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PIAKICHA NATONOrIA

KOHCIEKT NIKAPA

Gyvacki moxnusocmi japmakomepanii xsopobu lowe

XBopo6a lMNowe (XI) — pigkicHa cnapkoBa nizocomHa xBopo6ba HakonuueHHs (LSD), Ha aky
cTpadkaaoTb npuénusHo 20 Tuc ocib B ycboMy cBiTi. Ha )xanb, HacropoikeHicTb nikapis woao uiei
HO30JI0rii € BKPAi HU3bKOIO, TOMY 3 MOMEHTY MOSIBU NEepLUUX CUMMNTOMIB L0 BCTOHOBJIEHHS JiArHo3y
MMHaE B cepeaHbomy Bia 4 po 10 pokie. 3a uei nepiop nauieHTH xoaaTb Big ogHOro cneuianicra

Ao iHworo (sk npaeuno, Ao 8 pisHux ¢axisuie) y nowykax Bignoeigei Ha CBOi MUTAHHS.

Kniouosi cnoBa: opparHi xsopobu, cnneHoMmeranis, renaromeranis, QHeMis, TPOMBOLMTONEHIs, OCTeoneHis,
ocTeoHekpo3, xsopoba lowe, 3amicHa pepMeHTHA Tepanis, Tanirnouepasa ansga.

ITaronorito Briepiie 6yno onucaHo B 1882 p. ¢paHIy3b-
kuM sikapem @irinom lomre. 3axBoploBaHHS 3yMOBJICHE
myTaiieto reHa GBAI, po3raiioBaHOro Ha XpoMocoMi |
(1g21), 110 CIpUUYMHIOE 3HUXKEHHST aKTUBHOCTI JIi30COMaslb-
Horo (epMeHTy KUCIoi B-raoKo3uaasu (IoKolepedpo-
sunasu) (GCase) adbo rmokosmiiepaminazu E.C.3.2.1.45).
3a HopmanbHux yMoB GCase 3a0e3neuye po3ilerIeHHs
JIMIAHUX cYOCTpaTiB, TaKUX SIK TIIOKOLIEpeOpo3u (TJII0KO-
sunuepamin, GLC) mo rmoko3u i cpinrosuny. HemoctarHst
Kinbkicth GCase Mpu3BOIUTh 10 HE3IATHOCTI OpraHi3My po3-
wernmoBaty GLC i fioro HakonuyeHHs B KiiThHax. Yepes
HaamipHy KinbkicTb GLC y i3ocoMax KIiTUH CTpaXKIa€e 3ae-
OiMBLIOrO cUCTEMa MOHOLMTIB-MaKpodariB i3 MogaNbILIUM
HakomuyeHHsIM crietudivyHux kiitvH Tome. Iin yac ricro-
JIOTIYHOTO JOCHiIKeHH Micas (papOyBaHHs KaiTuHuU Tole
BU3HAYAIOTHCS K KIITUHU po3mipom 20-100 MKM y miameTpi
3 M03as AEPHUMMU SIAEPLISIMU 1 LIUTOILIA3MOIO 3 JIiHiIMHOIO TT0-
cMyroBaHicTiO. Taki KIiTUHU BUSIBJISIIOTh Y 0araThboX OpraHax,
MepeBaXKHO B KicTKax, KicTkoBomy Mo3Ky (KM), cenesinii it
neviHwi. € noHan 50 yxe Bigomux LSD, Takux ik XBopoou
®a6pi, [MTomne, Hemanbs-ITika ta iH. OmHaK HalToOmMpe-
Hillle 3aXBOpIOBaHH cepel HuxX — 1e XTI,

MiOKJIOHIYHUX CYIOM, SIKi MOXKYTb CIIPUUUHUTUA CMEPTh
Mali€eHTa B Meplli ABa ASCATUIITTS XUTTS;

- XTI' migruny I1Ib mposiBAsieThCsl MEPEBaXKHO Bicle-
paJIbHUMM CUMIITOMaMU i TAKUMU CUHIPOMAaMHU, SIK BU-
paXkeHa reraro- i CIUIEeHOMETraJlisl, 3aTpUMKa poCTy, po-
3yMOBa BiICTaliCTh, Hal IAEPHUI MTapaslid 30py;

- y nauienTiB i3 XI" migruny Illc cnocrepiraioTs pia-
KiCHY KaiblM®biKallilo MiTpaJbHOIO i1 a0pTaJIbHOTO KJla-
naHiB cepus. YacTo Taki XBopi TOMUpPaIOTh y paHHbOMY
JIOPOCJIOMY Billi.

CboroaHi AikyBaHHg XI' MoASra€e B NOXMTTEBIN (hepMeHT-
Hir 3amicHin Tepanii (P3T) i cnpsmoBaHiin Ha 3MeHLLIEHHS
cybcTparty cyocTpat-peaykuinHin tepanii (CPT). Motew-
LinHO eheKTMBHUMM BapiaHTaMM AiKyBaHHS, $Ki LLie nepe-
OYBalOTb Ha CTaAii AOCAIAXKEHHS, € HOBiLLi BapiaHT CPT,
cpapmMakoAorivHa LwanepoHosa Teparig (OLUT) i Tepanis
iHriGiTopamu rictoH-aeatetmaasm (ITA).

KAiTnHM lowwe iHiLiol0Tb NpoLec CMHTEe3Y Npo3anaAbHUX
LUMTOKIHIB, O MOXe CTaTu MPUUYMHOIO renaToCrAeHoMe-
raaii, pyiHyBaHHS KICTKOBMX CTPYKTYP, NPOrpecyBaHHs
aHeMii, po3BUTKY TpomMboLMTONEHIT Ta AeliKoneHil.

