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Pestome

B cTaTbe npeacTaBneHo KNIMHUYECKOe HabnoeHne
NaUWeHTKN C CEMEHOI reTepo3nroTHON rnnepxone-
CTepUHeMuel C peTPOCMEKTUBHLIM aHalIM30M fuHa-
MUKW pa3BUTUA faHHOro 3aboneBaHus. MauneHTKa C
TSXKeNbIM HapyLleHnem NMNUAHOro obmeHa obpatu-
nacb B UNUAHBIA LeHTP KeMepoBCKOro 06/1acTHOro
K/IMHWYECKOro KapAuonornyeckoro gucnaHcepa nme-
HU akagemuka J1.C. bapb6apalia, B KOTOPOM eii npo-
BOAWMACh ANArHOCTUKA U KOPPEKLUS HapYLUEHWUA nn-
nuaHoro obmeHa. MposefeHa oLeHKa No MonnaHACKUM
OMArHOCTUYECKUM KpUTepusM, B OCHOBE KOTOPbIX
nexar (PeHOTUMUYECKUE MPOSABNEHUSA TUNEpXonecTe-

PUHEMWUN, COBCTBEHHBIA 1 CEMEIMHbIA aHaMHe3, a Tak-
Xe reHeTudeckme aktopbl. Ans nayneHTKn B. obLuas
CyMMapHasi OLeHKa Mo FOAMaHACKUM KpUTepusM Cco-
cTaBuna 30 6annoB, YTO AenaeT ANarHo3 CEMeHOM ru-
nepxonectepuHemun (CrxC) B faHHOM K/ANHNYECKOM
cnyyae - onpefesneHHbIM. lMaumeHTKe OblIM Ha3Haue-
Hbl MakKC/MMa/ibHO MepeHoCMMble f03bl CTaTUHOB. Of-
HaKO BBUAY UX HU3KOI 3PEKTUBHOCTU leYeHNe BbINo
CKOPPEKTMPOBAHO B NM0/b3Y KOMOUHWPOBAHHOW rmmno-
AUNNLEMUYECKO Tepanuu.

KnoueBble cfoBa: CeMeliHas reTepo3nuroTHas ru-
nepxonecTepUHeMUs, AUCANUAEMUS, ULLIeMUYeckas 60-
nesHb cepaua.
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Abstract

The article presents the clinical case of a patient with
heterozygous family hypercholesterolemia with a retro-
spective review of the disease progression. The patient
with severe lipid metabolism disorder was referred to the
Center of Lipid Disorders at the Kemerovo Regional Clin-
ical Cardiac Dispensary n. a. Academician L.S. Barbarash.
The patient underwent selective screening according to
the Dutch diagnostic criteria comprising of hypercho-

lesterolemia phenotype, personal and family history, as
well as genetic factors. For patient N. the total cumula-
tive score by the Dutch criteria was 30. The diagnosis of
familial hypercholesterolemia (CGS) was confirmed. The
patient was given maximum tolerated doses of statins.
However, the statin therapy was switched to combined
lipidlowering therapy due to its low effectiveness.

Keywords: heterozygous family hypercholesterolemia,
dyslipidemia, coronary artery disease.
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CnunCOoK COKpaLLleHWIA:

