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CimenHa rinepxonecrepuHemis:
etionaroreHes, AiarHoCTUKA, NiKyBOHHS
TA CTAH Npo6nemu B YKpPAiHi

O.l. Mituenko, B.IO. Pomaros, H.M. HYynaescska, K.O. Timoxosa

LY «HauioHanbHuit Haykoswui ueHtp “lncTutyT kapaionorii imeri akag. M. Crpaxecka” HAMH Ykpainuy, Kuis

CimeitHa rinepxonectepuremis (CI) — opHe 3 HOMNOWMPEHILIMX OBTOCOMHO-AOMIHOHTHO CMOAKOBMX 30XBOPIOBAHbL
noauHn. Harnuactiwe CI BUKNMKAETHCA AOMIHOHTHOIO MYTALIEID TEHA, BIAMNOBIAANLHOMO 30 CUHTE3 MEMOPAHHMX PeLenTo-
pie 4o ninonpoteinis Hu3bkoi winsHocT (JITNTHLLL), sxi supanaiots JITIHLL, i3 nnasmu kposi. Y pesynstarti B oci6 3 myTaujeo
UbOrO TEHA 3 HAPOAXEHHS 3HAYHO MigeuwieHo piseHb xonectepuHy JINHLL vy kposi. CI' onocepeakosye npuckopenuit
PO3BUTOK CEPULEBO-CYAMHHMX 30XBOPIOBAHL ATEPOCKNEPOTUUHOT NPUPOAM, 0COBNMBO iwemiuHoi xBopobu cepus (IXC),
TOMY pPiBE€Hb CEPLEBO-CYAMHHOI CMEPTHOCTI B NMOMYNAUT TOKMX XBOPUX HOA3BMYAMHO BUMCOKMMA. Y CTATTI CKOHUEHTPOBAHA
yBAra HA TOMY, LLLO OCHOBHQ 3Arpo3d LUMX 3MiH NiNiAHOrO CNeKTPa NOMSrae B PAHHIN i LUBUAKIN iHILiALIT ATEPOCKNEPOTUUHNUX
YPOXKeHb KOPOHAPHMUX CYAMH: y nauienTie i3 reteposurotHolo Cl i3 pisHem saransHoro xonectepuHy 8—15 mmons/n IXC
303BMYQI PO3BKMBAETLCA Y Bili o 55 Ta 60 pokis, TOAi K Y rOMO3UIOTHUX NALIEHTIB i3 PIBHEM 3AranbHOTO XONECTEPUHY
12-30 mmons/n IXC maHidecTye Ha noyaTtky XMTTa, | AKLWO X He NiKyBATH, TO CMepTb HacTae Bxe y siui go 20 pokis.
HaseneHo xapakTepuncTuky 0OCHOBHUX reHeTnaHux 3mid npu CI i yactoTu ix BuasnexHs B nonynauii. [peacrasnero susHa-
YeHHs BAPIAHTIB KniHiuHOro ckpuHinry npu Cl: TapreTHOro, onopTyHICTUYHOTO, YHIBEPCANBHOTO, KACKAAHOMO, O TAKOX
posropHyTuit anroputm giardoctuku CI 3a kputepismm Mepexi ronnanacekmx ninigHux kninik (Dutch Lipid  Clinic
Network — DLCN). lMpeactasneHo 0CHOBHI MPUHLMMY HEMEAMKAMEHTO3HOMO T TPMKPOKOBOTO MEAMKAMEHTO3HOIO JiKy-
ganHa CI. Takox y ctatTi HaseneHo kniHiuHui Bunagok romosurotHoi CI i3 ypaxysaHHsm ocobnmeocTei nepebiry 3axso-
PIOBAHHS, PE3ynbTaTiB NABOPATOPHUX TA IHCTPYMEHTAMNbHUX AOCAIAXEHb TA NOETANHOrO NiKyBAHHS Y BiAAini aMcninigemin
HHL, «lhcturyT kapaionorii imeni akaa. M.I. Crpaxecka» HAMH Ykpainu. [MpeacrasneHo enigemionoriyHi 4aHi nposeae-
HOTO YKPATHCHKOrO MOMNynauiMHOro AoChigxeHHs wono moxmmsoi nowuperocti Cl 8 Ykpaini. HogaHo nonepeanint aHanis
YkpaiHcekoro peectpy xsopux i3 Cl sk HaUiOHANLHOrO dparmeHTa mixkHapoaHoro peectpy ScreenProFH Ta esponeiicsko-
ro peectpy EAS-FHSC.

Knio4osi cnoea: cimeiHa rinepxonectepuHemis, KiHiYHUIA CKPMHIHT, AIArHOCTMKA, NiNiAO3HUXYBALHA TEPAnis.

CiMeﬁHa rinepxonectrepunemist (CI') — omne 3
HalIOMWPEeHINX aBTOCOMHO-IOMIHAHTHO
CTAKOBUX 3axBOpioBaHb Jiogmau. Hatigactime CT
BUKJIMKAETHCST JIOMIHAHTHOIO MYTAIlI€I0 TeHa, BiAIO-
BiIaJIbHOTO 3a CHHTe3 MeMOPaHHHMX PEeIENTOpiB 10
ginmonporeiniB Hu3bkol mimbHOCTI (JITTHIIL), saxi
Bugansgiors JIITHII i3 ma3zmu kpoBi. Y pe3yJibraTi B
0cib 3 MyTaIli€lo TIOTO TeHA Bi/l HAPOKEHHST 3HAYHO
MiIBULIICHUN PpiBEHb XOJIECTEPUHY JIIIOIPOTEIHIB
Hu3bKoi misbHOCTI (XC JIITHII) y xposi. CI omoce-
PENKOBYE MPUCKOPEHMI PO3BUTOK CEPIIEBO-CYAMHHUX
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3axBopoBadb (CC3) aTepocKIepoOTUIHOI TPUPOIH,
ocobmBo imemiunoi xsopobu cepus (IXC), Tomy
piBeHb CepleBO-CYAUHHOI CMEPTHOCTI B IIOIYJISIil
TaKUX XBOPUX HA/I3BUYANTHO BUCOKMII [6].

Yrepuie KJiHIYHI O3HAKM I[bOTO 3aXBOPIOBAHHS
6ynu nokaaro onucani C. Muller y 1938 p. Croroani
MaiiKe MOTUKHS 3 IBJISIOThCS HOBI My 6JriKaltii mpo Ti
yn iami acektu CI, i iX KigbKicTh MOCTIHHO 3pocTae
IPOTArOM OCTaHHIX POKiB. Ile Moe Bigobpaxaru He
Tinbku Hame kpamte posyminas CI' ta tux mpobiem
JUISI TPOMAZICBKOTO 3/TOPOB S, sIKi BOHA CIIPUYMHSIE, a 1
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TOM (haKT, 1[0 B 11l Yac Po3poOISETHCS BEJIUKA KiJlb-
KiCTh HOBUX METOIB 3HIDKEHHS PiBHA JimimiB [6].
Boanouac icHye 06’ektuBHa mpobiieMa He0CTaTHbOI
JIIaTHOCTUKU Ta HECBOEYACHOTO TMOYATKY JIiKyBaHHSI
CT. ¥V Mixnaponaniit kracudikaiii xsopo6 10-to
neperaany s CI okpemuii Kox He BHALIEHO, IO
MPU3BOANTH 10 «IIPUXOBYBAHHSI» ITHOTO 3aXBOPIOBAH-
us mix kogamu E.78.0 ta E.78.2 i pobuth HeHamiitHUM
MiPaxXyHKN KiJTBKOCTI 0Cif, y SIKMX IiarHOCTOBAHO
e cTaH.

