MDKAUCUWNNIHAPHI NPOBJIEMA

PE3YNbTATU AOCNIIKEHHA

JlocnigXenns BANUBY Manieniouepasy anbda

YpaxeHHs ckeJieTa € BaXJIUBOIO NMPU-
YUHOIO iHBAJIiTHOCTI Ta 3HUKEHH I SIKOCTI1
KUTTS, ajie iloro nato@iziooris e Hego-
CTaTHbO 3po3yMija. Moxe po3BUBATUCS
0ifb y KiCTKaX i rocTpi KiCTKOBI KpuU3H,
(acenTUYHUI) OCTEOMIiENIT, iHDapKTH
Ta aBaCKYJSIpDHUN HEKPO3. 3peliTolo,
y NESKUX Malli€EHTIB MOXYTb BUHUKATHU
BaXKi Imporpecyroydi 1eCTpyKTUBHi 3a-
XBOPIOBAHHS KiCTOK, 110 BUMaraloTh 3a-
MiHu cyra006iB [2, 3]. Ciin 3a3HaYUTH, 11O
BaXXKiCTh LIMTOTIEHII Ta CTYIiHb Opra-
HoMeraJlii, inmi Baxausi cumnromu XI'
He 3aBX/U CITiBBITHOCITHCS 3 TSXKKICTIO
3aXBOpIOBaHHS KicToK [4, 5]. Lleit ¢akT
norpedye oKpeMoi OLiHKM ypaXkKeHHS Kic-
TOK JIJISI OHiHKM BaXKKOCTi 3aXBOPIOBAHHSI
i pU3UKY YCKJIAAHEHb.

®epmenTHa 3aMmicHa Teparris (O3T) imi-
rmonepasolo (Cerezym™; [IxkeHsaiim, MA,
CIIIA) Ta Benarmiouepasoro ajibba (Vpriv™;
aitepX IxT, MA, CIILIA) npogeMoHCTpy-
BaJia BUCOKY €(PeKTUBHICTh Yy HOpMaJli3a-
i1 KiJIbKOCTi TPOMOOIIMTIB i TeMOTJIO0IHY
Ta 3MEHIIeHHI po3MipiB opranis [6]. Kpim
TOTO, TPUBAJU BILUIUB IMITJIIOLEPA3HU, SIKY
BXe BUKOPMCTOBYIOTH Oifbiie 15 pokiB,
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Ha KicmKoBUii MO30K | navichmie

3 XpopoGoiwo Towe 1 muny

Xeopo6a lNowe (XT) € HaMNOWMPEHILLOIO Ni30COMANbHOIO XBOPO60I0 Hakonu4yeHHs. HegocraTHsa akTMBHICTL
depmeHTy rniokoLepebpo3naasu Nnpu3BoAUTb A0 HAKONMUUYEHHS roKkouepebposuay B makpodarax [1].

Wi makpodaru, nepeBaHTaXXeHi HAKONMUYEHMM MATEPIanom, Tak 3BaHi knituHu lowe, B OCHOBHOMY
aKYMYIOIOTbCS B cenesiHui, neviHui Ta KicrkoBomy mo3ky. XI' 1 Tuny € HalinowmpeHiwoio ¢popmoio

i XapaKTepUu3yeTbcs BiACYTHICTIO CUMNTOMIB 3 60KY LIEHTPAJIbHOI HEPBOBOI CUCTEMM.

MPUBOAUTD 10 TOJITIIEHHS 3piJOCTi Kic-
TOK y JiTeil Ta 3MEHIIIEHH s YaCTOTH aBac-
KYJSIpPHOTO HEKpo3y Ta HecreluudiyHoro
6ouio B KicTkax [7, 8]. OmHak M3T He Moxe
BiIHOBUTHU HasIBHi YUIKOJKEHHS KiCTOK,
30KpeMa MnepesoMu i KoJarc cyrioba, 1o
BMHUKAIOTh BHACIII0K iH(PapKTy KiCTOK
a0o0 JmokasbpHOTO ocTeosizy. OcKinbKu
ypaxXeHHs KiCTKOBOTO MO3KY IMepenye
BUHUKHEHHIO HE3BOPOTHUX KiCTKOBUX
YCKJIaJHEeHb, OLliHKa e(eKTy JIiKyBaHHS
MOBUHHA CKJAaAaTUCS 3 YYTAUBUX METO-
IiB IS BUSABIEHHS iHQiAbTpamii KicT-
KOBOT'0O MO3KY. BUKOpHUCTaHHS MTPOCTUX
pEeHTTeHiBCcbKuX 3HiMKiB a00 KT-ckaHy-
BaHHS Mae oOMeXeHe 3HaYeHHS 3 1[bOTO
00Ky. MarHiTHO-pe30HaHCHA TOMOTpa-
¢is (MPT) BBaxkaeTbcsi METOIOM BUOOPY
JUISI OLIIHKY MOPYIIeHb KiCTKOBOTO MO3KY.
3a XT' MPT Moxe anekBaTHO BU3HAYaTH
paHHi 3MiHU KiCTKOBOI'O MO3KY [0 IOSIBU
AKUXOCh KJIHIYHUX cCUMITOMIB [9].
HopmanpHuUIi )KOBTUI KiCTKOBHIT MO30K
NPOAYKYE CUTHAJ 11100 BUCOKOT iHTEH-
cuBHocTi Ha T1- i T2-3BaxkeHux 300pa-
KeHHsaX. Koin aqunouuT 3aMiHIOIOTHCS
kJaiTuHamu lomie, iHTEHCUBHICTb CUTHATY

eHa y CLLIA ¢epmeHTO3aMmicHa
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3MeHIyeThcsd Ha T1- Ta T2-3BaxkeHUX
300paxenHsx [9, 10]. [Ticas tepamii, Konu
JKOBTUH KiCTKOBUI MO30K MOBEPTAETHCS,
IMOCTYTOBO 30iJIbIIYETHCS iIHTEHCUBHICTH
curHaiy Ha T1- ta T2-3BaxkeHMX 300pakeH-
Hsx [11]. Lleit MeTom TaKOX 3aCTOCOBYBaJIN
JUTSI IOPiBHSIHHS BIUIMBY 103. [ificHO, ypa-
KeHHS$I KICTKOBOTO MO3KYy MeTogoM MPT
yCyBaJIUCS IIBUALIE | BUPAXEHillle B IPyIi
BULIMX 103 [12].

