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CepueBsi nposeu xeopobu Pabpi

Pe3lome

CT1a179 NpUCBSIYeHa xBopobi Pabpi — piaKICHOMY reHETUYHOMY 30XBOPIOBAHHIO, CIPUYNHEHOMY Aedi-
LIMTOM GEPMEHTY a-TaAAKTO3MAA3N A (a-Gal A) yepes myTauji reHa GLA. PO3rAgAQIOTECS MEXAHI3MW PO3-
BUTKY MATOAOTi, 30KPEeMa HAKOMUYEHHSI TAOBOTPIao3nALEepamiay (Gb3) B KAITMHAX, LLO CAPUYMHSIE IXHIO
AVNCPYHKLIO, 3AMAAEHHS TA YPOXKEHHS PIBHOMAHITHUX OPraHiB. ONMCAHi EeHOTUMM 30XBOPIOBAHHST: KAQCKY-
HWW, i3 PAHHIM NOYATKOM i TSHKKUM NepebiroM, T HEKAQCUYHUN, LLO MNEPEBAXKHO NPOSIBASIETLCS KAPAIOAO-
MYHUMK NOPYLLEHHSIMU. Y CTATTIi BUCBITAEHO METOAN AIQTHOCTUKM, 30KPEMA AAS BUSIBAEHHST CEPLEBO-CYAMH-
HMX NPOSIBIB, O TAKOX CYYOCHI MIAXOAM AO AIKYBAHHSI, BKAKOYAOYN GEPMEHTO3AMICHY, LWANEPOHHY TA

CUMMTOMATUYHY TePAanito.

KAtouyoBi caoBa: xBopo6a Pabpi, XBopo6a HAOKOMMYEHHS, KapAioMionarTis

XBopoba Pabpi (XP), TAKOXK BIAOMA sIK XBOPOOA AHAEPCOHA —
dabpi, 6yra HezanexxHo onmcaHa MorarHecom ®abpi B HimeuunHi
1A BinbIMOM AHAEPCOHOM B AHIAIT B 1898 poLj.

XBopo6a Pabpi - Le BpoAKeHE NOPYLIEHHS METABGOAI3MY, M
AKOMY AeDILUT ABO BIACYTHICTb PEPMEHTY AAbPA-TAAAKTO3NAA3ZN
A (a-Gal A) yepes NATOreHHUM reHeTUYHNIM BAPIaHT reHa GLA
CMPUYMNHSIE HOKOMUYEHHS AESIKMX MPOAYKTIB PO3MNAAY KAITUH,
FOAOBHUM YMHOM rAOBOTPiao3mnALepamiay (Gb3) y Aisocomax
NaLjieHTa.

Lle HaKOMMYEHHS BUKAMKAE ANCOYHKLLIKO KAITUHW TO QKTUBYE LLASIXA
KAITMHHOI TiNepTpodii, a TAKOX 3ANAAEHHS TA AKTUBALLIIO iMyHiTeTy. Lie
MYABTUCUCTEMHNIA PO3ACA, SIKUM BPODKAE, 30KPEMA, CepLe, HIPKM TA
MO30K. YCNOAKOBYETLCS X-34EMAEHUM CMOCOBOM, TOMY YOAOBIKM
30BXAN CTPOKAQIKOTb, TOAI SIK YPONKEHHS OPTaHIB Y XIHOK 3013BMYAIN
PO3BMBAETHLCSI Ni3HILLE B YKUTTI, AAE MOXE CTATU MOAIBHUM AO YOAOBI-
4Oro yepes GeHOMEH AIOHI3ALi.

CepuLeBsi Nposien Npu xBopobi Pabpi MOXYTb GyTU IAEHTUYHUMM
AO CcapKomMepHOI rinepTpodivHOT KapaiomionarTii (FKMIT). Tomy kapaio-
mionarTist npu XP po3raaAaeTbes sik eHokonis FTKMIM.

deHoTunu xeopobmu Pabpi

3AAEXKHO BiA CTATI, PEHOMEHY AIOHI3ALLii TQ MOTOrEeHHOro reHeTny-
HOrO BAPIAHTY MOXXHA BUAIAUTU ABO GEHOTUMNM:

BQXKKUI KAIHIYHWIA pe@HOTUIM, BIAOMUIN K «KAQCUYHUI DB, WO
XOPAKTEPUIYETLCS BIACYTHICTIO QB0 Pi3ko 3HMKEHOO (<1 % Bip cepea-
HbOT HOPMU) AKTUBHICTIO a-Gal A, BUPOXXEHUM HOKOMMYEHHIM G3J i
MOSIBOKO CUMMTOMIB Y AUTUHCTBI UM MIAAITKOBOMY BiLli 3 HOCTYMHOO
MPOrPEeCYYOIO NMNOAIOPIAHHOK HEAOCTATHICTIO, HOMYACTILLE CnocTe-
PIrQETLCS Y YHOAOBIKIB (OAE HE BUKAIOYHO) 63 3OAULLKOBOI AKTUBHOCTI
depmeHTiB.

«Heknacunyumi» ¢peHorun, cepuyesmt BapiaHT, a6o deHoTun i3
Mi3HILLMM NOYATKOM i3 HEMOBHUM CUCTEMHUM YPOXKEHHSIM, SIKUIM CMO-
CTEPIraETbCS SIK Y YOAOBIKIB, TAK i Y YKIHOK, 3 AESIKVM PIBHEM 30AULLKO-
BOI QKTMBHOCTI GEepPMEHTIB i B GIAbLLOCTI BUNOAKIB MPOSIBASIETLCS] i30AbO-
BOHUM YPOXKEHHSIM CepLig.

Enigemionoris

MOBIAOMASIAOCS, WO YaCTOTA XP KOAMBAETHCS Bip OAHOTO HO
40000 A0 oaHOoro Ha 117 000 YoAOBIKIB. List OLIHKG MOYKE BYTI HU3BKOHO,
OCKIABKW CKPWHIHT Y HOBOHOPOAXKEHUX CBIAYUTL MPPO HABArATO BULLLY
MOLUMPEHICTb — A0 OAHOTO HO 8800 HOBOHOPOAXKEHMX. BIABLLICTE AQHWX
MPO MOLUMPEHICTb FPYHTYIOTBCSI HO CUCTEMATUYHOMY CKOVHIHTY MOMy-
ASILL BUCOKOTO PU3MKY 3 MPOSIBAMM, TUMOBUMM AASI IOOTRECYIOHOT XD,
TAKUMU 1K TKMI, KpUATOreHHUW iIHCYALT AB0 TEPMIHOABHA CTOAIS
HVPKOBOI HEAOCTATHOCTI.

MNowupeHicTe XP y nauieHTis i3 rinepTpodieto AIBOro LUAYHOY-
Ka (FALL) He3’9COBAHOIro MOXOAXKEHHS KOAMBAETHCS BiA 0 A0 12 %
Y PETEAbHO BIAIBPAHUX KOrOPTAX, AAE BiAbLLICTE AOCAIAXEHD
MOKA3YKOTb 3HAYEHHS NPUBAU3HO Bip 0.5 % A0 1 % Y AOPOCAMX
NALieHTIB.

FeHeTuka xeopo6u Pabpi

XBopo6a Gabpi CNpUYNMHEHO NATOFEHHUMK BARIAHTAMM reHa
GLA, pO3TALIOBAHOrO B X-XpOMOCOMi (Xg22.1). Ha AQHMIN MOMEHT
ineHTMdIKoBaHO NoHAA 1000 BARIAHTIB, PO3MOAIAEHNX NO reHy GLA,
BiABbLLICTb 3 FIKNX € MICEHCHUMMW. BArato 3 HYX YHIKAABbHI AB0 «MPUBATHI»
(TOBTO OBMEXEHI OAHIEID ABO AEKIABKOMA POAMHOMM), O YOCTOTA
HOBWX BAPIAHTIB CTOHOBUTL MeHLWe 10 %. Y XXIHOK-HOCIIB MATOreHHMX
BAPIOHTIB GLA TAKOX MOYKE PO3BMHYTUCS XBOP OO, XO4A 1Y BIACTPO-
YeHil Ta 3araAoM AerLLI GOpPMI.

3MIHHA KAIHIYHO NEHETPAHTHICTb Y YKIHOK YOCTKOBO MOSICHIOETh-
Csl NPOLLECOM AiOHI3aLUii, B IKOMY OAHA 3 ABOX X-XPOMOCOM Yy
KOXHIN KAITWHI IHOKTUBYETLCS MiA HOC eMOPIOHAABHOTO PO3BUTKY
TA 3AAULLAETLCS IHOKTMBOBAHOKO AAS BCIX HACTYMHUX MITOTUYHKX
MOAIAIB. Lle npunsBoantb A0 MO3QiYHOT MOAEAl ekcnpecii,
KOAU AesKi KAITUHW eKCNpecytoTb HOPMAAbBHY X-XPOMOCOMY, A
iHWi — MyToBaAHWM aAeAb GLA, pO3TAWOBAHUW HA iHLWIN
X-xpomMocoMmi. XKiHKM 3 MOPYLLUEHOK iIHAKTUBALLED X, WO ekcrnpe-
CYE MYTOBAHUM OAEAb, MAIOTb MOAIGHY TSKKICTb 3OXBOPIOBAHHS,
SIK | FeMi3UrOTHI HOAOBIKM.