CI' — 1e reHeTHYHe 3aXBOPIOBAHHS, SKE XapaKTe-
pU3YEThCI BUCOKMMHU PIBHAMU B TI1J1a3Mi KPOBI
XC JIITHIII Bix Hapomkenus [2], M0 TPU3BOAUTH 10
IIPUCKOPEHOI0 areporeHe3y Ta KJIHIYHUX BUSIBIB
meperyacHoTo 3axBopioBanusd cyauH. lleit aBTocom-
HO-IOMiHAHTHUI CcTaH OOYMOBJIEHWIT MYyTAIlisIMU B
refax, mo koayorb LDL-penenrtop, anosinonporein
B100 (apoB) abo mpormporeinoBy KOHBepTas3y cyOre-
mizut/kekcun 9-ro tumy (PCSK9). Ictopuuno 3a-
raspHy nomupenicts CI oriHoBanu TpubIU3HO SIK
1:500, ame Ginbmn misui mani [3] cBiguyarh, 1m0 BoHA
nepeGyBae B Meskax 1:200 — 1: 250 Bumaakis y mory-
nanii. IIpore ocranHiM yacom 3'aBujocst OaraTo
Hy6JIiI<auiI'?I IIO/I0 HaBiTh OIMBIIOI MOMHUPEHOCTI XBO-
pux i3 kputnyHo migsutieHIME piBHAMEI X C JITTHIII,
Harnpukiaza y Opannii. BogHouac BiAnoBigHO 10 04i-
KYBaHOI ITOIIMPEHOCTI TTOKa3HUK PeaTbHOTO BUSBJIEH-
Hst CI Bapitoetncest Bin 70 % y Hineprnanmax o < 5 %
y Oinbimocti kpain [7]. Cuix sasnaunTy, 1o i 1mi nud-
PU IPYHTYIOTbCS HAa PO3PAXyHKOBIiil ITONIMPEHOCTI
1:500, i, 9K HaACJTIOK, TMOKAa3HUKHU BUSIBJIEHHS IIle
Tiplil, 3 OrJI/Ay Ha HelaBHE TTPUITYIIIEHHS MO0/I0 MOXK-
susoi nonmpenocti 1:250. Ilo s crocyeTbes Hamoi
KpaiHu, TO Bi/IIIOBIHO /10 Pe3yJIbTaTiB yKPaiHCbKOTO
MOMYJIAIIMHOTO  JIOCJHIJPKEHHSI, TTPOBEJEHOTO B
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M. [rinpo y 2009-2013 pp., momupeHicTh MOKINBOI
CI' y mopocifi MichbKilf TOIYJIAIIl 32 caMUM JIATIIE
kputepiem pieHsg XC JIITHII monam 5 mMMob/J
nocsirae B cepefiibomy 8,1 %, 1110, MOKIIIBO, 3yMOBJIE-
HO 3aJIy4eHHSM /IO IiIpaXyHKY XBOPUX i3 BTOPUHHU-
mu gucaimigemismu [1]. Ilopsg i3 nuM pesymsraTi
esporneiicbkoro aochimkerass EUROASPIRE-1V, B
AKOMY OpaJii ydacTh IPOBIJAHI KJiHIUHI Ta HayKOBi
YKPaiHCbKi IEeHTPH, CBiZUATD IIPO Te, 1110 Cepel XBOPUX
3 IXC B YkpaiHi 1eil oKa3HUK OUYiKyBaHO 3HAYHO
Giprimii i gopisuioe 12,7 % [1].

OcHoBHa 3arpo3za WX 3MiH JIMiIHOTO CITEKTPpa
TIOJISITAE B TOMY, 1110 B MAIli€HTIB i3 TeTeposurotnoio CI
i3 piBHeM 3sarasbHOro xojecrepuny (3XC) 8-15
mmoJib/1 (310—-580 mr/min) IXC sasBuuaii po3BuBa-
€ThCs1 y Billi 710 55 Ta 60 POKiB, TO/I SIK Y TOMO3UTOTHHUX
nartienTiB i3 piBueM 3XC 12-30 mmoms,/n1 (460—1160
mr/mn) IXC maniectye Ha MOYATKY KUTTS, 1 SKIIO iX
He JIIKYBaTH, TO BOHU MOXKYTb IIOMEPTU BXe Yy Billi 10
20 pokiB (puc. 1). Ipu npomy Gararo Jiojieii Ta ciMeii i3
CI' 3aymmaoTbcsl HETIOMIYEHVUMH CePefl BEJTMYE3HO1
KiJIbKOCTI 0Ci6 3 Oy/Ib-IKMME BUSIBAMU aTE€POCKIEPO3Y
ta [XC, mo cnprunHeHi iHmMMMY HakTOpaMu pU3NKY, i,
stk Hactiok, CT' Moske OyTH HEOCTaTHO BUSIBJIEHOIO
Ta HEZIOOLIHEHOIO Y BUNA/IKaX FeHeTUYHO-3YMOBJIEHUX
Ii/IBUIIIEHUX PiBHIB XOJIECTEPUHY.

EtrionatoreHes Ta reHeTMKa ciMeMHOI
rinepxonecrepuHeMii

Possutok CI' 06ymMoBIIeHO gedexTaMu TeHiB 6ij-
KiB, 1110 6epyTh y4acTh y MeTaboIi3Mi JIIIOIPOTETHIB,
y pe3yJbTaTi SKUX TMOPYIIYEThCS 3aXOTIEHHS KIIiTH-
Hamu JITTHII[-yacTUHOK 1 B KPOBI IMiIBUILYETHCS
pisers XC JITTHIIIL [4, 5].

FeteposurotHa CI'
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Puc. 1. CimenHa rinepxonecrtepmHeMiss 3yMOBIOE PAHHIM NoYaTok atepocknepo3y Ta IXC.
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Haityactima renernyna nmpuyuna CI' — e mpu-
pojKeHa i ychajakoBaHa BiJ OaTbKiB MyTallisi B IeHi
peleniTopa  JIMONPOTEIHIB  HU3bKOI  IiJIBHOCTI
(LDLR), gaxnii po3TtanoBaHuii TOJOBHUM YHMHOM Ha
ITOBEPXHI TEeNaToIMTIB 1 Bi/lirpa€ KJIOUYOBY POJIb Y
3B’sI3yBaHHI 1 BUBENEHHI 3 KPOBOIJINHY ITUPKYJIIO0-
ynx JIITHIII-vactunok. Ha choroani BioMo ITOHA/
1600 myramiti LDLR, 3maTHux mopymuti (GyHKITIO
pertenitopa i Bukaukatu po3sutok CI. MyTartii B reHi
LDLR o6ymosiotors 85-90 % umajkis CT.

Jlpyra 3a 4actoToio mpuymHa — MyTaIlifl B TeHi
anominonpoteiny B (apoB), 110 komxye anosinonpore-
im B100 Ta Bxomuth mo ckaamy JIITHII-yactuHOK i
BimmoBiganpuui 3a 38’s13yBanns JIITHIL i3 perenito-
poM. ¥ pesyJsbrati MyTalliii y reHi maii’ke 1moJioBUHA
JITIHIII-yactunok He 3matHa 3B's3atucs i3 LDLR.
Myramii reHa apoB Bignosigaibhi 3a 5—10 % Bumaz-
kiB CI. IIporte 3a3nadeno, mo HOcil MyTaliii reHa
LDLR wmators Bummit pisenp 3XC i XC JIITHIIL i
OLTBIT BUPasKeHi BUSBH aTePOCKIEPO3y aprepiii, HijK
HOCIi1 MyTaIliii TeHa apoB.