Jlnst Kpanioi KiJIbKiCHOT OL[iHKY KM POBOI
(dpaxkuii kictkoBoro mo3ky (Ff) 3actoco-
BYBaJIM KiJIbKICHY Bi3yaJi3allilo XiMi4HOTo
3cyBYy (QCSI), i BoHa BUsABUJIACA 3HAYHO
HUX4Y0l0 y nanieHTiB 3 XI' mopiBHSIHO
3i 3I0pOBUMU JOPOCIMMU Ta 30iJbIIyBa-
nacs micng aikyBaHHs [11, 13, 14]. CepenHi
MOKAa3HUKM AJIS MOMNyJsilii 310pOBUX J10-
POCTUX Y IMX AOCITiIKEHHSIX KOJIMBAIOThCS
Bim 0,29 [13] mo 0,37 [15] i 3anexaTsb Bin
BiKy. KicTKOBi yckjagHeHHS Mepeaycim
crnocTepiratotbes y nauieHTiB 3 Ff <0,23.
OnHOMIpHUI JOTICTUYHUN perpeciii-
HU aHaJi3 MokKasas, 1O JJis KOXHOTO
smeHmeHHs Ff Ha 0,1 pu3uk KicTKOBUX
yCKJIaaHeHb 30inbiyBaBcs Ha 85% [16].
licTosoriuHi goCHiAXeHHS AOBEIHU, 11O
iHginpTpanisa kiaitnHamu lomie mop’13aHa
3i 3MEHIIIEHHSIM KiJIbKOCTi amuImouuTis [17]
i 1110 (pepMeHTHA 3aMiCcHa Teparisi Tpu3BO-
IUTH 10 3MEHIIEHH Yncaa KIiTuH [omre
i BITHOBJIEHH S XXMPOBOI Ta HOPMaJIbHOL
reMOIOeTUYHOI TKaHUHMU [18].

Xoua crnocTepiraroTbcs Bapiauii, koau
HeJiKOBaHi Malli€eHTU 3 HU3bKOIO XUPO-
BOIO (pakIi€el0 MOXYTb HE MaTU CUMIITO-
MiB npoTsirom 6aratbox pokis [19], BBa-
JKAETHCS, 1O B LiJIOMY MMOCUJIEHA iHBA3is
KJaiTuH Tolle B KiCTKOBUI MO30K CTBO-
pIO€ MiABUIEHU I PU3UK aBACKYJISIPHOIO
Hekpo3y, iHpapkTiB Ta Kpus [20]. OTxe,
OlliHKa KiCTKOBOT'O MO3KY CTaJla YaCTUHOIO
MiXXHapoJAHUX pekoMmeHaauiu [21, 22] i 3a-
CTOCOBYETHCS il Yac JOCHiIXKEHb HOBUX
npemnaparisb.

Tanirnwouepasa aabda (Enenico,
IIporanikcbhioTepanbsioTike, Kapmens,
I3pains/Tdaitzep k., Heio-Mopk,
CIIIA) — ue pekombiHaHTHa B-TJIIOKOLE-
pebpo3unasa JIOJUHU, 0 BUPOOISIETHCS
3a JIOTTIOMOTOIO KJIITUH MOPKBHU, siKa He-
moaaBHo OyJjia 3apeecTpoBaHa B YIpaB-
JIIHHI 3 KOHTPOJIIO 3a SKiCTIO MPOAYKTiB
XapuyBaHHS Ta Jikapcbkux 3aco6iB CIITA
(FDA) sk HoBa 3aMicHa (pepMeHTHa Tepa-
nis aag nauieHtiB 3 XI. [NoasiitHe ciine
paHIOMi30BaHe KJIiHiUHEe MDOCTiIAXeHHS
¢aszu III B mapanenbHUX rpymnax ao3y-
BaHHA (30 Ta 60 OXMHUIIL/KT KOXHI I1Ba
TUXHI) OyJ10 3aBepieHo. Pe3yabrat 1boro
9-MIiCIYHOTO KJIIHIYHOTO JOCIiIKEHH S
20 iny3iit (Homep NCT: 00376168) npoze-
MOHCTPYBaJIM CTATUCTUYHO 3HAUYIII MO-
JIMIIEHHS MOPiBHSIHO 3 BUXiTHUM piBHEM
MOKAa3HUKIiB CeJIe3iHKHU Ta BCiX BTOPUHHUX
KiHIIEBUX TOUOK €(heKTUBHOCTI (pO3Mip me-
YiHKH, PiBHi reMoriobiHy Ta TpoMOOL -
TiB) 3 O1JIBII HIBUIKOIO BiAMIOBiATI0 HA 103y
60 onuHuub/Kr [23], Ff, aKy BuMipioBaiu
meTogom QCSI, Oyna BKJIOUEHa B €KC-
IJIOpATOPHi MapaMeTpu B IbOMY peeCTpa-
LiAHOMY HOCJIiIXXEHHI OLiHKM BiIIOBIiAi
KiCTKOBOTO MO3KY y MiATpyNi Maii€eHTiB
3 XT, o 6pa Bizi 3 6oky Ff Ha Tepamiio Ta-
Jirnonepasolo ajabda ynpoaoBx mnepiony

110 36 MicAIiB, a TAKOX IXHE BiIHOIIEHHS
10 3arajibHUX BiIMOBieH y IUX MAlli€HTIB.
Hani Ff mopiBHIOIOThCS 3 pe3yabTaTaMu
y HeJIIKOBaHUX MallieHTiB 3 0a3U JaHUX
AMII Tome.

Mamepianu i Memogu
MauieHTH, SIKi OTPUMyBaAK
TaAirAlouepasy aabca

Bicim i3 10 mawieHTiB 3 BUllle3a3Haue-
HOTO peecTpaliiiHOro gociiaxeHHs [23],
SIKi MOrOAMJIMCS Ha eKCII0OpaTOPHU I aHa-
i3 Ff B AMII AMcTepaama, mpoaoBXuIn
y4acTh Y MPOTOKOJi TOBTOCTPOKOBOTO
cnoctepexeHHs. Binbip 3aificHoBaBCs
TiJIbKM Ha OCHOBI 3roau MpUizay 10 Am-
crepaama.

Yor1upu nauieHTn orpuMyBanu 30 ogu-
HUILb/KT KOXHI IBa THXHIi (Ipyna HU3b-
Ko 1031) i yoTupu oTpumyBaiu 60 oxu-
HUI1Ib/KT KOXHIi IBa TUXHI (IpyIa BUCOKOI
no3u). BuxiaHi pesyabratu Ff ta pesynb-
TaTtu yepe3 12, 24 ta 36 micauiB micas
MoYaTKy JiKyBaHHSI OTpUMaHi I BCix
8 mauienTtiB. PesynvraTu Ff micag 9 mics-
1iB oTpuMaHi y 7 3 8 mauieHTiB (BTpaueHi
JUTSL OJTHOTO TALliEHTa YePe3 TEXHIUHY MO-
MUJIKY).

HeAikoBaHi KOHTPOAbHI NMaLieHTH

Hani nux 8 mauieHTiB MopiBHIOBAIU
3 HEJIiIKOBAHUMMU KOHTPOJbHUMMU TMalli€H-
tamu. JIns nopiBHsAHHS Bianosini Ff uepes
12 micsauiB (Meniana 12,2, niana3oH §8,4-
14 micsiiB) BKJIOYEHi pe3yabTaTu 15 ro-
JNaHacbkux nmanieHTiB 3 XI. 3 nux 15 na-
Li€EHTIB Y 9 oTpUMaHi pe3yabTaTu Mmicis
24 MicsIIiB cTIOCTEPEeXXEHHS 0€3 JTiKyBaHH S
(meniaHa 24,1, nianmazon 19,1-28,3 micsiis),
a'y 6 malieHTiB OTpMMAaHi pe3yJbTaTH IicCJIst
36 Mics1iB criocTepeXXeHHs 60e3 TiKyBaHHS
(menmiana 36, miamason 33,5-41,4).

