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1Y «IHcTUTYT cepus MO3 YkpaiHun», Kuis
2 HaujioHanbHMIM YHIBEPCUTET OXOPOHM 300PpOB’a YKpaiHu imeHi MN.J1. Wynuka, Kuis

KniHiyHun BUNapok xsopoomu Mabpi:
LiKaBa 3HaXiAKa B NaLli€EHTA
KapaioxipypriuHoro npodinto

XBopoba ®abpi — ue nisocomHa xBopoba HakoMMYEHHS!, 34ernieHa 3 X-XpOMOCOMOI0, sika NMPU3BOAUTL [0 Mopy-
WweHHs1 MeTabonismMy rnikocdiHroninigis yHacnifok fediumTy Ni3oCOMHOI o-ranakto3ngasu A. Kackag naTtonoriyHmx
npoLecis, WO BUHUKAE NMPU LbOMY, B KiHLLEeBOMY MiCyMKYy MOXe NMPU3BOAUTU A0 TIXKUX YCKNaAHeHb 3 OOKy pi3HUX
OpraHiB Ta cucTeMm, y TOMy Ynchi 1 cepLeBo-CyANHHOT cncTeMn. OgHaK BpaxoByoUYn NoniMopdiam KNiHiYHMX NposBIB,
Lie 3aXBOPIOBAHHS YaCcTO 3aMLIAETLCS HELliarHOCTOBaHMM abo [iarHOCTYeTbCsl Ha cTafil TepMiHanbHOI noniopraHHoT
HEeAOCTAaTHOCTI. YMHHI KNiHiYHi pekomeHZauil Ta HacTaHOBU WOAO BefeHHs naujieHTiB 3 xeopoboto Pabpi nigkpecnio-
I0Tb BaX/IMBICTb PAaHHbOI AiarHOCTUKM 3aXBOPIOBAHHSA AN CBOEYACHOTO NMpuU3HadYeHHs cneumdivyHoi Tepanii, a Takox

HEOoOXigHICTb MyNbTUANCUMNAIHAPHOIO NiAXoAy B NiKyBaHHI TaKUX NaL€HTIB.

KniodoBi cnoBa: xsopoba Pabpi, cnafkoBe 3aXBOpIOBaHHS, illeMiyHa XBopoba cepus.

MocunanHs: Enandiduesa O.A., Conorosid A.C., becara A.B., Xapixos O./. KniHiqHni Brnagok xsopo6y Oabpi: Likasa 3Haxiaka B natli-

€HTa KapAaioxipypriyHoro npodinio. Kapaioxipyprisi 1a iHTepseHuiviHa kapaionoris. 2022. Ne 1-2. C. 58-68.
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XBop06a Dabpi (XD) — 1e crnagkoBe 3aXBOPIO-
BaHHs, sKe TPOTPecye, 3ueryieHe 3 X-Xpo-
MOCOMOIO, TII0 € pe3yJbTaToM MyTaiiit rena GLA Ta
MoB’s13aHe 3 MOPYIIEHHAM MeTaboJisMy TIiKocdin-
royimigiB yHacaigok gedinury abo BiACYTHOCTI
jisocomanphoi a-ramakrosumasu A (a-Gal A) [2,
47]. DyHKIIOHAJIBHO 3HAYyIlle 3HUKEHHSI aKTHB-
HOCTI BHIE3a3HAYEHOTO (hepMEHTY MPU3BOJUTD JI0
Hakomm4YeHHs roborpiaosuirepaminy (GL-3, Gb3)
Ta HOro geanuyiboBaHoi (HOpMHU, TIOOOTPIAO3WUII-
coinrosuny (lyso-GL-3) y misocomax kmitun [12].
Oco6uBo uyTauBuME 10 Hakonuuenns Gb3 e k-
TUHU cepid (KapAioOMiONWTH, KJIITHHU IPOBiIHOI
CHCTEMHU, eH0Te i cyamH Ta ¢pibpodaacTu), HUPOK
(mogoruTH, Tpy6UacTi, kI1ybOUKOBi, Me3aHTialbHi Ta
IHTepCTUIlia/bHl  KJIITHUHWU), HEPBOBOI CHUCTEMU
(HelipoHM Y BeTeTaTUBHUX Ta 33/IHIX KOPEHEBUX TaH-
[JTiSIX), €HIOTENN CYAuH Ta TJIaJeHbKOKOM S30Bi
kinituan |2, 65]. Takum unrom, XD npusBOAUTH 10
PO3BUTKY ITIOJIIOPraHHOI IaToJIOrii, 0 00YMOBIIIOE

pi3HOMaHITTSI KIiHIYHUX TPogaBiB. OTXKe, TaKOTO
narfienTa MoKe 3YCTPITH y CBOIM MpakTHIl JiKap
Oyb-AKOI CIeliaJbHOCTI: CiMEeHUM, IepMaToJIor,
0 TaIBbMOJIOT, TIe/liaTp, TeHETUK, HEBPOTIATOJIOT, Kap-
miosior abo HepoIor.
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MIKIILTYHOYKOBOI TLIKUA JIiBOI KOPOHAPHOI apTepil
(TIMIIT JIKA). ¥ autusCcTBi maiiedra TypOyBa-
s Ok Ta Bim4yTTs 1edil B KiHIIIBKaX, sIKi 3r010M
muHyan. Jlo rocmiTamisaimii mpuitMaB areTuicai-
[IIUJIOBY KHUCJOTY 75 MT, KJIommigorpenb 75 mr, bico-
TPOJIOT 5 MT, paMinpus 5 Mr, posyBactatun 20 M,
TOPACEMI/T 5 MT.

[lix yac ormsamy Bim3HAUEHO TTOMIPHO BUPasKEHi
HaOPSIKM HUZKHIX KiHIIBOK. [Tpu ayckyJibrartii cepiist
BHU3HA4YaBCs MPaBUJIbLHUN PUTM, BUPAKEHUH CHCTO-
JIYHUN ITyM Ha BEPXIiBIIi cepIid.

Ha EKT peectpyBanm cUHYCOBUI HeEpeTyJsip-
HUW PUTM 3 9acToTOl0 56—75 3a 1 XB, Ha TJIi O3HAK
BEJIMKOBOTHUIIEBUX 3MiH I€PeHbOIIEPETOPOIKOBOI
ctinku gisoro nryxouka (JIIII) cnocrepiraan osna-
ku rineprpodii giBoro murynouyka (IVIII) 3 iioro
CUCTOJIIYHUM TIepeBaHTaAKEHHAM (puc. 1).

