE 3aCTOCOBYBaJlaCh 1HBa3MBHA BEHTWIALIIO JIETeHIB, Oyia
noAiOHOI0 B IBOX Tpymax A03yBaHHs (JI0ka3u HU3bKoi sikocTi 3a GRADE);

3) euowcusanua: y NOCHIKEHHI HE OyJIO HAJaHO KOJHUX JIAHWUX TMPO BUIYKUBAHHS
IIpH MOPiBHAHHI ABOX rpyn. B my6umikamii Kishnani 2007 ctBepkyBanocs, mo 15 i3 18
NAIIEHTIB, SIKI OTPUMYBAJIM JIIKYBaHHS, JOCITAIM 18-MICSYHOro BIKY JIO KIHIISA
JOCIIKEHHS; 3 Tali€HTiB OyiM BHUKIIOYEHI 3 I[LOTO aHalli3y, OCKITbKM BOHU HE
nocsrau 18-MicasgyHOTO BIKY J0 KIHIIS JOCTIPKEHHS, X04a Ha TOW 4ac BOHH OyJiH KUBI
(y Bim 15,9 wmicsamis, 17,9 wmicamiB 1 14,4 wmicsamiB). OnuH y4YaCHUK IOMEp IIICHA
NpPUIOMY alTIIOKO3HU1a3u aib(ha mpoTsaroM 61 TKHS, ane 0 MOYaTKy pO3IMIHUPEHOTO
JTOCHIDKEHHSI. Y PO3IIUPEHOMY JOCHIJKEHHI YETBEPO YYACHHUKIB TOMEpPIU O
3aKIHUYECHHS  JIOCHI/DKEHHsA. Pe3ynbTratu  moka3anu, 1[I0 TpUBajJe  JIKYBaHHSA
aNraoKo3ua3on  anbda (oOuaBa J03yBaHHS) 3HAYHO IMOJOBXKHUIO  3arajbHy
BIKMBAHICTh 1 BHDKMBAHICTh 0e3 BeHTW IALIT (10ka3u Hu3bkoi sikocTi 32 GRADE). B
ny6nikarii Kishnani 2007 aBropamu Oyio 3a3Ha4eHO, IO 1I€ pa3toye KOHTPACTYE 3 THUM,
IO CIIOCTEPIrajocs B HEMIKOBAHINA ICTOPUYHIM KOHTPOJIbHIHN TpyMi, B SIK1H JIMIIE OJIUH 13
61 mamienTa noxus 1o 18 micsmiB (1,9%; 95% JI: Bix 0% no 5,5%).

3a BTOPMHHMMHM KIHIIEBUMH TOYKaMH CHCTEMATHYHOTO OTJISy OTpUMaHi
HACTYTIHI pe3yJIbTaTH:

1) momopnuii pozsumox: y TOCIHIPKeHHI He OyJI0 HaJaHO XOJHUX IaHHUX I0J0
MOTOPHOTO PO3BUTKY MiX JBOMA I'pyIlaMu J103. Pe3ynbTaTi MOYaTKOBOTO JOCIIKEHHS
MOKa3alid, M0 PYyXOBHHA PO3BHTOK OyB MOMIOHUM y ABOX Tpymax g03. Y HBOMY
MOBIIOMJISIETHCS, 10 13 13 18 marfieHTiB, K1 OTpUMYBAJIM JIIKyBaHHS, HAOYJIM 3HAUHUX
pyXoBHX 1 (YHKIIOHAJbHUX HABUYOK, SIKI OI[IHEHO 3a Jomomororw TecTiB AIMS
[{uTsua moTopHa mikana Ansoeptu] tTa Pompe PEDI (Pediatric Evaluation of Disability
Inventory) [Ilemiarpuuyna ouinka iHBamigHocTi [lommne] (Aoka3um HHM3BKOI SIKOCTI 3a
GRADE);

2) saxicmbv ocumms O6amokig: TOCHIIKEHHS HE TMOBIAOMIIIO JaHUX Tpo Iie
pe3yIbTaT;

3) noodii, nos’sazani 3 iHGY3icl0. HA TIOYATKOBOMY e€Tarll JOCHIDKEHHS Yy 5
YYaCHHKIB y TPyMi, fika OTpuMyBaja 103y 20 MI/KT KOXHI JiBa THXHI, OyJio 3arajgom 41
noJiisi, OB’ si3aHa 3 1HQY3i€10, a y 6 YYaCHUKIB y T'PYIIi, sika oTpuMyBaia q03y 40 mr/kr
KOXHI nBa TxkHI - 123. Yci mopii, moB’s3ani 3 iHbY3i€0 Oynu Jierkoi abo moMipHOT
IHTEHCUBHOCTI; XKoJHA He Oyna Baxkkoro. [lozito, moB’s3any 3 iH(DY3i€r0 MOXHaA OyIJI0
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KOHTPOJIFOBATH, YIOBUIbHIOIOYM a00 TIepepuBaroyu 1HPY31l. Y  po3mmpeHoMy
JOCIIKEHH] y 5 y4acHHKIB y Tpymi jo3yBaHHs 20 MI/KT KOXKHI JIBa THXKHI OyJiO
3aragom 47 mojil, MOB’s3aHUX 3 1H(Y3i€0, a y 6 ydacHUKIB y Tpymi ao3yBaHHs 40
MT/KT KOKH1 JBa THHI - 177. I1o BiTHOIICHHIO O KIJIBKOCTI YYaCHHKIB, Y SKHX OyJia
o/lHa abo OuIplIe MO/, MeTa-aHali3 He MOKa3aB CYTTEBOI Pi3HULI MUK rpynamu, RR
0,83 (95% Ml Bix 0,40 mo 1,76) (moka3u Hu3bKoi akocTi 3a GRADE);

4) inwi nobiuni seuwa: He Oyno 1HPOpMAIi YK JAaHUX ISl PI3HUX TPYI LIOAO
IHITUX TOOIYHUX SBUIIN, MPO SKI MOBIAOMIISIIOCS;, OJIHAK Y 3BITI MPO JOCHIIKCHHS
3a3Ha4YeHO, 10 yepe3 52 TwxkHi y 16/18 ydacHukiB (3 000X Irpyn) BUHHUKIM aHTUTLIA
IgG no anrmroko3unasu anbda, B OJHOTO 3 SIKUX BUHHMKJIW 1HT10y0Ul aHTUTLIA (JIOKa3H
HU3bKO1 sikocTl 33 GRADE).

TakuM 4YMHOM, aBTOpaMH CHCTEMAaTUYHOTO OISy HE OyJio 3HAWAEHO KOJHMX
PaHIOMI30BaHUX KOHTPOJBOBAHHMX JOCIIIKEHb, sKi O© mopiBHIoBaau P®3T 3 iHIIKUM
BTpy4YaHHsAM, 0€3 BTpy4YaHHS uu 1uiane0o, ajge OyJio BKIIOYEHO OJHE JOCHIIKEHHS, Y
SKOMY TIOPIBHIOBAJIM Pi3HI 03U aJITTIOKO3UAa31 aib(a, 110 BiIMOBIIaJI0 METI OTIIATY.

3a BHCHOBKAaMH AaBTOPIB CHCTEMAaTHUYHOTO OISy, OUIBII BHCOKA 1032
aNriIroKo3ua3u aab(a Moxke OyTH KOPHUCHOIO, ajie He OyJ0 CTaTUCTUYHO 3HAYUMOI
pI3HUIII B TOPIBHAHHI 3 OUIBII HHU3bKOIO J03010. KUlIHIYHI BIAMOBIiJI, BKJIIOYAIOUU
cepueBy (yHKIIIO Ta MOTOPHUM PO3BUTOK, a TaKOX YacTKy JMITeH, SKUM He
3aCTOCOBYBAJIM 1HBa3WBHY BEHTWIALIIO JIET€HIB, OyJdu MOMIOHMMU B Tpynax, sKi
oTpumyBaiu 20 MI/KT KOXHI JiBa THXHI Ta 40 MI/KT KOXHI JiBa THXKHI (HM3bKa SKICTh
nokaziB). TpuBase JIIKyBaHHS alrilOKO3WAa3010 anbda (B 000X rpymnax I03yBaHH:)
MOMITHO TOKPAIIWJIO MPOSBU KapJ1oMioNaTii Ta MOJOBXKUIIO 3arajbHy BH)KHBAHICTH 1
BIDKMBAHICTh 0€3 BEHTWIALII (JIoKa3uW HU3BKOI sKOCTi). Jlokasw, $KI BKJIIOYEHE
JOCITIDKEHHST HaJaiao JUIsl Orjsay, Oyiaum HHU3BKOI sSKocTi (He OyJo JOCTYIMHHX
YUCENBHUX PE3yJIbTATIB 3a TpylaMu, TEHepallis BHUIIAJKOBOi TOCIITOBHOCTI Ta
IPUXOBYBAaHHS PO3MOALTY Oy HEUITKUMH, 1 He OyI0 3acmimienns). Kpim Toro, po3mip
BUOIpKH OyB ManmM, 110 poomto 95% CI mupokumu.

VYnoBHOBaxkeHUM OopraHoM 3 JepkaBHOi OMT mpoBeneHa o1fiHka METO10JI0T14HO1
SKOCTI CHCTEMAaTHYHOTO orjsiay, omucaHoro B myOmikamii Chen M. et al., 2019 3a
aganToBanuM juctoM oiiHku SIGN 50 (Methodology Checklist 1: Systematic Reviews
and Meta-analyses) Ta Bu3HadyeHa sik Bucoka. PICO cucrteMatudyHOro Orjisigy 4YiTKO
3a3Ha4YCHE, KPUTEPii BKIOYCHHS Ta BUKIIOUCHHS BCTAHOBIICHI JI0 MPOBEJACHHS OTJISIY,
MOIIYK 3IIMCHEHO Oulbllle HIX Yy 2-X BIAMNOBIAHUX ENEKTPOHHUX JpKepenax 13
3a3HadeHHsAM naTtu. [lomryk Ta BimOip AOCHIHKEHB 3IHCHUIIO HE MEHIIE HIXK 2 0co0w,
iH(opMaris Mpo BKIFOYEHE JOCHTIDKCHHS Ta BUKIIOYEHI JOCIHIDKCHHS IIpeACTaBiieHa.
Bxomtouene mociimkeHHs Oyiio OIIHEHE MO0 PU3UKY CHCTEeMAaTHYHO1 oMUk (risk of
bias). SIkicTh mOKa3iB I pe3yJbTaTiB BUKOHaHA 3a momnomororo migxonxy GRADE Ta
MPE/ICTaBIICHA B TAOHIII 1711 KOXKHOTO TIOPIBHSIHHSI.
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OTxe, B JaHOMY CHUCTEMaTHYHHU OTJISil, MPEACTABICHO JUIIE OJIUH pPEe3ybTaT
MOPIBHSHHS QJINTIOKO3KUIa3u anb(da 3 HaWKpamow MiATPUMYIOYOI0 TEpami€ro, o
BinnoBigaB PICO ynoBHoBaxeHoro oprany 3 aepskaBHoi OMT, a came, BUJKUBAHICTb.
Pesynmbrati mokaszamu, mo TpuBale JIKyBaHHS QJITTIOKO3WIa3010 ailb(a 3HAYHO
MTOJIOBXKMJIO 3arajibHy BH)KHMBAHICTH 1 BHXKMBAHICTh 0€3 BeHTHIIALIT - 15 13 18 mariieHTis,
SIKI OTPUMYBAJIM JIIKYBaHHS, JOCATIM 18-MICSYHOrO BIKY A0 KIHIS JOCIIIKEHHS
(moxa3u Hu3bkoi sikocTi 32 GRADE). B ny6mikamii Kishnani 2007 aBTtopamu 0yJio
3a3HAYEHO, IO II€ pa3lye KOHTPACTYE 3 THUM, IIO0 CIOCTEpirajiocs B HEJIIKOBaHIN
ICTOpPUYHIN KOHTPOJIBHIN TpyMi, B AKIN JIKMIIE OUH 13 61 marienTa 10KuB 10 18 micsAiiB
(1,9%; 95% CI: Big 0% 10 5,5%). Ornsan 6yB oOMeXKeHU MaJIuM pO3MipoM BHOIpKH Ta
BKJIFOUEHHSIM OIHMCOBUX 3BITIB MPO PE3yJIbTATH, ajl€ 1€ YacTO 3YCTPIYaeThCs Mia 4ac
JTOCITIDKCHHS PIAKICHUX 3aXBOPIOBAHb.

CucmemamuyHnuil 02110 aimepamypu 3 mema-ananizom B mnyonikamii Sarah B.
et al., 2022%° GyB npoBenenuii 11 OMiHKY e()EKTUBHOCTI JIiKyBaHHs XBopoOu Ilomrme 3
ni3HIM moyaTkoM 3a jgonomoror @D3T (pekomOiHaHTHa Qopma Kuchnoi anbda-
rmroko3uaasu moauHu (thGAA) 20 Mr/kr kokH1 J1Ba THXKHI) 3a pe3yjibTaTaMu 6-
XBUJIMHHOI'O TECTY X0Ab0H, (popcoBaHoi kHUTTE€BOI eMHOCTI (PXKEJI) 1 M’s130B0i cuiy,
BUMIpSHOT 3a jonomorow Paau 3 menuunux nociimkeHb (MRC - medical research
council), kiabkicHOro TectyBaHHA M'a3iB (QMT - quantitative muscle testing) 1
mBUAKOro Tecty pyxoBoi pyHkuii (QMFT - quick motor function test) B mopiBHsIHHI 3
BUX1JTHUMU 3HAYEHHSIMHU.

[Tomryk Oyno 3milicHeHo B enekTpoHHHX 6Oazax ganux MEDLINE (1966 — 18
munHs 2020) Ta EMBASE (1980 — 18 nunas 2020) Ta 10MTOBHEHUN PYYHUM MOIITYKOM.
PannomizoBaHi  KOHTPOJIBOBaHI  JOCIIKCHHS, MPOCHEKTHBHI  oOcepBaIlliiiHi
JOCITI/DKCHHST Ta PETPOCIIEKTUBHI JTOCTIHKEHHS 3 OUIBII HiX JIecsIThMa TalliEHTaMH, B
skux oriHoBam epextu thGAA y mamieHTiB 3 Mi3HIM mo4yaTkoM xBopobu [lomme
aHTJIIICHKOI MOBOIO, OYJIM MPUUHATHUMH. 3arajioM OyJi0o BKIIOYEHO J0 METa-aHali3y
16 nocmimkeHb, iK1 MICTHJIHM KIIHIYHI JaH1 589 malfieHTiB.

JIJIsT KOXKHOTO KOHKPETHOTO pe3yibTaTy (MOTOpHA MPOAYKTHUBHICTH, JMXajdbHa
byHKLIsS Ta cuia M’s31B) OliHKA edeKTy Ta ii BiAMOBiAHMA 95%-70Bipunii 1HTEpBAI
(95%-CI) 6ynu po3paxoBaHi JyIsl KOXKHOTO JTOCTIIKEHHS OKPEMO BIAMOBITHO J0 METOTY
3BOpPOTHOI aucrnepcii 3 pikcoBaHuM edexrom. KoxkeH po3mip epekty, XxapaKTepHUM aJis
JOCIIJKEHHS, 3rojioM OyB 00 ’€AHaHUN MIDK JOCHIKEHHSMU Uil PO3PaXyHKY
MiJICYMKOBUX OLIIHOK 1 pejcTaBieHuil y Burisiai forest plot (“micoBoi miarpamu’™).

3a manuMu MeTta-aHamizy 14 nmociimpkeHb 3 419 marieHTamu, y TAI€HTIB, SKi
orpumyBanu JikyBaHHs TthGAA depe3 18,75 wicaliB cooctepirajgocss 3HaYyHE
MOKPAIICHHs] JUCTAHINI 3a O-XBWJIMHHHM TECTOM XOJbOHU, sKe OyJ0 B CEpEeIHbOMY

2Clinical efficacy of the enzyme replacement therapy in patients with late-onset Pompe disease: a systematic review and a meta-analysis, Berli Sarah,
Brandi Giovanna, Keller Emanuela, Najia Nadi, Vitale Jos¢, Pagnamenta Alberto, J Neurol. 2022; 269(2): 733—741. Published online 2021 Apr 13. doi:
10.1007/s00415-021-10526-5,

https://www.ncbi.nlm.nih.gov/pmc/articles/PMC8782782/

29


https://www.ncbi.nlm.nih.gov/pmc/articles/PMC8782782/
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC8782782/

Anemokosuodasa anvgha 015 AiKyeanus nayienmia 3 xeopoboio Iomne, 26.09.2022

npubau3Ho Ha 32,22 M OLIbIle TPOTATOM TNEPIONy CHOCTEPEKEHHS TOPIBHIHO 3
nodatkoBuM piBHeM (95%-11 14,98-49,47; p=0,0003).

3a manuMu MeTa-aHanizy 16 HoCiKeHb (TEpMIH CIIOCTEPEKEHHS KOJIUBABCS Bi 6
MICSIIB 10 7 POKiB), 1m0 BkIrouanu 563 mamienta, yepe3 20,57 MICSIIB MOKa3HUK
OXEJI 3anumancsa crabuibHuM npudnn3no Ha —0,01% (95%-CI — 2,48-2,45; p=0,99)
IPOTATOM MEPIOyY CroCTEpeKeHHs MOpiBHAHO 3 PIKEJI Ha MOYaTKy TOCIHIIKEHHS.

Jlume B 10 nmocmimkeHHsax, 3a yuyacti 413 namientiB (3 Hux 388 oTpumyBaiu
rhGAA) 3 TepMiHOM CIOCTEPEXEHHS BiJl 6 MICSIIB A0 7 POKIB, OyJM IOBiIOMJICHI
pe3yJbTaT Ipo 575 BUMIpIOBaHb M’S30BOi CHJIM Ha TTOYATKy Ta 549 BUMIpIOBaHb MicCIIs
®3T, ominenux 3a gomomororo MRC, QMT a6o QMFT. Mera-aHami3 1mokasas, IO
yepe3 19,5 MicaiiB y nmaii€eHTiB, siki oTpuMmyBaiu thGAA, He criocTepiranocs 3Ha4HOTO
MOKpAIIeHHs] M S30BOi CUJIM, HABITh HE3BAXKAIOUM HA TE€, IO 33 CEPEIHIM 3HAUCHHIM
nokazaHo 30iumbmieHHs npubiau3Ho Ha 0,07 6GamiB (95% CI —0,05-0,19; p=0,24)
MPOTATOM CTIOCTEPEKYBAHOTO MEPIOAY MOPIBHSHO 3 TOYATKOBOIO M’ SI30BOIO CHIIOIO.

3a BUCHOBKaMH aBTOPIB CHCTEMAaTUIHOTO OTJIsiAY 3 MeTa-aHaiizoMm (Sarah B. et al.,
2022) wnasBHi nmani mokazanu, mo ®O3T wmae 3HAYHYy KOPHCHY €(QEKTUBHICTH Yy
MOKpAIIEHHI AUCTAHIN XO0Ap0M Yy MAII€HTIB 3 MI3HIM MoYaTKOM XBopoOu Ilomme Ta
HE3HAYHE MOKpalieHHs: M’ s130B0i cuid. [lokpaieHHs quxanbHOl QYHKI(T HE BUSBIICHO.
HeoOxinHo mpoBecTH OuIbIIE MPOCHEKTUBHUX 1 KOHTPOJIBOBAHUX JIOCHIIKEHb, II00
IPOJIEMOHCTPYBATH YITKY KJIiHIYHY Kopucth D3T.

YnoBHOBakeHUM OpraHoM 3 jaepxkaBHoi OMT npoBezeHa o1iHKa METOAO0JIOTTYHOT
SIKOCT1 CHCTEMAaTHYHOTO OTJISIy 3 METa-aHalli30M, OomMcaHoro B myOsikariii Sarah B. et
al., 2022 3a amantoBanuMm mnuctoMm omiHKH SIGN 50 (Methodology Checklist 1:
Systematic Reviews and Meta-analyses) Ta BusHauena sk mpuiiHaTtHa. PICO
CHUCTEMATUYHOTO OTJISIAY 3 METa-aHalli30M YiTKO 3a3HAa4eHO, MOT0 3apeecTpOBAHO B
MDKHApPOJHOMY TMPOCHEKTUBHOMY peecTpi cucremarnunux orisgie (PROSPERO).
BincytHsa iHQopMalis, 1mo KpuTepii BKIIOUYEHHS Ta BHUKIIOUYEHHS BCTAaHOBJICHI 10
npoBeneHHs orysiay. [omryk 3a1iicHEHO y 2-X BIANOBIIHUX €IEKTPOHHUX JDKepesax 13
3a3HAYEHHSAM JaTh Ta JOMOBHEHWM pydyHMM mnomyk ganux. Ilomyk Ta BiaOip
JOCIIJKEHb 31MCHUIIO HE MEHIIE HDXK 2 0ocoOu, mpoTe iHpopMallis Mpo BUKIHOYEHI
JOCTIPKEHHSI HEe TPE/CTaBlIeHa. XapaKTepUCTHKA BKIIOYCHHUX JIOCIHIKCHh 0OMex)eHa
iH(poOpMaIli€el0 MPO TMOKA3HUKH 3a KIIHIYHUMUA ToukamMu 1o Ta micig P3T, ixmn
XapaKTepUCTUKU BIACYTHI. BiicyTHA oOlLiHKa BKJIOYEHUX JOCHIKEHb Ta He
npejCcTaBieHa SKICTh JIOKa3iB, aBTOpaMU JIMIIE 3a3HAYEHO, 1110 KiJIbKa JOCIIKEHb MaJIH
aJICKBaTHY METOJIOJIOTIUHY SKICTh JJisi BKJIIOUEGHHS B MeTa-aHami3. BpaxoByrouu
PI3HOMAHITHICTh JU3aiHIB BKJIIOYEHUX JOCIHIKEHb, PE3yJbTaTH YYTIWBI JO 3CYBY
BimOopy (selection bias). TectoBa craructuka () Oyiia 3acTOCOBaHA ISl OIIHKHU
CTATUCTUYHHUX JIOKAa31B HEOTHOPIMHOCTI. JIsi OIIHKKA CTyNeHs HEOTHOPITHOCTI
BMKOPHCTOBYBAIM CTaTUCTHKY 12, HasBHicTh ymepemkeHocTi myOmiKanii qociimKyBanu
3a JIONMOMOTOK0 BOPOHKOMOA1I0HOT JllarpaMu 3a BciMa KiHIIEBUMH TOUKaMHU.
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OTxe, 3a pe3yibTaTaMu IPOAHAII30BAHOTO CUCTEMATUYHOTO OTJISAY 3 MeTa-
anamizom (Sarah B. et al., 2022) Bizcranb XxoAp01 mokpammiacs B cepeaabomy Ha 32,2
M TpoTAroM mepioxy crnoctepexeHHs 18,75 wicamiB (p=0,0003), mopiBHSIHO 3
MOYaTKOBOIO BIJICTaHHIO. MeTa-aHani3 He mnoka3zaB >xofgHoro mokpaimieHHss OKEJI
(p=0,99) uepe3 20,57 micsIiB 1 JUIe TSHACHIIIIO 0 MOKPAIICHHS CHUJIN M S31B 4yepes
19,5 micauis nikyBanns ®3T, ane pizHuL He Oyna cTaTUCTUYHO 3Hauywow (p=0,24).
3a BU3HAUYCHUMU YIIOBHOBAXEHUM OPTraHOM KJIIHIYHUMHU TOUYKaAMU BUXKUBAHICTb, SIKICTh
XKUTTS Ta Oe3neka iHpopMallis BiACYTHS.

Y cucmemamuunomy o2na0i 3 mema-ananizom B nyoOmikaiii Dornelles AD,
2021%! meToro Gyi0 meperiasHyTH OCTAaHHI JOCTYIHI [JaHi PO BILIMB aIIHOKO3HAA3H
anbpa Ha xBopoOy I[lomme 3 mi3HIM mMOYaTKOM Ta O€3MeKy 3 TPEICTaBICHHIM
pe3yibTaTiB, BAKOPUCTOBYIOUM CEPE/IHI 3MIHU BiJ BUXITHOTO PIBHS, a HE B MOPIBHSIHHI
3 MATPUMYIOYOI0 TEPAITi€lo.

