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MeToau4Hi pekoMeHAaNIl IVIAHYBAHHS Ta PO3PAXyHKY NMOTPeOH Yy JiKapchKUX
3ac00ax sl TPOMAJsiH, SIKI CTPAXKAAI0TH HA opdaHHi MeTaldoiuHI
3aXBOPIOBAHHS

I. 3aranbHa yacTuHa

1. Opdanni wmerabosuHi  XBOpoOM — 1€ BelMKa TIpyna CHAIKOBUX
3aXBOPIOBaHb, TPU SKUX TEHETWYHI aHOMalii MEeBHHX (DEpMEHTIB, MPU3BOIATH [0
nopyIiieHbr oOMIHy pedoBUH B opraHidmi. Jlo 1€l rpynmu 3axBOpPIOBaHb BXOJHUThH
30KpeMa HACTYIHI 3aXBOPIOBAHHS:

xBopoOa ['omre — e piAKiCHE TEHETUYHE 3aXBOPIOBAHHS, MPH SIKOMY TIOPYIIIeHA
byskiiss  depMmeHTy riaOKolepeOpo3umasa, Mo NPU3BOAUTH JO HAKOIMYEHHS
TJTIOKOLIEpeOpO3uIiB Y Makpodarax Ta MOHOILIUTAX;

mykomnoicaxapunao3u (mam — MIIC) — ne rpyma pigkicHUX MeETaOOJIUHUX
MOPYIIIeHb, BUKJIIMKAHUX BIICYTHICTIO a00 HECTPABHICTIO JI30COMAIBHUX (DEPMEHTIB,
HEOOXITHUX JUUISl PEryJsrolii OOMIHy TIJIIKO3aMIHOTIIIKaHIB, IO MPU3BOAUTH A0 IX
HAKOIMMYEHHS B OpraHizMi (XBOpOOU HAKOTIMYEHHS);

xBopoba Ilomme — 1 mi3ocoMHa XBOpoOa HAKOMMYCHHS, BUKJIMKaHA
nedimToM Kucioi o-riaroko3ugazu (gam — GAA), dbepMeHTy, SKUHA PO3UICIUTIOE
JA30COMHHUI TJiKOreH 10 rioko3u. Jediuur GAA mnpu3BoAWTE 10 HAKONMMYEHHS
TJIIKOTEHY 1 B KIHIIEBOMY MZICYMKY JI0 PO3PHUBY JII30COM, B PE3yJIBTATI YOT'0 BUHHUKAE
KJIITMHHA JTUCQYHKINS y OaraTb0X TKAHMHAX OpraHi3My, OCOOJHMBO Yy M'S30BHX
BOJIOKHaX.

xBopoba @Dabpi — me X-34emieHa JI30COMHAa XBOpoOa HAKONHMYCHHS, sKa
BHUKJIMKAE€ThCSI MyTalisiMi B reHi GLA, 1o npu3BoasTs 10 HEJOCTATHHOI aKTUBHOCTI
O-TaJlakTo3uIa3u A, HAKONMWYEHHS TJIKOCGIHTOMIMIB Ta HEOE3MEUHUX ISl KUTTA
YCKJIaTHEHb.

TpPO3UHEMIS Ty | — I CHaJKoBe ayTOCOMHO-PEIECHBHE TMOPYIICHHS
KataboIi3My THPO3HMHY, BUKJWKAHE TMOPYIIEHHSIM aKTMBHOCTI (yapiiareroanerat
rigposasy 1 noB'sa3aHe 3 myTtauisiMu B redi FAH.

