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Pesiome

HecmoTps Ha ycnexu Kapavonorum, cepaeuyHo-cocyfmcTble 3a6oneBaHus, B YaCTHOCTU
nwemMmmyeckas 6onesHb cepaLa, NPOLOKAT 0CTaBaTbCA OCHOBHOWM NpUYMHON 3abone-
BaemMoCTV B 6GONbWMHCTBE CTPaH MUpa, B ToM uncne B Poccun n benapycn. BHeppeHune
METOAUK XMPYPrMYeCcKon peBacKynapusaunyM MuokKappa ynyylmno pesynbTatbl nede-
HMA OCTPbIX U XPOHNUYecKx Gopm KopoHapHo 6onesHn cepaua. CnegytoLleit CTyneHbo
ynyulleHnA 3TUX NoKa3aTenen AoMKHa CTaTb KauecTBeHHasa NnpodunakTmka cepaeyHo-co-
CyancTbIX 3aboneBaHunii, acCOLMMPOBAHHbIX C aTEPOCKNepo30M. BaxkHow 1 He Bceraa Bo-
BpEeMs BbIABASEMOWN NPUUNHOWN PaHHEro PasBUTMA KOPOHAPHOIo aTepocKieposa ABMA-
t0TCA reHeTnYeckne GpakTopbl, @ UMEHHO ceMelHas rnnepxonecteprHemus. B otcyTcTBue
CBOEBPEMEHHO HAYaToOro JsleueHnsa NPOrHo3 Takux MauneHToB ABASETCA HebnaronpusT-
HbIM BBUAY PaHHEr0 Pa3BUTUA MHDAPKTOB C NoCneayioLLen MHBanuan3aLmnen v paHHen
CMepTblo. B cTaTbe onucaH KNMHUYECKMI ClyYvail TAXKENON reTepo3nroTHON ceMenHom
runepxonecteprHemMun y 36-eTHero My>kurHbl, NpUBeAeHbI pe3ynbTaTbl ero nabopatop-
HbIX U UHCTPYMeHTasIbHbIX 00CneloBaHN 1 UTOMW 7-NIeTHEr0 MeMKaMeHTO3HOro feye-
HUA.

KnioueBble cnoBa: cemeliHaa runepxosiecTepuHeMnsa, ueMmyeckas 6onesHb cepaua,
KOPOHapPHbI aTepOCK/epo3, annpoKyMab, KoppeKuma runepannmuaemMmmnm
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Abstract

Despite the advances in cardiology, cardiovascular diseases (in particular, coronary heart
disease) continuetobethe main cause of morbidity in most countries of the world, including
Russia and Belarus. The introduction of methods of surgical myocardial revascularization
has improved the results of treatment of acute and chronic forms of coronary heart
disease. The next step in improving these indicators should be the qualitative prevention
of cardiovascular diseases associated with atherosclerosis. An important and not always
timely detected cause of the early development of coronary atherosclerosis are genetic
factors, namely, familial hypercholesterolemia. In the absence of timely treatment, the
prognosis of such patients is unfavorable due to the early development of heart attacks
with subsequent disability or early death. The article presents a clinical case of severe
heterozygous familial hypercholesterolemia in a 36-year-old man, the results of his
laboratory and instrumental examinations and the results of a 7-year drug treatment.
Keywords:familial hypercholesterolemia,coronary heartdisease, coronaryatherosclerosis,
correction of hyperlipidemia