Tperiit ren, MyTailil B SKOMY 3/1aTHI IPU3BOAUTHU
1o po3sutky CI, — 1ie ren PCSKY, mo xomxye mporpo-
TeTHOBY KOHBepTa3y CyOTWJIi3WH/KEeKCUH Ty 9 —
CEPUHOBY TIpOTEasy, 10 Gepe ydyacTh y pylHyBaHHI
LDLR. Myrarii, mo npu3BOAiITb 10 IOCUJIEHHSI
dyukmionampaoi akTuBHOCTI PCSK9, BUKIMKaOTh
migsuiieHe pytinyBanHsa LDLR, y pesymsrati uoro
3MEHIIIYETHCS KIIbKICTh PEIENTOPIiB HA MMOBEPXHI KJIi-
tuau i posdBuBacTbea CI. Kpim Toro, myrarii, sKi
MOCUJIIOIOTh (pyHKITIOHATbHY akTuBHiCTL PCSKO,
3/IaTHI CTUMYJIIOBATU CUHTE3 IMEYiHKOIO JIIOMIPOTEi-
HiB, TIIO MICTSTh apoB, 10 TaKoK MOCUJIIOE PO3BUTOK
CI. Myrarii rena PCSK9 Tparmistiorsbest Big 1 10 5 %
punazakis CI.

YeTBepTUM BiJJOMUM BapiaHTOM, IIO 3yMOBJIIOE
dhopmysanns CI, € myraris B renax LDLRAP1, abo B
reHax, M0 KOAYIOTh OiJOK-afanTtep perentopa 1o

>10-13 mmol/L

MetaboniuHi nopyLueHHs 25

JIITHIII, axuii BUABJISIETHCSA B PEIIECUBHOMY BUTJISAI
I MOKe CIIPaIlbOBYBATH JIUIIIE B TOMO3UTOTHIN hopmi
CI. Ilopsn i3 3a3HAaYeHUMU T€HETUYHUMH 3MiHAMU
BiZtoMO TIpo 6e3J1iy iHIIUX TeHeTHYHUX MyTalliid, /10-
CJIIJIPKEHHST 3HAUYIIOCTI SIKUX Hapa3i TPUBAE.

Tepminouiorisi. [ereposurornoio CI € cran, nipu
SKOMY ne]eKTHUI TeH TepelacTbCs Bifl OMHOTO 3
6aTbKiB, a romosurotrHoilo CI' — craH, npu sKoMy
nedeKTHII TeH nepegaeThest Big 060x 6aTbkis. Jeski
piakicHI cy6’€KTH — 1le <IOABIiHI TeTepO3UroTH»,
AIKi HeCcyTb MyTallii y /IBOX i3 3TaflaHUX YOTHPbHOX
TeHiB 1, IK TPaBUJIO, ITPU3BOSATH /IO IIPOMiKHOTO MiXK
HUMU (DEHOTHUITY MisK TETEPO3UTOTHOTIO Ta TOMO3UTOT-
Hoto CI'[2].

Bonmnouac mpu BM3HaueHHI reHeTHYHOTO Mpodi-
JIT0 XBOPOTO HeMa€ (paTaTbHOCTI, OCKLIBKY, K 3a3Ha-
YeHO Ha puc. 2, iCHy€ MPaBUJIO TaK 3BAHOTO «3CYHYTO-
ro CeHaBiYa», KOIU 30ir MiX T€HeTUYHUM JiarHO30M
Ta KJIHIYHUMU BUSIBAMM CIIOCTEPITAETHCS JIUIIE Y
75 %, Ipu 1IbOMY Y 25 % KJIHIYHI BUSBHU He MiTBEP-
JUKYIOThCSI TeHETUYHUMU aHasti3aMu iy 25 % BusiBJie-
Hi TeHETUYHI 3MiHM HE MiATBEPKYIOThCS KITHIYHUMU
O3HAKaMH, 110, MOKJINBO, 3yMOBJIEHO B3aEMOJIIEIO i3
3aXMCHUMHU TeHAMU-aHTUOTaAMU.

BianosizHo 10 cy4acHOI KOHIIEIIlil PO3BUTKY
ATEPOCKJIEPO3y, 3TiHO 13 JinigHO-iHGIBTpAIiiHOIO
Teopi€eio, (HGOPMyBaHHS aTEPOCKIEPOTHUHOT OJISIIKI
00YMOBJIEHO HAJIXO/KEHHSIM y CyOeHIoTe iaibHui
MPOCTIp apTepiajibHOI CTIHKU SK HAaTUBHUX, Tak i
okucHenux (Momudikosanux) XC JIITHIIL [6]. IT1o
BUINUI PiBEHb OCTAHHIX Yy 11JIa3Mi KPOBi, TO IHTEHCUB-
Himmii 1epebir 1boro mpoiecy. Bisbine Toro, mpu
TpuBajoMy icHyBaHHi Bucokux piBHiB XC JITTHIT y
KpPOBi HMOBIPHICTh OKHCHEHHSI YaCTUHOK 3POCTAE.
Bpaxosytouu Toti daxr, 1o xsopi Ha CI' xapaktepusy-
IOTbCSI TPUBAJIOI0 EKCIO3UINEI0 BUCOKOTO PiBHS
JITTHIIL y kposi, 11e 00yMOBJIIOE PaHHiil PO3BUTOK i
IIBU/IKE TTPOrPeCcyBaHHsI arepockJepody. Kpim Toro,

[oMO3MroT 3 «HYNIbOBOIO» MyTauieto peuenTtopa JIMHLL,

(2400-500 mg/dL)

KoHueHTpauia JMHLL,

APOB)

MNoeaHaHHA «HYNbOBOI» Ta AedeKTHOI MyTaLii peuenTopa

lfomo3unroTHa myTauia peuentopa abo b6inka-agantopa

lfTomo3unrotHa mytauia go APO-B abo PCSK9

MNoaginHi reteposurotn ( LDLR Ta PCSK9, abo LDLR Ta

f[eTepo3nUroTHa «HYAbOBa» MyTalin

=5 mmol/L
(2190 mg/dL)

leTepo3nroTHa myTauia peuentopa JIMHLL,

Puc. 2. Mapaneniam mix spocranHsm koHueHTpauii XC JIMHLL ta reHHumu myTadismm.
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Kpurepii cimerHoi rinepxonecrepuremii 3a Dutch Lipid Clinic Network

Kpurepii

Banu

1. CimeiHnit aHamHes

Panniit possutok CC3 (yonosikm < 55 pokis, xiHkn < 60 pokis) y poanuie 1
nepuworo pisHa cnopigHeHocTi, abo XC JIMNHLL, > 95-ro nepueHTinsa B poauuis nepLioro pisHs CnopigHeHoCTi
CyxoxunbHi KCaHTOMM Ta/a60 KOpHEeansHA Ayra B POAMYIB NEPLLIOTO PiBHA CNopigHeHoCTi abo B giter Bikom < 18 pokis

i3 XC JINHLL, > 95-ro nepueHTmns

2. AHaMHe3 xBopobu

MauieHT i3 panHim (yonosikn < 55 pokis, xiHku < 60 pokis) PO3BUTKOM KOPOHAPHOTO ATEPOCKNEPO3Y 1
MauienHT i3 panHim (yonosikn < 55 pokis, xiHku < 60 pokis) poseuTkom LepebpansHoro abo nepudepinHoro