Jlo cHcTeMaTWyHOTO OTJISAAYy 3 METa-aHali30M IIaHYBaJIOCh BKJIIOYWTH JIHIIC
panaoMizoBaHl kimiHIYHI BunpoOyBanHs (PKJI) Tta oOcepBauiiiHi NOpIBHSUIBHI
JNOCIIDKEHHS, y SKAX Uil JIIKyBaHHS TMalleHTIB 13 xBopoOoro  Ilomme
BukopucroByBanacsi ®O3T anrmaroko3naazor anbda. [HII TPOCHEKTUBHI AOCTIIHKEHHS
OyJM BKJIIOUEHI (BIAKPUTI Ta HEPAHAOMI30BaH1 JOCIIKEHHS, KOHTPOJIbOBAHI UM 1HIII,
BKJIIOYAIOYM KBa31€KCIIEPUMEHTAJIbHI), SIKIIO pO3Mip BUOIPKM CTAHOBHB >5 Ta 3a YMOBU
BUBUCHHS B HHUX NpPUHANMHI OJHI€I 13 3alJIaHOBaHUX KIHIEBUX To4yoK. [lomryk
nocipkeHs Oyio 3aiicHeHo y 6a3ax manunx MEDLINE (uepe3 PubMed), Embase ta
KokpaHiBChbkMii IIEHTPaJIbHUN PEECTP KOHTPOJIBOBAHMX BHUMPOOYBaHb OITyOIIKOBAHUX
10 30 tpaBust 2021 poky. 3pemroro, sl CUCTEMAaTUYHOTO Orjsiay Oyio BimiOpano 22
JTOCITDKeHHs g XxBopoOu Ilomrre 3 mi3HiM moyaTkom, Bkiroyatoum omgHe PKJI, 18 3
SKUX OyJIO BKIIFOUECHO J0 METa-aHai3y.

KinmeBuMu ToukamMu B MeTa-aHali3l Oynd: SIKICTh KUTTSA, (QyHKIIOHAJIbHA
3IaTHICTh (O-XBUJIMHHUM TeCT X0/b0U, (OpcoBaHA KUTTEBA €MHICTD JiereHb (DIXKE]) 1
OIlIHKa 3a IKaJor YontoHa Ta ['apanepa-Mensina (Walton and Gardner-Medwin
Scale - WGMS), Br>kuBaHHsI, 4ac Ha BEHTUJIALIL Y TOJUHAX/THAX, M S130Ba CUJIA, SIKICTh
cHy, koBTaHHs Ta Oesmneka. s ®KEJI minBumenus noHaiiMenme Ha 10% micns
BTPYYaHHS BBKAJIOCS KJIIHIYHO 3HAUYIIMM IOKpanieHHAM. {71 6-XBUJIMHHOTO TECTY
X0J1bOU 301IBIIIEHHS IIOHAWMEHIIIE Ha 26 M BBOXKAJIOCS KITHIYHO 3HAYYIIOIO 3MIHOIO, SIK
pexkoMeHoBaHO Schrover Ta iH. Ipu M’sS30BUX 3axBoproBaHHAX. WGMS - 1e mkana,
sKa OIIHIOE (PYHKIIIOHAJIIBHY aKTHUBHICTh 3a OajlbHOIO CHCTEMOIO B Jiama3oHi Big 0 =
HOpMa 710 10 = mpuKyTHIi 10 JIIXKKA.

ABTOpPH y3arajlbHUIIU PE3YJIbTaTH, BAKOPUCTOBYIOUU CEPEH1 3MIHU BiJl BUXITHOTO
piBHA 3 95% noBipunmu inTepBanamu (CI) mas mocTiitHux pe3ynstaTi. LI[06 BKIOUnTH
4ac CIOCTEpEeXeHHs, OyJM BHKOPUCTaHI MOKa3HWUKHM 3axBoproBaHOCTI (IR - incidence

2IA Systematic Review and Meta-Analysis of Enzyme Replacement Therapy in Late-Onset Pompe Disease., Dornelles AD, Junges APP, Pereira TV, Krug
BC, Gongalves CBT, Llerena JC Jr, Kishnani PS, de Oliveira HA Jr, Schwartz IVD., J Clin Med. 2021 Oct 21;10(21):4828. doi: 10.3390/jcm10214828,
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC8584814/
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rates) 3 95% CI nns mincymoByBanHs mofiid. [I[o6 momermuTy iHTEepmperaiiro BCi
ominku IR cramgaptuzoBani y momisx Ha 100 mroauHO-pokiB. CTaTUCTHUYHY
HEOTHOPIIHICTh TepeBipsan 3a gomomoror Q-kputepito Kokpana Ta KiTbKICHO
BUMIpIOBAIM 3a J0onoMoror merpuku 1. KokpaniBcbkuit Q BBakaBCS CTaTMCTHYHO
3HAYyIIMM Juisi HeogHopigHocTi, skmo p<0,10. JKomHoro mnopory cTaTuCTHUYHOL
3HAYYIIOCTI U OLIHKH KJIIHIYHUX 3MIHHUX HE BUKOPHCTOBYBAJIH.

3a MaHMMU TOIIYKY HE OYyJIO 3HaMIEHO »OJHOI CTaTTi, AKa O OIlIHIOBaJIa SIKICTh
CHY, BUKUBaHHs a00 MOPYIICHHS] KOBTAHHS, SIK1 O B1ANOBIIajy KPUTEPIIM BKIIFOUEHHS;
TOMY L1 pe3yJbTaTH HE MOXHa OYJIO OLIHUTH.

Pe3ynomamu oyinku pynkyionanavnoi 30amuocmi

He 6yno xomaux nokasiB mokpamieHHs PIKEJI mijax yac BUKOHAHHS CIIpoMeTpii
CUJSYM, B TOJIOKEHHI JIeKayd Ha CHHUHI ab0 OPTOCTATUYHOMY IMOJIOKEHHI1 (CepemHs
3mina Bcepeauni rpynu: 0,41% (95% CI: Big -0,3 no 1,12%)) Ha ocHoBI manux 15
nociimxkeHsb (348 ydacHUKIB; cepeHsl TPUBAIICTh CIOCTepekeHHs 36,8 wmicsiiB. byna
HM3bKa TeTEPOreHHicTh Mix mocmimkenuamu (12 = 0,00%, p=0,14) Ta myxke HuU3bKa
HaaiiHICTh qoka3iB 3a GRADE.

HespaxarouW Ha 3HAYHy TEeTEPOre€HHICTs Mik pocmimkenHavu (12 = 94,3%,
p<0,001) Ta my»e HU3bKY JAOCTOBIpHICTH A0Ka3iB 3a GRADE, Oynu nani npo KIiHIYHO
3HAUylIe MOKPALIEHHS MICJs JIIKyBaHHS 3a TeCTOM O-XBHJIMHHOI X0ALOM (cepelHs
3MmiHa BcepeauHi rpynu: 35,7 m (95% CI: 7,78—63,75) 3a nanumu 14 nociiakeHs 10 Ta
nicns O3T (348 yuyacHUKIB; cepeHiN Mepioj] CoCTepeKeHHs 36,8 MICSIIIB).

@®3T He BrUIMHYJA Ha OILIHKY 32 MIKAJ0KW YoJuroHa Ta ['apauepa-Mensina 3a
naHuMHu 6 JoCiiKeHb. JlOCTOBIpHICTH JOKa3iB Oyna gyxke Hu3bkoro 3a GRADE,
TOJIOBHUM YMHOM Y€pe3 HETOUHICTh PE3YJIbTATIB BKIOUEHUX JOCIIIKECHb.

Cuna eepxnix Kinyieok

M’s130By CuIly OLIIHIOBAJIM 32 JIOMOMOT'OI0 METa-aHaji3y Mo BIAHOIIEHHIO O JBOX
3MIHHUX: PY4YHOI JMHAMOMETpIi Ta MBHAKOTO TeCTy pyxoBoi (yHkiii (Quick Motor
Function Test). Pyuny nunamomeTpiro ormiHIOBaM y 2 i3 9 mociikeHb, M s30Ba CHJia
Oyna 0e3 1ICTOTHUX BiAMIHHOCTEH (cepenns 3mina 244,05 (95% CI —151,18, 639,27)), 31
3HAYHOK) T€TEPOTEeHHICTIO MIX JOCIIKEHHIMU (I = 94,5%, p<0,001); mBuAKUN TecT
PYXOBOi (PYyHKIIII, 10 OIIHIOBABCA B 3 13 9 JOCIII>)KEeHb, TAKOXK OyB 0€3 1ICTOTHOI pi3HUII
(cepennst 3mina 7,85 (95% CI —2,48, 18,18)), 13 3HA4YHOI TETEPOTCHHICTIO MIXK
nocmigxerasamu (12 = 95,1%, p<0,001) Ta my’e HU3BKOI JOCTOBIPHICTIO JOKa3iB 3a
GRADE.

Axicme scumms (O1iHEHA 32 JOMTOMOTOI0 OMUTyBadbHUKA SF-36)

3a manumu 6 JOCHIIKEHb HE OyJ0 BIAMIHHOCTEW y 3arajibHid SIKOCTI KUTTS
(cepennst 3mina (mean change) 7,05 (95% CI -7,30, 21,41)) abo B MNCUXIYHOMY
komroneHTi SF-36 (cepeanst 3mi"a 5,37 (95% CI -4,04, 14,78)), 31 3Ha4HOIO
rereporennicTio (1=89,4%, p<0,001). IIpore Oyna pisHuusg y Gi3M4HOMY KOMIIOHEHTI
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(cepenns 3mina 1,96 (95% CI 0,33, 3,59)), i3 3naunorw rereporennictio (I> = 68,7%,
p<0,001) Ta gy>ke HU3BKOIO JOCTOBIpHICTIO T0Ka3iB 3a GRADE.

Yac na eenmunayii

IcHy10Th c1a0Ki JOKa3| 3a JaHUMH 6 JOCHIIKEHB, IKi BKa3yloTh Ha Te, mo ®3T y
CEpEeIHBOMY IIOB’s13aHa 3 TO3UTUBHUM €()EKTOM Ha Yac Ha BEHTWJIAII], HE3BaKAIOUN HA
3gauny rereporensicts (1=70,7%, p<0,001) MiX mOCHIIKEHHSIMH Ta HU3BKY
noctoBipHicTh Joka3iB 32 GRADE (cepemns 3mina —2,64 roaunu (95% CI —5,28,
0,00)).

be3neka

[To6iyH1 peakiii: y myo6mikaiiii van der Ploeg et al., 2016 mo6i4Hi peakilii Jerkoro
Ta CEpeIHBOTO CTYIEHS TSKKOCTI BUHUKaNU Yy 35,5% mnamieHtiB, y 25% — peaxiiii,
noB’si3anl 3 1HQy3ier0. Peaxmii, mop’s3ani 3 iHbYy3i€0 craHoBwian 18% (13/73
NAIl€HTIB), HAUTIOMMUPEHITUMHU OyJIM He3IykaHHs, 03HOO Ta rineprepMmis (de Vries et
al., 2017). B myo6mikarii Angelini et al., 2012 moBimoMuiIM TpO HACTYMHI MOOIYHI
peaxkiii Ha 3T, ski cnocrepiranucs y 4/74 naitieHTiB (6%) 1 BBaKamucs MOMIpHUMHU:
epurema oOnmMYus, epuremMa B Micmi  1H(DY3il, TpUMONOAIOHI CHUMIITOMH,
reHepai3oBaHuil cBepOK 1 OpoHxocnasm (Takoxk omucano Bembi et al.). Y PKJ] LOTS
rpyna ®3T 1 rpyna mianebo Manau OJIHAKOBY YacTOTY BaKKHUX MOOIYHUX e(EKTIB,
NOJ1M, MOB’SI3aHMX 3 JIKyBaHHAM, 1 1H(Y31iHUX peakuid. Y rpyni JKyBaHHS Oyia
OUIBIII BUCOKA YacTOTA JIETKUX Ta MOMIPHUX MOOIYHUX €(EeKTiB, 0 HE MEPEIIKOHKAI0
IPOJOBKEHHIO JIIKyBaHHSA. YPTUKapHI peakuii, Tinepriapo3, AUCKOMGOpT y TpyAHid
KJIITII, TPUIUIUBH, OJIOBOTA Ta IMIJABUIIEHHS apTeplaJbHOrO0 TUCKY BUHUKAIM Yy 8%
NAIIEHTIB, AKI OTPUMYBAJIM ajiTiOKO3uJa3y anbda, 1 HE MOBIIOMIISUIOCA B TpyMi
miane6o. [li BHCHOBKM Oyiu MiATBEP/PKECHI PO3IMIMPEHUM ITOCITIDKCHHSIM 3 TIEH XK
nonymsiero  (LOTS  Extension). Kpim Ttoro, B myoOmikamii Forsha et al,
BUKOPUCTOBYIOYM JMaHi, oTpuMani B gociimpkerdi LOTS, ouiannu nume 6e3nexy 3T
I0JI0 CEPIIEBO-CYAMHHUX TOIH, K1 BUHUKIJIH TICJISI TOYATKy MPUHAOMY aJITTFOKO3H1a31
anb(da, 1 He BUSBUIN CYTTEBOI PI3HUIN MK TPyIIaMHy JIIKyBaHHS Ta IJIAe0o0 M010 3MiHH
dpakuii Bukuay (p=0,8), iatepBamy PR (p=0,71), macu uuiynoukiB (p=0,71) abo
tpuBasiocti QRS (p=0,67).

CwmeptHicTh: J[aHi PO CMEPTHICTH OMUCAHI B JIEB'ITU TOCTIKEHHSX; OJIHAK JIUIIIE
I’SITh OMMCAIM BUHUKHEHHS moaii. Y aociimkeHHi, nposeaeHomy Orlikowski et al.,
2011 3 n'sTepMa maiieHTamMu OyJia OJHAa CMEPTh BHACIIJIOK TPaxealbHOr0 KPOBOBUIIUBY,
HE TMIOB'I3aHOT0 3 JIIKYBaHHSAM. Y JIOCHIKEHHI 3 HAWBUIIUM pPIBHEM 3arajbHOi
cmeptHocTi Kuperus et al., 2017, 1/19 narieHTiB moMep BijJ AMXaJIbHOI HEIOCTATHOCT Y
Billl 56 pokiB, uepe3 1,1 poky micns npunuHeHHs O3T 3 ocoductux npuyuH. Ille 6 13 19
naiieHTiB, ski oTpumyBanu O3T, momepnn, xouya >KOJHA CMEpPTh HE BBaXKajach
MOB’513aHOI0 3 JKyBaHHsIM. PiBeHb 3axBoproBaHocTi Ha 1000 mronuHO-pokiB (moAdil Ha
JIOJMHO-PIK) Y BCIX BKJIIOYEHUX JOCITIKEHHSX cTaHOBUB 4,4 moxii Ha 1000 mroamHO-
pokiB (95% CI Bix 1,5 no 12,8).
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AHTHATUIa OpOTHM  AJNIIOKO3MAasyu  anbda. Xoya OUIBMIICTG MAII€HTIB Mald
MIJBHUINCHI TUTPU aHTHUTLA, Y HeOaraTbOxX CHOCTEPIrajiocs 3HUKEHHS BIJNOBIII Ha
JiKyBaHHS a00 MIABUIIEHHS 4acTOTH MOOIYHUX edekTiB. HalOounbin mornubieHy omiHKy
TUTPIB AaHTUTUI y MAIi€HTIB, sKi orpumyBanu P3T, Oyno mpoBeneHo y myoOmikamii de
Vries et al., 2017. ITaienTn Oyau po3aiiaeH] Ha TPU TPYIH BiANOBIIHO 10 iXHIX TUTPIB
aHTUTLIL: niepiia 3 16 maiieHTiB BiAMOBIana BUCOKUM TUTpaM (>1: 31 250); apyra, 3 29
NalieHTiB, BianoBigana npomikuuMm tutpam (1: 1250 mo <1: 31 250); Tpets, 3 28
Nali€eHTiB, BiAnoBigasa HU3bkUM TuUTpam (Bix 0 no <l1: 1250). Cnoocrepiraiocsi Tpu
MoOjielll mporpecyBaHHsl 1moA0 TUTPIB aHTU-D3T aHTUTIN; y mepeBaKHOT OUIBIIOCTI
namieHTiB (97%) tutpu abo 3HU3WIMCS, a00 3AMUIIUIUCA CTAOUTbHUMH micis 12
MICSIIIB JIIKYBaHHS, 32 BUHATKOM JIBOX MAIlIEHTIB, OJWH 3 SKUX HAJIECKaB JIO TPYIHU 3
HAWBUIMMMU TUTPAMH, a IHIIUA — 0 TPOMDKHUX. BHUKOpHUCTOBYIOUM KOMOIHOBaHY
ominky 3a mkanoro MRC 1 ®XKEJI y nonoxxenni, aBropu myoumikaiii de Vries et al.,
2017 mopiBHSIM BIANOBIAR HA JIKYBaHHS MK TphOMa IpyMaMH 3 TUTPOM aHTUTLI 1 HE
BUSIBIUIM CYTTE€BHUX BIJIMIHHOCTEW MK HUMU HI Ha MOYATKY, Hi MIcIs 3 POKiB JIIKYBaHHS
(p=0,35 1 p=0,38, BiamoBigHO). B omHOro marieHTa 3 BUCOKHMH THUTpPaMH aHTHUTLIA
MaJu HelTpanizyrounil BIiuB Ha ¢epmeHT 31 3HmkeHHIM DIXKEJI 1 cuim. De Vries et
al., 2017 TakuM 4YMHOM AIMIUIM BHCHOBKY, IO ICHY€ 3B’SI30K MK THUTpaMU aHTHU-
JITTIOKO3U/1a3a anb(a-aHTUTLI 1 PO3BUTKOM MOOIYHMX €(PEKTIB (CTATUCTUYHUN aHAJI3
He nokaszaHo). Jlume y 1/28 (4%) mawieHta y rpymi 3 HU3bKUM TUTPOM OyJM MOO1YHI
edextu, Toal Ak 5/29 (17%) y rpyni 3 npomixHuUM TUTpoM 1 7/16 (44%) y rpymi 3
BUCOKHUM TUTPOM MaJId MOO14HI €PEKTH.

MeromomoridyHa sIKiCTh CHCTEMAaTUYHOTO OTJISITY 3 METa-aHali30M, OMHUCAHOTO B
nyomkamii Dornelles AD et al, 2022 3a amantoBanuM jiucToM oOIiHKA SIGN 50
(Methodology Checklist 1: Systematic Reviews and Meta-analyses) omiHeHa
YnoBHOBaxkeHUM opraHoMm 3 jepxkaBHoi OMT sk mnpuiinarHa. Mera orsgy
chopmynwsoBana, npore, PICO cucremMaTH4HOro OrJsiny 3 MeTa-aHadi30M YITKO HE
3a3HaueHo. BiacytHs iHdopmalis, 10 KpUTepii BKIIOUYEHHS Ta BUKIIOYEHHS
BCTAHOBJIEHI 10 mnpoBeneHHa ormsiay. [lomyk 3nilicHeHO y  3-X  BIANOBIAHMX
CJIICKTPOHHUX JPKepesaxX i3 3a3HaueHHSM JIaTH Ta JIOMOBHEHUH PYYHHUM IOMIYK JaHUX.
[Tormyk Ta Bi0ip MOCHIIHKEHBb 31MCHUIO HE MEHIIE HIX 2 0coOu, mpoTe 1H(popmarris
PO BUKIIOUCHI JIOCTI/DKCHHS HE TMpEJCTaBiICHA. XapaKTePUCTHUKA BKIFOUCHUX
JOCIIDKeHb TIpeJICTaBlieHa. BrirodeHi IOCHipKeHHS Oyiau JyXe TeTepOreHHUMH,
BKJIFOYAIOYH TIAIIEHTIB 3 PI3HUX BIKOBUX TPYN 1 3 PI3HUMU CTYNEHSIMHU TSHKKOCTI
3aXBOPIOBAHHS, TOMY JIO PE3YyJbTaTiB MOTPIOHO CTABUTHCH 3 OOEPEKHICTIO. SIKICTh
BKJTFOUEHHUX JOCIIPKCHb OIIHIOBAIM 3a JIONMOMOTOI0 1HCTPYMEHTIB, IO BiAMOBIAAIOTH
U3aifHy IOCHipKeHHs. JlOCTOBIPHICTH JOKa3iB pe3ysbTaTiB, BU3HAYEHUX aIpiopi,
orfiHIOBasacs BiAmoBinHo a0 kputepiiB GRADE.

OTxe, 3a pe3ynbTaTaMy MPOAHATI30BAHOTO CHCTEMAaTHYHOTO OTJISAYy 3 MeTa-
anamizom (Dornelles AD et al., 2022) npoTsiroM cepeHbOro Mepioay CrOCTEPEKEHHS
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32,5 micsIi TOKpanIuiIkCh BiICTaHb, IPOHUJICHA B 6-XBIUIMHHOMY TECT1 X0Ib0U (cepeaHs
3mina 35,7 m (95% CI 7,78, 63,75)), dbi3ndHmil KOMIIOHEHT 32 ONMUTYBAaJIbHUKOM SIKOCTI
xutTst SF-36 (cepenns 3mina 1,96 (95% CI 0,33, 3,59)) 1 yac Ha BeHTWIIAIT (cepenHs
3mina —2,64 roxn (95% CI —5,28, 0,00). He Oyno BiaMiHHOCTEH MIXK NEPIOJAOM JO Ta
nicnsgs O3T mono DKEJI, GaniB 3a mkanoro Bontona ta INapnuepa-MenBina, cuiu
BEPXHIX KIHLIBOK a00 3arajibHOro Oamy sikocTi xuTTs SF-36. [1o0iuHl siBUIIA micis
@®3T y O6inbmocTi BUNAAKIB Oynu jerkumu. JlocmigxeHHss Oyiau reTeporeHHuMU Ta 3
Jy>K€ HU3bKOIO HAMIMHICTIO JOKa3iB JJisi OUIBIIOCTI pe3yibTariB. Pe3ynbTat 1070
BIKMBAHOCTI HE MPEJCTaBIEeH1, OCKIIbKYA HEe OyJIM 3HAWIEH] aBTOpaMi CUCTEMATUYHOTO
OTJISIY 3 METa-aHaJi30M.

BpaxoByroun BiZICYTHICTh CHCTEMAaTHYHHX OTJISAIIB Ta/ab0 MeTa-aHaTI3IB IO0
KJIIIHIYHOT €()eKTUBHOCTI Ta 0€3MEeKH aTitoK03uaa31 anb(da B MOPIBHIHHI 3 HAWKPAIOI0
HiATPUMYIOUOI0 Teparieto abo 1uianebo y marieHTiB 3 xBopoboto [lomme 3 mi3HIM
NIOYAaTKOM Ta OOMEXEH1 JaHl JJIi Mali€HTIB 3 1IHQaHTWIBHOW (opMOI0 y myOsikarii
Chen M. et al., 2017 ynoBHOBa)K€HUM OpraHoM OyJjia po3po0seHa JoaTKoBa CTpaTeris
NOIIYKY IEPBUHHUX JIOCHIIKEHb y 0a3ax naHux PubMed database ta Cochrane Library.

KuiniyHe mnMTaHHsi: BHU3HAUUTH KIIHIYHY €(EKTHUBHICTH Ta  Oe3meky
anrmoko3uaasu anbda nopiBasHo 3 HIIT (abo mamne6o) asist JiKyBaHHS MAIli€HTIB 3
xBopoOoto [Tomne Oy 1b-sIKOTO BIKY.

JocaimkyBaHa momyJasimisi: TaiieHTH OyIb-sKoro BiKy 13 XxBopoOoro [lomre
(iadanTmiibHa dhopma Ta mi3HA hopma).

JocaigxyBaHuii JikapcbKuii 3aci0: anrimoko3unasa anbda (20 mr/kr macu Tina 1
pa3 Ha 2 THXKHI).

Komnapartop a6o Mmenn4una texHoJorisi nopiBusiaus: HIIT a6o miame6o.

OcHOBHI f0CHiTKyBaHi pe3yJIbTaTH:

s iHpaHTWIBbHOT (QopmMu - nuxambHa (YHKINSA, dYac 10 HEOOXiTHOCTI
3aCTOCYBaHHS 1HBA3MBHOI/HEIHBA3UBHOI BEHTHWJIALI] JIEr€Hb, ceplieBa (DyHKIIIS, pyXoBa
¢yHkuis (MKaad MOTOPHOTO PO3BHUTKY), BWXHBAHICTb, CMEpPTHICTb, Oe€3IeKa,
BUpOOJeHHs aHTuTLI IgG;

JUTSL TT3HBOT (DOPMU - BIKUBAHICTh, O-XBUIIMHHHUM TECT XOJbOU, MOKpaIleHHs a0o
cTalbimizallis CUIM MPOKCUMAIBHUX M SI31B (3a MIKaJaMmu), quxanbHa QyHkiis (OXKEI),
SKICTb KUTTSI, Oe3neka, BupoOsieHHst aHTuTLa IgG.

