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MDKAUCUUNNIHAPHI NPOBJIEMA

nornan »AXisus

Xsopo6a ®afpi: sigkpummg gepMamonozis, gocAipKylomb HEsponozu

Y mexax opranisoBaHoro TOB «CaHodi-AseHTic Ykpaina» oHnaiiH-Be6iHapy «OpdanHi 3axeopioBaHHs. XBopo6a Pabpi — 1k HagaTH LWAHC
nauieHTy» CAyXadi oTpMmani cyyacHy iHpopmauilo Npo OCHOBHI KNiHiuHi NPosBY, 3a6e3neueHHs AiarHOCTUKM Ta NiKYBAHHS Li€i pigKicHOT

reHeTMYHO AeTepmiHOBaHOI Hepyru. MponoHyemo Ao Bawoi yBaru ornsp ofHiei 3 HaWLiKABILLMX JONOBifeH, 1Ky NnpeAcTaBuB 3aBinyBaY kKadpeapu
HeBponorii, Heipoxipyprii Ta ncuxiarpii Y>kropogcbKoro HaUioHANLHOrO yHiBepcuTeTy, Ai. Meg. H., npodecop Muxaiino Muxaiinoeuy Opoc.

M.M. Opoc po3moyaB I0MOBib 3 iCTOPUUHOTO
€KCKYpPCY JI0 TIEpIINX 3TaloK PO XBOPOOY HAKOITH-
YyeHHs rikocdinronininis. Tak, 1898 p. HiMelbKuUit
nepmarosor M. DaGpi BusiBuB y mattienTa 13 pokiB
HOMYJIAPHY TypITypy, 10 Oy/1a Hamai Kiacugiko-
BaHa sIK OJMH i3 BapiaHTIiB A1U(y3HOI aHTioKepa-
TOMU. 3r0JIOM Y IUTUHU PO3BUHYJIACH ATbOYMiHY-
pist. Toro x poky nepmarosor i3 Benukoi bputanii
B. AHaepcoH onucaB KIiHiYHMIA BUTTAIOK XBOPOTO
39 pokiB 3 aHTioKepaToOMOI0, MPOTEiHYpi€T0, Ba-
PUKO3HUM PO3LIMPEHHSIM BEH HUXHIX KiHIIiIBOK
Ta JIiM(paTUIHUM HAOPSKOM.

Haremnep Bimomo, 1110 xBopoba ®abdpi — AHmep-
COHA € 3aXBOPIOBAHHSAM HAKOMMUEHHS JIiMiiB, 1110
3yMoBJieHe aedekTom reHa GLA, sikuit Binnosinae
3a CUHTE3 JTi30COMHOTO (DePMEHTY (/-TalaKTO3M-
nasu A (o-GAL-A). s po3Butky xBopoou Dab-
pi (X®) noctaTHbO TOUKOBOI MyTalii reHa GLA
(Desnick et al., 2001). [TomupeHicTh 3axBOpIO-
BaHHs cTaHoBUTH Bif 1 Ha 40 Tuc. o 1 Ha 120 Tuc.
HOBOHAPOIKEHMX; BOHO 3yCTPIiUaEThCS B YCiX pa-
COBHX Ipymax: i3 yactoroto 1 Ha 117 Tuc. B ABcTpa-
i, 1 Ha 476 tuc. y Hinepnanpax, 1 Ha 40-60 Tuc.
yonogikiB y CILIA (Arends et al., 2017).

[Tpodecop M.M. Opoc 101aTKOBO MOAITUBCS
BJIACHMM JIOCBiIOM JiarHOCTUKK XD.

KAiHiYHMI BUMAAOK

Mamient FO. 17 pokiB ckap>XWBCsT Ha BU-
pasHuil MeKy4Yuii Ta HeCTEPIHMIA Oiib y CTO-
Max i KMCTSX, MepioauyHe BUHUKHEHHS
CyIIMAAIBHUX TyMOK BHACIIIOK HEMOXIIHI-
BOCTi BUTPMMYBATH iHTEHCUBHICTb 00JIbOBOTO
CUHIPOMY; TOJaTKOBO 3a3HayaB MePioaAnYHy
CyXiCTh KMCTEN pyK. 3 aHaMHe3y BiTOMO,
10 TAIIEHT XBOPI€E 1IiCTh POKiB — BiI Yacy
Tepioi nosiBu 060J10. HeomHopaszoBo JTikyBaB-
¢y CiMEITHOTO JliKapsi Ta HeBpoJIora, ajie 6e3
ycnixy. I[HTeHCHBHICTh 0010 MEPiOANIHO
3MEHIIYEThCS TEPAITiEI0 TEKCKETOMPOPEHOM
200 KEeTOpoJIaKoM. Y MaTepi Mali€eHTa BUHU-
Ka€ MoAiOHMIA Oilb MEHIIIOT iHTEHCUBHOCTI,
BOHA JIOATKOBO CTPaXJIA€ Bill paHHbOI Ka-
TapakTu. 3a TOMOMOTOI0 eIeKTPOHEHPOMio-
rpacii y XBOporo 0yJ10 BUSIBIEHO O3HAKU aK-
COHAJIbHOI MOJIiHEBPOIIATii, 110 CIIPSIMYBaJIO
JIIaTHOCTMYHUI TTOIITYK y HAMpPSIMY IIyKPOBOTO
niabery, a Hamami — XO.