30XBOPIOBAHHA CyanH

3. HaHi 06’ektneHOrO OBCTEXEHHA
CyxoxXunbHi KCAHTOMM
KopHeansHa gyra y siui fo 45 pokis

A~ O

4. Pigni XC JINMHLLL

> 8,5 mmons/n (= 325 mr/an)
6,5-8,4 mmons/n (251-325 mr/an)
5,0-6,4 mmons/n (191-250 mr/nn)
4,0-4,9 mmons/n (155-190 mr/an)

— W O ©

5. Ananisz JHK

®yrkuioHansHa mytauis peuentopa JIMHLL, anoB a6o rena PCSK9

Bubepith nuiue ogmH BOPIGHT y KOXHIMA rpyni, BiGNOBIAHO HOMBMLLMM.
Hiarnos (giarHocTvka 6asyetbes Ha 3aranbHin kinbkocTi 6anis): «sctanosneHa» CI — Ginbwe 8 6anis; «imosipHa» CI' — 6—8 Ganis;

«moxnmeay CI — 3—5 6anis.

Ha PO3BUTOK aTepocKJepo3y y xBopux i3 CI' BmimBa-
I0Th Ti K (haKTOpU PU3HKY, 1110 1 B 0ci6 6e3 CT: akTo-
pu, mo MomudikyioThes (apTepiasbHa TillepTeH3isd,
HyKpoBUil Aiaber, KypiHHs, HU3bKa (Pi3UuHA aKTUB-
HICTB, O3KUPIHHA), 1 Ti, 10 HEe MOANMIKYTOTbCS (Y0II0-
Biua cTaTh, BiK, OOTSAKEHICTh CIMEHOrO aHaMHe3y Ta
inauBigyampHoro anamuesy 1momao CC3).

CKpMHIHr XBOpUX i3 CiMeHHOO
rinepxonecrepuHeMieio

CkpuHinr, abo mornepeaHe BUSHAYCHHS TAIli€H-
TiB 3 migospoo Ha CI, 6asyeTbcs Ha: CKPUHIHTY
denoTumy xBoporo (CyXoKUIbHI KCAHTOMH, KOpHe-
ajpHa JyTa POTIBKW, KCAHTEJIA3MM); TCHETUIHOMY
CKPUHIHTY Ta KJIIHIYHOMY CKPUHIHTY (32 KpHUTEpisi-
mu Dutch Lipid Clinic Network, Simon Broome,
MEDPED) [2].

BapiaaTtamu kiniunoro ckpuninry mpu Cl e:

A. Tapretanii (1iTbOBUIT) CKPUHIHT.

[Tomryx xBopux i3 CI' cepen mopocaux i3 mepes-
yacauM poseuTkoM CC3 (y Bii g0 50 pokiB y 4oJio-
BiKiB i 10 60 POKiB y XKiHOK).

b. OmopTyHicTHUHWUT CKPUHIHT.

Hocmimxenng pisas XC JIITHIIL (ckopurosanoro
3a CTaTTIO Ta BIKOM) y BCiX JOPOCJIUX Ta JiTeH, sIKi
3BEPTAIOTHCA 710 MEAMYHUX YCTAHOB TIEPBUHHOI JTAHKH.

B. YniBepcanbHUI CKPUHIHT.

[TpoBoauThes B imeani B ocib Bikom Memire 20
POKIB 1 10 moyaTky crareBoro jgospiBanus. Hamnpu-
KJIaJ: Y BCIX HEMOBJISAT y TI0JIOTOBOMY OYIMHKY BU3HA-
qaeTbed piBenb XC JIITHIIL (taka mpakTuka posmo-
gyaTta B CjioBewii).

I Kackamuuii CKpUHiHT.

[Toeranna igenTtudikarmis mamientis i3 CI' cepen
uJieHiB ciM'i mpobGana, ToOTO 1mepiioi ocobu B ciM'i, ge
Oyna Busiiena CI.

Ocranniif, ToOTO KacKaaHWUN, CKPUHIHT € Haii-
OiJIbII OOIPYHTOBAHUM i 3aCTOCOBYETHCS HaiiyacTille,
30KpemMa i B YKpaiHi.

Cepepa koro x cnig nposogmnti ckpmHinr npm Clre

ITamienTn moBUMHHI 6yTI/I BU3HAYeH] BIJANOBIIHO
/10 TAKUX KPUTEPiiB:

1) 3XC y mmasmi KpoBi = 8 MMOJB/X
(= 310 mr/mn) y mopocsioi Jiioautu abo B IOPOCIOTO
ujiena cim’i, a6o > 6,7 mmoutb /i (> 260 Mr/un) y aiteit
BikoM < 16 poKiB;

2) nepemuacuuii possurok IXC y cyb’ekra abo
yjieHa ciMm’i;

3) cyXOXKMIbHI KCaHTOME B cy0'ekta abo useHa
cimM’i;

4) pamToBa TiepefYacHa cepiieBa CMepTh y 4jeHa
ciM’i.
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BcraHoBneHHs piarHo3y cimenHoi
rinepxonecrepuHeMii

Haii6i/bi1 peKOMEHIOBAHIMU JI0 3ACTOCYBAHHS
npu miarnoctuili CI' € kpurepii Mepexi rosranm-
cokux grimigaux kaiaik (Dutch Lipid Clinic Net-
work — DLCN) [2, 3] (mabauyst).

Taxkum umnom, miarHoctuka CI' cimpaeThest Ha
IU'SITh KPUTEPIiB: CiMEHUI aHaMHe3, KIIHITHUN aHaAM-
He3 mepeguyacHoro po3sutky IXC, disukanbhe obcTe-
JKEHHS Ha HAgBHICTb KCAHTOM Ta KOPeaJThHOI IyTH
poriBku, myxe Bucokuit piBenbr XC JIIIHII (= 8
mMMouib/a (= 310 mr/mn) y mopocioi jmoantu abo B
mpopocJsioro ujaeHa cim'i, abo Ginbie 6,7 MMOJIb/J
(> 260 mr/mm) y miteit BikoMm Mentie 16 pokiB mpu
MOBTOPHUX BUMIPIOBAHHSX Ta/ab0 NPUYMHHY MyTa-
I1i10, BUSBJIEHY 32 JIONIOMOTOI0 MOJIEKYJISIPHUX TeHe-
TAYHUX TOCIIIKEHD.

BropuHHi ipudnHu rinepJrimigemMii noBuHHI 6y TH
3amepeveti MIISXOM BU3HAUEHHS TEUiHKOBUX dep-
MEHTIiB, (BYHKIii HUPOK 1 TOPMOHIB IIMTONOMIOHOT
3aJ1031, [IPH BiZICYTHOCTI rinepriikemii abo anbOymi-
Hypil. YabTpasBykoBe MAOCITIIKEHHS AXiII0BOTO
CYXOKHUJLIST 301JIBIIY€E YaCTOTY BUSIBIEHHS KCAHTOM.
PiBHi TpursinepuziB Ta XoJeCTEPUHY JIIIOIPOTEIHIB
BUCOKOI ITIJIBHOCTI 3a3BUYAail He 3MiHEHI, IPU 1bOMY
HasBHICTh TINEPTPUTJilIepUIeMil He 3arepeuye Jia-
rao3 CI, mpore MaroTh OyTH 3a3HaYeHi MOKJINUBI TIPHU-
YUHU TIIEPTPUTTIIEPUIEMIT.