Kpurepii BkJI0OYeHHS: paHAOMI30BaHI Ta KBa3ipaHAOMI30BaHI  KJIHIYHI
nocmipkerHss II - IV ¢asu, xoHTponboBani kiaiHIuHI gocmipkeHHs II - IV dasm,
KOTOPTHI JIOCTI/DKEHHS, 1[0 BHUBYAJIM €(EKTUBHICTh Ta O€3MeKy 3acTOCYBaHHS
aNTIIOKO3WIa3n  anbda y JITed Ta JOpOoCiHuX MaIlieHTiB 3 XBopoOoro Ilomrie
(iHpanTHIRLHOIO 200 TI3HKOIO (POPMOIO), AHTTIHCHKOI MOBOIO, 3 BIKPUTUM JOCTYIIOM
JI0 TIOBHOTEKCTOBOI My OJTiKaIlii.

Kpurepii BUKJIIOYEHHSI: JOCITI/DKCHHS Ha TBapWHAX, IOCTIIHKCHHS BHIIAJI0K-
KOHTpPOJIb, HE€ TOPIBHSUIBHI JOCHIKEHHs, myOJikaiii MOBOIO, BIIMIHHOI BiJ

35



Anemokosuodasa anvgha 015 AiKyeanus nayienmia 3 xeopoboio Iomne, 26.09.2022

aHTIINACHKOI, JITepaTypHi OTJIsAaM, MyOmikamii AOCTIPKeHb, IO HE BiJMIOBIIAIOTH
JOCIIKYBAaHOMY THUTAaHHIO Ta/ab0 momyunsmii, myOmikamii 3 TIaTHUM JOCTYIOM JI0
MIOBHOTO TEKCTY.

Kuarouosi ciaoBa momyky: Alglucosidase alfa, Recombinant human acid alpha-
glucosidase, thGAA, Pompe disease, GSD II, Glycogen storage disease type II,
ALPHA-1,4-GLUCOSIDASE DEFICIENCY, GAA DEFICIENCY, acid alpha
glucosidase deficiency, GLYCOGENOSIS type 2, GLYCOGENOSIS type II, ACID
MALTASE DEFICIENCY.

Poku nomryky - He 0OMexXyBaJiMCh. 3acTOCOBYBaJuCh ornepaTopu Boolean - AND
ta OR. 3acrocoByBasuch HactynHi ¢inbtpu: Clinical Study, Clinical Trial,
Comparative Study, Controlled Clinical Trial, Multicenter Study, Observational Study,
Randomized Controlled Trial.

B pesynbraTi mOIIyKy 3a BHU3HAYEHUMHU KPHUTEPISIMH 13 3aCTOCYBaHHSIM
BuUIle3a3HadeHnX (PinbTpiB B 0a3i manux PubMed Oyno 3naiineno 206 myOumikaiiii, a B
6a3i Cochrane Library - 75 nutart. [licnsg nmepernsiny Ha3B myOikailii Ta aOCTPaKTIB IS
MOJIAJIBIIIOTO OMpaIfoBaHHs Oyno BimiOpano 26, cepen skux numie 11 myOmikarii
(Kishnani PS et al., 2007; Kishnani PS et al., 2009; Nicolino M et al., 2009; Kishnani
PS et al., 2010; Van der Ploeg AT et al., 2010; Giingor D et al., 2013; Case LE et al.,
2015; Giingor D et al., 2016; van der Ploeg A et al.,, 2016; Parini R et al., 2018;
Gutschmidt K et al., 2021) 6ynu y BiZKpUTOMY JOCTYMi 10 MOBHOTO Tekcry. Ilicis
JeTaabHOI BUYMTKU JJI MOJANBIIOTO aHami3dy Oyna BimiOpaHa myoOsikamis Van der
Ploeg AT et al., 2010, six Taka, 1110 BiJIIOBI1ajia KJITHIYHOMY MUTAHHIO YITOBHOBa)KEHOTO
oprany Ta PICO Ta my6mikarist Nicolino M et al., 2009.

V ny6nikanii Kishnani PS et al, 2007*> mnpexacraBieHa mo4aTkoBa (asa
0araToleHTpoBOro, 6araToHaIiOHAJIBHOTO, BIIKPUTOTO PaHIOMI30BaHOTO JOCIIIKEHHSI,
mo BKIOYamo 18 mamieHTiB 3 iHGaHTWIBHOKO ¢GopMoro xBopoOorw Ilomme, a y
ny6mikanii  Kishnani PS et al., 2009 - posmmpena ¢asa Q0oCiiKeHHs, 0 BKII0YaIa
16 Tux, XTO BWKHUB (3arajioM A0 3 pOKiB JiKyBaHHs). JlaHe mocmipkeHHS OyIio
BKJIIOUEHE JI0 KOKPaHIBCHKOTO CHUCTeMaTU4YHOro orjisny (nyoaixayis Chen M., 2017),
10 TPOAHATI30BaHUN YIIOBHOBAKEHUM OPTaHOM 1 MpeACTaBiIeHUN y BUCHOBKY, TOMy
OKPEMO PE3yIbTaTH JTOCHIPKEHHS HE HAJAI0ThCS.

V ny6nikauii Van der Ploeg AT et al., 2010** npencrasiene panaomisoBaHe,
MOJBIMHE ClliNe, MIaned0-KOHTPOILOBaHE, 0araTOIEHTPOBE JOCHIKCHHS OE3MEeKHu Ta
e(eKTUBHOCTI ANTIIFOKO3U/1a3H alib(pa y MaIi€eHTIB 13 Mi3HIM o4aTkoM XxBopoou [Tomrre.

22Recombinant human acid [alpha]-glucosidase: major clinical benefits in infantile-onset Pompe disease./ Kishnani PS, [FO1] Corzo D, Nicolino M, et al.
// Neurology 2007;68:99-109, https://n.neurology.org/content/68/2/99

ZEarly treatment with alglucosidase alfa prolongs long-term survival of infants with Pompe disease.| Kishnani PS, Corzo D, Leslie ND, et al.|| Pediatr
Res 2009;66:329-355, https://pubmed.ncbi.nlm.nih.gov/19542901/

A 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 CI, 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=7239.88-2003&rfr_id=ori:rid:crossref.org&rfr _dat=cr_pub%20%200www.ncbi.nlm.nih.gov
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3arasiom 90 mamientiB BikoMm Big 10 mo 70 pokiB OyiM BHIAJAKOBHUM YHHOM
po3mojisieHi y crhiBBiaHOMmIEHH] 2:1 mis oTpuMaHHs 1HQY31H anrioKo3uaa3u anbda y
no31 20 mr/kr (n=60) abo mmarne6o (n= 30) KoXxH1 Ba THXKHI. 81 MalieHT 3aBepIINB
JOCIIKEHHS; 5 Y TPYyTIi anriIioKo3uaa3u anbda Ta 4 y rpymi miane6o BUuOyu.

B ycix naiienTiB OyB miaTBepakeHuil niaruo3 xsopoodu I[lomne (nedinur GAA Ta
nBi MmyTanli resa GAA); BiK BiJ 8 pOKiB; NaLl€EHTH MOTJM npoitu 40 M mig yac tecty 6-
XBWJIMHHOI X0IbOM (3 JO3BOJICHUMM JOTOMIXHHUMH TPUCTPOSIMU);  BIJICOTOK
nporno3oBanoi @XXEJI OyB B aiana3oni Bix 30% no menie Hixk 80% y BepTUKATILHOMY
noJIoXKeHHi, 3 noctypaibHuM namaiHasM OXKEJI (y mitpax) Ha 10% abo Ounbiie (Bix
BEPTUKAILHOTO TOJIOKEHHSI JI0 JIeKA40ro); Oyau 03HaKU M’ SI30BOi CIAOKOCTI B HUXKHIX
KIHI[IBKaX, BH3HAuYCHl1 SK JIBOCTOPOHHE PO3TMHAHHA KoJjiHa MeHiie Hik 80% Bix
MIPOTHO30BAHOT IPAIE31aTHOCTI, 1110 BUMIPSHO KUTbKICHUM TecTyBaHHIM M’ s131B (QMT -
quantitative muscle testing). [lamienT He OynM BKIIIOUCHI y JTOCHIIKEHHS, SKIIO BOHU
noTpeOyBam  OyJb-gKO1 1HBA3WBHOI BEHTWJIAIII a00 SKIIO BOHH ITOTPEOYyBaIH
HEIHBAa3WBHOI BEHTUJIALIII 1111 YaC HECTIAaHHS Ta CTOSYH.

VY rpymi anrioko3unasu anbda Oyno OUTbIEe YOIOBIKIB, MAIIEHTH Oy TPOXHU
CTapiili, 1 MEHIIE MaIll€EHTIB BUKOPUCTOBYBAJIM JOMOMIXKHUI MPUCTPINA sl XOAbOH Ha
MOYaTKy JOCHIDKCHHSA. CIWHOI 3HAYYIIOK PI3HHUICID MDK TpyHaMH II0J0
XapaKTEPHUCTHK, TOB’SI3aHUX 13 3aXBOPIOBAHHSM, OyB BiK, KOJU 3 SIBUJIWCS CHMIITOMHU
(p=0,02). B o6ox rpynax cepenni nokazHuku 3a SF-36 Physical Component Summary
Oynau Ounbml HDK Ha 1,5 SD Hmxuumu 3a HOpMy st 3aranpHoi nomyJsisiuii CLIA
(50£10), mo BKa3zye Ha Te, IO BUXITHUN piBeHb (PIZUYHOTO 370pPOB’Sl OYB CYTTEBO
3HUKCHUU.

OCHOBHUMH KIHIIEBUMH TOYKaMH €()EKTUBHOCTI OyJu MpOMAEeHI METpH TMij Yac
TECTy 6-XBUIMHHOI X0/bOM Ta BifcoTok mporHozoBaHoi ®XKEJI y BepruxkanbHOMY
MOJIOKEHHI. BTOpMHHI Ta TPEeTWHHI KIHIIEBI TOYKH €(EKTHUBHOCTI BKIIOYATU 3MIHH Y
BIJICOTKax TmepeadadyBaHOl OIIIHKM KUIBKICHOTO TECTyBaHHS M’SI3iB HIT Ta PYK,
MaKCHMaJIPHOTO THCKY Ha BJMXY Ta MaKCUMaJbHOTO TUCKY Ha Buauxy. AHTHTIIA [gG
JI0 aTJIIOKO3K1a3u alib(a OIIHIOBAIM KOXH1 4 THXKHI IPOTITroM 52 THUXKHIB, Ta Ha 64 Ta
78 THWXHIX 3a JOMOMOTor (epMeHTHOro iMyHocopOeHtHoro anamizy (ELISA), a
pe3ylbTaTd MIATBEPIKYBaId  PaAlOIMyHONpEIUIIITaIll€l0. AHam3  e(peKTUBHOCTI
npoBoauBcsa s ITT-momymsimii  (intention-to-treat population), ToOTO I BCiX
Malli€HTIB, pPaHIOMI30BaHUX Ha aJMIIOKO3uAazy anbda abo turarne6o. bynwm
3apeecTpoBaHi BCl MOOIYHI SBUINA, CEPilo3HI MOOIUHI SIBUINA Ta peakili, MOB’s3aHl 3
1H(y31€r0. J{oCmiIHUK 1 CIOHCOpP JOCIIKEHHS BU3HAYalu, yd Oysia moOiuHa mojis
OB’ s13aHa 3 IOCHIIKYBaHUM IPENapaToM.

Bysno BopoBamkeHO afanTUBHUI AW3aiH (3riHO 3 MOMPABKOIO IO MPOTOKOIY), Y
SKOMY TIOYAaTKOBUH S52-THKHEBUW TEPioJl JIKyBaHHS MOXKHA OYyJIO MPOJOBXKHUTH Ha 3
a00 6 MicsIIiB HA OCHOBI MPOMIXKHOT OIIIHKY CTAHJAPTHOI MOMUJIKA €(DEKTY JIIKyBaHHS B
TeCTl 6-XBUJIMHHOI X0/bOH; OILIHKAa Oyja BUKOpHCTaHa JUIsl BU3HAYEHHS TPUBAJIOCTI
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MOIAJIBIIIOTO CIIOCTEPEKEHHSI, HEOOX1THOTO /ISl 3a0€3MEeUeHHS aJIeKBaTHOI MOTY>KHOCTI
JUISL OIIHKH ITi€1 KIHIEBOI TOYKH. [IpoMiXKHUN aHAI3 TaHUX TECTY O6-XBHJIMHHOI X01b0H
OyB MpOBEIECHUN HE3AICKHUM CTATUCTUYHUM IIEHTPOM TICJS TOTO, SIK YCl MAIli€HTH
3aBepminiin  38- TwkIaeHb. Ha OCHOBI HBOTO MPOMIDKHOIO aHamI3y KOMICia 3
MOHITOPUHTY JIaHMX 1 O€3MeKH PEKOMEHAyBajla MPOJOBXKUTU JOCHIIHKEHHS 10 78
TUXHIB; HE OyJIO >KOJHUX MEPEPB y CXeMax MOCIIKEHHS MPOTATOM 78-THKHEBOIO
nociipkeHHs. Hi crioHcop JOCHiPKeHHS, HI JOCHIIHUKKA HE Majud JOCTYIy [0
IPOMIKHUX PE3yJIbTATIB JI0 3aBEPUICHHS JOCI1HKEHHS.

Y rpymi, ska mnpuiiMana airiokKo3uaas’y aibda, CHOCTEpIrajiocs CcepeaHe
36utbmeHHs auctaniii Ha 25,13 M (95% CI 10,07 no 40,19) nixg yac 6-XBHJIAMHHOTO
TecTy XoAbOM (cepeaHe modaTtkoBe 3HaueHHs 332,2+126,7 M, depe3 78 THXKHIB -
357,9+141,3 m), Toxi K y rpymi mianedo crocTepiraiocs 3HMKeHHs Ha 2,99 m (95% CI
-24,16 no 18,18, cepenne mouarkoBe 3HaueHHS 317,9+132,3 M, yepe3 78 THXKHIB -
313,1+144,7), nnsa omineHoi pizuuii edext jikyBanns 28,12 m (95% CI 2,07 no 54,17,
p=0,03). Jlanuii xmiaigHMA edekT (pi3HuUlA) (HOPMYETHCS TMEPEBAKHO 33 PaXYHOK
MOKPAIICHHS TECTY B TPYIIl AITIIOKO3UIa3u anbda.

Po3paxynkoBa 3mina ®IKEJI, BupaxeHa y BIJCOTKax BIJ IPOTHO30BAHOTO
3HAYEHHS KOKHOIO MaIll€EHTa, CTAaHOBMIIA 301IbIIIEHHS Ha 1,2 BiIcOTKOBUX MyHKTH (95%
CI —0.16 o 2.57) nns maui€eHTIB, K1 OTPUMYBAIH ANTIIIOKO3U1a3y anb(a, 1 3HIKEHHS
Ha 2,2 BificoTkoBUX NyHKTH (95% Cl —4.12 no —0.28) s marieHTiB, K1 OTPUMYBaJIH
mane6o, i OliHEHOTO ePeKTy JiKyBaHHA pi3HuULs Mk rpymnamu 3,40% (95% CI 1.03
1o 5.77, p=0,006). lloxo 3minu ®IKEJI, To TyT HaBeneHuit eexT GopMyeThbcs HE 3a
PaxyHOK TOKpAIleHHs TTOKa3HUKa B OCHOBHIN Tpymi (MMO3WTHMBHA AMHAMIKA MPHUCYTHS,
aJie CTaTUCTUYHO HE 3HAYMMA 32 OI[IHKOIO YIIOBHOBAaXEHOTO Oprany 3 nepxxaBHoi OMT,
B CTATTi OI[IHKA HE HABEJEHA), a MEPEBAXKHO 3a PaxXyHOK IMOTIPIICHHS MOKa3HHKA B
KOHTPOJIbHIN TPYIII.

Edextu nikyBaHHs 3a 6-XBUJIMHHUM TE€CTOM X01601 Ta 3MiHOI0 DXKEJI, mo Takox
Oynu TpoaHaji3oBaHi B miArpynax (craTh (YOJOBIKH / KIHKHM), BIK HA MOMEHT MEpIIOi
1Hpy31i (<45 pokiB / >45 pokiB), DUCTaHINS 3a TECTOM O-XBWJIMHHOI XOALOU 10
pangomizaii (<300 metpiB / >300 metpi), nokazHuk OXKEJI no panmgomizamii (<55% /
>55). %), BUXIAHWI pPIBEHb BUKOPHUCTAHHS JOMOMI)KHOIO MPUCTPOIO JUISl XOJAbOU
(Tax/ni), 6a30Buii crad HeiHBa3uBHO1 [IIBJI (BeHTHIISIISA/BIICY THICTh BEHTUJIALNT), Yac 3
MOMEHTY TOsIBU cuUMNOTOMIB (<15 pokiB />15 pokiB)) MIATBEpIWIU pE3yIbTaTH Ha
KOPHUCTh TPYIIH, IO MPUKMaJjia alriIroKO3uaasy.

AHaJi3 YyTIIMBOCTI 3 BUKOPHUCTAHHSM QJbTCPHATUBHHUX CTATUCTUYHUX METOJIIB
MOKa3aB, IO PEe3YyJbTaTH OyJIHM Y3TO/UKEHHMH Ta HAIIWHUMHU JUIS BCIX aHATITHYHHX
METO/IIB.

[Ilogo 3MiHM y BIACOTKAaX IIPOTHO30BAHOI OIIHKHA KiJbKiICHOI0 TeCTYBaHHS
M’s13iB Hir, B Tpymi anriroko3ujaza anbda BiIOYIOCh MOKpAIIEHHS B CEpeAHROMY Ha
1.18% (95% CI —1.07 no 3.42), a rpyni mnane0o noripiieHHs B cepeaqaboMy Ha —2.00%
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(95% CI —5.16 no 1.17), pizauts mix rpynamu 3.18% (95% CI1 —0.73 no 7.08, p=0,11).
[[ogo 3MiHM y BiJICOTKAaX MPOTHO30BAHOI OIIHKK KUIbKICHOIO TecTyBaHHSI M’si3iB
PYK, B TPyl alriroko3uaasa anbda Ta rpymi mianedo BimOyJIOCh MOKpAIEHHS B
cepeaubomy Ha 5,05% (95% CI —1.91 no 8,18) ta na 1,47% (95% CI —2,92 no 15,87),
BIJIMOBIHO, pi3HULA MK rpynamu 3,57% (95% CI —1,83 no 8,97, p=0,11) uepe3 78
TUXKHIB JIIKYBaHHS.

[Ilomo OIIIHKK CHJIM AUXAJbHUX M’SI3iB, CEpEHE 3HAYCHHS MaKCHMAaJIbHOTO
TUCKY Ha BIWXY BiJl MPOTHO30BAaHOTO 3HAYCHHS 4Yepe3 78 TWKHIB MOKPAIIUIOCh Ha
3,48% (95% CI 0,91 no 6,04), a B rpymi miane6o noripmmwiocs Ha -0,35% (95% CI -
3,95 no 3,25), pi3Hulg Mix rpynamMu ctaHoBUTH 3,83% (95% CI -0,60 no 8,26, p=0,09).
CepenHe 3HaUY€HHS MaKCUMaJIbHOTO TUCKY Ha BUIUXY BiJl MPOrHO30BAHOTO 3HAYCHHS
nokpammiocsk Ha 3,24% (95% CI 1,19 no 5,29), a B rpyni mianedo moripumiaoch Ha -
0,56% (95% CI -3,43 o 2,31), pi3Huns Mk rpynamu ctaHoBUTh 3,80% (95% CI 0,27
1o 7,33, p=0,04).

3a pe3ynbTaTamMu JOCTIIHKCHHS MEIUYHUX Pe3yJbTaTiB i3 36 MyHKTIB KOPOTKOTO
OTMUTYBaHHS PO cTaH 3710poB’st (SF-36), mo npoBoausiocs i MalieHTiB BIKOM Bix 14
pPOKIB, uepe3 78 TIXKHIB HE OyJIO CyTTEBOI PI3HUII MIX TpylnaMH JIKYBaHHS IIOAO
sikocTi :xkurTa: 0,37 (95% CI —3.83 no 3.09), p=0,83.

VY nauientiB B 000x rpynax (y 53,3% nauieHTiB y Tpyni anaritoko3uaa3u anbda ta
y 56,7% y rpyni mnane6o) Oyjia oJHAKOBa 4acToTa MOOIYHMX SIBHI, CEPHO3HUX
NMOOIYHUX SBHII, MOOIYHUX SBUII, TTOB’S3aHUX 3 JIKYBAaHHSAM, 1 PEaKIlii, OB’ I3aHUX 3
1H(y3i€r0. binbricTe MOOIYHUX SIBUI OYJIH JIETKOTO a00 CepeAHBOTO CTYTEHS TSKKOCTI
Ta HE BBAXKAIUCSA TOB’S3aHMMH 3 JOCTIDKYBaHUM mpenapatoMm. Ilomii, mpo ski
HaWJacTime moBimoMysUiocs (TafiHHsA, Ha30(apuHTIT 1 TOJIOBHUM Oib), Oynu
nodioOHUMH MK Tpynamu. Peakiii, moB’s3ani 3 iHGYy3i€r0, crnocrepiramucs y 28%
MAIIE€HTIB, SIKI OTPUMYBAIH aJITIIOKO3U1a3y anb(da, 1y 23% marieHTiB, SKi OTpUMYyBaIu
miare6o. BiapliicTe peakiiii He Oynu cepio3HMMH a00 Maju Jerkui a0o MOMIpHHUM
CTYIIIHb TSHKKOCTI Ta 3HUKAIM 0€3 HeOOX1THOCTI BIIMIHM JOCIIKYBAHOTO TIpernapary.

AHadimakTU4HI, aJlepriyHi Ta acouiioBaHi 3 1H(QY3i€r0 peakuii, Kl BKJIOYAINA
KPOTIMB’IHKY, TPHUILIABH, TiMepriapo3, JAUCKOMPOPT y TpyAsx, OJIFOBaHHA Ta
NIJBULIEHHST apTeplajJbHOr0 TUCKY, BUHUKAIU y 5—8 % mMalli€eHTIiB, sIKI OTPUMYBaJIU
NITTIOKO3U1a3y anbda, aje He MOBIAOMIISUIM PO HUX Yy Tpymi miane6o. 3 60 namieHTiB
y Tpyni anrmoko3uaasu anbda y 3 (5%) Oynu anadinaktuyHi peakuii, y 2 3 HUX OyB
NMO3UTUBHUM pe3ynbTaT Ha aHuTina IgE mo anrmoko3unasu anbga; y 2 OmaiieHTiB yiau
pecripaTopHl Ta HIKIpHI peakiiii, y TPeThOoro — CHJIbHUA HAOpsK si3uka. J[Boe 3 mux
TPHOX MAIIEHTIB BUOYIHM 3 gociimkeHHs. OQuH MaiedT 13 Tpynu Iianedo BUMIIOB 13
JOCITIKEHHST 4epe3 ToJoBHUK Oinmb. [lim wac AochipKeHHS OAWH TAIlE€HT y TPpyTi
ITITIOKO3WIa3u aib(a ToMep Bi imemii cToBOypa MO3KYy BHACTIIOK TPOMOO3Yy
0a3uIIsIPHOI apTepii.
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Antutina IgG npotu anrmoko3ugazu anbha BUHUKIA B YCIX 59 mMmaii€eHTiB y
TPyIIl JIIKYBaHHS, sIKI TPOUIIUTH TPUHANMHI OJTHY OIIIHKY MICJs JIKYBaHHS, 13 CepeaHIM
gacoMm N0 cepokonBepcii 4 TwxkH1 (mianmazon Bix 3,6 mo 12). Ilicma cepoxonBepcii
CepelHil 4Yac JOCSATHEHHS IMIKOBOI'O TUTPY CTAHOBUB 12 THXKHIB; CEpellHIN MIKOBUIA
TUTp cTaHoBuB 6400, a cepenHiil KIHIIEBUM TUTP (OCTaHHIN 3pa3ok ado 3pa3ok Ha 78-my
THxH1) ctaHoBUB 1600. ['eomeTpuyHUi CcepelHIi TUTP AHTUTLI 10 AJITTHOKO3UAA3U
anbda 1gG 3a nonomororo ELISA 306inbiryBaBcs BiJ BUX1IHOTO PiBHSA A0 44-r0 THXKHS
(2925) 1 memo 3HmwxkyBaBcs 10 78 TwxkHs (1607). YV 36 3 59 narientiB (61%) 3 ogHUM
ab0 KUIbKOMa OLIIHKaMHU IMicis JIKYBaHHsS CHOCTepiranacs TEHJACHLIS [0 3HMKECHHS
TUTPIB Y J1Ba a00 OUIbIIE pa3iB, TOAl SK y PEIITH MAIll€EHTIB TUTPH JOCATIN IuiaTo. He
OyJI0 BUSIBJIEHO CTIMKOTO 3B’SI3Ky MDK TUTpoM aHTUTIN IgG y cupoBarii KpoBi Ta
NEePBUHHUMHU KIHIIEBUMH TOYKaMH €(QEKTUBHOCTI a00 YacTOTOK MOOIYHUX TIOJIM,
CEepHO3HNX MOOIYHHX TMOJIM Ta peakiliil, Mo’ s3aHuX 3 1HPY3I€I0.