Cotin 3ayBaxuTu, 110 matoreHe3 X® 3ymopiie-
Huii necditmrom o- GAL-A, 110 mpu3BoAUTS 10 Ha-
KOMUYeHHs rmodoTtpiaosunuepaminis (GL-3) y piz-
HUX QYHKIIOHATBHUX KJIITUHAX: €HIO0TEiOUTaX
(XpOBOHOCHI CyIMHU), MTOMOIMTAX (HUPKH), HEli-
poHax (TaHIJii BereTaTMBHOI HEPBOBOI CUCTEMHU);
KapioMioLuUTax, KIiTUHAX TPOBITHUKOBOI CUCTE-
MU (ceplie), MOTOBUX 3a103ax (IIKipa).

KniHiuHi posiBY ypakeHHs opraHiB-MillleHel
Ha KOXHill 3i cramiili xiiHidHOTO TIEepebiry XD
npeacTaBieHi B Tabmi 1.

[Mpodecop M.M. Opoc 10KIagHO MPeaCcTaBUB
MepestiK KIiHIYHUX 03HAK, L0 MOXYTh MiABECTH
JiKaps 10 mizo3pu HasgBHocTi XD i ckepyBaHHS
MallieHTa Ha BiMOBiHE 00CTEXEHHS:

1. Anriokeparomu (Orteu et al., 2007; Zampetti
etal., 2012).

2. Kpusu ®abpi: tnxoMaHKa, Kay3aJrii, mpu-
CKOPEHHSI IBUAKOCTI OCiTaHHSI ePUTPOLIUTIB.

3. TomyTHiHHS pOTiBKH, JIiliKOMoiOHa KepaTo-
Tarist, KarapakTta ®abpi, 3BUBHUCTICTh Ta aHEBPU3MH
CY/MH CITKiBKM, peTMHOMaris, cinota (Samiy, 2008).

4. VpaxeHHS HUPOK:

® 3MiHM CEUOBOTO 3aJUIIKY: TPOTEiHYpis, Te-
Marypis, Jiniaypis;

® TIPOKCHMATbHA Ta TUCTaTbHA TYOY/SIpHA AUC-
(pyHKIIisT: aMiHOALMIYpisl, TIIOKO3Ypisl, peHaTbHUI
TYOYJISIpHUIA allM103, TOPYIIEHHS KOHIIEHTpaLliii-
HO{ (DYHKIIii KaHAIIBIIiB;

e KiHIIEBa CTaisl XpOHIYHOI HUPKOBOI HEl0-
CTaTHOCTI: ypeMis, moTpeda B Jiajtisi; HAKOTUYEHHS
IJIIKOC(IHTOJIIMIAIB CIIPUUMHSE 3MEHIIEHHSI i Ki-
CTO3HY Masib(hopMallito mapeHximu HUpoK (Tondel
et al., 2008).

. HeBpoioriuni nposiBu:
00JIbOBI KpPU3H;
aKporiapecTesit;
ypakeHHsI aBTOHOMHOI HEPBOBOI CUCTEMH;
IHCYJIBTH: ilIEMiYHi Ta reMOparivHi;
3MiHu ocobucrtocTi (Desnick et al., 2001).
. KapnianbHi nmposiBu:
apTepiajbHa rinepreHsis;
BpOIXKeHa XBOPOOa KOPOHAPHUX apTepiii;
imemist/iHapKT Miokapna, CTeHOKapis;
rinepTpodis JiBUX BilIiTiB cepls;
esekTpokapaiorpacdiuHi peHOMeHH;

® TIONIIKOKeHHS KiamaHiB (Laney et al., 2008;
Spada et al., 2008; Wilcox et al., 2008).

7. MeHOTHUIIOBI O3HAKM:

o 30iIblLEHI HiC, ByXa, SI3UK, CIMHHI 3aJ103U;

o JIMCIPONOPLIMHMI piCcT KiCTOK yepena;

o 30UIBILEHHS PO3MipiB XpeOLliB, PO3IINPEHHS
TPYAHOI KITiTKH, Kih03, JonmaTonoaioHe 30i1bIeH-
Hsl KMcTeid, cror (Zampetti et al., 2012).