JlikyBaHHS ciMeHHOI rinepxonecrepuHeMii
[Manientn i3 CT moBuHHI 6yTH 060B’I3KOBO MOIH-
(opmoBaHi 1po Te, 110 BOHU HATEKATh /10 TPYITH BUCO-
KOro abo Jy’Ke BUCOKOTO PU3UKY PO3BUTKY CEPIIEBO-
CYIVMHHUX YCKJIa{HEHDb, 3yMOBJIEHIX aTEPOCKIEPO30M.

Anipokymab
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Tpaautiiiai mKxamm (HampUKIIaA, €BPOIIEHCHKY MIKATY
SCORE a60 MpeMiHreMchbKy TIKaILY, SIKy BUKOPHCTO-
ByIoTh y¥ CIIIA) myg mporno3yBaHHs CepIIEBO-CYINH-
HOTO pU3UKy y XxBopuX i3 CI 3acToCOBYBaTH HE MOJKHA.
ITpu BusiBnenni CI' HeoOXigHO SKHANIIBUAIIE PO3IIO-
YaTU KOMIUICKCHE JIIKyBaHH$, 1110 JI03BOJIUTH BIJITEpPMi-
HYBaTU MaHiecTallifo aTepoCKJIEPOTUYHOIO ypPaKeH-
Hd Ta kainivaux BuaBiB IXC [3, 6].

Himposi pisai XC JIIIHIL y pasi mimigo-
3HIIKYBaJIbHOTO JikyBaHHs mpu CI:

< 2,6 mmomb/n1 (< 100 MT/m) — A7 1OPOCTUX
6e3 CC3 Ta 1ykpoBoro miabery;

< 1,8 mmoub /1 (< 70 Mr/n1) — 3a HasBHOCTI CC3
Ta I[yKPOBOTO jiabeTy;

< 3,5 MmOt /71 (< 135 Mr/min) — aist giteit go 18
POKiB.

Teparist Mmae 6yTH JOBIYHOIO i BUMAra€ MoCTilHO-
0 JIIKaAPCHKOTO KOHTPOJIIO (puc. 3).

HemepukameHTosHa Tepanis

Moaundikarist ciocoby KUTTsI i KOPEKIlist Tpau-
MIMHUX /1)1 3aTaJIbHOI TIOMYJISIIii (haKTOPiB PUBUKY €
HEOJIMiHHOI0 yMOBOIO edekTruBHOTO JikyBanusa CI
He3aneskHo Bix Biky. Axmo CI' giarHocroBano 3
JIUTUHCTBA, 0COGJIMBO MPU TOMO3UTOTHIi (hopMmi, CJTijT
KOHTPOJIIOBATH 1 IPU HEOOXITHOCTI KOPUTYBATH CTaH
BYIJIEBOJHOTO 0OMIiHY, IIUTOIOAIOHOI 3a/1031, YHUKA-
TH OKHPIHHSL. Y I0OPOCIOMY Billi 060B’SI3BKOBOIO € BijI-
MOBa BiJl KypiHHS, a TTOPSI/L i3 KOPEKITIE€I0 BYTJIEBOIHO-
ro 0OMiHY, IIUTOMOAIGHOI 3271031 Tie TAKOK KOHTPOJIb
(pu HEOOXIZHOCTI MEAMKAMEHTO3HUI) apTepianbHO-
TO TUCKY, 3HIKEHHS iHAEKCY MacH TiJia 10 3HaYeHb He
Ginbie 25 kr/m?%, po3oBane (izuuHe HaBaHTAKEHHS
I/l KOHTPOJIEM YacTOTH CKOpPOYEeHb CepIls 1 apTepi-
AJILHOTO TUCKY /1151 60poTHOH 3 TinmoauHami€eo. Y oci6

EBonokymab

CtaTuHK, e3eTUmib Husbki

BaxaHo 0 Npo
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Puc. 3. Cxema nikyBaHHsi CIMEHHOi FOMO- TQ reTePO3MroTHOI riNepXonecTepUHEMIi.
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i3 CI corig oOMesKyBaTH BAKUBAHHS HACHYEHUX JKUPIB
i TpanckupiB. KinbKicTh XomecTepuHy 3 iki He TOBU-
nra nepesuiryBaru 200 Mr Ha 100y.

¥ pasi giaraoctyBanusa romo3urotnoi CI Bigamo-
BiZIHO 10 €BpoOTeichKuX pexkoMenaatiit 2016 p., aiTsam
3 5 pokis Gaxkano, a 3 10 poKiB cJIiji IPOBOAUTH Tepa-
nestrunnii acdepes (JIITHIII-adepe3) — ekcrpakop-
nopanpHe Bupanenus XC JIITHII i3 mrasmMm Kposi
KoXHI 1-2 TiskHI y cremiamidoBannx kKiinikax. [Ipm
TaKk 3BaHIll <«HYJbOBIN MyTalii», KOJU y XBOPOrO
npakTuyHo Hemae perientopis o JIITHIIL na moBepx-
Hi TenaToIUTIB, 11e JIKYBaHHS € €IUHOI0 MOKIUBICTIO
suu3uTu piBenp XC JIITHII y xpoBi #i yHUKHYyTH
cepIeBoi cMepTi 11ie B IUTUHCTBI.

MeamkameHTo3He nikyBaHHS

CydJacHuil TTPOTOKOJ MeIUKAMEHTO3HOTO JIiKY-
BaHHS TOMO3UTOTHOI Ta TeTepo3urotHoi Cl; gk i Jimi-
NO3HMKYBaJTbHA Tepalis BCiX XBOPUX 3 BUCOKUM Ta
Iy>Ke BUCOKUM PU3WKOM, MA€ BUTJIA TPUKPOKOBOTO
BUPIIIEHHST TTPOOJIEMH TOCSITHEHHS I[iIbOBUX PiBHIB
XC JIITHIIL

1-#1 Kpok: cTaTUHOTepallid B HU3bKUX 032X MAa€
npusnavyatucs 3 10 pokis, a 3 18 pokiB — TimbKK B
MaKCHMAJIbHUX IIEPEHOCHUX J03aX HaitOiibin edex-
TUBHUX CTAaTUHIB (aTOPBACTATHH, PO3YBACTATHH );

2-11 KpOK: IPM HEIOCSATHEHHI ITiTh0oBUX piBHIB XC
JITTHIIL mo craruHoTeparii ciij [ogaBaTi e3eTuMio
(cesektuBHMIT iHTIGITOP abCopOIlii XoJIecTepuHy B
TOHKOMY KHIIIEYHUKY) B 1031 10 Mr Ha 100Y;

3-# KpOK: Ipu HeZOCATHEHHI ITiThoBUX piBHIB XC
JITTHIIL 1o craturoTepariii Ta eseTuMiby ¢ qogaBa-
T inriGitopu PCSK9. BianosigHo 10 cy4acHUX €BPO-
MeNChKUX Ta MIKHAPOAHUX pekoMeHaamiil 3 12 pokiB
npu romosuroTHii CI mpusHavaerbest iHTIGITOP
PCSK9 - eBosiokymab migmkipHo 140 Mr xokHi 1Ba
TrxHI, a ipu rerepo3uroTHiil CI i3 18 pokiB MokHa
npustayary inribitopu PCSK9 eBosokymab miamikip-
Ho 140 mr Ta amipokymab miamkipao 150 Mr KoxKHi 1Ba
TipkHi. O6UABA NpernapaTy Ha TENepilHiil yac 1oope
3apeKoMeHIyBasu cebe y CBiTi, BOHM 0OH/IBA BKe 3ape-
€cTpoBaHi B YKpaiHi, a mepiimii i3 HuX, eBooKymao, 3
oceni 2019 p. Haziizie B anTeuHy MepexKy.

