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Anomauin. Y pobomi npedcmagnieHo 00uH 3 emanieé 0iacHOCMUYHO20 NOWLYKY V NAyieHma 3
nposeamu  3aCmilHol  XPOHIUHOI cepyedoi HedOCmamuocmi 30 30epedceHol0  CKOPOMIUBOIO
30amuicmio cepys ma iecenesoio einepmensicro. Ha uac onucy kniniuno2o eunaoka 0iacHocmosana
KOMOpPOIOHA Namoiocisi cepyeso-CyOuHHoi cucmemu, a came. HNOEOHAHHS 2inepmpo@iunol
Kapoiomionamii, iwmeMiuHol X6opoou cepysi, 2inepmoHiuHoi xeopoou ma Giopunsayii nepedcepos Ha
Goni yykposozo diabemy. Qbepynmosana HeoOXiOHIiCmb Oupepenyiinoi 0iacHOCMUKU 3 OOHUM 3
BPOOICEHUX 2eHEeMUUHUX 3AXB0PI0BAHbL E€HOOKPUHHOI cucmemu - Xxeopoboio Dabpi ma HaA0aHO
CYYACHI YAGIEHHS NPo 1T KNIHIKY, Kpumepii dilacHocmuxy ma modicaueocmi aikyeanus. Ha niocmasi
CYUACHUX EBPONEUCLKUX OOKYMEHMI8 HAOAHI KOHKDEeMmHI peKoMeHOayii woodo nooaivbiio2o
0bcmedicenHsl.

Kniowuosi cnosa: cinepmpogiuna xapoiomionamis, 2cinepmpo@is miokapoa, oppanni
xeopoou, xeopooa Paopi.

Beryn. XBopoba @abpi (XP) € piakicHuM (opdhaHHUM) 3aXBOPIOBAHHSM, IO
3YCTPIYAETHCS Y BCIX PACOBUX Ta €THIYHUX TpyNax HACEJIEHHS, Bpa)ka€ YOJOBIKIB Ta
XKIHOK 1 HaJCKHUTh JO CHAJKOBHX MeETa0oJiuyHMX 3axBoproBaHb [1]. Craakosi
MeTa0oJIIYH1 3aXBOPIOBAHHS — 1I€ Tpyla 3aXBOPIOBaHb, SIKI PO3BUBAIOTHCS BHACIIIOK
3HM>KEHHSI (HEJOCTaTHOCT1) a00 BIACYTHOCTI aKTMBHOCTI TOTO YH 1HIIOTO (hEPMEHTY,
YCIMaJKOBYIOTHCS SIK ayTOCOMHO-PEIECHUBHI a00 MoB's13aH1 3 X-XpoMOcoMoIo. bisbiiia
YaCcTMHA CHAJKOBUX METa0OJIYHUX 3aXBOPIOBAHb XapaKTEPU3YIOTHCA PO3BUTKOM
rineprpodii Miokapaa. HainmommupeHimmuM 3 MeTa0OMIYHUX PO3JIAdIB, SKHMA
BUSBIISIETBCSL CEpel Jopociux 13 rineprpodiuHoro kapaiomionatiero (I'KMII) e
xBopobOa Anjgepcona-dadpi: 6ausbpko 0,5—1,5% narieHTiB Bikom Oibie 35—40 pokiB
[2]. Came ToMy €Bpormeiicbke ToBapucTBO KapmionoriB (ESC) B kepiBHHUIITBI 1O
JIAarHOCTHUIIl Ta JIKyBaHHIO TimepTpodiuHoi kapmiomionatii Binm 2014 poky Hamae
peKoMeHaaIli moa0 HeoOxigHocTi BuktoueHHs XD y marientis 3 [ KMII [2].

Xeopoba @Dabpi - 1e chnaakoBa 34erieHa 3 X-XpOMOCOMOIO XBOpoOa
HAKOIMMYEHHS, SIKa XapaKTepU3yeTbCS MOPYUIEHHSM OOMIHY TJIMKOCQIHTOIINIIIB
BHAC/IIIOK 3HMKEHHS a00 TMOBHOI BIJCYTHOCTI aKTHUBHOCTI ()epMeHTa «-
rajiakto3ugazu A. B oCHOBI maroreHe3y J€XUTh MOPYUIEHHS OOMIHY HEUTpaIbHUX
MIKOC(IHTOMIMIIIB, TMEPEeBAXHO  TJI000Tpio3uIlepaMizia, B  HACHIJOK  YOTO
BIIOYBA€ThCS iX HAKOMUYEHHS B JI130COMax PI3HOMAHITHUX TKaHUH 1 opradiB [3].
[Ipouec BiakIaaeHHs MTIKOCHIHTOIIIIIB TOYUMHAETHCS 1I€ Y BHYTPIIIHBOYTPOOHOMY
nepioni [4, 5], mpore mepini KimiHIYHI TposBH XD Taki SK HEHpOMmaTUIHUN Oijb,
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aHT10KEPAaTOMHU, «MYTOBYATE» MOMYTHIHHS POTIBKH, IILTYHKOBO-KUIIKOBI OPYILICHHS
PEECTPYIOTBCS HA TEpIIoMY JecATWmTTI *Kutta [6]. VYV Bimi 20-40 pokiB
MPUETHYIOTHCS Mi3HI CUMITOMH, MOB'SI3aHI 3 ypaKCHHSIM BHYTPIIIHIX OpraHiB, B
TOMY 4HCIi cepud (rimepTpodis Miokapaa Ta BorHuiia Gpidpo3y), HUpOK (IpOTeiHypis
1 mporpecyrode 3HWKEHHS (yHKIIT), HEHTpaabHOI HEpBOBOI cUCTeMH (IHCYIBT 1
IpiOHOBOTHUINIEB] 3MiHH, 110 BHSIBJISIOTH NMPU MArHITHO-PE30HAHCHIN Tomorpadii.)
[7].

Meta po6otu. BianpairoBaHHs aJiropuTMy OOCTEKEHHSI XBOPOTO 3 I[yKPOBHUM
niabeToM Ta KOMOPOITHOIO IMATOJOTIEI CEPIEBO-CYAMHHOT CHCTEMH Ha MPUKJIAIl
PO3TIIAAY KITHIYHOTO BUIIAJIKY 3aXBOPIOBAHHS MAIIEHTKH Y Billl 62 POKiB 3 MPOsiBAaMHU
BaXKKOI CEpIIeBOT HEIOCTATHOCTI MpH (dpakiiii BUKKIY JIBOro nuryHouka 59% Ha T
03HaK BUpaxeHoi rineptpodii Miokapja, JereHeBoi TinepTeH3ii Ta MocTiiHo1 popmu
bi16pusaiii nepencepab. Ha dac kiaiHIuHOTO po30opy OyiM BUCTaBJICHI AlarHO3U
rinepTpod19yHOi KapAiOMIOMNaTii, TIepTOHIYHOI XBOPOOH, 1IIEMIYHOI XBOPOOU cepIIs
Ta IyKPOBOTO Jl1a0eTy.

Onuc kiaiHiyHoro Bumaaky. JKiHka 62 pokiB HOPMOCTEHIYHOI TUIOO0YIOBH,
Oy7na BIepuie rochmiTaji3oBaHa IO 3aKJIaly TPETHHHOTO PIBHS HAaJaHHA JOMOMOTHU
KapJ10J0oriyHuM XBopuM y 2015-My poui y Bakkomy cTtaHl. CUMOTOMH CEpPLIEBOI
HEJOCTATHOCTI MiATBEPKYBAINCH 3HAYHUM M1ABUIICHHSAM PIBHS MO3KOBOT'O HaTpii-
yperununoro mnentuay (NT-proBNP) — 6181 nr/mn (Hopma mo 287). [octpwmii
KOpoHapHU# cuHjipoMm OyB BukitoueHuil. Koponapoanriorpadis (KAI') Bukirounna
HasiBHICTh OOCTPYKTMBHOI'O ypakeHHs cynuH. 3a nanuMu ExoKI: ToBmumHa
MDKIUTYHOUKOBOi mepetunkn 1,9 cm, Maca Miokapja JjiBoro nuryHouka 250 T,
CKOpPOTJIMBA 3JATHICTh JIIBOTO UUTyHOUKa 30epekeHa. HasBHicTh rineptpodii
MioKapJa JIIBOrO LUIYHOUKa cTana miAcraBoro ans aiarHoctyBaHHs ['KMII mpu
HAsSIBHOCTI CYMYTHIX imeMigyHoi Ta rinepToHiuHoi xBopoO (IXC Tta I'X) nHa ¢oni
BIIEpIlIE BHUSIBICHOTO IyKpoBoro miadety. Ha Tii mikyBanHs mpoTsiroM 17 ni0d cran
OyB cTaOUII30BaHUM, CaMOMNOUYYTTS MOKpPAUIWIOCh, 1 BOHAa Oyja BUIKMCAaHA 3
BIJIMOBITHUMH PEKOMEHAAIISIMUA IO JIIKYBAHHIO XPOHIYHOI CEpLIEBOI HEIOCTATHOCTI
(XCH) 31 30epexeH0r0 (pakuli€l0 BUKUAY JIIBOTO HUIYHOYKA, fKa YCKJIAJAHWIIA
nepebir 'KMII, IXC, I'X ta mykpoBoro aiadety. Y nojaiblioMy, HE3BaKarouu Ha
CyBOpE NOTpMMAaHHS MPHU3HAYEHOI Teparii, CTAaH HEOJHOPA30BO MOTIPIIyBaBCs, IO
BUMAarajio MOBTOPHUX TOCHITaII3aIlii 32 MICIIEM MPOXKWBAHHS 3 YACTOTOIO 2 pa3u Ha
PIK.

Y 2017 pomi Bmepmie gokymeHToBaHa GiOpwisiis nepencepanb. Ilicis
MEJMKaMEHTO3HOI IMiJITOTOBKM amioJapoOHOM Ta IPOBEACHHS Yepe3CTPaBOX1THOI
ExoKI' mpoBoawnu enekTpuuny kapzaioBepcito. 3a manumu KAID y 2017 pomi
JIarHOCTOBAHO 3BY)KCHHS MEPEIHHOT HU3X1THOI TUIKM JIIBOi KOPOHAPHOI apTepii 1o
30%.