Ha mymky M.M. Opoca, 115 ONTUMaIbHOTO
MpU3HAYEHHS Tepartii JOCTOBipHE BCTAHOBJICHHS
NIiarHO3Y Billirpa€ oiHy 3 BUpillaibHUX poJeid. Jo-
TIOBiIay TOKJIAIHO PO3TJISTHYB TIPOCTUH Ta JOCTYTI-
HHUM croci0 giarHocTuky XM: CKPUHIHT 32 METO-
noM cyxoi isivu Kposi (DBS). Kaptu st 3a6opy
Oiomatepiany Ta JaOOpaTOPHY AiarHOCTUKY HaJaa€e
TOB «CaHoi-ABeHtic YkpaiHa». 1151 mauieHTiB
00cTexXeHHS € abcomoTHO Oe3komToBHE. Dep-
MEHTHA JiarHOCTHKA MPOBOAUThCS B MeTaboiu-
Hiit maboparopii ARCHIMED Life Science GmbH
Laboratories (ABctpist) a0o B maboparopii LleHTpy
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Tab6n. 1. Cragii nepe6iry Xd

Crapis
Hupku Mosok
XBOpPOGM P Copus 030
nosutu GL- nosutu GL-3 y BackynspH

Oenosutn GL-3 Tenosum GL-3 Jenosu MG .3y ackynspHoMy
Y BACKYNSIPHOMY eHpoTenii, KNITMHAX IMAAKUX

Mepsutta Y BACKYNSIpHOMY eHAoTeNii o . "
eHpoTenii Ta CTPyKTypax LT M'3iB T HEMPOHOX ABTOHOMHOI

Ta KApAioMiouMTax .

HedppoHy HEPBOBOI CHCTEMM
MporeiHypis [ucoyHKuis cuHycHoro By3na
lnepTpodis nogoumntis | Ta NPOBIAHUKOBOI CMCTEMM Hacnigku uepebpansHoi iwemii
[nomepynockpepos KoHueHTpuune Brpara HelpoHis

BropuHHa Atpodis kaHanbuis pemopaentoBaHHs Mpu HerpoBisyanizauii
®ibposHo-KicTo3He Ta rinepTpodis BMSIBNSAOTbCS Bini BOrHMwa —
peMoAentoBaHHs EnpokapaiansHui ibpos BigknaaaxHs genosutis GL-3
HMPKOBOI TKAHMHM BanbeynspHa HegocTatHicTb

Po3seuTok iwemidHMX iHCynbTiB

Xsopoba Hupok Y MOOAOMY BiLli

ToetuHHa XpoHiyHa HUpKoBa IHdapkT miokapaa TpaH3uTOpHi ieMiyHi ataku

P HeJOCTATHICTb, CepueBa HefOCTATHICTb Kpoeoeunueu B Mo3ok BHaCHigok
TePMiHANbHA YpeMis PO3pHBY AHEBPU3MATUYHO

3MIHEHWX CYyaMH

Mpumitka: Agantosaro 3a Desnick et al., 2001; Laney et al., 2008; Spada et al., 2008; Wilcox et al., 2008.

Ta6n. 2. CumnTomaruuHa Tepanis npu XP

Maronoriynuii nposs

TepaneBTnuHa crpareris

Mpotucyamti npenapat (kapb6amaseniu), HectepoiaHi npoTM3ananbHi 3acobu,
Binb oniaTM Npu rocTpux HaNAAaAX
Pepykuis dpakTopie pusuky (disuuHe HOBAHTAXEHHS, cneka, cTpec)

Hupku bepMmeHTy

PaHHs cTapis 3aXBOPIOBAHHS: IHBITOPU GHFOTEH3MHNEPETBOPIOBALHOTO

TotansHe nopyweHHs GyHKLii HUPOK: remoaianis abo TpaHcnaaHTALs

3axBOpIOBAHHS cepLeBo-
CYAMHHOI CUCTEMM

AHTMAPUTMIYHI NPpenapaTH, BCTAHOBNEHHS KAPAIOCTUMYsSTOPa
AHTHKOArynsHTHA Tepanis

Anriokepatomu

BupaneHHs i3 sactocysaHHsam nasepa

opdanHux 3axsoproBaHb HICJII «OXMATANUT»
(M. KuiB). IligcTaBoto 11t 0CTaTOYHOTO BCTAHOB-
JIEHHS JiarHo3y i mpu3HaueHHs JIiKyBaHHS € BU-
KITIOYHO TEeHETMYHE OOCTEXEHHSI, 1110 BUKOHYIOTh
(TTicTIsT BUSIBIEHHS 3HIDKEHHSI aKTMBHOCTI (pepMeH-
1y) B 1abopatopii ARCHIMED Life Science GmbH
Laboratories (ABctpisi).