VY KOJIHOTO TAalli€eHTa 3 HAsSBHICTIO aHTUTLI HE OyJI0 MO3UTHBHOTO PE3yIbTaTy Ha
MPUTHIYEHHS aKTUBHOCTI (hepMeHTy. 3 59 maliieHTiB, y SKuX OyJid MO3UTUBHI aHTHUTILIA
IgG no anrmoko3unasu anbda, y 18 (31%) OyB MO3UTHUBHUI TECT HA MPUTHIYCHHS
norjuHaHHs GpepMeHTy KiaiTuHaMmu. CepeHii yac J0 MepIIoro BUSBICHHS 1HT1O0ITOPHUX
AHTUTLI CTAHOBUB 36 THKHIB MICHs nepioi iHPy3ii.

VYroBHOBaxkeHUM opraHoM 3 JepkaBHOi OMT mpoBejeHa o1iHka METO10JI0T14HO1
SKOCTI PaHJAOMI30BaHOTO KJIIHIYHOTO JOCHIKEHHS, OomMcaHoro B myOumikamii Van der
Ploeg AT et al., 2010 3a agantoBanum nuctom omiHku SIGN 50 (Methodology checklist
2: randomised controlled trials) Ta BcTaHOBIEHA SIK TpUITHATHA. J{OCTIIPKEHHS Ma€ YiTKO
BuzHauene PICO, nmpotokon OyB po3pobnenuii Genzyme 1 He3aJIeKHUM CTaTUCTUIHUM
neatpom (Cytel) 1 Oyma po3paxoBana MiHIManbHa BHUOIpKa 3 63 mMarli€edTiB, IO
3HAMOOWIOCH I BHUsIBICHHS pi3HuI B jikyBanHi 0,75 SD 3 mortyxwnicTio 80% (Ha
OCHOBI t-KpUTEPIIO TBOX BUOIPOK 3 piBHEM 3HAUYIIOCTI 5% 1 crmiBBigHOMEHHAM 2:1 117151
panaoMizanii). BukopuctaHo ajekBaTHMII METOA paHAOMI3AIli 3a JIONOMOTOIO
IHTEPAKTUBHOI CHUCTEMH TOJIOCOBOI BiamoBial. AsroputMm MiHiMizamii [lokoka Ta
CaiiMOHa BHMKOPHCTOBYBaBCS [UIsi 30ajaHCyBaHHS TPyl JIKyBaHHS B MeXax
JOCITIKYBaHUX IIEHTPIB 3a 0a30BMMH IMOKa3HUKAMH TECTy O-XBHJIMHHOI, MPOMICHOI
Bijictanl (=300 metpiB, <300 metpiB) Ta % mnporno3zoBanoi ®XKEJI y BepTukanibHOMY
nosioxkeHH1 (>55%, <55%). JlocimiaHUKH, THITUH MEPCOHAN JOCIITHUIIBKOTO IEHTPY,
NaIle€HTH Ta TMpeacTaBHUKM Koprnopauii Genzyme, 3a BuHATKOM Genzyme Clinical
Pharmacy Research Services, 3amumanucs 3acliIUICHUMH IIOAO NPHU3HAYEHOTO
JIKyBaHHS MpPOTATOM yChOI'0 JIOCIIIIKEHHS. [IpoBeneHHs JTIOCIIKEHHS
KOHTPOJIIOBAJIOCS HE3aJICKHOIO KOMICIEI0 3 MOHITOPHHTY JaHux 1 Oesneku. ['pymu
JIKyBaHHS OyJM CXOXI MK COOOI0 32 BHHSITKOM BIKY MOSIBU MEPIINX CHUMITOMIB
xBopoou Ilomme (cepemniit Bik 30,3+£12,3 poku y Tpymi anriaoko3uaasd aidbpa Ta
23,9£11,0 poxku y rpymi mianebo), MO Majl0 CTATUCTUYHO 3HAYUMY BIIMIHHICTH
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(p=0,02). VY myOmikamii BiacyTHs 1H(poOpMalis MOA0 OyIab-SKHX IHIIUX METOIIB
JiKyBaHHS XBopoOu [Tomme, okpiM TOCTIIKyBaHUX.

TakuM YWHOM, 3aCTOCYBaHHS aNTJIOKO3WJa3W ainb(a y MamiedTiB 3 Mi3HIM
noJaTtkoM xBopoOu [Tomme mpu3Beno 10 MoOKpaieHHs pe3ynbTaTiB yepe3 78 TkHIB (18
MICSII[IB) 32 TECTOM 6-XBUJIMHHOI X0a601 Ha 28,12 M (95% CI 2,07 no 54,17, p=0,03) Ta
po3paxynkoBoi 3minu OXKEJI na 3,40% (95% CI 1.03 to 5.77, p=0,006). Ominka cuiu
JTUXATBHUX M S3iB, a caMe€ CepeHE 3HAYCHHS MaKCUMaJIbHOTO THUCKY Ha BIUXY Ta Ha
BUJIUXY BiJI TPOTHO30BAHOTO 3HAYEHHS 4epe3 78 THXKHIB TaKOXK MOKPAIIMINUCh, X04a i
noMmipHoO, B cepennboMy Ha 3,83% (95% CI -0,60 no 8,26, p=0,09) Ta Ha 3,80% (95%
CI 0,27 no 7,33, p=0,04), BiANOBIHO, III0 MOXKE CBIAYMTH MPO cTabiIi3alIlio mepediry
3axBopioBaHHS. OIIHKK KUTBKICHOTO TECTYBaHHS M S31B HIT Ta PYK IMOKa3adH JCIIO
Kpamii pe3yJbTaTh y TPYIi airiioKo3ujasu anbda, ane 0e3 CTaTUCTUYHO 3HAYMMOI
pi3HMIII B TOpIBHSHHI 3 1UIane6o. BmimBy Ha SKICTh JKUTTS HE BHSIBJICHO.
Anrmroko3ugasza anbda godpe mepeHocunach, y mamieHTiB B 000X rpymnax (y 53,3%
MaIEHTIB Y TPYII alrIoKo3uaasu aabda ta 'y 56,7% y rpymi miamedo) Oyia ogHaKOBa
4acTOTa MOOIYHMX SIBHUIL, CEPHO3HUX MOOIYHUX SBHII, MOOIYHUX SIBUII, OB’ SI3aHUX 3
JIKYBaHHSM, 1 peakuiid, MoB’a3aHux 3 1HPy3iero. He Oyno BUSBIEHO CTIMKOrO 3B’A3KY
MK TUTpoM aHTUTin IgG y cupoBarii KpoBi Ta NEPBUHHUMHU KIHIIEBUMH TOUYKAMHU
e(eKTUBHOCTI 200 YacCTOTOI0 MOOIYHUX MO, CEpHO3HUX MOOITYHUX MOJIINA Ta peakiii,
NOB’sI3aHUX 3 1HPY31€10. BpaxoByroun KOPOTKOTPUBAILY TPUBAIICTh AOCIIKEHHS JaH1
IIOJI0 3arajbHOl BM)KMBAHOCTI, 1[0 BHU3HAY€HA KIHIEBOIO TOYKOK YIOBHOBAXKECHUM
OpraHoM, BiJICYTHI.

Ockinvku ingpanmunvna gopma xeéopobu Ilomne € 3ax60pro8anHaM, siKe WUBUOKO
npu300UmMsd 00 JIeMaibHO20 HACIIOKY, A emudHi KOMICIi He 00380JIs1I0Mb NPOBOOUMU Y
MaKux nayicHmie 00CHIONCEHHs 3 BUKOPUCMAHHAM niayebo, 0 NOOAIbULO2O AHATLIZY
makodc oyna eidiopana nyonaixayis Nicolino M. et al., 2009, de 6 sskocmi KOHMPOILHOT
2pynu 6UKOPUCMOBY AU OAHI ICMOPUYHOT KO2OpMU NAYICHMIE.

V ny6nikanii Nicolino M. et al., 2009%° npencrasieHe KIiHIYHE JOCIIIKEHHS 3
OILIIHKOI0 Oe3neKku Ta e(EeKTUBHOCTh AITIIOKO3WAa3u aibda y HEMOBIST 1 OITeH 13
IIPOrpPeCyoUoio XBopoooro [Tomre.

B nmocnimxenHss Oynaud BKJIIOYEHI MAIllEHTH 13 3aJ0KyMEHTOBAHUM IOYaTKOM
cumnTomiB xBopobu [lomne g0 12-micsiuHOrO BiKY (3 MONMPABKOIO HA TEPMIH recTallii,
SKIIO TUTUHA Hapoawiach paHime 40 TmxkHIB); akTuBHICTIO GAA (hiO6pobnacTiB mKipu
<2% Big HOpMH; BIKOM 6-36 MICAIIB Ha MOMEHT BKIIOYCHHS;, aHOMAaJbHUM
MOKAa3HUKOM 1HJEKCY wmacu JiBoro mnoryHouka (IMJIII, aHomanbHe 3HA4YCHHS
BU3HAYAETHCS AK >65 T/M2 JUIs MAaIi€HTiB BikoM m0 12 MicsamiB abo >79 r/m? mus
narieHTiB ctapme 12 wicsamiB). [lamientu Mormu OyTH 3aJIeKHUMH BiJ] IITYYHOT

ZClinical outcomes after long-term treatment with alglucosidase alfa in infants and children with advanced Pompe disease./ Nicolino M, Byrne B, Wraith
JE, Leslie N, Mandel H, Freyer DR, Arnold GL, Pivnick EK, Ottinger CJ, Robinson PH, Loo JC, Smitka M, Jardine P, Tato L, Chabrol B, McCandless S,
Kimura S, Mehta L, Bali D, Skrinar A, Morgan C, Rangachari L, Corzo D, Kishnani PS.// Genet Med. 2009 Mar;11(3):210-9. doi:
10.1097/GIM.0b013e31819d0996.PMID: 19287243, https://www.gimjournal.org/article/S1098-3600(21)02643-5/fulltext
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BeHTU AT JiereHiB abo He moTpeOyBatu IIIBJI mig wac Bximrouenns. Ilamientu 3
KJIIIHIYHUMH O3HaKaMH a00 CHMIITOMaMHM CEPIIEBOI HEJIOCTATHOCTI 3 (DpaKIi€r0 BUKHUITY
<40%, 3HAYHOI  BPODKCHOIO  aHOMAJi€l0,  IHTEPKYPEHTHUM  OpPraHIYHUM
3aXBOPIOBAHHAM Ta monepeaHiM JiKyBaHHIM P33T He BKIIIOYATIUCh B JOCIKESHHS.

22 marmieHTH OyJNIM 3apeecTpoBaHl, ajie OJAWH TMAIllEHT IMOMEpP BiJ YCKIagHEHb,
MOB’sA3aHUX 3 AHECTE31€l0 MijJ Yac MpoleAypd OTpUMaHHs Olorcii M’sI3iB mepen
MOYaTKOM JIIKYBaHHS aJIMTIOKO3K/1a3010 aib(da. CIIOHCOPOM 1 JIIKYIHOUMM JIiKapeM OyIio
NOTOP)KEHO YOTHPHU BIKOBI BIXHJICHHS B1J] IPOTOKOJIY: TPOE Mall€HTIB Oynu cTapiii 36
MmicsiB (36,6, 37,3 1 43,1 wmicais), a ogHoMy OyJsio 3,7 MicsIil HA MOMEHT MEpIIOoi
1HDy3Ii.

21 mamieHTy BBOJWIM BHYTPIIIHHOBEHHO aNTIIOKO3UAa3y aibda 1 pa3 Ha 2 THxKHI
npoTsIroM MiHIMYyM 52 TwkHIB (miama3zoH 0,6—168 TwkHIB). YCi Mali€eHTH CIOYaTKY
orpumMyBanu 103y 20 mr/kr koxHi 2 TwkHI. [licns npuHaiiMHl 26 THXKHIB JIKYBaHHS
J03BOJISUIOCS 30UTBIMUTH 103y A0 40 MI/Kr KOXHI 2 TWXKHI, SKIIO KIIHIYHUN CTaH
nairieHTa (pyXoBHii, cepiieBUil a00 pecripaTOpHUI) 3HAYHO MOTIPIIUBCS MOPIBHSHO 3
nodatkoBuM piBHeM. [lepen mowyatkom sikyBanHs 16 13 21 marfieHTa He moTpeOyBamu
1HBA3MBHO1 BEHTHWJIALIT JIETeHIB (JIBO€ 3 MUX 16 MaIli€eHTIB 3aCTOCOBYBAJIM HEIHBA3UBHY
BEHTWISIIIO Yepe3 MacKy), a II'SiTboM Oyla mnoTpiOHa 24-roavHHA 1HBa3MBHA
BEHTWISIS (UEPE3 TPAXEOCTOMY).

Ictopuuna koHTponbHa Tpyna mnaiieHTiB (ki He orpumyBaniu DO3T) 3
iH(paHTUIRHOIO (hopMmoro xBopoou [lommne Bkitouana 168 namieHTiB 3 A€B'ITH KpaiH 1 33
pi3HUX Miclib; 55% mnamienTiB Oynu 1995 poxky HapomxenHs abo mi3Hime. €IUHUMU
KPUTEPISIMU BKJIIOUCHHS JUIS I1i€l momynsmii Oyiau 3aJI0OKyMEHTOBAaHMM Je(IlUT
dbepmenty GAA a6o myraris(i) rena GAA Ta nmosBa o3Hak a00 CUMIITOMIB Y BiIl j0 12
micsamiB. Lo rpymy Oylio 10AaTKOBO TEPEBIPEHO 3a KPUTEPISIMU BKIIOUEHHS Ta
BUKITFOUCHHS, 1II00 BOHU OyJIM CXOXI1 32 KIHIYHUMHU XapaKTePUCTUKAMH TAIlI€HTIB, K1
OTPUMYBAJM JIIKYBaHHS aJTJIFOKO3HM1a3010 alb(da Ta s aHamizy OyJad BUKOPHUCTaHI
naHil aume 84 marieHTiB.

[lepBUHHOIO KIHIIEBOIO TOYKOIO €(DEKTUBHOCTI OyJia YacTKa MAaIli€HTIB, SIKI BUXKUIU
OpOTSITOM  Kypcy JiiKyBaHHS. E(QEKTUBHICTh J0JATKOBO  OIIHIOBAIM  IUISIXOM
BUMIPIOBaHHS 3aJ€KHOCTI BiJ 1HBa3uBHOI Ta HeinBaszupHoi IIBJI, IMJII, dpakimii
CKOpOYEHHs1 (anpTepHaTHUBa (pakuii BUKHUAY [JIsI ONUCY CHUCTOJIIYHOI CEpLEBOl
¢byHK1I{), POCTy, MOTOPHOTO PO3BUTKY, (PYHKIIOHAIHHOI HE3aJE€KHOCTI, aKTHMBHOCTI
GAA Ta BMICTY TJIIKOT€HY B M’S130Biil TKAHWHI YOTHPUTOJIOBOTO M’si3a. Jluiie KiHueBi
TOYKU BUKHMBAHHS MOPIBHIOBAIM 3 KOHTPOJIBHOKO T'PYTMOR0, JUISl BCIX 1HIIUX KITHIYHUX
KIHIIEBUX TOYOK 3MIHM B TPYIIl JIIKYBaHHS MOPIBHIOBAIHU 3 BUXITHUM PiBHEM.

15 13 21 mamienta (71%), sKi OTpUMyBaJIM AITTIOKO3UAa3y alb(a B CEPEIHbOMY
120 tuxHiB (miana3on 0,6—168 TKHIB), OyJM KMB1 HATPHUKIHII TIEPIOTY JOCITIHKEHHS.
Bix mectn martieHTiB, SKi momepiH, KonmBaBcs Bix 3,7 mo 13,0 micsiiB Ha MOMEHT
nepmioi 1H(y3ii Ta Big 7,7 1o 27,1 MicsuiB Ha MOMEHT cMmepTi. [T'aTepo 3 nux nmaimieHTiB
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OMEPIM Yy Bimli 10 18 MicSIIB 1 Ha MOYATKy KypCy JiKyBaHHS (70 28 THXKHS); MIOCTUI
mamienT BkuB 10 101 ToxHs. Bik mamieHTiB, siKl BIOKHIN, KojauBaBscs Big 7,0 mo 43,1
Mmicsans (cepenne 3HaueHHs 18,8; Memniana 16,2) Ha MoMeHT niepinoi iH)Yy3ii Ta Big 34,7
no 80,3 wmicsiug HampukiHml gochipkeHHs. JKoaHa 31 cMepreid He Oyna oOIliHEHA
JIKYIOUUM JIIKapeM SIK TOB’si3aHa 3 JIKYBAHHSIM; MPUYMHAMHU CMEPTI B yCIX BHUIIAJKAX
Oynu cepueBa Ta/abo TUxaabHa HEJIOCTATHICTD.

Hanpukinmi nepioxy gociipkeHHss 7 3 16 maiieHTiB 6€3 1HBa3MBHOI BEHTHIISINT
3aJIMIIMIIMCS JKMB1 Ta HE MOTpeOyBall 1HBa3MBHOT BEHTUJIALIL JIETEHIB, YETBEPO CTAIU
3aJIe)KHUMU BiJl IHBA3UBHOI BEHTWJIALII1 JIET€Hb, a 11’ siTepo nomepau. Cepes S mallieHTis,
K1 TTOTpeOyBaJIM 1HBA3MBHY BEHTWJIALIIO HA MOYATKOBOMY €Tarli, 3 MPOJIOBXKYBAIU ii
noTpedyBaTu 24 roguHU Ha 100y, OJWH 3MEHIIWB KUIbKICTh TOAWH BEHTWIAIIL 3 24
roJivH 10 12 roauH, a OAuH MOMED.

Ominka BwkuBaHocTi 3a Karumanom-Metiepom depes 104 TuxHI, OCTaHHINT MOMEHT
yacy, SKHM MoOKHa Oyio orminutu, craHoBmia 71,1% (95% CI: 51,6-90,6%) mis
JOCITIKYBaHUX TMAI€HTIB TOpiBHIHO 3 26,3% (95% CI: 6,5-46,1%) B icTopuuHii
KOHTPOJIBHIN TPYIII.

JlonatkoBuii aHali3 MPOBEACHUI 3a BIKOBOIO KAaTETOPI€I0 — II€ BIK Ha MOMEHT
nepmioi  1HGY31i A7 JOCHDKYBAaHMX MAIlIEHTIB 1 BIK Ha MOMEHT CMEpTI s
KOHTpOJbHOI rpynu. Cepen MalleHTIB, BIK AKUX HA MOMEHT mepiuoi iHQy3ii 0y <12
MicAliB: BWKUBaHICTh 3a Kammanom-Meliepom uepe3 104 tuxkui cranoBuna 50,0%
(95% CI: 19.0%, 81.0%) nnas AocCiiKyBaHUX MaIli€HTIB MOpiBHSAHO 3 9.2% (95% CI.:
1.5%, 16.8%) B icTOopuuHIi KOHTPOJBHINA TPyIi; cepe/l MaIliEHTIB, BIK SKUX HA MOMEHT
nepmoi iHpy3ii 6yB >12 micamiB - 90.9% (95% CI: 73.9%, 100.0%) ta 45.5% (95% CI:
16.0%, 74.9%), BinmoBimHo. OIIHKM YMOBHOTO BWXHBAaHHS B KOHTPOJIbHIN Tpymi
ITPYHTYBAJIUCS HAa CEPEIHbOMY BIIlI HA MOMEHT mepiioi 1HQY311 I BiAMOBIIHOT
JOCTiKyBaHO1  cyomomyssiiii  (Hampukian, 104-TikHEBE yMOBHE  BWDKHBAHHS
BIJIMOBIJIa€ PIBHIO BIKMBAHOCTI y Bimi 8.2 + 24 = 32.2 wmicsmiB ans karteropii 12
MICSIITiB).

Perpeciitnuii anami3 Kokca, sKuii TOpIBHIOBAB MAIlI€HTIB, SIKI OTPUMYBAJU
JIKyBaHHS, 3 MAallleHTaMH B ICTOPUYHIA KOHTPOJIbHIN TpyIl MOKa3aB, 110 JIKYBaHHS
aNrII0K0311a3010 anbda 3Hu3UI0 pusuk cMmepti Ha 79% (HR 0,209, 95% CI 0,083-
0,524, p = 0,0009), puzuk cmepTi abo 1HBa3UBHOI BEHTWIAIIi JiereHiB Ha 58% (HR
0,421, 95% CI 0,202-0,876, p = 0,0207), mpotsarom ycboro mnepioay JikyBanas (104
TUXH1). Puzuk cmepti abo 1HBa3WBHOI BEHTWIALII JIETEHIB y JOCHIDKYBaHINH Tpymi
NOPIBHIOBAJIM JIMILIE 3 PU3UKOM CMEPTI B ICTOPUYHIA KOHTPOJIBHIA TPyMi, OCKUIBKU
JOCTOBipHA 1H(GOpPMAIIiS MPO CTaH BEHTWIAIIT Oyia HEJOCTYIMHA. 3HUKEHHS PU3UKY
cMepTi abo OyNb-IKOTO THUITy BEHTHJALINI HE OyJ0 CTaTUCTHUYHO 3HAYylmuM - risk
reduction 47% (HR 0,533, 95% CI 0,247-1,150, p=0,1088).Y 3B’s13Ky 3 BiJICyTHICTIO
1H(MOpMaIIi TPo YaCTOTy 3aCTOCYBaHHS OKPEMHUX BHUJIIB BEHTUJIAIIIT JIETCHb B ICTOPUIHIN
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KOHTPOJBHIN Tpymi, 70 AaHoi ominku (HR=0.533) noTpiOHO CTaBUTUCH 3 0OEPEKHICTIO
IIPY MPOBEJICHH1 OIIHKU €(DEKTUBHOCTI.

[Mogo iHImUX KIHIEBUX TOYOK, M0 104 THXKHS 1HAEKC Macu JIBOTO NIIyHOYKA
MOKPAIIUBCS a00 3aJIUIIABCS HOPMaJIbHUM Yy BCIX MAlLI€HTIB, K1 OMIHIOBAIHCS micis 12
THXHIB, 62% mnanienTiB (13/21) pocsarnm HOBUX pPYXOBUX HaBUYOK. HampukiHii
JOCJIIKEHHS T’ SITh MAaIllEHTIB XOAWIA caMoCTiitHO, a 86% (18/21) orpumaiin HaBUYKH
(GyHKI10HATBHOI HE3aJIEKHOCTI.

VY 11 (52%) namienTtiB O0yno 42 peaxuii, siki OyJid BU3Ha4YeH1 K M0OIUHI e(eKTH,
10 BUHUKIU B JieHb 1H(Y31i Ta OI[iHEH1 JOCIIAHUKOM SIK TOB’S3aHI 3 JIIKYBaHHSIM.
Haiinommpenimumu peakiisiMu, 1MoB’si3aHUMU 3 1HQY31€10 OyJIM 3aXBOPIOBAHHS MIKIPH
Ta MAMKIPpHOI KIiTKOBUHU (13 BunazakiB); cyauHHI po3naau (10 BUIaakiB); HaCHYEHHS
KHCHEM, MIABUIICHHS apTepiaIbHOTO TUCKY, 301JIbIIICHHS YACTOTH CEPLIEBUX CKOPOYEHb
a00 301TBIIICHHS YaCTOTH JUXaHH (7 BUTMIAIKIB).