VY 2019 por xBopa OyJia BApyre rocmiTaaizoBaHa 10 3aKjiaay TPETUHHOTO PIBHS
Ha/JIaHHS JONOMOTH KapaiojoriunuM xBopuM. CtaH Baxkuidl. Ckaprd Ha SAyXy y
CTaHl CIOKOIO, CyXMH Ta HENpPOAYKTUBHUW Kalllelb NPU HE3HAYHOMY (I3UYHOMY
HABAaHTAXXEHHI, HAOpPSKW HIKHIX KIHIIBOK, BIIYYTTS pPO3MUPaHHS B MPaBOMY
nigpedep’i, cepuedutTs Ta cnadbkictb. PiBens NT-proBNP — 1137 nr/ma (Hopma 10
287).
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3 aHaMHe3y - MallieHTKa He KypUTh, HEe BkUBa€e cnupTHOro. CiMelHUM aHaMHe3
OOTSKEHHM 3a MAaTEepUHCHKOIO JiHI€I0 (IHCYApT y Matepi). 3TriAHO JaHUX
peHTreHorpadii opraHiB rpyaHOi KIITHHA 3a MPoMDKOK dacy 3 2015 mo 2019 pik
CTyIiHb KapaioMmeranii smidmiach 3 [ Ha Il (kapmio-TopakanbHUI 1HACKC 301TBITUBCS
BiZl 54% 1o 63%), mo He Moke OyTH OOYMOBJIEHO Hi HasBHICTIO TINEPTOHIYHOI, aHi
niabetnynoi kapaiomiomarii. Ha EKIT Bim 2019 poky mae wicue: (iOpusiis
nepeacepab, HOPMOCHCTOIIS, TIOBHA OJIOKama MpaBoi HDKKK Tydka ['ica, o3HaKd
rineptpodii miokapaa. lani ExoKI 3 mommeporpadieto B 1uHaMIIll CIIOCTEPEKESHHS
2015 =>» 2019: maca Miokapaa JjiBoro muryHouka 250 = 446 1, TOBIIMHA
MIXKIITYHOYKOBOI niepeTuHku 1,9 =» 2,0 ¢M, CHCTOJIIYHUI THCK B JICT€HEBIH apTepii
38 = 73 MM pT CT.

3riIHO 3 peKoMeHaarisMu 1o aiarHoctuill Ta JikyBaHHio ['KMII (ESC 2014)
JAHUW BUIAJIOK BHUMAarae, mo-mepiie, MpOBeACHHsS NUQPEPEHIINHOI 1arHOCTUKU 3
xBopoOoro @Dabpi, mo-Apyre, 3’sACyBaHHS TMOXOHKEHHS JIETEHEBOI TiMEpTEH3i,
KEPYIOUHUCh PEKOMEHAAIIIMU 3 JIIarHOCTUKW Ta JIIKYBAaHHS JITEHEBOI TiNepTeH31l
(ESC/ERS 2015) [8].

IcTopis BUBYeHHs XBOpoOu Padpi

IcTopiss xBopoOu Dabpi posnouanack B jgaiekomy 1898-my pomi. /[IBa
JepMaTojora He3alekHO OoAuH Bia ogHoro - Jxon ®adpi 3 I'epmanii Ta Buibam
AHnepcoH 3 AHrmii - Broepue 00’€IHaNM WIKIPHI Ta OKPEMl CUCTEMHI IpPOSBHU B
camocTiiie 3axBoproBaHHs. [[xon @abpi mno0ayuB 3B’A30K MK PO3BUTKOM
HOJYJISIPHOI MypITypU Ta albOyMiHypii y xjomuuka 13 pokiB Ta BUZHAYUB MOHSTTS -
mudy3Ha aHriokeparoma. ButbaMm AHAEpCOH 3pOOMB OMHUC KIIHIYHOTO BHIAJIKY
PO3BUTKY aHTIOKEpaTOMH, MPOTEIHypii, aedopMmallii MaabliB PYyK, BapUKO3HOTO
PO3IIMPEHHS BeH Ta JIMQPOHAOPSKY Yy dosioBika 39-Tu pokiB. TakuM YHHOM, BIIEpIIE
Oys0 3po0JieHO TPUIYIIEHHS MPO HASBHICTH XBOPOOM 3 CUCTEMHHUMHU IPOSIBAMHU.
[Ipoiinuio moHAA CTOMITTSA, 1 TUIBKH CHOTOJHI MH MAaeMO 4YiTKE YSBJICHHS PO
piAKICHE 3aXBOPIOBaHHS, SIKE€ Ha YECTh HOT0 MEPIIOBIAKPHUBAUYIB OTPUMANIO HA3BY
«XBopoba Anaepcona-dadpi».

XBopoba ®adpi abo Angepcona — Dabpi € OJHIEIO 3 JI30COMHHX XBOpPOO
HAKONMYEHHS, SKa XapaKT3YeThCS MPOTPECYIOUMM TMEepediroM Ta HAATO THKKUM
nporHo3oM. lLle 3axBoproBaHHS € CHAAKOBUM, 34emieHe 3 X-XpOMOCOMOIO,
oOymoBieHe mytauiero reHa GLA, skuil koaye ¢depMeHT o-rajgakro3ujazy A.
HacnmigkoM 1poro € MyJIbTHUCUCTEMHE YpaXeHHs 3 CHenu(iyHUMHU CepIleBO-
CYy[IMHHUMH, HUPKOBUMH, LE€pEOPOBACKYISPHUMHU, IMIKIPpHUMHU Ta KOXJIEO-
BECTUOYJIIPHUMU TIPOSIBAMHU.

3rifiHo 3 MDXHapOIHOW Kiacudikaiiero xBopod 11 mepermsimy (MKX 11) [9]
xBopoOa Palpi Mae HACTYITHE KOJAYBaHHS:

05 3axBoproBaHHS €HIOKPUHHOT CHCTEMH, PO3JIaIi XapuyBaHHS Ta MOPYIICHHS
0OMIHY PEUOBUH;

MertaboJ1iyH1 TOpYIIEHHS;

Bpomxeni nopyieHHs 00OMiHy pe4OBHH,;

5C36 JlizocomHui XxBopoOu;

5C36.0 Cinromimninos3u adbo Jimnio3u;

5C36.01 XBopoOa ®abdpi.
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3riIHO 3 TOMNEPEAHbOI BEPCi€l0 MIXHAPOAHOI Kiacudikaiii xBopoO 10
neperssany (MKX 10) [10] komyBaHHS 0ys10 TPOXH 1HIIIAM:

- IV kmac: XBopoOM €HIOKPUHHOI CHUCTEMH, pO3JIaid XapuyyBaHHS Ta
MOPYIICHHSI OOMIHY PEUYOBUH;

- Pozmin E: (E75) Ilopymenns oOMiHy cGIHTOMMIAIB Ta iHIN pO3JIagud B
HAKONUYEHHI JIMiiB;

[Minposmin: (E75.2) [Hmmi cdinaromimimos.

Icnye Takox «Ilepemik piakicHuX (ophaHHUX) 3aXBOPIOBAHb, 1110 TPU3BOJIATH J0
CKOPOYEHHS TPUBAJIOCTI JKUTTS XBOPUX a00 iX 1HBaJAM3aIli Ta JUIsl SKUX ICHYIOTb
BU3HAHI MeToaM JiikyBaHHs» Ne 1439/26216 [11]. 3rigHO HBOTO MEPENTiKY BUILISIOTH
HACTYITHI KOJIH:

- Po3min 1. PiakicHi €HIOKPWHHI XBOpPOOW, pO3JIald XapuyyBaHHSA Ta

MOpYIIEHHSI OOMIHY PEYOBHH;
- Iynkr 31: Inmi coirrommnigo3u. Xsopoou: Padpi (- Anaepcen), I'ome,
Himanna — ITika.

VY JiTeparypi TakoX MO>KHA 3yCTPITH Pi3HI CHHOHIMU XBOopoOu Padpi: xBopobda
Annepcona-®adpi, HEAOCTATHICTD O-TaJIakTO31/1a3u A, nudy3Ha aHTiOKepaToMa Tija
(Angiokeratoma corporis diffusum), nepamigauii Tpurekcosugo3, Cunapom Pyitep-
[Tommen-Biepca (Ruiter-PompenWyers), xBopob6a Caineit-Kimioncki (Sweeley-
Klionsky).

XBopoOa @abpi - piIKICHE 3aXBOPIOBAHHA, IIO 3YCTPIYAETHCA 3 YaCTOTOIO
BumnakiB: 1 Ha 40000-60000 xBopux cepen uonoBikiB Ta 1 Ha 20000 xBopUX cepen
KIHOK. 3aXBOPIOBAHHICTh 3MIHIOETHCS 3QJIEKHO BiJl reorpadpiyHOro periony Ta pacw,
konuBatounch npubauzHo Big 1 Ha 18000 mo 1 wa 95000, rpyHTyrOUHMChH Ha
CKPUHIHIOBUX JIOCIIDKEHHAX Ui HOBOHapo/xkeHux (Spada 2006, Hwu 2009,
Burlina 2018 ta Wasserstein 2019) [12]. 3a ganumu Sanofi Genzyme, BUXOII4H 3
CTaTUCTUKU IIOJI0 YAaCTOTM BUHMKHEHHS XBOpPOOHM, B YKpaiHi ChOTOJHI MOBUHHO
O0ytu 824 marienta 3 xBopoboro ®adpi; npore g0 2014 poky Oyi0 AIarHOCTOBAHO
nuuie 4 Bunaaku, a 3a nepiof 3 2014 nmo 2019 pik noganock mie 14, o B cymi nae 18
BUMAJIKIB 1arHOCTUKHU XBopoou Dadpi, mo ckiaaae nuiie 2,18% Ha ganuit yac.

3aXBOPIOBaHHS ICTOTHO TNOTIPUIYE SIKICTb 1 3MEHUIYE CEpPEIHI0 TPUBATICTb
KUTTS, OCKUIBKU BpaXkae HallBaXxMBilIl cucteMu opraHizmy [13-20]. B nepury uepry
— 1I€ CEepLIEBO-CYJIMHHA cucTeMa: mpuon3Ho 69% mnaitieHTiB 3 XD Mat0Th CUMIITOMHU,
CIIpUYMHEH] ypakeHHsSM ceprs [21,22], a 3aaydeHHsT CepreBO-CYyIMHHOI CUCTEMH B
57% BumaakiB € 6€3MOCEePETHHOI0 MPUIMHOIO cMepTi 1TuX XxBopux [18,23,24]. Ilepme
MiClle B CTPYKTypi cMmepTHOCTI npu X® HanexuTh, Ha MPEBEIUKUN Kallb, caMe
MATOJIOT1i CepIIeBO-CyIMHHOI CUCTEMH, K y YOJIOBIKIB, TaK 1 Y KIHOK. BaxxnuBum €
T€, 1110 PO3BUTOK 3aXBOPIOBAHHS PO3IIOYNHAETHCS I111€ B TUTUHCTBI.