[pu minTBepXeHHI miarHo3y 3a MetomoM DBS
naiieHTa ciing HanpaButu 10 LleHTpy opdaHHuX
3axpoproBadb HIICJI «OXMATIWT» mnst BHeCeH-
HsI IO PEECTPY Ta MPU3HAYESHHS Tepaltii.

OcTtaTouHe BCTAaHOBJIEHHS [1iaTHO3Y B OTHOTO Ma-
Li€HTA IO3BOJISIE BUSIBUTH Y CEPETHBOMY IT°SITh XBO-
pux Ha XD y 1iif ke poauHi. IcToTHY poJib Bimirpa-
10Th 30MpaHHS CIMEHHOTO aHAMHE3y Ta CKJIaIaHHSs
reHeasoriyHoro apesa (Laney et al., 2008). O6rpyH-
TyBaHHS HEOOXITHOCTi CBOEYACHOTO BUSIBIICHHS XD
TOJISITAE y HASIBHOCTI Ta IOCTYITHOCTI MTaTOTeHETUYHOT
depmenTHO3aMicHOI Teparii (P3T), 1o go3BosIE
3aMo0irTi HAKOMTMYEHHIO JIiMi/liB, MTPOrPECyBAHHIO
XBOPOOM Ta HE3BOPOTHOMY ypaxkeHHIo opraHiB. ®3T
3/aTHA PSITYBATH XUTTS MIALLIEHTIB 32 YMOBU PaHHBO-
TO TIpU3HaYeHHS: arajucumasu anbda (o-GAL-A)
(mpenapar Pernaran*, Shire) y nosi 0,2 Mr/Kr BHy-
TPilIHLOBEHHO KOXHi JIBa THXHi a00 arajicumasu
Oera (mpemapar ®adpazum®**, Sanofi Genzyme)
y 103i 1 MI'/KT BHYTPillIHBOBEHHO KOXHi 1BA THXHi.

Ipodecop M.M. Opoc Haronocus: epekt @3T
3aJIeXUTh Bil CTATi Ta BIiKy Malli€HTa:

1. EdextuBHicts ®3T y 40OBIKiB i XKiHOK IPHO-
JIM3HO OTHAKOBA, OJTHAK Y 3B’SI3KY 3 HASIBHICTIO Y Xi-
HOK 3aJIMILIKOBOI aKTUBHOCTI (DePMEHTY B HUX piJIilie
opmytoTbest aHTHTINA 10 Tipernapaty O3T.

2. JIikyBaHHS [IiTei TIPOBOASATH i3 TUM K€ J103Y-
BaHHSIM Tpemnapary, o il [opocaux: 1 Mr/Kr KoxHi
JIBa THXKH.

3. 'V miteit @3T 3naTHa CYTTEBO 3MEHILIUTH Oib,
FacTPOIHTECTUHAIbHI MPOSIBU, KUTbKICTh IHIB HEBIlBi-
JTyBaHHSI LIIKOJIM Ta TIOJIITIINTH SIKiCTh XXUTTs (Wiloox
etal., 2008; Hollak et al., 2009; Wraith et al., 2008).

Y yucneHHUX TOCTIKEHHSIX TOBEIEHO, 10 JIiKY-
BaHHS 3a 101oMoroto rpernapaty ®abpasum® cripu-
sI€ SMEHLIECHHIO PO3Mipy Ceplisl, MOJIMILIYE CEPLEBY
(yHK11i10 Ta MiABUIIYE TOJEPAHTHICTh 10 (i3UYHO-
ro HaBaHTaxeHHs (Weidemann et al., 2009; Beer
et al., 2006; Breunig et al., 2006; Kalliokoski et al.,
2006; Imbriaco et al., 2009; Strotmann et al., 2007).

JlonaTkoBO MiATBEPIXKEHO BIUIMB HA iHILI KJTi-
HiuHi niposBu. Tak, Teparist mpenapatom Pabdpa-
3uM® 103BOJISIE:

o 3MEHIIUTHU BUPA3HiCTh 00JHOBOTO CHHIPOMY
(Engetal., 2001; Germain et al., 2007; Wilcox et al.,
2004; Hilz et al., 2004; Breunig et al., 2006);

® 3HU3UTU YaCTOTY HeOaXaHUX SIBUIIL i3 OOKY
HITYHKOBO-KuIKoBoro TpakTy (Guffon et al., 2004;
Banikazemi et al., 2005; Wraith et al., 2008);

® TIOJIMIINTY BiIBiTyBaHICTh LIKOJIM MAlli€HTa-
MU BimosinHoro Biky (Wraith et al. 2008);

o migBuuMTH SKicTb XUTTs (Eng et al., 2001;
Germain et al., 2007; Wilcox et al., 2004; Guffon
et al., 2004; Wraith et al., 2008).