Xuposi ppakiii KicTKOBOro Mo3ky

MPT BukoHyBanau Ha amna-
pati GeneralElectricSignaHorizon
no ceprnHs 2009 poxy i Haxadi Ha amapati
SiemensAvanto. CuTHaJl OTPUMYBaJIU 3 BU-
KOPUCTaHHSIM 2-TOUKOBOI CITiH-€X0 MOC/Ti-
nosHocTi [dikcona (TE/TR:22/2500), a Ff
pO3paxoByBaJiu 3a TOMOMOTOI0 BHYTPill-
HBOTO aJITOPUTMY [24].

3MiHa CKaHepa He MaJla CUCTEMHOTrO
edexry [25].

Oco06auBi 3ycunns Oyau cripsMOBaHi
Ha Meperno3ullitoBaHHs 3pi3y 300paXKeHH s
Ha 300paxXeHHSIX CepeHbOCATITATbHOTO
JloKaJizaTopa Ajs KOXXHOT0 MOC/iI0BHOTO
BUMIipIOBAaHHS Y OJHOTO IAIli€EHTa SIKO-
MOTa TOYHIIIE i OTPUMAaHHS IOCTiIXKYyBa-
Hux 30H L3, L4 i L5 ctangapTu3oBaHum
crioco6om. [lpu oTpuMaHHiI 300paXeHb
32 UMM MPOTOKOJOM BiATBOPIOBAHICTh
crtanoBuTh 0,01-0,03 must Ff[15].

CniBBiAHOLUEHHS
i3 3araAbHOIO BiAMOBIAALO

Jns BUBYEHHS CITiBBIAHOIIEHHS MiX
BimmoBigaio B BuMipax Ff i 3aranbHoro Bi-
MOBiIAI0 HA JiKyBaHHS TaJiIjllolepa3olo
anb@da OyaM 3aCTOCOBaAHI TaKi mapaMeTpu:

* piBeHb reMOIJIO0iHY Ta YMCJIO TPOM-
OOLIMTIB;

* pO3Mipu TMEYiHKU Ta Celie3iHKU
3a oliHkoo MPT;

* aKTUBHICTb XiTOTPio3uaa3u, BUMipsiHA
3 BUKOpUCTaHHSIM cyocTpaty 4MO-neokcu-
XiT00i031 Y, 328 METOIUKOIO [26] 3 HE3HAU-
How Moaugikauiero [27].

JaHi Npo aKTUBHICTb XiTOTPiO3UAA3U
OyM DOCTYIMHUMMU Iicas 24 Mics1iB cro-
CTepeXeHHs.
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IMauientu 1 (cy6’ext 10-001 peectpa-

Ta6bnunus 1. Ff nepen nouaTkom nikyBUHHS Y NALEHTIB, L0 OTPUMYBANK Tanirniouepasy anbda, Ta y HeNiKOBAHUX NALEHTIB. wifitoro socixerHs) Ta 2 (10-028) mo-

Sx:3 BUAAJIEHOIO CeNe3iHKOoIo

- ol e N 1

o niu:qaous (Sx: He Sx) (mepiana, pianason) 10YM Ha BUXigHI 3HaueHHd <0,23, abco-

MauieHtH, wo oTpuMyBanu Tanirniouepasy anbda, 30 oAMHULL/KT KOXHI BBA TUXHI 2:2 34 (25-35) 0:4 0,19 (0,11-0,23) JUOTHi 3MIHH Y HMX HaLFieHTiB Oynu ].SiZLHO—

MNauienty, wo otpumysanu Tanirnouepasy anbda, 60 opMHMLL/KF KOXHI ABA THXHI 1:3 46 (33-54) 0:4 0,235 (0,13-0,35) BI,HHO 0,10 T2 0,08 mopiBHAHO 3 BUXiAHUM
Henikosai naujenti 9:6 40 (18-76) 3:12 0,24 (0,13-0,57) pllﬁieM. .

oka3Huk Ff MIABUIIUBCA 10 3HAYEHDb

>0,23 y nmauieHTra 1, aje 30iJbLICHHS €

Tabnuug 2. Bignoeigb Ff y nauienTis, wo otpumyeanu tanirniouepasy anbda. X: BigcyTHi uepes TexHiuHy nOMUnKY HE3HAYHMM Y TIOPIBHSHHI 3 MalliEHTaAMH

OujiHKa aHTUTIA

AHTHUTINIA 10 Tajirawiepasu ajabda
BU3Hayvayu (anti-drugantibody-ADA), Bu-
KOPUCTOBYIOUM METOJ aHaji3y aHTHUTia
0 mpenapaty, 3acHoBaHuil Ha ELISA,
3TiJHO 3 IPOEKTOM peKoMmeHaaiiit FDA.

3pa3Ku MalieHTiB 3 Mo3uTUBHUM ADA
naji xapaKTepu3yBaiu 3a HEUTpari3yro-
Y010 aKTUBHICTIO, BUKOPUCTOBYIOUU aH-
TUTiNIa aHTUTaAdirJaouepasu aaibda ais
MO3MTUBHOTIO KOHTpoJI0. [Tepmiuit aHani3
€ aHalli3oM HelTpasi3yuoi aKTUBHOCTI
in vitro, jge 3MeHIIEHHS (PepMEHTHOI ak-
TUBHOCTI BUMIpIOBAJU B MPUCYTHOCTI
CUPOBATKM MauieHTa. JApyruii ananis €
KJIITUHHUM aHali3oM, IKUU BUMIpIO-
BaB PiBeHb aKTUBHOI Tajirjawliepasu
asbda, 110 TOTJIMHAETbhCS MaKpodaraMu
nmicas iHKyOallii KyJbTMBOBAHUX MaKpO-
aris 3 Taniraouepasu anbda B IPpUCYT-
HOCTi cupoBaTku nauieHra. lleit ananis
00’eIHY€ BUSIBJEHHS 3HUXEHOT'O MOTJIU-
HaHHS Mpenapary KJiTHHAMU-MilleHsSIMHU
Ta 3MEHIIEHHS BHYTPilIHbOKJIITUHHOI aK-
TUBHOCTI npenapatry. 3HUXeHa BHYTPilll-
HbOKJIITUHHA aKTUBHICTh BUMIpPIOETHCSI
y BUTIajKax, KoJM Tajiratonepasa ajibda
Ta ADA-KOMIIJIeKCH BIIJIMBAIOTh HA KJli-
TUHHE MOTJMHAHHS a0 BHYTPillIHbOKJIi-
TUHHY (DEPMEHTHY aKTUBHICTb.