VY 19 3 20 (95%) nanientiB BuHukiIu antutina [gG no anrmoko3uaasu anbda. Y
BCIX IIMX TAII€HTIB, KPIM OJHOTO, BiOyJacs CEPOKOHBEpCis 10 12 TWKHA, cepenHiit
yac 10 CepokoHBepcii craHoBUB 4 TwxkHI. OIWH TAaIll€eHT, SKAW 3aIUIIaBCS
CEepOHEraTUBHUM, momMep 10 8-ro TwkHA. 3 19 mnamieHTiB, y sKux BigOynacs
CEpPOKOHBEpCIsi, y NIBOX OyJIM HETraTHBHI TecTU Ha aHTuTina IgG mig 4ac oCTaHHBOI
oumiHkd (Ha 104-my ta 156-My THXKHSX); MakCUMaJlbHUWA THUTpP, 3apEECTPOBAHUMN IS
000x 1ux namieHTiB, craHoBuB 400. IIpu octanHii owiHmi y 14 namieHTiB Oyau TUTPU
antuTin Mk 200 1 6400, Toai sik y 3 mamieHTtiB - TuTpu MK 51 200 1 102 400. Crin
3a3HAYUTH, 110 ocTaHHl TUTpU aHTUTLI IgG y nBox CRIM mnatientiB cranoBunau 102
400 (marient momep Ha 15-my trkH1) 1 6400 (marient nomep Ha 101-my THKHI).

YTOBHOBaXEHUM OPraHOM OIlIHKAa METOJIONIOTTYHOI sIKOCTI myouikarii Nicolino M.
et al., 2009 He mpoBoAMIIaACh, Yepe3 HEBIAMOBIIHICTh AU3ANHY JOCIIKEHHS JIHCTaM
ominku SIGN 50. IIporte, pe3ynbpraté MPEACTaBICHOTO TOCHTIHKEHHS MOKa3yIOTh, IO
ITITIOKO31/1a3a amb(a MOKe 3HU3UTH PU3HUK cMepTi mpu xBopoOi [Tomne y maiieHTiB 3
MOYaTKOM JIIKyBaHHS Y Billi 6-36 micsmiB Ha 79% (HR 0,209, 95% CI 0,083-0,524, p =
0,0009), pusuk cmepti ab0 1HBa3UBHOT BeHTUJIALIT JiereHb Ha 58% (HR 0,421, 95% CI
0,202-0,876, p = 0,0207), npotrsarom 104 TwXKHIB JIIKyBaHHS B TMOpPIBHSHHI 3
BIJICYTHICTIO crnienudiyHoro jikyBaHHs. OiiHka BikuBaHOCTI 3a Kamnanom-Meiiepom
yepe3 104 twxHi cranoBwia 71,1% (95% CI: 51,6-90,6%) ans pociigkKyBaHHX
namieHTiB MopiBHAHO 3 26,3% (95% CI: 6,5-46,1%) B icTOpUYHIN KOHTPOJIBHIN TpyTi.
[Toxa3nuku cepueBoi (QyHKII, pyXxoBoi QYyHKIIi (IIKAJIX MOTOPHOTO PO3BUTKY), IO
BU3HaueHI KiHmeBuMmu TodkamMu B PICO ymoOBHOBa)XeHOTO OpraHy, MOPIBHIOBAIH 3
BUXITHUM pIBHEM, a HE 3 TPYMNOK KOHTPOJIIO, XO4ya y OUIBIIOCTI MAIEHTIB, fAKI
OTPUMYBAJIM AIIIOKO3KU1a3y aib(a, MOKPAIIUINCh eXOoKapiaiorpadiuyHi MOKa3HUKHU
Kapaiomionarii Ta MNPUCKOPWUIIUCH PICT 1 MOTOPHUN PO3BUTOK, $KI 3a3BUYAll HE
CIIOCTEPITal0ThCs Y HEMOBIIAT 1 AiTel 6e3 iikyBanHs. 3aranoM y 52% (11/21) mamienTiB
crocTepiraiucs peakiii, moB’s3ani 3 iHOY3ie0; y 95% (19/20) yTrBopumucs aHTuTiIA
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IgG nmo anrmioko3upasu anbda; KOJEH MAIEHT HE BUUINOB 3 JOCTIIKEHHS 4Yepe3
no6iuHi peakiii. CIIoHCOPOM IILOTO JOCHIDKeHHS OyJia kopriopaiiis Genzyme.

3) Aa”Hi MWOA0 E€KOHOMIYHOI AOUIIBHOCTI B 4YacTHHi eQeKTHBHOCTI BHTpPAT
BUKOPUCTAHHA JIIKAPCHKOr0 3ac00y BIANMOBIAHO [0 PEKOMEHI0BAHOI IIKAJIH
rPAHUYHMX 3HAYEeHb IHKPEMEHTAJILHOI0 NOKA3HNUKA e(eKTUBHOCTI BHUTPAT B
Ykpaini

Bianosigno go n.7 Ilopsaky, nepxkaBHa OMT 3a CKOpOUYEHOIO MPOLEAYPOIO HE
nependayae  MPOBEJACHHS  aHaii3dy  €(QEeKTHMBHOCTI  BUTpPAT Ta  PO3PAXYHKY
IHKpeMeHTalnbHOT0 TToka3Huka edekTuBHOCTI BUTpat (ICER) B Ykpaini.

4) mani mOA0 pe3yJbTATIB €KOHOMIYHOI JOUIBHOCTI B YACTHHI aHaJI3y
BILIMBY HA NIOKA3HUKHU OKOJKETY

Bignosigno go n.7 Ilopsaky, nepxkaBHa OMT 3a CKOpPOUEHOK MPOILEAYPOIO
nependavyae MpoBECHHS aHaT13y BIUIMBY Ha MOKa3HUKH OIO/KETY B Y KpaiHi.

B pamkxax mnpoBenenHs jaepxkaBHoi OMT 3a ckopodeHOO MPOLETYPOIO
YIOBHOBOXEHUM opraHoM 3 JaepkaBHoi OMT BiamoBigHO 10 MeTomoJiorii OyB
MPOBEJICHUI aHaJi3 BIUIMBY Ha MOKA3HUKH OIOJIKETY y YAaCTHUHI PO3paxXyHKY BUTpAT Ha
MEJIMYHY TEXHOJIOTIIO 3 YaCOBUM TOPU30HTOM OJIMH PIK HA MIACTaBl MPAMHUX MEIUYHUX
BUTpAT Ha JIIKAPCHhKUH 3aci0 3 MEPCIEKTHBY JCPKABHOTO TIATHUKA.

Merta: OIIHUTH BIUIMB HA OFOKET JIIKAPCHKOTO 3ac00y aNriIroKo3u/1aza anbda s
JIKyBaHHS MAaIi€eHTIB 3 XBopoOoto [Tomre.

Merton: aHai3 BIUTMBY Ha MOKa3HUKHU OIOJKETY Yy YAaCTUHI PO3PaxyHKY BUTpAT 3
NEPCIIEKTUBH JCPKABHOTO TUIATHUKA HA aNTTIOKO3Ua3y anb(a 3 4aCOBUM TOPU30HTOM
OJIUH piK. AHaji3 MPOBEJECHUN HA MIACTaBl MPSAMHUX MEIUYHUX BUTPAT Ha JIKAPCHKUUN
3aci0 3 MEPCIEKTUBHU JICPYKABHOTO TJIATHUKA, BU3HAYEHOI IIIbOBOT MOMYJISIIIIT MAI[I€HTIB
BIJIMOBIAHO 70 JaHUX, HaJaHux y 3BepHeHHI MO3 Vkpainu (BiAMOBIAHO 10 JIMCTIB
MO3 VYxkpainu Big 09.06.2022 Ne25-01/12931/2-22 ta Big 20.06.2022 Ne25-01/13739/2-
22), mo npeactaieHo y tadnuii 1. KinpkicTh marieHTiB 3 xBopoboro [Tomme y 2022
poti, MmO NOTPeOYIOTh JIKYBaHHS 3asBICHUM JIKAPCHKUM 3acOo00M, CTaHOBUTH 7
MAII€HTIB JUTAYOTO BiKy. 711 MOJEnpbHUX pO3paxyHKiB OyJIo po3paxoOBaHO 03U
JKapCchKOro 3aco0y 3 ypaxyBaHHSM, 110 Bara AUTHHU CTAaHOBHUTH 30 KT.

BignoBimno mo mumcra MO3 VYipainm Big 20.06.2022 Ne25-01/13739/2-22
MEMYHOI0 TEXHOJIOTiEr0 TopiBHSHHS it JI3 anrmioko3uaasa ansda € HIIT. Tlpore,
BIJIMOBIAHO JO MPOBEACHOTO aHaNI3y KJIIHIYHOT €PEeKTUBHOCTI OyJI0 BCTAHOBJICHO, 1110
3T1JIHO 3 MDXKHAPOJHOI MPaKTUKOIO alriaoko3ujaza ainbda € JI3 pis cnenudivyHoro
JIKyBaHHs NalleHTIB 3 XBopoOoro Ilommne, HUHI anrimoko3ujaasa anbpa BKIOYEHA Y
[lepenik niKapchbKUX 3ac001B, MEIUYHUX BHUPOOIB Ta JOMOMIXHUX 3aCO0IB 0 HUX, IO
3aKyMOBYIOThCSI HA BUKOHAHHS BIANOBIIHUX Yroja (JOTOBOPIB), YKJIaJAEHHX OCO0O0IO,
YHIOBHOBa)XEHOIO Ha 31MCHEHHS 3aKyIiBelb Y chepl OXOPOHHU 310POB’S [l BUKOHAHHS
mporpaM Ta 3JIHCHEHHS LEHTPATi30BaHUX 3aXO/dIB 3 OXOPOHH 370pOB’S, IO
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3aTBep KeHni moctaHoBoro KabGinety MinictpiB Ykpaiau Big 7 Oepeszns 2022 p. Ne
2162° ta BignoBigHO 3a06€31€4y€eThCs NaLicHTaM B YKpaiHi.

VY 3B's3Ky 13 BUIIIE3a3HAUYCHUM, aHAJII3 BIUIUBY Ha MOKAa3HUKU OIO/KETY MPOBEICHO
BUKJIIOYHO JIJIs1 “IiI0YOTO clieHapito” (3actocyBaHHs crneludiuHoro jdikyBaHHs), a HIIT
HE PO3TIIAIanach K MEJIMYHA TEXHOJIOT1S TOPIBHSHHS IS TPOBEICHHS aHAI3y BILIUBY
Ha MOKA3HUKHU OIOJIKETY.

Tabmuusg 1. Anani3 BUTpaT Ha OJHE BBEACHHS Ta HA PIYHUN KypC 3acCTOCYBAaHHS
ITTIOKO3KU1a3U ayibda aJist JiKyBaHHs XxBopoOu [lomne Ha ogHOro naiieHTa
ITapametp Aurioko3unaasa ajab@a

dopma BUITYCKY Ta JI03YBaHHSI TIOPOIIIOK ISl IPUTOTYBaHHS KOHIIEHTPATY IS
po3uuny miasa iHQy3id mo 50 mr, 1 daakoH 3
MOPOIITKOM Y KapTOHHIM mayili;

1 d¢umakon wmictute 50 Mr anrIFOKO3MJIa3H
anb(a; micas po3YyuHEeHHS B 1 M1 po3uunHy Oyie
MICTHTHCS 5 MT aJITJTIOKO3W/1a3H anbda;

IiCJIs PO3BEICHHS KOHIICHTPATY KOHIICHTpAITis
po3unHy Bapiroe Bia 0,5 Mr 10 4 Mr/mi

Cxema 3acTOCyBaHHs, MI/KT 20
KpatnicTb 3acTocyBaHHS Ha PiK 26
Ilina 3a 1 dmaxon, rpa* 13 092,707
Hitn

Cepenns Bara, Kr 30
KinbkicTh dhakoHiB Ha | BBEJICHHS 12
Butpatu Ha | BBeieHHs, TpH 157 112,40
Butparu Ha narienTta Ha 1 pik, TpH 4 084 922,40

*6i0no6iono 0o aucma MO3 6io 09.06.2022 Ne25-01/12931/2-22 0Ons npoeedenHss po3paxyHKie 6yio
BUKOPUCIAHO OCMAHHIO OOCMYNHY 6apmMicmb JNiKAPCbKO20 3acoby 3a pe3yibmamamu mopeis,
nposedenux J[Il «Meouuni 3axynieni Ykpainu», wo 0ocmynHi 6 eleKmpoHHil cucmemi nyoOaiuHux
3aKynigens

BapricTe JiKyBaHHSA airilOKO3uAa30i0 anb(pa po3paxoBaHO 3 MaTeMaTUYHUM
OKPYTJICHHSIM KUIBKOCTI (DJIaKOHIB JI0 I1IJIOTO YKCa Y 01K 301IbIIICHHS.

Pe3ynpTaTd MOAENBHOrO BIUIMBY Ha TIOKAa3HMKM OIOJUKETY MPEACTABICHI 3
YacOBMM TOPHU30HTOM B OJIMH PIK Npu 3a0e3NedeHHl YCi€i KOropTd MallleHTIB
aNrII0K0311a3010 anb(da (Tabmuis 2). Po3paxyHKkH MpoBEAEHO 3a CTaHIAPTHU30BAaHUM

%https://zakon.rada.gov.ua/laws/show/216-2022-%D0%BF#Text

YIlina 3 eJeKTOPHHOI cHCTeMH MyOIiYHMX 3aKyMiBedb BiATIOBIAHO 10 TOPTiB 3a mpeaMeToM 3akymismi “021:2015 — 33600000-6 dapmanesTHuHA
npoxaykuis (Anrimokosuaasa ansda 50 mr)”, 3amoBauk - I “Meanuni 3akynini Ykpainu”, 1oroip npo 3akymisito Big 13.10.2021 Ne09/289-10/2021:
https://prozorro.gov.ua/tender/UA-2021-09-09-012785-c
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migxoaoM (Bara quTHHM - 30 Kr) Ta 3a 1HAMBIAyaTi30BaHUM ITiIX0JA0M (BIATOBIIHO J0
MacH Tijla KO’KHOTO MailienTa 13 1oaarky ao aucta MO3 Ykpainu Big 09.06.2022 No25-
01/12931/2-22).

Tabnuis 2. Pe3ynbTaTu aHamidy BIUIMBY Ha MOKAa3HUKHM OIOJKETY TMPU 3aCTOCYBaHHI
ITNTIOKO3UIa3U ayibda: AiF0Yril crieHapii

1 pik

KiapkicTh nmanicHris

KinpKicTh MaIi€HTIB, IO MOXYTh 7
noTpeObyBaTu  JiKyBaHHA  (3a
JTAHUMHM, HaJJaHUMH y TOAATKY JI0
mucta MO3  Vkpaimm  Bix
09.06.2022 No25-01/12931/2-22)

ButpaTn Ha BCIO MONyJisillil0 NALI€HTIB, I'PH

CranaapruzoBaHuii InauBinyasnizoBanuni
XL XL
Butparu Ha  anrmoko3ugasy 28 594 456,80 26 551 995,60
asnb(a Ta BIUIMB Ha OIOJIKET, TPH

Pe3ynbTaT MOJEIBHOTO aHali3y BIUIMBY HAa TMOKa3HUKU OMODKETYy B YKpaiHi
MOKa3alid, IO BHUTPATH HA 3aKyMiBIIO allJIIOKO3WAa3u aibda Ha pPIYHUN Kypc
JIKYBaHHS OJTHOTO TAIli€HTa 32 OCTAaHHBOIO JOCTYITHOIO BApTICTIO JIIKAPCHKOTO 3ac00y
3a pesynbraramu TopriB npoeaeHux Il «Menuuni 3akymniBii YKpaiHu» Ha piBHI 13
092,70 rpH, cranoBuate 4 084 922,40 rpH, BUTpaTH HA 3aKYIBIIO AJTIFOKO3UIA3H
anbda I JIKyBaHHS KoropTtw mamieHtiB (7 mitedt) - 28 594 456,80 rpH 3a
CTaHJAPTU30BAaHUM MIAXOAOM. BHTpaTh Ha 3aKymmiBIIO alrIIOKO3Waa3u aimb(da 3a
1HIMB1Iyal130BaHUM T1JX0JIOM JJisl JIIKYBaHHS KOTOPTH TAII€EHTIB CTAaHOBIATh 26 551
995,60 rpH.

3MOJIeIbOBaHUM BIIMB Ha OIOJDKET alIIIOKO3UJa3u alb(a Oysio MOpIBHSAHO 13
PEKOMEHIOBAaHUMH 3HAYCHHSMH IIIKAJIM BIUIMBY Ha OIO/KET B YKpaiHi, BIIMOBIIHO 10
aKTyalli30BaHUX 3HAY€Hb PEKOMEHJOBAHO! IIKalu OI[iIHKM BIUIMBY Ha OIOJKET B
Vkpaini®® na migcrasi gJaHMX JepiKaBHMX BHTpAT Ha JIiKapchki 3acobu y 2021 poui, Ta
BCTAHOBJICHO, 1110 TIPH 3aKYIIBJI1 aJINTIOKO3K/1a3H alb(a, BIUIMB Ha OropkeT Ha 1 pik 3a
CTaHJApTU30BAaHUM Ta 1HJIMBIAyaIi30BaHUM ITiJIX0JI0M OyJie MOMIpHUM (3HAXOJUTHCS B
niarra3oni Bix 20 10 38 MIIH rpH).

Takox, BiamosigHo 10 ycta MO3 Ykpaiau Big 09.06.2022 Ne25-01/12931/2-22,
YIOBHOB)XCHUM OPTaHOM OYJIO TOJAATKOBO MPOAHATI30BAHO TMEPETIKA BiAIMIKOIyBaHb

Zhttps://www.dec.gov.ua/materials/onovleni-rekomendovani-porogovi-znachennya-pokaznykiv-vplyvu-na-byudzhet-likarskyh-zasobiv-v-ukrayini-za-
2021-r/
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pedepenTHux KpaiH Ta Kpain CxigHoi €Bpomm 3 METOI0 MOIIYKYy IiH (Ha piBHI
BUPOOHMKA) HA 3asBJIEHY MeIUUHY TexHouorito cranoMm Ha 01.08.2022 (tabmuis 3).

Tabmums 3. Ilinm Ha anrmoko3uaasy anbda B pedepeHTHHUX KpaiHax Ta KpaiHax
CxinHoi €Bponu

Kpaina Hina Hina B exBiBaJIeHTI*

Anbanis BincyTHs>

Binopych inpopmarnis negoctynHa*

Boarapis 757,24 Gonrapchkux JeBis’! 14 457,91 rpu
Bocwis i Ieprierosuna BimcyTHs?

Ipemis 398,86 €Bpo’? 14 892,04 rpu
EcToHnis BincyTHs>*

JlaTBiiickka PecmyOiika BincyTHs>

JIuTBa BigcyTHs®

MonoBa BincyTHs’’

[liBHiuna MakenoHis BigcyTHs®

[Monbina 1 892,16 moabCbKUX 310TUX 14 914,01 rpu
PymyHis BigcyTHsa*

CepOist BincyTas®!

Cnosanpka Pecrry6iika 388,53 eBpo*? 17 245,36 rpu
CnoBeHis 480,32 eBpo™® 17 933,47 rpu
Vropiiuna Bincyas*

Xopsaris 3 703,48% xOpBaTCHKMX KyH 18 390,74 rpu

Zhttps://fsdksh.gov.al/wp-content/uploads/2022/04/vendim-2022-04-13-230.pdf
*http://minzdrav.gov.by/ru/ministerstvo/tsentralizovannye-zakupki.php

3Thttps://portal.ncpr.bg/registers/pages/register/list-medicament.xhtml

http://www.fmoh.gov.ba/index.php/preporucujemo/liste-lijekova

Bhitps://www.moh.gov.gr/articles/times-farmakwn/deltia-timwn/106 1 2-epikairopoihsh-deltioy-timwn-farmakwn-anthrwpinhs-xrhshs-me-enswmatwsh-
dioikhtikwn-metabolwn

https://www.ravimiregister.ee/en/publichomepage.aspx?pv=PublicDownloads

Fhitps://www.vmnvd.gov.lv/lv/kompensejamo-zalu-saraksti
3Shttps://ligoniukasa.lrv.1t/It/veiklos-sritys/gydymo-istaigoms-ir-partneriams/kompensuojamieji-vaistai-ir-medicinos-pagalbos-priemones-
2/kompensuojamuju-vaistu-ir-mpp-aktualijos/aktualijos-4

3Thttp://www.cnam.md/?page=157&

3https://fzo-org-mk.translate.goog/sifrarnik-lekovi-pzz? x tr sl=mk& x tr tl=ru& x tr hl=ru& x tr pto=sc
Phttps://www.gov.pl/web/zdrowie/leki-refundowane

“https://cnas.ro/lista-medicamente/

*'http://rfzo.rs/index.php/osiguranalica/lekovi-info/lekovi-actual

“https://www.health.gov.sk/?zoznam-kategorizovanych-liekov

“hitps://www jazmp.si/humana-zdravila/cene-zdravil/seznam-ndc-in-ivdc/

“http://www.neak.gov.hu/felso_menu/szakmai_oldalak/gyogyszer segedeszkoz gyogyfurdo tamogatas/egeszsegugyi vallalkozasoknak/pupha/Vegleges
_PUPHA html

“https://hzzo.hr/zdravstvena-zastita/lijekovi/objavljene-liste-lijekova

48



Anemokosuodasa anvgha 015 AiKyeanus nayienmia 3 xeopoboio Iomne, 26.09.2022

Yecpka Pecrybmika

10 899,49 uecbkux kpou*® 16 535,62 rpu

Yopnoropis

BigcyTnsat’

*3a oiyitinum kypcom HEY cmanom na 01.08.2022%

Otxe, mina JI3 anrmoko3naasa aidb(da 3a pesynbTaTamMu TOpriB, mpoBeneHux JII1
«Mennuni 3akymiBm Ykpainu» Ha piBHI 13 092,70 rpH 3a 1 ¢nakoH, € HaAWHUKYOIO
LIHOIO cepejl MpeACTaBIeHUX KpaiH, HaWBHILI LIHU BUsBIEHO B Xopsarii, CloBeHil Ta
CnoBa4urHI y TPUBHEBOMY €KBIBaJICHTI.

Takox BinnosigHo 10 nuctiB MO3 Ykpainu Big 26.07.2022 Ne 25-01/16746/2-22
ta Big 08.08.2022 No25-01/17921/2-22 moao AOUUIBHOCTI YKJIaJaHHS JIOrOBOPIB
kepoBaHoro jgoctyny (mami - JIK/[) ymoBHOBak€HUM OpraHoM OyJIO J10JaTKOBO
MIpOaHaTi30BaHO 3BITH MIXXHaApOJHMX opranizaiii 3 OMT mion0 HagaHHS 3HUKOK Ha
BiamkoayBaHHs JI3 anrmroko3uaasa anbda (Tadmuis 4).

Tabmumss 4. Pexkomenpamii opranizamii 3 OMT B immmx kpainax moxo JI3

ITITFOKO31 1a3a anbda

OMT opranizauis

Pexomenaauisi Ta ingopmaiis moao BiamkoaxyBaHHs*

HanionaabHui OriHka anriaroKo3uaas3y anbda BiJCyTHS.

iHCTHTYT OXOpPOHU

3I0POB’l i T0CKOHAJIOCTI

MeInYHOT J0TIOMOTH

Besnuxkoi Bpuranii

(National Institute for

Health and Care

Excellence, NICE)

Koncopuiym 3 | Anrmoko3uiaza  anbda  (Myozyme) He  peKOMeHAoBaHa IS
JiKaApChbKUX 3aco0iB | Bukopuctands HamonaneHoIO0 cityx0010 oxoponu 310poB's (NHS)
MoTnanmii (Scottish | [llotnanpii ans nikyBanHs xBopobu [Tomme®.