OcraHHiMH POKaMU BEIYyThCS PO3POOKH HOBUX
irri6iTopis PCSKY, saxi iH eKIlifiHO BBOAATHCS XBOPO-
My Bi 1 pady Ha 3—6 Mic, aje 1y MITPOKOTO 3aCTOCY-
BaHHSI BOHHU IIfe He peKoMeHpoBaHi. Pospobieri Ta-
KOXK HOBI MeIMKaMEHTO3Hi mperaparu, Taki sk Jlo-
mitanig (cxBasenuitt FDA, EMA ) ta Minomepcen
(cxBanennit FDA).

Jlomiramin — 11e mepopasibuuii inribirop MTP
(microsomal triglyceride transfer protein — mikpoco-
MaJIbHUiT OLIOK, KMl HEepeHOCUTh TPUIJIIEPUIN).
MTP soxanisyerbcst B €eHJ0NIa3MaTUYHOMY PETUKY-
JIyMi KJIITUH TEYiHKM 1 KUIIEYHUKA Ta TIEPEHOCUTD
TPUTJHIEPU/IH, AKi CAYTYIOTh CyOCTPATOM CHHTE3Y i

O.l. Mityenko Ta cnisasT.

ceKkpelrii JinompoTeiHiB /ysKe HU3bKOI NIIJbHOCTI, SIKi
€ ontepeuukamMu cuatedy XC JITTHIII,

Minomepcen — antucmuciaosuii 20-mipHUit oJ1i-
TOHYKJIEOTU/l, SKUU 3B’SI3YETHCI 3 MECEHKEPOM
KoMmITeMeHTapHoi mocaizoBaocti PHK, mo komye
61JI0K aroB, mepeIKopKaoyn, TAKMM YUHOM, O10CHH-
Te3y anoB, 110 3HaYHO 3HUIKYE MTPOAYKIIIO 1 CEKPeliio
JITIONPOTEIHIB JIysKe HU3bKOI HIIJIBHOCTI.

Oo6uasa 11 mpemapaty, sk Jlomitamia, Tak i Mi-
MTOMEPCEH, 3aHa/TO JOPOTO KOMITYIOTh i MafoTh 6araTo
no6iYHUX eeKTiB, TOMY IUPOKOTO 3aCTOCYBAHHS HE
3100yIH.

KniHiyHmii BUNnagok roMo3mroTHoi ciMemHoi
rinepxonecrepuHeMii

[Toka3zoBUM KJIIHIYHUM TPUKJIAJIOM € BUIAJ0K
CIMENHOI TOMO3UTOTHOI TilepXoJiecTepuHeMii y XBO-
poi l., 1977 poxy HapomKeHHs, STKa CIIOCTEPITAETHCS
y Biggiai aqucainigemiit HHIL «Iuctutyt kapaiosnorii
imerni akag. M./[. Crpaxkecka» HAMH VYkpainu 3
rpyaug 2016 p. 3 mpuBoxy miarnosy: IXC, crernokap-
nis manpy:xenns [11 ¢pynxiionansHoro Kiracy, kapio-
CKJIepO3, mocTiitHa ¢opma GibpusLii mepeacepib,
TaxiCUCTOJIYHUI BapiaHT, aTePOCKJIEPO3 KOPOHAPHUX
aprepiii (koponaposertpukyaorpadis 2015 p., 6ara-
TOCYZAMHHUI TEMOJMHAMIYHO 3HAUYyIIUNA aTepoCKJie-
PO3: TepeaHs MIKILIYHOYKOBA TijiKa, 00BigHa riaKa
JIiBOI KOpOHapHOI aprepii, mpaBa KOpOHapHa
aprepist — 80-90 %). [omo3surorHa cimeiina rinepxo-
JiectepuHeMisi. BupaskeHa MiTpajbHa HEJOCTATHICTb.
Tpukycnifanbua HegocTaTHiCTh. [iapoTopakc. [iapo-
nepukapa. Actiut. CepiieBa HemoctaTHicTh IIB cTamii.
IV dyukmionanpauit kmac 3a NYHA.

Y kJiHiYHIA KapTUHI MHOXWHHI KCaHTOMU Ha
pykax i Horax 3’sdBWJMCS Y Billi 4 pOKiB. Ymepie
piBenb 3XC 21,7 mmonn/n Busnadeno y 1989 p. y Bitti
12 pokis. IIposeneHo remocopbiuito. Tinosmimigemiy-
Huii eext OyB HerpuBkuil. CiMeiiHa icTopist — crap-
1Ia cecTpa, i3 KCAaHTOMATO30M Ta aHAJIOTTYHUM piBHEM
3XC, pantoBo moMepJIa TMiATITKOM Ha AUCKOTell. Ha
aBTOTICIi B CECTPU — aTEPOCKIEPO3 KOPOHAPHUX CYIIH
i kamprmdikarisa xkaanadis aoptu. Xsopa /. y Bimi 17
pokiB (y 1994 p.) mana pierb 3XC 15,6 MMoJib/1 i
pisenp XC JIITHIIL 15,5 mmoab/a. JlikyBajacst Ha
TOW yac MepiofgnyHo eHTepocopOeHTOM i (hibpaTamu.
Cran xBopoi pi3ko noripmues y 2014 p., koau B ipo-
1eci CTPIMKUX TIOJIOTIB KJIIHIYHO MaHidecTyBatn
MiTpajibHa HEelOCTATHICTD 1 JiereHeBa TilepreHsis. Y
2015 p. 3a manumu KopoHaporpadii aiarHOCTOBaHO
aTEPOCKJIEPOTUYHE YpasKeHHs KOPDOHApHUX apTepii 31
crerozoM 80-90 %. Bix mpoBeneHHsT aOpTOKOPOHAP-
Horo myntyBanns (AKIT) y 2015 p. yrpumanacs. Ha
MOMEHT HAJXO/KEHHS 10 BiJUIy AucHinmijieMiil y
rpyani 2016 p. Ta moBTopHO y ciuni 2017 p. cran XBO-
poi OyB TSIKKKMM, CHJIbHA 3ajlyXa, TIPH HAMEHIIOMY
Hanpysxkenni, Ha EKT — ¢ibpuisiis nepeacepib,
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Strazhesko Cardio Inst

. ~MITRAL VALVE

[300mA 120KkV|

) Y SN 2017 12:19:57
Puc. 4. Xeopa ., 39 pokis. KanbumHos gepopmosa-
HUX MITPAJILHOTO TA AOPTANIBHOIO KIAMNAHIB, KAMbLM-

dikauis nepepHboi MixwnyHoukosoi rinku JIKA ta
MKA.

