MDKAUCUUNNIHAPHI NPOBJIEMA

nornaa ®AXisus

Tazap XAQ
XA® acouiitoBaHa 3i 30iTbLIEHHSIM CEPLEBO-
cynunHoi (CC) 3axBOpIOBAHOCTI Ta CMEPTHOCTI i3 CyT-
TEBUM EKOHOMIUHUM TSTapeM, MoTpedye 3HAUHMX
pEecypciB CUCTEMU OXOPOHU 3MOPOB’S i iCTOTHO
TOTIpIIIY€E SKiCTb XUTT nawieHTiB [68]. Ha ocran-
HIO BIUIMBAIOTh Pi3Hi YNHHUKHU, 30KPEMa CTaTh, BiK,
TSDKKICTh Tiepebiry XA® i HasgBHICTh crieldiyHOro
nikyBaHHs [36]. PaHHs oiarHOCTMKA Ta CBO€Yac-
HE TpU3HAYeHHs creunivHoi Teparlii nauieHTam
i3 XA® MatoTh BUpilllabHe 3HaueHHS. [IpoTe yepes
KJIiHIYHY BapiaOe/bHICTb, HAABHICTb iHILUX MPHU-
YUH PO3BUTKY Tineptpodii JiBoro muryHouka (IJIL)
Ta HEMOCTATHIO MOiH(GOPMOBaHICTh JIiKapiB 11010
IIbOTO 3aXBOPIOBAHHS BCTAHOBNIEHHS liarHO3y XAD
HEPINKO € CKIaIHIM 3aBIaHHAM [65, 66, 70].
Bumnanku HemiarHocToBaHoi XAD 3a1uiaroThest
JIOBOJTi MOIIMPEHUMU: CEPEIHilA Yac Bifl MOSIBY TIep-
LIMX CUMIITOMIB IO BCTAHOBJIEHHSI IiarHO3y CTaHO-
BUB 13,7 poKy B 40JIOBIKiB Ta 16,3 poKy B XiHOK [54].
Ockimbkt XA®D € MyTETHCUCTEMHIM 3aXBOPIOBAH-
HSIM, e(heKTHBHE BEICHHS TAKMX MAI[iEHTIB MOTpe-
Oye MIKIUCIMILTIHAPHOTO TiIXOMY i3 KOMILIEKCHOIO
OLLIHKOIO Ta JTIKYBAHHSIM ypaXXeHb Pi3HUX OpraHiB [83].
HeoGxinHo 3a3Haunty, 1o XA®D, BizomMa Takox
sIK xBopoba Dabpi, Brepiie Oy/1a onucana y 1898 p.
nBoma BueHUMU J. Fabry Ta W. Anderson. BoHu,
He3aJIeXXHO OUH Bill OHOTO, MOBITOMWIN TIPO
JIBOX TIALIIEHTIB 3 «aHTiOKepaTOMOIo Tila» [1, 18].
JliarHocTtrka ypaxeHHs cepus npu XAD e Bupi-
HIATBHOIO, OCKUIBKYM HECBOEYACHE OTO BUSBIEHHS
MOXe MaTy HecpusTIBi Hacinku [20]. 3atprmMka
NIarHOCTUKM 3[aTHA TMPU3BECTH IO PO3BUTKY MOTEH-
LiITHO HeOE3MEUHMX IS SKUTTS YCKIAIHEHb |34, 65,
75, 91]. [arororist cepiis € TPOBITHOIO IPUINHOIO
CC-3axBOPIOBAHOCTI Ta CMEPTHOCTI cepell MAlliEHTIB
i3 XA®D, BKITIOYHO i3 MTiMBUIIIEHNM PU3UKOM PAITTOBOI
cepuesoi cmepri (PCC) [8, 68, 70, 75, 87]. Ha panHix
cramistx KMIT npu XA® Hepinko Mae Hecnermgiv-
Hi K1iHiYHi mposiBy. Lle ycKnanHIoe BCTaHOBICHHS
JliarHO3Y Ta MoTpedye MPOBEAEHHSI peTesIbHOI Trde-
PEeHIIiaTbHOI IarHOCTUKM, 30KpeMa, 3 iHILIUMU TPy~
YMHAMU PO3BUTKY TinepTpodiyHoi KapaioMionatii
(TKMIT). I3 BnpoBamxeHHsIM (hepMeHTO3aMiCHOi Te-
partii (O3T) cBoewacHe BUSIBIIEHHST Ta PAHHil TOYATOK
JIIKYBaHHSI BAXJTMBI /151 CIIOBLUTbHEHHSI ITPOTPECYBAHHS
3aXBOPIOBaHHs Ta 3arodiraHHs TsokkuM CC-yekian-
HeHHsM [65, 70]. Crietmdiuna Teparist XAD npoze-
MOHCTpYBa/Ia TIEPCTIEKTUBHI Pe3yIBTaTH, 0COOIUBO
y pasi mpu3HaueHHsI Ha paHHix cramisx [11].

EnigeMionozig

Ha croronsi ineHtudgikoBano nmoHan 70 jizoco-
MaJIbHUX XBOPOO HaKOIMYCHHSI, cepel sKux XAD
nocifae Ipyre Miclie 32 MOLUIMPEHICTIO MiCIst XBOpOOU
Tore [83]. XAD ypaxae MmpeacTaBHUKIB YCiX €THIU-
HUX IPyM, OOHAK Y AESIKUX PerioHax BiIMiuyaroTbCs
reorpacdiuHi KJ1acTepu, 3yMOBJICHi HasIBHICTIO CIie-
bidHrx MyTariii rena GLA [45, 46]. Hesaxaioun
Ha 11, XAD 3a/IUIIa€ThCsI HENOCTATHHO BUBYEHUM
3aXBOPIOBAHHSM i TOMY, IMOBiIpHO, HEOOLIIHEHUM
i3 TOuKM 30py BusiBjieHHs [57]. Bapro 3ayBaxuTy,
110 mormpeHicts XA® 3HaYHOI MipOI0 3aIEXUTh
Bi 00paHOTO METOY CKPMHIHTY i KOJIMBAETHCS Y Jia-
na3oHi Bix 1 : 40 000 o 1 : 117 000 oci6 [46]. BomHo-
Yyac 3a3HaveHi AaHi, IMOBIPHO, € 3aHMXEHUMU Ye-
pe3 CKJIAAHICTh PO3Mi3HABAHHS KJIiHIYHMX MPOSIBIB,
a TAaKOX BUIIAIKY 3aTPUMaHHsI 800 HEBCTAHOBJICHHSI
niarHosy XA® [26, 31]. Ha BimMiHy Bix 11X OLIIHOK,
pe3yJabTaTH HEOHATAIbHUX CKPUHIHTOBUX MPOrpam
MPOJIEMOHCTPYBAIM HECTIONIBAHO BUCOKY MOLIMpPE-
HICTb BUTIAJIKIB CHIEU(IYHUX TTATOTEHHUX MYTalliif,
110 TIPU3BOASTH 710 Aecbitmty o-Gal A — Bin 1 : 1600
1o 1 : 8882 HoBoHapomxkeHux [ 10, 45].

V nocnimxkenni 3a yuactio 200 643 oci6 i3 6io-
0aHky Benukoi bpuTaHii nommpeHicTb iMOBIpHO
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YpaXennq cepueso-cyquunoi cucmemu
npu xsopobi Angepcona — Mabpi
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XKUTTH, cnaakoBa X-3uenneHda Naronorisi, WO HANEXUTb A0 Ni30COMHUX XBOPO6 HOKONUYEHHS, 3d SIKoi myTauii

reHa o-galactosidase A (GLA) npuseogarb ao aediuury/BiacytHocti pepmenty o-ranakrosupasu A (e-Gal A).

Lleii pepmeHTaTuBHuii pediumut nopylwuye metabonism rnikocdinroninigis i 3ymosnioe ix HagMmipHe HaOKONMYeHHs

B nlizocomax, oco6nueo rno6orpiaosunuepaminy (Gb3) ra rno6orpiaosunceivrosmny (lyso-Gb3, deacylated form).
MynbTucHMcTEMHE HOKONMYEHHS NAaTonoriyHoro cy6crpary npu XA® 3ymoBnIOE ypa)XeHHs 6ararbox opraHis i cucrem,
Hacamnepep, HUPOK, cepueBo-cyauHHoi (CCC) Ta HepBOBOi cuctem. Take HOKONMYEHHS, 30KPEeMA, CMPUYMHSE Nporpecyioye
3HMKeHHs PyHKUii HUPOK, po3BuTok kapaiomionarii (KMI1), He6e3neuHnX ANS XXUTTS NOPYLUEHb CEPLEBOrO PUTMY,
NiaBULLYE PU3UK IHCYNIbTY, CKOPOUYYE TPUBAICTL XXUTTS T HEPIAKO CTAE NPUYUHOIO NePeAvacHOi cMmepTi.