B BBEJEHWE

CemeliHana runepxonecteprHemns (CMXC) aBnaeTtca Hambosiee 4yacTol MOHOreHHOM
HacneaCTBEHHOW NaTonornen cpegm yenoeyectsa [1]. o oueHKam pa3nnyHbIX aBTOPOB,
pacnpocTtpaHeHHocTb CIXC cpeau pa3nuyHbIX HapOAOB CyLECTBEHHO pasHUTCA. Tak,
HepaBHUN MeTaaHanu3 Toft-Nielsen ¢ coaBT. nokasan npegnonaraemyo pacnpocTpaHeH-
HocTb CI'XC B 3aBUCMMOCTI OT STHUYECKOW NPUHAANEXKHOCTM B Anana3oHe ot 0,25 (1:400)
[0 0,52% (1:192), npn 3TOM caMas BblCOKaa HabMOAAeTCs Cpeamn YePHOKOXMX, a caMasn
HU3KasA — cpeau as3matos [2]. CToNb HEOLHOPOAHbIE OLEHKNM B aNnaemuosnoruy 3abonesa-
HUA 06ycnoBfeHbl, NO-BUAUMOMY, Kak pasHOOOpPa3HbIMK FreHeTUYeCKMM 0COBEeHHOCTA-
MU Pa3fINYHbIX HAPOAOB, TaK 1 AOPOrOCTOALMMN reHETUYECKUMI aHann3amu, No3BossA-
oM BepudrLmpoBaTbh MyTaLmMm, OTBeTCTBeHHble 3a CI'XC. BHegpeHue B KNMHUYECKYo
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MaureHT ¢ XPOHMYECKM KOPOHAPHbIM CUHAPOMOM Y FeTePO3UTOTHOM CEMENHOW rnepxonecTepuHemMment:
OMbIT 7-N1eTHEro MeJUKaMeHTO3HOTO JIeYeHVA NP NO3AHEM BbIABIEHNN

NPaKTUKY AMarHOCTMYECKNX KpUTepUeB A NocTaHOBKM AnarHo3a CMXA — B nepByto oye-
peab Kputepues Simon Broome 1 cucTembl KpUTepreB ronnaHACKUX TNMUAHBIX KITVHWK
(TaK Ha3blBaeMbIX FONNAHACKMX KpUTEPMEB) — CYLLECTBEHHO YNPOCTUAN ANArHOCTUKY AiaH-
HOI natonoruu. Tem He MeHee HeONTUMasbHbIA CKPUHUHE U HU3Kas HAaCTOPOXXEHHOCTb
Bpayel Kak NepBMYHOrO 3BeHa 31PaBOOXPaHeHNs, TaK 1 CNeLmanncToB y3koro npoduna
NPUBOAAT K HecBoeBpemeHHOoM guarHoctuke CMXC 1 no3gHemy Havany ee neyeHums.

Yem Bbiwwe 1 fonblue (B COOTBETCTBUM C BO3PACTOM) COXPAHAOTCA HEKOPPUTMPOBaH-
HbIMW BbICOKME 3HaUYeHNA XonecTepuHa NMNonpoTenHOB HU3KoM nnoTHocTy (XC-JITHIM),
TeM TAXKeNee 6pems aTepoCKIepo3a, UTO 3aKOHOMEPHO HaXoAUT CBOE KIMHMYECKoe OT-
paxeHue B MynbT1dOKanbHOM XapaKTepe Nopa)eHna MHOIMX COCyAnCTbIX 6accenHoB B
6ONbLLIOM NpOLeHTe ClyYaes.

Huxe npepcTaBnaeTca KNMHNYECKUA NpUMep HecBoeBpeMeHHoN guarHocTnkm CMXC
C Pa3BUTMEM PAHHETO TAXKENOrO aTePOCKIEPO3a KOPOHAPHbIX apTepuii.

B KITVMHUYECKUNI CITYYAN

My>kunHa, 36 neT, npefcTaBuTeNb KaBKa3CKOW pachl, BNepBble nonan B none 3peHue
Hallero cocyucToro LeHTpa B filekabpe 2016 1. C KNMHUKOW CTEHOKapAMMW ManblX Harpy3oK
(I dyHKLMOHaNbHbIN Knacc). HecmMoTpa Ha NPOrpeccMBHOE CHUPKEHME TONEePaHTHOCTM K
bU3nYeCKUM Harpyskam 1 KIIMHUKY TUMNYHBIX aHIMHO3HbIX 6onel, NaLuueHT, BepOATHO B
CUNly MOJIOA0ro BO3PAacTa, He Nnonagasn Ha npuem K Kaparonory B pamkax npopocMoTpoBs
N caM He accouummnpoBasn cobCcTBeHHble anobbl ¢ MaTonornen cepaeuHo-cocyancTon cu-
CTEMbI.

MauneHTy Obina BbINONHEHa KOpPOHapHasA aHrmorpadus, Kotopas BbliBUIA MHOMO-
YPOBHEBOE NopakeHne BCex BEHEUHbIX apTepuii 6e3 Hannuna Kakon-nmbo TexHnYecKom
BO3MOXKHOCTY ANA XUPYPruyeckor peBackynapusaumm mmokapaa (puc. 1).