CTaTMCTUYHI MeToAMU

1 cTaTUCTUYHUX PO3PAXYHKIB BUKO-
PUCTOBYBAJIU MaKeT MPOrpaMHOro 3abe3re-
yeHHs1 PASW statistics-18.

bynau po3paxoBaHi abCcoONMOTHI 3MiHU
Ff. Pi3Hi rpynu nmopiBHIOBaJM 3a BiAIO-
Bigmio, Ff. [lopiBHAHHS TTPOBOAMIHN MixX
MauieHTaMu, sKi OTpUMYyBau TaJiraolue-
pa3y ajabda He3aJexXKHO BiJ 103U, i HeJli-
KOBaHMMU mnauieHTamu. Kpim toro, 0yio
MPOBEACHO MOPIBHSIHHS MiX Tajliriolepa-
3010 ab®a B 1031 30 OMMHUIIB/KT KOXKHI IBa
THXHI Ta TaJinmouepasono aibda 60 ogu-
HUIIb/KT KOXHi 1Ba TUXKHI i HEJTIKOBAaHUMU
nalieHTaMu.

BigminHocti B Ff mopiBHSIHO 3 BUXiTHUM
piBHEM y Malli€EHTiB, 110 OTPUMYBaJIU Ta-
Jirmonepasy anbga, 0ysio nepeBipeHo 3 BU-
KOPUCTAaHHSAM KPUTEPit0 3HAKOBUX PaHTiB
no BinkokcoHy. BinMiHHOCTI MiX JiKoBa-
HUMMU Ta HeJiKOBAaHUMMU I'pyIMaMu, a TAaKOX
MiX TpynaMu pi3HUX 003 BiZTHOCHO abco-
JIFOTHOI 3MiHM 3HaYeHHs Ff Oynu nepeBipeni
Ha CTATUCTUYHY 3HAYYIIICTh 32 TOMTOMOT 010
U-kputepito MaHHa-YiTHi.

Pesynbmamu

CxBaJIeHHS iIHCTUTYLiTHOI KOHTPOJIb-
HOI paaM JIJis1 MPOBEACHH S PeECTpalliiitHOro
JNOCJiIKEHH ST OyJI0 OTPUMAHO B KOXXHOMY
LeHTpi (Epycanum, Xaiida, benrpan) [23]. Yci
YYaCHUMKH TiAnHUCcaIN iHPOPMOBAHY 3TrOLY.

Y tabauui 1 HagaHa XapakKTepUCTHKA a-
LIIEHTIB.

[I’aTp manieHTiB, WO OTPUMYBAIU
Tajirnwolepasy ajbga, MajJlu BUXiIHI MO-
kasHuku Ff <0,23. Meniana BUXigHoro
Ff (n=8) cranoBuna 0,19 (niamaszon 0,11-
0,35) (tabmx. 2).

3nopeBd” YKpainu

Yci mauieHTH, 9Ki OTpUuMyBaIu Tasi-
ronepasy, Mau 36iteimenHs Ff, 3 cepen-
HbOI0 a0COJIIOTHOIO Pi3HUILIEIO BiJHOCHO
BuxigHoro piBus 0,10 (ziamazon 0,03-0,19)
nicas 1 poky nikyBaHHs#, 0,095 (nianazon
0-0,28) yepes 2 poku nikyBaHHs i 0,135
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—m— 30 op./kr KOXHI 2 TMX, n=4
—eo— 60 op./Kr kOXHi 2 TUX, n=4
A HenikosaHi, n=6
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—m— Tanirnouepasa ansa,
6ypb-ska go3a, n=8
—-a- Henikosaui, n=6

Puc. 1. 3minu Ff png scix rpyn

MpeacTasneHi meaiaHa Ta gianasoH. 3 HenikoBaHOI
koropt AMLU nuwe Ti nauieHt, y akux Hagani
cnoctepexeHHs 6e3 nikysaHHs Tpuesano 3 poku (n=6),
BKJIIOYEHI 0 LMX rpadiKiB ANs KOXHOI YOCOBOI TOUKM.

S

Kinka,
39 pokis

Tanirnouepasa ansda,
30 op./Kr KOXHI 2 TUX
Kiwka, 33 poku

L3 0,200
L4 0,210
L5 0,250
av. 0,22

(miamazon 0,05-0,29) micas 3 pokiB Jiky-
BaHHs (Tabs. 2). Pesyabratu mmicns 9 micsuin
(n=7 3 8) moka3yoTh 30inbi1eHHs Ff, mopis-
HIOBAHO 3 BiATOBiAAI0 Mics 1 poKy.

IMauieHTiB, AKi OTPUMYBaJIU TANITIIO-
1epa3y aabda, po3AiJIUIN BiIIIOBIIHO
no mo3u: 30 i 60 ofMHUIIB/KT KOXHI JIBa
TUXHI i MOPIBHSAAU 3 TPYNOIO HEJNIKO-
BaHUX mauieHTiB. [TokasHuk Ff 3HauHO
30iAbIIMUBCSA MOPIBHSAHO 3 BUXiIiTHUM
piBHeM (p=0,012) i mopiBHSIHO 3 HeJli-
KoBaHUMU nanieHtamu (n=15, p=0,005)
BXe Mmicasi 1-To poKy CIOCTepexXeHHS
3 MOJAJbIIUM MOKPAIIEHHSIM MPOTSATOM
nepioay mo 36 micsauis. Ha pucynky 1
300paxkeHi cepenHi 3HaueHHs Ff ynpo-
JIOBX 36 Micd1iB criocTepeXeHH ma-
LIi€EHTIB, 110 OTPUMYBAJM TajJiraioue-
pa3y ainbda, y TOpiBHSIHHI 3 NiATPYII0I0
IIEeCTH TMalli€HTIB, IKi HE OJepPXyBaJIu
JIiKyBaHHS, AJS1 KOTPUX MOXJIHUBO OyJI0O
OTPUMATH PE3YJbTATU CIIOCTEPEXEHH S
10 36 Mics1iB 6e3 IiKyBaHHSI.

Jlo3a He MaJsa iCTOTHOTO BIJIUBY, aje
YOTUPHU MallieHTU 3 HallHuxuum Ff (ma-
uieHtu 1, 2, 7 ta 8 B Tabauui 1), n1Ba 3 HUX
OTPUMYBAJIU BUINY H03Yy (mauieHTu? i 8),
nocsriu 36inbiieHHs uie 0,23 Bxe yepes
1 pik, TOAI K 1JIs1 ABOX MALli€EHTIB, 110 OTPU-
MyBasiu 30 OIMHUILL/KT KOXHI 1Ba TUXHI,
11€ 3aifHs1I0 Oijiblle yacy.

KosnbopoBi komoBaHi 300pakeHH S TUTIO-
BOTO MpUKJaay pe3yabrartiB Ff s Heriko-
BAHOTO Malli€HTa Ta MallieHTa, SKUI OTpU-
MYBaB TaJlirtolepasy ajabda, npeacrabieHi
Ha PUCYHKY 2.