ITix yac mpoBemeHHst exokapaiorpadii Oyia
BUsIBJIeHA acuMeTpuydHa rineprpodis crinok JIII
3 IMOTOBIIEHHSM MiXKIIJIYHOYKOBOI MEPEropojpKu
o 1,7 cm Ta ii akiHe3i€0, TOBIIMHA BiJIbHOI CTIHKHU
JITIT cranosuia 1,3 cm. O3Hak 0OCTPYKILii BUXij-
woro tpakty (OBT) JIII #e BusaBiaeno. Takox Bif-
3HAYAJIN KOMICYPaJbHUN MPOJAIC 3aHbOI CTYJIKI
MITpaJIbHOTO KJanana B cermenTi P1 3 Bupakenoio
MITPaJIbHOIO HEJIOCTATHICTIO, HEBEJIUKY A0PTAJIbHY
HEZOCTATHICTD Ha TJI AuUjaTalfil BUCXIJHOTO BIif-
Jiy aopTu 10 4,2 cM, IWIATAIlo JIiBUX BiIJiJiB
cepiist (KiHneBomiactomiunuii 06’em JITI — 231 mu,
JiaMeTp JiBOTO Tepencepas 4,8 cm). Iumexc

macu miokapzaa JIII 3a manmmu ExoKI cranoBus
187 r/m2. Biasnaueno aiacroniuny aucdyHKIi0O
JIII 3a tumom I: E/A = 0,6 (puc. 2). 3 ornsamy Ha
CTYMiHDb MiTpPaJIbHOI HEIOCTATHOCTI, PEKOMEH/IOBA-
HO OTICPaTUBHY KOPEKITII0 BaIN.

3a JlaHUMHM 3araJIbHOKIIHIYHOTO Ta GI0OXIMIYHOTO
aHaJIi3iB KPOBi, 3HAUYIMIMX BIAXWJIEHDb JIOCITi/IKe-
HUX TOKa3HWKIB He BUABJIEeHO. PiBeHb KpeaTnHiny
CTaHOBUB 94 MKMOJb/JI, MO BIAMOBIANIO MIBUI-
KocTi KiIy6ouKoBOi (binbrpartii 3a dhopmymoio EPI
75 m/(xB-1,73 M?). PiBenb 3araabHOro Xojecre-
puny — 5,4 MMOJIb/JT, TpUTJIiTIEpUIiB — 1,7 MMOJIb /11,
XO0JIECTEPUHY JIIOMPOTEiHIB HU3BKOI MIIJIBHOCTI —
3,2 MMOJTB /T, TTIOKO3W — 5,5 MMOJID /1.

3a JaHUMM JYTUIEKCHOTO CKaHyBaHHs Opaxio-
nedaJbHUX apTepill BUSBJIEHO T'eMOJIMHAMIYHO
HE3HAUYIIUN aTePOCKIEPO3 3araibHOI COHHOL apTe-
pii siBopyu 3i 3MmeHmeHHsM ii npocsity 10 30 %.
3a pesyJbTaTaMU YJBTPa3BYKOBOTO OCJIiIKEHHS
OpraiB 4epeBHOI MOPOKHUHYU BUSIBJIEHO Audy3Hi
3MIHM TIEUiHKUA Ta MiAIIYHKOBOI 3471034, O3HAKU
JKOBYHOKAM'STHOI XBOPOOM Ta aHTiOJiNOME TIPaBoi
HUPKHU. EHI0OCKOITIYHE AOCTIIPKEHHS BUSBUJIO €PH-
TEMaTO3HY TaCTPOIIATIIO Ta KCAHTOMY TILITYHKA.

Ilix vac npoBemennst Koponaporpadii maiarHoc-
TOBaHO pectenos3 y ainguil crenta [IMIIT JIKA
1o 75 %, a Takosxk cteHo3 06Binnoi ik (OT) JIKA
B AMCTATBHOMY Bifim 85 %, CTEHO3 mpaBoi KOPo-
umapuoi aprepii (ITIKA) B muctamsromy Biamiai 75 %.
Byno BWKOHAHO aoOpTOKOPOHApHE TITYHTYBAHHS

Puc. 1. EKT y 12 BipBeaeHHAX. PuTm cuHycoBui, HeperynsapHui. PQ 0,20 c, QRS 0,08 c. O3HaKn BeNIMKOBOrHMLLEBUX
3MiH NepegHboneperopoaKkoBoi AinAHkM JIll HeBu3Ha4YeHOT AaBHOCTI Ta 03Haku rineprpodii JILU 3 noro cucroniyHum

nepeBaHTaXXeHHAM
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} 1 [M¥ Regurg] 0
I vocak 522.8dcmys
W Gpeak 109.34mmHg
VYmean -370.58cmfs 0
Gmean 62.79mmHg

VTl 131.76cm

Puc. 2. PesynbraTi TpaHcTOpakanbHOI exokapaiorpadii y napacrepHanbHi no3uuii no foOBriv oci Ta B anikanbHin
YyoTUpUKaMepHiI no3uuii. Big3HauyeHo rineptpodito criHok JIll, Ginblie MiKLWAYHOYKOBOIT Neperopoakun, BUPa)KEHY

HefoCTaTHICTb MiTPanbHOro KianaHa

(cexBenmianmpHuii mrynt O JIKA i IIKA, niniiinunii
nryat [IMIIT JIKA) 3 miiacTuKo0 XOp MiTpaJbHO-
ro KJIariaHa B cerMeHTi P2 Ta 1my1acTuKoio MiTpaabHO-
ro KJiaraHa oNMopHUM KijiblleM. [licasgonepartiiiauii
nepiox 6y 6e3 0cobOMBOCTEl, paHa 3a)KuJaa mep-
BUHHUM HATSATOM.

3 orasay Ha 0coOJMBOCTI aHAMHe3y TallieHTa
(emizonu meuii B KiHIIBKaX, IHCYJIBTU HA TJi HOP-
MaJIbHOTO apTepiabHOTO TUCKY), JaHi eXOKapiio-
rpadii (Bupaskena rineprpodis crinok JIII, aky e
MOKHA TMOSICHUTH OJHWM JIUIIe TiABUIIEHUM apre-
pilaJIbHUM THUCKOM), TAIIEHTY BU3HAYMJIN DPiBeHb
AKTUBHOCTI O-TaJlaKTO3U/Ia31u B CyXiil TJISIMI KPOBI,
SIKUI CBIYUB TIPO eiluT 11bOTO (PePMEHTY Y XBO-
poro. IlarienT OyB CKepoBaHWil /Ui TIPOBEIEHHS
reHeTUYHOro nociijzkeHHs: a0 Llentpy opdanHux
3aXBOPIOBaHb, jie Oyuia miareepiskera X,

MaToreHeTU4YHI MexaHizMu

Bumnaaku X®@ TpamasioThess y BCIX eTHIYHUX
rpynax, aje 4yepe3 ii PiIKICHICTb BU3HAUUTU TOYHY

JacTOTy 3aXBOPIOBAHHS BAaXKKO. 3a JaHUMM Pi3-
HUX aBTOpiB, mommupexictb X{d KOJIUBAETHCS Bix
1: 17000 no 1 : 117000 [46, 79]. I[Iporpamu ckpu-
HIHTY HOBOHAPO/[’KEHUX, HEIIOJABHO 3aIIPOBAKEeH1
B JIeIKUX KpaiHaX, BU3HAYMJIM HasSIBHICTD TATOJIOTIY-
HOTO TeHa B ojHoro xyomunka 3 1300-3000 obcTe-
JKEeHUX, B ofiHi€l aiBunHKH — 3 400 [2, 20].