CuMInToMaTnyHa Teparnis 103BOJISIE BiIKOpHU-
IyBaTH JIOAATKOBI KJiHIYHi MPOSIBU Ta MOMIMILATH
SIKICTh KMTTSI MAL€HTIB (Ta0J1. 2).

[Tpodecop M.M. Opoc HaBiB 1aHi TOCTiIKEHHS
J. Kramer et al. (2017), mpuCBSIYEHOTO TOPiBHSIH-
HIO e(DEeKTUBHOCTI MpenapaTiB arajcuaasu aibba
Ta arajcupasu 6eTa. Y 1bOMy MepCreKTUBHOMY
obcepBaliiiHOMY TOCTIIKEHHi OLliHIOBAIN ypa-
JKEHH$ KiHIIEeBUX OPTaHiB Ta KJIiHiYHi CUMIITOMU
y 112 manieHTiB, SKi OTpUMYBaJIX arajacuaasy oera
(B mo3yBaHHi 1,0 MI/KT) MpOTSATOM GibILI HiX Ofl-
HOTO POKY Ta B HACTYITHOMY Tepioii.

[Na1ieHTiB pO3NOMIMIIN HA TPU TPYIIN:

e [pyMa CTaHAAPTHOTO JI03YBaHHS: 37 XBOPUX
TIPOMIOBKYBAJIM OTPUMYBATH arajicuaasy 6era y mo-
3yBaHHi | MI/KT/2 THXHi;

e [iepexinaHa rpymna: 38 maiieHTiB OTpUMyBaIn
3HIKEHY 03y arajcuaa3u 0era i 3rofioM mnepexo-
M Ha arajcuaasy aabda B go3yBaHHi 0,2 mr/
Kr/2 TvxHi a00 o1pasy X — Ha arajcuaasy aabda
mo 0,2 Mr/Kr/2 TVKHI i IMIIaNnCs Ha arajcuaasi
anbda B 103i 0,2 MI/KT/2 THXHI;

e TpyTa IIOBTOPHOTO Mepexozy: 37 XBOPUX 3HO-
By MepeBOAMIM Ha arajcuaasy 0era y J03yBaHHi
1 Mr/KT/2 THXHI TTiCHIS TOTO, SIK BOHM OTPUMYBAIIN
arajcuaasy anbda mo 0,2 Mr/Kr/2 THXHi TPOTSITOM
nioHaiimeHe 12 Micsiis.
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M.M. Opoc

IBunkicTh Kiy60ukoBoi ¢inbrparii (LLIKdD)
Y XBOPUX TPYNHU PETYSIPHOTO TIPUMAHHS 3aJi-
majacs ctabiibHOI0. Y MallieHTiB TPYIU Mepexony
criocTepirany mopiuHe 3HmkeHHs [ITK®: -4,619,1
mi/xB/1,73 m? (p<0,05). XBopi rpymnu moBTOp-
HOTO Mepexoly TaKoX MoKa3alu 3HMXEHHS
IK®: -2,2+4,4 mn1/xB/1,73 M? mic/ist TOBTOPHOTO
Tepexoy Ha arajcuaasy 0era, aje MEHIIOK Mipolo
MopiBHsIHO i3 rpymnoto nepexony (p<0,05). INamieH-
TH TPYIIV TIOBTOPHOTO TIEPEXO.Y Piflllie CTPAXIATN
Ha giapelo (BimHocHu# pusuk 0,42; 95% nosipunit
intepsain 0,19-0,93; p=0,02). Bmict Lyso-GL-3 3a-
JIMIIABCS CTAOLIbHUM Y MALIEHTIB TPYIU NEPEXOLY
(p=0,97) ta perynsipHoro npuiimanus (p=0,48),
aJie 3MEHIIMBCS Y TPYTIi TOBTOPHOTO TIEPEXOTy TTic-
751 3MiHM pexkumy Tepartii (p<0,05).

TakuM yMHOM, OYJI0 BCTAHOBJIEHO, 110 MiC/Is Te-
pexojiy Ha Tepartito arajcuaa3olo ajibga y namieHTiB
i3 XD crocrepiranocs noctiiine 3HikeHHs LITKD,
TOJ SIK LS JUHAMIKA CIIOBLIbHIOBAIACS Y THX, SIKUX
TOBTOPHO MEPEeBOAMIN Ha arajicuzasy oera. 3Hu-
>KeHHs piBHsI Lyso-GL-3 Moxe cBimuuTH Ipo Kpariry
peaxiiito Ha JTliKyBaHHSI y TPYIli PUAMaHHS arajicu-
nasu Geta (mpenapar ®adpazum®, Sanofi Genzyme).