BiAHOLLEHHS A0 3araAbHOI BiANOBIAj

InnuBinyanbHi pedyapratu Ff Ta iHmmx
MOKAa3HUKIiB 3aXBOPIOBAHHS MpeacTaBIeHi
Ha PUCYHKY 3.

0,365 0,359 0,376
0,392 0,423 0,415
0,377 0,396 0,402
0,38 0,39 0,40

Puc. 2. Konbopoge kopoBaHe Bigo6paxeHHs Bumipis Ff npu T=0 nicng 12, 24 ra 36 mic
Y HeniKoBaHOI NALEHTKY TA NALIEHTKY, IKa OTPUMYBaANA Tanirniouepasy anbda

HenikosaHa nauieHTka Mana nopisHAHO HU3bkMi nokasHuk Ff, ane sigmoeunacs eig nikysanns. Lli asi nauientku

6ynu obpaHi AN NPUKNAAIB, 3 OFNSAY HA BIANOBIRHICTD

suxigHoro nokasHuka Ff ra crari.

Ne Cram | Bik | Fenorun Aosa . BuxigHui Ff uepes Ffuepes Ffuepes Ffuepes 7 i 8 BizHocHO BuxigHoro pisHs Ff. Ile Bin-
(oAMHMLL/KT KOXKHI 2 THXKHI) nokasHuk Ff | 9 micauis | 12 micauis | 24 micaui | 36 micauis TOBiIa€ 3arabHiii GibL MOMipHiil Bixmo-

P1(10-001) y 25 N3705/N370S 30 0,16 X 0,20 0,26 Bi/li, BUSBJIEHIH Y 1IbOrO MallicHTa, HE3BA-
P2 (10-028) Y 35 N370S/84GG 30 0,11 0,17 0,19 0,19 JKalo4uu Ha 9iTKe 3MEHIIEHHS pOo3Mipy cele-
P3 (15-015) X 35 N3705/N370S 30 0,23 0,24 0,26 0,34 3iHKH, 3 21 kpatHux HopMi (KH) mo 12 KH
P4 (30-008) X | 33 N3708/c.1265_1319del 30 0,22 0,39 0,38 0,40 micsst 36 MiCALIB JTKYBaHHSA. B
P5 (10-005) X | 33 N3705/N370S 60 0,35 0,42 0,38 0,40 Tauient 2 € EAMHUM NMALIEHTOM Y L
P6 (15-016) 4y | 4 N370S/N370S 60 0,33 0,43 0,45 0,49 KOTOpTi, AKMif HE NIPOICMOHCTPYBAB 3011b-
meHHs Ff mo 3Hauens >0,23 ynpomoBx

P7 (30-009) y 52 N370S/R463H 60 0,14 0,27 0,28 0,40 36 MicawiB micns gikysata. [omioHi pe-
P8 (30-011) Y 54 N3705/D409H, H255Q30 60 0,13 0,30 0,32 0,42 3yIIBTATH OTPUMAHI y IeSKUX MAIICHTIB,

SIKi OIepKYBaJIu iMiratolepasy (0COOMCTUi
nocBin). OpHak 3arajbHa BifIOBilb Y LIOTO
naiieHTa 3aJ0BiJibHa 3 (Malixe) HOpMaJli3a-
1Ii€10 KiJTIbKOCTi TPOMOOLIMTIB i pi3KUM 3HU-
JKEHHSIM aKTUBHOCTI XiTOTpio3uaasu (yepe3
24 micaui) i (6ib1I HE3HAUHMM) 3MEHIIEeH-
HSIM pO3MipiB OpraHis.

MDopMyBaHHS aHTUTIA
Ta No6ivHi peakuii

CiMm mauieHTiB OyJU MO3UTUBHUMU
Ha IgG-aHTuTina (3 maieHT OTpUMY-
Basu 30 OAMHMIIB/KT KOXHI ABA TUXHI
i4-60 omMHUIIB/KT KOXHI 1Ba TUKHIi), 3 HUX
2 Maju MO3UTUBHUM pe3yJbTaT Ha HEUT-
pai3ylouy akTUBHICTh (mauieHTu 4 Ta 6)
B aHaJi3i Ha HEUTpaai3ylouy aKTUBHICTh
B CMUPOBATIli KPOBi, ajie XXOAHUI B KIiTUH-
HoMmy aHaJi3i. [TauieHT 3 BUSIBUBCS €AMHUM
Mali€HTOM, Y SIKOTO aHaJli3 Ha aHTUTiJa 3a-
JINIIAaBCSA HETAaTUBHUM YTIPOJIOBX BChOTO
JNOCTiAXeHHs. Y malieHTa 8 micjas JeT-
BepToi iH(Dy3ii OYB MO3UTUBHUIA pe3yabTaT
Ha IgG-anTuTina, ki He MaJIM HeraTUBHOTO
BIUIMBY, Ta HaJaJli HE BUSBISIJIUCD.

Ycworo 6yno 3apeectpoBaHo 112 mobiu-
nux siul (IT4) y 8 naienTis, 3 sskux 20 ITA
OyJiM 3ape€ecTpOBaHi K MOB’A3aHi 3 JiKY-
BaHHSIM. JI0 HUX BiTHOCSITHCS ONMH MALiEHT
3 TilepyyTIMBOIO peakli€elo mia yac iHgys3ii
23, OVH TALi€HT 3 iIHTEPMITYIOUUM (PiK-
COBAHUM MEIMKAMEHTO3HUM JAEPMATUTOM
yepe3 15 Mics1iB, IKUM 3’IBUBCS OCTaH-
HBOTO pa3sy uepe3 14 micsauiB micas nepuoi
iH(y3ii, Ta ONMH MaLliEHT 3 peakUisIMu,
MOB’sI3aHUMM 3 iH(DY3i€l0 (3aITaMOpOUEHH I,
03HO0, HyHoTa i 611b y Micui iHdy3ii). O6u-
JIBa ALIEHTY MPOAOBXKYIOTh IIKYBaHHS Ta-
Jliraolepasoro anbda, i HaBiTh MALEHT, 1110
MaB TinepuyyTAUBY peakllito, MpU MOBiJb-
Hiii iH(DY3ii y noeaHaHHI 3 TpeMeIuKalli€ro
(JlopaTaguH i paHiTUIMH 3a 12 Ta 2 roguHU
1o iHy3iT).

0G2oBopenny

JlaHe HayKOBe JOCHiAXEHHS JeMOH-
CTPYE, 110 JiKyBaHHS Tajirjamlepas3olo
ajibda NPUBOIUTH 10 3HAUHOTO 301JIbIIEHH S
JKOBTOTO KiCTKOBOI'0O MO3KY, 1110 BifoOpa-
JKa€e KJipeHc KJIiTuH [olie y maumieHTiB
3 XI' I tuny. [TopiBHSHO 3 HEJiKOBAHUMU
naiieHTaMu, noka3HukK Ff 3HauHo migBu-
LM BCS, 10 BiATOBiAa€ 3arajabHiil 3a10BiJIb-
Hiit BiAMOBii y MALliEHTIB, SIKi OTpUMYBaIN
TajirmoLepasy albda.