Ien GLA xapToBaHuii Ha 0BromMy 1iedi X-xpo-
Mocomu (Xq22.1), Tomy XD € X-34erieHoro naTo-
JIOTIEIO0 3 HEMOBHOIO TIEHETPAHTHICTIO B JKiHOK (1110
00YyMOBJIEHO 1HAKTHUBAII€l0 <«30POBOI» X-XpoO-
MOCOMHM T/ 4Yac eMOPiOHaJbHOTO PO3BUTKY).
[Tpu6austo B 95 % BUIAIKaX XBOPI YCHAAKOBYIOTH
nedeKTHUN TeH Big ogHoro 3 6aTbKiB (YOJOBIKU —
BiJ Marepi, KiHku — Bijg Marepi abo Bij 6aTbKa), aje
OJM3bKO 5 % BUNAAKIB TOB’A3aHi 3 Tak 3BAHUMU
myTatissmu de novo [1].

MexaHi3MH, 3a JOIIOMOIOI0 SIKMX HAKOIIMYEHHSI
Gb-3 npusBoauTh 10 AuchyHKIIT KITITHH Ta MOIIKO-
JUKEHHS BHYTPIIIHIX OpPraHiB, HA CbOTOJHI BUBYEHI
HenocTaTHbo [42]. BBaskaeTbest, o Haamumok Gb-3
MOKe BIUIUBATH Ha (QYHKIIIIO MiTOXOH/PIii, abo 6e3
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Tabnuug
TunoBi cumnTomun xBopo6u Mabpi 3anexHo Bif Biky

Yac noyartky CumnTomMmun

OVUTUHCTBO Ta NiaNiTKOBUMN BiK
(< 16 pokiB)

HenponatuyHum 6inb
OdranbmornoriyHi aHomanii: BuxopornopgibHa kepatonartis (cornea verticillata),

3BUBUCTICTb KPOBOHOCHUX CYAMNH CiTKIBKM

MopyLweHHs ciyxy

Owucrippos (rinorigpos Ta rineprigpos)
MigBuweHa YyTNMBICTb [0 Tenna i xonoay
MopyLlweHHs 3 6OKY WNYHKOBO-KULWKOBOMO TpakTy Ta Oiflb y XMBOTI

MnsBicTb i BTOMa
AHriokepaTomu

MOXNMBMIA NOYATOK HUPKOBMX Ta CepLIEBMX NPOSABIB: MiKpoanbbymiHypis,
NpoTeiHypisi, 3HWUXEHHS BapiabenbHOCTi cepueBoro puTMy

PaHHIn gopocnui Bik
(17-30 pokiB)

KapgaiomionarTis

MporpecyBaHHs Byab-KOro i3 3a3HaYeHUX BULLE CUMMNTOMIB
MpoTeiHypis Ta HUPKOBa HEQOCTATHICTb, Ika Mporpecye

TpaH3UTOPHI ilWeMiYHi ataku, iHCynbTH

MopyLeHHs hopMK 06NNYYS: NOrMMONEHHS Yona, MOBHOTa HABKOMO OYHUX IMOK,
rycti 6poBu Ta rpy6i pucy 06amyys, BUpaxeHi Hic Ta Byxa

Mi3Hin gopocnun Bik
(> 30 pokiB)

MoripwaHHs ByAb-AKOro 3 nepepaxoBaHUX BULLE CUMMTOMIB
Cepuesi nposBsu: [T, creHokapgis, NopyLweHHs pUTMY Ta NPOBIAHOCTI, 3aauMLIKa

IHCYNbT | TPAH3UTOPHI ileMiYHi aTakum
OcTeoneHis Ta ocTeonopos

MTOCEPEHBO TILISIXOM HAKOTIWYEHHST BCEPEeAnHI 1X
MemOpan, ab0o OIIOCEPEAKOBAHO LLIAXOM 3a1obi-
ranus mitodarii [1]. Vimosipro, 1e crpusie 3men-
IMEHHIO aKTUBHOCTI (PePMEHTIB INXAJIBHOTO JIAHITIO-
ra, 1o OyJI0 MoKasaHo Ha npukaaai ¢Gibpobiaactis
[72]. 3 iumoro 60Ky, 6yJI0 TPOAEMOHCTPOBAHO, IO
HAKOIUYEHHsI CyOCTpaTy Ta MOMIKOKEHHST OpraHe/I
BUKJIMKAIOTh okcupatuBnuii crpec [1, 14]. Gb-3
CIIpUSIE MMIABUIIECHHIO BUPOOIEHHS I eKcipecii mpo-
3anaJbHUX IMUTOKIHIB [12], omocepenkoBye anonTos
[10, 23] rta ingykye engoremianbHy AUCHYHKINIIO
[41]. BusiBiieno, mo LysoGb3 inribye emmporemiab-
ny NO-cunrazy (eNOS), BHACTIIOK YOTO TTOPYILY-
€THCST yTBOPeHTst okcumy a3ory [32]. Lyso-Gb3, mpo-
naykT naesanuaoBaiis Gb-3, npurhiuye akTHBHICTD
o-TasakTo3umasu A Ta cmpuge mpomideparrii K-
THH TJIaJIeHbKOI MycKyaatypu [69], 1o, iiMOBipHO,
CIIPUSE TOTOBIIECHHIO KOMILIEKCY IHTUMa — MeJis.
[lixBummena mpoJtichepariiss eHoTeNI0 Ta HOTO JTHC-
(pyHKITIST MOXKYTh TPU3BOJIUTU 0 OKJIO3ii CYIWH,
imewmii abo iHdapkry Miokapaa. Backymomaris
TAKOXK IPU3BOJIUTD JI0 YTBOPEHHSI MiKDOAHEBPU3M Y
CyIIWHAX CITKIBKHU Ta KOH IOHKTUBU, TeJE€AHTIeKTa3iit
Ta AHTIOKEPATOM.

Y TOJOBHOMY MO3KY Bi/f[3Ha4a€ThCst GAratoBoOr-
HUIIEBA OKJIIO3is CYIUH MaJOTO iaMeTpa, sSIKa IIpo-
rpecye. ¥ MOJOAUX TAIi€HTIB 3 IHCYJIBTOM Ha TJi
X @ criocrepira€rbest HU3bKUIN PiBEHb TPOMOOMOLY -
JIHY Ta HiABUINIEHWIT PiBeHb 1HTIOITOpa aKTHBATOPA
[JIa3MiHOTEHY, 1[0 CBIYUTH TIPO TIPOTPOMOOTUUHY

MPUPOY 3axBopioBanus [54]. Bmacmizok Bigkia-
netHst Gb-3 y BereraTUBHMX TaHTJIisIX Ta Mi€TIHOBIN
000JIOHIII TIOPYITYETHCST BA30OMOTOPHA PEAKTUBHICTh
CyIWH, IO TOSCHIOE HETIEPEHOCUMICTh TAIllEHTaMI
KosimBanb Temrmepatyp [29]. Kpim Toro, miaBuiiena
KontenTpartist Lyso-Gb3 momikokye HOMUIENTUB-
Hi HEHPOHM, 10 0OYMOBIIIOE BUHUKHEHHS Helpora-
TUYHOTO GOJIIO i akpormapectesiii [3, 13].