XI' He Mae TeHAepHUX BiAMiHHOCTEH, ii 3 0IHAKOBOIO
4acTOTOIO CITOCTEPIraloTh SIK Y YOJIOBIKiB, TaK i B XKiHOK.
Po3pizniotors 3 Tvnu wi€ei naronorii (tun I, Tun 11, Tun 111),
Kiacudikallis IKUX 3aCHOBaHa Ha CTYIEHi TSKKOCTI ypa-
JK€HHsI HEPBOBOI CUCTEMM, Billi 1€0I0TY XBOpOOM i TemIax
MPOrPeCYBaHHS 3aXBOPIOBAHHSI.

o XI'I Tuny — Haitnomupenima cpopma XI: Big 1:20000
no 1:200000 y monyasauisix CILIA, €Bponu ta I3painio.
OnHak, 3a CTaTUCTUYHUMU JaHUMU, TTpu0au3HoO 113 450 eB-
peiB alkeHasi (ToOTO CXiTHOEBPOMNENCHKOTO, LIEHTPalb-
HOTO i MiBHIYHOEBPOMENCHKOTO TMOXOAXKEHHS) CTpaXKaae
Ha XI' I tuny i koxxeH 10-i1 i3 HUX € HOCiEM MyTallii, sIKa 3y-
MOBJTIOE 11e 3axBoproBaHHs1. OnucaHa ¢popma XI' cTaHOBUTH
Maitke 95% ycix BUTIAIKIB i He ypaXKye LIEHTPaJIbHY HEPBOBY
cucteMy (HeHeiiponaTuuHuUit BapiaHT). KiiHiyHMMU npo-
aaMu XI' [ Tumy € crijieHomerantisi, remaToMeraiisi, aHemist,
TPOMOOLIUTOTEHisI, OCTEOIEHisI Ta OCTEOHEKPO3. Y MallieH-
TiB i3 Hieto ¢opmoro XI' yacTo crnocrepiraloTh KpoBOTeYi,
CUHIIPOM XPOHIYHOI BTOMU, iH(apKTU KiCTKOBUX CTPYKTYP
Ta MepeIOMU YHACTiIOK OCTEOTEHii.

o XI' Il Tumy, Bimomwuii ik rocTpa Helipornatuusa XI, crio-
CTEepIraeThCsi B HOBOHAPOLKEHMX i HEMOBJISIT. 3aXBOPIOBAHHS
XapaKTePU3YETHCS TSKKUMU HEBPOJIOTTYHUMU YPaXKeHHIMU
TOJIOBHOTO MO3KY, SIKi BAHMKAIOTb Y Pe3yJIbTaTi HAKOITMYESHHST
GLC. Iepiunii mposiB XI' B HOBOHAPOIKEHUX i HEMOBJISIT —
OKOPYXOBi aHOMaJTii: MUMOBITIbHUI TOPU3OHTATBHUN pyX
04Yeid, i3 TOAAIBIINM YPaKeHHSIM CTOBOYpa MO3KY, 1110 TIPH -
3BOJUTD 0 PO3BUTKY TMIOTOHII, CTACTUYHOCTi, KOCOOKOCTI,
CY/IOM i IHIIKX M’SI30BO-0IOCEPENKOBAHNX YCKIIaTHEHbD.
YV HEMOBJIAT TaKOX MOXYTb PO3BUHYTUCS TaKi HeOe3MeuHi
JULST 3KUTTS YCKJIAHEHHS, SIK pecIlipaTopHa HeJIOCTaTHICTh
i mHeBMoHisl. Jlitu 3 Turiom XTI II Tumny 3a3Buyaii BMUpaloTh
MPOTSITOM IEPIINX TBOX POKIB XKUTTSI.

XT 111 III Tunmy — HelfiponaTuyHi (hopMU, 110 BpaxKaloTh
npuban3Ho 5% naitieHTis i3 XTI

o XI' III Tumny, six OyJ10 3a3HaY€HO, € HEMPOMATUUHUM,
aze 3 xpoHiuHuM nepedirom. XI' I Tuny audepeHuiooTh
Ha nigTunu: 11la, I1Ib, I1lc:

- ipu XI' migtuny I1la B neGroTi 3a3BUYail € TiIbKU

JIeTKi BicuepaibHi cuMnTomMu. OgHaxk us ¢popma Moxe

CYITPOBOJIKYBATUCS PO3BUTKOM TSIKKMX ITPOTPECYIOUMX

3nopeB 4 YKpaiHu

EXcnepmuuii KoHceHcyc i3 uineii MexnegXxmenmy GD1
Jlestkuii yac ToMy Bci 35 wieHiB €BpornelicbKoi podouoi
rpynu 3 XI" (European Working Group on Gaucher Disease,
EWGGD) 6yau 3anpoliieHi 10 y4acTi B y3roaKeHOMY J10-
CJTiIXKeHH1 3 BUKOPUCTAHHSIM OHJIAifH-OMUTYBaHb. 25 Ji-
kapiB — ujneHiB EWGGD B3siiu yyacTb y JOCTiIXKEHHI;
iHIII WIeHW poOOYOoi TPYIH IMiATPUMAIK iHILiaTUBY, ajie
yepe3 HeAOCTATHIN KIIIHIYHWM TOCBiI JOMYUUTUCS 10 HEl
He 3morau. PoGoua rpyna nikapiB — y4yaCHHUKIB LIbOTO
JIOCHiIXEeHHs cKiaaaanacs 3 ¢axiBliB, sIKi MalOThb J0C-
Bill JTiKyBaHHS i MPOJiKyBaJIu B cepeaHbOMY 92 mallieHTa
3 XI' I tuny (Bix 2 mo 600 XxBopux Ha KOXHOTO (paxiBLIsi)
3 16 kpaiH. OnMUTyBaHHS TPOBOIVUIM B 3 €TaITH JJIST TOCSIT-
HEHHS y3roIxKeHoCTi B 1iisix MeHekMeHTy XI. KopoTko-
CTPOKOBi, JOBrOCTPOKOBI 11 CHi/IbHI 11i1i MeHemIkMeHTy X
I Tuny HaBeneHi B Tabauusx 1-3. 3arajoM KOHCEHCYCHA
KOMicis Aiiilla BUCHOBKY, 1110 B JlikyBaHHI XI" HEoOXigHO
MparHyTd HOpMai3allii pi3HUX MOKa3HMKIiB, 3a1100iraHHsI
YCKJIaIHEHHSIM 3aXBOPIOBAHHS, a TAKOX YCYHEHHS a0o
3MEHIIEHHST BUPAXKEHOCTi aHeMii, CXUIbHOCTI 10 KPOBO-
TeY, 3aXBOPIOBaHb KiCTOK i YCKJIaJAHEHb i3 OOKY MEYiHKH,
ceNe3iHKM i ereHb. Takox Oy/IM po3IJISIHYTI i Taki acleKTH,
SIK BaXXJIMBICTb MOMIMIIEHHS SIKOCTi XUTTS 1i€i KOTOPTU
Mali€HTIB, 3HUXKEHHS B HUX CTOMJIIOBAHOCTI, TOCSTHEHHSI
HOPMaJIbHOI COlliaJIbHOI aKTUBHOCTI. OKpemy yBary OyJo
MPUIIIEHO PAHHHOMY BUSIBJIEHHIO B MALiEHTIB MOXJIUBUX
3JI0SIKiCHMX HOBOYTBOPEHb, MAapKiHCOHI3MY i MpeaiadeTy,

IIponos:kenns Ha crop. 36.

Ta6bnunus 1. Kopotkocrpokosi wini nikysanus XI | tuny

10 KpoBOTeYi

Kareropis Llini MeHepXXMeHTY
Cﬂz’ﬁ';';:&’i" * YcyHeHHs 3an€XHOCTI Bif, NepeNuBaHHs KPOBI.
¢ g ; : oA Lo _ .
3 QHeMielo MigenwenHs pisHs remornobidy npotarom 12-24 mic go >11 r/an y xiHok i giteit i ao >12 r/an — y yonosikis
* 36inbLueHHs KinbkocTi TPoM6ouuTiB npoTsrom 1-ro poky nikyBaHHs Ans 3anobiraHHs CNOHTAHHUM, XiPYPriYHMM i KYLIEPCEKMM
CxunbHicTb KPOBOTEYAM.

* BigHoBneHHs HOpManbHOI KinbkocTi TpoMboLuTie NpoTaroM 1-ro poky nikyBaHHs (y NALi€HTIB 3i cnNeHeKTOMIE).
* NocsrHeHHs kinbkocTi pombouutie >100 000/mM® npoTsrom 3 pokie nikyBaHHs (y NALEHTIB 3 iIHTAKTHOIO cenesiHkorw)

* 3MeHLeHHs 6010 B KiCTKAX, HE NOB'43QHOrO 3 HEOBOPOTHMM 30XBOPIOBAHHSM KiCTOK, npoTsrom 1-2 pokis.
* 3HMXeHHs nokasHukis ypaxerHs KM BignoBigHo Ao ouiHKM WKanu ypaxeHb KicTKoBOT TKAHMHM 3a aaHumu wkanu Dusseldorf
Gaucher Score (DGS) & nauieHTie 6€3 TAXKOro HE3BOPOTHOrO YPAXEHHS KICTOK HQ MOYATKY.

CTOMJIOBAHOCTI.

OET):;:?S“ . I'Iinsnu.l,er!Ha*MiHepaano'l' LWiNbHOCTi KICTKOBOT TKAHUHM A0 2-r0 POKY BEAEHHS [OPOCIMX MALIEHTIB i3 BUXIZHMM 3HAYEHHAM
T-kputepio* <-2,5.
¢ [locarHeHHs HopmanbHoi abo iaeanbHOi MOKCUMANBHOT CKENETHOT MACH B AiTeM.
* Hopmanizauis pocty BnpoaoBX 2 pokiB NikyBaHHS BiNOBIAHO A0 BIKOBUX | CTATEBMX HOPM AJ1si KOHKPETHOI nonynsuii
* YHUKHEHHs cnneHeKkToMii (Moxe 6yTH HeobXiaHA B pa3i BUHUKHEHHS Hebe3neuHMX ANIS XUTTS TeMOPAriYHUX YCKNAAHEHb).
* [lonerweHHs CUMATOMIB, 3yMOB/NIEHMX CMIEHOMErANIEIO: 30YTTS XMBOTA, NEepeaYacHe HACUYEHHS Mif 4OC BXMBAHHS iXi, NOBTOPHI
BicuepanbHi iHpapKTH cenesiHku.
ycknagHeHHs | * YcyHeHHs rinepcnieHiamy.
* 3MeHLIEeHHs po3MipiB cenesiHk1 y 2-8 pasie so HopManbHKX (3anexHo Big BMXigHKX) 3a 1-2 poku Tepanii.
* 3MeHLeHHs po3Mipie nevinku & 1-1,5 pasa o HopmanbHux ynpopoex 1-2 pokie Tepanii 3anexHo Big nouatkosoro o6'eMy opraHa
* MigeMweHHs KinbkocTi 6anis NPOTH BUXIAHMX NOKA3HMKIB PiBHS SKOCTI XMTTS (OLiHKY NPOBOAATL 30 AOMOMOrOI0 3aTBEPAXEHOTO
3aransHe OMUTYBAsLHUKA AKOCTI )Kh_TTﬂ) nporsrom ?-3 pOKi-B 3anexHo Bif, TAXKOCTi 30XBOPIOBAHHS. ) '
camonouyTTa * 3HMXEHHs CTOMMTIOBAHOCTI (He NOB'A3AHOI 3 AHEMI€ID), BUMIPIOBAHHS NPOBOASATL 30 LONOMOTOI0 3ATBEPAXEHOT CUCTEMM OLIHKM