MATOreHHUX MyTalliil (DeHOTUITY i3 Mi3HIM MOYATKOM
XA® cranoBuna 1 : 5732 BUMAzKiB Ta IS MYTallil,
110 BUKJIMKAIOTh KIaCHYHMIA peHotun XAD, —
1 :200 643 [29]. 3aranom derotrn XAD i3 mi3HIM
10YaTKOM OYB YACTILIIMM Y TOCIIKEHHSIX, 1110 BKITIO-
YaJIi CKPUHIHT HOBOHAPOMIXKEHMX; CITiBBIIHOLICHHSI
(beHOTHUMY i3 Mi3HIM MOYATKOM Ta KJIACUYHOTO KO-
nBajtocs Bin 7 : 1 8 Itanii no 16 : 1 Ha Taiisani [79].

Crtin 3ayBaXuTH, 1110 OLUTBIIICTD JTaHUX TIPO MO-
peHicTb XAD IpyHTYIOTbCS HA CUCTEMATUYHOMY
CKPUHIHTY MOMYJISALIi# BUCOKOTO PU3KKY i3 POSIBAMM,
TUIOBMMHU st Tiporpecytodoi XAD, sik-to TKMIT,
KPMIITOTeHHUI IHCYJIBT UM TepMiHaIbHa CTafist Xpo-
HiyHoi xBopoou HupoK (XXH) [15]. [TommpeHicTh
XAD cepen oci6 i3 Hes’sicoaHoo [JI1L kommBaeThest
Bix 0 o 12% y peTesbHO BimiOpaHuX KoropTax [46].
3a oriHkamu, yactota XA®D y XBOpHX Ha HE3pO3yMilTy
[T ta TKMIT cranosuts Bin 0,34 10 1,6% 3-moMix
nopocnux (tabm. 1) [15, 19, 41, 44, 52, 60, 89]; cBo-
€10 yeproio O. Azevedo et al. (2020) BusBuiun XAD
y 16,6% Bumnazxkis cepen 150 oci6 i3 TKMII [6].

Emiono2ia ma fedomunu XAM

Myrariii renHa GLA moninsiroTh Ha MaTOreHHi,
J0OpOosIKiCcHi (6e3 KITiHIYHOro 3HaUCHHST) Ta BapiaH-
TH i3 HeBM3HAYE€HUM BILTUBOM [24]. SIK BKasyBaiocst
BuIIe, XBopooa XAD € X-34eIIeHOI0 J1i30COMHOIO

XBOPOOOI0 HAKOTTMYEHHST, CTIPUYMHEHOIO TTaTOTeH-
HuMu MyTanismu reHa GLA [15, 65, 83].

XA® crioyaTKy Oyja onmucaHa y 4YOJOBIKiB
i3 TSDKKUM KJTiHIYHUM (eHoTuIoM [65]. Xoua pa-
Hillle BBAXXAJIOCS, 11O TSXKi KJIiHIYHi TIPOSIBA LIbOTO
3aXBOPIOBAHHS CITOCTEPIraloThesl JIUILE Y TeMi3H-
TOTHUX YOJIOBIKiB, naHi peectpy Fabry Outcome
Survey mokazanu, 110 reTepo3UTOTHI XiHKU TeX
ypaxatoTbcs [54]. Taxkicts nepediry XAD y re-
TEpPO3UTOTHHUX XKiHOK Bapilo€ BiJ 0€3CMMIITOMHOTO
JI0 TSDKKOTO (DeHOTHUITY, 1110 MA€E MiCLe Y TeMi3UToT-
HMX YOJIOBIKiB i3 KacuuHUM peHoTrumoM XAD
1 4aCTKOBO 3aJI€XUTb Bifl TUITy MyTallii Ta peHOMeHa
nioHizanii X-xpomocomu [65].

3ajiexHo Bin cTaTi, (heHOMeHa JlioHi3arIii Ta ma-
TOI€HHOTO BapiaHTa TeHa, po3pi3HsIOTh ABa (heHo-
i XAD [26, 65, 74]:

1. Tsoxxuit kniniyanit peHotrn XAD, Bimommii
SIK KTaCUYHUU, XapaKTepU3YEThCS BiICYTHICTIO
4y 3HAYHO 3HIKEHOI0 (<1% Bix HOPMMU) aKTHUBHIC-
Ti0 0-Gal A, Bupa3Hum HakondeHHsIM Gb3 Ta mo-
YaTKOM CHUMIITOMIB y IUTSYOMY ab0 MiMTiTKOBO-
MYy Billi, ypaXXeHHsSIM 0araTboX OpraHiB i cUcTeM
Ta MPOTPECYOUMM MOPYLIEHHM ix dyHKuii. Lei
(eHOTHUIT YacTillle CIIOCTEPIraETbCsl y YOJIOBIKIB
(ae He BUKIIIOYHO) 6e3 3aJIMIIKOBOi aKTUBHOCTI
(epmeHTy.

Tabnuus 1. Mowmpenicts XA® cepep nauienTis i3 [JILW uu TKMN

SO [ e [T R R —
L. Monserrat et al., 2007 [60] - 508 10,9 yuon,; 1,1y xin.)
T Kubo et al., 2017 [41] ~ 177 11
D. Doheny et al., 2018 [15] Ananiz 63 nocniaxeHs 51363 0,94 (won.); 0,90 (xin.)
M.S. Maron et al., 2018 [52] KoroptHe gocnigxeHHst 585 0’3312%%4X¥:fﬂ';
O. Azevedo et al., 2020 [6] - 150 16,6

The Asian Fabry
Y. Fan et l,, 2021 [19] Cordig’gfggfig;hgﬂégyh'ms" 499 1,6 2,4y won)
(ASIAN-FAME)
Y. Xico et al., 2021 [89] - 217 0,93
The Asian Fob'ry . ‘ )
SP.leungetal, 202444 | CLomYopaly Rk 426 Ll
(ASIAN-FAME-2)

Tabnuus 2. MpupogHmii nepebir knacuuHoro peHotTuny XAD

Cumntomm

* AHriokepaTomm

Jo 16 pokis * Brpara cnyxy

* [ino- uu aHrigpo3
* AnbByMiHypis

* BromniosaHicTts
* Hesposymina nmxomaHka

+ AkponapecTesii, 6onboBi kKpu3u: XpOHiYHe abO NepPioanYHE BiIYyTTA NEYHHA B JONOHAX
PYK i NiZOLLB Hir, LLO NPOBOKYIOTbCS i3UYHUMU HOBAHTAKEHHAMM, 3MIHOIO TEMNEPATYPH,
JIMXOMOHKOIO, CTPECOM, BXMBAHHSAM QNKOrOMIo

* YpaxeHHs oyelt: BopoHkonogibHa kepatonaris (cornea verticillata), sagHbokancynapHa
KATAPAKTA, 3BUBUCTI CYAUHM CITKIBKM ABO KOH IOHKTHBH

« [nomepynapHa rinepdinsTpauis (weuakicTs kny6oukosoi dinstpauii >125 mn/xs/1,73 m?)

* Posnaau tpasnenns (6inb, 3ayTTa XMBOTA, Aiapes)

Moo sik * Kny6oukosa npoteinypis
(17-30 pocis) « Nincenema

« Maronorist cepus: Gpagukapais, kopotkuit intepsan PR, [T1LL, nopywweHHs nposigHocTi cepus

CMepTb, CEPLEBA HEAOCTATHICTb

MMicna 30 pokis * XXH, pianis

* Matonoris cepus: $ibPO3 MioKAPAQ, YPAXEHHS KNANAHIB CEpLSs, APUTMIT, panToBa

* [HCYnbT TQ TPAH3UTOPHA iLEeMIYHA aTAKA
* [porpecytoua abo panToea BTPATA Cyxy

Mpumitka: Aganrtosaro 3a M. Michaud et al. (2021)
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2. Hexnacuunwmii penotun XAD, abo peHOTUTT
i3 Mi3HiM MOYAaTKOM, BiI3HAYAETHCS 5K y YOJIOBI-
KiB, TaK i y XiHOK i3 4aCTKOBO 30€peXeHO10 aK-
TUBHicTIO 0-Gal A i 31e6ibIIOro MPOsIBIASIETHCS
i30JIbOBaHUM ypaxXEeHHSIM cepls. Y JiTeparypi
HEKJIACUYHUIT BapiaHT TAKOX HA3UBAIOTh «Kap]li-
anpHUM» GeHotuoM XAD [24, 46].

Knixivni npossu XAM

TunoBi KIiHIYHI TPOSIBU KIACMYHOTO (heHO-
tuny XA® BKII0YAIOTh YpaXeHHs IKipK (aHTio-
KepaToMM), Tinoriapos, nepudepuyHy Heiponarito
3 aKpoTapecTe3isMu Ta 00ITLOBUMYU KPU3AMHU, PaH-
Hiit iHcynbT, mpoTeinypito, XXH ta TKMII, nopy-
IIEHHSI PUTMY CepIIsl, IIUTyHKOBO-KUIIIKOBI TIPOSIBH,
XapakTepHe IMOMYTHiHHSI POTiBKM i KpUIlTajuKa
tomto (tabim. 2) [23, 26, 46, 57, 65]. CumnroMu
i3 OOKY opraHiB i cucTeM 3a3BMYail BAHUKAIOTh
y MOJIONIMX TALli€HTIB Ta BKJIIOYAIOTh, 30KpEMa,
XXH i3 mporpecyBaHHSIM 10 TepMiHaJIbHOI HUP-
koBoi HepoctatHocTi, [JIL, ¢i6bpo3 miokapaa,
APUTMii, TPAH3UTOPHI illIEMiUHi aTaku, iHCYJIbTH
Ta rmepemyacHy cMepth [61, 65]. Bapro 3a3HaunTH,
1110 KJIiHiYHi IPOSIBM MOXYTh BUHUKATH BXE Y paH-
HbOMY IMTUHCTBI [54].