HesBaxatouu Ha Te 1110 AJIs1 OCTAaTOUHUX
Bimmosineii Ff He Oyi10 BCTAHOBJIEHO CTATHUC-
TUYHOI pi3HuI Mix mo3amu 30 Ta 60 omxu-
HUILb/KT KOXHIi ABa TUXHi, y Malli€HTiB
3 HallHUXX4uM noka3dHukom Ffy rpymni
3 BUCOKOIO 103010 BiAIMOBiIb qocsTanacs
IIBUJLIE MOPiBHSHO 3 1BOMA MalliEeHTaMU
3 HAMHWXXYUM Tloka3HukoM Ff'y rpymi ma-
LIEHTIB 3 HU3bKOIO 103010. X0oua 1Ie CBi-
YUTh MPO M0303aJeXKHUN edeKT, TAKOXK
CJIiJT 3a3HAYMTH, IO 1Ii ABa MAlLliEHTH, SIKi
JNIEMOHCTPYBaJIM BUAKY BiAINOBIiIb, OyIn
HalicTapillMMU MalieHTaMU B KOTOPTI.
Ocxkinbku Ff 30imbIIyeThCS 3 BiKOM, HU3bKA

IIponosxenns Ha crop. 20.




MDKAUCUWNNIHAPHI NPOBJIEMA

PE3YNbTATU AOCNIIKEHHA

JLOCRIOMEHHA BNAUBY Mani2niouepasu anbpa Ha KicmKoBUi
MO030K | nawiehmis 3 xsopoboto fowe 1 muny

BUXiJHa XK1 poBa (pakilisl y LIUX ABOX Malli-
€HTIB MOrJia BijjoOpaxkaTtu Oijbll Cepiio3HY
iH(piabTpalio (OCKiJIbKY O4iKyBaHU TO-
ka3Huk Ff, mo BinmoBigae iXHbOMY BiKY,
€ BUIIMM) 3 HACTYMHOIO IIBUAIION BiAMO-
Bij IO,

30inbuieHHs 10 piBHA >0,23 Gyyo g0-
carnyto y 7 3 8 mauientiB. Lle#t mopir
BiJCiKaHHS paHille BUKOPUCTOBYBaIU
SIK TMMOKA3HMK PU3UKY JJI51 KiCTOK Ha OC-
HOBI monepenHix gocaigxenb B AMII [16].
OnvH naiieHT y rpyni Hu3bKoi no3u (P2)
1Ie He AOCAT IIbOTO TTopora Imicist 36 MicsIiB
JikyBaHHs. [ToBijsibHA BiANIOBiIb KiICTKOBOTO
MO3KY 3a3BHYail IPOCTO BimoOpakae Ba-
pialio MOXJIMBUX BiAINoBigei i pigiie
MoOXe OyTHM moB’sg3aHa i3 3araJibHOIO
MOBiJIbHOI a00 BiACYTHBHOIO BiAIOBIIIIO
B pPe3yJIbTaTi HEMTpali3ylounXx aHTUTIJ a0o,
MOXJIMBO, JOKaJIbHUX aHOMaJIi i1, IK-0T (hi0-
P03 KicTKOBOro Mo3Ky. OCKiJIbKHM 1Ieii ma-
LIIEHT IEMOHCTPYBAB aIeKBaTHE 3HUKEHH S

IIponos:xkenns. Ilouarok Ha cTop. 18.

PO3MIipiB MEYiHKM Ta CeJe3iHKU Ta MO3U-
TUBHY BIiJMOBib HA XiTOTpio3umasy, Ha-
BpsJ Uu e(peKT HasIBHOCTI aHTUTIJI OyB
3HauymuM. Kpim Toro, y iboro nauieHra
Oysia BiACyTHS HeliTpajizylouya aKTUB-
HiCTb aHTUTIA. Jloci MU He 3MOTJIM BU3HA-
YUTHU KOHKPETHi MPOrHOCTUYHI MOKa3-
HUKHU JJIS TALi€HTIB 3 HU3bKUM piBHEM
Binmosini [4].

JIBa mOCHiAXeHHS paHille MOBigOM-
nsanau npo Bignosiab Ff Ha 3aMmicHy dep-
MEHTHY Teparlito iMirnionepasoio (8, 14].
PoszenTanp (Rosenthal) i cnmiBaBT. aHa-
JnidyBanu BigmoBiab y 11 3 12 mauieH-
TiB micas 42 Mics1iB TiKyBaHHS B TMO-
4aTKOBUX M03aX 60 OOMHUIb/KI KOXHI
NBa TUXHS i BCTAHOBUJIM CepeaHE abco-
MoTHe 30inbmenHsa Ha 17,7% (miama3oH
5,5-24,6%) [8]. [IpsMomMy TTOpiBHSIHHIO
MOTOYHUX pPe3yJNbTaTiB 3 pe3yabTa-
TaMU 11bOTO JOCJIiJXEHHS 3aBaXae TOun
daxT, 1o IXHI MOMyAsSLig cKiaagajacs

3 8 miTei. 3 BiKOM MepeTBOPEHHS Yep-
BOHOTO KiCTKOBOTO MO3KY y XKOBTH1 IO~
YU HAETHCS B TepMiHaIbHUX (asaHrax
i mporpecye Big nepudepruyHoro (ameHgi-
KYJSIPHOTO) 710 LIEHTPaJIbHOTO (0ChOBOI0)
ckenera. Konu ntonuHa gocsrae 25 pokis,
KOHBEPCisl KICTKOBOTO MO3KY 3aBep-
1eHa, i 10CATAEThCI MOAEIb JOPOCIOTO
31 30iJIBIIEHHSIM XU POBOi (Pppakiii B 10-
BI'UX KiCTKaX, a TAKOX y xpeousx [28, 29].

VY nocaigxeHHi [14] BuBUanu Bigmosinb
Ff'y 12 nopocnux nauienTis 3 XTI i yac Ji-
KyBaHHs. CepenHe aOCOMIOTHE 30iIbIIEHH ST
y LIUX MamieHTiB micas 48-60 micsauiB cra-
HoBuJIO 17,5% (nianason 8-29%) 3 HopMa-
nizauieto Ffy 11 3 12 mauienriB. Baxausa
Pi3HULS 3 LUM JOCTiKEHHSIM IMOJsIrae
B TOMY, 110 TALIIEHTH B IaHiii KOrOpTi OT-
pUMYyBaIM Mpenapar y 3HAa4YHO HUXUYUX
MOYaTKOBUX J03aX (cepenHs ao3a 7,5 oqu-
HUIIb/KT KOXHI Ba TUXHS, Aianma3oH 7,5-
30 OmIMHMIIb/KT KOXHi 1Ba TUXKHST).