* MoninweHHs abo BigHOBREHHS Gi3UYHOrO CTAHY ANS BAKOHAHHS PYHKLIiH NOBCAKAEHHOTO XKMUTTS TQ 36epeXeHHs HOro SKOCTi.

Mpumitka. * T-kpuTEPIM — BIRHOWEHHS OTPMMAHOrO 3HAYEHHS WiNBHOCTI KICTKM 4O CEPEAHBOCTATMCTMYHOrO (HOPMA) MOKA3HMKA.

Tabauus 2. Bosroctpokoei wini nikyeanusa XI' 1 tuny

Kareropis

Lini meHep)xmeHTy

CUMNTOMM, NOB'A3aHI 3 QHEMIEID

 36epexeHHs NONINWEHUX NOKA3HMKIB PiBHS reMornobiny, AocarHyTMx micns nepwux 12-24 mic epanii

CxunbHicTb A0 KpoBOTENI
nopyweHb Koarynauii

* Migrpumanns pieHs Tpombouutis >100 000/mMm®.
* 3MeHLWEHHs CXMNBHOCTI 4O KPOBOTEH YHACNIAOK HU3bKOTO PiBHS TpomBouuTis, aedekTie TpombouuTie abo

PyxoBa akTuHicTb

* 36inbleHHs Gi3n4HOI AKTUBHOCTI

* MpodinakT1ka KicTKOBUX yCKNAAHEHb: ABACKYISPHOrO HEKPO3Y, iHPAPKTIB | NepesoMiB KiCTOK.

* 3anobiranHs octeoneii Ta octeonopo3y (nigTpumants nokaskuka MLLIK' T [DEXA?] >1).

* HeponyuueHHs XpOHIYHOrO BUKOPUCTOHHS GHANLIETUKIB ANs KyNipyBaHHs 600 B KiCTKAX.

* 36epexeHHs HOPMAsbHOI PyXOBOT AKTMBHOCTI. IKLLO PYXOBA QKTMBHICTb MOPYLIEHA HO MOMEHT BCTAHOBEHHS
piarHo3y, HeobXiaHo i NOKPALLUTH.

BicuepanbHi ycknapHeHHs

* CnneHomeranis He mae 6yTu & 2-8 pasis Buwie HOpmM Yepes 1-2 pokM.
* igTPUMAHHS HOPMAnbHUX PO3MipiB neviHku npoTsarom 1 abo 2 pokis
* 3anobiraHHs po3suTKy Gibpo3y neyiHku, LMPO3y i NOPTANLHOI rinepTeHsii.

JlereHesi ycknagHeHHs .
NynbMOHANbHOMY CUHAPOMiI

* MpodinakTika abo noninwweHHs CTaHy NPU NEreHeBMX 30XBOPIOBAHHSX: IETEHEBIH rinepTeHsii, renaro-

3aransHe camonoyvyTTs

* Hopmanisauis Tpusanocti xurrs

* 36epexeHHs BUCOKOTO PiBHS SKOCTI XMTTS, iKe BUMIPIOETbCS 3ATBEPAXEHUM IHCTPYMEHTOM A1 OO OLIHKM.
* igTPUMAHHS MOXIMBOCTI HOPMQANBLHOI y4ACTi B HABYAHHI M po6oTi.

* 3BefeHHs A0 MiHIMYMy NCUXOCOLIQNBHOrO HABAHTAXEHHS Yepe3 HeOBXIBHICTb NiKyBAHHS BNPOJOBX YCbOro XMTTS.
* [locsrHeHHs HOPMANBHOTO MOYATKY CTATEBOrO [O3PIBAHHS.

BaritHicTs i nonoru

* 3anobirauns po3sutky ycknagHeHs XI nig yac BaritHocTi i nonoris

Mpunmitkm: "MLUK — minepansHa winbricts kictku; 2DEXA — peoeHepretuuna pentreHiscska abcopbuiomerpis (dual energy X-ray absorptiometry).
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Tabnuus 3. 3aranbHi wini nikyBanua XI | uny

Kareropis

Lini meHep)XMmeHTYy

[oBroctpokosi
YCKNaAHEeHHs

* PaHHE BMSBNEHHS reMATONOTIYHUX 3N0SKICHUX 30XBOPIOBAHb: MHOXMHHOI MIENOMM, NiMOMM, aMinoigosy.
* PaHHE BUABNEHHS BEAUKMX NYXWH: reNnaToLENIONSIPHOT KAPLLUHOMM, HUPKOBO-KIITUHHOI KAPLMHOMM.