JlonaTkoBO MUTAHHS BUOOPY MixX MpenapaTamMmu
arajicuziazu 6era Ta araicunaasu abda OyIo BUBYEHE
y 6araTOLEHTPOBOMY PETPOCTIEKTUBHOMY KOTOPT-
HoMy nmocrimkerHi M. Arends et al. (2018). Marno
Miclie Oinbln cTiiike 3HMXKeHHS piBHA Lyso-GL-3
y IU1a3Mi KpOoBi MicIst JTiKyBaHHsI arajicuaasoro 6eta
(p<0,001); Taka pizHuIIA 30epiragacs HaBiTh 3a Ha-
SIBHOCTI aHTUTiI. PU3KMK BUPOOICHHS aHTUTII OYB
BUIIIMM Y MAIiE€HTIB, SKi OTPUMYBAIN arajicuaasy
oeta (p=0,04). CtymiHb 3MeHIIIEHHS iHIEKCY Macu
MioKapja JIiBOro IJIyHOYKa BUSIBUBCS OiIbIIMM
TTiCJIs MEePIIOTro POKY JIiKYBaHHS araicuaasor oera
(p=0,03), Tomi six 3HkeHHs LLIKD Gy.10 nomioHuM.

TakuM yuHOM, edeKTUBHilly GioXiMiuHy pe-
aKIIil0, HABITh 3a HASIBHOCTI aHTUTLJI, Ta 3HAYHIIIIE
3MEHIIEHHS iHIeKCY MacH JIiBOro LITYHOYKa CIO-
cTepiraiy 3a yMOBU MPUAMAHHS arajicujiazu oeTa.
3a coBaMu JIOTOBinaya, TaHUI pe3ysIbTaT € HaBiTh
MEPEKOHIMBILIUM 3 OIJISITY Ha Te, 110 CepeaHiil
BiK mauienTiB Ha mouatky ®3T ckianas 46 (£15)
POKIB, 1110 CBIIYUTb MPO CEPiiO3Hillle ypaKeHHs
opraHiB-MirieHeit. Takox Oibly YacTKy XBOPUX
CTaHOBUJIY YOJIOBIKH i3 KITaCMYHOI0 popMmoio XD,
SIKA XapaKTePU3YETHCS TSKYMM T1epedirom.

3aBepliyour A0MoBiab, npodecop M.M. Opoc
MTPOTHO3YBaB y MaiflOYTHLOMY BCEOCSIKHE iH(OP-
MYBaHHS MPO JaHy HO30JIOTIUHY OMMHUIIIO, 32 SIKOi
BYACHA JiaTHOCTUKA Ma€ BUpINTaTbHe 3HAUYSHHSI.
Ha itoro mymky, nonatkoso 10 ®3T mocTymnoso Brpo-
BaJIXXKYBaTUMYThCSL: JIIKyBaHHS i3 3aCTOCYBaHHSIM L1a-
MEePOHiB, cyOCcTpaT-peayKiliiHa Tepartis Ta iHIi Me-
TOMIM, CIIPSIMOBAHI Ha KOPEKIIito FeHOMY oci6 i3 XD.
3aBMaHHSIM JTiKapiB Ha CydacHOMY eTalTi € BYaCHe BH-
SIBJIEHHSI TaKVX MALIEHTIB Ta MPU3HAYEHHS TIperiapaTy
®abpa3um® i3 MeToI0 36epekeHHS (DYHKIIOHATBHOI
3[aTHOCTI OpraHiB-MillleHe# i 3armodiraHHs IXHLOMY
HE3BOPOTHOMY IMOIIKOKEHHIO, aKe B MAaiiOyTHROMY
XBOPi MaIOTb ILIAHC O30yTUCS TEHETMYHO-3aIPOrpa-
MOBAHOTO TIPOIIECY HAKOIMMYEHHS ITIKOCQIHTOJTITiTiB.

Ha cboronni y Hamiii kpaini Xd 0e3komToBHO
JIIarHOCTYETHCS 32 I0NMOMOT0I0 BUMipIoBaHHs (hep-
MEHTATHBHOI AKTHBHOCTI ii TeHOTHITYBAHHS TA MOXKeE
edexTuBHO JikyBaTucs npenaparom ®3T, mo cras
JOCTYIHMM 3aB/ISIKH TYMaHiTapHiii mporpami Sanofi
Genzyme Ta iepxKaBHiii mporpami.