OCHOBHUM KJIIHIYHUM TIPOSIBOM YPAKEHHS CEPIEBO-CY/IMHHOI CHUCTEMHU €
BUpakeHa TinepTpodis Miokapaa, sKa 3a3BUYAll TPAKTYETHCS JIIKApPSMHU SIK MPOSB
FIMEPTOHIYHOT XBOPOOM  (SIKIIO € TMIJABUIICHUNA apTepialbHUiA THUCK) abo
rineprpodiyHoi  kapmiomiomarii.  'imeptpodiuna  kapmiomiomaris  (I'KMII)
3ycTpiyaerbest npubausHo y 0,2% Big 3aranpHOi KibkocTi migmTkiB. Cepen
nanieHTiB 3 'KMII (3a ganumu miteparypu) niarao3 xsopoou dadpi ckinangae Big 0
1o 4% cepen 4oJoBikiB [25, 26, 27] ta Big 0 no 12% cepen xinok [26, 28]. Baxiuso
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3a3HAYUTH, 10 B CTPYKTypl «rineprpodiuHoro ¢eHotury» xBopoda Dabdpi
cranoButh 0,5-1,5 % [29,30]. Came 11e € MiACTaBOIO aKTUBHOIO MOLIYKY XBOpOOU
®abpi cepen mamieHTIB 3 TinepTpodicro MioKapaa 3a JaHUMHU eJIeKTpokapaiorpadii
Ta exokapaiorpadii.

ETiosiorist i marorene3 xsopoou ®@aopi

[TpuunHoto po3BUTKY XBopoou Dadpi € myTtailis reny GLA, skuii kogye cCUHTE3
dbepmenTy a-ranakrosunaza A. ['eH po3ramoBaHuil Ha TOBroMy 1uiedi X-XpoMOCOMHU
(mnsaka Xq22). Ha nanmit yac € omuc monan 1000 myrariif, skl NpuU3BOIATH J10
po3BuTky X®. ['eHo-deHOTUMIUHI KOpessiii OyBalOTh PI3HHMH, HABITh B MEXKax
OJIHI€T CIM'T; TOOTO OJIHA 1 Ta K MYyTallisl MOXE€ MPU3BECTH Y OJIHUX YJIEHIB CIM'T 10
KJacuuyHuX BapiaHTiB X®d, a y iHIIUX - 10 aTUIIOBUX.

Brme mytamii B reni GLA Ha ¢yHKioHanpHy akTuBHICTE a-Gal A
oOyMOBJICHMI Tepil 3a BCE MOPYLIEHHSM MPOCTOPOBOI CTPYKTYpH (HEPMEHTY.
TsKKICTh MPOSIBIB 3aXBOPIOBAHHS 3aJIKUTH BlJ 3aJIMIIKOBOI aKTUBHOCTI A€()EKTHOI
a-Gal A: yuM BOHa HWXKYa, THUM paHille MaHiecTye NaToJOTis, THUM OlIblIe
BHUpaXXEH1 CUMIITOMU Ta OUIbIIA KUIbKICTh BPRXKEHUX OPraHIB.

Bupainstors kuibka TumiB myTtaiii rena GLA [31] :

 IlatorenernuHi myTailii, ki IPU3BOJASTH A0 CUHTE3Y HE(DYHKIIOHATBHOTO 0.
Gal A 1 nos's3aHi 3 kitacuyHuM ¢perotunom XO;

* Myraumii, aconifioBani 3i 3HWKEHHIM (QyHKITIOHANBHOT akTHBHOCTI 0-Gal A,
K1 CIPUYUHSIIOTH OUIBII Mi3HIO MaHi(ecTallito Xd;

* Myramii He3 sscoBanoro 3HadeHHs (VUS);

* Tlomimopdi3m rena, 10 He BIUIMBA€E Ha akKTUBHICTH a-Gal A.

Jedinut a-Gal A npu3BOaUTH 10 HaKONMUEHHS rioboTpuasmiiepaminay (Gb-3)
a TAKOX CIIOPIIHEHHUX 3 HUM TJIIKOCHUHTOMIMIAIB (Tanabio3inepamia) B Ji30coMax
PI3HOMAHITHMX KJIITHH, Y€pe3 1€ BUHUKAIOTH JII30COMHI Ta KIITHHHI TUCOYHKIIII,
iMmyHHa peakiis Ha GL-3 1 Gb; Bce 11e 00yMOBIIIOE€ PO3BUTOK XPOHIYHOTO 3aIlajiCHHS
1, IK HacHiJOK, MPOTrPeCyOTh MpolecH imeMii 1 GpiOpo3y TKaHUH cepls Ta CyAUH,
IIEHTPAJIbHOI HEBOBOI CHCTEMH, IIIYHKOBO-KHIIIKOBOTO TPAKTy, IIKIPH, IMOTOBUX
3aj103, TOOTO BCIX THUX OprasiB, je¢ Hakonuuyetbcs Gb-3. (Rozenfel P., Feriozzi S.
2017).

JoBruit yac X® BBakallach «3aXBOPIOBAHHSIM JIOPOCIUX» 3 MaHiecTalliero
CUMIITOMIB Yy JBaJUATUPIYHOMY Billl (IEpEeBakKHO Yy YOJIOBIKIB) 1 Maibke y BCIX Maja
«KJAacCU4YHUM» QpeHoTurn. 3romoM B Kiacudikaiii 3’SBHIMCh «CEPIEBHI» 1
CHUPKOBHI» BapiaHTH, KOJIM HaMarajlliCb OKPECIHUTU 130JIbOBaHI (HOpPMH XBOpPOOH,
U KX BPAXKAIOTHCS MEeBHI opraHu. JKIHOK BBaXKAJIM TUIBKH «HOCISIMHU Je(hEKTHOTO
reHa». Ha ganuii MOMEHT BUILISAIOTH ABa pisHOBUAa XPD: KIIACHYHY Ta aTUIIOBY.

«Knacuuna» dopma xBopobu dabpi BuHHMKaAE, KoM piBeHb a-Gal A ckiagae
Mmenie 1% Big Hopmu [32]. BHacninok 1iboro € pans MaHidecrairis (mepini KIiHIvHI
IIPOSIBH 3’ SIBJISIIOTHCSI B PAaHHBOMY JUTHUHCTBI), MIOCTYIIOBO Ta HEBIIMHHO IMPOTPECYE
YpaKEHHSI OpraHiB-MIIICHEH.

«AtunoBa» ¢popma xBopodou dadpi popmyerbes, konu piBeHb a-Gal A cknagae
BiZ 2 10 30 % Hopmu [32], po3NOYMHAETHCS 3aXBOPIOBaHHS y Billl noHax 40 pokis,
130TbOBAaHO MOXKE€ BPaKaThCS TOJIOBHUI MO30K, ceprie ad0 HHUPKHU, 3aBISKA YOMY
xBopoOa Dabpi 3anMIaeTbCd HEAIarHOCTOBaHOIO. Taki XBOpi HE OTPUMYIOTH
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crietiipiuyHe JIKyBaHHSA, SIK€ 37aTHE CYTTEBO BIUIMHYTH Ha Mepedir 3aXBOPIOBaHHS,
AKICTh Ta TPUBATICTb KUTTA XBopux. CIiJ TaKoX BIAMITHTH, U0 Y KIHOK MepIi
CUMITOMHU 3aXBOPIOBaHHS 3’ABISAIOTHCS Ha 5-10 poKiB mi3HiIIE, HIK Yy YOJOBIKIB,
KJIIHIKa MEHII BUPa)KEHa, TAKOK MOXKJIMBUN OE3CMMTOMHUHN NEepedir 3aXBOPIOBAHHS
(Mehta & Ginsberg, 2005).

Kuiniyna kapruna xgopoou daopi

YpaxkeHHS cepleBO-CYIMHHOI CUCTEMH. 3aTy4eHHsI CEpLIEBO-CYIUHHOI CUCTEMU
B martosioriyHuii mporec BigOyBaeTbess y 40 — 70 % mnamientiB [33]. Ockiabku
BIJICOTOK JJOCUTh BEJIUKHM MOKHA MPUITYCTUTH, 110 OCHOBHA Maca MaIfi€eHTiB 3 XD
3BEPTAIOTHCS 1 JIIKYIOTHCS CaMe Yy JIIKapiB Kap/110JI0T1B, 0OCOOJMBO MAIlI€EHTH Y Billl Bl
20 pokiB, OCKUIBKM caM€ B Il POKH BIIEpIINEC MPOSBISETHCS KIIHIKA ypaKeHHS
CEPILIEBO-CYAMHHOI cucTeMu. Sk Bxke OyJio 3a3HaY€HO paHillie, OCHOBHOIO IPUUYUHOIO
CMEPTI € MaTOJIOTisl CEPIEBO-CYAMHHOI CUCTEMH, 1110 MOKJIAJA€E HA KapA10JIOTIB TATap
BIJINOBIJIAJILHOCTI 332 CBO€YAcHy AiarHoCcTuKy X®P, He3Baxatouu Ha Te, 1o MKbB 10
Ta 11 meperasay mo3uIliOHYIOTh 3aXBOPIOBaHHS SIK €HAOKPUHHY MATOJIOTIIO.