* PaHHe BMaBneHHs napkiHcoHiamy / xBopobu MapkiHcoHa.

* PaHHE BMSABNEHHS IHCYNIHOPE3MCTEHTHOCTI T LyKpOBOro aiabety 2 Tuny

3aranbHi wini

sitaminy D, xonenitias, xoneuuctur

* MpaeunbHe iHpopMyBaHHs nauieHTa i Horo cim'i npo xBopoby Ta ii Tepanito.
* PaHHe BMsABNEHHS 03HAK | cuMnTOMiB, o BKa3syioTb Ha XI IIl TMny, Takux sk nopyiweHHs pyxy ouew.
* |Hwi cynyTHi ctanu, Hecneuudiuni ans XI | Tuny: 3anisopediuntHa aHeMis, 3HUXEHHS CUPOBATKOBOTO PiBHS

OCKiJIbKM CBO€YacHi npodinaktuyHi 3axonu rpu XI' cripu-
SIOTDb OUIBLI IIBUAKOMY i SIKICHOMY ITOYATKY BiJIOBiAHOTO
JOTJISIAY 1 JIIKyBaHHSI.

Nikysanng XI: 3amicna fiepMenmua mepanis

ITonan cronitta micas BiakpuTtda XI mauieHTH
OTPUMYBAJIM BUKJIIOYHO CUMIITOMAaTUYHY Teparilo:
NpM3HAaYeHHs IMperaparTiB 3aii3a, nepejuBaHHs KPOBi
B pa3i MAaCUBHUX KpPOBOTeY, cIieHeKTOMisA. 1991 poky
Oyna mpoBeneHa repma BHyTpimHboBeHHa 3T anrimo-
1epas3oro 1l 3HUXKeHHsI HakonuyeHHsd GLC muisixom
3aMilleHHs HakonuyeHux nedekTHux GCase aKTUB-
Humu ¢pepmeHTamu. Lleit migxin 6yB epeKTUBHMI IOAO
3MEHUIEHHS TaKUX CUCTeMHUX MposiBiB XI, K criieHo-
Meranis. Anriionepasa Oyjaa BUIiJeHa 3 TJaleHTapHo1
TKaHWHU JIIOAUHU, ii 3aCTOCYBaHHS OyJ10 MPUIMHEHO
B 1998 poui.

[TizHilne 3’s1BUBCS Mpemnapart iMiriouepasa, SIKUil € pe-
KoMOiHaHTHUM aHanoroM GCase i MPOAYKYETLCS B KJIi-
TUHaX SIEUHMKIB KUTAWCHKOTO XOM’sIluKa. YIpaBJIiHHS
i3 caHiTapHOTO HArJsLYy 3a SIKiCTIO XapyOBUX MPOIYKTiB
i megukameHTiB CIIHA (FDA) cxBanuio imiritouepasy
B 1994 p. 2010 poxy FDA cxBanuio npemnapaT BeJariiole-
paza anbda — aHanor pekombiHaHTHOI GCase, sika Mpoay-
KYEThCS B KJTITUHHUX JIiHisIX piOpocapKoMu JIOIUHMU.

B 2012 poui FDA cxBanuno taniraouepasy anbda —
iHHOBalLiliHUI mpenapaT, peKOMOIHAHTHUI aHaJoT
JIi30COMaJIbHOI TJII0KOLIepeOpOo3naa3u JIOIMHHI, BUPO-
07151€ThCS 3a TexHoJorielo pekombiHaHTHOI JIHK i3 Bu-
KOPUCTAHHIM KYJIbTYPU POCIMHHMX KJIITUH (MOPKBH)
i € mepuM peKoMOiHAHTHUM OiJIKOM IJIs TiKyBaHHS,
IO BUPOOJISIETHCS Y KIITUHHIN eKCIpeciliHili cuctemMi
pociuH, akuii 0yB cxBageHuit FDA nist BUKopucTaHHS
y moauHu. [TpemapaT 1o6pe BUBYEHMIA Y MPOCTIEKTUBHUX
JOCTiIXKEHHSIX 1100 3aCTOCYBAHHS B AUTSYil MOMYJIsILIi.
Vci Tpu npenapaTu 3apeecTpoBaHi Ha TepuTopii Ykpa-
iHM 1 YCIiLIHO 3aCTOCOBYIOThCS (Tab. 4), ajie B paMKax
LILOTO OTJISIAY OCOOJMBY yBary mNpuaiJeHo Taliriatolepasi
anbda.