O. O. bytko, e-mail: Belostozkaja@hotmail.com
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Marodisionorias xeopo6u Pabpi

CepLeBO-CYAVHHI yPQXKeHHS npv xeopobi Pa6pi

CepLeBO-CYAVMHHA MATOAOTIS € OAHIEKD 3 HAMMOLUMPEHILNX i
HaMHe6e3nevHiLWrXx MaHidecTauin xBopobn abpi. [OAOBHOK Npu-
YMHOIO CMEPTHOCTI cepea NauieHTiB 3 XP € CepLEeBO-CYAMHHI YCKAOA-
HEHHS, $IKi OAHOKOBO YOCTO TPAMASIOTLCS B YOAOBIKIB i XiHOK.
KapAIOAOTiHHI NP OSIBU LiET XBOPOBK BKAKOHAKOTb 3ANMAAEHHST MIOKOPAQ,
PO3BUTOK PiBPO3Y, rNNepTPOdito AIBOrO LLUAYHOYKA TA MOPYLUEHHS
pUTMY cepLg.

OCHOBHVIM MEXOHIZMOM YPOYKEHHS € HAKOMUYEHHS FAODOTRIAO3UNA-
Lepamiay (Gb3) B KAITMHAOX CEPLIEBO-CYAMHHOI CUCTEMM, LLLO NPU3BO-
AUTb AO YPODKEHHS EHAOTEAIOABHUX KAITUH, KOPAIOMIOLMTIB, KAITUH
NPOBIAHOT CUCTEMU TA CYANHHOI TAOAKOT MYCKYAQTYPW. Lle BUKAMKae
EHAOTEAIQABHY ANCOYHKLKO, MOCUAKOE 3AMNAAbHI PEAKLLT TA CTUMYAIOE
PO3BUTOK PIBPO3HMX 3MIH Y MIOKAPAI. BIAKAGACQHHS Gb3 y CTiHKaX CyAMH
cnpwsie rinepTpodii CYAVHHUX KAITWH, NOPYLLEHHIO MIKDOLIMPKYASILLI T
PO3BUTKY iLLEMI, LLO MIABULLYE PU3UK IHOAPKTY MIOKAPAQ.

3 4aCOM EHAOTEAIOABHO ANCOYHKLLS MPU3BOANTE AO MOPYLLEHHS
PIBHOBAM Mi>K OKCUAOM Q30TYy TA AKTUBHUMU GOPMAMU KNUCHIO, LLIO
BUKAVKQE 3BY)KEHHS CYAVH, 3QMNOAbHI PeaKLji T TPOMOOYTBOPEHHSI. Ll
3MiHU CTIPUSIOTb NPOrPECYBAHHIO CEePLIEBOI HEAOCTATHOCTI, PO3BUTKY
QAPUTMIN | 3HWIKEHHIO CKOPOTAMBOCTI MIOKAPAQ. BAM3bIKO 60 % navjeHTiB
i3 XD CTPOKAQKOTb HO MOPYLLEHHS1 CEPLIEBOrO PUTMY, CEPEA SIKNX B O-
AVIKAPAIS1, ATPIOBEHTPUKYASIDHI BAOKOAM TA LUAYHOYKOBI TOXIAPUTMIi. Y
naujeHTis i3 BupakeHoto TALL Ta ¢ibpo3omM MIOKOPAQ MIABULLYETLCS
PU3UIK PO3BUTKY GATAABHUX APUTMIN TA PAMTOBOI CEPLIEBOI CMEPT.

HvpKoBI ypaxkeHHs! rnpm x8opo6i ®a6pi

Pazom i3 cepLeBo-CyANHHUMY MOPYLLUEHHSIMU, HUPKOBI YPOYKEHHS
€ OAHIEIO 3 OCHOBHWX MPWYKH IHBAAIAM3ALLT TO CMEPTHOCTI MALLEHTIB
3 X®. Bxe Yy pOHHbOMY ANTSIHOMY BiLL MOXYTb CMIOCTEPRIraTUCS NepLUi
03HAKM HedPOoNATii, BUKAVMKAHI BIAKAGAEHHSIM Gb3 Yy KAITMHOX HUPOK.
HanBGiAbLL YPA3AVBUMK € MOAOLMTU, KAITUHM TAOMEPRYASIDHOTO EHAO-
TEAIIO, CYAVHHO TAGAKA MYCKYAQTYPA TA TYOYASIOHUI eniTeAin. Ha
PAHHIX CTAAISIX XBOPOOU BUSIBASIETBCSI CEMMEHTAPHA BTPATA MOAOLN-
TAPHWX BIAPOCTKIB, LLO MOXE MepeAyBATU PO3BUTKY NPOTEIHYpIi T
3HVDKEHHIO LLBUAKOCTI KAYOOUKOBOT dinsTpaLi (€GFR). MporpecyBaHHs
HedponaATii CYyNPOBOAXKYETLCSI BTDATOK NOAOLMTIB, LLO 3PELUTOO
MPU3BOAUTL AO MIABULLLEHHST PIBHSI BIAKQ B CeYi, 3HVMKEHHST QYHKLLT
HUPOK i PO3BUTKY XPOHIYHOI HUPKOBOT HEAOCTATHOCTI. 3Q BIACYTHOCTI
PAHHLOT pepmeHTozamicHoi Tepanii (P3T) xBopoba nporpecye A0
TEPMIHOABHOI CTOAI HAPKOBOI HEAOCTATHOCTI, LLLO BUMATQE AIQAIZY
a60 TPAHCMNAQHTALLT HUPKW.

Kniniuni nposien xsopo6u Pabpi

Y YOAOBIKIB i3 KAQCUYHUM HEHOTUNOM XBOPOo6U Pabpi 3axBOpIO-
BOHHSI MOYNHOAETHCS B AUTSIMOMY BILLi TA MPOSIBASIETLCST CUCTEMHUMU
CUMNTOMOMMU, NOB’SI30HUMM 3 NEPUPEPNYHOIO HEPBOBOIO CUCTEMOIO
(HEBPONATUYHUM BiAb, BTRDATA CAYXY, 3ANMAMOPOYEHHST), O TAKOX AEP-
MATOAOTYHUMM (QHMIOKEPATOMM TA MOPYLLEHHS MOTOBUAIAEHHST (QHTIA-
O3, rnoriaApo3 abo rinepriapo3)), OPTAABMOAOTIHHUMM (BEPTUKAABHA
KOPHEQ, PETUHOABHA BOCKYAOMATIS) TA LUAYHKOBO-KULLKOBUMU MOPY-
LEHHSIMN (HYAOTA, BAIOBAHHS, aAidpes, BiAb Y XXMBOTI, TPYAHOLL 3i
36IAbLLEHHSIM BATN).
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Y APYrOMy-TPETbOMY AECSTUAITTSIX XKUTTSI CTAKOTb OYEBUAHUMN
YPOKEHHST HUPOK (MPOTEIHYPIS, AABBYMIHYPIS, MPOrPeCcyo4a HUPKO-
BA HEAOCTATHICTL), LepebpoBACKYASPHI (IHCYALT/TIA, CYAMHHI QHO-
MQAIi, eniAencisl, HeMPOMNCUXIATPWYHI MPOSIBU (ASMNPECIS TA 3HVKEHHS
KOTHITMBHUX QYHKLINM)), AereHeBi (MOXKYTb iMITYBATU XPOHIYHE OBCTPYK-
TMBHE 30XBOPIOBAHHS AEreHb) T OMNOPHO-PYXOBI MPosiBu. Ll nosacep-
LLEBi O3HAKM MOXYTb AOMOMOTTU BUSIBUTU MALLEHTIB i3 HEAIQrHOCTOBO-
Hoto XD Ta AndepeHLitoBaTH i Bia, iHLIMX BapiaHTiB TKMIT.

CepLeBe YPOKEHHS MOXe MPOSIBAITUCS PI3HMW CUMATOMAMM,
TAKMMM §IK BTOMQ, 3AAMLLIKA, BiAb Y TRYASX | cepLeduTTsl. [TopyLUeHHS
AIOCTOAIMHOT GYHKLT 303B1YAN TPAMNASIETLCS Y NMALieHTiB i3 AL, wo
NMPV3BOAUTb AO CEPLIEBOT HEAOCTATHOCTI 3i 3GEPEXEHOIO PPAKLIEIO
BUKNAY (CH36®B), 9Ka Ha Mi3HIX CTAAISIX MOYE MPOrpecyBaTM A0
CUCTOAIMHOT AUCPOYHKLIT.

CTEHOKAPAIS € YOCTUM NPOSIBOM KapAioMionaTii npu X®, onnca-
Hi TAKOXK BUNOAKW iIHPAPKTIB MIOKAPAQ 6€3 3HAYHUX YPOXKEHb enikap-
AIOABHUX KOPOHAPHWX APTEPIN.

BuyHUKHEHHS diBpUAsLi nepeACepAb HOCTO € O3HAKOK 3HAYHOTO
YPOKEHHS CEPLISI TA MOXKE MOTPLLYBATU CUMITOMATUKY i MPOrHO3 Yepes
reMOAVHAMIYHI MOPYLLUEHHS TA MiABULLEHM TOOMBOEMOOAIMHUN PU3MIK.
Hepiaknm npm XP € yparkeHHs! NPOBIAHOT CUCTEMI CEPLISI 3 PO3BUTKOM
BMCOKOCTYMEHEBMX ATPIOBEHTPUIKYASIOHNX BAOKOA (AB-6A0KOA). CTirka
TA HECTINKA LLAYHOYKOBA TOXIKAPAIS MOXYTb YCKAQAHIOBATY Nepebir
XBOPOOW, LLIO BU3HAYAE rpyry NALIEHTIB BUCOKOTO PU3MKY, KM MOXKE
3HOAOBUTUCS IMNAQHTALS KapAioBepTePa-AedIBPUAITOPA (IKA) AAS
NepPBUHHOT B0 BTOPUHHOI MPOMIAQKTUKMN.