Ha BinMiHy Bin KinacuuHoro deHoTuiry, XAD
i3 Mi3HIM TTOYaTKOM XapaKTepU3YEThCS TIOBiTbHI-
MM TPOrPeCcyBaHHSM 3aXBOPIOBAHHSI, L0 MOB’sI-
3aHO 3 HASIBHICTIO 3AIMIIKOBOI aKTUBHOCTI (DEPMEHTY
o-Gal A, a KITiHIYH] IPOSIBY TIEPEBAKHO 0OMEXKYIOTh-
cs cepueM. BoqHouac y yacTMHM MalliEHTIB MOXJIMBI
eKCTpaKaplialbHi YpaXeHHs, 30KpeMa iHCYJIbT a0o
aToJIOrist HUPOK [23, 26, 65]. BaxmBo migkpeciu-
TH, 110 KJTiHIYHi IPOSIBY 3aXBOPIOBAHHSI T€TEPOreHHI,
a eexTUBHICTD crieldivyHOI Teparnii Moxke 3MiHIo-
BaTUCS 3aJIEXHO Bil HU3KM YMHHUKIB: BiKY, CTaTi,
TSDKKOCTI MATOJIOTi1, FEHETUYHOTO BapiaHTa Ta yacy
MOYaTKYy JliKyBaHHsI [23].

NMamodpizionozia ypaxenna GGG

CucreMHe HAKOMMYEHHS TIiKOC)iHToiminiB
y KiiTiHax, Hacamriepen Gb3 ta lyso-Gb3, Bkimou-
HO 3i BCiMa TUMaMU KJIITWUH i TKAHWH Cceplis, SK-TO
eHI0TeTiaIbHi Ta I71aIeHbKOM SI30Bi KJIITUHU CYIUH,
KapIioMiolMTH, eHpokap, (piopodiactu KianaHiB
i KJIITMHU MPOBIHOI CUCTEMU cepls, MPU3BO-
JIUTh 0 TMOPYIIEHHS CTPYKTYpH i OYHKILT KITiTHH
[26, 31, 61]. TakoX BOHO aKTUBYE CUTHAJIBHI ILITSIXH,
BilMOBiNAIbHI 3a rinepTpodiio KJIITUH, i BUKIUKAE
3amajJeHHsI Ta aKTUBALi0 iIMyHHOI cuctemu [26].
Lle HakoMMYEeHHS MaTOJIOTiYHOIO CyOCTpary B Jii-
30COMax MOXe CIIPUYMHUTH SIK TOCTpE, TaK i Xpo-
HiYHe 3amajeHHs, 10, CBOEIO YeProlo, 3yMOBITIOE
nporpecyBaHHs ypaxeHHs [42, 73]. Oxpim Toro,
HAKOMUYEHHSI TIiKOC(IHTOIMIIIB CIIPUsIE BUBLJIb-
HEHHIO npo3ananbHuX 1uTokKiHiB (TNF-o, IL-1J,
1L-6), xeMOKiHiB, paKTOpPiB pOCTY, IPOTPOMOOTITY-
HUX YMHHUKIB, a TAKOX BUKIMKAE OKCUIAHTHUI
CTpEC, aronTo3 i MOPYLICHHS MEeTa001i3MY, SIKi Bifli-
TPaIOTh BKJIUBY POJTb Y PO3BUTKY Ta TIPOTPECyBaHHI
MOLIKO/IKEHHST OpraHiB i nmpoidepalii Kapaiomio-
uutiB i3 pozsutkom [JIL [8, 42, 73, 82].

XpoHiuHe 3anajeHHs py XA®D TakoxX MPU3BO-
JIUTh 0 aKTUBallii piopobracTis, ix mposideparii
Ta HAIMiPHOTO CMHTE3y KOMIIOHEHTIB MO3aKJIiTHH-
HOTO MATPUKCY, 10 CIIPUYMHSIE PO3BUTOK (hibpo-
3y ypaXkeHMX OpraHiB, 30Kpema Miokapaa [42, 73].
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JlomatkoBo, eHIOTeMiaTbHa TMCHYHKIIISA 1 TIPOTi-
(epallist rJIaIeHHKOM ' I30BUX KJIITUH CYIMH MOXYTh
MPU3BOAMTHU 10 PO3BUTKY illeMii Miokapaa [8].
Ha pucynky 1 mpencrabieHo matodizionoriaai me-
XaHi3MU ypaxeHHs cepis mpyu XAD Ta BiImoBinHi
KJiHivHi Hacmiaku [31].

GC-npogeu XAM

SIK 3a KJIaCMYHOTO, TaK i 3a Mi3HHOTO (PEHOTUITY
XA® ypaxenns: CCC, 30KpeMa po3BUTOK CepIIeBOL
HemoctatHocTi (CH) Ta mopyieHb putMy cepli,
€ OCHOBHOI0 MPUYMHOIO MOTiPLIEHHS SIKOCTi XUTTS
Ta MIBUILEHOI cMepTHOCTI MawieHTis [32, 39, 65].
Tomy perynsapHUil KJIiHIYHMI MOHITOPUHT Ma€
BAXJIMBE 3HAYEHHS IJIs1 OLiHKU MIPOTPECyBaHHS
3aXBOPIOBAHHSA Ta MOTPeOYe MiKIUCUIUILTIHAPHO-
ro miaxony [70]. Yacrora CC-cuMnTOMiB BHIIA
y YOJIOBIKiB, HIX Y XiHOK, TIPOTe KCIIOHEHIIiiTHO
3pOCTae i3 BiKOM Ta ITPOTrPECYBAHHSIM 3aXBOPIOBAH-
HA y NIpeJICTaBHUKIB 000X cTaTei [47]. A. Linhart
et al. (2020) 3a3naumny, mo XAP € HeTOOLiHEHOIO
npuuuHoto CH 3i 36epexeHo10 (pakilielo BUKULY
(CH306DB) niBoro nntyHouka (JILI) ta muryHouKo-
BUX apUTMill y 40JT0BiKiB BikoM Bif 30 poKiB i XXiHOK
micis 40 pokis [46].

Ax 3a3Havanocs Buiie, XA®D xapakTepu3yeThes
LIMPOKUM CIIEKTPOM KJIiHIYHUX MPOSIBIB i 03HAK
i3 BUCOKOIO BapiabeqbHICTIO CUMIITOMIB 3aJIeX-
HO BiJl 3aIMIIKOBOi (hepMEHTATUBHOI aKTUBHOCTI
o-Gal A [59]. YpaxeHHs ceplisd pU KIaCUYHOMY
denotuni XA® nepeBaxHO MOYNHAETHCS y paH-
HbOMY Billi, TOCTYMOBO MPOTPECYE A0 BUPAZHUX
CUMIITOMIB i 03HAK Ta 3a3BMYail TIPOSIBISETHCS
sk [JII Ta TKMII, a Takox ypaxeHHsIM 0araTbox
opraHiB i cucrem [15, 23, 26, 35, 46, 57, 65]. TJILL
PO3BMBAETHCS MPUOIN3HO Y MOJOBUHM YOJIOBIKIB
Ta TPETUHM XiHOK BikoMm Bix 30 pokis [27, 70].
Boanouac y aiteit Ta Mmonoaux oci6 i3 [JILL BcTa-
HOBJIeHHS1 fiarHo3y XA®D € manoitmoBipHUM [59].
3MmiHu Ha enekTpokapaiorpami (EKT), Taxi siK yko-
poueHHs iHTepBany PR Ta nopyieHHs penonsipu-
3alii, € paHHIMU O3HAKAMU i MepeayloTh MOsBi
CUMIITOMIB LIbOTO 3axBopioBaHH [61, 70].

JUtst ypaskeHHsI ceplis XapaKTepHi porpecyroda
[JI1 ta ¢idpos, miactoniuHa aucdynkitis, TKMIT
yy pectpuktiBHa KMII (yactime 'KMII i3 koH-
LEHTPUYHOIO TinepTpodiero Ta MiHIMATBHOIO/Bill-
CYTHBOIO O0OCTpYKIIi€l0 BUHOCHOTO Tpakty), CH
(mepeBaxxHo CH36MB), nopymieHHs mpoBiTHOCTI
i1 pUTMY CeplIsi, CHHKOIIE, apTepialbHa rinepTeH3ist
(AT') yHacmimoK ypaskeHHsI HUPOK, MiKpOBacKyJIsIp-
Ha CTeHOKap[isl, rocTpuii iHdapkT miokapaa (IM),
knananHi Bagu cepus i PCC [6, 11, 31, 46, 48, 55,
59, 65, 91]. 3a manumu A. Mehta et al. (2009), CC-
O3HAKM UM CUMIITOMH criocTepiranu y 60% doso-
BiKiB Ta 50% xiHoK i3 XA®: y Bini 29,2114,4 poky
cepest YoJIoBiKiB i 34,5+17,6 poky cepen XiHOK.