Byno 6 nyxe 11ikaBO MOPiBHSITU BiAIOBiAi
Ff'y nauieHTiB, 1110 OTpUMYBaJIU TaJiIJIIoLe-
pa3y anb@da Ta imirmouepasy. [onnanacbka
0a3a naHux lolle MiCTUTb TOCUTb BETUKU I
00CAT CrocTepeXeHb MI0A0 MOKa3HUKiB Ff
(B OCHOBHOMY) y Malli€HTIB, Ki OTpUMY-
Bau iMirmonepasdy. OgHaK NOPiBHSIHHS
He OyJI0 IOLiJTbHUM, OCKiJIbKH FOJIJIaHIChKa
KOropra malli€HTiB, SIK IPpaBUJIO, OTPUMY-
BaJia pi3Hi 103U GEepPMEHTY.

OOMEXEHHSM 11bOTO JOCHiIKEeHHS €
TO# (hakT, 1110 HeJiKOBaHa rojilaHIchbKa
KOropTa i maluieHTH, sIKi OTpUMYBaJIu Ta-
Jirnouepa3sy ajibda, He OyJIM ycTaBJICHI
3a BiKOM, CTATTIO Ta BUXiIJHUM piBHEM
Ff. Onnaxk cTaTUCTUYHO 3HAUYIIOI Pi3-
HUIIi y BuxinHoMy piBHi Ff He Oymo. Xoua
He BCi HeJIIKOBaHi MalieHTH MaJu JaHi
Ha KOXHY 4acOBY TOUKY, MU pO3paxyBajiu
BiTHOCHI 3MiHU MOPIiBHSIHO 3 BUXiITHUMU
MOKa3HUKaAMM [JIsI KOXHOT0o y4yacHUKa,
SIKi 1eMOHCTPYIOTh, 1o 3arajiom Ff 3a-
JINIIAETHCSI HE3MIHHUM Y HeJiKOBaAaHUX
MAallieHTIB, SIK MPO 11€ BXKe MOBiJOMJISIOCS
panimie [19].

Xouay 7 naiui€eHTiB BUSBISIJIUCh aHTUTIJIA
IO TaJiriaouepasu aiabda, He OyJI0 BUSIB-
JIEHO XXOTHMX MTOOIYHUX peakiliii BiTHOCHO
KJIiHIYHUX pe3yabTariB. He Oyno uiTkoro
KOHTPACTY B KJIiHIYHi# BiIMOBi1i MiX 1BOMa
NnalieHTaMu, y SKMX CIIOCTepirajacs HeuT-

paJizyroua akTUBHICTb (mauieHTu 4 Ta 6),

y MOPiBHSHHI 3 iHIIUMU MallieHTaMU, SIKi
051 o1 3500 7 o1 = OTPUMYBaJIU Tajiraouepasy anbda. Xoya
0,4 = 2 5 3000 82 g e MiaTBEePAXYE .nonepe;[Hi crnocrepe-
a3 = A3 2 JKEHHSI, 110 aHTUTIJIa 10 PeKOMOIiHAHTHUX
L 031 & 4 ; 2500 o 4 3 (bepMeHTIB, 110 BUKOPUCTOBYIOTHCS I
" 02 -5 E | 5 8 nikysanHs XI, 3arajgoM Majo BIIMBAIOTh
' -6 g 2000 - a Ha KJIHIYHY epeKTUBHICTH [30], BaXKO I10-
01 1 : Z S 1 : ; e PiBHSITU pe3yJIbTaTH TECTY 3 TAHUMM JliTepa-
0,0 . . . 1500 L . . . ::_5 TYpH. OCK.iJIb.KV[ YyTJUBICTb aHAJIi31B MOXeE
0 1 04 34 0 12 24 36 WIMPOKO BilPi3HATHCA, HE MOKHA 31:)061/ITI/¥
HisIKMX BUCHOBKIB 11010 iMyHOT€HHOCTI
Yac, micauis Yac, micsuis Yac, micauis y MOPIiBHSIHHI 3 iHIIMMU hepMeHTaMu, sIKi
3acTocoByIOThCs aist O3T.
18 1 o 1(M) 3500 7 o o1 10000007 o1 OTKe, JTKyBaHHS TATILTIONEPA30[0 aMb(ha
-8 2 (M) 3000 - -2 §—~ -2 NPUBOIUTD 10 3aJ0BiJIbHOrO 30iIbIMIEHHS
_ & 3(F) 2500 4 a3 2 S A3 Ff, mo BianoBinae (3arajiom) mo3uTHBHIii 3a-
2 o 4(F) & 5000 o4 53 o4 rajibHii 1MHaMini, IKa cnocTepiracTbes y uux
= - 5(F = -5 %7 10007 <5 MAIiEHTIB.
2 - (M) T 1500 A =6 £ -6
-+ 7 (M) 1000 - -7 Tz -7 Cnucok niTepaTypy 3HOXOAMTbCS B PEAAKLT.
M 500 v 8 E . . .
8 : : : : : < 500 : : : : 3a marepianamu cratti: van Dussen L., Zimran A.,
0 9 12 24 36 0 9 12 24 Akkerman E.M. et al. Taliglucerase alfa leads
to favorable bone marrow responses in patients
Yac, micsauis Yac, micauis Yac, micauis with type | Gaucher disease. Blood Cells,
Molecules and Diseases 2013; 50: 206-211.

Puc. 3. 3minm y Ff, pisenb Hb, uncno rpombouurie, po3mip neuiHku, po3mip cenesiHku i GKTUBHICTb XiTOTPiO3nAA3M B NALEHTIB,
AKi oOTpUMyBanu Tanirniouepasy anbda

MyHKTUPHI NiHii 3 BIAKPUTMMM CMMBONAMM BifNOBIAAIOTL NauieHTOBI 3 o300 30 oa./Kr KOXHI 2 TUX; CYUinbHI NiHii i3 3aKPUTUMM CUMBONAMM BIANOBIAAIOTE NALIEHTAM

3 go3oio 60 op./Kr KOXHI 2 TUX.

MAXOBA IYMKA

CBivl NorNag, Ha NiKyBaHHS XBO-
poOwu lowwe npeacTaBuna 3aBigyBay
LleHTpy opdaHHNX 3aXBOpIOBaHb
HauioHanbHOT AUTAYOT cneuia-
nisoBaHoi nikapHi «OxmaTguT»
MuHicTepcTBa OXOPOHU 30,0POB'SA
YKpaiHu, kKaHauaat MeguyHux
Hayk H.O. Miukyp.

= KniHi4YHi hopmm Ni30COMHMX
XBOPOH HakonuyeHHs (JIXH) bynu
onucaHi ynpogosx XIX ctonitTa
KOropTOIo BUAATHUIX KNIHILMCTIB Ta NaToMopdonoris, 4MiMm
npi3BuLLaMu Oynn NisHille Ha3BaHi BiANOBIAHI HO30MOTIYHI
thopmut: YoppeH Tenn, BepHapa Cake, @inin lowwe, MoxaHec
®abpi, Anbbept Himan, Mioasir Mik i MoxaHec Momne.