All - apTepuanbHoe AaBfeHune

ACT - acnaptatammHoTpachepasa

AJIT - anaHMHamMuHoTpacgepasa

BCA - BHYTPEHHSAA COHHasA apTepus

BTK - BeTBb Tynoro kpas

eCIrXC - reTepo3nroTHas cemeiiHas runepxone-
CTepvHemus

MoCIMXC - roMo3nroTHas ceMeliHasi FTnepxonecTe-
puHemus

’XC - rnnepxonectepuHeMuns

3MDKA - 3agHAS MeXOKeNyL0vKoBas apTepus

MBC - nwemmnyeckas 60n1e3Hb cepaua

VM - nHdapKT Mnokapga

VMT - nHaekc macchl Tena

KAI" - KopoHapHas aHruorpagms

K®K - KkpeaTuHpochokmHasa

K®K-MB - kpeaTuHgpocthoknHaza MB-tpakums

JIKA - neBas KopoHapHasa apTepusa

JINBIM - (MNonpoTenHbl BbICOKON NAOTHOCTY

JINMHM - nMnonpoTenHbl HU3KO NNOTHOCTY

3a nocnegHne LecaTUNeTUs faHHble MHOTOYNCIEH-
HbIX UCCeA0BaHMWM yKa3blBatOT HA YBEIMUEHWE pacrpo-
CTPaHEHHOCTW HapyLUEHWIA NMMMAHOTO 0OMeHa, a Tak
XKe CBSA3aHHbIX C HUMUW 3a60/1eBaHUAMU CepLeYHO-CO-
CYLUCTON cuCTeMbl. PaHee OMpeaeneHo, YTo AUCannu-
Jemus ABnSeTCA OLHUM U3 NMAMPYOWNX (HaKkTopoB
puCKa CepAevHO-CoCYAUCTLIX 3aB0/1eBaHWIA, KOTOpbIE, B
CBOIO 0Yepeflb, ABNATCA NEPBOM NPUUNHON CMEPTHO-
CTV Y MHBaNMAU3aUnn B pa3BuTbixX cTpaHax [1]. B page
CNy4yaeB HapyLUeHWUs MMNUAHOT0 06MeHa CBsi3aHbl C Ha-
CNEeACTBEHHLIMWU MyTaLUMsAMMW B reHax, OTBETCTBEHHbIX
3a CuMHTe3 xonecTepuHa. CemeiHas runepxonectepu-
Hemus (CIXC) ABnsieTca Hambonee 4acToil MPUYMHOWA
NpexXAeBpeMeHHON CMepPTH OT MULLIEMUYECKOI 60M1e3HN
cepgua (MBC) n ogHUM K3 Hambonee pacrnpocTpaHeH-
HbIX HaCneACcTBEHHbIX 3ab0MeBaHWA, COMPOBOXAAHD-
L MMCS MOBbILLEHNEM YPOBHS X0N1eCTEPUHA TMMONPOTe-
WHOB HM3KOM nnoTHocTu (JIMHM) [2, 3]. B 6onbwnHCTBE
cny4aes CI'XC xapakTepu3syeTcs ayTOCOMHO-LOMUHAHT-
HbIM TUMOM HacNef0BaHNA, 1 B PeAKNX Cy4Yasx - ayTo-
COMHoOpeLeccrBHbIM [2]. PacnpocTpaHeHHOCTb reTepo-
3UrOTHOW (hopMbl B 06LLER NONyNsALMmM cocTaBnseT 1us
500 4enoBeK 1 romMo3nroTHOW gopmbl - 1 Ha 1000 000
HabnogeHwnii [2]. B Poccum pacyeTHOE YNCNO 6OMbHBIX
reteposuroTHoin chopmoii CIXC (reCI’XC) MoxeT co-
CTaBnATb 0Kono 287 000, romo3nroTHow hopmoli CIXC
(roCIrXC) - 150-300 60/bHbIX. OfAHAKO MCTUHHas pac-
NPOCTPaHEHHOCTb 3a60/1eBaHMS OCTAETCA HEM3BECTHOM.
HeBbicokasi ocBefomeHHocTb 06 CIXC cpeawn Hacene-
HUA 1 Bpayell COMPOBOXAAETCA KpaiiHe HW3KUM Mpo-
LLeHTOM AMarHOCTUPOBAHHbIX C/lyYaeB W, COOTBETCTBEH-
HO, OTCYTCTBMEM He06XOAMMOrO W CBOEBPEMEHHOrO
neyeHus [3]. B HacTosLLel cTaTbe OyAeT NpeacTaBneHO
KMMHUYECKOe HabNoeHe NaLUEHTKN C TSHKeTbIM Ha-
pyLUEHMEM UNUGHOro obMeHa. MaTepwan ans craTbm
cobpaH ¥ NpoaHann3npoBaH Mo UTOraM NOAMMUCAHHOIO
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JINOHI - nMnonpoTenHbl 04eHb HU3KOM NNOTHO-
cTn

MHO - mexayHapogHOe HOpManu3MpoBaHHOe
OTHOLLIeHWE

OA - ornbatowas apTepus

OKCG6ST - oCTpblii KOPOHAPHbIA CUHAPOM 6€e3
nogbemMa cermeHta ST

IMKA - npaBas KopoHapHas apTepus

MHA - nepegHAs HUCXOAALLAA apTepus

MTW - NpoTPOMOWNHOBBIA NHAEKC

OXC - 06LNiA X0NeCTePUH

CI'XC - cemeiiHas runepxonectepuHemMus

CL - caxapHblii gnabet

CC3 - cepfeyvHo-cocyancTble 3a60n1eBaHNA

TI - Tpurnuuepmnabl

XBIM - XpoHn4yeckas 60/1e3Hb NoYeK

YKB - 4ypecKoXXHOe KOpoHapHOoe BMeLLaTeIbCTBO

OKI - anekTpoKapaunorpagms

OXoKT - axokapguorpadgus

PCSK9 - nponpoTenHoBasi KOHBepTasa CyoTunu-
3MH-KeKCcUHa TMna 9

nauMeHTKol MHHOPMUPOBAHHOTO COrlacus, a Takxke B
COOTBETCTBMM CO CTaH4apTamy Hafexalleld KnuHuye-
ckoli npakTukmn (Good Clinical Practice) n npuHunnamm
XenbCUHCKO Aeknapaumm.

BannuaHblii ueHTp MBY3 KO «KemepoBckuii 06nacT-
HO KNMHWYECKNIA KapAMONOrMYeCKWin gucnaHcep mme-
HW akagemuka J1.C. bap6apalua» obpaTunach NauneHTKa
B., 58 neT, C LeNblo YTOUHEHUS 3TUONOTUN HaPYLLIEHWIA
NUNUAHOro o6MeHa 1 Koppekuumn ux neveHus. Mpu oc-
MOTpe nNpeabABAAa Xanobbl Ha AaBsLine, CKMMatoLLme
60111 3a FPYAMHON, BO3HUKAOLME NPU YMEPEHHOR (hu-
3MYECKON Harpyske, KynupyoLmecs NpueMom HUTPOT-
NULEPVHA B TeYEHWE 5 MUH., OfbILLKY CMeLIaHHOro Xa-
paKTepa npu yMepeHHo hn3nYeCKoi Harpyske.