VY cepui 1 cyauHax, B TOMY YHCIl JIET€HEBHUX, BIJOYBalOThCA HE3BOPOTHI
CTPYKTYpHi 1 (YHKIIIOHAJIbHI 3MIHU BHACIIJIOK BIJKJIAJICHHS 1 HAKONMUYECHHS B HUX
Gb3. fkmo roBopuTu mpo cepie, TO YPAKEHHS OXOIUTFOE SHIOKapi, MioKapHa Ta
MPOBIAHY cUCTEMY. Y Ne0I0TI 3aXBOPIOBAHHS 3 SIBISIOTHCS CKAPIH Ha A1yXy, OUTb B
JOUISTHII cepls, TPUCKOPEHE cepueOuTTs: ado BiAUyTTS mepebdoiB B poOOTI cepii,
TAKOX TPAIUIAIOTHCS CHUHKOMAJbHI CTaHHW, MOXO/KEHHS SIKUX TPUBAIMM 4Yac He
BIAE€TbCA 3’ACyBaTH. 3 aHaMHE3y XBOPHX MOJKHA JI3HaTUCh IpO Te, IO IE B
1/UTITKOBOMY Billl BUHUKAJIU NEPIOIMYHI MMOMIPHI MiTHOMH apTeplaJbHOTO TUCKY, Ha
eleKTpoKapioprami (ikcyBaiu O€3CMMIITOMHY apuTMiio. Bce me posIiiHoBanu sk
BUIQIKOBI 3HaxIIKH. 3 BIKOM y maiieHTiB 3 X®P mucrnHoe, O11b B 00JacTi ceprid,
CepLEOUTTsI, 3aIIaMOPOYCHHSI Ta CUHKOMAJIbHI CTAHHU MPOTPECYIOTh.

B ocnoBi aucnoe npu xBopodi dadbpi € aucdyHkiis miokapaa (CUCTOIYHA
Ta/abo M1acToNi4HA), B MEpUIy 4Yepry JIBOro IUTYHOUYKA, PI3HOMAHITHI apuTMii,
KJIanlaHHA HEeJAO0CTaTHICTh. YMHHUKOM 00JI1 B JUISHIN CEplsl € BIJIHOCHA KOpOHApHa
HEJOCTATHICTh BHACIIJOK BHUPAXKEHOI rinepTpodii jiBoro nuryHouyka. Ckapru Ha
BIIUYTTS MPUCKOPEHOTO CEpUEOUTTSI CHPUUYMHAIOTH OyAb-SKl MOPYIIEHHS PUTMY Ta
MPOBIAHOCTI  CcepUsd, a CHUHKOMAJIbHI CTaHM BUHUKAIOTH TPU  PO3BUTKY
MapOKCU3MAIIbHUX MOpYILIeHb pUTMY cepisi, A-B Onokax cepus 2 Ta 3 crynens;
OoOCTPYKIli BHXITHOTO TPAaKTy JIBOrO MUIYHOYKa (Yepe3 HasBHICTh 3HAYHOI
rineprpodii miokapna). Cming nam’statd Te, mo npu XD rimeprpodis TOCUTH
BUpaXEHa, a HASIBHICTh MIJIBUILIEHOTO apTepiaIbHOTO TUCKY HE BUKJIMKAE HACTIIBKU
BUpakeHoi rinpTpodii (e ayke BaXKIWBO TPH MPOBEACHHI au(epeHIifHol
J1arHOCTUKH 3 TIIIEPTOHIYHOIO XBOPOOOI0).

Jyxe BaXIMBUM € Te, mo KapmiaibHi cumntoMu nipu XD ta mpu 'KMII He
MAaIOTh >KOHOI BIAMIHHOCTI.

HasgnicTe Bupaxkenoi rineptpodii ctinok JIII € Haitbibl1 yacTuMm 1 ICKpaBUM
nposBoM X®. IIpakTUYHO y BCIX YOJIOBIKIB 3 KJIACUYHOIO (popMoro XD BUpakeHa
rineptpodia miokapaa Bxe chopmobana a0 30, a y xkiHok - 10 40 pokiB. BupasHicTb
rinepTpodii npu XD 3a5ekuTh Bijl BiKY 1 3aIMITKOBOI akTUBHOCTI a-Gal A.

KitouoBuM, HEIHBa3UBHUM, PO3MOBCIODKEHHM Ta JOCTYIHUM METOJIOM
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BUSIBJICHHS TinepTpodii Miokapaa Ta MOPYIIeHHS Woro (QyHKII € TpaHCTOpOKalbHa
2D exokapaiorpadis 3 nonmuieporpadiero.

Manonok 1. TpancropokanbHa 2 D ExoKI' — napacrepHajJbHMid JOCTY 11O
noBriii oci. Bupaxena konnenrpuuna I'JIII y mamienTa ¢ Baxkkow ¢popmoro XD.

ManwoHnok 2. TpancropokaabHa 2 D ExoKI' — napacrepHaJbHuid 10CTyH 110
N0Briil (A) Ta KOPOTKIH oci Ha 0a3aabHOMY piBHi (B). I'inepexorena 3ona
HUKHBOI CTIHKM Ha PiBHI 0a3aJbHUX BilijiB.

ExoKI" kputepiem xBopodbu Pabpi € HasiBHICTH TinepTpodii miokapaa JIII > 13
MM., a 'KMII niarHoctyeThest mpu ToBuuHI cTiHky JIII > 15Mm B oaHoMy abo
Outbmie cermeHTax wiokapay JIII, mpu 1boMy 3a3HauYaeThCs, IO TEHETHYHI
3aXBOPIOBAHHS MOXKYTb MPOSIBIISITUCH MEHIIIOI0 BUPA3HICTIO MOTOBIEHHS CTIHKH (13-
14 mm) [2, 34]. Takum urHOM, TIpOBECTH NUPEPEHITIATBHY IIaTHOCTHKY MK TAaKUMU
3axBoproBaHHsaMH, 5K ['KMII 3 koHnentpuyHoro rineprpodieto JIII (moToBmeHHS
CTIHOK cepilsi 0e3 awiaraiii Horo MmOpoKHHWHU) Ta XBOpoOoro dabpi 3a maHUMH
exokapgiorpadii ta mommeporpadii HEMOXKINBO. B mogaTok 10 1mbOro, SIKIIO MpU
Exo-KI' nmocmimxenHi B rinepTpodipoBaHOMY MIOKap/i BIsIBISIOTH TiMEPEXOTEHHI
JUISHKY, TO 3a3BUYail iX TPaKTYyIOTh SIK BOTHHUILEBUN KapJ10CKJIEPO3 BHACIIAOK
nepeHeceHoro iHpapKTy Miokapaa npu KopoHaporpadiyHO IHTAKTHUX apTepisix.

BnpoBamxeHHss B KapAl0JIOTIUHY MPaKTUKYy METOJly MAarHiTHO pPE30HAHCHOI
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toMorpadii (MPT) n03BosniI0 3HAaYHO BILUIMHYTH Ha MOKPAIIEHHS 1arHOCTUKH 11101
HU3KH CEpPLIEBO-CYJMHHUX 3aBOPIOBaHb, cepel] AKuX € 1 xBopobda Dabdpi. HasBHICTH
rinepexoreHHUX 30H B MIOKap/l MpW IHTaKTHUX apTepisx y xBopux Ha ['KMII €
MiJCTABOIO JUISI TIPOBEACHHS KOIITOBHOTO, aje BKpa HeoOxigHoro MPT
JOCTIDKEHHSI 3 KOHTPACTYBaHHSM rafofiHieM. OKpiM KOHIIEHTPUYHOI TinmepTpodii
npu MPT BUSBISIOTH 30HM 1HTEHCHBHOTO BOTHHIIEBOIO HAKOMUYEHHS TaJOJIHIIO B
Mmiokapai B BiacTpoueHy T2 1 T1 ¢azu (Ti cami rinepexoreHHi 30HU, Ki MOTTH OyTH
Bke BUsiBIIeH] mpu ExoKT).

Masonok 3. MPT cepus y nanienra x X® (cucroJia). [lopo:kHuHa J1iBOT0O
HUIYHOYKA MailKe He Bi3yali3ye€Thesl BHACIII0K KOHUEHTPUYHOI rimeprpodii
Miokapja.

i : 4
Manwnok 4. MPT cepus 3 KOHTpacTyBaHHAM. Bil3HaualOThCA nomupeHi 30H1

IHTEeHCMBHOT0 BOTHUILEBOT0 HAKONMYEHHS ra/10J1iHiI0 B MiOKap/i B BiACTpOUeHY
T2iT1 da3u.

Came Takuit xapakTep HakonmuueHHs crenudiuaux s XD, a He AT BOTHUII]
nicisiiHgapKTHOTO Kapjiockiepo3y. llikaBo, 110 monpu BCIO KITHIYHY BUPAXKEHICTh
MaToJIOTIi CepILeBO-CYIMHHOI CUCTEMU MEXaHI13MHU, K1 BIAMOBIAAIOTH 3a 30UIbIIICHHS
JiBOTO NITyHOYKa mpu XD, mo KiHIS HE 3'scoBaHi, ocKiIbkun Gb3 cTaHOBUTH JHUIIE
Majy yacTuny (rmpu6susHo 1%) BiJ 3arajabHOi MacH JIIBOrO HUTYHOUKA.
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YpaxkeHHs HEpBOBOi cucTeMu. YacrTiie 3a Bce BIEpIle KIIHIKA MPOSIBISETHCS B
MIJTIITKOBOMY 1 IOHAIIbKOMY BiIll, XO4Ya 1HOJI CHUMIITOMHU 3aXBOPIOBAHHS MOXYTh
neboTyBatu B 3-4 pOKH, CTapTyIOUM MPH IOMY YPaKEHHSM HEPBOBOi CHUCTEMHU 1
[IUTYHKOBO-KHUIIIKOBOTO TPakTy ab0 HE MPOSBISIOYNCh aX A0 3-TO JACCATHIITTS
KUTTA.

HeBponatuunmii Oinb, abo axpomapectesii, HaMOLIbII YacTO € MEPIIUM
CUMIITOMOM 3aXBOPIOBaHHS 1 3ycTpidaroTecs y 60-80% aiteii 3 ki1acuuHoO (HOpMOIo
XO [35].