3 OrAsIAY HO cepLeBi YPOKeHHs npu XP ByAn 3anpOnoHOBAHI
KAIHIYHI CTOAT 3OXBOPRIOBAHHSI.

KAiHi4HI cTaaii xBopobu Pabpi (OHOBAEHHS KOHCEHCYCY eKc-
neprtis TanBaHCbKoro ToeapucTea kapaioaoris (TSOC) WwoAo0 xBopo-
6u ©abpi 2024)

Craais 0. HerineptpogiyHa — 3038140 Nepebirae 6€3CMMNTOMHO,
AAE MOXXYTb BUHUKATW BiAb Y TRYASIX | cepLeduTTs. [MpoBIAHA TKOHUHA
MOYKe BYTU HE3HAYHO YPOXKEHQ, | CYMPABEHTOUKYASIOHI APUTMIT MOXKYThb
BMHWMKATWM HOBITb HO L PAHHIN $a3i (30KPEMQA, Y ASSIKUX NALEHTIB
MOXKE CMOCTEPIraTmcs GiBpo3 MIOKAPAQ NepeaA, sIBHOO TALLD.

I craais. lineprTpogiyHa-npedioposHa — po3suToKk [ALL 3 yacom
ACOLIOETLCS 3 MOSIBOIO 3AANLKU MPU GiIBUYHOMY HOBOHTOXKEHHI,
3HVDKEHHSI TOASPAHTHOCTI AO IBMYHOrO HOBAHTAYKEHHSI, CTEHOKAPAT
Ta cepuedutts. biomapkepu ctpecy cepuesoi CTiHKM (N-KiHLEBMI
MO3KOBUIN HATPINYPeTYHMX NenTna (NTproBNP)) i ypaskeHHs1 Miokap-
AQ (BUCOKOHYTAMBUI TPOMOHIH) MOXYTb OYTU KOPUCHUMMU §IK IHAMKO-
TOPU 3AAYHEHHS CepLisl, TPOMOHIH € NepLnM BiOMAPKEPOM, SKUIN
Byae 3MiHeHO. [MopyLueHHs GyHKLT NPOoBIAHOT TKAHWHK (AB-BA0KaAQ)
MPOrPECYBHO NOTIPLLYETLCS], MOYNHAKOUM 3 BPOANKAPAIT, XPOHOTPONM-
HOI HEAOCTATHOCTI TA ANCOYHKLLT CUHYCOBOIO BY3AQ.

Il craaisi. linepTpo@iyHO-PI6PO3HA — ASACAI HACTILLE MOBIAOMASI-
tOTb MPO 3AAMLLIKY MiA HOC Pi3UHHOrO HOBAHTAMKEHHS! TA HEMEPEHOCU-
MiCTb Qi3UYHOTO HOABOHTOMKEHHS, WO MOB'SI3AHO 3 MIABULLEHHSM
NTproBNP Tta TpOonoHiHy. Y uirt ¢asi QpUTMIYHUW Tarap € 3HAYHUM,
BKAKOYAKOYM LUAYHOYKOBI TOXiIAPUTMIT. PU3NK pOo3BUTKY DiBPUASILLT
nepeacepab (P i, IK HACAIAOK, KAPAIOEMBOAIYHOTO IHCYALTY, €
BVCOKWVM Y Uit a3,

Craais lll. IBHa AMCOYHKLIS — 30ANLLKA TA 3HVDKEHHST QYHKLO-
HOABHOI 3AQTHOCTI € HAMMOLWMPEHILLMMX CUMATOMAMW T MOXYTb
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MQTU KIABKO OAHOYACHUX MPUYMH: CUCTOAIMHO AMCOYHKLUIsT ALLL nia-
BULLLEHMIN TUCK HOMOBHEHHS, APUTMIi TO/AB0 XPOHOTPOMHA HEAOCTAT-
HICTb. IHGAPKT MioKapAQ/iLLEMis 6e3 OBCTPYKTMBHOTO 3AXBOPIOBAHHS
KopoHapHux aptepin (MIHOKA) MOXe BUHUKATM YACTILE HA Mi3HiX
CTAAIIX.

HAiarHoctuka xsopob6u Pabpi

CKPUHIHT y YOAOBIKiB

MALEHTM YOAOBIHOI CTATI 3 KAOCUYHOIO POPMOIO 30XBOPROBAHHS
MOIOTb AY>Ke HN3bKY (<1 %) B0 BIACYTHIO OKTVBHICTE AGAL-A, i iX MOXXHO
AOCTOBIPHO AIQrHOCTYBATU 30 AOTIOMOTOKO GEPMEHTATVBHOIO AOCAI-
LXKEHHST AEMKOLMTIB KPOBI QB0 CyXOi NASIMU KPOBI. Aesiki NALEHTH
YOAOBIHOI CTATI 3 Mi3HIM MOYATKOM | NEPEBAYKHO KAPAIGABHVM GOPMO-
MW 30XBOPIOBAHHS MQKOTb 3AAMLLIKOBY OKTUBHICT AGAL-A, XO4a BCE e
3HOYHO HUYKYE HOPMOABHUX 3HOYEHb, TOOTO HMpKkYe 30 % HOpMM.

CKPUHIHT y XiIHOK

Y xiHoK i3 X® akTvBHICTe AGAL-A MOXe ByTM HOPMOABHOIO, Lie
O3HAYAE, WO AIOrHO3 3A3BMYAN BUMArAE reHOTUMYBAHHST TO TOYHOI
iHTepnpeTaLji BUSBASHVX BaPIAHTIB GLA.

3BOAPKAOUM HA MOLUMPEHICT HEKAQCUYHOT dopMmn XD, AOLIABHUM
€ CKPWHIHI QKTWMBHOCTI depMeHTy a-GAL A 060 CEKBEHYBAHHS reHO
GLA y naujeHTis Bikom MoHOA 40 pokiB i3 He3p03yMiAoto [ALLl (ToBLLWHO
CTiHKM =13 MM), HOBITb 30 BIACYTHOCTI CIMEMHOTO QHAMHE3Y.

BusHayeHHs1 Ino6oTpiaosnacpiHrosnHy (lyso-Gb3) y naasmira cedi

Cy4acHi pekomeHAaLTi nepeABa4atoTb 3ACTOCYBAHHS cneumdiy-
HKX BiIOMAPKepPIB, TaKMX sIK Lyso-Gb3, LLO AEMOHCTPYE BUCOKY YyTAU-
BICTb | cneumndivHiCcTb y alarHocTunui XP. BrusHaveHHs Lyso-Gb3 y
MAQ3Mi T cevi OCOBAMBO KOPUCHE Y BUNMOAKOX MIHIMOABHOTO 3HUKEH-
HS1 GEPMEHTATUBHOI AKTUBHOCTI, LLLO CMOCTEPIrAETLCS Y reTepo3unroT-
HUX XIHOK TO NALLEHTIB i3 Mi3HiM nodyaTtkom XO.

PeryaspHe BMMIpoBAHHS Lyso-Gb3 aoae 3mory:

o AndepeHuitoBatt XD Bia iHWMX KAPAIOMIONATIN 3i CXOXNUMMU

KAIHIYHUMU NPOSIBAMU, LLLO CRPUSIE PAHHIN AIQrHOCTULY;
o OTPUMATU AOAQTKOBY AIQFHOCTUYHY IHPOPMAOLLIO Y BUNOAKOX
HEeraTBHOro 60 CYMHIBHOIO PE3YALTATY FEHETUYHOTO TECTYBOHHSI;
* BiaCTeXyBATU NPOrPEeCyBAHHS 3OXBOPKOBAHHS TA €DEKTUBHICTb
NPoBEeAESHOI Tepanii.

BusHaueHHs piBHs Lyso-Gb3 € LiHHMM iIHCTPYMEHTOM AAS AiQrHOC-
KM XD 9K y HOAOBIKIB, TAK i Y XIHOK, OCOBANBO B CUTYQLLISIX, KOAM
PE3YALTATU TEHETUYHOTO AHOAI3Y € HETATVBHUMUM Q60 HEMEPEKOHAN-
BUMM. BKAIOYEHHS] LIbOro 6ioMapKepa A0 AAFOPUTMY AIArHOCTUKM XO
MOX€E 3HOYHO MOKPALLUTU BUSIBAEHHSI XBOPOOU HA PAHHIX CTAA|SIX TO
CAPUSITY NEPCOHAAIZOBOHOMY MIAXOAY AO AiKYBAHHS MALLEHTIB.