WcTopua HacTosiero 3abonesaHusi. ApTepuanbHas
rMnepTeHsna B TeyeHne 17 net, MakcuMasnbHOE MOBbI-
LWeHMe apTepuanbHoro gasneHuns (AD) go 240/180 mm
PT. CT., aganTupoBaHa K 125/75 mMm. pT.cT. Bambynatop-
HbIX YC/I0BUSAX YCTaHOB/IEH ANArHO3 «rMnepToHNYecKas
60ne3Hb». B Bo3pacTe 27 neT Cy6beKTUBHO CTafa 0TMe-
yaTb MOSIBNIEHME OTNOXEHWA Benoro LBeTa B BUAE 4yru
Ha nepudepuny poroeuLbl. 3a MEAULMHCKOW NOMOLLbHO
He obpawianacs. B 1999 r. npu NpoxoxaeHum nepnogm-
4ECKOro MefMLMHCKOro 0CMOTpa Mo AaHHbLIM aHa/M30B
KPOBW BMepBble BbIABNEHO MOBLILIEHNE COAEPXKaHUS
xonectepuHa (OXC) nnasmbl go 12.8 mmonb/n. Megm-
KaMeHTO3Has Tepanus Ans KOPPEKL N HapyLUEHWA Nn-
nuaHoro obMeHa He HazHavanacb. C TOro e BpemMeHu
y MauMeHTKN OTMeyasMcb K/MHWYECKUE NPOSBIEHUS
rMnepxonecTepuHeMu B BUAe KCAHTOM B 06nactu
NACTHO-(hanaHroBoro cycrtasa nesoli pyku. C 2015 T.
BMEepBble NOSBMIMCL AaBsliue 601K 3arpyguHHON no-
Kanunsauum npu MHTEHCUBHOW (hM3NYeCKOi Harpyske, a
TaKXXe BO BPeMSA NOBbILLEHNS apTePUaNbHOro AaBeHuns,
nppaguupyLimne B f1eBOE Hafamneube, KynupytoLwmnecs B
COCTOAHUM NOKOA Yepe3 5-10 MUH. 1 NOCIE CHUXEHUS
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Al [0 LeneBbIX 3HAYEHWIA, NO NOBOAY Yero obpaTniach
B MOJIMKNMHUKY M0 MECTY XXMTeNbCTBa. 1o pesynbtaTam
npoBeAeHHOro 1abopaToOpHOro nccnefoBaHnst obHapy-
)KEHO noBblweHne OXC o 12,3 Mmonb/f, ogHako pe-
KOMEHZ0BAHHYIO TUNONUMUAEMUYECKYIO Tepanuio He
npuHumana. Ana koHTpona AL perynsapHo npuHuma-
na nosaptaH 25 Mr B CyTKW, 6UCOMPON0A 5 Mr B CyTKW.
PerynapHo Habnogaetca y nyfbMOHOMOra: B CBA3U €O
CTOWKOI peMUCCHER Tepanmio MO KOHTPOKO U IEYEHNIO
OPOHXNANLHOW acTMbl He MOosyYaeT.

C Havana mada 2016 r. naumeHTKa cTana oTMeyartb
YBENYEHNE MPOAO/HKUTENILHOCTU MPUCTYNOB CTEHO-
kapauu. 10 maa 2016 r. npn xoabbe no4vyBCTBOBA/A
[aBALLYH 60Mb 3a TPYAUHONR C mppagnauueid B LUEH,
ONNTENBHOCTBI0 0KOM0 20 MUHYT, C HE3HAYUTENbHBIM

56 nert.
NBC. CteHokapauns Il ®K.
HekoHTponupyemas Al
27 ner. OXC 12,3 mmons/n
NlunongHas ayra

1985 r Bes runonunuaemuyeckoP 2015 r ATtopBsacTtaTuH 40
Tepanuu
________ P — m—
Be3 runonunuaemmyeckoi Be3 runonvnuaemmuecko!;
Tepanumn 1999 r Tepanuu 05/2016 r
40 ner. 57 net.
BbisiBneHa Al. OxupeHue. VBC UM Q-

Bnepsble onpeaenex
ypOBeHb
OXC 12,8 mmons/n
KcaHTOMbI Cyxoxunui

Heo6pasytowuii. Y

NNHA -9,13 mmon

PucyHok 1 'pachuyeckoe npeAcTasieHne aHaMHe3a 3a60oneBaHNA
Figure 1 History of the present disease
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3(hPeKTOM OT HUTPOrNLEPNHA, CONPOBOXKAAIOLLYHOCS
06Leli cnabocTblo, OAbILLKOW, NOTAMBOCTbIO. C Amna-
FHO30M OCTpbI/i KOPOHAPHbIA CMHAPOM 6e3 nogbema
cermeHTa ST (OKC6NnST) 6bina rocnuTannsnMpoBaHa
B BY3 KO «KemepoBCKWii 061aCTHOM KTMHUYECKNIA
KapAnonornyecknii gucnaHcep nMeHmn akagemumka J/1.C.
bap6apawa». Ha pucyHke 1- rpaduyeckoe npefacras-
NeHne ncTopun 3abonesaHus.

Mo JaHHbIM 31eKTpoKapauorpagum Ha MOMEHT
OKC6NST (maii 2016) pernctpupoBanacb cyo63HAoKap-
QUanbHaa MWeMnUs 3afHe-HUWKHUX, MNepesHe-Bepxy-
LLIEYHbIX OTAEN0B NEBOr0 Xenyfo4ka (puc.2).

Mo faHHbIM 3X0KapAuorpagum Ha MOMEHT MHAEKC-
Hoil rocnuTanusaumm (maidi 2016 r.); cucTtonmyeckas
(hYHKLMA NeBOro Xenypodka coxpaHHa (hpakuus Bbl-

57 ner.

MNBC. CTteHokapauns Il ®K.
MUKC. Ar. XCH IIA ®KM
OXC 8,9 mmons/n
NNHN - 7,2 mmons/n

58 ner.
NBC. CteHokapausa Il ®K.
MUKC (2016), YKB 2016.
XCH lct ®K Il TB.
OXC 6,8 mmons/n
NNHN - 5,6 mmonb/n
CHXeHue A03bl
ATopBacTaTuH 60 mMr 04/2017
a 3aTem A0 40 mr

12/2016

Mmr

ATtopsacTatuH 80 mr ATopEacTa;]'-VlH 40 mr

01/2017 06/2017r
HenepeHocumocTs 33eTpon 10 mMr
(nposiBneHns 57 ner. MosTopHoe YKB MKA 1
renaruta)) MBC. CTeHokapaus Il ®K. 3MIKA

MWKC (2016), YKB 2016.

KB XCH 1T ©K Il. T6.

OXC 11,2 mmons/n

b/n

C 06.04.2017 - IUNWAHbIV LEHTP

PucyHoK 2. laHHble aneKTpokapavorpaduu npu nocTynaeHun ¢ gnarHosom OKC6nET, mait 2016 T.
Figure 2. ECG record at a time ofadmission with non-ST-segment elevation ACS, May, 2016

N306paxkeHne: apxms HAW KMNCC3
Images: the archive of the Federal State Budgetary Institution
"Research Institute for Complex Issues of Cardiovascular Diseases"”

157



KomnnekcHble npo6nembl
cepfevyHOo-CoCyANCTbIX 3a60neBaHnit

tt

6poca NeBoro xenyfgouka - 65%), BM3yanu3npoBaHbl
MPU3HaKN TUNepTPOGUN NEBOrO XeNyaouka, NoKanb-
HbIX HapYLUEHWNIA COKPaTUMOCTM MMOKapa He BbisiB/e-
HO. [uarHocTupoBaHa AMacTonMyecKas AUCHYHKLNA
NIeBOTO0 Xenyaouka 1tuna.