KpaiHe Taenbln KOPOHapPHbIN aTepoCcKnepo3 B 36-7ieTHEM BO3pacTe Tem He Mme-
Hee BMoOMHe OOBACHMM BbIPaXKEHHOW ANCAUNMAEMUEN: YPOBEHb 06Llero xonectepu-
Ha (OX) 12,16 mmonb/n, xonecteprHa NUMNOMNPOTENHOB HU3KOW nnoTtHocTu (XC-JIMHI)
9,81 MMonb/n, XxonectepuvHa NMMNONPOTEUMHOB BblcOKOW nnotHoctu  (XC-JIMBIT)
1,04 mmonb/n, Tpurnnuepugos (T) 2,1 mmonb/n, nunonpoTtenHa (a) 32 mr/gn. N3 gonon-
HUTENbHbIX KOPPUrpyeMbix GaKTOPOB prcKa y NaLeHTa 0TMeYanoch KypeHue 1 oxmpe-
HMWe C HAEKCOM Macchl Tena 32 Kr/m2,

Puc. 1. KopoHapoaHruorpadus
Fig. 1. Coronary angiography

852 "Cardiology in Belarus', 2023, volume 15, N2 6



KnnHunyecknin cnyvan
Case Report

Kpome TOro, y»ke Ha MOMEHT NepBMYHOrO OCMOTPa Y NauMeHTa AUarHOCTUPOBaNnCh
Knaccmyeckne npmsHakm CIXC: nunompHaa fyra porosulbl, CyXOXWibHble KCaHTOMbI
(pnc. 2). TakKe B aHaMHe3e »KM3HW MaLUMeHT COOoOLMN O HEOQHOKPATHBIX KOCMeTnYe-
CKMX onepaumax no yaaneHuto KcaHTenasm Ha Bekax 06oux rnas 1 iMnom nokKTeBon 06-
nactu (puc. 3). OTel, nauymneHTa ymep BHe3anHoO B Bo3pacTe Ao 45 net, a y matepu nauum-
eHTa gucnunugemuna ¢ yposHem OX 10 mmonb/n. CornacHO roanaHACKUM KpUTepuam,
y nauueHTa Ha MOMEHT NMepBMYHOrO KOHTaKTa cymmupoBanocb 17 6annos (8 6annos
3a XCJIMHM>8,5 mmonb/n, 6 6annoB 3a CyxOXWSibHble KCaHTOMbI, 2 6anna 3a paHHee
pa3sutme MBC 1 1 6ann 3a Bbicoknii yposeHb XC-JIMHI y maTepw), To ecTb «onpeaenex-
Hasa CMXC».

Puc. 2. KcaHToma axunioBoro cyxoxuwnmns
Fig. 2. Achilles tendon xanthoma

Puc. 3. Py6ubl OT XMpypru4eckoro ne4eHus Annom noKTeBbix obnacren
Fig. 3. Scars from surgical treatment of lipomas of the elbow areas
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MaureHT ¢ XPOHMYECKM KOPOHAPHBIM CUHAPOMOM 1 FeTEPO3UTOTHOM CEMENHOW rnepxonecTepuHemMment:
OMbIT 7-N1eTHEro MeJUKaMeHTO3HOTO JIeYeHVA NP NO3AHEM BbIABIEHNN