AiarHocTMka ypa)keHHs cepLeBO-CyaAUHHOI
cucremmu npm xBopob6i Pabpi

Enextpokapaiorpagis (EKT)

Moyarkosi 3miHn EKI npyu xBopo6i @abpi

BkopoueHHs1 iHTepBany PQ 6e3 03HOK AOACQTKOBOIO LLASIXY MOB’ s
30HE 3i CKOPOYEHHSIM TPWBAAOCTI 3y6Ls P (LWBMALLE 30 BCe Yyepes
MPUCKOPEHY BHYTPILLHbONEPEACEPAHY MPOBIAHICTD) | € OAHIEID 3
NePLUMX O3HAK YPOKEHHS CEPLISTY MOAOAUX XBOPUX. KpiM TOro, KOpoT-
e CniBBiAHOWEHHST T XBUAI (HACOBUI iHTEPBAA) [(TNOYATOK-TNIK) /
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(Tnik-TKiHeub)], LLLO BKA3YE HA BiAbLL CUMETPUYHY T-XBUAIO, € LLLE OAHI-
€10 YITKOIO 3HAXIAKOK EKT AAst npe-rinepTpodivHoi cTaaii XP.

BoabtaxkHi o3Hakm AL, kocoHmaxiaHa aenpecia ST Ta iHBepCia
3y6us Ty NpeKopAIOAbHUIX BiABEAEHHSIX MOAKTUYHO 3ABXAM MPUCYTHI
MNPV PO3BUTKY  KAPAIOMIONATIi | MOXXYTb BYTU NOB I3AHI i3 PO3BUTKOM
Gi6po3y. HasIBHICTb 30AHBOBOKOBOTO PiBPO3Y, XAPAKTEPHOTO AASI
CepLeBoro BApIaHTy xBopobu Pabpi, MOXe CrpUYMHSITU ASMPECIo
cermeHTta ST 1a iHBepCito 3ybus T B iHOEpPOAQTEPAABHMX BiABEAEHHSIX
Y ASSIKMX NALLEHTIB i3 XD,

MizHi 3miHm EKT npy xeopo6i ®abpi

SIKLWO YpaKeHa MPOoBIAHAO CUCTEMA TA ABTOHOMHAO HEPBOBA
CUCTEMQ, HA Mi3HIX CTAAISIX 30XBOPIOBAHHS MOXXYTb PO3BUBATUCS
ANCOYHKLLSI CUHYCOBOTO BY3AQ, XPOHOTPOMHA HEAOCTATHICTL (HE3AAT-
HICTb AOCATTM 80 % MAKCUMOABHOI BiKOBOT YOCTOTM CEPLIEBUX CKOPO-
YeHb), ATPIOBEHTPUKYASPHA BAOKAACQ (AB-BAOKOAQ) TG BAOKOAQ
HiXXOK NyyKka lica. Taki 3MiHW € NOLLMPEHUMU HA Mi3HIX CTOASIX XBOPO-
6un i MOXYTb BYTU HECNPUITAUBUM MPOTHOCTUYHUM MAPKEPOM.
P03BMBOIOTLCS PIBHOMAHITHI CYNPABEHTPUKYASIOHI TO LUAYHOYKOBI
apuTMii (B T. 4. QIBPUASLLS | TRINOTIHHS NePEeACEPAD).

Exokapaiorpagis

TMNOBI 3HOXIAKN BKAKOHOKOTb KOHLIEHTPUYHE PEMOAESAIOBAHHST ALL
abo rinepTpodito 6e3 0bCTPYKL|i BUXIiAHOTO TPAKTy ALy cnokoi.
OAHAK ACUMETPUYHE MOTOBLLEHHST MDKLLAYHOYKOBOI MeperopoAKkm
aB0 AniKAAbHA riNepTPOdisl HE € BUHSITKOM, IHKOAM CMOCTEPIraETbCS
AVHAMIYHO OBCTPYKLUIS BUXIAHOTO TpaAKTy ALLL [HLWi TMNOBI O3HAKM
BKAKOYQIOTb MNepTPOito NAMIAIPHUX M’ 613iB | MTOTOBLLEHHS CTIHKM MPO-
BOIO LUAYHOYKA. «BIHOPHUIN 3HAK?, LLO XAPAKTEPUIYETLCS SICKOABUM
SHAOKAPAIGABHVM LLAPOM i MPUAETAOKO FNOEXOreHHICTIO BHYTPILL-
HbOLLAYHOUKOBOT Neperopoaku. Ppakuis sukmay (OB) ALL 3a3smyai
HOPMOABHA, AAE MOXE BYTU 3HMKEHA Y MALIEHTIB i3 NOWMPEHUM
GIBPO30M, CYMYyTHIM 3OXBOPIOBAHHSIM KOPOHAPHWX ApTEpPIN TA AUC-
CUHXPOHIEIO LLAYHOYKIB, CMPUYMHEHOIO MOPYLLUEHHSIM NPOBIAHOCTI.
NiBe nepeacepas (AlN) 3GiAbLLEHE MOMIPHO, 3HKEHA NOTro AedOop-
MaList i LUBUAKICTb AedopmaLtii. AedopmaLis MIOKAPAQ TA LLBUAKICTb
AedopmMalii 3a3BMYAN 3HMKEHI Yy nauienTiB 3 TALL, ocobAmBo B
30AHBO-AQTEPAABHOMY 6A3AALHOMY cerMmeHTi ALL, iIHOA 3 MTOCTCUCTO-
AIYHUM NOTOBLLEHHSM. AJOCTOAIMHA PYHKLsi MOXKE BYTW HOPMOAABHOKO
HQA PAHHIN CTOAIT YPOXKEHHST CcepLsl, A€ B Mipy NPOrpeCcyBAHHS
30XBOPIOBAHHS TOAHCMITROABHWUIA KPOBOTIK | AOMAERIBCHKA LUBUAKICT
MITPAABHOTO KiAbLISI CTOKOTb HEHOPMOABHUMU. PECTPUKTUBHUIA TUT
HOMOBHEHHSI TPAMASIETLCS! PIAKO | 303BMYAN MOB’I3AHUI i3 Mi3HBOIO
Kapaiomionarieto. MiToaAbHUI | AOPTAABHNA KAQMNAHW YOCTO MOTOB-
LLLeHi, 3 AeTKOKo aB0 NOMIPHOIO perypriraieto. Y HEBEAUKOT YOCTUHN
MALEHTIB CNOCTEPIraloTbCsl MPOAANC MITPAABHOTO KAQMAHA a60
BAXKKA MITDOAbHQA perypritais BHOCAIAOK AereHepaLii CTyAKM.
Po3swwmpeHrHst aopTu BiaA AETKOro AO MOMIPHOTO, LLO BKAKOYAE KOPIHb
TA BUCXiIAHY QOPTY, YOCTO CMOCTEPIrAETHCS B 3AMYLLEHNX BUNOAKOX.
Pr3nK po3sLLapyBaHHS AOPTU HEBIAOMUIN, AAE MAMKE HAMEBHO AYXKE
HM3bKNIA, CYAMHHI 3MiHK MPK XD 3HOYHI, BKAKOHYAKOYM EKTASIK0 GAMASID-
HWX QB0 BEPTEBPAABbHUX APTEPIN, 3GIABLLEHHS TOBLLIMHU IHTUMU-MEAIQ
COHHOI aB60 POAIOABHOI ApTERIi TA MOCUAEHHS XOPCTKOCTI AOPTU.

MarHitHo-pe3oHaHCcHAa Tomorpagis (MPT) cepus

3a BiaCYTHOCTI NPOTNNOKO3AHb, MPT cepLs 3 KOHTPOCTHAM MOCK-
AEHHSIM CAIA PO3IASIHYTU AAS1 BCIX AOPOCAMX NALEHTIB, WO OLIHUTA
GHATOMIO cepLst, PYHKLLIO LUAYHOYKIB | HOSIBHICTb GiGP O3y MIOKAPAQ.
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MisHe NOCUAEHHS Tap0AiHito (LGE), ake BianoBpaxkae ¢ibpos
MIOKAPAQ, SIK MPABUAO, MOLIMPEHE Y CEPEeAHbOMY LLIAPI MIOKAPAQ
30AHBO-O0KOBOI CTiHKM, CNOYATKY BBOXKAAOCS, LLO GiBpO3 cnpuyu-
HEHUW iLLEMIEKD TKOHUHW BHACAIAOK HOKOMUYEHHST EHAOTEAIEM TAI-
KOCOHIHIOAIMIAIB Y MIKDOUMPKYAITOPHOMY PYCAI. OAHAK, KPIM HOKO-
MNYEHHS HEMTPOABHOTO Gb3, iHLI MEXAHI3MK, TAKi K 3ANAAEHHS T
QAKTUBALLiS1 IMYHHOT CUCTEMMU, SIKi 3rOAOM MPU3BOASITb AO HE3BOPOTHO-
O MOLLKOAXKEHHSI OPTraHIB, TAKOX 30AYHYEH| AO MOLLKOAXKEHHS CepLis
npu XO.

KiAbKICHI NTOKA3HMKM T1 KOPTYBAHHSI MIOKAPAQ 3HUKEHI, OCOBAN-
BO B MEXAX MiXLIAYHOYKOBOI Neperopoaku, yepes 36iAbLIEHHS
BMICTY AIMiAIB Y MIOKOPAI. SMEHLUEHi 3Ha4YEHHS T1 TAKOX BUSIBAEHI B
CTiHLi NPOBOro WAyHOUKA. Mpn nepeArinepTpodidHin cTaaii X
HOSIBHICTb HU3bKWMX 3HOYEHb T1 KOpeAtoe 3 PAHHIMU EKT Ta MopdOoAo-
MYHUMWN KAPAIOABHAMU 3MIHOMU, NMPOMHO3YE MOTIPLUEHHS TSKKOCTI
30XBOPIOBAHHSI.