C uenblo onpefeneHns xXapakTepa MOpPaXKeHUs Ko-
POHAPHOro pycna B paMKax OCTPOr0 KOPOHapHOr0 CWH-
Apoma 6blna BbINO/HeHa KopoHapoaHruorpahusa (KA,
npu NPOBeAEHUN KOTOPOW BbISIBIEHO MHOTOCOCYANCTOE
nopaxeHne. Ha cepuy KOpOHapoaHrMorpamm Bu3ya-
NN3UPOBaHbI: Cy6TOTaNbHbIA CTeHO3 (90%) Ha rpaHuLe
NPOKCMManbHOW W CPeAHeil TPeTu MnpaBoii KOpOHap-
Hoi1 apTepuu (MKA); CTBOM IEBOI KOPOHApPHOI apTepun
(/IKA) - 6e3 OKKNH3MOHHO-CTEHOTUYECKNX U3MEHEHWNIA;
nepegHas HMucxogawas aptepua (MHA) - ¢ npusHakamu
MopaXKeHWsi B BUAE HEPOBHOCTW KOHTYPOB; B GacceliHe

TOM 6 Ned

CNYYAIA N3 MPAKTUKN

ornbarouleii aptepmmn (OA) Ha rpaHuLIe MPOKCMMaNbHONM
N cpefHeli TPETU BbISBJEH FEMOAMHAMWYECKU 3HAUU-
Mblli CTEHO3 (80%); YCTaHOB/IEHO HanMune GudypKaun-
OHHOTO MOPaXXeHWsi C MepexoioM Ha ycTbe 1BeTBM Ty-
noro Kpasi (BTK) (cTeHO3 ycTba 75%). TN KOPOHapHOro
KPOBOCHab)XeHMs NpaBblii (puc. 3, 4). YunTbiBasi KNNHU-
UECKYH KapTWHy, AaHHble 3feKTpoKapamorpadmm n Ko-
pOHapoaHrunorpagmmn, 6bi10 NPUHATO peLleHre 0 Npo-
BEeZleHNN YPECKOXXHOr0 KOPOHApHOro BMeLlaTenbCTBa
(UKB): 6annoHHOA aHrMonnacTUKM U CTEHTUPOBAHWUS
MPOKCUMaNbHOIO CermeHTa. B 30HY CTeHO3a uMMMiaH-
TMPOBaH CTEHT C /IeKapCTBEHHbIM MOKPbITUEM (Resolute
Integrity). Mocne cTeHTMPOBaHUS KPOBOTOK Mo MKA - 3
no knaccugmkaumm TIMI (puc. 4). CTeHTupoBaHne OAHe
MPOBOAM/IOCH BBUAY aHATOMUYECKOW CMOXHOCTY NPoBe-
AeHuna npouenypbl (bUgypkaunsa n U3BUTOCTb).

PucyHok 3. KopoHapoaHruorpamma 6acceiiHa 1esoli KopoHapHoii apTepun, 2016 r. CmeH03 OA -80% (B, C), cTeHo3 1-/ABTK- 75% (B, C)
Figure 3. Coronary angiogram of the left coronary artery, 2016. Cxstenosis-80% (B, C), and obtuse marginal | stenosis - 75% (B, C)
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Images: the archive of the Federal State Budgetary Institution
"Research Institute for Complex Issues of Cardiovascular Diseases"
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PucyHok 4. KopoHapoaHruorpamma 1 Ypecko)kHoe KOpoHapHoe BMeLLlaTe/lbCTBO HbacceiiHa NpaBoi KopoHapHoW apTepun, 2016 r. Ci/6ToTabHbIN
CTeHo3 npokcumasnbHoro cermeHTa MNKA (A B); UKB co cTeHTurpoBaHnem npokcumMasibHoro cermeHTa MKA (C); KAFTIKA nocnepeBackynsipusaumm (D)
Figure 4. Coronary angiogram and percutaneous coronary intervention to the right coronary artery, 2016. Subtotal occlusion of the proximal
segment ofthe RCA (A, B); PCI with stent to the proximal segment of the RCA (C); CAG of the RCA after revascularization (D)

C uenblo BbISIB/IEHUSA aTepOCKIepoTUYECKOro no-
PaXEHUS HEKOPOHapHOro CocyaucToro 6acceiHa
BbINO/MHEHO LBETOBOE AYMN/EeKCHOe CKaHWpOBaHue
bpaxuouedanbHbiX apTepuil. BbisiBneHbl HavasbHble
NpOsiB/IEHNS aTepockiepo3a LepebpanbHbiX COCYLOB B
BMAE YTOMLLeHUs Komniekca MHTMMa-megua (0,11 cwm),
a TaKXXe YMepeHHble M3BUTOCTWN BHYTPEHHE COHHOIA
apTepun (BCA) c 06enx CTOpPOH.

Mo pesynbTaTam nabopaTopHbIX UCCNEeA0BaHNIA BO
BPeMsl MHAEKCHOW rocnuTann3auny onpegeneHo 3Ha-
YMMOe MOBbILLEHNE KapAnocneLMpuIecKnx Mapkepos
MUOKapaa. BbisiBNeH BbICOKWIA ypoBeHb: OXC - 11,2
mmonb/n, MHM - 9,13 mMonb/n, KoaPgpuumneHTa ate-

MN306paxeHune: apxus HAW KNCC3
Images: the archive ofthe Federal State Budgetary Institution
"Research Institute for Complex Issues o f Cardiovascular Diseases"

poreHHocTu - 10 (Tabn. 1). Ans KOPPEKLUN HAPYLLEHWA
AMNuAHOro obMeHa B rocnuTasibHOM Mepuoe HasHa-
YeH aTopBacTaTuH B 403e 80 Mr.