Kak y»e 6bl10 yKa3aHO Bbllle, NauneHTy Obiflo OTKasaHO B MPOBeAeHUN KaKk upe-
CKOXHOIO KOPOHAPHOro BMeLLaTeNbCTBa, Tak 1 onepauumn KOPOHapHOro WYHTUPOBaHMWA
BBNAY MPOTAXEHHOrO MHOrOYPOBHEBOIO MOPaXXeHWA NIEBOr0 1 MPaBOro KOPOHApPHOro
6acceHOB C KpaiHe NCTOHYEHHbIM AKCTanbHbiM pycnom. [Mpu ganbHelwem obcnenoBa-
HUW reMoAMHAMMNYECKN 3HAUMMOrO NOopPaXKeHUA APpyrMx cCoCyancTbix bacceinHoB — bpaxu-
ouedanbHOro NN apTeEPUN HAMKHNX KOHEYHOCTEN — BbIABIEHO He ObIS10, UTO, BEpOATHeE
BCEro, CBA3aHO C MONOAbIM BO3pacToM nauueHTa. MNauneHTy 6bina nocteneHHo nogobpa-
Ha MaKCMManbHO BO3MO»KHas, C YY4EeTOM YPOBHelN apTepuanbHOro AaBneHusa 1 4acToTbl
cepaeyHbIX COKpaLleHu, rmnoannuaeMmnyeckasn, aHTMaHrMHanbHaA 1 aHTMarperaHTHas
Tepanua — po3ysacTaTtuH 40 mr, 33eTumn6 10 mr, annpokymab 150 mr 2 pa3sa B mecaL, 6u-
conponon 2,5 mr, Knonuaorpen 75 mr (y naumeHTa gncnencma Ha npuem auetuncanmum-
NOBOW KNCNIOTbI), CKOPPEKTMPOBaHbI BCe MoanduLpyemble pakTopbl pucKa (MmeBLIvecs
Ha MOMEHT NePBUYHOr0 MNOCTYMNNIEHNA KypPeHWE N OXKNPEHME), ONTUMN3NPOBAHbI NUTaHWe
1 dbusnyeckmne Harpysku.

Henb3a oTaenbHO He OTMETUTL PONb KoppeKuun mogubuumpyembix ¢pakTopoB pUcka
B KOMIMJIEKCHOM fleyeHnn naumeHTa. lNepBoHavyanbHO NauWeHTy Ha3Hayanucb cpegHue
[03bl 6eTa-6510KaTOPOB (6UCONPONoN 5 Mr) B coyeTaHnn ¢ neabpagmHom (5 mr 2 pasa B
CYTKM) AnA BoCTvxeHmA tenesbix 3HaveHnn YCC. OgHaKo No Mmepe CHMKeHMA Macchbl Tena
Ha 13 kr go VIMT 27 kr/m?* Ha poHe cobniofieHna aneTbl 1 perynapHbIX BENOTPEHPOBOK B
NnocTeneHHO HapacTaloLWmxX Harpy3kax (4O NoABNeHNA CMMNTOMOB CTEHOKapAnn) yaanochb
[OCTUTHYTb KoMbopTHOM ana nauneHTta YCC B gnanasoHe 60-70 B NoKoe Ha MOHOTepa-
nun buconpononom 2,5 mr. MpefcTtaBnaeTcs, Uto perynapHble Gusryeckmne HarpysKkum cno-
cob6CcTBOBaANM ONTUMK3ALMM KOJINaTepasibHOro KPOBOOOPaLLEeHNS, YTO B UTOre MPUBENO K
CHUXeHMo QYHKLMOHaNbHOrO Kacca CTeHoKapanu.

Ha ¢oHe nposogumon runonvnupaeMmyeckon Tepanuu y MaumMeHTa Mo COCTO-
AHMIO Ha wionb 2023 1. JOCTUTHYTbI Chegylolwmne nokasatenu nunugHoro npoduna:
OX 2,88 mmonb/n, XC-JIMHI 1,54 mmonb/n, XC-JINBI 1 mmonb/n, TI' 1,38 mmonb/n npun
HOPMaJsbHbIX 3HAYEHUAX MEYEHOYHbIX TPaHCaMMHa3, FoKOo3bl 1 KpeaTHOCPOKMHA3bI.

14
12,16
10,5 PO;::?;;Z??:SI:M PosysactatuH 40 mr
Po3ysacTaTit 40 mr Anmpokymab 150 mr dserumu 10 vr
S3eTUMu6 10 Mr PosysacTaTi 40 mr Annpokymat 150 mr
7 PosysactatnH 40 mr PosysacTaTiiH 40 mMr
4,79 5,75 33eTumMK6 10 Mr 33eTvimMn6 10 mMr
Anvipokymab 75 mr Anupokymab 150 mr
3,33
3,3 4,19 2,26 2,88
35
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1,98 ! 1,54
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12.2016 04.2017 06.2019 09.2019 02.2021 04.2022 07.2023
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Puc. 4. AnHamnka nunnpos Ha ¢poHe Tepanun
Fig. 4. Dynamics of lipids during therapy

854 "Cardiology in Belarus', 2023, volume 15, N2 6



KnuHnueckun cnyyai
Case Report

JvHamurKa runonunugemMmnyeckor Tepanumn 1 nokasartenen NMNMAorpaMmMbl NpeacTas-
neHa Ha puc. 4. B HacToALMIA MOMEHT NaLMeHT NMeeT CTeHOKapauto Ha ypoBHe | dyHK-
LIMOHaNbHOro Knacca.