Migrotyeana Maprapura Mapuyk

3]

* MNpenapar Pennaran sapeectposanmii B Ykpaini. P.N. Ne UA/15890/01/01. Hakas MO3 N2 373 sig 06.04.2017;
http:/ /www.drlz.com.ua (last access 22 May 2020).
** Tikapcbkui 3aci6 Pabpaznm®, nopoLoK Ans NPUrOTYBAHHS KOHLEHTPATY 5 Mr/Mn Ans po3umuHy ans iHdy3ii, 3apeecTpoBaHmit
8 Ykpaiui. P.N. N2 UA/10306/01/01. Hakas MO3 Ykpainu N2 2352 sig 28.11.2019.




Pabpa3znm®

T Mr/kr/Ko»Hi 2 TUXHi

10-PIYHI PE3YJIbTATW

Pe3ynbTtaT AecaTUpivYHol
chbepMeHTHO3aMICHOI
Tepanii 3 BUKOPUCTAHHAM
arasicmpasmu 6eTa

VY NaLUIEHTIB i3 XBOpPOOOIO
dabpi

> Y 81% nauieHTiB (42/52) He 6YyNI0 XXOAHUX
CEepMNO3HUX NOGIYHUX peaKUin* NPOTArom
iIHTepBany NnikyBaHHSA

94% nauieHTiB (49/52) 3a/IMLLUIIUCH XKUBUMMU
HanpuKiHUi nepioay AOCNiA>KeHHS

Hankpawmin ecpekr Bia NiKyBaHHSA oaepXKanum
naui€eHTn, AKi po3noyasim Uoro paHiwe i 3
MEHLUUM YPa>KEeHHSIM HUPOK

Dab .
abpa3um’
aran([:anaw bera SANOFI Yy

IHdbopMaUia nNpo nikapcbkuit 3acic Gabpasnm®

Cknap;: oitoya pevyoBUHA: arancmaasa 6eta JONOMiIXKHI pedoBUHM: MaHIT (E 421); HaTpito gurigpodocdaT, MoHOorigpaT; HaTpito rigpodocdaT, rentarigpaT. Jlikapcbka dopMa. MNMopoLlok ans
MPUrOTYBaHHS KOHLEHTPaTy (5 Mr/mMn) onsg po3unHy onsg iHdysin. MNokasaHHa. PabpasvM® npu3HavaloTb A/ JOBroTPMBaNoro gepMeHTo3aMiCHOTO NiKyBaHHA OOPOCAUX Ta OiTel BikoM Big 8
POKIB 3 NiaTBEpPOYKEHO XBopobo Pabpi (aediunTt anbda-ranakrocuaasm A). NpoTunokasaHHA. He6esneuHa onsa XXuTTa nigBuileHa YyTamMBicTb (aHadiNnakTUYHa peakLia) A0 aKTUBHOT
peyoBMHM abo 0o ByAb-AKOro 3 KOMMOHEHTIB NpenapaTy. B3aemoaia 3 iHLWKMMMK NiKapCbKMMM 3acobaMm Ta iHLWI BUAW B3aemomin. [ocniopkeHHa B3aEMOAIi 3 iHLWMMM NpenapaTaMy Ta BMJIMBY Ha
OOMIH pPeYoBUH in Vitro He NpoBoAMNINCL. HECYMICHICTb 3 iIHLUMMU NiIKapCbKMMM 3acobamm. Yepes BiACYTHICTb OOCNIAXEHb Ha CYMICHICTb 3 iIHLIMMK NpenapaTaMm He MOXXKHa 3MiLlYyBaTH i
BBOAMTN PabpasmM® pasoM 3 iHLLIMMUK liKapCbkMK 3acobamm. OcobMBOCTI 3aCTOCYBaHHS. IMyHOreHHICcTb. Yepes Te o arancmpasa 6eta (r-haGAL) € pekoMBiHaHTHUM GilIKOM, MOXKITUBUIA
PO3BUTOK @aHTUTIN iIMyHOr106YyiHY G y MauieHTIB 3 HM3bKOK abo BiACYTHbOIO (DEPMEHTHOK aKTUBHICTIO. PeakLil, noB’a3aHi 3 iHy3igMK. Y nauieHTIB 3 aHTUTINaMM go arancupgasmn 6eta 6inbLua
BIPOrigHICTb BUHMKHEHHS peakLii, MOB’A3aHOI 3 BBEAEHHSAM MNpenapaTy, WO NPOaBAFETbCA OyAb-AKOK MOBIYHOK peakLieto B AeHb BBeAEHHA NpenapaTy. Peakuii rinepuytnmBocTi. MoxnmBi
MPOSABY aneprivyHol peakuii Yepes NiaBULLEHY YYTNMBICTb 4O KOMMOHEHTIB npenapaTy, SKUN € MPOTEIHOBMM MPOAYKTOM, LLO BBOAUTHCS BHYTPILLHbOBEHHUM LLUNSXOM. 3aCTOCYBaHHSA B Mepiof,
BariTHoCTi abo rogyBaHHs rpynato. BariTHicTb. [JaHi Mpo 3aCToCyBaHHS arancmaasmn 6eTa BariTHUM XiHKaM BiACyTHI. foayBaHHA rpyanto. Arancupgasa 6eTa MoXke BUBOAUTUCH PA30OM 3 TPYAHUM
MOJIOKOM. 30aTHICTb BMJMBATU Ha LUBUAKICTb peakLuii npu KepyBaHHI aBTOTPaHCNOPTOM abo poboTi 3 iIHLLIMMKU MexaHi3MaMu. NpenapaTt MabpasnM® MoxXKe BUSBAATU HEBENKUIA BMMB Ha
30aTHICTb KepyBaTu TPAHCMOPTHUMM 3acobaMK Ta NpaLoBaTK 3 IHLUMMKU MexXaHi3MaMu, SKUN NPOSBASETLCA B AeHb MPUNOMY NpenapaTy i MoOB’a3aHUN i3 MOXX/TMBUM BUHUKHEHHSAM
3arnaMopOYEHHSs, COHIMBOCTI, BEPTUrO i cuHKomne. Cnoci6 3acTocyBaHHSA Ta [o3u. JlikyBaHHA @abpa3nM® criig NpoBOoAUTY Nif, HAarAs4AoM TepaneBTa, AKMN Ma€ AOCBIA Y JiKyBaHHI XBOpooOu
Dabpi abo iHLWNX CMagKoBUX XBOPO6 O6MiHY peyoBuH. [Jo3yBaHHs. PekoMeHgoBaHa fo3a Pabpa3nuM® CTaHOBUTL 1 MI/KM MacK Tifla, Ky BBOOSATL LUMSXOM BHYTPILUHbOBEHHOI iHdY3ii ognH pas
Ha OBa TMXKHI. [epeno3yBaHHSA. Bunagkn nepeno3lyBaHHSA HEBIAOMI. Mo6iuHI peakLii. [Jo HeGa)aHUX ABULL, AKi BUHMKAIOTb AYy>XKe 4acTo, HasnexaTb 03HOO, MipeKcis, BiauyTTa XOo4y, HyaoTa,
6n1to0BaHHS, rofloBHUM 6inb Ta NapecTesia. Y 67 % nauieHTiB BMHMKaNa xoda 6 ofHa Heba)kaHa peakLis, NoB’A3aHa i3 iHdy3i€to. Y nepion NOCTMapPKETUHIOBOrO CMOCTEpPEeXXeHHSa Bynn
MOBIAOM/IEHHS NPO BUHUKHEHHSA aHadiNakTOIOHMX peaKLUin.