2. 'V mepeniky JIKapChKUX 3aCO0IB Ta MEIUYHUX BUPOOIB, SIKI 3aKYTOBYIOTHCS
JUIsT BUKOHAHHS MpOTpaM Ta 3IMCHEHHsS IIEHTPAII30BaHUX 3aXOdIB 3 OXOPOHH
370pOB'sl nepeadayeHa 3aKyIlBJIsl 3a KOLITH Jep:KaBHOro Oromkery HacTynHux MHH
JUISL JTIKyBaHHS OpaHHMX METa0OJIUHUX 3aXBOPIOBAHb: alTJIIOKO3UIa3a anbda (s
JIKyBaHHS TamieHTiB 3 XBopoOoro Ilomme), arancumaza anbda (I JIKyBaHHS
[AIlCHTIB 3 XBOpO60}O ®abpi), araicumgaza Oera (I JIIKYBaHHS TAIlEHTIB 3
xBopoOoro Dabpi), HITM3MHOH (IS J'IleBaHHH MaIieHTiB 3 THpo3uHeMii Tumy ),
camponTepuH (Ui JIKYBAaHHS TMAI€HTIB 3 TinepdeHUTaTaHIHEMIE0), IMIroepa3a
(ms  JTiKyBaHHS malieHTIB 3 XBopoOoro ['omre), Benarmionepaza anbda (s
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JIKYBaHHS TAIlieHTIB 3 XBOpoOoro [omre), Ttamirmromnepasza anbda (Aas JIKyBaHHS
naifieHTiB 3 xBopoOoto ['omie), naponinaza (s jgikyBans namieHTisB 3 MIIC tumy 1),
imypcynbhaza (mns nikyBanus marieHtiB 3 MIIC tuny II), enocynbdaza anbda (mas
mikyBanHs marieHTiB 3 MIIC tumy [Va), rancynbdaza (st JiKyBaHHS TAllEHTIB 3
MIIC amry VI).

3. Jns po3poOku nmannx MeTONMYHMX PEKOMEHJAI BUKOPHUCTOBYBAIHUCS
JoKepena KIIHIYHUX HAaCcTaHOB, BHW3HAYEHI JojaTkoM 4 10 MeToauku po3poOKH Ta
BIPOBA/DKCHHS MEIUYHMX CTAHAApTIB MEIMYHOI JIOMOMOTHU Ha 3acajax J0Ka30BOi
MEUIIMHA, 3aTBEPKEHOT HaKa3oM MIHICTEpCTBA OXOPOHHU 3/I0POB’° ST YKpaiHu Bim 28
BepecHss 2012 poky Ne 751 «IIlpo cTBOpeHHS Ta BIPOBAIKEHHS MEIUKO-
TEXHOJIOTTYHUX JOKYMEHTIB 31 CTaHAapTU3allii MEIUYHOi JOMOMOTH B CHUCTEMI
MiHicTepcTBa OXOpOHH 3J0pOB’s YKpainm» (i3 3MiHAMH), 3apEECTPOBAHMM B
MinictepcTsi tocmviii Ykpainu Big 29 muctomaga 2012 poky 3a Ne 2001/22313, a
TAKOXK aJanToBaHa KJIIHIYHA HacTaHoBa, moao0 xBopoou ['ome (KH 2015-529),
yHI(IKOBaHI KIIHIYHI TPOTOKOIH st Mykomoiicaxapuno3y tamy [ (I'C 2015-90),
ury I (I'C 2015-90-1) ma Ty VI (I'C 2015-90-2), agantoBaHa KJliHIYHA HACTAHOBA
mono xpopoou dadpi (KHm 2019-01) 1 BMJ Best Practice “Common hereditary
lysosomal storage diseases™ guideline.

I1. ®opmyBaHHs NOTpPeOH

1. Tlorpeba B mpemapatax IMirJrolepa3a, Benarjoiepaza  anboa,
Talirmonepa3a anbha BU3HAYAETHCS 3 po3paxyHKy 45 OJ ma 1 kr macu Tia
xBoporo. [lamieHTH, 10 BUKOPUCTOBYIOTh (HDEPMEHTHY 3aMICHY Tepartito
(imirmroniepaza, Bajiriwonepaza anbda, TamirIonepasa  anbda) MoOXyTs OyTH
nepeBe/ieHl Ha 1HII mpernapaty 3 miei rpymu y T camiid 1031 (Pharmacotherapy of
Gaucher Disease: Current and Future Options, 2018). V nartienTiB 3 xBopo6oto ['orie
iy 1 MO’Ke 3aCTOCOBYBATUCH IMITJIIOIIEpa3a, Bellarjrolepa3a ajibda, Taigiraronepas3a
anba, y mamieHTiB 3 xBopoOoio [ome mamy 3 peKOMEHAYEThCS 3aCTOCYBAaHHS
imirmoniepasu. [lpenapar BBOAUTHECS BHYTPIIHBOBEHHO | pa3 Ha 2 TwkHL Tomy,
pazoBa mo1peda po3paxoBYETLCS Y BIIMNOBIIHOCTI A0 Baru XxBoporo. PiyHa motpeba
CTAHOBUTH 26 pa30BUX /103 HA MAITI€HTA.

Y (piuna notpeda B OJ]) = a (Maca maiieHTa) X b (J103yBaHHS HA KT MacH Tuia)
X 26 (KUTbKICTh 3aCTOCYBaHb Ha PIK).