Lle kopucHO anst andepeHLitoraHHs TALL mpm X i, iHLWMX NoLwm-
PEHVX ETIOAOTIN, TAKWX SIK TNEePTOHIYHA XBOPOB A CepLisi T AMIAOIAO3,
NPM SKUX GIBPO3, SIK OHIKYETLCS, BYAE MOB I3AHNI i3 NOAOBXKEHHIM T1.
3Ha4eHHs1 T1 MOXKYTb CTATU «MNCEBAOHOPMOABHVMMY Q6O HOBITb MiABU-
LLMTLCS B 30AHBOOOKOBIM CTIHL, YPOKEHIN GiBPO30M HA Mi3HIX CTOAI-
SIX 3AXBOPIOBAHHSI.

EHAOMIOkapaianbHa Gioncis (EMB)

EHAOMIOKAQPAIGABHY BIONCItO 3 AHAAIZOM 3PA3KA, BKAKOHAOYM
EAEKTPOHHY MIKPOCKOMItO, CAIA PO3TAIHYTU Y NaLienTis 3 TALL, reHe-
TUYHVMM BAPIOHTAMW HEBIAOMOTO 3HOYEHHS B reHi GLA Ta 3HOY-
HOIO 3AAMLLKOBOIO AKTUBHICTIO AGAL-A (>10 %), Wwo6 NiATBEPANTA
AlarHos XO.

EMB mMoxe ByTn KOPUCHOK, KOAM MIAO3PIOETLCS IHLLA MPUYNHA
YPOKEHHS MIOKAPAQ AB60 HE3BUYHI GEHOTUNIYHI NPOSIBU YU KAIHIYHA
eBoAtoLs. EMB He peKkoMeHAYETbCS AAS BUBHAYEHHST €DEeKTUBHOCTI
AIKYBOHHST Q60 AAS MOACQABLLOTO CMOCTEPEXEHHS 30 YPOXKEHHSIM
cepus. EMBb Mae ouiHIoBATUCS GAXIBLISIMU-MATOAOTAMM TA 30BXAM
BKAKOYOTU AOCAIAKEHHST €AEKTPOHHOI MIKPOCKOMIT AAST BUSIBAEHHS
NAQCTUHYACTUX TIAELb | BHYTRILLUHBOKAITUHHX BKAIOYEHb, O TAKOX AASI
BUKAKOYEHHS deHokonin XO.

biomapkepu cepLeBoro ypaXxeHHs npu xsopo6i Pabpi

Linpkyatotodi 6iomapkepu, 3okpema NT-proBNP 1a KapAiGAbHI
TponoHiHW I/T (CTNI/CTNT), PO3rAIAQIOTLCS SIK AABTEPHATUBHI MAP-
Kepu cepueBoro ypadkeHHs npu XP. NT-proBNP KopeAtoe 3 TaxKi-
cTio XO, L0 NOB’130HO 3 AUCHYHKLLIEID AIBOTO LLAYHOYKA TA MIOKAP-
AIOABHUM YPOXKEHHSM. [MiABULLLEHNI piBEHb LIbOro BioMmapkepa
MOXe CBIAYMTUN MPO HOAMIPHE PEMOAEAIOBAHHS MIOKAPAQ TA
MOPYLLUEHHS AIACTOAIMHOT QYHKLT. AoBeaeHO, Wo NT-proBNP moxxe
ByT" edEeKTMBHUM Y NPECUMNTOMATUYHOMY CKPUHIHIY MALEHTIB 3
niA03pOoto Ha XO.

KapaiaabHi TpornoHiHM (CTNI/CTNT) € MmapkepamMm HeKpPO3y Ta
MOLLUKOAYKEHHS MIOKAPAQ, LLLO AO3BOASIE OLHUTU OKTUBHICTb TA MPO-
rpecyBaHHs Kapaiomionarii npu X®. IxHilt piseHs KOPEAoe 3 HasBHIC-
TI0 LGE HO KapAIO-MPT, HE3AAEXKHO Bia KOPOHAPHNX YPOXKEHD, | MOXE
BYTU KOPUCHUM AAS BUSHOYEHHS CTOA]T XBOPOOMW.

Kpim Toro, 3anaAbHi 6ioMapkepu, TaKi SIK IHTEPAEKiH-6 Ta BUCO-
KOYYTAMBUIA C-peaKkTBHUM BIAOK (B4-CPB), MOXYTb BiAOBPOKATUN
QAKTUBALLIIO MPO3AMNAABHVX MEXAHI3MIB, LLLO POBUTH iX NepCneKTMBHUMN
ANSI MOHITOPUHIY TQ NPOrHO3YBAHHS nepebiry XP (Taba. 1).

Ne 2 (288) / 2025

Ta6nuusa 1. Yepeoni npanopui B giarHoctiui xeopobu Pabpi
(2023 Pekomenpauii Esponeiicbkoro Tosapuctea kapaionoris (ESC)
oA NiKyBAHHS KApAioMionarii)

ExcTpakappaianbHi o3HaKu

- BiacyTHicts nepepavi sig 6atbka Ao c1Ha y poposogi

- YpaxeHHs H1pok (gianis, Tpancnnantauis Hupku) abo ML y poguuie

- Herponatnunuit 6inb

- AHriokepaTomn

- AnbByMinypis

- BeptuumnapHa poriska (cornea verticillata)

- linorinpo3, HenepeHocuMicTb cnekn/ xonoay Ta GpisMUHMX HABAHTAXEHb

- LUnyHkoBoO-kMLIKOBI cCUMNTOMM (HyaoTa, BnioBaHHS, HecneuudiuHMit
abpomiHanbHui Ginb, 3anop, aiapes)

- Brpara cnyxy (s nporpecyioua, Tak i pantosa), wym y Byxax,
3anNaMopoYeHHs

KapaianbHi o3Haku

EKT

- Kopotkuit PQ-iHTepBan y Monoamx nauiextis

- AB-6nokaau y popocnmx nauiextis

- Bpaaukapais

- XpoHOTpONHA HeAOCTATHICTL

- W

Exokapaiorpadis

- [T npwu 36epexeHiit cucToniuHin yHKuii

- linepTpodis cocoukoemx M'a3is

- MoToBLWEeHHs MITPANLHOrO Ta AOPTANLHOTO KNANAHIB i3 nerkoio abo nomipHoto
perypritauieto

- 3HMKEHMM ro6anbHUA NO3AOBXHINA CTPEMH

MPT cepus

- BasanbHo-iHpeponarepanbHe nisHe HAKOMMUYEHHS rAfONiHIIO

- Husbke Hatuere T1 (3 o6epexHicTio wopo «ncesgoHopmanisauii» B 3oHax

$ibpoay)

- Bucokwit pokanshuit/ rnobanshmit T2

JlaboparopHi nokasHukm

- MNigBULLEHHIA BUCOKOUYTAMBMI TPOMOHIH

- Mipsnwennit NT-proBNP

JlikyBaHHa xBopo6u Pabpi

Hapasi cXBAAEHI Aikin ANST BMEHLLEHHST HAKOMMYEHHST Gb3 BKAKO-
4aroTh!

* PEKOMBIHAHTHY depMeHTo3aMiCHY Tepanito (P3T) AAS 3AMIHM
AEPILNTY eHAOTEHHOTO PepMeHTy a-GAL A Ta

o LLIANEPOHHY Tepanito AAS MABULLIEHHST AOCTYMHOCTI GepMEHTY
a-GAL A BCepeArHi AiBOCOM LLASIXOM BUMPOBAEHHST HENPOBUAL-
HOTrO 3ropTAHHS a-GAL A.

MaviByTHi METOAM AIKYBAHHST BKAFOYQIOTb!

o O3T HOCTYNHOTO MOKOAIHHS;

® FEHHY TEePAnito AAS1 BMEHLLEHHS HOKOMNYEHHs1 Gb3;

* TepAnito BiAHOBAEHHSI CYOCTPATY AAS1 3AN0BIraHHS CUHTE3Y Gb3
de novo.
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®PepmenTozamicHa repanis (P3T)

3apa3 O3T € HAPHKHUM KAOMEHEM AIKYBAHHS X® | peKOMEHAOBAHO
3 CYMPOBOAXKYBOABHOIO TEpAnied (MIrAAQCTATOM) B0 6e3 HEl AAS
30NO6IraHHs a0 3ATPUMKM NPOrPEeCyBAHHST YCKAOAHEHDb 3 BOKY
HUPOK, CepLsl TA LLepeBbpOBACKYASIDHUX YCKAQAHEHD.

ABO AOCTYMHUX HO ACQHUA MOMEHT MPEenapaTn: araACuAA3ad
anbda (Replagal) i arancnaasa 6eta (Fabrazyme) noka3aAm CBOKO
edEeKTUBHICTb Y KAIHIYHUX AOCAIANKEHHSIX LLLOAO BMBEAEHHS Gb3 i3
MAQ3MU, KAITUH HUPOK i kKapaiomMioumTie. OBMABA NMPOAYKTV MOXYTb
MOKPALLMTU GKICTb XKUTTS, 3MEHLLUTM ABO CTABIAIZyBATU Macy ALL,
36epertn GYHKLIKO HAPOK i YIOBIABHUTA 3HMKEHHST QYHKLLT KAYOOUKIB.