Mo pe3ynbTaTamM KIMHUYECKNX, aHAMHECTUYECKUX,
NnabopaTopHbIX U UHCTPYMEHTANbHbIX AaHHbIX Obln
yCTaHOBMEH AmarHo3 O-Heobpasylowero MHgapkra
Muokapga [4].

Mpwn BbINUCKe M3 cTalmMoHapa bblna peKoMeHL0BaHa
[BOIiHas aHTUTpOM6GOUMTapHas, aHTUIMNepTEH3UBHaAS,
aHTMaHIMHaNbHaa W rUNoAUNUAEMUYecKas Tepanus
(atopBactatuH 80 Mr) cOrnacHo COBPEMEHHbIM PYKO-
BOZCTBaM No BefeHMIO naumeHToB ¢ OKCBnST. B geka-
6pe 2016 r. Ha ()OHE NPMEMA BbICOKOMHTEHCMBHOI A03bl
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Tab6nuua 1 Pe3ynbTaTbl NabopaTOpHbIX UCCNef0BaHWIA B Nepuoae rocnmTanusaunm c nHgapkTom mmokapga (maw 2016 r.)
Table 1 Laboratory data in the in-hospital period after myocardial infarction (May, 2016)

lMokasa- Pesynb- EpmHnua PedepeHc-
Tenb Tar n3mepe- Hble 3Ha4e-
HUSA HUA
[noko3a 5,3 MmMOnb/n 3,9-6,4
KpeaTnHuH 0,096 MMonb/n 59-104
Bunupy6umH 8,2 MKMOSIb/ N 5-21
(o[]ITH
Bunupy6uH 2,9 MKMOSIb/ 1 1-7
npsm.
ACT 22 MMOSb/ N 0-31
ANT 27 MMO/b/ N 0-31
K 4,4 MMOnb/n 3,5-5,3
Na 146 MMO/b/ N 135-190
KoK 150 E/n 15-145
KdK 224 E/n 15-145

lMokasa- Pe3ynb- EpmHnua PechbepeHc-
Tenb Tart n3mepe- Hble 3Ha4e-
HUs HUS1
nTn 90,3 % 85-105
MHO 1,22 - 0,7-1,3
OoXcC 11,2 MMOb/ N 3,3-5,5
T 1,46 MMOb/ N 1,0-2,29
NNHN 9,13 MMONb/n 1-4
NnBn 1,03 MMOnb/n 1,0-2,1
Koacp. aTe- 10 - 2-3
pOreH.
TponoHuH 0,17 r/n 0-0,01
T
TponoHuH 0,19 r/n 0-0,01
T
K®K MB 21 e/n 0-25
K®K MB 52 e/n 0-25

MpumeyaHue: ACT - acnapTaTamMuHoTpacepasa, A/IT - anaHnHamumHoTpacepasa, KOK - kpeaTuHdocthoknHasa, KPKMB - M B-dpakums kpeaTuHhocdo-
KnHasbl, MTW - npoTpomM6UHOBLINT UHAEKC, MHO - MexayHapofHoe HopManu3npoBaHHoe oTHoweHne, OXC - 06wt xonecTepuH, Tr-Tpurnuuepuabl, JIMHM -
NNNONPOTEeUHbl HU3KOM NNOTHOCTH, JIMBM - NMNONPOTenHbl BbICOKOW NA0OTHOCTH

Note: AST - aspartate aminotransferase, ALT - alanine aminotransferase, CPK - creatine phospho-kinase, CPK-MB - creatine phosphokinase-MB, PTI - prothrombin
index, INR - international normalized ratio, TC - total cholesterol, TG- triglycerides, LDL - low density lipoproteins, HDL - high density lipoproteins

aTopBacTaTuHa cTasia 0TMeyaTb TOLUHOTY, FOpeYb BO pTY,
TSHXKeCTb B NpaBoM nogpebepbe. Mpw onpefeneHny cre-
NeHu aKTUBHOCTU NeYeHOYHbIX (DEPMEHTOB OrMpeaeneHo
nosbiweHne ACT - 40 e/n, AJIT - 50 e/n (Tabn. 2). BTeue-
HVe NocnefyroLWwmnx YeTbipex Hefenb No pekoMeHgauunm
Y4acTKOBOrO TeparneBTa MPOBOAWMIOCH CHWXKEHWE [03bl
cTaTuHa fo 60 mr, a 3atem o 40 mr. Tak, Ha fo3e 40 mr
KYNMpoBaNncb AUCMENcUYecKne CUMMTOMbI, a aKTWB-

Tabnuua 2. uHamuka nokasaTeseil 6GUOXMMUYECKOr0 aHann3a KpoBm
Table 2. Serial biochemical blood testing

HOCTb TPaHCaMMHa3 CHM3WIach A0 HOPMa/bHbIX 3Haye-
Huin (ACT - 16 e/n, A/TT - 17 e/n). Banpene 2017 T.yyacT-
KOBbIM TepaneBTOM Oblia HanpaB/jeHa B [MMUAHBIIA
LeHTp MBY3 KO «KemepoBCKuMit 0671aCTHOW KNUHUYECKWIA
KapAuonornyeckuii gucnaHcep nMMeHn akagemuka J1.C.
Bap6apatua, rae B LONO/IHEHWE K OCHOBHOV Tepanmm Ha-
3HaYeH 33eTMmn6 B go3e 10 Mr. Kpome Toro, peKoMeHz0-
BaHO: MOBTOPHOe npoBefeHve KAIM B NnaHOBOM Mopsj-