2. Tlotpeba y mpenapaTi jJapoHiga3a BU3HadaeThCs 3 po3paxyHky 100 O/ Ha
1 xr macu Tina. Ilpenapar BBOIUTHCSA pa3 Ha TWXKJEHb, TOOTO MOro piuyHa mnotpeda
CTAaHOBUTHL 52 IIO3H.

Y (piuna motpeda B OJ]) = a (maca mamienta) x 100 O/ (mo3yBaHHS Ha KT Mac u
T1a) X 52 (KUIBKICTh 3aCTOCYBaHb HA PIK).

3. Tlotpeba y mpemapati imypcyiabhaza BU3HAYAETHCS 3 po3paxyHKy 0,5 Mr Ha
1 kr macu Ttuta. IlpenmapaT BBOIMTBCA pa3 Ha TWXKJAEHb, TOOTO Horo piyHa mnotpeda
CTAHOBUTH 52 NO3H.

Y (piuHa motpedba B Mr) = a (Maca mamieHta) X 0,5 Mr (103yBaHHS Ha KI' Macu
T1a) X 52 (KUIBKICTh 3aCTOCYBaHb Ha PIK).



4. Iotpeba y mpemnapati enocynbdaza ajib(a BU3HAYAETHCS 3 PO3PAXYHKY 2 MT
Ha 1 xr macu Tina. [lpenapar BBOAUTECS pa3 Ha TWXKJEHb, TOOTO HOro piyHa notpeda
CTAHOBUTH 52 NO3H.

Y (piuHa motpeda B Mr) = a (Maca maieHTa) X 2 Mr (J03yBaHHS Ha KI' Macu
TI1a) X 52 (KUIBKICTh 3aCTOCYBaHb Ha PIK).

5. Tlotpeba y mpenaparti raicynb(aza BU3HAYAETHCS 3 POo3paxyHKy 1 mr Ha 1 kr
macu Tuta. [lpemapar BBOOUTHCS pa3 Ha TWKJEHb, TOOTO HOro piyHa mMmotpeda
CTAaHOBUTHL 52 IIO3H.

Y (piuna motpeba B Mr) = a (Maca margieHTa) X | MT (JI03yBaHHA Ha KT Macu
T1a) X 52 (KUIbKICTh 3aCTOCYBaHb HA PIK).

6. Ilotpeba B mpenapat ajlrioKo3uaa3a ajib(a BU3ZHAYAEThCs 3 po3paxyHKy 20
Mr Ha | Kr Macu Tuta marieHTa. BBomuthes mpemnapat BHYTpIITHROBEHHO, pa3 Ha JBa
TWKHI, TOOTO Horo piyHa motpeda Ha OJHOTO XBOPOTO CTAHOBUTH 26 Pa30BHX J03.

Y (piuHa motpeda B Mr) = a (Maca marienTta) X 20 mMr (703yBaHHA Ha KI' Macu
TU1a) X 26 (KUTBKICTh 3aCTOCYBaHb HA PIK).

7. Tlotpeba B mpenaparti arajacuaasa ajabha BU3HAYAETHCA 3 po3paxyHKy 0,2 mMr
Ha | xr macu TUia mamieHTa. BBOAMTHCS mpemapar BHYTPIIIHHOBEHHO, pa3 Ha JiBa
TWKHI, TOOTO HOro piyHa notpeda Ha OJHOTO XBOPOTO CTAHOBUTH 26 pa3oBHX J03.

Y (piuHa motpeba B Mr) = a (Maca mamienta) X 0,2 Mr (103yBaHHS Ha KT' Macu
TU1a) X 26 (KUIBKICTh 3aCTOCYBaHb Ha PIK).

8. Ilotpebda B mpemnapati arajicuia3a 0eta BUZHAYAETHCS 3 PO3PaxyHKy 1 mr Ha
1 xr macwu Tuta XxBoporo. BBoauThCst mpenapaT BHyTPIITHBOBEHHO, pa3 Ha JiBa TYDKHI,
TOOTO HOro piyHa rmotpeda Ha OJHOTO XBOPOTO CTAHOBUTH 26 Pa3oBUX J03.

Y (piuHa motpeda B Mr) = a (maca mamieHTa) X 1 Mr (03yBaHHS Ha KI' Macu
TU1a) X 26 (KUIBKICTh 3aCTOCYBaHb HA PIK).