@O3T HO CbOrOAHILLHIN A€Hb € BU3HAHWM METOAOM AiKYBAHHSI NMALL-
€HTIB i3 XD, i MOro pekoMeHAYETbCS MOYMHATY IKOMOTd paHille, o6
3ano6irt abo BIACTPOYUT NPOTPECYBAHHS YPOXKEHHST OPraHis. €
TAKOXK AQHI, SIKi MOKA3YIOTh, WO CepLie riplle pearye Ha Tepanito B
PO3BUHEHWX CTOAISIX 3AXBOPIOBAHHSI AB0 KOAM BUPOBASIKOTLCST OHTU-
TIAQ AO €K30rE€HHOTrO GEePMEHTY.

MavuieHT He € kaHAMAQTOM anst D3T npu:

1. MowmpeHomy ¢ibposi cepug.

2. TepMiHOABHI CTOA|T HUPKOBOI HEAOCTATHOCTI B MOEAHAHHI 3
PO3BMHEHOIO CEPLEBOIO HEAOCTATHICTIO KAACY IV 3a NYHA, 6e3
MOXXAMBOCTI TOAHCIAGHTALLT HUPKW.

3. OuiKyBOHI TOUBAAOCTI XUTTS <1 POKY.

4. TAOKKOMY 3HUKEHHI KOTHITUBHX QYHKLLN.

Kpurepii npurmHeHHs 3acTocysaHHs1 P3T:

1. HepotpumaHHs >50 % AiKyBOHHSI.

2. TepMIHOABHQO HUPKOBA HEAOCTATHICTb Y MOEAHAHHI 3 PO3BUHE-
HOKO CEePLEBOIO HEAOCTATHICTIO KAAQCY IV 30 NYHA, 6€3 MOXAMBOCTI
TOAHCMAQHTALLT HUPKN.

3. OuiKyBOHQ TPMBOAICTb XXNTTS <1 POKY.

4. TOKKE 3HMKEHHS! KOTHITUBHUX PYHKLLiN.

5. BiACYTHICTb BiANOBIAI MPOTIrOM 1 POKY, KOAU EAVHUM MOKA3AH-
HAM AAS NpoBeaeHHs O3T € HeNPONATUYHUI GiAb MPW OTPUMAHHI
MOKCUMOABHOT MATPMMYBAABHOT TepaAnii, KPiM KAQCUHYHOT XD YOAOBI-
KiB 3i LUBUAKMM MPOTPECYBAHHSIM.

LllanepoHHa Tepanis

MNepopaAbHUA MPUMOM MIrAAQCTATY € AABTEPHATUBHUM BARIOH-
TOM AIKYBOHHSI, MPU3HAYEHUM AASI MALLEHTIB 3i CNeumdiYHNMU «NIAACT-
AVIBUMW» MATOrE€HHUMM BApiaHTaMN GLA.

3B’513yBAHHS1 $APMAKOAOTIYHOTO LLIAMNEPOHY, MIrAAQCTATY, 3 OKTUB-
HVM LLEHTPOM a-TOAQKTO3MACQ3M A CTABIAIZYE ASSIKi MYTAHTHI GepMeH-
TN, TOKUM YYMHOM CMPUSIIOYY NMPABUABHOMY TPOHCMOPTYBAHHIO AO
AI30OCOM, A€ AMCOLALiS MITOAQCTATY AO3BOASIE a-TAAQKTO3MAQSI
KOTABOAI3yBATU HOKOMMYEHi CyOCTPATU (TADA. 2).

Tepania cepueBoO-CyaAUHHUX NPOSBIB
xBopo6u Pabpi

KOHTPOAbL apTepianbHOI rinepreHsii npu xeopo6i Pabpi

ApTepianbHa rinepteHsis cnoctepiraeTtbcs y 30-50 % naujeHTis
i3 X 10 € BAXANBMM GAKTOPOM PUMNKY HUPKOBKMX, CEPLLEBO-CYANH-
HUX | LepeBbpOBACKYASIPHNX YCKAQAHEHb. AASKBATHUIA KOHTPOAb
apTepianbHOro TMcky (AT) CnpusiE 3HMKEHHIO CMEPTHOCTI, YNOBIAb-
HEHHIO NPOrPEeCyYBAHHS 30XBOPIOBAHHS TA MOKPALLLEHHIO MPOrHO3y
naujeHTis i3 XO.
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AucTaHuinHe HaOBYAHHSA

Ta6nuus 2. [lonomixHa Tepanis NpK YpaXeHHi Pi3HUX OPraHis i cucrem
npu XD (OHosnexHs koHceHcycy ekcnepTtis TSOC wopo xsopobu Pabpi 3a

2024 pik)
CvmnTomm AonomixxHa Tepanis
KapgaianbHi
AHTHrinepTeH3MBHI Npenapaty, nepesara
TinepreHsis iHriGitopam AM® abo BPA (6era-6nokaropu He

30CTOCOBYIOTLCS P CUHYCOBINM 6paamkapaii)

LLinyHoukosa Taxikapais

AHTHAPUTMI4HI NnpenapaTH, iMnnanTauis
kapaiosepTepa-aedibpunsropa (IKA)

Bpaaukapais

IMnnaHTauis kapaiocTumynsTopa

CepueBa HeaOCTATHICTb

Diypetuky, inribitop AN (BPA npu
HenepeHocumocTi iHribitopis AMP),
pecuHxpoHisytoua tepanis (CRT-P a6o CRT-D),
TPAHCNAGHTaLs cepus

lwemiuHa xsopoba cepus

AHrionnactMka, AOpTOKOPOHAPHE LWYHTYBAHHS

Hupkosi

Hupkoea HegocTaTHicT
(3HmxenHs eGFR,
nporteiypis)

Inri6itop AMN® abo BPA, Tepanis anemii

TepmiHanbHa cragis
HH pKOBOi HeAOCTOTHOCTi

[ianis, Tpancnnantauis HUpkM (npioputeTHMIt MeTog,
nikyBaHHs)

HesponoriuHi

Herponatuuuui 6inb

Mperabanin, y pasi peaucrentHocTi — KoMBiHauis 3
iHriBITOPOM 3BOPOTHOrO 3GXONAEHHS CEPOTOHIHY Ta
HopaapeHaniHy (Hanpuknaa, AynokceTMHOM)

Incynet AHTHarperaHTHa Tepanis
Oenpecis IHri6iTop1 3BOPOTHOrO 3AXONNEHHS CEPOTOHIHY,
P neuxiatpuyHa/ neuxonorivHa gonomora
i
. MeTtoknonpamig, 6nokaropu H2-peuentopis
Oucnencis pama, P peu P&,

ApibHe Ta YacTe XxapUyBaHHs

Brpara cnyxy

CnyxoBi anapaTti, KoxneapHui iMnnaHTar

O6cTpyKLis AUXANbHUX
wnsxis

Moxnueo 6poHxoaunaTaTropm, BiAMoOBa Big
HIKOTHHY

BnGip aHtuUrinepTeH3nBHOI Tepanii 6a3yeTbCs HO OPraHOMNPO-
TEKTOPHUX BAOCTVMBOCTSIX MPEnapaATiB, OCOBANMBO LLLOAO HUPOK, CEpLs
TA LEHTPOALHOT HepPBOBOI cucTeMMU. IHriGiTopn ANP (AMND) Ta 6aoka-
TopU peuenTtopiB aHriotTeHsuHy Il (BPA) € npenaparamu nepLloi AiHii
3ABASIKM iX QHTUMPOTEIHYPUYHOMY edeKTy, L0 3HMKYE PUSUK NpOorpe-
CYBOHHS1 HUIPKOBOi HEAOCTATHOCTI. AHTArOHICTU MIHEPAAOKOPTUKOIA-
HUX peuenTtopis (AMP) 3a6e3nedytoTb HedPO- TA KAPAIONPOTEKLD,
npoTe MOXXYTb CAPUYUHSITU TINEPKAAIEMIIO TA NOTPLUEHHST QYHKLi
HUPOK. IHFIBITOPU HATPIN3AAEKHOTO KO-TPAHCNOPTEPA FAOKO3UN 2
(IH3KTI2) — nepcnekTMBHA rpyna Npenaparis, WO MArTe AHTUMNep-
TEH3VBHUWM | HEPPOMNPOTEKTOPHUN ePeKTU, AHAAOTIYHI BAOKAAI
pPEHiH-aHrioTeH3nHoBOT cnctemm (PAC). beTa-6A0KATOPK 30CTOCOBY-
FOTbCSI MPM iLLEeMIYHIN XBOPOBi CepLs, TAXIAPUTMISIX, OAHAK BUMArakoTb
0BEepPEXHOCTI Yepes PUBUNK BPAAIAPUTMIN. AHTOTOHICTU KAAbLEBMX
KAHAAIB (AKK) MOXYTb BUKOPUCTOBYBATUCS MPW CTEHOKAPAIT TO
0BCTPYKLUi BUBIAHOTO TPAKTY AL (NEepeBAKHO BEPAMNAMIA), NpoTe
AOKQ30BA 6030 LLOAO iX ePpeKTUBHOCTI Y NALEHTIB i3 XP 30AULLOETLCS
OBMeEXKEHOHO.

BarkAMBMM acniektoM Tepanii € peTeAbHUN MOHITOPUHT AT, OCKiAb-
KN HOAMIPHE 3HWKEHHS1 CUCTOAIMHOTO TUCKY (<120 MM PT. CT.) Nia 4aC
AiIKYBOHHSI MOX€E MOTpLUMTU GYHKLLIIO HUPOK.
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Tepanis cepLeBoi HeAOCTATHOCTI

Cumntommn CH CAip AIKyBATK BIAMOBIAHO AO MOTOYHNX PEKOMEH-
Aduim ESC, ane 3 kinbkoma 3acTepedkeHHs MU, OCKIAbKM NALEHTA 3
XD CcxXUABHI AO ANCHYHKLT CUHYCOBOTO Ta AB-BY3AQ, 6ETA-GAOKATOPN
TA iBABPAAMH CAiA 30CTOCOBYBATH 3 OBEPEXHICTIO TA KOHTPOAKOBATH
30 AOMOMOTOIO MOBTOPHUX XOATEPIBCHKMX 3AMUCIB.