Medicines Consortium, | ExoHoMiyHa Mojenb po3risjgana TpU OKpeMi MIATPYNH Ialli€HTIB:
SMC) HEMOBJIATA, SIKi OTPUMAIH TMEPIy M03y aITTIOKO3UIa3u anbha y Billl 10
2007 HIECTH MICALIB; HEMOBIISITA, SIKI OTPUMAIH MEPIIY 103y aJITIIOKO3H1a3U

anb(a y Billl BiJl MIECTH MICALIB JO TPhOX POKIB; 1 JIOAU 3 TSIKKHM
misHiM TodatkoM xBopo6u Ilomme®®. BpaxoByrounm pisHi  piBHI
e(eKTUBHOCTI JIIKYBaHHS B IMX TOMYJSAIISIX MAIli€HTIB, 3a3HAYCHHIA
miaxig OyB JOIUTBHUM.

KommapaTropoM y KO)XKHOMY BUTIAJKy OyJIO CTaHJIApPTHE JIKYBaHHS, SKE
BKJIFOYQJIO MIATPUMYIOUY TEpariio, TOCHITATI3allil0 Ta BUKOPUCTAHHS
BEHTHWJIALII JIET€Hb 3a HEOOXIMHICTIO. Y MOJedl BUKOPHUCTOBYETHCS
MOKUTTEBUM TOPU30HT MOJICTIOBAHHS, BpPaxXOBYIOUH Oe3lepepBHHIMA
XapakTep JIKYBAaHHS anriioKo3ujaa3or anbdha. Mogens kinacudikye

“https://www.sukl.cz/sukl/seznam-leciv-a-pzlu-hrazenych-ze-zdrav-pojisteni
“Thttps://fzocg.me/ckfinder/userfiles/files/folder 13/Lista%20ljekova%20decembar%202022 g.pdf
“https://bank.gov.ua/ua/markets/exchangerates?date=01.08.2022&period=daily
“https://www.scottishmedicines.org.uk/medicines-advice/alglucosidase-alfa-myozyme-fullsubmission-35207/
SOhttps://www.scottishmedicines.org.uk/media/1227/alglucosidase_alfa_50mg_powder myozyme 352-07 .pdf
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MAI[IEHTIB BIAMOBIIHO 10 IXHBOI MOTPEOU Y BEHTUIISIII] JIETCHb.
IHkpeMeHTanbHI TOKa3HUKW €(QEKTHBHOCTI BHUTpPAT s JBOX TpyN
HeMOBJIAT craHoBuiIn £244 450,00 (10 862 013,53 rpu) 1 £318 283,00
(14 142 745,96 tpH) 3a QALY BiAmoBigHO MOPIBHSIHO 31 CTaHAAPTHUM
JTiKyBaHHSM. [HKpeMEHTAIIbHUN TOKa3HUK €()EeKTUBHOCTI BUTpPAT IS
IPyIHU 3 Mi3HIM moyaTkoM ctaHoBUTh £819 806,00 (36 427 669,71 TpH)
3a QALY. BapricTb JikyBaHHS aJINIIOK03UAa3010 anb(da Ha pik (20 Mr/kr
[IUISIXOM BHYTPIITHHOBEHHOT 1H(Y31i KOXKHI 2 THKHI):

e jutuna (10 kr): 38 333,00 £ (1 703 307,69 rpn)

e nopocauii (60 kxr): 230 000,00 £ (10 219 935,00 rpH).
17 mortoro 2022 poky anrioko3uaasy anbdy Oylo BKIIOYEHO 0
MEepeNiKy JIKapChbKUX 3aco0iB, BapTICTh SKHX BIJIIIKOIOBYETHCS
teputopianbHuMu pagamu NHS, BuzHauenoro Ciyx0010 ycmaIKoOBaHUX
Mertabomiuynux po3namiBe B Ilornanaii (IMD Scotland) Tta micns
cxBajeHHs KoHcCOpIiyMOM HIOTJIaHACHKHX JiKapchbkux 3acobiB Ultra

Orphan Pathway 114 nikyBasHs XxBopo6u ITomme®!.

HauionanbHuii opran 3

Bianosigno no pexoMenpaniit 2017°% poky 6yJ10 BCTAHOBIEHO KIHIUHY

NMUTAHb oxoponm | kopucts JI3 Miozum (MYOZYME):
310pOB's1 ®panuii ® 3HayHa npH iHQaHTHUIBHIN GOpMI 3aXBOPIOBAHHS;
(Haute Autorité de santé ® HH3bKa MPU MI3HBOMY IMOYATKY 3aXBOPIOBAHHS.
or French National | Miosum (MYOZYME) 3aGe3neuye m0AaTKOBY KIiHIYHY IiHHICTB, a
Authority for Health, | came:
HAS) e nowmipHa (CAV IIl) y rtepaneBTHuHiil cTparterii iHQaHTHIBHOL
2017, 2021 dbopmu xBopobu [Tomrie;
e mnesnayHa (CAV 1V) y TepaneBruuHiii crparerii xsopoou Ilomme
3 Mi3HIM MOYaTKOM.
PexomeHTyeThCSI TIPOIOBKUTH BKIIOYEHHS JI0 TEPENiKy JIKapChbKUX
3ac00iB, BapTICTh SKHX BIJIIKOJOBYEThCSA IS 3aKJIaIiB OXOPOHHU
3/10pOB'sl.
[Ticns mOBTOPHOI OIIHKK BIAMOBIAHO 10 pekomeHpariin 2021 pOKy53
Oy70 3aTBep/PKEHO TO3UTHUBHUI BHCHOBOK IIOJO BiJIIKOIYBAHHS
BaptocTi JI3 anrmroko3umaza anbda npu mizHIA dpopmi xBopobu [Tomre.
BBaxkaeTbcs, 10  KJIIHIYHA  KOPHCTh  alTIOKO3HMIa3u  ajbda
(MYOZYME) 3anumaerbcss HU3bKOIO TpU xBOpoOi [lomre 3 mi3HIM
noyatkoM. KowmiTeT BHIae CXBaJIbHUN BHUCHOBOK Ui 30€pe:KEHHS
BKIIIOUEHHSI JI0 JIIKApHSHOTO (QOpMYJsipy Neperiky 3amaTeHTOBAaHUX
JKapChKUX 3aCc00iB, TO3BOJICHUX JJIsl BUKOPUCTAHHS TpH Mi3HIH popmi
xBopoOu [Tomrie, BapTICTh SKUX BIJIITKOOBYETHCS.
Kanaacbke arenrtcrBo | Kanancekuit  koHcynbpratuBHHE — komiter — ekcreptriB  (CEDAC)
JiKapCchbKUX 3aco0iB Ta | pEKOMEHIy€e alTIoKo3uaa3y aib(da I MaIi€eHTiB 13 1HPaHTHUIHLHOIO
MeAWYHMX  TexHoJjoriil | opmoro xBopoOu Ilomme, moO MWiATBEPIHKEHO MOSIBOIO CHMIITOMIB 1
(The Canadian Agency | miITBEp/HUKCHOKO KapAiOMIOMATIED TMPOTITOM TIepmux 12 MicsiiB
for Drugs & | xutrs®®. KoMmiTeT Takok pPEKOMEHAYe PO3POOUTH KOHKDETHi KpHTepii

SThttps://www.nss.nhs.scot/specialist-healthcare/financial-risk-share/inherited-metabolic-disorders/
S2https://www.has-sante.fr/upload/docs/application/pdf/2018-01/myozyme_summary ct15569.pdf
S3https://www.has-sante.fr/upload/docs/application/pdf/2022-03/myozyme 171121 summary ct19179.pdf
S*https://www.cadth.ca/sites/default/files/cdr/complete/cdr_complete. Myozyme_June-14-2007 e.pdf
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Technologies in Health,
CADTH)
2007

JUIST MOHITOPUHTY Ta TPUIMHEHHS NPUHOMY alTIIOKO3HIa3H Y
KOHCyNbTaIli 3 QaxiBIsIMH 3 BEIAEHHSA XBOpPOO  JII30COMHOTO
HAKOIIHUYCHHS.

Bapricte (hnakony anrmoko3umasu anbdpa 847,00 $§ (30 973,60 rpH),
piuHa BapTicTh Tepamii 1 marienTa 3 Baroro Bif 5 10 10 Kr cTAHOBHTH Bij
44 000 $ (1 609 018,40 rpH) 10 88 000 $ (3 218 036,80 rpH).
BukopucToByoUH 3araqbHONPHUUHATI KpUTepii, airiroKo3uaaza anbga
HE € EKOHOMIYHO e(EeKTHUBHOI TexHosorien. KomiTeT BBakae, Mo
¢dinancyBaHHs OyAe MONUIBHUM I OOMEKEHOI TPyNH TAIli€HTIB,
BpPaxoBYIHOUH piakicTh xBopoOu Ilomme 3 iHdaHTHIBHOIO (GopMOIO Ta
JIOKa3H, IO MiATBEP/UKYIOTh TepeBary y BW)KMBAHOCTI HpU Tepamil
AITITFOKO3M1a3010 aibda.

ABcTpajtiiicbKuii
KOHCYJIbTATUBHUM
KOMiTeT 3
dapmaneBTHYHMX
nepeBar
(Pharmaceutical
Benefits Advisory
Committee, PBAC)
2009

[TpencraBieHO EKOHOMIUHY OIIIHKY 3 YaCOBUM TOPH30HTOM 52 THXKHI (Ha
OCHOBI mepmux 52 TwkHIB 78-TwkHeBOoro BunpoOyBanHsa LOTS).
ExoHOMIiuHY OIIHKY OyJIO OHOBIIEHO JUIsl BiJIOOpaXKCHHS OHOBIICHUX
XapaKTepUCTUK 3arajbHOl MOMYJSIii 31 3MEHILEHHSM CepelHbOl
KUTBKOCTI (pr1akoHIB, HEOOXITHUX ISl JIIKYBaHHS, OJHAK JIOJAaTKOBI
BUTPATH HA JOJIATKOBHM MPOUICHUA METpP Yepe3 52 THKHI 3aTHIIAEThCS
B TOMY K Jliana3oHi, mo i pasxime, Big 15 000 $ (548 529,00 rpu) mo 45
000 $ (1 645 587,00 rpH).

PBAC Oyno BIiOXWI€HO TOBTOPHY 3asBKy Ha  BKJIIOUEHHS
anrmoko3uaasu anbda g0 100 posainy PBS (Cxema dapmaneBTHUHUX
HIBT) SIK BUCOKOCHEIIai30BaHOTO JIIKAPCHKOTO 3aco0y Ui JIIKyBaHHS
MalieHTiB 13 Mi3HIM 1odatkoM xBopoOu Ilomrme Ha mijmcraBi
HETMPUIHATHO BUCOKOTO IHKPEMEHTAJIBHOTO TOKa3HHKAa E€(PEKTHBHOCTI
BUTpaT MOPIBHSHO 31 CTaHAApTHOW (mayiatuBHOIO) Tepamiero. PBAC
3a3HAayMB, M0 BAPTICTh ANTIIOKO3MAa3u anb(a mpu xBopobi [lomme 3
Mi3HIM TIOYaTKOM NPAKTHYHO HE 3MIHHWJIACS TOPIBHSHO 3 IMONEPEIHIM
NOJaHHAM 1 Oyna qy)e BHUCOKOIO, a PEe3y/IbTaTH aHajli3y e(QeKTHBHOCTI
BUTpAT OYyJIU BUIIIE MOPOTY MJIATOCTIPOMOMXHOCTI.

Cranom Ha 29.07.2022 anrmoko3uga3y anbda BkimodeHo 1o [Iporpamu
Life Saving Drugs Program (LSDP)’® nns nikyBaHHS mamieHTiB 3
iH(aHTUIIBHOIO, IOBEHUIFHOIO Ta Mi3HKOIO (Gopmoro xBopoOu [lomrme y
JIOPOCITHUX.

AreHTCTBO
dapmaneBTHYHOTrO
MEHEKMEHTY Hosoi
3eaannii
(Pharmaceutical
Management
PHARMACQC)
2021

Agency,

Anrmokosunazy anbha (Myozyme) Bmepine Oyiio mpodiHAHCOBAHO
PHARMAC vy rpyasi 2016 poky®’. Hapasi Miosum (anrmoko3uaasa
anbda) QinancyeThcs depe3 mporpamy Special Authority. ITowarkosi
3asBKHM Ha (piHAHCYBaHHS MOXXYTb I0JIaBaTH O0COOU BIKOM 70 24 MICSIIiB
Ha MOMEHT NOJaHHSA TepIIoi 3asBKH Ta 3 JiarHO30M “‘iH(aHTHIbHA
dbopma  xBopoOu Ilomme”. Hapasi icHye ABI BIIKpUTI 3asIBKH Ha
(inancysanns JI3 Miosum (Myozyme)®, BignoBimHO 10 AKHMX
3aBEpIICHO PAH)KYBaHHS BIHOCHO (apMaleBTHYHOI Mporpamu. Bix
KJIIHIYHUX €KCIIEPTiB OTPUMAHO PEKOMEH/IAIlii MO0 BiIXUJICHHS 3asiBOK

SShttps://www.pbs.gov.au/info/industry/listing/elements/pbac-meetings/psd/2009-11/pbac-psd-Alglucosidase-nov09
SChttps://www.health.gov.au/initiatives-and-programs/life-saving-drugs-program/about-the-1sdp
SThttps://pharmac.govt.nz/news-and-resources/official-information-act/official-information-act-responses/correspondence-and-information-about-pompe-

disease/

S8https://connect.pharmac.govt.nz/apptracker/s/global-search/pompe
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Ha (iHAHCYBaHHS aNTJIOKO3UAa3u anbda A JIKYBaHHS XBOPOOH
[Tomre:
® HEBU3HAYEHICTH 00 BIKMBAHOCTI,
® [OMipHa KJIiHIYHA KOPHCTh IIOAO TEpECyBaHHS Ta JIETEHEBOI
(GyHKIIIT;
® BIJICYTHICTb JIOKa3iB JIOAATKOBOI KJIIHIYHOI IIIHHOCTI MPH XBOPOOi
[Tomrie y HETIOBHOJIITHIX 1 IOPOCIIHX;
® BICOKA BapTICTh JIKyBaHHS 3aXBOPIOBAHHS.
Buiesza3Hadeni 3asBKU OyJi0 BHECEHO JO TMPIOPUTETHOTO MEPEIiKy
“PekoMeHIOBAHO IS BIOXWIEHHS , BHUXOAMYM 3 HAsIBHUX [JaHHX,
piteHHs mo/0 (GiHaHCYBaHHS HE IPUHHSITO.

IncTturyr  sAkocti W
epekTHBHOCTI y cucreMi
OXOpOHH 310pOB’
Himeuunnn

(Institut fiir Qualitat
und Wirtschaftlichkeit
im  Gesundheitswesen,

O1iHKa He TIPOBOINIIACH.
Cranom Ha 2022 pik anrmoko3ujgasza anb(a cxBajieHa Ta JOCTYIHA B
HimeuuuHi 1J1s MaiieHTiB 3 XBOPOOOIO IMomme>’.

IQWiG)

2022

ITamiiicbke arentcTBo 3 | OmiHKa HE MPOBOINIACH.

JiKapChbKUX 3aco6iB | BignosigHo g0 HamioHansHOTO 3BiTY 3aCTOCYBaHHS JIIKAPCHKUX 3aC001B
(Agenzia Italiana del | B Irtami 2019%° sakymiBni anrmokosupgasu  anbda  BinOyBalOThCS
Farmaco, AIFA) 3aKJ1aJlaMy OXOPOHH 3/I0POB’Sl.

2019 Po3npibHa mina Ha anrmoko3uaasy anbda - 819,22 € (30 586,81 rph),

1iHa BUpoOHHKa - 496,38 € (18 533,09 rpn)°®'.

ArenrctBo 3 OMT Ta
TapudHoi CUCTEeMH
IMoabmi (Agencja Oceny
Technologii
Medycznych, AOTMiT)
2009

OriHKa HE TPOBOIUIIACH.

Bignosigno o pexomenpanii AOTMIiT Big 2009 poky peanizyeThcs
rapaHToBaHa MiJbra JiKyBaHHs XxBopoOu Ilomme B pamkax mporpamu
OXOPOHH 3710pOB's1%2.

[TamieHTH OTPUMYIOTH O€3KOIITOBHE JIIKYBaHHS aJITJIFOKO3U1a3010 aylbda
BiJMOBiAHO 10 Hikapchkoi mporpamu®. B mikapchbkiii mporpami MOXyThb
OpaTu y4acTb Hali€eHTH 3 1HPAHTHIBHOIO Ta MI3HBOIO (GOPMOIO XBOPOOU
[Tomme, miarHOCTOBaHI Ha MiACTaBi JOKYMEHTAJIBHO IIiITBEPIKEHOTO
nedinuTy IoKo3uaa3u anbda B JIEUKOIHUTax rnepudepudnoi Kposi abo
¢bi6pobaacTax MIKipH, MiATBEPIKEHOTO0 MOJIEKYJIIPHIM TECTYBaHHSIM.

HauionanbHuii

iHCTHTYT OXOPOHH
3nopoB'ss  Hinepaanais
(Zorginstituut
Nederland, ZIN)

2012

Anrmoko3unasy  anba Oysno  BKIHOYEHO O TMPaBWI  IMOJITHKA
VYmupasninag oxopoHu 3a0poB’s Himepmanmis (NZa) mns opdanHHX
npemnapatiB Bix 26 motoro 2007 poky 3a mokazaHHsM xBopoOa [lomme
(100% Bigmkoxysanns)®,

Cepenns BapTicTh (DIIaKOHY aNriIrOKo3uaasu anbda ckiamae 556,50 €
(20 777,76 rpH). Cepeani BUTpaTH Ha OJHOTO IMAIIEHTA MPU KIACHYHIN

Shttps://www.g-ba.de/downloads/40-268-8682/2022-07-21 AM-RL-IX Miglustat G1S1_ZD.pdf
Ohttps://www.aifa.gov.it/documents/20142/241052/0sMed 2019 Eng.pdf
Shttps://www.aifa.gov.it/en/ricerca-aifa?searchKeywords=Myozyme
“http://wwwold.aotm.gov.pl/assets/files/rada/rekomendacje_stanowiska/R39-choroba-Pompego/R_39.pdf
%http://onkologia-online.pl/upload/obwieszczenie/2020.02.18/b/b.22.pdf
%https://www.zorginstituutnederland.nl/publicaties/rapport/2012/01/23/alglucosidase-alfa-myozyme-bij-ziekte-van-pompe
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(indanTuneHil) Gopmi Ha pik 706 666,0 € (26 384 435,11 rpH);
CepelHl BHUTpAaTH Ha OJIHOTO TMAIli€HTa 3 HEKJIACHYHOK (T3HBOIO)
dopmoro Ha pik 422 314 € (15 767 726,66 rpH).
B anaimi3i BUTpaT BUKOPHCTOBYETHCS TOPU3OHT MOJICTIOBaHHS 15 pOKiB 3
TPUBAIICTIO IIUKITY 6 MICSIIiB.
3aranbHi BUTPATH JUIs JIIKYBAaHHS TMAIIEHTA 3 KJIACUYHOIO (POPMOIO Ha PiK
ckianatoth € 529 516,00 (19 770 274,13 rpn) (i3 3acrocyBanusmM O3T)
3aranbHi BUTPATH JUIsl MAIIEHTIB 3 HEKIACUYHOI (POPMOIO:

e 1oBeHUTbHA (hopma: € 278 510,00 (10 398 588,62 rpu) 3 ®3T; € 2

987,00 (111 524,13 rpH) 6e3 D3T;
e mi3HA Gopma (mopocii narientn): € 478 271,00 (17 856 965,19
rpH) 3 ®3T; € 22 475,00 (839 137,84 rpH) 6e3 O3T.

VY mnamientiB 3 kimacuuHO ¢opmoro xBopoOu Ilomme reHepyeThcs
nonatkoBi 3,60 QALY mpotsirom 15-piunoro mepiogy (3 1,5%
JTUCKOHTYBaHHSM); 0e3 AucKoHTyBaHHsS mpupict QALY ouiHIO€ThCS B
3,96.
VY nmamieHTiB 3 HEKJIacH4YHOIO (opmoro 3a 15 pokiB JIiKyBaHHS
QITITI0KO3K1a3010 anbda renepyerbes 10 0,25 101aTKOBUX POKIB JKUTTS
(Bim 11,62 no 11,87). QALY BcranoBineno Ha piBHi 8,40 (6e3 Teparmii
aJTIII0K031aa3010 anb(da) 1 8,72 (3 anrmoko3uaa3or anbha).
VY marmieHTiB 3 KJIACHYHOIO (POPMOIO 3aXBOPIOBAHHS 1HKPEMEHTAJIbHUI
MOKa3HUK €(PEKTUBHOCTI BHUTPAT AITJIIOKO3WIA3H alb(a MOpiBHIHO 31
CTaHJAPTHUM JIiKyBaHHAM Yy 0Oa3oBoMy anami3zi crtaHoBuTh 300
000,00/QALY € (11 200 950,00 rpa/QALY) y 1031 20 Mr/kr Ha 2 THXHI
ta 700 000,00/QALY € (26 135 550,00 rpa/QALY) y no3i 40 mr/kr Ha
THKICHb.
Y nopocnMx TAIi€HTIB 3 HEKIACHYHOIO (OpPMOIO 3aXBOPIOBAHHS
IHKPEeMEHTAILHUI TTOKa3HUK e()EKTUBHOCTI BUTpAT alTIIOKO3UIa3H
anba TOPIBHAHO 31 CTaHIAPTHUM JIKYBaHHSM CTQHOBHUTH 15
MiaH/QALY € (560 047 500,00 rpu/QALY) (0Oa3oBmii anamiz); 2,6
MitH/QALY (97 074 900,00 rpa/QALY) (anami3 HalKpamoro BUMAIKY) i
33 maa/QALY (232 104 500,00/QALY) (aHami3 HAaHUTIPIIOTO BUITAJIKY ).
Kowmiter ¢apmanesrununoi nomomoru (CFH) BBaxae, mo exoHOMiuHA
e(DEeKTUBHICTh BHKOPHUCTAHHS aJTJIFOKO3HMIa3u alb(a B TOJIaHACHKIH
MIPaKTHIIl € JOCTATHHOI OOIPYHTOBAHOIO.

IncTuTyT KIOIHIYHEX Ta

€eKOHOMIYHHUX
IOCIiIKeHb ClIA
(Institute for Clinical

and Economic Review,
ICER)

O1iHKa HE TPOBOIUIACH.

Crpareriuna rpyma 3 | PekomeHn0BaHO 3 OOMEXEHHIMH
ycix Jikapcbkux 3aco0iB | Anrmrokosunaza  anbdpa (Myozyme™) cxpanmena HarioHaahHORO
Yeabcy (All  Wales | cmyx6ot0 oxoponu 31mopoB’s Yenbcy (NHS Wales) ans nikyBaHHS
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Medicines Strategy | xsopobu Ilomne BigmoBigHO 10 3apeecTpoBaHuXx mokaszaHb (licensed
Group, AWMSG)® indication), ane 3 KOHKpPeTHHMH oOMexkeHHsMH. Hapasi HemocTaTHBO
2006 JIOKa3iB KIIHIYHOT e()eKTUBHOCTI MpH Mi3HIA (QopMi 3aXBOPIOBaHHSA, i

AWMSG He cxBaltoe HOro BUKOPUCTAHHS y i TpyIi TaIl€eHTIB Ha
BiamoBiHIA cTamii. AWMSG cXBaJleHO BUKOPUCTaHHS aJITJIFOKO3H1a31
anba (Myozyme™), anie 3 KOHKPETHHM BUKJIIOUCHHSIM aJITITIOKO3UIa3H
anba (Myozyme™) nsst manieHTiB 3 Mi3HBOIO (hopMoro xBopobu [Tomme
y JIOpPOCIMX dYepe3 HEIOCTaTHIO KUIBKICTh JIOKa3iB  KJIIHIYHOT
edpextuBHOCTi. [IpoTre Komirer OyB mepekoHaHMi, IO aJTIIOKO3UAA3a
ambpa (Myozyme™) wmae OyTH JOCTYNHOK Ui JIIKYBaHHS
Hi3HPOPO3BHHEHOI I0BEHUIIBHOI (hopmu xBopoOu [Tomre.

*015 NOPIBHI0BAHOCMIT 8APMOCMI 8 2PH 8KA3AHI 8 NEPEePAxXyHKY 8i0N08IOHO 00 oghiyitinoeo kypcy HRY
cmanom na 01.08.2022

OIIHKK TIOJ0 BIAIIKOAYBAaHHS BapTOCTI JIIKAPCHKOTO 3aco0y alTIFOKO3ua3a
anbda He npoeneHi B Benukiit bpuranii (NICE), Himeuuuni (IQWIQG), Itamii (AIFA),
CHLIA (ICER) rta Ioasmi (AOTMIT). B Hogiit 3enanaii (PHARMAC) tpuBae orinka
QJITITIOKO31/1a3U anbda.