[Mpu6muzHo 60% nauientis i3 KMIT matots pis-
HOMaHITHi KapiaibHi MposiBU, TaKi sk [11]:

® 3aMuIKa P Gi3MYHOMY HABAHTAXEHHI, T1e-
peBaxHo 1moB’s13aHa i3 CH36M®B Mmaitxe y uBepTti
nauienTis (sxky CH I1I/IV ®©K 3a NYHA 3apeec-
TpoBaHo y 10% Bumankax);

o Oib y rpyaHii KT, CHPUYMHEHUI AUCHYHK-
1ieto MikpocymuH (y 23% BUMAKIB) Ta Piko — MaTo-
JIoTi€lo emiKapianbHIX apTepiii (dactota IM — 2%);

o cepuedurta (y 15-43% maiieHriB), Hailuac-
Tillle CIPUYMHEHE CYMPaBEHTPUKYIIPHUMU apyT-
Mistmu (y 17% BUDAIKiB DiarHOCTOBaHO HibpuIs-
wito mepencepab, ®I1), pixire — MTYHOYKOBUMK
MOPYIIEHHSIMU CEpLIeBOTO pUTMY (B 8% maltieH-
TiB — HecTiliKa nuTyHo4ykoBa Taxikapmis [ L T]);

e CHHKOIE, yacTime y yosiosikiB (1,7-5,6%)
BHACINOK AUCHYHKILT CHHYCOBOTO By3/1a 00 TSXK-
KX MTOpYILIeHb IpoBigHocTi (10 30%) Ta mopyiieHb
putmy cepiis [59].

T'KMII € ocHoBHuM CC-miposiBoM XAD [5].
3rimHo i3 JTaHUMM OAraTOLEHTPOBOTO AOCIIIKEHHS,
HamotyxHimmmu npeaukropamu ['KMIT mpu XAD
Oynu GipacLmKyJIsipHa 6J10Ka/Ia Ta HasIBHICTD Mi3HBO-
ro ragosiHieBoro mincuieHHs (LGE) y 6azanbHo-
HxHboOOKOBUX Bimminax JILI [7]. Pesynbratu iH-
LIOTO OAraTOLIEHTPOBOTO BUMPOOYBAaHHS MOKA3ay,
1110 TIOIIMPEHICTh CTeHOKapyii craHoBwia 23 1a 22%,
cepuebuTTs Ta apuTMiil — 27 i 26%, 3aIUIIKU [Py
(ismyHOMy HaBaHTaxXeHHi — 23 i 23%, cuHKoIEe —
214% y XiHOK Ta YOJIOBIKiB BilmoBinHoO [47].

linepTpocpis AiBOro WAYHOUKA

[JILL € HaityacTilow 03HaKo10, MO SIKY TMOBi-
gomtsuin 50% gonosikis Ta 33% xiHok i3 XAD. Ok-
pim Toro, HasiBHicTb [JILL acouitoBanacs i3 Buioio
yacTtotoro CC-03HaK Ta CUMIITOMIB, HE3aJIeKHO Bifl
BiKY, cTaTi 200 (DYHKIIIOHAILHOTO CTaHy HUPOK [47].
Mommpenicts [JIII cepen mamieHTiB i3 XAD
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( Cepuesa HegocTaThicTb — cteHokapais/TKC — cunkone — panTosa cmepTsb )

Puc. 1. NMarodisionoris ypaxeHHs cepus npu XA® Ta kniHiuHi Hacnigkn

Mpumitkm: TKC — roctpui KOpOHAPHMIA CHHAPOM.
AgpantosaHo 3a A. Hagege et al. (2019)

npezcTaBiIeHa y Taomuii 3 [3, 34, 47, 48, 50, 55, 71].
[T yacrile € CMMETPUYHOIO i KOHLIEHTPUYHOIO,
X04ya MOXYTb 3ycTpiyatucs iHwi matepHu [JILLI,
SIK-TO aCUMETPUYHA TinepTpodist MDKILTyHOYKOBOI
MeperopoiKy Yu rinmeprpodist BepxiBku |5].
3rimHo i3 pe3yabraTaMu JOCTiIKEHHS, TTOLIN-
penictb TJII cranoBuna 6,5% cepen maieHTiB
BikoM <40 pokiB (20% y uonoBikiB Ta 0% y Xi-
HOK) Ta 61,6% cepen yyacHUKIB BikoM >40 pokiB
(93,8% y 4onoBikiB Ta 36,6% y XiHOK), IPUUOMY
B 75,5% Bumnajkis rinepTpodist BUSIBUIACS CUME-
TpuyHoo [6]. 3a maHumMu A. Linhart et al. (2000),
TJIII Gyna yacroro B oci6 BikoM Bix 30 pokiB: y 61%
yonoBikiB i 18% xinok (p<0,001) [48]. Cryminb
[JIL He3anexXHO KOpeJioBaB i3 BikoM Ta Jiora-
pudmoM aktusHocTi a-Gal A (12 = 0,70; p<0,001).
Jlo TOTO X BUEHi MepeBaXHO BUSIBISUIN KOHIICH-
tpuuny [JIIII Ta pemonemoBaHHs — y 36% naiieH-
TiB, TOJi SIK aCUMETPUYHY TinepTpodilo MixXIILTy-
HOYKOBOI TIeperopoaku 0yio 3apeectpoBano y 10%.
Ha momauy, HayKoBIIi aKkTHBHO BUBYAJIM 3B’SI30K
mix [JILI ta CC-nomistmu ipu XAD [67, 68, 87].
Y mpocnekTUBHOMY MOCTIIKEHHI 32 y4acTio
207 malieHTiB i3 CepeqHiM IepionoM CIIoCTepeKeH-
Hs 7,1 poKy Oy10 BCTaHOBJIEHO, 1110 CC-CMEpTHICTh
acouitoBanacs i3 IJIL: ingekc macu miokapnaa JITLT
(IMMUJILLI) BUSIBUBCS €IMHUM HE3aJEXHUM Tpe-
IUKTOPOM 3a pe3yibTaTaMy 0araTropakTOpHOTO
aHajisy [68]. IHIMMM TOCTiTHUKAMU BUSIBJIEHO,
110 36inbmenHss IMMIIII Ha 10 r/M? mpu3Boan-
JIO 110 MiABUIIIEHHST IMOBIPHOCTI HECTIPUSTIUBUX
noniit Ha 25% (BimHocHuit pusuk [BP] 1,25; 95%
nosipuuit iHtepsan [1] 1,08-1,45; p=0,003). 38’3~
30K Mick IMMUJIL Ta pusukom CC-nopiii (BP 1,13;
95% 111 0,98-1,30; p=0,09) OyB momiGHMM 10 TAKOTO
Mixx CC- ta LepeOpaJbHUMU TOAISIMUA Pa30M Y3sI-
tiumu (BP 1,18; 95% 11 0,98-1,44; p=0,09) cepen
nauieHTiB, ki orpumyBanmu ®3T [3]. VY mopis-
HSUTBHOMY BUITPOOYBaHHI BCTAHOBNIEHO, 110 Al
ta [JIII 6ynu HaitGinbul 3HAYYUIMMU MPEIUK-
Topamu cepitosHux Hecnpuarausux CC-momiit
(sx-to IM, CH Ta cepueBa cMepTh). 3a JaHUMU

JIOTiCTUYHOTO PerpeciitHoro aHaizy, BilHOILIEHHS
wanciB (BIL) pna T ctanoBuno 4,8 y yoJo-
BikiB (95% M1 1,03-22,2; p=0,0463) i 8,2 y XiHOK
(95% A1 2,6-26,0; p=0,0003) [67].

Pesynbrat 006cepBaliiiHOTO AOCHiIXKEHHS
MPOAEMOHCTPYBaJIH, 110 NauieHty i3 [T mamu
3HayHO BuImii pusnk CC-moxiit, Takux sk IM, 1o-
PYIIEHHS pUTMY Ta TIPOBITHOCTI CepIIs i XipypriyHe
BTpyJaHHs Ha cepui (BP 1,57; 95% I 1,21-2,05;
p<0,001) mopiBHsIHO i3 TUMU, B Koro IMMUJILLI OyB
y Mexax HOpMM Ha BUXiZHOMY piBHi. BogHouac
PU3UK TOii 3 00KY HUPOK CYTTEBO HE Bilpi3HSIB-
ca Mix migrpymamu (BP 1,90; 95% 11, 0,94-3,85;
p=0,074) [22]. Y Momeni omHO(aKTOPHOTO aHai3y
TaKoX OYJ10 MMOKa3aHo, 1110 miasumeHuii IMMJIILT
(BP 2,21;95% M1 1,43-3,42; p<0,001) Ta 3HMXEeHa
HIBUAKICTB KITy6oukoBoi dinsrpauii (BP 0,41; 95%
J10,27-0,62; p<0,001) mop’s13aHi 3 BULIMM PU3HU-
KOM PO3BUTKY HECHTPUSATIUBUX KJIIHIYHUX TOMii
[78]. 3rizHo i3 mTaHUMM OaraToOLIEHTPOBOTO AOCTiI-
JKEHHSI, 32 pe3y/bTaTaMi MarHiTHO-Pe30HaHCHOI
tomorpadii (MPT) cepug, [JIL y yonosikis Oyna
CUJIbHUM NpenukTopoM HasiBHocTi LGE (ckopu-
rosare 3a Bikom BIII 8,63; 95% M1 2,43-36,01;
p<0,01). HatomicTb y xXiHOK TaKoi acoliailii He BU-
siBIeHo (ckopuroBaHe 3a BikoM BIII 1,26; 95% M1
0,44-3,53; p=0,66) [4].