IAM®, BPA, AMP, IH3KTI'2 noka3aHi NALIEHTAM i3 CUCTOAIMHOO
ANCOYHKLIEKD, OCOBAMBY YBATY MPUAIASIIOTH FMNepKAAiEMii TA GYHK-
LT HUPOK y MALEHTIB i3 HedponaTieto. Y CUMNTOMATUYHUX NALLEH-
TiB i3 36epeXeHOI0 GPAKLIEID BUKMAY MOXHA PO3MASIHYTU MOXAN-
BICTb 3QCTOCYBAHHS diHepeHoHy Ta IH3KTI2, 3riaHO 3 AQHUMK
OCTAHHIX AOCAIAXEHb MO 3A0CTOCYBAHHIO LIMX Mpenaparis npu
CH360B.

My HaSIBHOCTI GAOKOAM HidKOK Ny4Ka lNica Ha TAl CH XBopyM MOXke
By 30CTOCOBAHA PECUHXPOHIZYBOABHA TEPANIS. Y BUNOAKOX TSHKKOI
pe3ncTeHTHOi CH NOKa3aHa TPAHCIAQHTALLSI cCepug.

CreHokapais

Y nauieHTiB i3 XP iweMiyHy XxBOpoBy cepusl CAIA AikyBATM 3
3AraAbHOMPUNHATUMK CTAHACPTAMK, OAHOK HEOBXiIAHO AOTPUMYBO-
TMCS OBEPEXHOCTI NPW 3ACTOCYBAHHI HETATUBHUX XPOHOTPOMHUX
npenaparis, TAKMX sIK 6eTa-6A0OKATOPU, BEPANAMIA, AVATIO3EM TA
iBOBPOAMH, Yepes NIABULLEHNN PU3UK BPAANKAPAIT.

MeHeA>XMeHT 06CTPYKLii BUXIAHOrO TPAKTY AIBOroO LUAYHOYKQ
(ALL)

MaujeHTr 3 cumnToMmamm Npuv GisMYHOMY HOBAHTOMKEHHI, CMPUYN-
HEHVMU OBCTPYKLIEIO BUXIAHOTO TPAKTY ALL, MOBMHHI AiIkyBATUCS BiA-
NOBIAHO AO PEKOMEHAQOLLIN EBPONENCHKOrO TOBAPUCTBA KAPAIOAOTIB
(ESC) woao rineptpodivHoi kKapaiomionarii. beta-6AokaTopu, Bepa-
NAMIA TO AM30NIPAMIA CAIA 30CTOCOBYBATU 3 OOEPEXHICTIO 3 OTASIAY
HQA MOXXAMBICTb BUHUKHEHHS1 BPOANKAPA)T. Y TSIPKKO CUMNTOMATUYHUX
NauieHTiB i3 XP, pe3NCTEHTHUX AO MEAUKAMEHTO3HOT Tepanii, yCrilHO
30CTOCOBYBOAV TEPAMIKO 3MEHLLEHHS NEPErOPOAKM (SIK MEPKYTAHHI,
TAK i XipypPrivyHi MeToAn).

Tepanis ¢i6pusLii nepeacepAb

MNauieHTr 3 XP NoraHo NepeHoCsTb HAOALLAYHOYKOBI TOXIAPUT-
Mii Ta piGpuUAsILto nepeacepab (P) Yepes nopyLueHe AICTOAIY-
HEe HAMOBHEHHS. TOMy NepeBara HOAQETLCS CTPATEriT KOHTPOAIO
PUTMY 30 AOMNOMOT OO MEAVKAMEHTO3HOT Tepanii, EAEKTPOIMMYAb-
CHoOIi Kapaiosepcii abo abagLii. OAHAK AOBFOCTPOKOBUIA YCTIiX LIUX
METOAIB OOMEXEHWNIN MPOrPeCyYYO0 AUAATALLIEIO NEepeACEPAD,
NOPYLWEHHSIM iX PYHKLIi TO 3MIHOMU CTPYKTYypU. Y BUNAAKAX
pedpakTepHoi O, aKa He NIAAQETLCS KApAiOBEPCIi, BAXAUBUM
€ PeTeAbHUN KOHTPOAb YOCTOTU CEPLLEBUX CKOPOYEHb, BPOXOBY-
IO4YM TAKOX PU3NK BPAAUKAPAIT TG NOPYLEHb MPOBIAHOCTI. $IK
npenapaT NepLloi AiHii AASI KOHTPOAK YOCTOTU CEepPLLEBUX CKO-
poOYeHb 3a3BUYAN BUKOPUCTOBYIOTL BeTa-6A0KATopmn abo aHTA-
FOHICTU KAABLLIEBUX KOHOAIB (BEPAMAMIA i AUATIO3EM), TOAI SIK
AMIOAQPOHY NpW XO HAOMAraktTbCS YHUKATK.

AMIOAQPOH MOXKe 3MIHIOBATY PH AiI30COM, MOPYLLYBATU AKTUB-
HICTb GEPMEHTIB i CMPUYMHATUA ANCOYHKLIKO AIBOCOM. TAKOX BiH
IHAYKYE GOCPOAINIAO3 Hepes NPUrHIYEHHST AKTUBHOCTI Ai3BOCOMHOI
docPoAinasmn, Wo NpmsBOANTb AO HOKOMUYEHHST GOCHOAIMIAIB i
GOPMYBAHHSI AOMEASTPHUX TIAELb. BiAOMI BUNOAKM pAeKOMMNeHcaui
cepLeBoi HeAOCTATHOCTI NICAS 3QCTOCYBAHHST AMIOAQPOHY, MiA-
TBEPAXKEHI Bioncieto Miokapad. TOMy PEKOMEHAYETbCS YHOCTUIN
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MOHITOPUHT EKI™ (30 AONOMOTroto XOATEPIBCBKOrO MOHITOPUHIY 60
HOCUMUX NPUCTPOIB).

AHTUKOQAIYASIHTHA Teparist PEKOMEHAOBAHA AOBIYHO AAS BCIX
nauieHTis i3 XP, ski MaroTb B AHAMHe3i O, Yepes BUCOKNIN PUBNK
IHCYABTY. AASI BUDILLEHHS MIMTAHHS NPO NPU3HAYEHHST AHTUKOATYASIH-
TiB HEe NOTPIOHO PO3pPaxoByBATN 6AAM 30 CHA,DS,-VA. AQHI LWOAO
BMOOPY AHTUKOATYASIHTIB (MPSIMUX OPAABHUX OHTUKOQATYASIHTIB Y
BAPPAPUHY) € OBMEXKEHUMU, AAE MNPSIMI OPAAbHI AHTUKOQATYASIHTA
MOXXYTb MATW NEPEBArY Yepe3 HVKYNM PU3MK BHYTPILLHbOYEPEMHMX
KPOBOTEY, OCKiAbKN XD MOXe ByTK MOB'I130HA 3 LLepeBbPAABHMMN
MiKPOKPOBOTEHAMM.

Tepanis 6paaiapuTmin

ABOKAMEPHA CTUMYASILLISI MOXE BYTU POSIASHYTA Y CUMMTOMATUY-
HWUX NauieHTiB i3 XO Ta AOBEAESHOIO XPOHOTPOMHOK HEKOMMNETEHTHI-
cTto. IMnAaaHTawito CRT-P CAia PO3MASIAQTA Y CUMITOMOTUYHUX NALEH-
TiB i3 MOKQ3AHHSAMM A0 KOpAIOCTUMYASILLT TO PBALL <50 % i NOAOBXKEH-
HaMm QRS (QRS >120 mc). IMnAaHTauito CRT-P MOXHQ TAKOX
PO3MASIAQTA Y CUMNTOMATUYHUX MNALIEHTIB i3 MOKA3AHHSIMU AO CTUMY-
sl Ta OBALL >50 % He3aAEXXHO Bia TPMBAAOCTI QRS.

Mpoginaktnka panrosoi cepyesoi cmepri (PCC)

Ockinbk XD creliaAbHO BUKAKOYEHO 3i 3BUHAMHIMX KOABKYASITOPIB
pW3nKy PanToBoi cepLiesoi cmepTi npu FTKMIT aast nepBrHHOT Npodi-
AQKTUKW, IMOAQHTALLSI MPUCTPOIO, SIK MPABUAO, MPU3HAYOETLCS AASI
BTOPUHHOI NPODIAQKTUKI NICAS 3HAYHOI ApUTMii 60 NepepBAHOI
PCC.

B EkcnepTHOMY KOHCEHCYCHOMY AOKYMEHTi ESC LLOAO AIKyBAHHS
CepLeBO-CyAUHHMX NposiBiB xBopobn Pabpi 2020 € HACTYMHI peko-
MeHAQLLT LLOAO iMIAaHTALLT KA.