Bupaxkena 1 BucHaxiuBa HeWponatuyHa Oub (70% BumaakiB) 3a3BUYAil
BUHMKAa€ B MIUIITKOBOMY BiIll, Ma€ XpOHIYHMH ab0 KpU30BUH Iepelir.
AxpomapecTesii - 00JiCHI, MeKy4i 0011 B JOJIOHAX 1 IMIJIONIBAX CTOII, 110 ippajliFOI0Th
B MPOKCHUMAaJIbHI BIIJIUIA KIHI[IBOK, HAaW4acCTIIIe MPOBOKYIOTHCS ITiJT 4aC MUTTS PYK.
BonboBi Kpr3M 4acTO BUHUKAIOTH TP 3MiH1 ITOTOJIU 1 IMXOMAaHII1, CYTTPOBOHKYIOTHCS
nigpumieHuM IOE. Oxkpim 1poro, Oidb MOXE NOCHIIOBATUCH TpH (PI3UUHOMY
HAaBAHTAKEHHI Ta CTPECl, MOKE 1ppalloBaTh B M 513U a00 B IUISHKY LUTYHKY, MAaTH
rOCTpUH, KOJIIOUMI XapaKTep 1 HaBITh IMITYBAaTU KapTUHY TOCTPOrO aleHIULIUTY a0o
HUPKOBOI KONIKK. I[HKOMM HeoOxigHa [udepeHuiiiHa JiarHoCTUKa OO0JbOBOIO
CUHJIpOMY 3 PEBMAaTOJIOTIYHUMHU 3aXBOPIOBaHHSAMH. buib OyBae HACTUIbKU
BHCHAXXYIOYOIO Ta HECTEPITHOIO, 1110 MOXE CIIPUUYUHUTHU CYILIMIATIbHI Aii.

BaxnuBuM kiaiHIYHUM 1posiBoM XD € 1eMIYHUN 1HCYIBT B MOJIOJOMY BIIIl.

Yacrora iHCYnbTy ckiagae 6,9% y 4onoBikiB 1 4,3% y *KiHOK. Y OUIBIIOCTI
XBOPUX 1HCYJIBT PO3BUBAETHCS y Billl Biag 20 10 50 pokiB, B TOMY YHCII Y KOXHOTO
n'storo 3 uux xBopux 110 30 pokiB [36]. [Ipupona nux mopyiieHb - NaTOJNOTIs CyAUH
iX 3BUBUCTICTh 1 PO3IIMPEHHS, 3yMOBJIEHa HakonuueHHsM B HuX (Gb3. IlepeBaxna
JOKaJi3ailisg 1memMii B JUISHIN, SKa  KPOBOIIOCTAYAETHCS 3aJIHBOKD MO3KOBOO
aprepiero. CuMnromaMu 1epeOpPOBACKYIISIPHOTO YPAKEHHsI €: TeMinapes, Au3apTpis,
HICTarM, JBOTHHS B O4YaXx 1 MOPYIIEHHS KOHIIEHTpALlli yBaru 1 1HIII.

Ypaxenns Hupok. Ilpu xBopoO1 Pabpi 3amydyeHHs HUPOK B MATOJOTIYHUUI
mpouec 3 4YacoM 30uiblnyeTbes. CrodaTKy MaTosoris MPOSIBISIETBCS  MIKPO-
anbOyMIHYpIETO - eKCKpetis anboyMiny 3 ceuero Big 30 mo 300 mr/24 roaunu (20-200
MKI/XB 3a HI4) a00 CITIBBIJHOILIECHHS ajlbOyMIH/KpeaTHHIH Big 2,5 A0 25 mr/mmodb
(anpOymin 20-200 wmr/m). Hagami MiKpo- MNepexoauTh B MakKpoO-albOyMIHYpIIO
(mporeinypis) - piBeHb ekckpenii anpOyminy Butie 300 mr/24 rogunu (Bumie 200 mr/
XB 32 HI4Y) a00 CIMiBBITHONIICHHS aIbOyMiH/KpEaTUHIH BHIIE 25 MI/MMOJIb (aab0yMiH
Buie 200 wmr/m). MoxnuBe BusiBieHHs B ceui (Gb3, anme mpu «HEKIACHYHOMY»
BapianTi X® y 4YOJIOBIKIB 200 KJIACHYHOMY VY JKIHOK BIH MOX€ OyTH BIJICYTHIM.
OcTtanHIM 4YacoM Yy TAII€HTIB BiAMIYalOTh (POpPMyBaHHA KICT B HHUpPKaxX, IO
pO3TaIlIOBaH1 HABKOJIO MHUCOK.

[IporpecyBannss X® MokHa onmucaTtu CTaaIiHO, 1€ HA 1-i cTadil BimOyBaeThCs
HakonuyeHHs: Gb3 y BIANOBIAHMX KIITHHAX, Ha 2-U — OE3CUMITOMHE YpPa)KeHHS
oprasiB, Ha 3-i — BUpaKeH1 KJIIHIYHI MPOSBH MATOJOTrii OpraHiB Ta cucreMm. Tax,
Hanpukiag, | cragis ypakeHHs cepus — HakonuueHHs Gb3 y BackyJsipHOMY
eHJO0TeNli Ta KapAioMiouuTax; 2 cramig — AUCPYHKIIS CHHYCOBOTO BYy3jda Ta
IPOBIJHOI CUCTEMH, €HAOKapJiadbHui (10po3, pemonentoBaHHs Ta rineptpodis; 3
CTajis — ceplieBa HEAOCTATHICTh Ta BOTHUIIEBUN KapJ10CKJIEpO3, HE 0OYMOBIICHUI
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OOCTPYKTUBHHUM ypaXCHHSIM KOPOHAPHUX CY/IHH.

Ypaxkenns oprany ciayxy. Jng marmientiB ¢ X® xapakTepHa HEWpPOCEHCOpHA
TYTrOBYXICTh, B JCSIKUX BHUIAJKaX y MOEIHAHHI 3 KOHTYKTUBHOW. [Tprbmn3no y 85%
4oJoBiKiB 10 50 pokiB Ta y 75% xiHok A0 60 pOKIB CHOCTEPIraeThCsl TKKA
TYTrOBYXICTh, IO MOTpPeOye BUKOpHUCTaHHS ciayxoBoro amapary [37]. Ilo mpu e
JOCUTH YacTO BIAMIYAIOTHCA CKapTH Ha OJIHO- a00 TBOCTOPOHHIH IIIyM Yy ByXax.

Ypaxkenus oprany 3o0py. Ilpu knmacuunomy ¢eHotumni nHakornuyeHHs GL-3
BIIOyBa€ThCs III€ B TpPEHATAIbHUN TIepiod, a TMeplll MpOosSBH, TakKl SK cornea
verticillata abo «MyTOoBYaTE» MOMYTHIHHS POTIBKH, MOXYTh BUHUKATH B1JIpa3y IiCJs
Hapo DKeHHS. «MyToBYaTe» MOMYTHIHHS poTiBKH (cornea verticillata) siBisie co6oro
OlnaTepasibH1 3MIHM T10 THIY ITy4dKa JIMCTS a00 KBITOK Ha KiHII cTebjia, po3TalloBaHi
B TIOBEPXHEBOMY IIapi pali Iy KH.

Maawnok 5. «KMyToBuaTe» NOMYTHIHHSI POTiBKH.

Karapakra ®abpi mnpencraBiase coOO JiHIWHI, CHUIEBUAHI, paaiadbHO
CIpsIMOBaH1 BIAKJIAJACHHS TpaHyJIsipHOrO Martepiany (OUTyBaTOTO 1 HaIiBIPO30POTo)
JIOKaJT130BaHOTO Ha 200 MOPYY 3 33 JHHOIO KAMCYJIOK KPUIITAIIHKA.

YpaxkeHHs 3a103 30BHINIHBOI cekperrii. JlocuTh XapakTepHUMH CKapramu IMpu
X® € 3HmKeHAS a00 MOBHA BIJICYTHICTh / MIABUINEHHS MOTOBUIAUICHHS. LI 3MmiHuK
noB'si3aHi 3 HakonuueHHsM Gb3 B MOTOBUX 3aj03aXx 1 B CTIHKax CYAWH, IO iX
KpOoBONOCTauarTh. [1i/1 11€10 MOpyIIEHHS MOTOBUAUICHHS 1 HEHpOonaTUYHOro 000 'y
IiTed 1 NUITKIB 3HMXKYETHCA TOJEPAHTHICTh 10 (PI3UYHUX HABAHTAXKEHb. Y
CIIEKOTHY TOTOTy XBOPi 0COOJMBO YacTO CKap)KaThCs HA 3allaMOPOYCHHS, TOJOBHHM
O171b, HYAOTY, AUCIHOE, MOXJMBAa BTpaTa CBIJIOMOCTI. 3HIKCHHS TMOTOBUIIJICHHS
Y4aCTO MOEIHYETHCS 31 3HUKEHHSAM CJILO30BUIIJICHHS 1 CaliBallii.

Ypaxenns mkipu. AHriokeparomu abo Bi3uTHa kKapTka XO (nudysnHa
aHT10KepaToMa TyJly0a) - HEBEJIIMKOTO PO3MIPY TOBEPXHEB1 aHT1OMH, IO IMiTHOCATHCS
HaJ[ TOBEPXHEIO MIKIPU, TEMHO-UYEPBOHOTO KOJIbOPY.

AHTI0KEepaTOMHM 3a3BHYal 3'IBIISIOTHCS B MJTITKOBOMY BiIll, 32 JAHUMH PEECTPY
Fabry Outcome Survey (FOS) Bonu 3yctpidarotbes y 50% dvonoBikiB i 41% sxiHOK
monoame 18 pokiB [37]. YV moemHaHHI 3 aKkpomapacTe3isiMH Ta «MyTaBUYaATHM)»
MMOMYTHIHHSIM POTIBKH aHT10KEpaTOMHU OE3MOCepeTHhO TOBOPATH MPO HasiBHICTH XD
y mamieHTa. TuIoBa JIOKami3ailisi aHTi0KepaTOM: JUISHKA CTErOH, CIAHUIb, MYTIKa,
ry0, CTOIl Ta JOJIOHb; MOXKJIMBE TAKOX PO3TAlllyBaHHS HAa CIW30BUX KOH IOHKTHBH,
POTOBOI TIOPO’KHUHH, BEPXHIX IUXAIBHHX IUISXaX, MIIIYHKOBO-KHIIIKOBOMY Ta
CEYOCTAaTEBOMY TPAKTI.
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Maunonok 6. Burasija anriokeparom: A - Tunoesa 6 o6aracmi cmezon i cionuys; b -
B oonacmi nynka; B - Ha 2ybax; I' - Ha oononsax

YpakeHHSI NUTYHKOBO-KHINKOBOTO TakTy. [lepmn mposiBu Bia3HadaloThCS B
paHHBOMY JUTHHCTBI Ta TMPOSABISAIOTHCS CHUMOTOMATHUKOIO [iapei, 3HUKCHHS
MepPeCTaTUKN KHUIICYHWKA Yy TO€AHAHHI 3 00JIeM CXBaTKOMOMIOHOTO XapakTepy,
METEOpPHU3M, TMO3MBH JI0 YaCTOrO CEUOBUIyCKaHHs. aedimut macu Tima. [licmsa Txi
BUHUKA€ HYJ0Ta, pBOTA, BIAUYTTS MIBUIKOTO HACHYCHHS Ta O11b B emiractpii. XBopi
HEBIIMHHO BTPAyYaroOTh Bary.