Takox y DOCTiIKeHHSIX OYB IMOKa3aHUI 3B’ 130K
mix [JIL Ta mmyHoukoBumu aput™isimu [13, 77].
Y npocneKTMBHOMY OHOLIEHTPOBOMY BUITPOOYBAaHHI
y BCIX IT’SITH TAIliEHTIB i3 Hectiiikoto LT crmoctepi-
rajJld MaKCUMaJIbHY TOBLIMHY cTiHku JIII >20 mm
i cepemniit IMMUITLII 243,62102 r/M? 32 TaHUMU €X0-
kapmniorpadii (ExoKT') [77]. Y peTpocniekTuBHOMY
JOCHifXeHHi B oci6 i3 migsumeHum [MMJILI
BUSIBUIIN OijiblLIE MOPYIIEHb PUTMY CEpLs 3ara-
JoM (p=0,007), uutyHoukoBux aputmiii (p=0,007)
ta criiikoi LT (p=0,008) [13]. O. Azevedo et al.
(2020) mponeMoHCTpyBaH, 10 Y nawieHTiB i3 TJI1H
TspkKicTe CC-1posBiB OyJ1a MoJiOHO Y YOJIOBi-
KiB i XiHOK, 3a BUHATKOM BUIII01 mormmpeHocTi CH
cepen xiHok (75 vs 36,4%) [6]. Ha okpemy yBary
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Tabnuus 3. MowwupeHicts MWL y nauiexTie is XAP
Agrop(-u), pik ~ q q
LI, ocn:")ll‘(euua na :(erl:.:in n qong/BIK"' SRR e nomm;éemc“'
nocunanns | AOCMA - i °
é(jl(-)igr}jg]et a, MopisHansHe 30 43 %954;]]%(;;:)}’ 61 (4on.), 18 (xin.)
Ornap,
(maHi nauienTis,
A. Mehta et al,, 30PEECTPOBAHMX 655 485 39£10 (von.); 43 (4on.)
2006 [55] y the Fabry ! 5017 (xin.) 26 (xi.)
Outcome Survey,
FOS)
A. Linhart et al., 4549 (yon.); 53y uon.; 33y xiH.
2007 [47] baratouenTpose 714 483 54413 (xin.) (HenikosaHi)
g‘ongb%%*]“'-' Ml 38 78,9 42,8411 64(80 y won)
43,6
(koHueHTpUYHG
D.P. Deva et al (L), 12,8
2016 [13] M Petpocnextusne 39 51 45,2(22,3-64,4) (rinepTpodist
MiXLLNYHOYKOBOIT
neperopoaku
4n BepXiBKM)
%Grﬁ?]ds etal, PetpocnexTtushe 236 55,6 46 (18-79) 58
gog%i[%zé]i etal, ObcepsauiitHe 560 48 23,2179 55
O. Azevedo et al., _ 40,8(6,5<40p.,
2020 [4] 120 3 4ox18 81,6540 p)
KoHueHTpuuna: 16
6e3 CH);
D.Robetal, 3(6es CH); | 43%14 (6e3 CH); ( o (i L
2022 [71] MpocnekTtusHe 116 62 fis CH) 5811 (i3 CH) : 66% (i3 CH)A
KCLEHTPHYHA: 1
(6e3 CH); 9 (i3 CH)
R. Hiestand et al., | PetpocnekTusre
2023 [34] KoropTHe 55 60 40,3£15,9 49,1 (IMMIILL)

TaKOX 3aCJIyTOBYE rinepTpodis MamiasipHuX M’s3iB,
1110 YaCTO BUSABISAETHCA y nmatieHTis i3 XAD [2, 11].

lNopyLwieHHs1 pUTMY cepus

[TopyieHHst puTMy ceplisi, UMOBIpHO, Bifirpa-
10Tb MPOBIHY POJIb Y MiABUILEHHI CMEPTHOCTI Cce-
pen xBopux Ha XA®D, ripu ibomy PCC € ocHOBHOIO
ii mpuunHolo. HaxonuyeHHs rikochiHromimniais
y cepui npu XAD cripuuKMHsIE PO3BUTOK Pi3HUX
TIOpYIIeHb PUTMY cepiis — TepeBakao OI, mry-
HOUYKOBUX apUTMiii i OpamiapuTM™iii. Ak 3a3Ha4a0Th
A. Roy et al. (2024), nenani Oiblie JaHUX CBITYUTD
mipo te, mo KMIT mpu XA®D € mepBUHHO apuUTMO-
TeHHUM 3aXBOPIOBAHHSIM, Y SIKOMY KOXHA CTafist —
Bi/l HAKOTIMYEHHS, Tineptpodii, 3ananeHHs i ¢io-
po3y — hopMye apUTMOTEHHUI CyOCTpaT HUISIXOM
3aJIyYeHHSI Pi3HOMaHITHUX BHYTPILUHbOKJTITUHHUX,
MO3aKIITUHHMX Ta iHIIKMX MeXaHi3MiB [72].

ITpu XA® criocTepiraioTh BapiaOelbHICTh cep-
1IEBOTO PUTMY, TUC(YHKIIiI0 CHHYCOBOTO BY3J1a,
HAJILTYHOYKOBY YH IITYHOYKOBY €KCTPACHCTOIIO;
O[T Tta TpinmoTiHHA Nepeacepb; aTPiOBEHTPUKY-
JisipHi 6;1o0Kkanu (AB) pisHoro cTyneHs, 6Jokay Ji-
Boi a60 IpaBoi HiXOK 1myuKa [ica, HecTiliKy/CcTiliKy
LT Ta ¢ibprswiio nutynoukis (PLI) [14, 59, 61,
72, 91]. HaguutyHOYKOBi apuTMii 3ycTpidaloThbest
yacTillle 3a UTYHOUKOBI, 3 IKMX MepeBaKHO Jia-
rHoctytoth OIT [61, 72, 90].

OIT yacrile 3ycTpivaeThesl y MaliEHTIB BIKOM
>50 pokiB i3 yacroroto 3,9% s mepcUcTyio-
yoi ®IT ta 13,3% — napokcusmanbroi OIT [77].
3a gaHumu gociimxkenb, ®I1 miarHocTyOThH
y 4-31,3% oci6 i3 XAD (tabu. 4) [6, 32, 34, 64, 86].
Bunuknenns ®I1 npu XA® MOXyTb CIIpUYH-
HSTH MHOXUWHHI YMHHMKU. OJUH i3 MeXaHi3MiB
posButky PIT nmpu XAD mojsirae B iHdinbTparrii
riikociHroninigaMu TKaHUH Niepeacepib, a Ta-
KOX y ix HakonuueHHi B JILI, mio npu3BoauTh
JI0 3HVMXEHHS HOTO MOJATIMBOCTI, MiABUILIEHHS
TUCKY HaITIOBHEHHS i, IK HACJIiOK, 10 PEMOJIEJTIO-
BaHH jtiBoro nepencepas (JIIT) Ta itoro qunararii
[34, 69]. 3a manumu cekia-Tpekinr ExoKI, cro-
cTepirasocs mopylleHHs HAaCOCHO1, pe3epByapHOi
ta npoBinHoi ¢yHkuii JIIT, mo nmokpaityBaiucs
yepe3 pik ®3T. /lo Toro X MoKasHUKK CTPEiiHiB
JIII 6ynu acouitioani 3 @I ta incymsTom [69].

V¥ nocnimkensiJ.S. Shah et al. (2005) npeaukro-
pamu PI1 mpu omHODakTOpHOMY aHai3 Oyau [77]:

o BiKk (p<0,001);
niametp JIIT (p=0,001);

MakcuMaibHa ToBiMHa cTinku JIL (p=0,003);
IMMUJILL (p=0,009);
creHokapais (p=0,02).

[1pu BUKOpUCTaHHI IUX MPEAMKTOPIB y MOfENi
TTOKPOKOBOTO JIOTiICTUYHOTO PErpeciiiHOro aHaizy
BiK 3QJIMIIMBCS €AMHUM HE3IEXHUM MPETUKTO-
pom ®IT (BL 1,2; 95% Al 1,1-1,3; p=0,001).

HesBaxatoun Ha BUCOKY MOIIMPEHICTb CUMII-
TOMATUYHUX apUTMili, YacTy iMIUIaHTALIil0 Kap/i-
IBbHUX MPUCTPOIB Ta 3HaYHY Yactoty PCC, TouHe
BU3HAYEHHSI 1X TIOIIMPEHOCT 3ATMIIAETHCS CKITAT -
HuM 3aBaaHHaM [35]. LUT ra @I e HajyacTinm-
MU 1ITyHOuKoBUMU apuTt™isimu; LT cniocrepira-
my 1,8-31,3% nauientis (nus. Tadm. 4) [6, 13, 34,
40, 56, 72,77, 86, 87]. OmHOLIEHTPOBI AOCITiIKEH-
H$1 MPOJEMOHCTPYBAIU BUILYY TOIIMPEHICTh ILLTY-
HOYKOBMX TIOPYIIEHb PUTMY CepIIs Y YOJIOBIKiB,
HiX Y XiHOK, TpOTe TUI MYTallii He BIJIMBAB Ha iX
yactoty [24, 77, 87].