Tani2niouepasa anotha 8 mepanii nawienmis i3 X 1 muny

3acTocyBaHHS Tajiratolepasu aabda y nanieHTiB i3 XI
I Ty TNpomeMOHCTPYBaIO 3HAYHE 3MEHIIEHHS PO3Mi-
piB MeYiHKM MpU rernaToMmerasii, HopMaisalilo piBHiB
TpOMOOUMTIB i reMorno0iHy. TakoxX y paMKax KJIiHiu-
HUX BUIIPOOYBaHb Iperapar IpoaeMOHCTPYBAaB BUCOKY
e(eKTUBHICTh Ccepell paHillle HeJiKOBaHUX Mali€HTiB ab0
cTabisi3allilo cTaHy B Mali€HTIB, SIKi paHillle OTPUMY-
BaJM iMirmiouepasy, 3a BicluepalbHUMM, FeMaToJO0riu-
HUMMU i OioXiMiYHUMHK MOKa3HUKaMu. Jlume y 2% mna-
LIIEHTIB HA TJi 3aCTOCYBaHHS TaJiroLepa3sd BUHUKIU
mo6iuHi epekTu. BapTo 3a3HaunTH, 1o npemapata 3T
31aTHI YMUHUTHU iMyHOTeHHU BriuB (aHTuTiNA IgG), ane
He 3aBXIUW HasIBHICTb aHTUTLJ KOPEJIIO€ 3 KIiHIYHUMU
pesyabTaTaMu. 3arajoM y 0araTbox Maii€HTiB, sIKi OTpU-
MyBa ®3T B mportieci KIiHIYHUX BUTTPOOYBaHb, 3Tr0J0M
PO3BUBAETHCS TOJAEPAHTHICTL A0 aHTUTIA. [TonmepenHiit
MpUIOM aHTUTiICTaAMiHHUX TIpernapariB abo, piaiie, — cTe-
poinis mepen iHdy3iiitHOoW P33T 1ae MOXIUBICTh 3MEH-
IIUTU PU3UK TTOOIYHUX peaKkiii.

Tanirmouepasa anbda — mokasaHa JJis JiKyBaHHS [i-
Tel i nopocaux i3 migTBepakeHUM diarHo3om XI' I Tumy.
PexomeHmoBaHa no3a nmpemnaparty cTaHOBUTh 60 Om/Kr
1 pa3y 2 TikHi. OgHe 3 JOCTiAXEeHb L1010 3aCTOCYBaHHS
Tajiraolepasu ajibda NpoaeMOHCTPYBaJo, 110 npenapar
CNPUSB CTATUCTUUHO 3HAUYILIOMY 30i1bIIEHHIO KiTbKOCTI
»)xoBTOoro KM i 3MeHIlIeHHIO KJipeHcy KaiTuH Tole, sSIKio
MOPIBHATU 3 MallieHTaMU, SIKi He OTPUMYBAIU Teparii.
HesBaxxaroum Ha BiACyTHICTh JOCTOBIpHUX BiAMiHHOC-
Tell y KiHLIEBUX pe3yJbTaTax MixX IpynaMM IMali€HTiB,
sKi orpumyBanu 60 On/Kr, Oyi10 3a3HaYeHO, 110 XBOPi
3 HalilMEHIIUM MOKAa3HUKOM YMicCTy XXupoBoi ¢pakuii KM
IIBUJIILE pearyBajy Ha BUIL 1034 Ipernapary. Takum uu-
HOM, Tajirjaoouepasa aabda crpuse 3a10BiTbHOMY 30i1b-
IIEHHIO KiIbKOCTi )koBToro KM, 1110 MoXHa po31iHI0BaTH
SIK 3arajibHy ITO3UTUBHY TUHAMIKY.

CTOCOBHO BUPOOJEHHSI aHTUTIJ A0 Tajirjaiouepasu
anbda, To BOHU (OPMYIOThCS B OiIbLIOCTI MALIIEHTIB, aje
peaxllii rinepyyTIMBOCTi PO3BUBAIOThLCS 1AJIEKO HE B YCiX,

Tabnunus 4. ®3T npu XI

Imirniouepasa Benarniouepasa anbda Tanirniouepasa anbpa
T . * CranpaptHe BeaeHHs npu XI' | tuny. Taxkuit nepebir XI' | uny y giten DHopocniu gitn 3 XT | Tuny
Mm nauenTa * Heneiponartnunmi XI Il tun (sik 4-17 pokie) i gopocanx
P Y p aop
MauienTy, aKi oTpuMytoTh lMauienTn, aKi oTpuMyIoTh iMirnoLepasy MauienTy, sKi oTpuMytoTh
Mepesepexns iMirniouepasy, MoxyTb 6y Ty abo Tanirnouepasy ansda, MoXyTb byTH Tanirnouepasy anbda, MoXyTb byTH
HQ IHWKHA nepesefeHi Ha Benarniouepasy anbda | nepesefeHi Ha Benarnouepasy anbda nepesefeHi Ha BeNdrnouepasy
npenapar abo Tanirnouepasy anbda B TAKOMY B TOKOMY COMOMY AO3YBAHHi i iMirnioLlepasy B TAKOMY CaMOMy
CAMOMy ,03yBAHHI O3yBAHHI
* Pekomenposana posa: 60 Oa/kr * PekomeHgosana posa: 60 Oa/kr * PekomeHpoeana posa: 60 Op/kr
BHYTPILUHbOBEHHO KOXHI 2 THXHI. BHYTPILUHbOBEHHO KOXHI 2 THXHI. BHYTPILUHbOBEHHO KOXHI 2 TUXHI.
[o3yBsaHHs * Y kniHi4HMX BUNPOBYBAHHSX AO30 * Y kniHiYHWUX BUNpOBYBAHHAX AO3Q * Y kniHiyHMX BUNpOBYBAHHAX BO3a
sapitosana Big 2,5 Oa/xr Tpuui sapitosana eig 15 go 60 Op/kr koxHi sapitosana eig 11 Op/kr
Ha TxaeHb 8o 60 Op/kr KoXHi 2 TUXHI 2 TMXHI go 70 Op/kr 1 pas Ha 2 TUXHI
Mepioa HaniBBMBEAEHHS 3 NNA3MM — lMepioa HaniesuBeAEHHS 3 NNA3MMU — [Mepioa HaniBsuBeAEHHS 3 NNA3MMU —
Dapmako- 3-11 x8; nnasmosun knipexc — 0,6- 11-12 xB; nnasmoBui knipeHc — 6,72- 18,9-28,7 xB; nna3aMoBMHM KnipeHc —
KiHeTHKa 1,22 n/rop/kr; obcsr posnoainy — 7,56 mn/xs/kr; obcsr posnoginy — 82- 20-30 n/rop/kr; obcsr posnoainy —
0,09-0,15 n/kr 108 mn/xr 7,3-11,7 n/kr
Hynota, 6inb y xueoTi, 6at0BaHHS, Mo6iuni peakuii yacriwe cnocrepiraioTs Binb y cnuui, 6inb y KiHuiBkax,
Aiapes, BUCUM, CTOMJIIOBAHICT, y AiTen: iHdeKuii BEPXHIX AUXANbHUX peakuii, noe’ssai 3 indysieio
roNoBHUM Binb, NMXOMAHKQ, wnsaxis, Bucun, Tpusanuit AYTY',
MoBisni 3aNaMOpOUeHHs, 03H06,I6im, y crnHi, rinepTepMis. IHwi n06.i~m.i peakuii:
peaKuii Taxikapais i peakuii, nos'a3ai HyaoTa, Binby XusoTi, 6inb y cnuHi,
3 iHysiero 6inb y cyrnobax, giapes, sucun,
CTOMJIIOBAHICTb, FONOBHMM Binb,
3aNAaMOpPOYEHHS, FiNnepTepMis, acTeHis,
peakuii, nos’s3ai 3 iHdysieio