MapameTpsbl Mai1 2016 Jekabpb 2016 deBpans 2017 Main 2017

OXC, mmons/n 11,2 8,9 - 6,8

T, mmonb/n 1,46 1,83 - 1,55

NNHO, mmons/n 9,13 7,2 - 5,6

NnNBMA, mmons/n 1,03 0,9 - 0,95

KoathhmuneHt 10 9 - 6,2

aTeporeHHocTun

ACT, En/n 18 40 17 16

ANT, En/n 15 50 18 17

K®K, Ea/n 150 115 102 112

KpeaTtuHuH, 102 89 96 92

MKMOb/N

NnnnacHuwxatouwan bes3 cTtaTuHOB ATopBacTaTtuH ATopBacTtaTuH ATopBacTaTtuH

Tepanus 80 mr 40 mr 40 mr
23eTumn6 10 mr

CnmMnTOMBbI, TOWHOTa, 601N B

CBA3aHHbIE C
npunemMom CtatnuHOB
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CASE STUDY

Ke, CKpUHUHT (M1nuaorpamma) poACTBEHHWKOB MePBO
NVHWKW, NPOBEAEHNE FeHOTUNNPOBaHUA Ha BbISBEHUE
Haubosnee pacrnpocTpaHeHHbIX MyTauuii B NOJMMOp-
thr3max reHoB: ano-6enka B (APOB), peuentopa JIMHMM
(LDLR), nponpoTenH KoHBepTasbl CyOTUAN3NH KEKCUH 9
(PCSK9), 6enka agantepa 1 peuentopa JINMHM (LDLRAPL),
TpaHnopTepa aHnoHoB (SLCO1BL) [5-7]. Mokasatenu nu-
NMAHOTO Npoduns, Ha oHe KOMOUHMPOBAHHOW NUNUAC-
HVDKaroLLei Tepanuu (atopBacTaTtuH 40 mr, 33eTumn6 10
Mr): OXC- 6,8 mmonb/n, TI - 1,55 mmonb/n, JIMHMM - 5,60
mMmonb/n, JIIOHM - 0,71 mmons/n, MBI - 0,95 mmonb/n,
KO3(h(hMLMEHT aTeporeHHoCTU - 6,2,

B noHe 2017 r. B N/J1aHOBOM MOpPsALKE MpoBefeHa
nosTopHaa KA. BbisaBneHbl cTeHo3bl: OA/BTK (6u-
hypkaums) - 80%, cTeHo3 ycTbsi TIKA - 75%, CTeHO03
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3aflHel MexokenygoukoBoi apTepun (3MXKA) - 99%.
CTeHT B NpoKcuManbHOM cermeHTe MNKA 6e3 npusHa-
KOB pecTeHo03a (puc. 5, 6). Bo Bpema nposedeHns KA
BO3HWK aHIMO3HbIA 60MeBOM CUHAPOM B TPYAHOW
KNeTke C WLWEMWYECKUMWU W3MEHEHWAMU B 3afHeN
rpynne oteBefeHunii (aenpeccus cermenTa ST B 11, aVF).
KonnernansHo (Kapawonor, aHecTe3uonior, PeHTreH-
XVPYPr) NPUHATO pelleHne o nposegeHnn YKB MKA
n 3MXKA. o ntoram KAI BbiNosHEHO ycnewHoe YKB
co cTeHTupoBaHuem MKA n 3MXKA ¢ umnnaHTaumei
[BYX CTEHTOB C aHTUNPONUMepaTUBHbLIM JIEKAPCTBEH-
HbIM MOKPbITUEM (CTEHT Biomime - ycTbe MKA K CTeHT
Calipso - B 3M)XA) (puc. 6). B nocnegytowem nepuoge
HabntofeHns nauneHTKa NPojo/MKaeT 0TMeYaTb Kiu-
HUKY cTeHoKapamm Il pyHKUMOHaNbHOIO Kacca.

PucyHok 5. KopoHapoaHruorpamma 6acceiiHaneBoii KopoHapHoW apTepun, uoHb 2017 r. €TeHo3 OA - 80% (B, C, D), cTeHo3 1-ABTK- 75% (B, C, D)
Figure 5. Coronary angiogram ofthe left coronary artery, June, 2017. Cxstenosis 0f 80%(B, C, D), obtuse marginal I stenosis of 75%(B, C, D)

MN306paxeHne: apxuB HAN KNCC3
Images: the archive ofthe Federal State Budgetary Institution
"Research Institute for Complex Issues o f Cardiovascular Diseases"
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[JbixaHne ecTKoe, XpMNoB HeT BO BCEX TOUKAaX ay-
CKy/bTaumu. B nerkux fgbixaHue - Be3UKYNspHOe, Ya-
CTOTa ibIXaHUA - 16 B MUHYTY. Mpn NepKyccuu - ACHBbIi
NEroYHbIN 3BYK.

TOHbI cepAua NpUrayLeHbl, pUTMUYHbIE, NaToOM0-
rMYecKue WyMbl He BbICAYLIMBAKOTCA. BepxyLueuHbilit
TONYOK He manbnupyeTtcs. ApTepuanbHoe faBieHne 1
NyNbC U3MEPEHbI TPEXKPATHO C MHTEPBAIOM 2 MUHY-
Tbl Ha BeAyLeit (1eBoin) pyke yepe3 5 MUHYT OTAbIXa B
NonoXeHun cugs: 124/77 mm.pt.cT., UCC = nynbc = 76
yapoB B MUH.

A3bIK HOPManbHOW BeANYMHBI, YNCTbIA. XKMBOT
npu nanbnauuym MATKWA, 6e360Me3HEHHbIR, CUM-
NTOMbl pa3fpaxeHus OPHOLWNHBI - OTpULUaTeNbHbIe.
[leyeHb, cenes3eHKa B pasMepax He yBenunyeHsbl. [1o-
ACHUYHas 061acTb 6e3 BUAUMbIX U3MEHEHWIA, MOYKK
He nanbnupytoTca. CUMNTOM NOKOMaYMBaHUS OTPU-
LaTeNbHbI C 06enX CTOPOH. HapyLleHWt o CTOPOHBI
LOPYrvx opraHoB v cmcTem (HeBPOIOrMYECKOW cucte-
Mbl, CKefeTHO-MbILUEYHOro annapaTa, HapyLleHWii
0o6MeHa BellecTB, HOBOOOPAa3oBaHWiA) - He BbiSBNE-
HO.