OCHOBHi (haKTOpW PU3UKY HLTYHOYKOBHUX MO-
pYLIEHb PUTMY CEPIISl BKITIOYAIOTh: TIOXVJIMA BiK,
nopoBxeHHs Komiiekcy QRS, yosoBiuy craTh,
nporpecyBaHHs ¢hibpo3y, BULIMiA 6aj 3a iHIEKCOM
OIIIHKM cTyTeHs Tsekkocti Maitnma (MSSI) [72].
Hecriiika LT € yacroro 3Haxiakoo npu ambyna-
topHoMy MoHitopuury EKT [77]. [i momupenicTs
3pOCTAE 3 BiKOM Ta KOPEJIIOE i3 MPOrpecyBaHHIM
LGE 3a nanumu MPT cepug [40]. B inmomy
JOCIIIXEHHI 0yJ10 TPOAEeMOHCTPOBAHO, LIO Ce-
pen maiieHTiB i3 Hectilikoto LT yci Oyau vo-
JIOBiKaMU 3 MaKCUMaJIbHOIO TOBIIMHOIO CTiHKA
JI >20 mm [77].

Crin 3ynuHUTHCA TaKOX Ha JaHUX 6GaraTo-
LIEHTPOBOTO PETPOCTIEKTUBHOTO MOCIHiIKEHHS,
3a SIKUMH B OCi0 3 iIMIUIAHTOBAHUMM MTPUCTPOSIMHU,
sK-To enaekrpokapaioctumynsitop (EKC) ta imn-
JIaHTOBaHMIi KapaioBepTep-nediopunsrop (IKI),
TArap apuTMii, 110 MOTpeOyBaB JiKyBaHHS, OYB
ucokuM. Tak, y 26% ocib croctepirany HeCTiiiKy
LT, o motpebyBana MeAMKaMEHTO3HOI Teparii,
y 28% — criiiky LT, sika motpeOyBaia CTUMYJIsLIiT/
nediopunsiwii. [TauieHTn 3 iIMIIaHTOBAaHUMHU TIPUC-
TPOSIMU OYJIU CTapIIMMMU, Majiu Oinbiry macy JITII,

MpogosxeHHs HA HacT. crop.\
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Mouarok Ha ctop. 30 A,

Oisbllie pyOLIeBOI TKAHUHU Ta OiNbILI po3Mipu Te-
pencepab. HeobxigHo Takox 3a3HaunTH, 1110 y 29%
XBOPUX JiarHocTyBaiu 6escummromuy PIT [84].

3rigHo 3 faHuMu aociimkeHb, PCCy naiieHTiB
i3 XA® crocrepiramu y 1,5-15% Bunankis (1us.
Tabi. 4) [8, 40, 64, 68, 77, 87]. 3rimHo i3 cucTeMa-
TUYHUM orisiaoM, (pakropamu pusuky PCC oynu:
cTapiuii Bik, yosnosiua cratb, [JII, LGE Tta He-
critika LT [8].

bpaaukapais Ta nopyLueHHs
NpPOBIAHOCTI cepusi

Bpaniapurwmii y manienris i3 XAD 3ycrpivarorh-
cs1 yactime, Hix Taxiaputwii [72, 85]. [TopyieH-
HS MPOBIMHOCTI ceplisl BKIIOYAIOTh TUCHYHKILIIO
CUHYCOBOTO By3la, AB-010Kanu Ta mopyiieHHs
BHYTPilTHBOULIYHOYKOBOI MpoBigHoCTi [14, 59,
70, 72, 91]. HakonmuenHst GB3 y kiituHax rpo-
BiHOI cMcTeMU ceplisd Ha paHHii cramii XAD
31aTHE TTPU3BECTH 10 NMpUcKopeHoi AB-npoBin-
HOCTI, 1110 TIPOSIBIISIETHCS SIK KOPOTKUIA iHTEpBas
PR na EKT. Y mipy nporpecyBaHHSsI 3aXBOPIOBaHHS
HakonnueHHs1 GB3 Ta hibpo3 3yMOBIIIOIOTH PO3BU-
ToK AB-0mokan, 6;okan Hixkok myuka I'ica ta muc-
(yHKIIiT CMHYCOBOTO By3/1a, SIKi MOXYTb TOTPEOY-
Baty immanTanii EKC [5]. Bpanukapais y crani
CIIOKOIO € MOIIMPEHNM SIBULLEM, SIKY CTTOCTEPirain
y 72% xBopux Ha XAD i3 XpOHOTPOITHOIO HEKOM-
neteHTHicTIO [50].

3a TaHMMU JOCTiIKeHb, OpamiapuT™ii/Opamkap-
i y¥ MOpyIIEHHS MPOBITHOCTI CepL Y MalliEHTIB
i3 XA®, mo noTpeOyBain iMIUIaHTAIlii TTOCTiiiHO-
ro EKC, 6ynu y mianasoni Bin 1,8 1o 19% Bumnan-
KiB [14, 34, 64, 68, 86]. Y cucteMaTHUHOMY OTJISII
3BaXEHi OL[IHKY YaCTOTU OpafiapuTMii CTAHOBUIIN
10% (cyxymHuii MeiiaHHUI Yac CrocTepeKeHHs —
4,5 poxu) [85]. CBoEI0 Ueproro, 3a JTaHUMM iHIIOTO
JOCTTXeHHs, B 0ci0 i3 po3BuHeHo10 KMIT Opanu-
Kapjist Mana mictie y 43,8% Bumnankis [86].

3rigHo i3 pe3yJbraTaMy MepPexXpecHOro A0Ci-
IKeHHs, OpaaiapuTmii Oyau 3apeecTpoBaHi
y 23% xBopux Ha XAD i KopeJoBaiu 3 BiKOM, Ma-
coro JIII, ®B JIIII ta mopylieHHAM pe3epByapHOI
dynskuii JITT. Oxpim Toro, GpamiapuT™ii, acouiiio-
BaHi 3 KJIIHIYHO 3HAUYII010 TUCPYHKILIEIO CUHYCO-
BOTO By3J1a (SIK-TO BUpa3Ha CHHYCOBA OpamuKapiist
Ta CUHYCOBI TMay3u), niarHoctyBaiu y 12% Buman-
KkiB. [lanieHTtu i3 6pagiaputmisiMu Oynu cTapuiu-
MU Ta MaJI HUKYY YaCTOTY CepIIeBUX CKOPOUEHb
y cTaHi cnokoto [14]. R. Vijapurapu et al. (2019)
niarHoctyBamu AB-6mokamn y 17% xBopux. Y 1o-
crimpkyBaniit koropti EKC immnantyBaiu 42% na-
LieHTaM i3 6panukapmieio, a IKI — 48% ocobam
BiIMOBIZHO 10 NOKa3aHb [84].

3a HassBHUMU TaHVMH, Y TIALIEHTIB i3 Ti3HIM (e-
Hotunom XA®D AB-6iokanu criocrepiraiu y 18,3%,
AB-6nokany 1-ro ct. —y 12,6%, 2-ro cT. — y 5%,
3-ro ct. — y 5%, Giaokamny MpaBoOi HiXKHU MyyKa
lica — y 18,6%, Giokany mepeaHbOI IJIKK JIiBOI
Hixku mmyuka [ica —y 22,3%, 61okamy J1iBoi HXKA
nyuka lica — y 0,9%, GibacuukyaspHy 6J0Katy —
y 13,4%; EKC 6yB immuiantoBanmii 5,8% xBopux [6].
B oci6 i3 I'I1L AB-6:10kamu siarHoctyBama y 30,4%,
AB-6y10kany 1-ro ct. —y 21,4%, 2-ro ct. — y 4,1%,
3-ro cT. —y 12,2%, Giokamy npaBoi HiXKH My4Ka
Tica — y 43,2%, Gnokany mepeaHbOi IiJIKK JIiBOI
Hixxku myuka [ica —y 51,2%, 6rokamy JiBoi HiXXKA
nyuka lica — y 2,4%, GibacuukyaspHy 6J10Kany —
y 29,2%; EKC immnanrysanu 14,3% nauieHTiB.

Jlo (akropiB pusuMKy, acouiiioBaHuXx i3 Opamia-
puTMi€lo, Haexarhb |14, 72]:

o 30iIBILICHHS BiKY;

o nuchynkuis JIIT;

® HM3bKa YACTOTA CEPLIEBUX CKOPOUECHb Y CTaHi
CTIOKOIO;

o nonoBxeHHs iHTepBany PR ta kommiekcy QRS;

e npuitMaHHS B-anpeHo0I0KaToPiB;

e TIOPYIIEHHSI TI00ATBHOTO TO3TOBXHBOTO
crpeiiny JILI.