Y uwmprax Gb3 makommuyeTbhcst B KiIyOOuKax
Ta AMCTATBHUX BiijIaX KaHambilis [58], mo mpu-
3BOJIUTH JI0 PO3BUTKY IHTEPCTUIHAIBHOTO (hibpo3y
Ta TJIOMEPYJIOCKIEPO3Y 3 TOHATBINNM 3HIKEHHSIM
MIBUKOCTI KJIYOOUKOBOI (pisibTpallil, sike porpecye,
a’k J10 oTpebu B HUPKOBO-3aMicHii Teparii [73].

Gb-3 wHakommuyeThbcsi B Pi3HUX KJIITHHAX
CEepILT: KapAioMionnTaX, KJIITUHAX TPOBIIHOI CHC-
temu, (hibpobracTax KiamaHiB, €HAOTeNiallb-
HUX Ta TJIAJEHBKOM SI30BUX KJITHHAX CYAWH [45].
Ypaxenns cepisg nupu XD mae TeHAEHIIIO 0 IPo-
rpecyBaHHs. HakoIlmueHHsI TaTOreHHOTO cyOeTpaTy
B KapAioMioIuTax BUKJIMKAE aKTUBAIIIO TTaTOJIOTId-
HUX CUTHATBHUX IIIAXIB, IO CBOEID YEPTOI0 TIPH-
3BOAUTH JI0 HEKPO3y, armontody Ta (hibposy, mpu
IIbOMY CTYTIIHBb YPayKeHHS IIPSIMO KOPEJTIOE 3 TSXKKIiC-
TIO 3aXBOPIOBAaHHS Ta Bikom [33, 75]. Bucnakemnms
3araciB eHeprii B kapiomiornurax, 00yMOBJIEHE PO3-
BUTKOM OKCHUIATUBHOTO CTPECY, 3aIlyCKAa€ KacKaj
MeTabosiunux mopyiiens [25]. ocmipkents, mpo-
BenmeHe A. Frustaci Ta criBaBTOpamu, TOKa3amo, Mo y
56 % mamientiB 3 XD 3a mannMu €HIOMIOKAP/TiaTb-
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HOI 6ioIICii crIocTepiraeTbesl MiOKapAUT, IKUIl BUSIB-
agetbed 1me a0 po3sutky VI ta mosBu misHbOTO
HaKOIWYEHHS TA0JIHII0 32 JAaHUMU MarHiTHO-Pe30-
HarcHoi Tomorpadii (MPT), fioro wactora mpssmo
KOPEJIIOE 3 TSKKICTIO 3aXBOPIOBaHHI. MiokapauT €
IMYHOOTIOCEPeIKOBAaHUM, aHTUKAPAiaJibHI Ta aHTH-
MiO3WHOBI AHTHUTINIA BUSABJSIOTHCS Y BCIiX TAITIEHTIB
3 X ra miokapautom [ 14, 26].

CvmnTomMmaTuka

VpaskeHHst 6araTbox oprasis Ta cucrem 1pu XD
BU3HAYA€E PI3HOMAHITHICTb Ta HeCcHenudidyHiCTh
KJAiHIYHOT cummtomatuku [45] (mabauys). Tpu
IIbOMY Bi/ICYTHICTb TIOJIIOPTAaHHUX TPOSIBIB He 3alie-
peuye miarHo3. Mytarii GLA, 1o cnpudmHSIIOTH
MPAKTUYHO HYJbOBY (PePMEHTATUBHY aKTUBHICTD,
aCOIIOIOTBCS 3 TSLKKMUMU 1 paHHIMM KJIACUUYHUMU
(penoTuaMuI, AKi XapaKTepU3YIOTHhCS PO3BUTKOM
KJIHIYHUX TPOSIBIB Y AUTAYOMY abo MisIiTKOBOMY
Bii [5, 15]. Ha mporusary 1pomy, myTaiii GLA,
0 TIPU3BOJASTL JI0 3aJTUIIKOBOI (DepMeHTATUBHOI
aKTUBHOCTI, TTOB’d3aHi 3 Mi3HIMU (heHOTUIaMHU, SKi
BUSIBJISIOTBCS PO3BUTKOM CEPIEBUX, HUPKOBUX
Ta/abo 11epeOPOBACKYISPHUX MOPYIIEHb Y I0POC-
gomy Bimi [17, 76]. IIpu 1poMy >KiHKU-TeTepO3U-
TOTU € He JIUIE HOCIIMU 3aXBOPIOBaHHS, BOHU
TaKOK MOKYTh MAaTU MEBHI KJIIHIYHI TPOSIBU, CIIEKTP
SIKUX TTIPOKO KOJUBAETHCS BiJl OE3CUMIITOMHOTO 10
HOBHOMACIITAaGHOTO 3aXBOPIOBAHHSI, TAKOTO JK TSIK-
KOro, §IK i B ypaskeHux 4oJioBikiB [30, 79].

KapaianbHi nposiBn xBopobu Mabpi

CuMnToMu ypaskeHHS CepIieBO-CYyIMHHOI CHUCTe-
MU 3a3BUYail 3’SIBJISIOTHCS 3 TPETHOTO JECSITUIITTS
KUTTS [55]. OCHOBHUMU KapliaIbHUMU MTPOSIBAMU
X O e TJIII, mopyTiieHHsT pUTMY Ta TPOBITHOCTI, KJIa-
MaHHa TaTOJIOTisA, CTEHOKap/Iis Ta ceplieBa HeloCTaT-
HicTh. BropunHa apTepianbHa TilepTeH3id BUHUKAE
BHACJII/IOK TTOpYIIeHHS HUPKOBOi yHKIIi [20].

YpakeHHS TPOBIHOI CUCTEMU CEPIlST HA PAaHHIX
CTalisIX 3aXBOPIOBAHHSI XapaKTEPU3YETHCS YKOPO-
yeHHSAM iHTepBaay PQ 6e3 03HaK HassBHOCTI J0/aT-
KOBOTO 1ILJISIXY TIPOBE/IEHHS, TOPYIIIEHHSIM TIPOIECiB
penossipusartii Ta oguakamu LTI [50]. [lsist Gisbin
misuix cragin XM xapakrepHi Opagukapis, aTpio-
BEHTPUKYJISIPHI GJIOKA/IM PI3HOTO CTYIEeHsT, OIOKaIn
Hiskok myuka [ica [31, 56], yHacaizox 4oro moxe
BUHUKATH 1MOoTpeda B IMIUIAHTAIll IITYYHOTO BOJIist
purmy. Binkmagennss Gb-3 y mepeacepasix [60],
[VIII i punatatiis mepencepib YHACTIZOK iacTo-
JIYHOT AuC(YHKINI Ta MABUIEHHI TUCKY HaIlo-
HenHs JIIIT € mexaHismamu po3BUTKY (hibpusiitii
nepe/cep/ib, SIKa TPAIJISIETbCS Y 5 % YOJIOBIKIB Ta
3 % xinok i3 XD [61, 71]. 3a manmMu K0OCTiPKEHHS

J.S. Shah ra cniBaBTOpiB, cepen 78 narientis 3 XD
nepcucTeHTHY (hibpUIIAIiIo Mepeacepab CHOCTepi-
ram y 3,9 %, napokcusamanbHy dopmy hibpuisiii
nepencepab — y 13,3 %, mapokcm3amMu HeCTilKOI
HIJIYHOYKOBO1 Taxikapaii — y 8,3 % mnartientis [70].
Sk muryHOUKOBa Taxikapiis, Tak i Opamiaputmii €
MOKJIMBUMHU TIPUYMHAMHU Kap/AiaJdbHOI CMEPTi MpHu
X®, tomy marieHTaM i3 KapaiaabHUMK TPOSBAMU
3aXBOPIOBAHHST PEKOMEH/IYETBCS PETYJISIPHO IIPOBO-
autu gobose monitopyBanus EKT [39].