VYpakeHHSl OpraHiB JAMXaHHS. YpaXCeHHsI OpraHiB JWXaHHS HE € XapaKTepHUM
npu XD, npote B TKKUX Ta 3alyIICHUX BUMAJKaX JOCUTh XapakTepHa OOCTPYKIis
BEPXHIX JUXANIbHUX MUISIXIB, IO PO3IIHIOETHCA fAK MIi3HE yckiaaaHeHHs XO. VY
XBOpUX 3HUXKYEThCS O0OCIT (OPCOBAHOIO BHUAMXY B CEKYHIY, 30UIbLIYETHCS
(yHKIIOHAaNIbHA 3QJIMIIKOBA €MHICTh JIET€HIB abo 3MeHlIyeTbest auddysiiina
3/IaTHICTH JIETEHb 10 MOHOOKCHTY BYTJICITIO.

[amm npossu xBopoou Padpi. YV OararboxX reMi3irOTHHX YOJIOBIKIB BHUSBJIEHA
3aTpUMKa CTAaTEBOTO PO3BUTKY Ta MiI3€pHE OBOJIOCIHHA HAa 00JMYYI 1 Ti1. BUIbIIiCTh
naieHTiB 3 xBopoOoro @Dabpi MaroTh M'si30BO-ckeneTHi aHomamii. OpnHa 3
XapakTepHuX aedopmariiii BimOyBa€ThCS B IUCTATBHUX BIIALIaX MiK(aTaHTOBUX
CyrJI00iB MamnbIliB PyK 1 MPU3BOJUTH MO MOPYIIEHHS iX pyxymBocTi. ['imoTupeos,
OCTEOTCHIs, aHeMisl TakoXX omucaHi y xBopux 3 X@. Jlo coMaTMYHUX TMOPYIIECHb
4acTO MPUETHYIOThCS TCUXIYHI PO3JIAJH, CIIOCTEPIraeThCsl AyKE€ BHCOKA 4YacTOTa
CyIIMIiB 1 IETPECIH.

Otxe, xBopoba Dabpi - MyJIbTHUCHCTEMHE 3aXBOPIOBAHHS 13 3aJy4EHHSIM Yy
MpOLIEC Mailke BCIX OpPraHiB 1 CUCTEM, [0 00YMOBIIEHO HaKoNMW4YeHHsIM B HUX Gb3.

Jiarnoctuka xgopoou Paopi.

HiarHoctuka X@® TMOBHHHA TIOYMHATUCH 3 PETEIBHOTO 300py aHaMHE3y
3aXBOPIOBAHHS 1 BU3HAYEHHS €TAIHOCTI 3aJlydeHHs B MATOJIOTIYHUHN MPOIEC Pi3HUX
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OopratiB 1 cucteM. BaxiuBy poJib Bijirpae 30ip ciMeiHOro aHaMHe3y, TaK SIK MOXYTh
OyTH OTpHMaHi BIIOMOCTI PO POAUYIB XBOPOTO, SIKI MOMEPIN B PAaHHBOMY BIlll BiJl
HUPKOBOi ab0 cepreBoi HemocTtaTHOCTI. B icTopii XxBopoOM TOBHMHHA OyTH
BiI0OpakeHa TSKKICTh 1 JUHAMIKa PO3BUTKY 3axBOproBaHHS. (Di3WKATbHUN OIS
HEOOXITHUWA ISl OLIHKM 3arajJbHOTO CTaHy TAallleHTa, BUSABICHHS MOPYIICHb
CTaTeBOr0 PO3BUTKY, CHEHU(IYHUX CHUMIITOMIB 3aXBOPIOBaHHS (QHTIOKEPaTOMH,
YKPYITHEHHS pUC 00IMIus).

ITpu mimo3pi Ha XD mpoBOAATH MOBHE KIIHIYHE OOCTEKEHHS, IO BKIIOYAE
JOCIIJKEHHSI IIKIPHUX TIOKPUBIB, CEpPIIEBO-CYJAMHHOI Ta JIETEHEBOI CHUCTEM,
IUTYHKOBO-KUIIKOBOT'O TPAKTY, 30pPY, CIYXY, HEBPOJIOTIYHOTO CTaTyCy 1 CE€40CTAaTEBOI
cucteM. PekomeHJ0BaHI JOCIIIKEHHS JJIS TallleHTiB 3 xBopobOoro dadpi - 30ip
aHaMHe3y, aHalli3 POJOBOJY 1 3arajibHOKIIHIYHE, 0(TaIbMOJIOTIYHE, ayA10JIOTIYHe 1
JabopaTtopHe JOCIHIKEHHs, peTeabHe OOCTeXKEeHHS (YHKII cepisl, HHUPOK,
TOJIOBHOTO MO3KY.

JAu¢epenuianbHa giarHocTuka XBopoou Daopi.

JludepeHirianbHa JlarHOCTUKA aHTioKkepaToM. BHSBIEGHHS aHTIOKEepaTOM €
BAKJIMBUM  [JIarHOCTUYHUM  «kirouem» npu  XO. Ilix yac kpusiB, w110
CYNPOBOKYIOTHCSI JIMXOMAHKOIO 1 0OJIIMH, AaHT10KEPAaTOMHU MOXKYTh OyTH CIUTYTaHi 3
MEeTeXUaJbHOW BHCHUIIOM, IO MPHU3BOAUTH O BCTAHOBIEHHS iarHO3y MEHIHTITY.
Amnriokepatomu npu X@ (“mudys3Ha anriokeparoma TynayOa’) - me apiOHI, BiA
YEepBOHOIO0 JO0 YOPHOTO KOJbOPY IUIOCKI Mamynu ©O€3 BHUPaKEHOIo Keparosy,
po3TamioBaHi rpynamu. “YmoOneHi” MicCIg 1X pO3TallyBaHHS - HAaBKOJO IYTIKa,
HWKHI BIIUTH TyiTy0a, ryOu, MOBEPXHS CIIM30BUX 1 KOH'IOHKTHUBA OYEH.

HudepeHIiiHui 11arHo3 ¢l TPOBOJUTH TaKOX 13 CHAJKOBOI TeMOPAriYHOIO
Teneanriektasziero  Ocnepa-Penaio-Bebepa, 3  anriokeparomoro  dDoppaiica,
aHriokeparoMoro Mibemt Ta 0OMexeHOI HeBi(OPMHOI aHTIOKEpPaTOMOKO TyJyoa.
AHTIOKEpaTOMHM TaKOX 3YyCTpPIYAlOThCS 1 MpPU IHIIMX JII30COMHHMX XBOpoOax
HAKOIUYEHHS: XBOPOOI [unanepa, byKo3171031, TaHTJ1031]1031,
acnapTaTrioKo3aMiHypil Ta Claligo3i.

Cnemupiuaum ama giarHocTUKH XD € O10XIMIYHUN Ta TEHETUYHUH METO
TIarHOCTHKH, aj€ HaJA3BMYalHO BEJIMKY pOJb y AIarHOCTHULI BIIITPAIOTh PETENbHUIMA
30lp aHaMHe3a Ta 00OB’SI3KOBE BU3HAYEHHS €TAITHOCTI 3aJIy4€HHS B MATOJIOTTYHMMA
MpoIeC PI3HUX OpraHiB 1 cuctem; 301p CIMEMHOTO aHaMmMHe3y Ta IOBHE KJIIHIYHE
oOctexxeHHs. JIJisi 40JIOBIKIB BUKOPUCTOBYIOTH O10XIMIYHUN METOJ 3 BU3HAUCHHSAM
aKTUBHOCTI (pepMEHTY a-TaJIOKTO3U1a3u A, JIJIs )KIHOK — reHeTnuHui meton 3 JIHK —
JIarHOCTUKOIO y TETEPO3UTOTHUX HOCIIB. BU3HaUeHHS €H3MMHOI aKTUBHOCTI a-Tall A
HE € HaJIUHUM JyIs JiarHOoCTUKU XBopoOu Dabpi y KIHOK, TOMY IO OOJIraTHi
TeTePO3UroTH MarTh pi3HI piBHI a- Gal A, MO MOXYyTh NMEPEKPUBATHCH PIBHAMHU
dbepmenTiB, 3HaineHnx y 3mopoBux mroaed [38]. 3rimno pexomenparisim ESC Bin
2014 poky mo BUKOpPHUCTaHHIO JabopaTopHOi AiarHOCTUMKM Yy mauieHtiB 3 ['KMII
000B’s13KOBUM € BU3HaueHHS a- Gal A y mia3mi/JIelKouTax y 40JI0BIKiB BIKOM MICIIs
30 poxkiB [2].

[IpenaranpHa AiarHOCTHKA BKITIOYA€ BU3HAYCHHS aKTUBHOCTI a — TallaKTO3UAa3u
A abo merogamu JIHK — ananizy y BopcuHax XOpioHa, aMHIOTHYHIA PiJIMHI, KPOBI
oy Ha 9-11 THXKHI BariTHOCTI.
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Ha >xanb, B YKpaiHi BIACYTHS MOXJIMBICTh JlarHOCTHKH XBopoou dabpi 3a
JIOTIOMOTOI0 TIepeiueHuX METOIB, mpoTe JabopaTtopis [linma Ha TemepimHiA dYac
3amy4yeHa B SIKOCTI MOCEpEAHMKA MK MAI[lEHTOM Ta €BPOINEHCHKUMHU J1a00paTopisiMu
(Centogene, Himeuunna abo ARCHUMEDLife, Asctpisi), ski HOpOBOAATH
CTaH/IapTH30BaHy JA1arHOCTHUKY I[bOTO 3aXBOPIOBAHHS.

OTtxe, giarno3 «XBopoba dadpi» BUCTABISAIOTH HA OCHOBI KPUTEPIiB:

*Yonogiku: Myranis B reni a-Gal A + Knacuunuii (QeHOTHN, 3HUKCHHS
aktuBHocTi a-Gal A B neitkonurax <5% + 1 3 cumnToMiB (HeWponaTU4yHa Oiib,
aHriokepaTtoMu, kepartomatisi, miaBuiieHHs piBHI GL-3 1 lyso-GL-3 B ma3mi) abo
niarno3 X® y koro-HeOy/1b 3 4jieHiB CiM'T.