9. Iotpeba B mpemnaparti canponTepyuH BU3HAYAETHCS 3 po3paxyHKy 10 mr Ha 1
KI Macu Tuia naienta. [IpenapaTt npuiiMaetsecsi OUH pa3 Ha JieHb. PiuHa notpeda B
npernapati Ha OJIHOTO MAallleHTa CTAHOBUTH 365 pa3oBHX /103.

Y (piuHa motpeba B Mr) = a (Maca martienta) X 10 mMr (J103yBaHHA Ha KT Macu
T1a) X 365 (KUIBKICTh 3aCTOCYBaHb Ha PIK).

10. Tlotpeba B mpemnapat HITM3WMHOH BU3HAYAETHCA 3 PO3paxyHKy | mr Ha 1 Kr
Macu Tula maijeHta. [lpemapar HeoOXimHO mpuiiMaTd MIOJHS, TOOTO WOTrO pluyHA
notpeda Ha OJTHOTO TMAIEHTA CTAHOBUTH 365 pa3oBHX J03yBaHb.

Y (piuHa motpeda B Mr) = a (maca mamieHTa) X 1 mr (J03yBaHHA Ha KI' Macu
Twia) X 365 (KUTbKICTh 3aCTOCYBaHb Ha PIK).

11. Jlnsg okpeMuX MaIiieHTiB MOKYTh BUKOPHUCTOBYBATUCH PEKUMHU JIIKYBAHHS 3
MEHIIIOI0 YaCTOTOI0 BHUKOPUCTAHHA TPEMNapatiB Ta MEHITUMH J03yBaHHSM.

12. TlepepaxyHOK KUTBKOCTI Tpemapary 3JIMCHIOETHCS BIATMOBIAHO 10 TMPaBUI
OKPYTJICHHSIM YHCE.

13. ¥V pa3i BHeceHHs 3MiH N0 MEpeliKy JIKapChKUX 3acO0IB Ta MEIUYHHX
BHUPOOIB, SKI 3aKyMOBYIOTECS 32 HAmpsMaMH BHUKOPUCTAHHS OFOMKETHUX KOIITIB 3a
nporpaMmoro  «3a0e3NeyueHHsT MEIWYHMX 3aXOJIB OKPEMHUX Jep)KaBHUX Mporpam Ta
KOMIUIEKCHUX 3aXOJiB MPOTPaMHOTO XapakTepy», pPO3paxyHOK MOTpeOM y HOBHUX
JTKapChKUX 3ac00ax Ta MEIUYHMX BUPOOAxX Mae BiAOyBATHCH 3TIMHO 3 THCTPYKISMU
UL  MEIUYHOT'O0 3acTOCYBaHHSA JIIKAPCHKMX 3ac00iB Ta IHCTPYKISIMH IIOJIO0
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3aCTOCYBaHHA (BUKOPUCTaHHSA) MEAWMYHUX BHUPOOIB, a TaKOX Yy BIIMOBIAHOCTI IO
Haka3zy MiHICTepcTBa OXOPOHM 3J0pOB’sl YKpainu Bin 28 BEpECHs 2012 poxy Ne 751
«IIpo cTBOpeHHS Ta BIPOBAKEHHS MEIUKO-TEXHOJOTTYHUX JOKYMEHTIB 31
CTaHAapTU3allli MEIUYHOI TOMOMOTH B cuUcCTeMi MiHICTepcTBa OXOPOHH 3JI0pOB’S
VYkpainw» (3 3MiHamMu), 3apeecTpoBaHOro B MiHICTepCTBI tocTvllii YKpainu 29
nuctonana 2012 poky 3a Ne 2001/22313.