Exoxappiorpadist — 0CHOBHUM MeTOJI 1iaTHOCTH-
k¥ i MoHiTopuHTy Kapaiomionartii mpu XD. 3a ramu-
MU PI3HUX IOCJIIKeHb, 3—12 % MalieHTiB 3 HE3PO-
symisioro TV maiors XD [51]. Y Gisbiocti Buma-
kiB [JIII € cumerpuynoto Ta He Bukjankae OBT JIIII
[80]. Onnak moxksiuBi i1 iHII BapianTh, Taki fK
arikajgbHa Tineptpodis i rinepTpodis MiXKILTYHOY-
KOBOI [1€PETOPOJIKH, 110 MOKYTb CYIIPOBO/IKYBATHCS
nuaamivaoo OBT JIIII 3a paxyHOK nepeHbOCUCTO-
JIIYHOTO PYXY CTYJIKU MiTpajbHOTO KianaHa [11]. 3
nporpecyBarHsiM (Hidposy critku JIIT MoxyTh cTa-
Batu a- abo IinoKiHeTMYHUMU. [HIIMMKU TUIIOBUMM
exokapaiorpadivaumu o3Hakamu 1npu XD € 1moTos-
MEHHST MaiJIIPHUX M's31B 1 TirmepTpodist mpaBoro
nutyHouka. /liacromiyna (yHKINS € HOpMaJIbHOIO
JITIIe HA PaHHIX CTafisfgX 3aXBOPIOBAHHS, OAHAK Y
Mipy IIPOTPEeCYBaHHS TATOJOTIYHOTO TIPOIECy BOHA
MOPYIIYETHCS K /10 PECTPUKTUBHOTO TUITY, 1[0 ACO-
I[iT0ETHCS 3 HECTIPUATINBUAM MTPOTHO30M [53].

Opakiig Bukuay JgiBoro maynouka (DBJIII)
npu X@ 3asBuuail 36epekena, OAHAK BOHA MOXKE
BHUIKYBATHCS TP PO3BUTKY TIOIIUPEHOTO (hibPO3Y,
CYIyTHIil imeMiuHiii XBOpoOi cepIis Ta MIYHOYKO-
Bill nuccuuxpoHii [39, 43]. [unartaiiis mOpOKHUHN
JII ra samkenns OBJI cynpoBoKyIOThCS 1O
BOIO CUMITTOMIB 3aCTiifHOI CEPIIEBOI HEIOCTATHOCTI.

Koponapna negocrataicts mpu XD Takox MOKe
Gytu 0OyMOBJIeHa He JIUIE aTePOCKIePO30M, a i
3MEHIIEHHSAM TIIJIBHOCTI KamiisapiB Ta iHITBTpa-
€0 MATOJIOTIYHUM CyOCTPATOM €HAOTEATbHIX
KJIITHUH, M'I30BOTO Tapy apTepio i kamiyigapis [38].

Yacto cmocTepiraloTbCs MOTOBIIEHHS 1 Aedop-
Mallisl CTYJIOK MiTPaJbHOTO I AOPTAIBbHOTO KJIATIAHIB
3 JIETKOI0 ab0 MOMIPHOIO peryprirarieo. Y HeBesm-
Kiff KiZTbKOCTI TAIli€HTIB CIIOCTEPITAETHCS TPOJIATIC
MIiTpaJIbHOTO KJjalaHa Ta/abo TsKKa MiTpajibHa
perypriTaiiisi BHACJHIOK JeTeHepallil CTYJOK, IO
noTpebye xipypriunoi kopexitii [40].

X@® Moke TaKOX MPU3BOAUTH OO AWJIATarlii
a0pTH, OCOOIHMBO B YOJIOBIKIB. Ii monmumpenicTs 3poc-
Ta€ 3 BIKOM Ta He 3aJIeKUTH BiJ| TiBUIIEHHS apTe-
plaJbHOTO THUCKY, a TIOB'd3aHa 3 eTeHepaTUBHUMU
3MIHAMU CTIiHKA AOPTU BHACHIIOK HAKOMMYEHHS
rutikoJtitiiHOTO cy6eTpary [6].

MPT ceprsg 3 rafiofiHieM J03BOJISIE BUSBUTH
(hi6po3, AKMii HallYacTile IOKaIi3y€ThCSI B CEPEIHBO-
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My tapi 3aanbob6iunoi crinku JIII [48]. HasgBmicTs
nommuperoro $Gibposy ToB’si3aHa 31 3HUKEHHSIM
BiAmoBiAl Ha eHauMozamicHy tepamito (E3T) Ta
3 IBUIIEHHSIM PU3UKY BUHUKHEHHS ILJIYHOYKO-
Boi apurMmil [16]. YV aeskux maiieHtiB, 0coOJIMBO
JKIHOK, JISTHKY 3aMicHOTO (hiOpo3y MOKHA BUSIBUTH
no possutky IJIII [34]. MPT cepiin Mmoxke Gytn
KOPUCHOIO 7151 BUsiBjieHHs armikaiabHoi LJIT Ta as
OIIHKY TinepTpodil NamiaspHuX M’I31B — PAaHHBOTO
Mapkepa ypaxenns cepis npu XD [48].

JAiarHocruka

[Mocranoska miarnozy X@ 4acTo BiAKIATAETH-
csl mIoHAIMeHIe Ha 3 POKM, a 4acTo i Ha OLIbII
Hixk 20 POKIB Micasl MOSBU MEPHIUX CHUMIITOMIB
[27]. [liarHocTHKA MOYMHAETHCS 3 PETETHHOTO 300PY
AHAMHe3y 3aXBOPIOBAHHSA Ta CIMETHOTO aHaMHe3Y,
(hi3MKaIbHOTO 0OCTEKEHHSI, TEHETUYHOTO TeCTyBaH-
Ha. Jlesgki KIiHIYHI maHI Ta O3HAKW, HANPUKJIAL,
aKporapecresis, anriokeparoma i cornea verticillate
€ Bucokocternudiuaumu mogao XD [44]. Tlepemnik
JIOIATKOBUX 1HCTPYMEHTAJIBHUX METO/IB 00CTEKEH-
HsI BU3HAYAETHCS ME€PEBAKAHHIM Ta CTYIEHEM ypa-
JKeHHSI TIeBHUX OPTaHIB i CUCTEM.