NokanbHbln cTatyc. BusyanbHo Ha TbibHO No-
BEPXHOCTU KWUCTW, B 06/1aCTU 4-ro NACTHO-(hanaHro-
BOr0 CycTaBa /IeBOW PYKMU OMpeaensitTcs KCaHTOMbI
(okpyrnble onyxoneeBugHble 06pa3oBaHMsA, BO3BbILIA-
oL mecs Haf NoBepXHOCTbIO KOXU, anametpom 0,7-0,8
MM, KOXa Haj HUMW He M3MeHeHa, 6e3601e3HeHHbIe
npy Nanbnauumn, cnasHHble ¢ cyxoxunuem) (puc. 7).
HabntogaeTtcs nunongHas gyra poroeuubl - Kpyrosoe
MOMYTHEHME POroBULLbl 6eN10ro KM Ceporo LiBeTa, pac-
nonoXeHHoe y numoba (pwuc 8.).

MockonbKy CIXC sBNSeTCA reHeTuyYeckn obycnos-
NeHHbIM 3a60neBaHMeM, TO NOCAe BbIBAEHNA naLu-
eHTa C ycTaHOBMEHHbIM AnarHozom CIXC HeobxogMmo
NpoBOANTL 06CNef0BaHNE CPean POLCTBEHHUKOB 1-i4,
2-ii n 3-ih nnHUKM poacTea (Tak Ha3biBaeMbI KacKaf-
HbIlA CKPUHWHT).

Ha nepBom 3aTane 6bln0 MPOBeAEHO onpegeneHue
nokasatenein AUNUAHOTO NpPoguns POLCTBEHHUKOB
nepBOii NMHUKN NaUMeHTKN (CbiHOBeR). [ns MepBoro
cbiHa (38 neT) ypoBeHb OXC cocTaBuni 8,8 MMOfb, a
NNHM - 7,0 mmons/n, TI - 3,61 mmons/n, JINOHM - 1,66
mmonb/n, INBM - 0,74 MMonb/n, KO3HULMEHT aTepo-
reHHoctn - 10,8. ¥ BTOpOro coiHa (34 net) OXC - 5,7
mmons/n, JINMHM - 4,54 mmons/n, TI - 1,06 mmons/n,
JINOHI - 0,49 mmonb/n, NBM - 1,0 Mmonb/n, Kosg-
(DUUMWEHT aTeporeHHoCTn - 4,7.

[ns nogTBepXAeHMS TeHEeTUYEeCKOW MpUpogbl 3a-
6oneBaHnsa NauneHTKa B. npegocTaBmnna cBOM pesysb-
TaTbl U pe3ynbTaTbl CbIHOBEA Ha PeKOMEHAOBaHHOE
paHee reHoTUNMpoBaHue. NpoBefeHHOe TEeHOTUNNPO-
BaHue no noanmopguamy reHos APOB, LDLR, PCSK9,
LDLRAP1, SLCO1B1 onpefennno reTepo3nroTHYHO
naToreHHy myrtaumio p.W443 * B reHe LDLR kak gns
nauneHTKn B., Tak 1 4ns ee CbIHOBel. 3TOT pesy/bTaT
CornacyeTcs ¢ AMarHo30oM CeMENHOW reTepo3nroTHOW
rMNepxonecTepuHemMum.
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PrncyHok 7. KcaHTOMbI B 06/1aCT KW NACTHO-(hanaHroBoro cycTasa
neBo pyku

Figure 7. Xanthomas over the metacarpophalangeal (MP)joints of
the left hand

PucCyHoOK 8. /lunongHas ayra porosubl
Figure 8. Corneal arcus

Mo pesynbTataM aHaMHe3a, NPOBEAEHHbIX KAUHU-
YeCKMX U nabopaTopHbIX faHHbIX COCTaBfeHa pogoc-
noBHasa nayueHTKM (puc. 9).

Ha cerogHswHWiA geHb ana anarHoctukm CIXC B
KVHWYECKON MpaKTMKe WCMONb3YKTCA Credytolime
KpuTepumn: 6putaHckme (Simon Broome Registry),
ronnaHackue (Dutch Lipid Clinic Network Criteria) u
amepukaHckue (MEDPED - Make Early Diagnosis to
Prevent Early Deaths) [2, 3]. CornacHo pekomeHgaumnsm
EBponeiickoro (ot 2016 r.) u Poccuitckoro (ot 2017 r.)
06LLECTB KapAMo/oroB, BCe NaLMeHTbl C MOA03PEHUEM
Ha CeMeiHyo (hopMy FMNepXoecTEPUHEMMIN JOMKHBI
ObITb OLlEHEHbI MO [0OANaHACKMM AWArHOCTUYECKUM
KpUTEPWsM, B OCHOBE KOTOPbIX fieXaT (peHoTunuue-
CKMe MpOsBAEHUS TUMEPXONeCTEPUHEMUN, COOBCTBEH-
Hbli U CEMENHbIA aHaMHe3, a TakKXe reHeTuyeckue
thakTopbl (Tabn. 3). Tak, 4na naymeHTKM B. 06was cym-
MapHas OLeHKa Mo rofiNaHACKMM KpUTEpUsam COCTaBu-
na 30 6annos, UTO AeNaeT ANarHo3 CEMeHOM runepxo-
nectepuHemmmn (CrXC) B gaHHOM KIMHUYECKOM Cry4ae
- OnpegeneHHbIM.