* Kinku: Myrtaris B reni a-Gal A + 1 3 cumnromiB (HedpornatuyHa OiJib,
aHriokepaTtoMu, keparomatisi, miaBuiieHHs piBHI GL-3 1 lyso-GL-3 B mna3mi) abo
niarno3 X® y 6ynp koro 3 uieHiB ciM'T [31].

JlikyBanus1 xgopoou ®aopi.

3HAUyIIICTh BYACHOI JIarHOCTUKM BU3HAYAE€THCA MOXKIMBICTIO (EPMEHT-
3amicHoi Tepamii (DP3T) pexkoMOIHAHTHUMU MpenaparaM o-TalaKTO3WAa3u A, ska
npoBoauthest 3 2001 poky [39-41]. ®3T € cnenudpivyHUM MaTOrCHETUYHUM
JIKYBaHHSM, SIK€ 37aTHE BIUIMHYTH Ha Mepedir IbOr0 HAA3BUYAMHO BaXKOTO
3aXBOPIOBaHHS Ta TMOKPAIIUTH TPOTHO3 BIDKMBAHHS. TakoX HEOOXITHUMH €
MPU3HAYCHHSA CHMTOMATUYHOI Teparii Ta perysipHANd JTUHAMIYHUAN HATJISA] 32 CTAHOM
NAIlEHTIB JIKapsIMU JIEKUIBKOX cremiaabHocTel. B Ykpaini nmpusHavyaioTh OJHY 3
JIBOX JIiKapchkux ¢opM: arajicifasy anbda ado aranciga3zy 6era (Hopkin R.J. et al.,
2016 poxky; Ortiz A. et al., 2018).

MenukaMeHTO3He JiiKyBaHHA. MeToro ¢epMeHnT-3amicHoi Tepamii (P3T) e
BITHOBJICHHS (Di310JI0TIYHOTO PiBHSA (PEepMEHTY, 3MeHIIeHHs HakonuyeHHs Gb3 B
TKaHMHAX 1  HopMamizamis  (QyHKIIi  BHyTpimHIX  opraHiB.  JlikyBaHHS
BUKOPHCTOBYETHCS TOKUTTEBO 1 OTPUMYETHCS OE3KOIITOBHO, 3aBISKH 1CHYBAHHIO
JepKaBHOI TIporpaMu Mo 3a0e3MeueHHI0 XBOpHUX Op(QaHHUMH 3aXBOPIOBAHHIMHU
HEOOXITHUMU JIKAPChKUMU MpernapaTaMu.

[Mepmmit yerimnuii qocsig @3T 0yB otpumanuii B 1970-x. Kint nokazas 3HauHe
3HM)KEHHSI aKTUBHOCTI 1bOTO (hepMEHTy y TKaHuHax mnauieHTiB 3 X®P, Romeo and
Migeon. TakoX BCTaHOBWIM, IO AKTHUBHICTh a-TATAKTOCHAA3u KyJIbTUBOBAHUX
¢$16pobnacTiB Oylia HaA3BUYAHHO HU3BKOIO NIl TakuxX maumieHTiB. Y 1989 poui OyB
CEKBEHOBAH I'e€H O -TaJlaKTO311a3u A, 10 JaJl0 MOXKJIMBICTh 3@ JIOIIOMOI'OI0 T€HHO-
1HKEHEPHUX METOJIB CUHTE3YBAaTH JaHWK (PEpPMEHT in Vitro i CTBOpUTH (PEPMEHT-
3aMmecHy Teparnito [42]. byno BcTaHOBIIEHO, 110 3aCTOCYBaHHSI OTPUMAHUX IPErapaTiB
(aramsimasa anb(a Ta aransizaza 6eta) BUKIMKAE 3HIKEHHs piBHS Gb3 B TKaHMHAX 1
mia3mi kpoBi. Tak aramsimaza anbda (Peruraran, Shire) mpusnauamace B 7031 0,2
Mr/kr, a aramigaza Oera (®dabpasim, Sanofi Genzyme) - B g031 1 wmr/kr
BHYTPIIIHBOBEHHO KOXH1 JBa TWxXHI. JlaHl mnpemapaTd BUTOTOBISIIOTH 13
3aCTOCYBAaHHSAM pI3HUX TE€HHO-IH)KEHEPHUX TEXHOJOTIH, 10 OOYMOBIIIOE pIi3HI
PEXUMMHM JO3yBaHHS JIBOX MpernapariB. Arajcijiaza o BUpOOJSIEThCS Ha JIIHIT KIITHH
JIOAVHM, a arajicifiasy [} OTpUMYIOTh 3 BUKOPHUCTAHHSIM KyJIbTypH KIITHH S€YHHKA
kuTaiickkoro xoM'suka [41, 43]. 3 2016 poky B €Bpomneiicbkomy Coro3i st
nikyBanHs X® cxBajieHui npenapat B (popmi TaOJIETOK Miragacrar, SKui cTadlIizye
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CTPYKTYpY O-rajakto3ugasu A npu neBHux myrtamisx reHa GLA [44-46]. Aunani3
JaHUX JOCIIHKEHHS (na60paTopHi JOCTIIKEHHS ceyl, TUIa3MH KPOBI 1 TFICTOJOTTYHUX
npernapariB HUPOK namieHTiB 3 X® 1 rpynmu mnanebo) MokaszaB, M0 OOHBa
mpermapaTd € €KBIBaJEHTHHMMM B 3a3HaY€HUX J03aX 1 3JaTHUMU CTaTHCTUYHO
3HauyIlle 3HU3UTU BMICT Lepamiarpirekcosdiga. Kminiune nocmimkenHs Perutarama
MPOTATOM IIECTH MICAIIB y JiTeH y Bili Bix 2 10 18 pokiB mokasano, o mpenapar
Mae 100py mnepeHocnuBicTh. IlIkipHi peakiii, MOB’si3aHI 3 BHUKOPHUCTAHHAM
iHOy31iiHOT popmu Oynu BigzHaueHi y 23% mnaifieHTiB. 3 MOOIYHUX SBULL MpPU
nikyBanHi ®abpa3iMoM cIloCTepirajauch TOJIOBHHUM O11b, OUIb B )KMBOTI, JTUXOMAaHKa,
HEXHUTb, 03HOO 1 HyOTA.

['enoTepanis. MeTa renoteparii - BBeAeHHS (GyHKIIIOHAIBHOT KoMl 1Ie()eKTHOTO
reHa J1o Aesikux abo B yCl1 KIITHHU OpraHi3my. Y CIillIHA TpaHCQEKIIis TeHa, 0 KOJIye
o-rajlakTo3ua3y A B KIITHHH KICTKOBOTO MO3KY, OTPUMaHUX Bija malieHTiB 3 XD,
OyJia MpoAEMOHCTPOBAaHA B psijii AociiKeHb. OIHAK, HE3BAKAIOYM HA 3HAYHI YCIIXH,
3aCTOCYBaHHS I'€HOTEpaIllil y JiroJel He MOKe OyTH pO3M0oYaTo HAMOIMKUYUM YaCOM.

PapmakoJIOriyHi manepoHu. Y nedkux naimieHTiB 3 X®d 30epiraeTbcs BHCOKa
OCTaTOYHA AaKTUBHICTh O-TaJaKTO3uAa3zu A, aie ueid (epMeHT € HecTaOlIbHHM.
@®apMakoJIOTiyHl IMIANEPOHH - HEBEJIHMKI MOJIEKYJIH, $fKI MOXYTh 3B'3yBaTUCh 3
(epMEHTOM 1 HE JT03BOJISTH MOMY pyIHYBaTHUCh, 3a0€3ME€UyIOUYH MPOHUKHEHHS Ol1Ka
B CHJIOIUIA3MAaTUYHUI PETIKYJIIOM 1 JI30COMH. Y Ji30comMax (apMakKoJIOrivHi
HIarepoHu BiT €AHYIOTHCS BiJl O11Ka 1 pepMEHT OYMHAE TIPAIFOBATH.

[Icuxosoriune JikyBaHHs. EMoliiiHa miaATpuMKa Ta ciMeiiHE KOHCYJIbTYBaHHS
MOBUHHI OYTH HEB1JI'€EMHOI0 YAaCTHUHOIO AOMIsAy 3a mamieHtamu 3 X®. Kpim Toro,
HaJaHHS IMaIlieHTaM MOXKJIMBOCTI CIUIKYBAaTUCh 3 1HIIUMHU MAIliEHTAaMU Ta iXHIMH
ciM'AMH, SIKI OOpIOTBCS 3 MOMIOHMMH TpOOJIEeMamMHu, MOXKE JOMOMOITH TMOJ0JIaTU
nouyTTss 13ossmii. KoHcynbTalii MOBUHHI BKJIIOYATH HACTYMHUX  (PaxiBINB:
MEJIMYHOIO TeHeTuka, Hedposora, kappioyiora, odranbmosora, ¢axibis 3 000,
HEBPOJIOTa.

Hucnancepusaitid. IlamienT 3 xBopo6oro Pabpi MOBUHEH MPOXOAUTH OTJISA 1
o0OcTeKeHHs y BUIlIeHaBeeHUX (PaxiBIiB He piaiuie 1 pa3y Ha pik.

Crneuigiuna gosrorpusana @3T y mauientiB 3 XD crpusie perpecy rineprpodii
MIOKap/ia, YIOBUIbHIOE MOTIpIIEHHS (YHKLII HUPOK, 3MEHIIYE HEUpPONaTHUUHYy Oljlb,
MOKpAIIlye CIyX 1 BIAHOCHO HOpMaJli3y€ MOTOBUJIJICHHS. Pe3ynbraTu JiKyBaHHS B
3HAUHIM Mipi 3ajexarb BiJ BIKy, B skomy posnodata ®3T. binem panHe
OpU3HAUEHHS JIIKYBaHHS, po3MoyaTe J0 PO3BUTKY HE3BOPOTHOIO Ypa)KeHHs
BHYTPIIIIHIX OpPTaHiB, JO3BOJSE JOCATTH OUTHIN BUpakeHUU edexT. MeTa iKyBaHHSA
narieHTiB 3 X® monsirae He TUIBKM B YIOBUIBHEHHI MPOTPECYBaHHS OCHOBHOTO
3aXBOPIOBaHHS, aje 1 B 3MEHIICHHI BIUIMBY CYMYTHBOI MMATOJIOTI] HA 3arajibHUM CTaH
namieHta. TakTuKy cuMnToMaTH4Hoi Tepamnii X@® BU3HAYAIOTH, BUXOISYH 3
0COOMBOCTEN KITIHIYHOI KAPTUHU 3aXBOPIOBAHHS Y KOHKPETHOT'O XBOPOTO.