Crin 3a3HaYUTH, 1O 32 JAHUMU JOCTiIKEHHS
He OyJ10 BUSIBIEHO XOJHUX CYTTEBUX BiIMiHHOCTE!
y yacToTi OpaaMkapii 3a1eXHO Bifl cTati abo TuIy
myTattii reda GLA mpu XAD [24].

lemiuHa xBopoba cepus

Y nautienTis i3 XA®D BcTaHOBIEHUIT MTiABULIIEHUIA
PUY3MK PO3BUTKY illleMiyHOi XxBopobu cepus [91].
3a gannmMu peectpy Fabry Outcome Survey, cteHo-
Kapaito npu GisMyHOMY HaBaHTaXKEHHi, 3yMOBJIEHY
MiKpOCYITMHHOI AUCHYHKIIiEO, criocTepiraiy y 23
i33% oci0 3a pisHumu kepenamu [47, 87]. Y mato-
reHesi imeMii Miokapa BaxJIMBY poJib BilirparoTh
JIUCYHKILS KOPOHAPHUX MIKPOCYIMH, OIKCaHa IpU
XA® i3 I'JI1L a6o 6e3 Hei, MiIBUILEHHS TOTPEOU Mio-
Kapra B KUCHI, 110 BuHKKae yepe3 [JIL, 3meHiien-
HsI IPOCBITY APiOHMX apTepiil yHacIigoK rineprpodii
Ta rinepruiasii IJ1aIeHbKOM SI30BUX KJIITUH, a TAKOX
HaOPSIKy Ta Tpoidepallii eHIoTeTiaTbHIX KIITHH
3 iH(inbTpauiero rikocdinromiminamu [12, 33].

V nauienTiB i3 XA® i creHokapmieto Ta I,
B SIKMX NP00a i3 1030BaHUM (hi3MYHUM HaBaHTAKEH-
HsIM OyJ1a TO3UTHBHOIO, a 32 TAHUMU OXHO(DOTOH-
Hoi eMiciitHoi koM’ 1otepHoi Tomorpadii (OPEKT)
BUSBWIM CTpec-iHAyKOoBaHi nedexktu nepdysii,
B eMiKapAiaIbHUX KOPOHAPHUX apTepisiX CIOCTepi-
rajiocsi CroBiIbHEHHST KDOBOTOKY 0€3 CTPYKTYPHHX
3MiH [12]. ABTOpY 3a3HaYMIIU, 1110 MATOJIOTis APi0-
HUX CYIUH (3Ha4YHE 3BYXEHHS MPOCBITY OLTBLIOCTI
iHTpaMypaJIbHUX apTepiii) KopeoBaja 3 YIOBillb-
HEHUM KOPOHapHMM KPOBOTOKOM Ta BHPA3HICTIO

(idpoay, aje He 3 BikoM, cTarTio Ta cryneHem [JILLL
e minTBepmKeHO pe3y/IbTaTaMy iHILIOrO HEBEJIMKOTO
nociimkeHHs (10 4osoBiKiB Ta 24 0cid KOHTPOJIBHOI
TPYNHU), 3TiHO 3 IKMUMU OUTb Y TPYIHIN KITITLI T
yac (i3MYHOro HaBaHTaXeHHs Maa Micue y 60%
YOJIOBIKiB, aJie Y XXOIHOTO 3 HUX He OyJI0 3HAUylIMX
0OCTPYKTUBHHUX 3MiH KOPOHApHUX apTepiii 3a TaHU-
MU KopoHaporpadii. [TpoTe y maii€eHTiB BifzHaYaIm
BUpa3Hy AMC(PYHKIIiI0 KOPOHAPHUX MiKpOCYIMH,
Ha siky He BrurHynia ®3T mpoTsiroM y cepetHbOMY
10,1 micstueg [17]. Ha BimMiHy Bin LIMX TOKa3iB, pe3yiib-
TaTu 6araTOLEHTPOBOTO BUMPOOYBAaHHSI MOKA3aH,
110 3arayibHa rormmpeHictb XAD cepen ocib i3 6omeM
y IPYIHil KITTLi 3 HOpMaTbHUMU a00 HEOOCTPYK-
TUBHUMM KOPOHAPHUMH apTePisSMU CTAHOBIUJIA JTUILLIE
0,15% Bunanxis [33].

[H11i HayKOBLI BUSIBUJIM HECTIONIBAHO BUCOKY
MOIIMPEHICTh KOPOHApocnasMy B 89% maiieHTiB
i3 XA® npu npoBeleHHi MPOBOKALIIHOTO TeCTy
3 ALETUIXONIHOM i3 CUMIITOMAMU Ta illleMiYHUMU
3miHamu Ha EKT, ane 1ie mociimkeHHsT OXOILTIOBAJIO
JIILIIE JeB’SITh MalieHTiB [38]. Y niteparypi onucaHuit
KITiHIYHMIA BUTTAnoK KopoHapoctasmy i DL y 43-piy-
HOT0 YOJIOBiKa i3 cHYcOBOO Opanvikapmieto Ta [JII,
B sikoro XA®M He 6y10 JiarHocTOBaHO paHiie. 3a 1a-
HUMM CiMEIHOTO aHaAMHEe3y BCTAHOBJICHO, 0 Y Ma-
Tepi Oy [JILL He3’sicoBaHOTO TeHe3y Ta CUHIPOM
¢1abKoCTi CHYCOBOTO By3na. [Ticist noodcTexxeHHs
y nauieHTa 0yJ1o BUSIBICHO HU3bKY aKTUBHICTb o-Gal
Ay mma3mi kposi. XBopomy niprzHaur 3T, OnHak
TIiJT Yac 1’SITOro BBEICHHSI arayickiazu-3 y yososika
possunyacst DI, a va EKT, 1o Oyna 3apeectpoBaHa
6esmocepentro nepen PII, criocTepirany enepario
cermeHTa ST y HIDKHIX BilBEICHHSIX i3 PELIMITPOKHOIO
nenpeciero cermenta ST, [Tpu npoBenerHi MPT cepus
LGE y miokapai He BiizHayasnocs, sIK i CTEHO3y KO-
POHApHUX apTepiii 3a JTaHUMK KopoHaporpadii. Kpim
TOr0, KOpOHApOCIia3M OyB BUKJIMKAHWIA BHYTPILLIHBO-
KOPOHAPHUM BBEICHHSIM alleTHIXOMiHY [39].

Amnaaralis aoptu

Lle mommpeHa 3Haxinka y xsopux Ha XAD, mepe-
BaXXHO i3 JIETKOI0 200 MOMipHOIO ii IUIaTalli€lo, yac-
TOTA SIKOi 3pOCTAE 3 BIKOM Ta € 3HAYHO BUIIIOIO Y YO-
JIOBIKiB, HiX Y XiHOK. Po3impeHHs aopTy Ha piBHi
cuHyca Banbcanbsu 6yito BusiBieHo y 32,7% voiio-
BiKiB Ta 5,6% XiHOK, IMIATALII0 BUCXiTHOI a0pTH —
y29,6% vonosikiB Ta y 21,1% XiHOK, aHEBPU3MU —
y 9,6% dvonosikiB Ta 1,9% xiHok [9]. Pozsutok
nuatanii aoptd mpu XA® MoXHa MOSICHUTH,
30KpeMa, JIeTeHepaTUBHUMM 3MiHaMU CepeaHbOl
000JIOHKH a0PTH, CIPUYMHEHMMHU HAKOTTMYEHHSIM
rikocdinroniniais [5]. OnHaK Mpo HEOOXiAHICTh
XipypriYHOTro BTpy4YaHHs ab0 yCKJIaAHEHb, BKIIIOY-
HO i3 po3pMBOM a0b0 po3IIapyBaHHSIM aHEBPU3MU
A0pTH, MOBITOMJICHHS BiacyTHi [11].