SIKImo pesysbraTH  KJIIHIYHOTO O06CTEKEHHS
Z03BOJISAIOTH 3amigosputu XD, nposBoautbest 6ioxi-
MigHe Ta/ab0 TeHeTWvHe TeCTyBaHHs. BusHauemHHs
AKTUBHOCTI Q-TAJIaKTO3UJa3u A B JielikonuTax abo
B CyXiil MJIsIMi KPOBI 3a3BUYAll MiITBEPKYE J1aTHO3
Y 40J0BiKiB. PiBeHb aKTUBHOCTI 0-TaIaKTO3UAA3U A
< 5 % € BucokocrnenuivHIM I[00 BCTAHOBJIEHHSI
miarnosy kinacuuHoi XD [66]. ¥ xkiHOK-TeTepo3uroT
AKTUBHICTh 0O-TaJIaKTO3M/Ia3u 4acTo TepedyBae B
MeXKaX HOPMU, TOMY JIJIs1 TiATBEPIKEHHS iarHO3y
HeoOXi/[He MPOBEe/IeHHsT TeHETHYHOTO aHami3y [28].
3a gaHuMu GeJIbriiicbKOTO MOCIIKEHHST 32 y4acTIO
1000 martieHTiB 3 IHCYJBTOM, Y YOTHUPbOX IIalli-
€HTOK, TETEPO3UTOTHUX 34 BIIOMUMM MYTAIlisIMU
retna GLA, Oyna miarnocroBana X® [81]. 1li mani
HiTBEP/KYIOTD MepeBary MmpsiMOTO TeHOTUITYBaHHS
JKIHOK HaJl IHIMUMU CKPUHIHTOBUMU CTPATETiSIMU.
ITepen mouatkom crenudiunoi Tepamii HeOOXIAHO
BepudikyBaT TouHuii Bapiant myTaiiii GLA B oci6
obox crareit. Ha cporoami izentudikosano 6iiblie
400 myTartiit, mo mpusBoaaTh 10 XD, BinbricTs i3
HUX € VHIKaQTbHUMM JJIs1 KOKHOI 1uid cim'i. [emami
vacTinie XBOpoOy MiarHOCTYIOTh IIJISIXOM aHaJli3y
POIOBOAY TiCJISI BCTAHOBJIEHHS IIaTHO3Y B OJTHOTO i3
wiieniB cim’T [39].

Busnauennst koHrenTpaiiii Gb3 y mrasmi kposi
Ta cevi Mozke OYyTH KOPUCHUM 1 Ha/laBaTh J[0JIaTKOBY
iHdopMarlito, HampuKIaa AJs OIliHIOBaHHS edek-
tuBHOCTI E3T Ta crpatudikartii pusuxy HecripusT-
JINBOTO MporHo3y [24]. OqHak y edKuX Malli€nTiB,
0cobmBo i3 «cepueBum» Bapiantom XD, piseHb

Gb3 moske 6yTu B Mexxax Hopmu. Tomy poJib 3a3Ha-
4eHOro Buile GiOMapKepa B TAKUX MALI€HTIB Hapasi
notpebye yrounenus [74].

JlikyBaHHA

Edexrusne smikyBanus XD morpebye MysbTu-
MUCIUATITIHAPHOTO MiAXOY 13 3aJTy4eHHSIM JiKapiB
Pi3HUX criemiaabHOCTel Ta nepenbadae crenndivay
i CUMIITOMAaTHYHY Tepartiio.

®epmentha 3amicua tepamis (DO3T) mokasana
BCIM CHUMIITOMHUM MAIliEHTaM 3 KJIACUYHUM 3aXBO-
PIOBaHHSIM, BKJIIOUYAIOUM JIiTEW, TIPU TIOSIBI TIEPITUX
03HaK ypakeHHd opraHiB. Hapasi foctymsi Tpu mpe-
napatu pekombinanTHOi M3 T: arambenaaza anbgha —
Replagal (Shire), aranbcunaza Gera — Fabrazyme
(Sanofi—Genzyme) Tta arambcuzmasza Oera — Fabagal
(ISU Abxis). OcHOBHa BiIMiHHICTD MiK HIMH MOJISI-
ra€ B IpU3HAYEHil /1031, SIKa B T'SITh pa3iB BUIIA 15T
arasbengasu Gera (1,0 Mr/Kr KosKHI 2 THKHI), HIXK
s aranbengasu anbda (0,2 Mr/KT KOXKHI 2 THKHI).
[Tpenapatu BBOAATHCSA BHYTPilIHbOBEHHO |39, 47].

Benennii (hepMeHT IOTPAILISIE B JII30COMU Yepe3
crienmuiuHi perenTopu, po3TalloBaHi Ha IMOBEPXHI
KJIITUH-MillIeHeil. YcyHeHHsT MeTaboIiuHuX i maro-
JIOTIYHUX BiIXUJIEHD Y KJIITUHAX 1 TKAHUHAX € KJIO-
4yoBolto TeparneBTryHOIO 1o @3T [78]. 1li 3minn
CBOEIO Y€Proio MOBUHHI MPUBECTH JI0 TTOJIIIIIEHHS
CUMIITOMIB Ta 3amo0iraHHs BUHUKHEHHIO YCKJIajl-
HEHb 3aXBOPIOBAHHS. PeKOMEHAYETHCS TEePIOIUIHO
nepesipsitu HasiBHicTh iMyHOrI0OYMiHIB G (IgG)
AHTUTIJ IO aradbCUA31 B MAIi€HTIB [8]. ¥YTBOpeHHS
IgG anTUTIN € BITHOCHO YaCTUM SIBUIIEM Ta CIIOCTe-
pirasocst npu 060x GopmMax PeKOMOIHAHTHOI arajib-
CcHUIa3W B TIAIIEHTIB YOJIOBIYOT CTATi 3 LTI TSKKH-
MU MyTatlisimu (0COOJIMBO B THX, Y SIKUX HOBHICTIO
BizicyTHiil cunres a-Gal A) [2, 4].