86.1mm LGl

acIUT, 3acTiii y JereHsx. JlereHeBa rimepTeHsis —
100—115 MM pT. cT. 32 JAHUME KOMIT IOTEPHOT TOMO-
rpadii — BUpa)KeHU aTepoCcKIepo3 i Kaabliudikallis
BCiX KOPOHApHUX CYIWH i KJjamaHiB cepus (puc. 4).
Xsopy B soromy 2017 p. 6ysi0 ckepoBaHO /10 Xipyp-
rivnoro crarionapy, ne iit mposeau AKIII, mractuky
JIIBOTO TIepeficep/id, 3aMiHy aOpPTaJbHOIO Ta MiTpaJib-
Horo kJamaHiB. IIpoTe piBHI JiMiAIB MJ1a3M1 KPOBi Ha
TJIi MOHOTEpAIIi CTaTHHAMHU 1 BiICYTHOCTI e3eTUMibYy,
akuit y 2017 p. 3HUK 3 (papmMarieBTUYHOTO PUHKY B
Ykpaini, ctanu cTpiMko 3pocratd i ctanoBun: 3XC
21,39 mmons/a 1 XC JIITHII 19,66 MmMoms /1.

Came 3 11bOTO KJIIHIYHOTO BUMAJAKY PO3NOYAIacs
TicHa cHiBOpand 3 iHII[laTUBU BiAJLIY AUCIMigeMini
HHII «IactutyT xapaionorii imeni akan. M./I[. Ctpa-
keckay HAMH VYkpainu 3 mpoBimHUMHM KITiHiKaMu
€sponu Ta CIIA i 3ayyyeHHs yKpaiHChKUX XBOPYX i3
CI' 1o MiXHapOAHUX HAYKOBO-IOCJiTHUIIBKUX IIPO-
TOKOJIIB JIiKyBaHH: ToMo3uroTHOI CI, B IKUX cyuacHe
Jlopore JIiKyBaHHSI i3 BUKOPHUCTaHHSM iHTi6iTOPIB
PCSKY9 crano poctymunM 7151 YKPaiHCBKUX XBOPUX
6eskommToBHO. Ha choroziti XxBopa oTpumye KoMOiHa-
nito cratuHa Ta in'ekuii inribiropa PCSKY9. Pisenb
3XC i XC JIITHIII 3apa3 maif:ke HOpMaIi30BaHO.

3 MeToIo cTaHAapTu3aliii Ta yHidikamii giaraoc-
TUYHUX i TIKyBampbHUX miaxoniB y 2017 p. 3amoyaTko-
BAHO CTBOPEHHST YKpalHChKOTO peecTpy xBopux i3 CI.
Ha 1eii yac YkpaiHCbKui peecTp dK HalliOHAJIbHUMN
¢parmenT marienTis i3 CI yBili1I0B 10 MiXKHAPOTHOTO
peectpy ScreenProFH Ta eBpormeiicbkoro peectpy

Kongnixmy inmepecis nemae.
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EAS-FHSC [7] i3 3amy4eHHAIM PeTiOHAIbHUX JIiTTi/I-
HUX IEHTPiB B YKpaiHi, B KoMy 6GepyTh y4acTh
5 HaykoBux 0a3: 2 teHtpu B Kwuesi, 2 1eHTpu B
Xapxkosi ta 1 nentp B IBano-Mpankisebky. Ha Tpa-
Beub 2019 p. B Ykpaincekuit peectp xBopux i3 CI
ysiiimos 171 marienr i3 CI, giarHos kotpum 0yJio
Bepr(iKOBaHO 3a KpuTepisMu Mepe:xi romaHICbKux
mimiganx xkainik (DLCN), y 18 xBopux i3 XC JIITHII]
norax 13 MMoJb/s1 GyJI0 BCTAHOBJIEHO TOMO3UTOTHY
CI' i miagrBepmkeHO reHeTuyHo B 15 BuHIajgkax.
Kniniuyauii miarnos rereposurornoi CI' Bctanosiio-
€TbCS HA OCHOBI CIMEHOTO aHaMHe3y rilnepxoJecte-
putemii a6o possutky panuix CC3, aHamHesy marti-
eata moxao CC3, a Takok Ha TijacTaBi PiBHS
XC JIITHII ronax 5 MMoJib/J1 32 BiZICyTHOCTI JiecTa-
6imizoBanoi KOMOPOGIAHOI MATOJIOTI], sika MoXxe OyTU
MIITPYHTSIM BTOPUHHUX JTACTITT/IEMiid.

OcobauBictio Ykpaincbkoro peectpy i3 CI
MOKHA BBa)KaTU 3HAYHE IePEeBaKAaHHS B HbOMY
xkinok (76,0 %), yonoBiku cranoBunu 24,0 % XBo-
pux. XapakTepHUMU O3HAKAMU JIOPOCJTIOr0 KOHTUH-
TeHTYy XBOPUX € BiJITHOCHO MOJIOJUHU BiK Malli€HTIB
((42,2+2,3) poky B uoJioBiKiB, (46,9+1,5) poky B
JKIHOK) Ta HasgBHICTH CIMEHOTO aHAMHE3Y 3aXBOPIO-
BanHsA (panHiii pozsutok CC3 y poxnuis 1-i simii)
Ta rinepxoJiecTepuHEMil B POANYIB, 1O BUSBJISIOTh-
cst B 100 % y wosoBikiB ta B 95,0 % y sxiHOK. Y BCix
MAIli€HTIB Bifi3HAueHO paHHINT po3Butok CCJ3 (B
YOJIOBIKIB — Y Billi MeHIIIe 55 POKIiB, y JKIHOK — Y BiIli
mennre 60 pokis). HasiTe msa BigHOCHO MOJIO0TO
Biky martienTis i3 CI xapakrepuum € 100 % BusiBien-
HS1 aTE€POCKJIEPO3y COHHUX apTepiil Ta CTaTUCTUYHO
3Hauyie OiblIi 3HAYEHHsI TOBIUHU KOMILIEKCY
iHTMMa — MeJia 3arajbHOi COHHOI apTepii
((1,70£0,09) mm).

BNCHOBKW

BpaxoBytoun TO# (akT, MO cepreBo-CyANHHI
3aXBOPIOBAHHS CIIPUYMHSIIOTH OJM3bKO 67 % cMmepTeit
B YKpaiHi, a IOUIMPEHICTh TillepXoJecTepUuHeMiid,
BUSIBJICHUX HAMU B YKPAiHCBKOMY THOIYJAI[IAHOMY
NOCTi/PKeHH], CTaHOBUTH 70 % NOPOCIOTO HACEJIEHHS,
To 1mpobjeMa AucHimizeMii i, ocobauso, mpodaema
ciMeifHMX rimepxojiecTepuHeMill, K HaibiabIIl 3a-
TPO3JIMBOTO BapiaHTa 3MiH JIITITHOTO CIEKTPa € aKTy-
AJIbHOIO B YKpaiHi, 4K 1 B 1IyloMy cBiTi. MakcumanbHa
moiH(OPMOBaHICTh JIIKApiB 1 MAI€HTIB, a TaKOX
BIIPOBA/’KEHHS /IaTHOCTUYHUX Ta JIiKyBaJbHO-TIPO-
(pimakTHIHUX TIPOrpaM IOA0 CIMEHHUX TillepXoJecTe-
punemiti y MO3 Ykpaiau Moke 3HAUHO MOTIMITATH
CTaH 37/I0POB’ST HACEIEHHS.