XBopoba lowe (XI) = ue cnagkoBe NaHeTHi4YHe 3aXBo-
pIOBaHHSA, AKe HaNeXuTb 4O rpynun chiHroninigosie i €
ACKPaBUM NpeACcTaBHMKOM AaHOI rpynv Makpomoreky-
NAPHMX MOPYLIEHb CNaAKOBMX OpdaHHUX MeTaboMIYHNX
xBop0o6. X yCcnajKoBYETbCA 3@ ayTOCOMHO-peLecmB-
HMM TUMNOM, MPUYNHOIK 3aXBOPIOBAHHSA € AedilumnT Ni-
30COManbHOro hepMeHTy riokoLepebpo3naasn (kmc-
noi B-rmoko3naasu). Lle npu3BoanTb [0 HAKOMUYEHHS
cybcTpaTy rnokouepebposmay (rniokosnnuepamiay)
B Makpodarax f1i30COM Ta iHLWKX KNITUHAX OpraHiamy,
Hanpuknapg, B octeobnactax. KniHiyHa kapTuHa XTI
XapaKTepPU3yeETbCH MYyNbTUCUCTEMHUMM YpPaKeHHAMMN

PP-ELE-UKR-0010

CrarTio HaAPYKOBAHO 30 MiATPMMKM NPEACTABHUALTBA
komnaHii «[arzep Ekcnopr bi. Bi.» 8 YkpaiHi. @_

Ta 3a3BMYaN MAE NPOTrPecylyni XpoHiYHUI nepebir.
Y Naui€eHTIB CnOCTepiraETbCs 3aTpUMKa POCTY | CTaTEBOTO
[003PiBaHHA, PaHHIM NoYaTOK OCTEONEHiIi, 3HaYHa cnne-
HOMeranis, renatomeranis, TpoMboLNTONEHIS, aHeMis,
CUNBHUN KICTKOBWI Binb, rocTpi KiCTKOBI KpU3n Ta nepe-
nomun. MpmbnnsHo 80% Aaiter 3 XI MatoTb LOHaNMeEHLIe
OfAHY KICTKOBY MaToMOrit0 Ha MOMEHT AiarHosy.

3aBAAKM PO3pobLi CyHaCcHUX BUCOKOCMEUMPIYHMX Me-
TOAIB NiKYBaHHA MaLiEHTU 3 PIAKICHUMN CNafKOBUMM
3aXBOpPIOBaHHAMM, gKMMK € JIXH, oTpnuMann edekTUBHI
3aco6K KopekLii NaToNoriYHOro CTaHy i CyTTEBOro Nokpa-
LLEHHA AKOCTI XunTTa. | came X[ cTana B npsMOMYy CeHCi
nioHepoM WoA0 eeKTUBHOIO 3aCTOCYBAHHSA NepLmnx
NiKapCbknx 3acobiB AN hepMeHTo3amicHOI Tepanii.

3aMmicHa Tepanis pepMeHTamu 3abe3nedyeTbCs eK30-
reHHUM BBEAEHHSAM PEKOMOIHAHTHUX (hepMeHTIB 3 METOD
3aMiHM gedeKTHUX NiI30COMaANbHNX PEePMEHTIB.

30/10TUM CTaHaPTOM NiKyBaHHA xBopobu lowe | Tuny
Ta HeHerponaTnyHMx Npossis Il TMNy € nikapcbkunm 3acio,
rniokouepebpo3naasa, o MiCTUTb 3alUWKU MaHO3M
Ta BNAMBaE Ha Makpodarn (imirnouepasa). baratopiyHi
naHi Peectpy naujenTis 3 IX (ICGG Gaucher Registry) Bka-
3yI0Tb Ha Te, WO epMeHTHa 3aMiCcHa Tepanis imirniouepa-
3010 JO3BOJIAE HIBEIOBATN reMaToNorivHi Ta BicLepanbHi
NPOSBUN 3aXBOPIOBAHHSA | 3MEHLINTU HaBaHTaXXeHH: KJi-
THamK lolwe KicTKOBOro Mo3Ky. Y pe3ynbTaTi cnoctepi-
ra€TbCs 3MEHLLIEHHS OCTeoneHii, 0onio B KiCTKaXx, pu3mnky
nepenomiB Ta 3aranbHe NOMINWeHHS SKOCTI XXUTTS XBOPUX.

[esaki nposBy NaTonorii KiCTOK, HaNnpWKIaZ, OCTEOHEKPO3,
0CTeodibpo3 Ta NITUYHI ypaXkKeHHs, NiKBiAyBaTV He MOXHa,
ane CBOE4aCHO BCTaHOBNEHMM [larHO3 Ta BYaCHO po3noyaTa
Tepanis 3anobirae PoO3BMTKY LMX HE3BOPOTHWUX YCKAAHEHb.

[HWIi BapiaHTV pepMeHTHOI 3aMicHOI Tepanil, LWo BNn-
BaloTb Ha Makpodary, Hapasi 3aBepLnan KiHiYHI BU-
npobyBaHHA Ta 3apeECTPOBAHI B PO3BMHYTUX KpaiHax:
Benarnouepasa, MoAacbkii hepMeHT, SKU BUpobNsioTh
hibpobnacTn, Ta hepMeHT POCIUHHOTO NMOXOOXKEHHS —
Tanirniouepasa anboa.

B YkpalHi Ha CbOrofHi 3apeecTpoBaHO BCi TPW Nikap-
Cbki 3acobWu, 1o 3 0HOro 6OKY A03BOJIAE PO3WNPUTM
NiKapCbKiv apceHan, afle 3 4pyroro CTaBUTb CkNafHe
NUTaHHS Woa0 BUOOPY Hanbinblw edekTMBHOIO npena-
paTy. 3a3BM4al PiAKICHICTb 3aXBOPIOBAHHS, L0 BNINBAE
Ha KiNbKiCTb MaLi€HTIB, CKNAaAHICTb MOPIBHAHHS rpyn
NaLIEHTIB 3aBAAKM IXHIV HEOQHOPIAHOCTI, BNNB reHe-
TUYHUX Ta HecneundivyHUX GakTopiB Ha HOPMYBaHHS
iHOVBIAYanbHOro GeHOTUNY, a TaKOX BIAMOBIAI Ha Ni-
KYBaHHS CYTTEBO YCKNALHIOOTb OLHKY eDeKTUBHOCTI
Pi3HUX NiKapCbKMX 3acobiB Npyn opdaHHKX 3aXBOPIO-
BaHHAX. Ane BaXMBICTb po3pobKM HOBUX Npenapa-
TiB € Ha[13BMYaMHO aKTyaslbHO | eKOHOMIYHO 0BrpYH-
TOBAHO. | TOMY AOCHIAXEHHS WOAO BNAMBY HOBOIO
npenapaTty — Tanirnwouepasu anb@a — Ha KiCTKOBUN
MO30K i MO3UTMBHI 3MiHM 3 DOKY KiCTKOBOI TKaHWUHMN,
[0al0Tb Hafilo Ha Te, Lo xBopi 3 XI Ta nikapi oTpMMaloTb
e oanH echekTUBHUI Npenapar.
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