[To3uTBHI  peKOMeHmamii [0J0  BIAIIKOJAYBAHHS  BAapTOCTI  JIIKyBaHHS
aNrTroKo3uIa3010 anbda xBopoobu [lomme Bussieno B Kanaai (CADTH, 2007 pik) s
iHpanTuneHO1 hopmu, Yensci (AWMSG, 2006 pik) mis iHGaHTHIHHOT Ta FOBEHIIBHOT
dbopmu, nis iHGaHTHUIBHOT Ta Ni3HBOT hopmu y Dpaniii (HAS, 2017 ta 2021 poku) Ta
Hinepnangax (ZIN, 2012 pix; ICER gns indantunsnoi dopmu 0,3-0,9 wmun
eBpo/QALY (11 200 950,00 rpn - 33 602 850,00 rpH), as Mi3HBOI HOPMU — OIU3BKO
15 muia eBpo/QALY (560 047 500,00 rpn) (mianazoH: 2,6—33 mutH €Bpo) (97 074 900,00
rpH - 1 232 104 500,00 rpn)).

HeraTtusni pexomenaariii Busiieno B Asctpaiii (PBAC, 2009 pik) ta lllotnanaii
(SMC, 2007 pik; ICER £244 450,00 (10 862 013,53 rpn) 3a QALY; £318 283,00 (14
142 745,96 rpH) 3a QALY; £819 806,00 (36 427 669,71 rpu) 3a QALY).

3a mporpaMaM# Maii€eHTH OTPUMYIOTh JIIKyBaHHS ajTI0K03uaa3010 anbda B HoBiit
3emanpmii (mporpama Special Authority) 3 indanTHIBHOW dopmoro, [lombmii 3
iH(MarTHIRHOIO Ta Ti3HBKOI (opmamu Ta ABcrpami (Life Saving Drugs Program) 3
1H(MaHTUIEHOIO (HOPMOIO, IOBEHIJTBHUM II3HIM MOYATKOM Ta y JTOPOCIHX 3 Mi3HBOIO
dbopmoro. 17 mrotoro 2022 poky anrioko3uaazy amb(dy OyJio BKIIOYEHO /10 MEPETiKy
JKapChbKUX 3aCO0IB, BapTICTh SIKUX BIAIIKOAOBYETHCS TEPUTOpiaibHUMU pagamu NHS,
Bu3HaueHoro Ciy»0010 ycmajgkoBaHux metabosiuHux posnaaiB B Lllortnanmii (IMD
Scotland) Ta micis cxBanennss KoHcopiiiyMoM MOTIaHACKKHUX JiKapchkux 3aco0iB Ultra
Orphan Pathway mist nikyBanHst xsopoou [Tomre.

5) nmani moao kopekTHOCTi iHGopmanii Mpo HasiBHICTL a00 BiACYTHICTH
€KOHOMIYHMX Ta KJIHIYHHUX TMepeBar 3acTOCYBAHHS JIKaApPCbKOro 3acoly

%https://awttc.nhs.wales/accessing-medicines/medicine-recommendations/alglucosidase-alfa-myozyme/
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NMOPIiBHAHO 3 IHIIUM JIIKAPCBKHM 3aC000M a00 iHIIOKW MEIHYHOK TEeXHOJIOTIEI0
(a0o ix BimCyTHOCTI), Ha/JlaHi 3asiIBHUKOM

Bignosigno mo 1.7 Ilopsaky nmepkaBHa OMT 3a CKOpOYEHOIO MPOIETYPOIO HE
nepeadavyae IPOBEACHHS SKCICPTU3H TOJaHUX 3asBHUKOM 3asBH 1 JIOChE, Ha ITJICTaBI
SIKUX MOHA 3p0OUTH BUCHOBOK PO KOPEKTHICTh HaJaHO1 1H(opMairii.

4. PexoMenaauii o0 BKJIKYEHHS (BUKJIYEHHS) JIKAPCHKOro 3aco0y 10 (3)
HanionaJbHOro mepeJiiky OCHOBHMX JIIKAPCbKHX 3ac00iB Ta (200) HOMEHKJIATYP
(mepedikiB, CHHMCKIB, peecTPiB), 10 3aKYNOBYKTHCH 32 KOIUTH JAEP:KABHOIO
OI0/KeTy JIsi BUKOHAHHSI NMPOrpaM Ta 3AiMCHEHHS IEHTPAJi30BAHMX 3aXO0MiB 3
OXOPOHM 3/10POB’sl, Ta (200) peKoOMeHAMIl 1100 3aCTOCYBAHHS JIsl IlJIeH OXOPOHU
3M0POB’Sl JIIKAPCHKOr0 3aco0y, omjara, 3aKyniBjisi a00 BiAIIKOJAYBaHHSI BAPTOCTI
SIKOTO 3JiMCHIOETHCH 3 METOW BHKOHAHHSl PEriOHAJbHMX HiJIbLOBHX NpoOrpam 3
OXOPOHM 310POB’Sl, 10 MOBHICTIO Y4 YACTKOBO (PIHAHCYIOTHCS 32 PAaXyHOK KOIUITIB
MiceBMX OIO[KeTIiB, Ta (a00) pexkoMeHaalii 010 YKJIAaJAeHHSA a00 MPOJOBKEHHSA
Ail (mpoJioHramii) J0roBopiB KepoBaHOro AocTymy Ta (a00) iHmi pexkoMeHaamii y
pa3i HeoOXiTHOCTI YXBaJICHHS PillleHb B CHCTEMi 0XOPOHH 310POB’

Cranom Ha 26.09.2022 BianoBigHo a0 3BepHeHHS MO3 VYkpaiHu npoBeaeHO
nepxkaBHy OMT 3a CKOpOUEHOIO MPOIEAYPOIO JIIKAPCHKOTO 3aco0y alrIioKo3uj1a3a
anb(a Ui JIKyBaHHA NAalli€eHTIB 3 xBopoOoro [loMrie Ha BUKOHAHHS NIANYHKTY 3
nyHkTy 4 nocranoBu KaOinery MinictpiB Ykpainu Big 23.12.2020 Ne 1300, a Takox
niAnyHKTIB 5 Ta 7 nyHkry 8 Ilopsiaky mpoBeeHHSI ACp’KaBHOI OIIHKA MEIUYHHUX
TEXHOJIOT1i, 3aTBEpKeHOr0 nmoctanoBoto Kabinety MinicTpiB Ykpainu Big 23.12.2020
Ne 1300, a came 3 mijcTaB OIIHKHA JOUUIBHOCTI BUKIIOYEHHS JIKAPCHKOTO 3aco0y
3 HOMEHKJIATYPH, IO 3aKYTOBYIOTHCS 32 KOIITH JIEP>KABHOTO OIOJKETY JUIsl BUKOHAHHS
mporpaM Ta 3AIMCHEHHS IICHTPaTi30BaHMX 3aXOdIB 3 OXOPOHH 3JI0POB’S Ta MIOJO
JOIUTBHOCTI yYKJIQJaHHS JOTOBOPIB KEPOBAHOTO JOCTYIYy JO JIKAapChKOTo 3acoly
aNTII0KO31 1a3a anbQa.

BignoBimno g0 1n.22 Ilopsaky BHCHOBOK YIHOBHOBa)KEHOIO OpraHy Mae
pPEKOMEHIAIIMHUM XapaKTep.

B Peectpi MeauKO-TEXHOJOTIYHMX JOKYMEHTIB 31 CTaHAapTHU3allii MEIUYHOI
JIOTIOMOT'M BIJICYTHI Tally3€Bl CTaHAAPTU y c(hepl OXOPOHH 310pOB g YKpaiHu (CTaHAapT
MEIUYHOT JOTOMOTH, KIIHIYHUNA MPOTOKOJI) IIOJA0 JiKyBaHHs xBopoou Ilomrie.
Anrioko3uaaza anbda He BKIKOYEHA J0 YHHHOTO BUNYCKY Jlep:kaBHOTO (DOpMysipy
JKapChKHUX 3aCcO0iB.

3a maHuUMU aHalily MDKHApPOJHUX KIIHIYHMX HACTAaHOB Ta/ab00 KOHCEHCYCHHUX
pEeKOMEHJaIlli Ta HACTAHOB HAYKOBHX TOBApPUCTB IHIIUX KpaiH BCTAaHOBJICHO, IO
dbepMeHTHO3aMICHAa ~ Tepamisi  anuriioKOo3WJa30l0  ainbda  pPEKOMEHJIOBaHA  TIPH
inpanmunwvnin ghopmi xeopoou Ilomne pexoMeHIAIISIMU TI010 JIKYBaHHS Ji30COMHHX
XBOpoO HakoMWUYeHHS HUIIXOM (pepMeHTHO3amicHOI Tepamii B Mamnaizii 2012 poky,
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PEKOMEHAIIIMH KaHAJIChKOi €KCIIEPTHOI IPYyNH 3aCHOBAaHUMHU Ha fokazax 2016 poky,
ipaHchkuM KoHCeHcycoM 2021 poky. YciM JiTsAM 3 MiATBEpHKEHO0 XBopoOoto [Tomme
(iHpanTHIBLHOIO (OPMOIO) 3 KapA10MIOIATIEI0, M’ SI30BOK0 CIIA0KICTIO Ta/a00 TUXaTbHOIO
HEJOCTATHICTIO CJIJI PO3MOYMHATH 3aCTOCYBaHHS alTJIIOKO3WAa3u anbda y mo3y 20
MK/KT KOHI JIBa THKHI.

[Tamientam 3 ni3uvorw ¢opmorwo xeopoou Ilomne anrioko3ugaza anbda
PEKOMEHIOBaHA!

- AMEpHKaHCBHKOI  acoliaIi€lo HEeUpoM's30BOI Ta  €JIEeKTPOJ1arHOCTUYHOT
Menuuuan 2012 poky 3ajexHO Big cTamli Ta TKKOCTI xBopoou Ilomme 3
MOHITOPUHI'OM TEPaITii;

- ICaHCBKMMHM KJIHIYHMMH peKoMeHmamisMu 1moao0 2012 poky 3a yMOBH
HasIBHOCTI CUMIITOMIB;

- PEKOMEHJAIIIMH I0/I0 JIIKYBAaHHS JI30COMHUX XBOPOO HAKOMUYCHHS IILISIXOM
dbepmenTHO3aMicHOT Tepamii B Manaizii 2012 poky mari€HTd 3 Mi3HIM [OYaTKOM
M’S130BOi  CJIAOKOCTI Ta/ab0 pecmipaTOpHOI HEJOCTATHICTIO, IO MPU3BOIUTH JI0
MOTIPIIICHHS STKOCTI KUTTS;

- peKOMEHJalIsIMU KaHaJChKOI €KCIIEPTHOI IPYNH 3aCHOBAaHUMU Ha Jloka3ax 2016
pPOKY, TMaIlleHTaM, y SKHX € KIIHIYHI O3HaKd Ta CHMITOMHU 3aXxBOPIOBAHHS, SKi
nepeOyBarOTh Ha aMOyJIaTOPHOMY PEXHUMI Ta HE MAIOTh IITYYHOI BEHTWIALI] JIETCHBb
ab0 Ha HEIHBAa3WBHIM BEHTWIALII JIET€Hb IIJl YaCc CHY 3 KPUTEPISIMU NPUIIUHEHHS
(dbepMeHTHO3aMICHOT Teparii;

- Opa3uiIbCbKUMHM PEKOMEHJAIlli 3 [IIarHOCTUKH, JIKYBaHHS Ta KJIIHIYHOTO
MOHITOPUHTY IOHAKiB Ta JOpPOCIUX mMaIieHTiB 3 xBopoOoio [lomme 2016 poky mpu
HAsSIBHOCTI CUMIITOMIB 3aJIe)KHO BiJ CcTajlii Ta TsHKKocTi XxBopoOu [lomrie 3 kputepisimu
BKJIFOUECHHSI Ta BUKJIIOUEHHS /TSl JEpMEHTHO3aMICHOT Tepartii,

- ipaachkuM KoHCeHCYycoM 2021 poky 3 mouatkoMm D3T, AKII0 € 03HAKK CITAOKOCTI
ab0 TOpyIIeHHs JeTeHeBOi (YHKINI 3 KpUTEpisIMHA TPUMUHEHHS (PEPMEHTHO3aMIiCHOI
Teparii.

B 2017 pomi OyB po3poOieHuil €BponeuchbKkuii KOHCEHCYC II0J0 MOYaTKy Ta
MPUNIMHEHHS (PEPMEHTHO3aMICHOI Teparii y JTOpPOCIuX MaIlieHTiB 13 XBopoOoro [lomrme
Ha OCHOBI 10-piyHOro JOCBIIY 3aCTOCYBaHHS aNriroKo3uaasu anbda. Jmsa modaTky
Tepamii TMali€eHT TOBUHEH MaTWh MIATBEp/UKEHUH niarHo3 xBopoOu Ilomrme,
BCTAHOBJICHUM TECTYBaHHSIM aKTHUBHOCTI ()epMEHTIB y JeikomuTax, pidpodiaactax abo
CKEJICTHUX M’s3axX Ta/abo JEMOHCTpaIlil0 MAaTOreHHUX MyTalliii B 000X ajessx reHa
GAA. VY namieHta mnoBHHHa OYyTH TPUCYTHS CHUMIITOMATHKA, TOOTO CIIA0KICTh
CKCJIICTHMX M s31B a00 3allydeHHs JUXaJIbHUX M’S31B, BHUSABJICHI 3a JOIMOMOTOIO
KJIIHIYHUX OIIHOK Ta 3aJIMIIKOBAa (YHKIISI CKEJeTHHX 1 JIUXaJbHUX M S31B, sKa
BBa)KAETHCA (DYHKIIIOHAJBLHO Ta KITHIYHO BAXXITMBOIO IS MIATPUMKH a00 TOKpAICHHS.
JlixyBaHHsSI MOXKe OYTH MPUITMHEHO, SKIO TMAIIEHT CTPAXKIA€ BiJ] CEPHO3HUX PEaKIIii,
NOB’s13aHMX 3 1H(DY3i€10, K1 HE MIJAAIOTHCS HAJICKHOMY JIIKYBAaHHIO, BUSBICHO BHUCOKI
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TUTPU AHTHUTLI, SIKI CYTTEBO MPOTUAIIOTH edekTy (pepMeHTHO3aMmiCHOI Teparii, HeMae
BKa3iBOK Ha Te, MmO (QYHKIS CKEJIeTHUX M s31B Ta/abo pecmiparopHa (yHKILsSA
crabumizyBanacs a00 TOKpamuiaacs NPOTATOM TMEPIIUX 2 POKIB MICHS TMOYaTKy
JIKyBaHHS, 3TIAHO 3 KIHIYHUMH OIIHKaAMU. SIKIO TIC/IS NPUNHUHEHHS JIIKYyBaHHS
3aXBOPIOBAHHSI MOTIPIIYETHCS MIBUJIIE, HIXK M1J 4Yac JIIKyBaHHS, MOXHa PO3TJSHYTH
MO>KJIMBICTh BIJHOBJICHHS (EpMEHTHO3aMiCHOI Teparii. MOHITOPUHT JIIKyBaHHS €
000B’ I3KOBUM.

lllono ingpanmunvnoi popmu xeopoou Ilomne, 3a nanumu KoKpaHIBCHKOTO
CHUCTeMaTHUYHOTO OIJIsay, npeacTaBieHoro B myoOumikarii Chen M. et al., 2019 Bucoxkoi
METOJIOJIOT1YHOI AKOCTi, HE OyJI0 3HAWIEHO >KOAHUX PAHIOMI30BaHUX KOHTPOJbOBAHUX
JOCITIDKEHb, SKi O MOPIBHIOBAIM (PEPMEHTHO3aMICHY Tepamilo 3 1HIIUM BTPYYaHHSM,
0e3 BTpy4aHHS YW TIuIane0o, ajge OyJio BKIIOYEHO OJHE JOCHIJKEHHS, Yy SKOMY
MOPIBHIOBAIIM Pi3HI J03W anrimoko3ugasu anbda. KinHiuHI BiAMOBiAl, BKIIOYAIOUYH
ceprieBy (YyHKIIFO Ta MOTOPHHUM PO3BHTOK, a TaKOXX 4YacTKy JiTeH, SKUM He
3aCTOCOBYBaJIM 1HBAa3WBHY BEHTWIALIIO JIET€Hb, OyJlM TMOMIOHUMU B Tpymax, Kl
orpumyBanu 20 MI/Kr KOXHI JBa THXHI Ta 40 MI/KT KOXHI J1Ba THXKHI (HU3bKA SKICTh
nokasiB). TpuBane JiKyBaHHS alrIIOKO3UAa30l0 ailbda (B 000X rpymnax J03yBaHHS)
MOMITHO MOKPAIIUJIO MPOSIBU KapjaiomionaTii Ta MOJOBXKWIO 3arajbHy BUXKHUBAHICTH 1
BIDKMBAHICTh 0€3 BEHTWISAIII (J0Ka3u HU3BKOI sIKOCTi). B maHomMy cucremaTuyHui
OTJISII, TIPEJCTABICHO JIMIE OJWH Pe3yJbTaT MOPIBHSIHHS alrIoOKo3uaa3u aimbda 3
HaMKpauow MiATPUMYI0YOI0 Tepamieto, mo BianosigaB PICO ynoBHOBaXeHOTo oprany
3 pepxaBHoi OMT, a came, BwxkuBaHICTh. Pe3ynpTaTu mMokazanau, 110 TpUBaJeE
JIKyBaHHS aJTJIOKO3Wa30i0 aib(da 3HAYHO TMOJOBXKWIO 3arajbHy BW)KHBAHICTH 1
BIDKMBAHICTh 0€3 BEHTUJIALIT - 15 13 18 maiiendTiB, sKi OTpUMYBaJIH JIIKYBaHHS, JOCSTIIH
18-MicssyHOrO BiKY J0 KIHIS JOCHDKeHHS (1m0ka3um HU3bkoi sikocti 32 GRADE) B
MOPIBHSHHI 3 HEJIKOBAHOIO 1CTOPUYHOI0 KOHTPOJIHHOIO TPYMOI0, B KM JHUIIE OIUH 13
61 mamienra goxuB go 18 wicsamuiB (1,9%; 95% CI: Bim 0% mo 5,5%). Ormsan OyB
oOMexxeHnid ManmuM po3Mipom BuOipku (18 mamieHtiB), mo pobmwio 95% moBipui
inTepBanu (Cl) mupokumMH.

PesynpTaty 110710 3araiabHOi BUJKMBAHOCTI Ta BHDKMBAHOCTI 0€3 BEHTHIIALT JIeTEHb
npu iHQaHTUIRHIK ¢dopmi  xBopoOi Ilomme € TOCHIAOBHUMH 3  KIIHIYHUM
JTOCHIDKEHHSIM, TpeacTtaBieHuM y nyoOmikamii Nicolino M. et al., 2009, 3a
pe3yibTaTaMHu SKOTO BCTAHOBJICHO, IO aNrIOKO3WAa3a aab(a MOXKe 3HU3UTH PHU3HK
cMmepTi npu xBopoOi [lomme y maiieHTiB 3 MOYATKOM JiKyBaHHS y Billl 6-36 MicsliB Ha
79% (HR 0,209, 95% CI 0,083-0,524, p = 0,0009), puszux cmepTi ab0 1HBA3UBHOI
BeHTHIIAMIT JtereHiB Ha 58% (HR 0,421, 95% CI 0,202-0,876, p=0,0207) npotsrom 104
THXKHIB JIIKyBaHHS B TIOpPIBHSHHI 3 BIJACYTHICTIO crienu@iuHoro iikyBaHHsA. OIliHKa
BIKMBaHOCTI 3a Kamnmanom-Metiepom uepe3 104 twxkni cranosmia 71,1% (95% CI:
51,6-90,6%) nnsa malieHTiB, SKI OTPUMYBAIM aJTJIIOKO3WJa3y ainb(ha TOPIBHSIHO 3
26,3% (95% CI: 6,5-46,1%) B icTOpuYHIii KOHTPOJIbHIK Tpymi 0e3 crhernudigHoTro
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mikyBanHs. [lokasHuku ceprieBoi (yHKIi, pyxoBoi (yHKIIT (IIKaad MOTOPHOTO
pPO3BUTKY), 110 BU3HAueHI KiHIeBUMU Toukamu B PICO ymoBHOBa)k€HOTO oOpramy,
MOPIBHIOBAJIM 3 BUXIAHUM pPIBHEM, a HE 3 TPYINOI KOHTPOJIO, XO4ya y OUIBIIOCTI
NAlIE€HTIB, SIKI OTPUMYBAJM aNTIOKO3U1a3y alb(a, MOKpAIWIUCH eXOKapaiorpadiuHi
MOKA3HUKU KapJ10MIOMNaTii Ta MPUCKOPUIIUCH PICT 1 MOTOPHHUI PO3BUTOK, SIK1 3a3BUY Al
HE CIOCTEpIraloThCAd y HEMOBIAT 1 miTed Oe3 mikyBaHHs. 3aramoM y 52% (11/21)
NAIIEHTIB CHOCTEpIraliucs peakiii, moB’s3ani 3 iHQy3iew; y 95% (19/20) yrBopunucs
antutina IgG no anrmoko3uaasu anb(da; JKOJEH Malll€eHT HE BUUIIOB 3 JOCIIIKCHHS
yepe3 NoOIYH1 peaKiiii.

VY nauieHTiB 3 nizHb010 opmoro xeopoou Ilomne 3acToCyBaHHS ANTITIOKO3UIA3U
anb(a IPHU3BEIIO 10 MOKpaIeHHs pe3yIbTaTiB yepe3 78 TwkHiB (18 MicsIliB) 3a TeCcTOM
6-xBUIMHHOI x0/160u Ha 28,12 M (95% CI 2,07 no 54,17, p=0,03) Ta po3paxyHKOBOI
3minn ©XEJI Ha 3,40% (95% CI 1,03 mo 5,77, p=0,006) 3a maHUMU paHIOMI30BaHOTO,
MOABIMHOTO CIIIOTO, IIae60-KOHTPOILOBAHOI0, 0AaraTOICHTPOBOTO JOCIIKCHHS 3a
yuacti 90 mamieHTiB (y Bimi Bif 8 poKiB Ta cTapiie) NpUHHITHOI METOAOIOTIYHOT STKOCTI.
Orminka cWId TUXaNhbHUX M’S31B, a caMe Cepe/lHE 3HAYCHHS] MAaKCHMAJIBHOTO THCKY Ha
BIMXY Ta HA BHAWXY BiJl MPOTHO30BAHOTO 3HAYEHHS Yepe3 78 TWKHIB TaKOXK
MOKpAIIWINCh, X04a ¥ TmoMipHO, B cepeauboMy Ha 3,83% (95% CI -0,60 mo 8,26,
p=0,09) Ta Ha 3,80% (95% CI 0,27 no 7,33, p=0,04), BiAMOBIAHO, 1110 MOXKE CBIIUYUTHU
npo crabinizaiito nepediry 3axBoptoBanHs. OIIHKU KUIBKICHOTO TECTYBaHHS M’s31B HIT
Ta pyK MOKa3ajau JeHio Kpaull pe3yibTaTH y TpyIl alrioKo3uaasu ainbda, aie 0e3
CTATUCTUYHO 3HAYMMOI PI3HMII B MOPIBHSAHHI 3 miane6o. BrummBy Ha SKICTh XKUTTS HE
BUSBIJICHO. AJMIIOKO3K1a3a anb(da qo0pe mepeHocunach, y MaiieHTiB B 000X rpymnax,
OyJia 0JIHaKOBa 4acTOTa MOOIYHUX SBHII, CEPHO3HUX MOOIYHUX SBHII, MTOOIYHUX SIBUIII,
MOB’SI3aHUX 3 JIIKYBAaHHSIM, 1 pEaKIliil, MoB’A3aHuX 3 1HPY3I€I0.