Mpumitka. 'AYTY — akTMBOBAHMI YaCTKOBMIA TPOMBONNACTUHOBMIA Hac.

a HasIBHICTb aHTUTIJ 3arajoM MaJjio BILUIMBA€E Ha KIIiHIYHY
e(eKTUBHICTb Mpemnapary.

TakuM 4YMHOM, TOLIIBHICTh 3aCTOCYBaHHS Iperapary
Taniramouepasu ajibda B AiTeit i gopocaux i3 XI' I Tunmy
3 J0Ka30BOl0 e(eKTUBHICTIO i 0e3meKolo 0a3yeTbCs
Ha pe3yJibTaTax HaJeXHUX i J00pe KOHTPOIbOBAHUX JI0-
CJIiIKEeHb.

AnbmepHamueni Bugu mepanii nauienmis i3 XI'

HesBaxaroun Ha Te mo P3T HalleeKTUBHIIIA B JTi-
KyBaHHi XTI, i cborogHi € HeOOXiIHICTh y MOLIYKY 3pyu-
HIilIMX i JOCTYMHIIIMUX JiKapChKUX 3aCO0iB, MEHII iMy-
HOTeHHUX i edpekTUBHUX Yy Tepamnii miaTumnis XI' I tumy
i XTI 11T tumy.

o CyoOcrpar-penykuiiina Tepanisi. [IpyHIMITOBMI Mexa-
Hi3M nii CPT nonsrae B inrioyBanHi pepmenty UDP-rito-
KO30-IlepaMil-TaIoKo3uaTpaHcdepasu, MeplIoro
depMeHTY B MeTabOJiuHOMY LIJISIXY TJiKO3UIIOBAHHS
coinroaiminis. Leit pepmeHT Binmosigae 3a cunte3 GLC
Ta iHMX raikocdidroainigis. CPT 3amobirae Hakomnu-
yeHHI0 GLC MoHouuTaMu-MakpodaraMu i Jiizocomamu.
Ha croronni FDA cxBanuno 2 nepopanbHux CPT-npena-
patu gt nikyBaHHs XTI,

o JlikyBanns neiiponaruynux (popm XTI III Tumy. [Tporpe-
cyBaHHs XTI II Tuny i3 3a1ydyeHHAM LIEHTPaJbHOI HEPBOBOT
CHCTEMM 3a3BUYail MPU3BOAUTH 10 JETAIBHOTO Pe3yJIb-
TaTy B AUTIYOMY Billi i MpaKTUYHO He Bigmnosinae Ha O3T.
3a HagsHocTi XI" 111 Tuny nporpecyBaHHSI HEBPOJOTIYHUX
MpOSIBiB BinOyBaeThcst moBinbHimIe, a 3T Moxe moer-
IIUTHU BicliepajbHi i reMaToJIOriYyHi MPOsSIBU XBOPOOHU,
TUM CaMMM CIIPMSIE TOJIMIIEHHIO SIKOCTI KUTTsI Malli€H-
TiB. MiXxHapoaHa KojabopaiiifiHa rpymna [oie mnpoBoauTh
TMOCIIXKEHHSI 3 BUBYEHHSI MOXJIMUBOCTI KOMOiHOBaHOTO
3actocyBanHs ®3T i CPT B miteit i mimmiTkiB. [TomepeaHi
JlaHi MMOKa3yI0Th MOJIIIIEHHS CUMIITOMIB 3aXBOPIOBAHHSI.
Taxkuit migxig gomomMarae 3amno0irT po3BUTKY TSIKKOI He-
BPOJIOTIYHOT CUMIITOMATUKM a00 BiICTPOUUTH 1i, ajie To-
TpiOHi MoJaabILi JOCTIIKEHHS.