IMnAaHTALs IKA pekoMeHAOBAHA nauieHTam i3 XD, siki nepexxmam
3YMVHKY CepLisi BHOCAIAOK LUAYHOYKOBOT TaXiKapAji (LUT) abo ¢ibpwu-
ASILT LWAYHOYKIB (DL, a60o sIki MOOTb CRIOHTAHHY CTitiky LUT, Wwo cnpum-
YMHSIE CUHKOME AB0 reMOAMHAMIYHI MOPYLLIEHHS], T MAKOTb OYiKyBAHY
TPUBAAICTb XnTTS1 >1 poky. | C

IMIAQHTALO KA, CAIA PO3TASIACTU Y MALLEHTIB i3 PO3BUHEHOIO
rineptpoodieto Ta GiIBPO30M, SIKi TOTPEBYIOTL IMMAQHTALLT KAPAIOCTU-
MYASITOPQ, TQ OYIKYBAHOKO TPMBAAICTIO XKNTTS >1 poky. lla C

IKA, MOXKHQO PO3MASIHYTU Y NALLEHTIB i3 MPOrpecyodoto rinepTtpodi-
€10 10 $IBPO30M TA/AB0 LLBUAKO MPOrPeCyoynm ¢ibpo3oM T OYiKy-
BAHOHO TPMBOAICTIO XKUTTS >1 poky. b C

IKA MOXXHQ PO3IAGHYTU Y MALLEHTIB 3 TsKKOKO TALL i He3 icoBaHMM
cuHkone abo HCBT npu ambyaatopHomy MoHiTopuHry EKT b C

BucHoOBOK

CepLeBi 30XBOPIOBAHHS € OAHIEKD 3 OCHOBHUX NPWUYMH CMEPT-
HOCTI TO 30XBOPIOBAHOCTI MPU KAQCUYHIM TA Mi3HIiN popmax XD,
CneundiyHi MeToamn AiKyBAHHS, 30KPEMA 3AMICHO GEePMEHTHA
Tepanis a6o 3aCTOCYBAHHS GAPMAKOAOTIYHWX LLAMNEPOHIB, MAIOTb
OBMeXeHY edeKTUBHICTb HO MNi3HIX CTOASIX i3 HE3BOPOTHUM YpPO-
YKEHHSIM OPTraHiB. TOMY BAXKAMBO HE AULLE CBOEYOACHO AIQrHOCTY-
BATN XD TA YHUKATU 3ATPUMOK Y NPU3HAYEHHI Tepanii, a 1 3a6e3-
NeYymTn CBOEYACHY OLHKY TO AiKYBOHHSI CEPLEBUX CUMMTOMIB i
YCKAQAHEHb.

Aoaarkosa iHpopmaLyis. ABTOP 3QSIBASIE MPO BIACYTHICTb KOHPAIK-
Ty iHTEPECIB.
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The article focuses on Fabry disease, a rare genetic disorder caused by a deficiency of the enzyme -galactosidase A (-Gal A) due to mutationsin the GLA
gene. It examines the diseasers mechanisms, particularly the accumulation of globotriaosylceramide (Gb3) in cells, leading to dysfunction, inflasnmation, and
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AucTaHuinHe HaOBYAHHSA

TecToBi NUTAHHS A4N1I9 CAMOKOHTPOJIIO

1. 9knin pepmeHT € AePiunTHUM Npu xBopo6i Pabpi?

Q) beta-ratokoLepebpo3naAa3a;

b) Anbda-ranakTosmaasa A (-Gal A);

c) CoiHromieaiHaza;

d) TAtoko30-6-pocharaeripporeHasa.
2. 9k ycnaakoByeTbcs xBopo6a Pabpi?

a) AyTOCOMHO-AOMIHOHTHO;

b) AyTOCOMHO-pPELLECHBHO;

C) X-34ernAeHo;

d) MITOXOHARIOABHO.
3. K11 OCHOBHMI NATOAOTIYHUI CYGCTPAT HAKONMUYYETLCS NPU XBO-
po6i ®abpi?

Q) TAikoreH;

b) Mo6oTpicosmauepamia (Gb3);

C) XOAECTEPWUH;

d) ChiHromieniH.
4. 9Ki opraHyn HanGiAbLLE YPAXKAIOTbCS NPY XBOpo6i Pabpi?

a) AereHi;

b) Cepue, HMPKK T MO3OK;

c) lWAyHoOK;

d) MeviHka.
5. Yomy B XiHOK cuMnTOMU XBOPOGU DAGPi MOXYTb NPOSBAATUCS
nisHiwe?

Q) Yepes peHOMeH AioHI3aLLii;

b) Yepes BiACYTHICTb MATOreHHVX BAPIAHTIB reHa GLA;

C) Yepes iHWwmin TN GepPMEHTATUBHOT OKTUBHOCTI;

d) Yepes BNAKMB XKIHOYMX CTATEBMX TOPMOHIB.
6. PeHokonieto sKoi kapaiomionarii € xeopo6a Pa6pi?

a) AMAQTALIMHA KapAioMionaTis;

b) lMnepTtpodiyHa kapaiomionaris;

c) OBCTPYKTMBHA KAPAIOMIONATIg;

d) PecTpuktneHa KapAiomMionaris.
7. 9xnin 3 deHoTUNiB XBOpo6m PaGpi XAPAKTEePU3YETLCS BIACYTHICTIO
QAKTUBHOCTI GepMeHTy?

a) HekanacmyHum peHotmn;

b) KnacuyHum peHotmn;

C) AQTEHTHUA pEHOTUNM;

d) Aerka popma.
8. IK1MiN OCHOBHMI MEXAHI3M PO3BUTKY CEPLIeBUX YPAXKEHb NPU XBO-
po6i ®abpi?

a) ABTOIMYHHQ QTAKQ;

b) BiaknaaeHHs Gb3 y KAITMHAX cepus;

C) IHPEKUjiMHEe YPOXKEHHSI MIOKAPAQ;

d) HOAAVLLIKOBUIN CUHTE3 KOAQTEHY.
9. 9kun 6iomapkep BUKOPUCTOBYETLCS AASl AIQrHOCTUKN XBOPOOU
dabpi?

a) C-peaktmneHum Binok (CRP);

b) ThoboTpiao3naceiHrosrH (Lyso-Gb3);
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¢) [eMOrnoGiH;

d) PibpurHOreH.
10. LLlo mo)ke 6yTK nepLuMM nposiBom xeopo6u Pabpi?

a) MNnepTpoodia MioKApAQ:;

b) HeponatnyHum Ginb;

C) HUPKOBO HEAOCTATHICTb;

d) lfenatomeranisi.
11. 9KUN MeToA AIAGrHOCTUKU HAMGIAbW iIHGOPMATUBHUN AAS
XiHOK-HOCITB XBOpo6u Pabpi?

a) PepMEHTHUM AHOAI3;

b) [eHeTn4YHe TeCTyBAHHSI;

c) bioncis cepug;

d) Y3A HUPOK.
12. 9knih MeToA AIKYBOHHSI € OCHOBOIO Tepanii xsopo6bu Pabpi?

a) LanepoHHa Tepanis;

b) PepmerTozamicHa Tepanisa (P3T);

¢) l[eHHa Tepanis;

d) Tepanisi BIAHOBAEHHSI CyBCTRATY.
13. KM MeXQaHi3M AT LLONepPOoHHOT Tepanii?

a) C1abiAizauiss MyTQHTHOrO GEPMEHTY AAS MPABUABHOTO TPAH-

CrMopTy AO AIBOCOM;

b) PyHYBOHHS MOTOAOTIYHMX GiAKiIB;

C) BAoKyBOHHS CcuHTE3y Gb3;

d) MOCUAEHHS IMyHHOI BIAMOBIAI.
14. B 9KMX BUNAAKOX NALIEHT HE € KOHAUAATOM AAS D3T?

a) HOSIBHICTb AETKOTrO HUPKOBOTO YPOXKEHHS!;

b) TepMIHOABHO CTAAISI HUPKOBOT HEAOCTATHOCTI TA cepLesa

HEeAOCTATHICTb KAACY IV 30 NYHA;

C) BiaCYTHICTb KOPAIOAOTIYHNX CUMMTOMIB;

d) PQHHSs1 CTOAIS1 XBOPOOW.
15. 9kun i3 npenaparTisB He PEKOMEHAYETLCS AAS AIKYBAHHSI apTepi-
QGABHOT rinepTeHsii npu xsopo6i Pabpi?

a) IHriGitopu ANO;

) BAokaTopu peLentopis QHMOTEH3MHY I;

C) beta-6A0KATOPK NMPW CUHYCOBIM BPAAVKAPAIT;

d) AHTArOHICT MIHEPAAOKOPTUKOIAHUX PEeLEenTopIB.
16. 9ke YCKAOQAHEHHS MOXXe CMPUYMHUTU 30CTOCYBOHHS AMiIOAQPO-
HY B NAUIEHTIB i3 xBopo6oto Pabpi?

a) MiABULLEHNT PUBKK TODOMBO3Y;

b) AncOyHKLS AIBOCOM | HOKOMMYEHHST GOCHOAINIAIB;

C) MopyLueHHs1 GyHKLT NeYiHKK;

d) MNNepToHIYHWM KPU3.
17. KU METOA AIKYBAHHS € NPIOPUTETHAM NPU TEPMIHAABHIN CTAAIT
HUPKOBOT HEAOCTATHOCTI y NALIEHTIB i3 XBopo6oto Pabpi?

a) AOBIYHUI AIOAI3;

b) TpaHCcnAQHTALLSI HUPKK;

c) femocop6uist;

d) IH}YsinHa Tepanis.