Oo0roBopennst podoru. Enexrtpokapaiorpadis € HpOBIAHUM Ta PYTUHHHUM
METOJIOM JIarHOCTUKM TrinepTpodii Miokapaa, sKa 3yCTPIYAEThCA MpPHU BEIUKIM
KUIBKOCTI XBOPOO CEpLEBO-CYJIMHHOI CHUCTEMH. PEHTTe€HOJIOrYHOMY JOCIIIKEHHIO
OpraHiB TpyAHOI KJIITKM 3 ONHCOM KOHQIrypaimii cepus Ta  OI[IHKOIO
KapJII0TOPAKaJIbHOIO 1HACKCY B JMHAMIIl 3aXBOPIOBaHb HAJICKUTh HAJI3BUYANHO
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Benuka posib. 3a nanumu EKI Ta peHTreH-gociipKeHHsT MOXKIIMBO J11arHOCTYBATH
Baau cepIls, MATOJIOTII0 MariCTpajibHUX CYAMH (aopTa Ta JIeTeHeBa apTepis) Ta
AuaTaliiHy kapaiomionartito. ['inmeptpodiuna kapaiomionatis Ha EKT y 6inbmiocti
BUITAJIKIB TIPOSIBISIETHCSI BOJIBTAKHUMH ~O3HAaKaMH BHpakeHO1 TimepTpodii Ta
MePBAHTAXEHHS CEPIIs, BOAHOUYAC PEHTTIECH-KapTHUHA CEPIls Maihke HE BiIPI3HIAETHCS
Bim Hopmu. ExokapmiorpadidHe AOCHIIKEHHS € KIIOYOBUM JJIi BUSBJICHHS
BUpaXeHo1 TimepTpodii MiokapAa Ta BCTAHOBJICHHA [1arHO3y TinepTpodidHOi
kapaiomiomnarii. Kpurepiem I'KMII 3a ganumu ExoKI' y mopocnux € 30inbIIeHHS
ToBIMHKU CcTiHKU JIIII > 15 MM ogHOoro abo Oinbllle CErMEHTIB MioKapjaa, sSIKe He
MOB’5I3aHO BUKJIIOYHO 3 HABAHTAXKEHHSIM THUCKOM. Y TMalll€HTKH 3 BCTAHOBJICHUMU
TIIEPTOHIYHOIO Ta 1MIEMIYHOIO XBOPOOOIO CEepIll HAsSBHICTh BUPaXEHOI TinmepTpodii
MioKap/ia (TOBIIMHA MDKIITYHOYKOBOI nepeTuHku 20 MM, Maca miokapsaa JIII 446 r)
cTaja MiJACTaBOIO JUIsl JIarHOCTUKH rineprpodiunoi kapaiomiomnarii. [KMII y 62-
piuHOi manieHTkH 13 (iOpusuiero nepencepar Ta cynytHimu IXC Tta I'X
CyHpOBOIKYeThCA nposiBamu Tskkoi XCH 3a miacTosiyHUM TUIOM Mpu 30€peKeHii
cuctoniyHi (yHkuii aiBoro nutyHouka (OB 59%) III ®K 3a NYHA Tta Bucokum
piBHeM Mo3koBoro Hatpiii-ypernuynoro mentuay (NT-proBNP Big 1137 go 6181
nr/mi). He3Baxkaroun Ha Te, mo cneuu@iuni aig X®P KIiHIYHI NPOsIBU BIACYTHI,
HasIBHICTH TINEPTpoPiuHOT KapaiomionaTii MoTpedye MpoBEACHHS JIabopaTOpHOTO
CKPUHIHTY Ha BUABJICHHS a00 BUKIIIOUYEHHS LIOrO 3axBopioBaHHs. Lle moB’si3aHo 3
TUM, 110 ICHy€ aTuroBa Gopma xBopoodu dadpi, sKa XxapaKTepU3yeEThCS 130JIbOBAHUM
YpaXKEHHSAM CepIlsl MpHU BIJACYTHOCTI CIMEMHOrO0 aHaMHE3y Ta IHIIUX MPOSIBIB
3axBoproBaHHs. [lamienTii nposenu crneridiune 1adopaTopHe JOCIHIKEHHS KPOB1 Ha
OI[IHKY aKTHUBHOCTI O-TaJJaKTO3M/1a3U B JICMKOIMTAX, sika ckiana 5,7 pmol/l/h (Hopma
> 1,2 umol/I/h) Ta Bu3Haumnm piBeHs lyso-GL-3 — 2,4 ng/ml (Hopma 0,0 — 3,5 ng/ml)
B cepTHdikoBaniii 1abopatopii «ARCHIMEDIife Science GmbH» (Vienna, Austria).
HNocnipkeHnHss OyJlo MOPOBEACHO 3a CTaHAAPTHOK  METOJIMKOI  TaHIEMHOI
MAacCHEKTpOMETpli BiJl TUISIMU Cyxoi KpoBi. CHemiajicT Mmo MeAUYHIA TEeHEeTHIl
npodecop Berthold Strenbel 3po6uB BCHOBOK mpo Te, 110 XxBopoba Padpi BiACYTHS.

Indication: a-Galactosidase (M. Fabry) and lyso-GL-3
Methods: Tandem mass spectrometry from Dried Blood Spot.
Result:

Result Unit Cut-off value
alpha-Galactosidase 5.7 pmol/l/h >1.2
lyso-GL-3 2.4 ng/mL 0.0-3.5

MauoHok 7. JlaHHi J1a00paTOPHOIo 10C/IiIZKEHHS.

ExoKI' mani xBopoi cBiuaTh Mpo T€, IO MAE MICIIe BUTOHYEHHS MIOKapay B
JUISHIT BEpXI1BKH JIIBOTO NITyHOUKa, ane 1e He € tunoBumM ajsi ['KMII. Taki 3miau
XapaKTepHI JJIs M3HbOI CTaail 3aXBOPIOBAHHS, KOJIM BUHHKAE JHIIATAIlS MPOKHUHU
JIBOrO IIIyHOUKa Ta/a00 TIMOKiHE31s 3 BUTOHUYEHHSM MOTO CTIHKH. 3a3HayeHl
ExoKI'-03Haku y JaHOMY KJIIHIYHOMY BUIIAAKY BIJCYTHI.
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BoinycK 16

BucnoBku po6oru. KiiHiuHMI BUIMAIOK 110 HABEICHUN y CTATTI JEMOHCTPYE
MEBHI CKJIAJHOIIl JIarHOCTHUKU CEPIEeBO-CYIMHHUX XBOpPOO B pasl iX MO€IHAHHS
Ta/ab0 BUSBIICHHS Ha CTaJlli BaXKKOI CEpILIEBOi HEAOCTATHOCTI, JISTEHEBOI TNepTeH3il
Ta aputmii. B pasi BusBnenns npu exokapmaiorpadii “I'KMII-noaidnoi kaptuHu”
000B’SI3KOBUM € MPOBEACHHS CHEi(PIYHOr0 1aOOPaTOPHOTO CKPUHIHTY Ha HasBHICTD
xBopoOu Dadpi. Yepes Te, 1m0 y XBOpOi1 BUKIIIOUEHO MiarH0o3 Xd 1715 BCTAaHOBJICHHS
KIHIIEBOTO J1IarHO3y HEOOXIMHO TIPOJOBXHTH OOCTEeKECHHA. BiamoBimHo [0
PEKOMEHIaIlIN 0 AIarHOCTHIN Ta JIIKYBaHHIO rineprpodiunoi kapaiomionatii (ESC
2014), B mepmy 4epry, mnoTpibHo mnpoectd MPT-mocmimxenus cepus 3
KOHTPACTYBAHHAM [JIsl BUKJIIOYEHHS 1HQUIBTPATUBHOrO ypaxeHHs miokapna. Ciif
3ayBakuTd, 1mo MPT oriHky moBMHEH NpOBOAUTH (axiBellb, SKUM Ma€ TEBHUU
JIOCBIJT Bizyamizallli cepiisl Ta J1arHOCTHKHM 3aXBOPIOBaHb CEPIICBOTO M’si3a (PpIBEHBb
nokasosocti IC) [47, 48].

3a pexkoMeHJAlisIMA MO JIarHOCTUI Ta JIKyBaHHIO JIET€HEBOI TiNepTeHs3li
(ESC/ERS 2015) morpiOHO BCTAaHOBHWTH IOXOJ/KEHHS JICTCHEBOI TiNEPTEH3il, s
4Oro He0OX1THO MPOBECTH KaTeTEPi3alliio NpaBUX BIAILIIB CEpLS.

IpakTuuni pexomenganii. CyMmyrooud CKJIAQJHUN Ta €MHUNA J1arHOCTUYHUUN
MONIYK y XBOPOT MOXWJIOTO BIKY 3 IIYKPOBUM A1a0€TOM Ta KOMOPOIIHOIO MaTOJIOTIE0
CEpIEBO-CYAMHHOT CUCTEMU 3alpOIlOHOBAHO  “AJNTOPUTM  OOCTEXKEHHS IS
CBOEYACHOI Ji1arHOCTHUKUA XBopoOu ®Dalpi abo 1HQUIBTPATUBHOI KapAioMionatii’
(Cxema 1 Ta 2).
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Abstract. The paper presents one of the stages of diagnostic search in a patient with
manifestations of congestive chronic heart failure with preserved ejection fraction and pulmonary
hypertension. At the time of the description of the clinical case, the comorbid pathology of the
cardiovascular system was diagnosed, namely: a combination of hypertrophic cardiomyopathy,
coronary heart disease, hypertension and atrial fibrillation against a background of diabetes. The
necessity of differential diagnosis with one of the inborn genetic diseases of the endocrine system -
Fabry disease is substantiated and modern ideas about its clinic, criteria of diagnostics and
possibilities of treatment are given. Based on current European recommendations, specific
recommendations for further examination are provided.

Key words: hypertrophic cardiomyopathy, myocardial hypertrophy, orphan disease, Fabry
disease.
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