e Tpancnmaanrania KM (TKM). TKM He Mae BIIMBY
a00 Ma€ He3HAYHUIl BIUIMB HAa HEMPOMATUYHI aCIIeKTH
XT. I3 MM MeTOA0M MOB’s13aHi BUCOKi PUBUKU PO3BUTKY
cernicucy i cmepti. TKM He peKoMeHAY€EThCs ISl malli-
eHTiB i3 XI' 3 TSKKMMU HEBPOJOTiYHUMU TPOsSIBAMU.
YV CIIA 3 possutkom ®3T i CPT no TKM BramoThcs
BKpaii piako.

o Tepanis na crazii gocaimkennb. JocaifHUKY NMPoOaOB-
KYIOTh IIIYKaTU HOBi TeparneBTUYHI aJIbTepHATUBU IS JTi-
kyBaHHa XI' I, IT i I tunis. Heabusikuii moteH1ian MaoTh
METOIM JIiKyBaHHs LIarnepoHaMu (€H3UMoTepartisi) i3 3a-
CTOCYBaHHSIM XiMiUHUX peYOBUH [IJIs1 cTabiizallii abo pe-
aKTUBallil HerpaBUIbHOI KOoHbirypaiii GCase BcepenuHi
KJIiTUHM.

OTxe, TOHWHI OCHOBHMM MeTonoM JiikyBaHHS XI™ € D3T,
sIKa Ta€ MOXKJIMBICTh MOJIMIIUTH SIKiCTb KUTTS i COLliaIbHY
aJlanTallilo Malli€HTiB Li€i KOTOPTHU.

BuchoBKu
BHyTpiwHboBeHHa P3T € cTaHAQPTHUM AiKyBaH-
HIM AAS GiAblLOCTi nauieHTiB i3 XI. B YkpaiHi
Ha CbOrOAHI 3apeecTpoBaHi iMirAloLepasa, BeAa-
ralouepasa aabda i TaAiraoyepasa asbda.

3acTocyBaHHg TaAiraloLepasm aabda y nauieHTiB
i3 XI' T TNy npoAEMOHCTPYBaAO 3HauHy ehekTUB-
HiCTb | 6e3neKy 3a pe3yAbTaTamy HU3KKM KAIHIYHMX
AOCAIAYKEHb 3a YUYaCTIO 9K AOPOCAMX, TaK i AiTeN.
Taairaouepasa aabda AOCTOBIPHO 30iAbLLYE XKU-
poBy dpakuito KM npoTu HeAikoBaHMX MaLLiEHTIB,
AOCTOBIPHO CMpUSIE 3MEHLLEHHIO rernaTo- Ta CrAe-
HoMmeraaii B mauieHTiB i3 XI' 1 TMny, HopMaaisye
piBeHb TPOMOOLMTIB i FeMOrAOGiHy.

Omxe, XI' — Tshkke 3aXBOpIOBaHHS, aAe 3a YMOBM
CBOEYACHOI AjarHOCTHKM i npusHaveHHst ®3T BoHO
MOXe OyTHM KOHTPOAbOBAHMM i3 MOKpPaLLLEHHSM
SAKOCTI XKMUTTS NaLLiEHTIB i X COLLIAAbHOT apaanTauii.
Tomy BaXkAMBO, OO CiMeliHi Aikapi MaAM HacTo-
POXeHiCTb 1oAO0 opddaHHMX 3aXBOPIOBaHb i MOTAU
BYACHO iX AiarHOCTyBaTH.

Pedbepatusnuit ornsg Lunawati L. Bennett et al. Pharmacotherapy of
Gaucher Disease: Current and Future Options P&T, 2018.

Migrotysana Ipuna Yymak

MosHy sepcito aue.: https:/ /www.ncbi.nlm.nih.gov/pmc/articles/PMC5912244 @_
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MPU NIKYBAHHI ‘enenico
Pﬁzer XBOPOBW FOLLE 1 TUNY Taimogpeca A

EJIENICO (ranirniouepasa anbga) — nepiia cxsaneHa y CLLIA ¢pepmeHTO3amicHa Tepanis
Ha OCHOBI POC/IMHHUX KNITWH, AAKa OCTYNHa 3apa3 Bam i Bawwum nauieHtam' 3

MILLENb,
nayienmka 3 xeopob6oto l'owe 1 muny, d
AKa nputimae EJIENNICO = f

(depmeHTO3aMmicHa Tepania Ha OCHOBI POCIMHHUX KJITUH

EJIEJIICO (Tanirniouyepasa anbda) - npoaeMOHCTPyBaB
P 3HayHe 3MeHLIeHHA 06’emy cenesiHkun®*?

» 3HayHe 3MeHLUeHHA 06’'eMy neviHKun*® E 2 % )/}
P 3HauyHe NoKpalleHHA remaTonoriyHnxX nokasHukis*?

P 3HauHe 36inblIeHHA XXNpPoBoi ppaKLii B nonepeKoBill YacTUHI xpebTa,
Lo CBiA4MTH Npo enimiHawiio KniTuH lowe 3 KicTKOBOro Mo3Ky°

MAPTIH, » » Y nauieHTis, AKi nepeiwny 3 imirnioyepasu Ha ENENICO, sanuwanncs
nayieHm 3 xeopo6orola P cTabinbHUMN 06’eMu cenesiHKN i NeYiHKY Ta remaTonoriuyHi noKasHukKu

- o B? .@ , s I
N Efﬂ F xBopo6u lowe 1 Tuny npotarom 9 micauis®’

MOKA3AHHA
EJIENICO pekomeHoBaHWA ANs NiKyBaHHA
NayieHTIB 3 NigTBepAKeHUM fjiarHo3oMm
xBopo6u lNowe 1-ro Tuny.*
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