15. Po3paxyHok moTpeOu B Tpenapatax Uil JIKyBaHHS T'POMAJIsH, SKI
CTpKal0Th Ha oOpdaHHI MeTa0oJIYHI 3aXBOPIOBAHHS 3JIIMCHIOETHCS HA OCHOBI
JaHUX CTPYKTYPHHUX TMiAPO3IUTIB 3 MUTAaHb OXOPOHHU 370pOB’si obmacHmX, KuiBchkoi
Ta CeBacTOMONBbCHKOI MICHKUX JIEPKaBHUX aIMIHICTpAIliil MO0 KUTBKOCTI TPOMA/IsH,
K1 CTpaXxJaroTh Ha XBopoOy ['orie, MykonoJiicaxapunosu, xBopooy Ilomrme, xBopoOy
®abpi, Tupo3mHeMir0o Tumy 1, TinepdeHIIATaHIHEMIIO TOIMO, B  PO3pi3i
aJIMIHIC TPATUBHO-TEPUTOPIAIBHUX OJHMHUIL 3 3a3HAYEHHAM, MacH Tula, MICAI Ta
POKY HapOJKEHHs, AIarHOo3y NAl€HTIB, KJIHIMHUX MOKA3HUKIB TOIIO. 3a3HAYAETHCS
TAaKOX 1HGOpMAIIsT TPO JIKYIUOTo JIKaps, TPO pilleHHS KoMicii (TiaKomicii) mis
BU3HAUEHHA HEOOXITHOCTI B TPU3HAYECHHI, BIIMIHI, MEPEPO3MOAUI JKAPCHKUX
3acO0IB  Ta BIAMOBITHUX XapyoOBHMX TMPOAYKTIB JUISI CHCIAIBHOTO JIIETHYHOTO
CMOKMBAHHA, 110 3aKYMOBYIOTECS 33 PAaXyHOK KOIITIB JEP>KaBHOrO OIOMKETy, a
TAKOXK IHIIUX JDKepen, He 3a00pOHEHMX 3aKOHOJABCTBOM, Yy TOMY YHCII
TyMaHITApHOI JOTIOMOTH, TPOMaJsHaM, SKI CTpaXJarwTh Ha pinkicHI (opdanHi)
3axBoproBaHHa (nani — Kowmicii). HeoOXigHO TakoX 3a3HaYUTH HA3BU JIIKAPCHKUX
3aC00IB Ta MEAWYHHX BHPOOIB, BIIMOBIIHO IO 3aTBEPIKCHOT HOMEHKJIATYpH, a
TAKOXX JIO3YBaHHS Ha OJIMHMIO BHUMIPIOBAHHS, KUIBKICTh 3aCTOCYBaHb Ha DIk,
KUIBKICTh OJIMHHIb HA PAa30BE€ 3aCTOCYBAHHS, KUIbKICTh OJUHHUIb JIKAPCHKUX 3ac00iB
Ta MEIUYHUX BUPOOIB HA PIK, HASBHI KOMEHTApP1 TOIIIO.

I11. IlpyHUMD po3nOALTy BHIATKIB
1. Po3moaur BHOATKIB J:[epxcaBHoro OIO/KETy 3AIMCHIOETHCS BIAMOBITHO [0
iHQopMamii mpo  rpomaisH, sAKi CTpakaalTh Ha opdaHHI  MeTaboJIdHI
3aXBOPIOBAHHA, Y aJMIHICTPATUBHO-TEPUTOPIAILHUX OJUHMIIX ab0  3akiaaax
OXOPOHHU 3JI0POB’ s, 1110 OTPUMAaHA 3 OCTAHHIX JIOCTYMHHUX 3asBOK, pEECTPiB abo 3BITIB.

IV. Pe3yabTaTUBHI NOKA3HUKH, 10 XaPAKTE PU3YIOTh BUKOHAHHSA O10/17Ke THOL

NMporpaMmu
IIporuo3oBani
Ne . . JlxepeJio MOKa3HUKHU
IMoxka3zHuku O Ui BUMipy . p . .
n/n iH¢ opmamii (KinbKicCTB,
Bi/ICOTOK)
1 | mpoaykry
1.1 | Kinbkicts rpomazsiy, Oci0 3asgBKU pETIOHIB,
XBOpUX Ha Op paHHI peeCTpH, 3BITH
MeTaboIvHI
3aXBOP FOBAHHS, SKi
3a0e3MmedeHi JIIKY BaHHIM




2 | aKocTi
2.1 | 3abe3neueHHs Bincorox 3asBKHU pETIOHIB,
MeTMKaMEeHTaMU peecTpu, 3BITH
I'pOMaJISTH, XBOpUX Ha
op (hanHi MeTaboIuH1
3axXBOP FOBAHHS
3 | edpexTUBHOCTI
3.1 | Cepenni Butparu Ha Tuc. rpu By Tpimmborocmnos
3aKy MiBJIIO ap ChbKUii
MEIUKAMEHTIB JUIS (yTip aBITIHCH KHiA)
OJTHOTO TP OMaJIs HAHA, 001K

XBOPOro Ha op (haHHEe
MeTa0oIIuHE
3aXBOP FOBAHHS

I'eHepajbHU TUPEKTOP

J{upeKTOpaTy Me AH4HHMX MOCTAYT

0. CyxopykoBa