C yyeTOM OTArOLEHHOro CEMEeNHOro aHaMHe3a CO CTOPOHbI Kak OTLa — CMepTb B MO-
nofoM BO3pacTe, Tak Y MaTepu — Taxenaa AUcMnuaemMms, UMenocb nojo3peHne Ha Ha-
nuuve y nauymeHTa romo3surotHon CIXC (nnbo KomnayHAHOM MyTaumm). B cBA3M ¢ 3Tum
B 2022 r. naymeHTy 6bl1 NPOBEAEH reHeTUYeCcKuin aHanm3. PesynbTtat — B nccnegyemom
obpasuye [HK BbifsiBNeH BapuaHT HYKNeoTMAHOW nocnefoBaTenbHOCTM B reHe LDLR
(Chr19:11222190, rs755449669, NM___000527.5:c.A1061G:p.Asp354Gly) B retepo3u-
rOTHOM COCTOAHUN (MCCnefoBaHMe NPOBOAMIOCH Ha npubope lllumina MiSeq meTogom
CEeKBEHUPOBaHUA HOBOMO MOKONIEHNA C MPUMEHEHMEM LieneBbIX NaHenen oboralleHns ¢
nocnepyouien Bepudurkalmen pesynsrata Metogom CaHrepa).

Taknm 06pa3om, B JaHHOM CJlyyae onuvcaH onbIT 7-NeTHero HabnogeHnA 1 yCrneLwHoro
neyeHns nauneHTa C XPOHNYECKMM KOPOHapHbIM CMHAPOMOM Y reTepo3UroTHON ceMeli-
HOW runepxonecTtepnHeMmen.

B OBbCYXIOEHWUE
JaHHbIN KNMHMYECKNIA NpUMep AeMOHCTPUPYET 2 BaxKHbIX Npobena B cucTeme 3apa-

BOOXpaHeHusA:

1) HepOCTaTOUHbIV OXBAT MEPBUYHOIO CKPUHUHIA CPeAm YCIOBHO 340POBOr0 HaceneHus.
MaumeHT ¢ ABHbIMM aGOPaTOPHBIMU U BHELUHUMW KNUHUYECKUMW NPY3HaKaMu Bblpa-
YKEHHOW QUCAUNMAEMUN JONTOe BPEMA HAaXOAWUICA BHe MoJie 3peHnsa cneumanncTos,
3aHMMaLMXCA NUNMaoNornen. B HacToalwee Bpema NUllb HEGOSbLLOE KOMNYECTBO
CTPaH B MUpPe CUCTEMHO 3aHMMaeTCcA paHHUM BblABneHnem nuy ¢ CMXC. Takum npume-
POM MOTYT CRY>KWTb, HanpuMep, Hngepnargbl. NporpaMmma reHeTUYeCKOro CKPUHNHIA
Ha CI'XC B HngepnaHgax, kotopas nposogunacb MMHUCTEPCTBOM 3[4paBOOXpPaHeHA
cTpaHbl € 1994 no 2014 r., npvBena K ABaguaTUIeTHEMY BbisiBIeHMIO He MeHee 1500
cnyvae CI'XC B rop [3, 4]. B Poccuiickon Qepepaunn BoiasneHne CMXC HOcuT ckopee
CnopagmnyecKkmin xapakTep 1 Yalle BCero y naLMeHToB C YXKe NMEeLWNMCA cepaeyHo-
cocypmncTbiMm 3aboneBaHmem. B utore npodurnakTrka Takux naLMeHTOB ABMAETCA yxe
BTOPWYHOW, @ HE NEPBUYHOMN, YTO CYLLECTBEHHO YXYALLAeT OTAANEHHbIe pe3ynbTaThl;