Tabnunus 4. Mowwupenicts @M, WT ra patanbHux nogiii npu XAD
Agtop(-u), pik Ao q Cep. nepiop _ CmepTb Bif
ny6nikauii, ocn;rn)ll‘(enuﬂ :or:::':ie:;";} Cep::;x, CNOCTEPEIKEHHS D, % LT, % PCC, % SOy 6ynAb-aKux
nocunanns | POCMA bzo P (mianasoH), poku ° npuumn, %
1'S. Shah et al Obcepeauiiite 78 i 66: 3,9 (nepcuctyioual);
> 2non eral, r1osnoBxme AHORANTOOT 1 43,5415 1,9(0,3-10) 13,3 8,3 1,5 15 1,5
2005 [77] npoCNeKkTMBHE 55
KoropTHe (napokcuamansHa)
O6cepeauiitHe
F. Weidemann NO3AOBXHE ; _
etal., 2013 [87] NPOCNEKTUBHE 40,77,5 40%7 . 30 I s 077
KOropTHe
O6cepsauiiine
J. Kramer et al., NO3LOBXHE . _ _ _
2014 [40] npocheTUBHe 73; 48 39411 4,8+2,4 17,8 6,8
KOropTHe
O6cepeauiiiHe
NO300BXHE
goﬁgffgg]* al, e | 207473 442149 71 (4,09]) 6 - 24 3 58
CNEKTUBHUM
aHanisom
F.f\/\lleigggnéo[réné] MpocnekTneHe 16; 75 52411 1,2(0,3-2,0) 31,3 (iMﬂJ'|30]|I-|3Touiﬂ - -
ol KL - 25)
D.P. Deva, 2016 Petpocnektusre . 45,2 _ _ _ _
[13] nepexpecHe 3951 (34,7-55,5) 13 I
L.Z. Dietal, 2018 | Perpocnektusre . B B _ B
[14] nepexpecHe 53; 42 45 21 8
el 3o | 418550 376 1,210 - 15,3 59 49 8,3
K. Hanneman Petpocnektusre . B 1 (cTivka), 21 B B
etal, 2020 [32] KOrOpTHE 90; 34,4 44115 3.6 (Hecrilka) !
12, (HecTikka);
O. Azevedo et al., _ . _ 5 y naujenTis 28,6 _ _ _
2020 [6] 120; 37 A e U= 1D || fyreus
i3 [JILL)
C. Orsborne MosposxHe ) B B B B
etal., 2022 [64] NPOCNEKTUBHE 200; 39,5 46+13 45(27-63) 6
S ieleiel, | Repoesrne | g4 40 49(3,7-59) 12,7 18 (crika) | - 18 -
. BarartoueHtpose
rev:‘(i' g‘gggc['%] PETPOCNEKTUBHE 314; 44 45 (31-55) 8 9 33 - 33 -
N obcepsaliiHe
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KaanaHHi Bapam cepus

HenocrarHicTb a0pTajIbHOTO, MiTPaJILHOTO Ta TPU-
KYCHiTATbHOTO KJIaMaHiB € MOIIMPEHOIO Y MALEHTIB
i3 XA® vepe3 noToBIIEHHS CTY/OK KitanaHis [90, 91].
OpHaK CTEHOTMYHi ypakeHHs KJIamaHiB CIocTe-
piraroThCs Piiko, SIK i 3HaUHe YpaxkeHHs KJIanaHiB
cepirs [11, 90]. 3a manumu ToCTimKeHHST, He3HAUHE
MOTOBILEHHS CTYJIOK a0pPTAIbHOTO i MiTPaJbHOTO
KJIanaHiB ¢ikcyBamm y 25,5% nallieHTiB, a He3Ha-
YHM TIPOJIAIC MiTpaIbHOro KianaHa —y 10,9% [37].
3rigHo i3 pe3ysbraTaMu iHIIOI poOOTH, HE3HAUHI
CTPYKTYPHi 3MiHM MITpaIbHOro KJaraHa Oy/iu BUSIB-
nieHi y 57% xBopuxX, a0pTaJIbHOTO KilarnaHa — y 47%
i3 4aCTMM PO3BUTKOM iX HEOCTATHOCTI HE3HATHOTO
a00 Jierkoro cryrneHst [48]. BueHi 3a3Haumu, 110 Kijlb-
KicTb 0ci0 i3 XAD, gKi oTpeOyBay BTpyJaHHs, Oyia
Hu3bKoI0 [47]. [IprunHamMu pO3BUTKY a0pTaTBHOL
HEIOCTATHOCTI € AWJIATALLisl KOpEeHsI aOpTH Ta Piiie —
BilK/IaieHHsI rikocinromimnmimis [11].

ApTepiaAbHa rinepteHsis

AptepianbHy rinepreHsito (Al') crioctepiranu
y 7,3-36% nauienris i3 XAD [3, 13, 32, 34, 55, 78].
[porte iHi focaimHUKY 3a3HaumIu, 10 A’ B ocid
i3 XA® € HeyacTUM SBUILEM 3a BiICYTHOCTI IHC-
¢byHxuii Hupok [31, 59]. AHani3 nanux 2869 xBopux
i3 the Fabry Registry mokaszas, 1o Al siBnsie coboro
TIOTYXHW MPEAUKTOP CEPHO3HUX HECTIPUATIMBUX
CC-nogiit (sixk-to IM, CH Ta KapaiaibHa CMepTb).
3a JaHUMU JIOTICTUYHOTO PErpeciiHoOro aHai-
3y, BIII mnst AT y gostoBikiB cranoBuio 7,8 (95%
A1 2,1-28,6; p=0,0019), a y xinok — 4,5 (95% Al
1,6-12,3; p=0,0037) [67].

CepueBa HEAOCTATHICTb

XA® acoriifoBana i3 po3sutkom CH [47, 71].
l'neptpodis ta $Hidpo3 Miokapaa HLTYHOUKIB
€ MPUYMHOIO PO3BUTKY AiaCTOJIIYHOI Ta CUCTOJMIY-
HOI IUC(YHKLIT, SKi y MOEAHAHHI 3 TOPYILIEHHSAMU
PUTMY Ta TIPOBITHOCTI ceplisl, KIallaHHUMK Bajia-
MM CepL i iLIeMi€l0 MiOKap/a CIIPUSIOTh PO3BUT-
Ky CH [5]. D. Rob et al. (2022) BUSIBUIM BUCOKY
nommmpeHictb cumnTomatiaHoi CH y 116 oci6
i3 XA®, mornpu 3HayHy KiIbKIiCTh XBOPHUX, IO OT-
pumyBaan O3T [71]. Tak, 41% nauieHTiB Manu
cumnromatiydy CH (cepeniii Bik — 5811 pokiB,
62% donosikiB), i3 Hux CH30®B miarHocryBanm
y 91% Bunakis, ska Gyna TOMiHylOUUM GEeHOTH-
nom CH. O. Azevedo et al. (2020) miarHoctyBaau CH
y 20% mattienTis i3 XAD ta'y 49% — i3 TJII [6];
i nocinHuku — y 9,1% xopux Ha XAD [34].

Crin minkpecanty, mio sumkeHHs @B JIL moxe
posBuBatucs Ha mizHix cranisx KMII, acouiitoBaHoi
3 XAD, sike crioctepiranu y 6-8% mnallieHTiB, mepe-
BaxHo 3a BincyrHocTi ®3T [80, 81]. BecraHosieHo,
110 3HxeHHs1 OB JIL kope:moBato 3i 3pocTaHHAM
cmeptHocri [80]. 3a nanumu peectpy Fabry Outcome
Survey, 3aauiKy mpu GizuYHOMY HaBaHTaXKeHHI
ta CH cnocrepiranu y 23% oci6 [47]; 3a naHumMu
iHmoro gocnimkeHHs — y 48% xpopux [87].

3a pocryrmauMu gokasamu, IMMIILL mae Haii-
BUIIY JiarHOCTUYHY LIHHICTb (4yTIMBicTb — 71%,
crerudivnicts — 83%) mst BuseieHHss CH npu
XA, 3a uuM inyts E/e’ >9 (uyrausicts — 76%,
crietnbiuHicT — 78%) i rodabHA TO3MOBXKHS
nedopmarist JIL <16% (ayrmusicts — 54%, cre-
mdivHicTh — 88%), sIKi TOCTOBIPHO KOPEIIOIOTh
i3 piBHeM N-TepMiHAJIBHOTO (hparMeHTy MO3KOBO-
ro HatpiitypetuyHoro nponentuny (NT-proBNP)
(yci p<0,001). 3a yac crioctepexxeHHs (B CepeqHbOMY
12084444 nni) y mamienTis i3 CH Biz3Havamics Bui-
M piBeHb CMEPTHOCTI Bifl YCiX MPUYKH i TIporpe-
cyBanHst CH (33 vs 1,5%; p<0,001). 36inbmeHHs
IMMJILL, E/e’ >9 i rmobanbHa mo3noBxHS nehop-
mattist JII <16% Gynu moB’si3aHi 3 BUILOIO CMEPT-
HICTIO Bif ycix mpuyuuH i mporpecyBantsm CH [71].

JlaHi iHIIOro BUMPOOYBaHHS MPOIEMOHCTPY-
BaJIM, 1[0 piyHA YacToTa PO3BUTKY TsxkKoi CH
cranosuaa 1,62 Ha 100 monuHO-poKiB. 3araiom
y 10,6% malieHTiB pO3BUHY/IACS CUMITTOMHU TSIKKOI
CH (2111 @K 3a xnacudikaniero NYHA) no abo
Il yac crocrepexxeHHs. Bik nmpu nepiiomy 00-
cTexeHHi, 6an 3a MSSI, niamerp JIIT Ta IMMIJILL
BUSIBIJTUCS OHO(DAKTOPHUMU MPEAUKTOPAMU PO3-
BUTKY Tskkoi CH. Y 6arartodakropHomy aHamisi
BiK Ta 0ayn 3a MSSI Oynu 3HaYyLIUMM PEIUKTO-
pamu CH [68]. 3a pesysibraraMu MOPiBHSUTBHOTO
JOCIiIKeHHs, ¥ 5,8% 4onoBikiB Ta 3,7% XiHOK
crnioctepiranucs cepitozHi CC-nogii (IM, CH a6o
cepleBa CMepThb) Y cepeHboMY Billi 45 Ta 54 pokiB
BinmoBigHo. BogHouac CH Gyna HaiimommpeHi-
mroto nepinoto CC-nofi€eto, Mpo SIKy MOBiITOMIIH
3,5% yonoBikiB i 2,3% xXiHok [67].
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