Yuacmv asmopis: konyenyis i npoexkm cmammi, anaiis Kiiniunozo eunadxy, nanucanmus cmammi — O.M.;

oensd mimepamypu — O.M., B.P, HY., K.T.
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CemeiiHas runepxonecrepuHeMusi: STMONATOreHe3, AUArHOCTUKA, JIeYeHUe U COCTOSIHUE Npo6nembl
B YKpauHe

E.N. Mutyenko, B.HO. PomaHos, H.H. Yynaesckas, E.A. TuMoxosa

Y «HaumonanbHbii HayuHbil ueHTp “UnctutyT kapanonormm umenn akaa. H.I. Crpaxecko” HAMH Ykpaunei», Kues

Cemeitras runepxonecrepuremus (Cl) — ogHo 13 Hanbonee pacnpoCTpAHEHHbIX, QyTOCOMHO-LOMUHAHTHO HOCHEA-
cTBeHHbix 3a60nesanuit yenoseka. Yawe scero Cl BbI3bIBAETCA AOMUHAHTHON MyTALMEN FE€HA, OTBETCTBEHHOIO 30 CUHTES
MEeMBPAHHBIX PELEenTOPOB K NMnonpoTenHam Huskon nnotHocti (JITHM), kotopeie yaansior JINHIM us nnasmer kposu. B
pe3ynbTaTe Yy N1l C MyTAUMENR AAHHOMO reHa C POXAEHUS 3HAUYUTENBHO MOBbILLEH YpoBeHb xonectepuHa JIMNHI 8 kposu.
Cl onocpepnyet yckopeHHOEe PA3BUTHE CEPAEYHO-COCYANCTIX 3060M1EBAHMI ATEPOCKIEPOTUYECKON NPUPOLabl, 0COBEHHO
nwemmnyeckoin 6oneshmn cepaua (MBC), nostomy yposeHb cepreyHo-CoOCyaMCTON CMEPTHOCTM B MOMYASLMM TAKMX BOMbHBIX
O4Y€eHb BbICOK. B CTATb€ CKOHUEHTPUPOBAHO BHMMAHME HA TOM, HTO OCHOBHAA Yyrpo3a 3TUX NIUMHUOHBIX HOpyLIJeHVI;I 3AKMO-
4OETCS B PAHHEN U BLICTPOM MHULMALMM ATEPOCKIEPOTUHECKMX MOPOXKEHMI KOPOHAPHLIX COCY0B: Y NALMEHTOB C reTepo-
aurotHon CI ¢ yposrem obuiero xonectepura 8—15 mmons/n MBC obbiuno paseusaetca B Bospacte no 55 u 60 ner,
TOrAA KAK Y FOMO3UrOTHBIX NALMEHTOB C ypoBHem obuiero xonectepuHa 12-30 mmons/n MBC manudectmpyet B Hauane
XWU3HU, U €CIIM OCTAETCS HENEYEHHOM, TO cMepTb HacTynaeT yxe B Bodpacte go 20 net. OxapakTepusoBaHb OCHOBHbIE
FEHETUYECKME HOPYLLEHUS MPK CEMEMHOMN TMMNEPXONECTEPUHEMMM U YACTOTA UX BbiSiBREHUs B nonynsaumu. [puseaeHs onpe-
LENeHUs BAPUAHTOB KIMHUYECKOTro CKpuHmHra npwu Cl: TapreTHoro, onnopTyHUCTUYECKOTO, YHUBEPCANBHOTO, KACKALHOTO.
Mpencraenen passepryToiit Bua amarnoctukn CI no kputepuam cetm ronnanackmx knmuuk (Dutch Lipid Clinic Network —
DLCN). OcseLueHbl OCHOBHbIE MPUHLMMEI HEMEAMKAMEHTO3HOTO M TPEXLLATOBOro MeankameHTosHoro nedenms ClI. Takxe
npMBeneH KuHKU4eckui ciyuai romosurotHon Cl ¢ yuetom ocobenHocTel Tedenns 3a60nesaHms, pesynstaTos nabopa-
TOPHbIX U MHCTPYMEHTASbHBIX MCCNEAOBAHUI M NO3TAMHOIO neyeHus B otaene aucnmnuaemmit HHL, «MHctutyT kapavono-
rmn mmenn axkag. HI. Crpaxecka» HAMH Ykpauns. [Npeacrasnexsl snuaeMmonornyeckme AaHHbIE NMPOBEAEHHOrO
YKPAUHCKOTO MOMYASLUMOHHOMO MCCNENOBAHMS OTHOCUTENLHO BO3MOXHOM pacnpoctparerHoctn CI B Ykpaune. [Mpuse-
AEH NpefsapuTenbHbIi aHanms YkpanHckoro peectpa 6ombHbix ¢ Cl B ka4ecTse HOLMOHANBHOTO GPATMEHTA MEXAYHA-
poaHoro permctpa ScreenProFH 1 Esponerickoro peructpa EAS-FHSC.

Kniouesble cnosa: ceMeiHas runepxonecTepuHeMms, KIIMHUIECKUIA CKPUHWMHT, AUATHOCTUKA, SIMMMGOCHUXAIOLLASA TEPANMS.
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Familial hypercholesterolemia: etiopathogenesis, diagnosis, treatment and state of the problem
in Ukraine

O.l. Mitchenko, V.Y. Romanov, N.M. Chulaevska, K.O. Timokhova
National Scientific Center “M.D. Strazhesko Institute of Cardiology” of NAMS of Ukraine, Kyiv, Ukraine

Familial hypercholesterolemia (FH) is one of the most common, inherited autosomal dominant diseases. Most often, FH
is caused by dominant mutation of the gene, responsible for the synthesis of low density lipoprotein (LDL) membrane
receptors that remove LDL from the blood plasma. As a result, individuals with a mutation of this gene from birth have a
significantly increased level of cholesterol LDL in the blood. FH mediates the accelerated development of cardiovascular
disease of atherosclerotic genesis, especially coronary heart disease (CHD), so the level of cardiovascular mortality in the
population of such patients is exiremely high. The article focuses on the fact that the main threat of these lipid disorders is
the early and rapid initiation of atherosclerotic lesions of coronary vessels: in patients with heterozygous FH with a total
cholesterol level of 8—15 mmol/I, CHD usually manifests up to 55 and 60 years, whereas in homozygous patients with a
total cholesterol level of 12-30 mmol/I, CHD manifests at the start of their life and if left untreated, death occurs by the
age of 20 years. The major genetic disorders in familial hypercholesterolemia and the frequency of their detection in the
population are characterized. There are definitions of clinical screening options for FH: targeted, opportunistic, universal,
cascadic. A comprehensive view of the diagnosis of FH according to the Dutch Lipid Clinic Network (DLCN) is provided.
The basic principles of non-medication and three-step medication treatment of FH are presented. The article presents a
clinical case of the homozygous FH taking into account the peculiarities of the disease course, the results of laboratory
and instrumental studies and step-by-step treatment in the department of dyslipidemia of M.D. Strazhesko Institute of
Cardiology of NAMS of Ukraine. The epidemiological data of the Ukrainian population survey on the possible prevalence
of FH in Ukraine are presented. The preliminary analysis of the Ukrainian registry of patients with FH as a national
fragment of the international ScreenProFH Registry and the European Register EAS-FHSC is provided.

Key words: familial hypercholesterolemia, clinical screening, diagnosis, hypolipidemic therapy.