2) HUW3KasA HaCTOPOXKEHHOCTb cpeaun HaceneHusa npobnembl CMXC. B oTcyTCTBUE KNNHKYE-
CKMX NPU3HAKOB CTeHOKapAuKn (NoABfeHne KOTOPOW CBUAETENbCTBYET O HaIMUUN re-
MOLMHaMMNYECKN 3HAUMMOTO MOPAXKEHMA BEHEYHbIX apTEPUI) MONOAbIE NI0AN Peako
camocToATenbHO obcnenyloTCA Ha YPOBEHb NUMNLOB fa)e NP HaNMUYUK OTATOLLEH-
HOro CEMEeNHOro aHamHe3sa.

JleueHune naumeHToB ¢ CIXC gomKHO BK/oYaTbh B cebs HazHaYeHne MakCMMasbHbIX
[,03 BCeX AOCTYMHbIX NPenapaToB — CTaTUHOB B BbICOKOWHTEHCMBHbIX 4O3MPOBKaXx, 33eTu-
MK6a, a TakXKe HOBbIX MPenapaToB, BAUAIOWMX HAa YPOBEHb NPOMPOTENHOBOI KOHBEPTa3bl
CcyO6TUNM3NH-KeKkcuHoBoro Tuna 9 (PCSK-9), — anvpokymaba, 3Bonokymaba 1 MHKNMcupa-
Ha. ToNIbKO MpMMEHeHMe CTOMb arpecCUBHOIO MNoAxXoAa CNoco6HO NPUbAN3UTL K JOCTU-
»KeHuto ueneBbix 3HaueHuin XC-JIMHIT.

Kak BugHO 13 puc. 4, faxe Ha3HayeHune CTaTUHOB B ONTUMAaibHOM MaKCMManbHOM fo3e
1 33eTMnba cnocobcTBoBano cHuKeHuto yposHa XC-JIMHI 6onee yem Ha 50%. OgHako
no-HactoAwemy 3pdeKTUBHBIM MOXHO NPU3HATb NULIb TPONHY MMNOANNUAEMNYECKYIO
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OMbIT 7-N1eTHEro MeJUKaMeHTO3HOTO JIeYeHVA NP NO3AHEM BbIABIEHNN

Tepanuio, BKIOUaLLY B ceba MHIMOUTOP NPOMNPOTENHOBON KOHBEPTasbl CyOTUNN3NH-
KEKCMHOBOTO TuMa 9 — annpoKymab.

B 3AKJTIOYEHUE

Ha ceropgHAwHWI feHb, 6narogaps cyliecTBeHHbIM ycnexam B dpapmakonorum, CMXC
nepectana 6biTb 3a601eBaHNEM C MJIOXMM MPOrHO30M 13-3a NpPeXAeBPeMEHHO pa3BlBa-
IOLLIMXCA CEPAEUYHO-COCYANCTbIX 3a60/1eBaHN, NMPUBOAALLNX K CMEPTU UIN UHBaNNAM3a-
umnn. XoTa reHeTnyecknin gedekr, accoummpoBaHHbii ¢ CMXC, He nogaaeTca B HacTosLlee
BpeMmMsA MOMHOMY YCTPaHEeHMI0, COBPEMEHHas rmnonunuaemmyeckas Tepanusa nossonsaet
CYLLEeCTBEHHO 3aMefnuTb NpoLecChl MPOorpeccupoBaHna atepockneposa. [Npn cesoespe-
MEHHOM BbIAABNIEHUM (>kenaTenbHO A0 18 neT) 1 Havyane feyeHna NayneHTbl C reteposu-
rotHor CIXC cnoco6Hbl 4OCTUYb TaKOW »Ke NPOAOIKNTENIbBHOCTM XKIU3HU, UTO U Niua 6e3
Hee. OHaKO A/ peanusaunmn 4aHHOM KOHLENUUn Heobxoanmbl 3HaUMMble NU3MEHEHMA B
nepBYYHOM BbIIBAIEHW NaLMEHTOB C MyTauuamun reHa peuentopa JIMNHM, reHa anonuno-
npoteunHa B-100 1 reHa NponpoTeMHOBOW KOHBEPTa3bl CYOTUNN3MH-KEKCMHOBOTO ThNa 9.
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