Y ceprri 2018 p. YupaBiiHHS 3 KOHTPOJIIO 3a
XapYOBUMHU TIPOAYKTAMHU Ta JIKapChbKUMU 3ac00aMu
CIITA (FDA) cxBanuio miramacrat (Galafold) ms
JIIKYBaHHS TOPOCAUX 31 crenu@ivHnMU MaTOTeHHU-
mu Bapiantamu GLA [21]. 3B’s3yiouncs i crabismi-
sytoun enjorerny o-Gal A, miramacrar 3abe3mneuye
TpaHCIOPT (hePMEHTY 3 €HOTIA3MAaTUYHOI Mepeski
B mizocomu, fe o-Gal A moske pyiityBaTi HaKOTIHU-
veni rrikosimian GL-3 Ta Gb3 [77]. EdbextuBnictsh
Tepamii Mirajacrarom Oysia MiATBEpKeHA KJli-
mivanmu pociaipkenuamMu FACETS 1 ATTRACT.
Hocmimxennss FACETS moxasazno, 1mo JiKyBaHHS
MiTaJacTaToM IiBUIIYBAJIO €HIOTeHHY AaKTUB-
Hicth a-Gal A, crabimisyBaso mBUIAKICTD KIyOOU-
KOBOI1 (bisIbTpallil HUPOK, 3MEHITYBAJIO 1HIEKC Macl
Mmiokapga JIII Ta 3MeHITyBajso CUMIITOMHU Jiapel
B TaIlieHTiB 3 kKaacnyuuM ¢enorunom XD [22].
Pesynpratu nocnimxennus ATTRACT mokasanu, 1o
nopiBagaHO 3 E3T miranactaT MaB 3icTaBHUN BILINB
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Puc. 3. Ornsap pisHMX nigxopfiB Ao nikyBaHHA XxBopo6u X®. E3T cnpsamoBaHa Ha BigHOBIEHHS aedekTHOro reHa o-GAL A.
LLlanepoHM 3B'A3yI0TbCS 3 aKTUBHUM LIEHTPOM HecTabinbHoi 0-GAL A, gornomaratouu ii TpaHcnopTy B nisocomu. CybcTpaTHa
BiJHOBHa Tepanis CNpsiMOBaHa Ha CMHTE3 riikocdiHroniniais, Wob 3meHWUTN yTBOpeHHs Gb3 Ta Moro noxigHux. leHHa Tepanis
CrpsiMOBaHa Ha KOPEKLilo OCHOBHOIO reHeTu4Horo gedekTy X®. Tepanis MaTpUKCHOO PUOOHYKNEIHOBOIO KMCIIOTO iHAYKYE
TPaH3UTOPHY eHAOreHHy npoaykLito o-GAL A. Buxig Gb3 noTeHLUiiHO MOXHa CTUMYNIOBaTH, MOCUITIOIOYY BUBEAEHHS

xonecrepuHy [77]

Ha HUPKOBY (DYHKIIIIO i, MOXKJIMBO, Kpale 3HNKYBaB
ingexc macu miokapzaa JIII. ITpu mepexozi 3 E3T ma
mirasactat piBerb Gb3 y mmasmi KpoBi 3aiummaBcst
HU3bKUM 1 cTabiibHuM [68].

Hapasi 1npoBoasiTbCS JOCHIKEHHSI B HalpM-
Ky renHoi Tepamnii X@, a TakoK PO3TJISIAIOTHCS
MOSKJINBOCTI BUKOPHUCTAHHS €H3UMHUX aKTUBATO-
piB i MoJiekyJ1, 10 MOANMDIKYIOTh aKTUBHICTH TeHa
GLA [18, 77] (puc. 3).

JlikyBaHHST cepIrieBO-CyAMHHUX MposBiB XD
CUMIITOMaTHYHe. PeKoMeHZ0BaHO KOHTPOJIIOBA-
T (PaKkTOpHu CepIieBO-CYMHHOTO PU3WKY, 30KpeMa
IUCTImieMilo Ta apTrepiajpHy TinmepTeHsio [63].
[uriGiTopy aHriOTEH3MHIIEPETBOPIOBAIBHOTO (hep-
MeHTY ab0 OJIOKaTOPHU PeIenTopiB aHriOTeH3UHY
IT cnig 3actocoByBatu B nanientis i3 VI, cuc-
toniunoo auchyukiieo JIII ta cepueBoio Hemo-
CTATHICTIO, a TaKOX IIPU HAsIBHOCTI IPOTEIHYPil 3
MeTo1o HedporpoTekiii [62]. AnTaronicti minepa-
JIOKOPTUKOIIHUX PEIEeNTOPiB I0Ka3aHi MalfienTam
i3 cepiieBolo HejpocTarHicTio 1 3HMKeHoo MBJII,
TaKOK IXHE 3aCTOCYBAHHSI MOKe OyTH PO3TIISTHYTO Y
xBopux 3i 36epeskeroro MBJIIII 3a HassBHOCTI CUMIT-
tomiB [39]. OxHak 11 npemapaTt HeoOXiHO 3acTO-
COBYBATH 3 00EPEKHICTIO TIAIiEHTaM 3 He(POTIaTi€o
yepe3 MOKJINBHIT PO3BUTOK TiTepKasiemii abo mocu-
Jsenns aupkoBoi dyukii [19]. locBixy 3actocyBan-
Hs cakybiTpuiy/Bancaprany npu XD nemae.

Bera-agpeHob6I0KaTOpU PEKOMEHAYIOTHCS LISk
nostermierng cumntoMie OBT JIII abo s koH-

TPOJII0 4aCTOTH CEPIEBUX CKOPOYeHb Tpu (hibpu-
JIALIL/TPIOTIHHI IIepeJcep/ib, IX TaKOXX BapTO PO3-
[JISSHYTH B TAI[EHTIB 31 CTEHOKap/ieio abo cepieBoio
HEIOCTAaTHICTIO 1 cucTosiyHoo anchynkitieo JIIII
[39]. Bepamamin i auariazeM MOKYTb OyTH PO3IJIs-
HYTI JJIs1 JIIKyBaHHSA CTEHOKap/Iii Ta peKOMEeH/I0BaH1
JUIST KOpeKIii cummromis, ooymosiennx OBT JIIIL.
YTiM 3a3HaveHi BUle IIperapaTi MaloTh 3aCTOCOBY-
BaTUCS 3 00EPEKHICTIO Yepe3 CXUIbHICTD MAIliEHTIB
3 XD 10 pOo3BUTKY XPOHOTPOITHOI HEIOCTATHOCTI,
OGpanuKkap/ii Ta MOPYIIEHHS aTpPiOBEHTPHUKYJISIPHOL
MPOBIIHOCTI, TOMY TaKWM TalliEHTaM PEKOMEH/I0-
BAHO TIEPIOMYHO TIPOBOAUTH aMOyJaTOpHE MOHI-
topyBantst EKT [49]. Tukosu Gesneynoro ajibrep-
HATUBOIO VST JIIKYBaHHS CTEHOKaP/ii MOKYTh OyTH
JITI PO PUIMHOBI GJIOKATOPH KAJIBIIIEBIX KaHAIIIB
[35, 49]. MiekToMil0 BUKOHYIOTH Y Pi/IKICHUX BUTIA/I-
kax Tsxkoi OBT JIII mpu po3BUTKY TAKKAX CUMII-
TOMIB cepiieBoi HezpocraTHOCTi abo curkomne [9].
CenrasibHa aJKOTOJbHA a0JIAIST YCHINTHO 3aCTO-
COBYETBCA A JikyBanusa cummnrtomuoi OBT JIIII,
PE3UCTEHTHOI 10 MeIMKaMeHTO3HOI Teparii [81].
[TeTnboBi AlypeTUKM BapTO POITJASHYTH JIsS
JIIKYyBaHHSI CUMIITOMIB 3aCTIHHUX SBUII Y TAIIEHTIB
i3 cepieBoio HemoctatHicTio [36, 57]. Y BuMagKax,
KOJIM HAOPSIKY TTOB’sI3aHi 3 TIOPYIIIEHHSIMU HUPKOBOT
dyuxii abo giMdenemMolo, Taki MAIiEHTH MOKYTh
GyTH HEeYyTIUBUMU JI0 JIiypeTudHoi Teparrii [37].
EdextusHicTh KapmiopecmHXpoHi3alliiiHoi Tepa-
mii Moske OyTH OOMEKEHOI0 TIPU PO3BUTKY TOMIN-
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petoro ¢ibposy wmiokapaa [67]. HesBakaiounm Ha
11e, 3aCTOCYBAHHS KapAiOPEeCUHXPOHI3AIlIITHOI Tepa-
mii CJIiJ] PO3TJIIHYTH B CUMITOMHUX TAIlIEHTIB 3
OBJIIIL < 50 % i TpuBamictio Komiuiekcy QRS
Gimbrre 120mc [9, 19]. ¥V xBopux 3 OBJIII < 35 %
MMOKa3aHHSI [0 KapAiopecMHXPOHI3alliiiHoi Tepa-
mil BM3HAYAIOTH BIAIOBIAHO 0 YMHHUX HACTAHOB
€BpomelichkoTo TOBAapUCTBA KapaioJoTiB [7, 64].
[Tapokcuamu HeCTIWKOI MITYHOYKOBOI Taxikapmii —
JIOBOJII YacTta 3HaXijKa Iij yac 1060BOTO MOHITOPY-
Banns EKT y nmamienti 3 XD. Criiika MoHOMOPhHA
MITYHOYKOBA TaXiKap/isd TPAIJIIETHCS PIIKO 1 MOXKe
OyTu ToB’si3aHa 3 aistHkamMu Gibposy miokapaa. B
TaKMX TAII€EHTIB MOBUHHA PO3TJSAATUCS IMILJIaHTA-
1ist KapaioBeprepa-nediopuisitopa [64].