IHdbopMaLlis HagaHa ckopo4eHo. MNoBHa iHopPMaLlis MICTUTbLCA B IHCTPYKLUIT A/ MeQUYHOro 3aCTOCYBaHHA npenaparty.

IHCTPYKLIA A8 MeONUYHOrO 3aCTOCYBaHHSA NiKapCbKoro 3acoby MabpasmM®, MOPOLLOK AN MPUrOTYBaHHA KOHLEHTPATY 5 Mr/M ans po3unHy ans iHdgysin. P.M. Ne UA/10306/01/01. Hakas
MO3 YkpaiHm Ne 2352 Big 28.11.2019.

IHpopMauia Npo nikapCcbkni 3acié Npr3HadYeHa oaa MeguuHuX i papMaueBTUUHMX NPALIBHUKIB 1 PO3MOBCIOOXEHHSA Ha Creuiani3oBaHUX CeMiHapax, KOHPEepPeHLiax, CMMMo3iyMax 3 MeanyHol
TEMATUKMK, @ TAKOXK ANA PO3MILLEHHS Yy cneuianizoBaHUX BUOAAHHAX, MPU3HAUYEeHUX A8 MeguvyHUX Ta papMaueBTUUYHUX MPaLiBHUKIB.

* XpOHIUHMI aiani3, TpaHCcnaHTauia HUPKK, iHhapKT Miokapaa, 3acTiMHa cepLieBa HEAOCTAaTHICTb, CEPMO3HI YpaXKeHHs cepls, iIHCYbT, CMepPThb.
" Germain D, et al. J Med Genetics. 2015;52(5):353-358.
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Bci npaBa Ha 3MicT MaTepiany (BK/KOYHO 3 NMpaBaMm Ha hOTO300paXKeHHs) 3axuLLeHi Ta Hanexatb Genzyme Corporation.
[aHun MaTepian niarotosseHo Ha ocHoBi MaTepiany SAGLB.FABR.17.01.0057a(1)