CTaTuCTUYHO 3HAYMME MOKPAIEHHS PE3yJIbTATIB TECTY O6-XBHJIMHHOI XOJAL0M MpH
mi3Hii  popmi xBopobm I[lomme Takox TMIATBEPKEHO JBOMa CHUCTEMATUYHUMU
OTJISIIaMU 3 METa-aHaJi30M MPUHHATHOT METOI0IOTTYHOT sikocTi. Ha ¢oni 3acTocyBaHHs
ITTIOKO3UAa3u anb(a, BiCTaHb XOJbOM MOKpamuiacs B cepeaHboMy Ha 32,2 M
npotarom nepiony cnoctepekeHHs 18,75 wicsauiB  (p=0,0003), mnopiBHSHO 3
no4yaTkoBow BijcTtanHio (Sarah B. et al., 2022) Ta mpoTsirom cepeaHbOro Mepiogy
crioctepexenHs 32,5 micsii (cepenns 3mina 35,7 m (95% CI 7,78, 63,75)), npoiineHa B
6-xBiMHHOMY TecTi Xonpou (Dornelles AD et al.,, 2021). 3a pesynbraTamu
cucteMaTuyHoro ormsiay 3 Mera-aHaiizom (Dornelles AD et al., 2022) mpotsrom
CepeHBOTO MEPIoy CIocTepekeHHsT 32,5 Micslll TaKoX MOKPAIWINCh (I3UYHUN
KOMITOHEHT 32 OMHUTYBAJIBHUKOM SKOCT1 *KUTTA SF-36 (cepenns 3mina 1,96 (95% CI
0,33, 3,59)) 1 yac Ha BeHTHIIALIT (cepenns 3mina —2,64 rox (95% CI —5,28, 0,00, Hu3pKa
nocToBipHICTh Moka3iB 32 GRADE).

Merta-anaimi3u He mokas3anu xkoaHoro nokpamieHas OXKEJI (p=0,99) gepes3 20,57
MicsIiB Ta yepe3 36,8 micsuiB (cepeaus 3miHa Bcepeauni rpynu: 0,41% (95% CI: Bix -
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0,3 o 1,12%)) B mopiBHSIHHI 3 MOKa3HUKAMU JI0 JIIKYBaHHS aJIMTIOKO3HMIa3010 alibda
(Sarah B. et al., 2022 Ta Dornelles AD et al., 2022, BiAIOBIAHO) 1 JIKIIIEe TSHACHIIIIO JI0
MOKpalmieHHs: cuim M’ sa3iB uepe3 19,5 wicsanis mikyBanns ®3T, ane pizuuig He Oyia
CTaTUCTUYHO 3Hauymow (p=0,24) MNOpIBHSHO 3 MMOYATKOBUMHU IOKA3HUKAMH JI0
nikyBaHHs (Sarah B. et al., 2022). He Oyno BiAMIHHOCTEH MiX MEpPiOAOM 10 Ta MICIs
(dbepMeHTHO3aMICHOI Teparii 010 CUJIM BEPXHIX KIHIIBOK a00 3arajibHOro 0ally sIKOCTI
xutta SF-36 (Dornelles AD et al., 2022). I1o6iuni sBuma micias @3T y OinbiiocTi
BUMAJKIB Oynu Jerkumu. JlochmipkeHHs Oyl TeTepOreHHUMH Ta 3 YK€ HHU3bKOIO
HaA1MHICTIO OKa31B A Outbiiocti pedynbTariB (Dornelles AD et al., 2022).

BcranoBneHo, 1o BUTpaTH Ha 3aKyMiBIIO JIKAPCHKOTO 3aco0y anriIroKo3uaa3a
anb(a Ha pIYHUN KypcC JIIKyBaHHS OJTHOTO TAIlI€EHTA 332 PEATHbHOIO 3aKYITiBEIBHOIO IIHOO
JUTSI JTIKAPCHKOTO 3ac00y 3 OCTAHHBOT'O 3aBEPIICHHOTO TEHAEPY 3a TaHUMH €JICKTPOHHOT
cucteMu myOmiYHUX 3aKymiBenab Prozorro BimmoBigHo 10 jmucta MO3 Bim 09.06.2022
No25-01/12931/2-22 3a crangapTU30BaHUM IMAX010M CTaHOBIATH 4 084 922,40 rpH 1y
1 mamienTa (IUTUHN).

PesynbTaTu anamizy BIUIMBY Ha OrO/DKET B YKpaiHI IMOKa3ajau, 110 BUTpPATH Ha
3aKyMIBIIIO ATI0OKO3KAa3a anb(a y paMKax JI0U0ro CieHapito s JIKyBaHHS KOTOPTH
namieHTiB (7 aiTei) 3a CTaHAapTU30BAHUM IT1JIX0JI0M CTAaHOBIATH 28 594 456,80 rpH, 3a
1HaMBIAYyani30BaHuM - 26 551 995,60 rpH.

[ToTenmiiinuii BIUIMB Ha OFO/KET JIIKAPCHKOTO 3acO0y ajiriitoko3uaa3a anbda 0yio
MOPIBHSHO 13 PEKOMEH/IOBAHWMH 3HAYCHHSMH IIKAJIM BIUIUBY Ha OIODKET B YKpaiHi,
BIJIMMOBIAHO 70 aKTyaji30BaHUX 3HA4YCHb PEKOMEHIOBAHOI INKAJIM OI[IHKH BIUIMBY Ha
Oro/KeT B YKpaiHi Ha MiJICTaBl JaHUX JEp>KaBHUX BUTpAT Ha JIiKapchKki 3acobu y 2021
poIll, Ta BCTAaHOBJCHO, IMO mpu 3akymiBml JI3 anrmoko3umgaza anbda 3a
CTaHAAPTU30BaHUM Ta 1HAMBIAYaJi30BaHUM M1JX0J0M BIUIMB Ha OO/KET Ha 1 pik Oyae
MOMIPHUM (3HAXOJUTHCS B aiana3oHi Bijg 20 10 38 MIIH IpH).

OIIHKKM TIOJI0 BIIIIKOAYBAaHHS BapTOCTI JIKApPChKOTO 3acoly alrIroKo3uj1a3a
anbda He npoBeneHi B Benukiit bpuranii (NICE), Himeuuuni (IQWIG), Itanii (AIFA),
CIIA (ICER) ta Ioasmi (AOTMIT). B Hogiit 3enanaii (PHARMAC) tpuBae orinka
aNTITIOKO3H 1a31 ainb(da.

[To3uTtBHI  peKOMEHmamii [0J0  BIAIIKOJAYBAaHHS  BApTOCTI  JIIKyBaHHS
anriaoko3naa3oro anbda xsopodu [lommne Buseneno B Kanani (CADTH, 2007 pik) nmns
iHdanTuIbHOT hopmu, Yenasct (AWMSG, 2006 pik) s iHQaHTUIBHOT Ta IOBEHUIBHOI
dbopmu, 1 1HpaHTUIBHOT Ta Mi3HBOI popmu y Ppanuii (HAS, 2017 ta 2021 poku) Ta
Hinepnangax (ZIN, 2012 pik; ICER pmnsa indantunsHoi dopmu 0,3-0,9 miaH
eBpo/QALY (11 200 950,00 rpn - 33 602 850,00 rpH), 115 Mi3HBOT HOPMU — OJIM3BKO
15 muia eBpo/QALY (560 047 500,00 rpH) (miana3oH: 2,6—33 mutH €Bpo) (97 074 900,00
rpH - 1 232 104 500,00 rpn)).

59



Anemokosuodasa anvgha 015 AiKyeanus nayienmia 3 xeopoboio Iomne, 26.09.2022

Heratusni pexomenpaarii Busineno B Asctpaiii (PBAC, 2009 pik) ta [llotnanaii
(SMC, 2007 pik) ICER £244 450,00 (10 862 013,53 rpu) 3a QALY; £318 283,00 (14
142 745,96 rpu) 3a QALY; £819 806,00 (36 427 669,71 rpn) 3a QALY).

3a mporpaMamM# MaIi€eHTH OTPUMYIOTh JIIKyBaHHS alTIIOK031aa30t0 anb(da B HoBiit
3emanaii (mporpama Special Authority) 3 iHpanTHIRHOIO dopmoto, Ilompmi 3
iH(baHTUIRHOIO Ta Mi3HBbOI (opmamu Ta ABctpaimii (Life Saving Drugs Program) 3
1H(GaHTUIBHOIO (OPMOIO, IOBEHUIBHUM IMi3HIM MOYATKOM Ta Yy JOPOCIUX 3 Mi3HBOIO
dbopmoro. 17 mrororo 2022 poky anrimoko3uaazy anbdy OyJIo BKIHOYEHO 0 MEPETiKy
JIKAapChKUX 3aC001B, BAPTICTh SIKUX BIAIIKOJIOBYETHCS TepUTOpiaibHUMH pagamu NHS,
Bu3HaueHoro Ciyk0010 ycmagkoBaHux meTabomiyHux posnamiB B Illornanmii (IMD
Scotland) Ta micist cxBasienHs KoHcopiiiyMoM MIOTIaHACHKUX JTiKapchkux 3aco0iB Ultra
Orphan Pathway st nikyBanHst xBopoou [Tomrre.

Takum ynHOM, 3a pe3yapTaTamu JaepxkaBHO1 OMT 3a CKOpOUYE€HOIO MPOLIEAYPOIO Ha
OCHOB1 JaHUX 3 BIAKPUTUX JKepen iH(opmalli, BCTAaHOBJIECHO, L0 AIIIOKO3UAa3a
anbpa y no3i 20 Mr/kr koxHi 2 TWwKHA npu xBopoOi [lomme pexomeHaoBaHa
AMEpPHUKaHCHKOIO acoIlialll€r0 HeHpOoM'sI30BO1 Ta €JIEKTPOAIarHOCTUYHOT Meauiinaun 2012
POKY, ICIAHCBKMMU KIIHIYHUMH pexkomeHaamisMu 2012 poky, peKkoMeHIais MU 1100
JIKYBaHHS JII30COMHUX XBOpPOO HAKOMUYEHHS HUISIXOM (hepMEHTHO3aMICHOI Tepamii B
Mamnaitzii 2012, pexomeHAalisiMd KaHAJChKOI EKCIEPTHOI TpyNu 3aCHOBAHMMH Ha
nokazax 2016 poky, OpasuiabCbkuMu pekoMmeHaarismMu 2016 poky, ipaHCBKUM
KoHceHcycoM 2021 poky.

Anrmoko3uasa anb(da 3HIKYE PU3UK CMepTI TIpH iHGaHTUIBHIN (hopmi XBopoOu
[Tomne y mami€eHTiB 3 MOYATKOM JIIKyBaHHA y Bimi 6-36 micsiiB Ha 79% (HR 0,209, 95%
CI 0,083-0,524, p = 0,0009), pusuk cMepTi a00 iIHBA3MBHOI BEHTHJIALI] JieTeHb Ha 58%
(HR 0,421, 95% CI 0,202-0,876, p=0,0207) mpotsarom 104 TwXKHIB JIIKyBaHHS B
NOPIBHSIHHI 3  BIACYTHICTIO crnenudigyHoro JikyBaHHs. [lpum mi3Hit  dopmi
aNTIIIOKO3U/Ia3a anb(a CYTTEBO MOKpAIIly€e Pe3yJdbTaTH TECTy 6-XBUIMHHOI XOIhOM: B
cepenuboMy Ha 28,12 M (95% CI1 2,07 no 54,17, p=0,03) yepe3 78 TukHIB B HOPIBHIHHI
3 muanebo (PKJ), na 32,2 M nporsarom mnepiogy cnoctepexeHHs 18,75 wmicsii
(p=0,0003), mopiBHSIHO 3 TOYATKOBOIO BifcTaHHIO (Sarah B. et al., 2022) Ta na 35,7 m
(95% CI 7,78, 63,75) mpoTIroM CepeIHbOro IMepioay crocTrepexeHHs 32,5 micsi
(Dornelles AD et al., 2021). Po3paxynkoa 3mina ®XKEJI nokpammunace Ha 3,40% (95%
CI 1.03 to 5.77, p=0,006) uepe3 78 TuXHIB B TOPIBHSAHHI 3 TuIane00 3a JaHUMH
PaHOMI30BAHOTO KJIIHIYHOTO MOCIHIJKEHHS, ane edeKT (opMyeThcs HE 3a paxyHOK
MOKpAIICHHsS] TOKa3HMKAa B OCHOBHIA rpymi (TIO3UTMBHA JWHAMIKA TPUCYTHS, aje
CTaTUCTUYHO HE 3HAYMMA 32 OIIHKOI YMOBHOBa)XEHOTO opraHy 3 aep:kaBHoi OMT, B
CTaTTI OIlIHKAa HE HaBEJCHA), a MEPEBAXHO 3a PAXyHOK TMOTIPIICHHS TOKAa3HHWKA B
KOHTpOJIBHINA Tpymi. lle miaTBepIxKyeThCs AaHUMM JBOX METa-aHami3, Je He OyIio
nokpaiueHass GXKEJI npu nopiBHAHHI 3 MOYATKOBUM PIBHEM.
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XBopoOa [lomme BXomuTh A0 TeEpeniky piakicHuX (ophaHHHMX) 3aXBOPIOBaHb,
3arBepKeHoro HakazoM MO3 Vikpainu Bim 27.10.2014 Ne 778, 3apeecTtpoBaHOro B
Minicrepctsi roctuiii Ykpaiau 13.11.2014 3a Ne 1439/26216. Anrnroko3umasza anbda
BKiItoueHa y Ilepenik nikapchbkux 3aco01B, MEIMUYHUX BUPOOIB Ta JOMOMINKHUX 3aC001B
JI0 HUX, 110 3aKYMOBYIOThCS Ha BUKOHAHHSI BIMOBIIHUX yTOJ (IOrOBOPIB), YKIIAIEHUX
0Cc00010, YIOBHOBa)XEHOIO Ha 3/1MCHEHHS 3aKyliBeNb Yy cpepl OXOPOHU 3J0pOB’S IS
BUKOHAHHSI IPOrpaM Ta 3/IIHCHEHHS EHTPAJII30BaHUX 3aXO0/lIB 3 OXOPOHH 3/I0POB’s, 10
3aTBepkeHul nocrtaHoBoro Kabinery MinictpiB Ykpainu Bia 7 6epe3ns 2022 poxy Ne
216.

[Mina JI3 anrmoko3upasa anbda 3a pesynbTaTamu TopriB, mnposeaenux JII1
«MennyHi 3akyniBii Ykpaiam» ctaHoM Ha koBTeHb 2021 poky, Ha piBHi 13 092,70 rpH
3a 1 (uakoH € HAWHWKYOK I[IHOK Cepea MPECTaBIeHWX KpaiH, HaWBHINI I[IHU
BUsBIICHO B XopBarTii, CroBeHii Ta CroBa44rHI y TPUBHEBOMY €KBiBaJICHTI.

BpaxoByroun nonatkoBe 3BepHeHHs MO3 moao HamanHs iHdopMaiii mpo
JOIJIBHICTh YKJIAJaHHSA JOTOBOPIB KEPOBAHOTO JOCTYIy 3BEPTAEMO YyBary, Iio
nepkaBHa OMT 3a CKOpPOUEHOIO TMPOLEAYpOI0 HE IMepeadadae IPOBEICHHS
(hapMaKOEKOHOMIYHOT'O aHaII3y 1 BUCHOBOK Ma€ IMEBHI OOMEXEHHs, a caM€ BIJCYTHI
pe3yJIbTaTH PO3PaXOBAHOTO 1HKPEMEHTAIbLHOIO Moka3Huka edekTuBHOCTI BUuTpatr ICER
(SIKIIO JOIJIPHO) Ta PEKOMEHJIOBAaHUN BIJICOTOK 3HWKKH, HEOOXIJHI JJIsl JOCSITHEHHS
e(eKTUBHOCTI BUTPAT 3T1JTHO PEKOMEHI0BaHUX TpaHnyHuX 3HaueHb ICER B YkpaiHi.

3asgBieHUN JIIKapChKUM  3aci0  anrioko3uaasa ainbda €  OpUriHAJIBHUM,
BHCOKOBAPTICHUM, OJTHOJIPKEPEJIbHIUM Ha PUHKY YKpaiHU Ta B CBITl, Pe3yJIbTaTH OIIIHOK
OMT opranizamiii iHmmMx kpain moxo JI3 anrmoko3ugaza anbda, B TOMY YHCIHI
pe3ynbTati (PapMaKOCKOHOMIYHOTO aHai3y B MIDKHAPOJHIM TMPaKTUINl CBIMYaTh TPO
BUCOKI 3HaueHHs Tmoka3HWKIiB ICER (mopiBHSHO 13 HaWKpamow MiATPUMYIOUYOIO
TEparmi€ro), Mo MEePEBUIITYIOTh PEKOMEHI0BaH] TPAaHWYHI 3HAYEHHS B JIOKAJIbHUX YMOBaX
KpaiH, Jie MPOBEJICHO OIIHKY.

3a pesynapTaTaMu 3acilaHHs EKCHepTHOro KOMITETY 3 OLIHKM MEIUYHHX
TexHoJorii JlepxkaBHoro mianpueMcTBa «JlepkaBHuil ekcriepTHUi eHTp MiHicTepcTBa
OXOpPOHHU 370pOoB'st Ykpainu», mo Bigoysmock 23.09.2022, Oyno HaxaHO HACTYIIHI
peKOMeHIaIlii.

3riJIHO 3 MI>KHAPOIHOIO MPAKTHKOIO aJITIIFOKO3H/1a3a anbda € JIIKapChbKUM 3ac000M
JUIS crienuGigHOTO JIiKyBaHHS MamieHTiB 3 XBopoOoto ITomme. KinbKicTh mMaii€HTiB B
VYkpaini y 2022 porii, 1o noTpeOyroTh JIKYBaHHS 3asSBJICHUM JIIKApPCHKUM 3ac0o00M,
CTAHOBHUTH 7 TAIEHTIB JUTIYOTO BiKy, aje KUIBKICTh MAIIEHTIB MOXXE OyTH 3HAYHO
OibIIOr0: TIpH TTormupeHocTi marosorii 1:40000, moTeHIiitHA KiITBKICTh TAIIEHTIB MOXKE
cranoButH 1050.

BcranoBneHo KIIHIYHY KOPUCTh — QiTIOKO3uAa3W anmb(a Tpu  JIIKyBaHHI
1H(haHTUIBHOT (POPMU 3aXBOPIOBaHHS (3HMXKYE PU3MK CMEPTI y MALI€HTIB 3 MOYATKOM
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JiKyBaHHS y Bili 6-36 wmicsmiB Ha 79%, pusuk cmepti ab0 1HBA3MBHOT BEHTHIIAIT
agerenb Ha 58% mporsarom 104 TWKHIB JIKyBaHHS B TOPIBHSHHI 3 BIJCYTHICTIO
cnenudiunoro mikyBaHHs). [Ipu mi3Hii (opmi 3axBoproBaHHS Hapa3l HEIOCTATHBO
JTOKa31B KIHIYHOT €)eKTUBHOCTI.

Anrmroko3uaasza anbda He € eKOHOMIYHO €(DEKTMBHOIO TEXHOJIOTi€. PesynpraTn
(apMaKkOEKOHOMIYHOTO aHaI3y B MDKHApOJHIA MpakTULl CBiAY4aTh MIPO BHCOKI
3HAYEHHSA IHKpEeMEHTaJbHUX mnoka3HukiB edektuBHOCcTi BUTpar (ICER), 1o
MIEPEBUIIYIOTh PEKOMEHJIOBAaHI TPaHWYHI 3HAYCHHS B JIOKAJIBHMX YMOBax KpaiH, ¢
npoBeJieHO OIIHKY. [loTeHmiiiHui BIIMB Ha OrOpKeT B YKpaiHi Ha 1 pik Oyne
MOMIPHUM (3HAXOJUTHCS B aiana3oHi Bijg 20 1o 38 MIIH I'pH).

KoHcepBaTHBHO MpUITyCKalOuu, 110 aNrIOKo3uAa3a aabda Moxke CTBOpUTH 1 pik
JIOJIAaHOTO KUTTS (TIOBHICTIO BIJTHOBJIIOE 3/I0POB’ S MAIlI€EHTA 3 HYJIHOBOI MO3HAYKH SIKOCTI
KuTTs1), oriHouHuii mokasHuk ICER Oyne cranoButu 4 084 922,40 rpH. (piuHa
BapTicTh JikyBaHHs) / 1 QALY (mpumymieHHs MO0 BIUIMBY Ha 370poB’si) = 4 084
922,40 tpu / QALY. Kpaiine moporose 3HauenHs 5 BBII na aymy naceneHHs 3a
nanumu 2021 poky ctanoButh 131 944 tpu * 5 = 659 720 rpH. OTKE pEeKOMEHI0OBAHO
3HU3UTH 11HY Ha 83,85%.

3a pesyibTaTaMy BUBYEHHS 1H(GOpMAIlli PO COlIalIbHI, €TUYHI, OpraHi3ailiiiHi Ta
IHII aCHEKTH, TOB'A3aHI 13 BKIIOYEHHSIM (BUKIIIOYEHHSIM) BIJIMOBIHOTO JIKAPCHKOTO
3aco0y a0 HarionansHoro nepeniky Ta (a6o) HomeHknaTypu npeacTaBieHo, IIo:

XBopobOa Ilomne (E74.0) BxoauTh 10 mepeniky piakicHuX (opdaHHUX)
3aXBOPIOBaHb, 3arBep/keHoro HakazoM MO3 Vkpainu Bin 27.10.2014 Ne 778 (31
3MiHaMu), 3apeecTpoBaHoro B MiHnictepeTBi roctuilli Ykpainu 13 nucromaga 2014.
Bignosigno no Konreniiii po3BUTKY CHCTEMH HaJlaHHS MEAUYIHOI JIOTIOMOTH TaIliEHTaM,
Kl CTpaXxJaloTh Ha piakicHl (opdanHi) 3axBoproBaHHg, Ha 2021-2026 poxwu,
3aTBepKeHO01 po3nopspkeHHs Kabinery MinicTpiB Ykpainu Big 28.04.2021 p. Ne377-
p, YkpaiHa B3s1a Ha ceOe 3000B’s13aHHS 3a0€3MEYUTH IMaIlieHTaM, SKi CTpakJIaloTh Ha
piakicHi (opdaHHI) 3aXBOPIOBaHHS, 3aXOAW 3 MPOGMITAKTUKU TaKUX 3aXBOPIOBAHb,
opraHizallilo HaJaHHS MEIUYHOI JOIMOMOTH, Oe3MepepBHUM Ta 0€30IJIaTHUI JOCTYH JI0
HEOOX1THMX JIKapChKUX 3ac001B, MEIUYHMX BHUPOOIB Ta BIAMOBIAHUX XapuyOBHUX
MPOAYKTIB JJIsl CIIEHI1IbHOTO JIIKYBAJIBHOTO XapuyBaHHS.

B Peectpi MeauKO-TEXHOJOTIYHUX JAOKYMEHTIB 31 CTaHAapTH3alli MEIHYHOl
JIOTIOMOT'H BIJICYTHI Tally3€Bl CTaHAApTU Yy chepl OXOPOHU 3/10poB’a YKpaiHu (CTaHAapT
MEIUYHO1 JOTIOMOTH, KJIIHIYHUI TPOTOKOJT) 010 JIIKyBaHHS XBopoou [Tomrre.

BpaxoByroun  BHINIE3a3HAUYCHE  PEKOMEHIYEMO  IPOJIOBXKUTH  3aKYITiBIIIO
NITITIOKO3W/1a3u anb(da it 0OMEXEeHOI TPyNH Mali€HTIB — 3 1HQaHTWIBHOW (HopMoro
xBopoOu [lomrie 3a ymoBH:

- 3aCTOCYBaHHS TMPOIIEYPH JOTOBOPIB KEPOBAHOTO JOCTYMY 1 3HWKEHHS I[IHU Ha
83,85%;
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- po3polieHHs yHI(PIKOBAaHOTO KIIIHIYHOTO MPOTOKOJIY MEIUYHOI JOTIOMOTH IpH
xBopoO1 Ilomme 13 dWITKUM BU3HAYEHHSM KPHUTEPIiB BKIIOUEHHS B TEpariio,
MOHITOPUHTY Ta MPUMUHEHHS JIIKyBaHHS.

5. Indopmanist 010 CTPOKY Ail BUCHOBKY YIIOBHOBAKEHOI'0 OPraHy:

BignosinHno no n. 21 Ilopsaky BHUCHOBOK YHNOBHOBaXXEHOTO OpPraHy CTOCOBHO
BIJIMOBIAHOT MEIMYHOI TEXHOJIOT1i BBAKAETHCA YNHHUM /10 MOMEHTY MPOBEJICHHS HOBOI
JIep>KaBHOI OI[IHKK MEIUYHO1T TEXHOJIOT].
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