Ocobawm, siki Treperecsn iHCyIsT a0 iHGapKT Mio-
Kap7ia, CJIiJ] TOYNHATA aHTHATPEeTaHTHY Teparrifo. Xo4a
Ha I1eH 9ac JKo/[HA 31 ITKAJI OIIHKU PU3UKY iHCYJIBTY He
OyJia BastimsoBaHa s marienTis 3 XM, npu BUHUK-
HeHHi (GiOpuisIii abo TPIMOTIHHS Tepeacepb TpH-
3HAYAETHCS aHTUKOATYJIAHTHA Teparis [39].

Crig yHUKATH 3aCTOCYBaHHS aMiOJapOHY TIalli-
earam i3 XD, OCKiIbKM BiH BUKJIMKAE JI30COMHY
MUChYHKITIO Ta MOYKe CIIPUYUHUTU TOTiPIIAHHS KJTi-
HiyHoro crany. Iumykyioun docdosinizos msxom
iHribyBanHst JiizocoMHOI jerpazaitii (ocdomimiis,
amiomapon Moske 3HKyBaTh edektuBHicTh E3T [81].

BucHOBKU

Jiarnoctuka X@D € 10BoJIi CKIALHIM 3aBIAHHSIM
JUISL KJTHIICTa, OCOOJUBO Y BHIAAKaX Mi3HHOTO

Kongnixmy inmepecis nemae.

denotumny, sk y Hamoro xBoporo. OcobauBicTiO
IIHOTO KJIIHIYHOTO BUMAJIKY € T€, 10 B TAIlIEHTA PO3-
BUHYJIACs imeMidHa XBOopoOa cepils, yCKJaaHeHa
iH(papKTOM MioKap/ia Ta KJarmanHoI0 HeJJOCTATHICTIO
Ha TJIi HasBHOTO HEAIarHOCTOBAHOTO TE€HETMIHOTO
3axBOpIoBaHHs. 3a januMu peectpy Fabry Outcome
Survey, gyacTota BUHUKHEHHSI iH(MAPKTy MioKapaa
npu XD nusbka — 6;m3bK0 2 %, y TOI Yac sik cTe-
HOKapAUTHYHUIA Oib y TPyAHIH KIITII € H0BOJI
YacTOI0 CKAproio i crmocTtepiraetoest v 23 % KiHOK
ta 22 % vonosikis [38]. 3 omgHOro GOKY, Ha 1OAATOK
10 iHGUIBTPATUBHUX 3MiH B €HIOTETAThbHOMY Ta
M’s130BOMY Inapax aprepiii y naiientis 3 XD 3 BikoMm
MiIBUIYETHCS 3HAUYIIICTh 3araIbHOMOMY A HHIX
¢axTopiB CepreBO-CYyAMHHOTO PU3UKY, TAKUX SIK
JUCIIITIIEMis, aTePOCKIEPO3, apTepiajabHa TilepTeH-
3ist. 3 apyroro 6oKy, BapTo BigzHaunth, mo XD ta
aTepPOCKJIEPO3 MAIOTh TEBHI CIIJbHI MaTOTCHETUIHI
MeXaHi3MU — 3aMajJieHHs B CyIUHHIN CTIiHII Ta MPo-
TPOMOOTUYHMIT CTaH, [OB’S3aHi 3 €HAOTE/IaIbHOIO
nuchynxiieo [79]. BpaxoBytoun Bik XBOporo y
MIpe/ICTaBACHOMY KJIHIYHOMY BMIIQJIKY, HACKIJIbKU
BaromuM GyB BHECOK XB y po3BuUTOK HaraTocy /-
HOTO Ypa’KeHHS KOPOHAPHUX apTepill Ta MiTpaIbHOI
HEJIOCTATHOCTI, Hapa3i OIiHUTH BasKKO.

Y xkappiosioriuniii npaktuili ckpuninr Ha XO
Ma€ TPOBOAUTHUCA y BCiX TAIIEHTIB 3 TilMepTpo-
¢igHOIO KapmioMionaTieto, KOJu IiarHo3 He MOKHA
MOSICHUTU BUKJIOYHO HETEHETUIHOIO MPUIUHOI. Y
BCTAHOBJIEHHI J[iaTHO3y TAKOXX MOKYTBh MOTIOMOTITH
peTesibHIiT 30ip aHaMHE3Y 1 BCTAHOBJIEHHS CIMEITHO-
TO XapaKkTepy 3aXBOPIOBAHHS.

Yuacmv asmopis: nanucanns npoexmy cmammi, pedazysanns — 0.€., OJK.; 36ip mamepiany — A.C., A.b.;

oensio nimepamypu — A.C.
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Clinical case of Fabry disease: an interesting finding in cardiac surgery patient

Fabry disease is a lysosomal storage disorder, linked to X chromosome, leading to disruption of glycosphingolipid
metabolism due to deficiency of lysosomal a-galactosidase A. The cascade of pathological processes can eventually
lead to damage of different organs and systems including cardiovascular system. However, due to polymorphism of
clinical manifestations, this disease often remains undiagnosed or diagnosed at terminal multiorgan failure stage.
Existing clinical guidelines for management of patients with Fabry disease emphasize the importance of early diagno-
sis for initiation of specific therapy, as well as need for multidisciplinary approach in treatment of such patients.
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