163



@ Komnnexcnele npooyew TOM 6 Ned CNYYAW N3 NMPAKTUKN

cepfevyHOo-CoCyANCTbIX 3a60neBaHnit

N
CwmepTb 0T UM B 45 net
WBC ¢ 57 net, nunongHas WBC c 46 net
fyrac 27 net, KCaHTOMbI | (/HN 6,46 Mmonb/n)
(NAHM 9,13 mmonk/n)
MpumeyaHna:
be3 CI'XC
C CI'XC, reteposuroTa
MpobaHp,
34 ropa 38 net
(NOHM 4,54 mmonb/n) (NNHMN 7,0 mmonb/n)

" CwmepTenbHbI UCXOA

PucyHok 9. PogocnoBHas naumeHTKu B
Figure 9. Three-generation family tree ofthe patientN

Tabnuua 3. MonnaHAckme AnarHocTuYecKme KpUTepun Ans AnarHocTUKN reTepo3nroTHol hopMbl CeMeHON runepxonecTepuHeMum
(Dutch Lipid Clinic Network Criteria)
Table 3. Dutch Lipid Clinic Network Criteriafor heterozygous family hypercholesteroemia

Kputepuun Bannbl
CemeiiHbIn A. PogcTBeHHUK 1-ii cTeneHn poacTea ¢ paHHel (My>XunHbl <55 neT, 1
aHamHe3 YXeHLW WHbl <60 net) MBC unu gpyrum cocyancTtblM 3abonesaHmem

WY poaCcTBEHHUK 1-i cTeneHn poacTtea ¢ XC-JTHIM > 95-i1

nepumHTUAN

B. PoacTBeHHMK 1-/ cTeneHn poACcTBa C KCAHTOMaMMU CyXOX WUaunii u/vnam 2
NMNOVAHON Ayroil poroBuLbl
wnu aetn go 18 net ¢ XC-JIHM > 95-i nepynHTUAN

McTopus A. NMaymeHT ¢ paHHUM (MY>XUMHbI <55 neT, X eHWnHbl < 60 f1eT) 2
3aboneBaHus pa3zsutuem NBC
B. MauneHT c paHHUM pa3BuTMeM (MY>XUUHbl <55 neT,KeHWwunHbl < 60 1

NeT) pa3BUTMEM aTepOoCK/IePOTMHYECKOTO NMOpaXKeHus
LuepebpanbHbix/nepudepuyecknx cocyson

P unsnkanbHoe A. KcaHTOMaTO3 6
obcnenosaHue B. JTunongHasa ayra poroeuubl B Bo3pacTe <45 net 4
NabopaTopHbIi A. XC-JTHI > 8,5 mmonb/n 8
aHanus B. XC-N1HN 6,5 - 8,5 mmonb/n 5

B. XC-NTHN 5,0 - 6,4 mmons/n 3

[ XC-JIHM 4,0 - 4,9 mmonb/n 1
Axanns AHK A. MyTauma reHa, KogupyoLiero cnHTe3 peuentopos K JIMHI 8

B. MyTauusa reHa, Kogupylouwero cuHTe3 anobenka B 8

B. MyTauusa reHa, Kogupytouero cuHtes PCSK9 8
AOwarHos CI'XcC OnpepneneHHblii >8 6

BepoaTHbIA ©,85

B0O3MOXHbIN 3-56
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CornacHo  Knaccuukaumm  runepaunugemun,
npeanoXeHHon JoHanbaom dPpeapnkcoHom B 1965 T.
N NPUHATON BcemmnpHo opraHnsaumeid 3apaBooxpa-
HeHuA, BbIAENAT 5 TMNOB runepannugemuu: | tun -
MOBbILIEHNE YPOBHA XUIOMUKPOHOB, lla Tmn - noBbI-
WweHune yposHa JIMHM, Ilb Tvn - nosbiweHne JMHM,
JINOHIT v T, 1l TN - NOBbIWEHWE NUNOMNPOTENHOB
NPOMEXYTOYHOI MAOTHOCTU, IV TUM - MNOBbILWEHKE
JINOHTIT, V 1un - nosblweHue JINIOHI n XunnomMmukpo-
HoB [8]. C yueToM nabopaTopHbIX AaHHbIX B JaHHOM
KNMHUYECKOM cny4yae 6bin onpegeneH lla Tun runep-
nnuaemMmum no OpeaprKcoHy.

Takum o06pa3om, 6bin chOpMynMpoBaH OKOHYa-
TeNbHbIN ANarHos.

OCHOBHOW AMarHos.

CemeiiHasi reTepo3nroTHas runepxonecTepuHe-
musa (DLCNC 30), lla Tun no dpeapukcoHy. KcaHTto-
MaTo3 CyXOXUnuid. JiunomaHas gyra porosuubl.

Nwemnuyeckaa 6onesHb cepgua. CteHokapgus |
thYHKLUMOHaNbHOro Knacca. MocTuHMapKTHbI Kapamno-
cknepo3 (mai 2016). UKB co cTeHTMpoBaHmem [MKA
(maii 2016). YKB co cTeHTupoBaHuem [MKA, 3MXKA
(noHb 2017). XpoHW4ecKas cepgedHas HegocTaTou-
HOCTb | cTagmm no knaccmukauum Bacunenko-Ctpa-
ecko, Il hyHKLMOHaNbHOro Knacca no Knaccuguka-
umm NYHA. T'vnepToHudeckas 6onesHb Il ctaguum,
puck 4. HecTeHo3upyowmnii LepebpanbHblii aTepo-
CKNepo3. Y MepeHHble n3sutoct BCA ¢ 06enx CTOPOH.
OxwupeHue Il cT.

ConyTcTBYtOW NI ANarHos.

BpoHxunanoHas actma, sHAOreHHas. [bixatensbHas
HepocTatoyHocTh 0.

dokanbHoe 06pa3oBaHWe LWWUTOBMAHOW >Kenesbl.
KnnHMYecKnii ayTnpeos.

XPOHUYECKMNIA racTpuUT, peMUCCUs.

PekomeHA0BaHo:

- MoautmKaumsa obpasa XuU3HWU (perynsipHble
thunsnyveckne Harpysku (xogbba) no 30-40 MUHYT He
MeHee 4 pa3 B Hefeno; rmnoxonecTepnuHoBas gueta
B BMAE YBE/NMYEHUS PACTUTENbHOW MULLN U YMEHb-
LWeHWUa YNoTPe6eHNs XXUBOTHBIX XXUPOB; CHUXEHUE
ynoTpe6neHne NOBapeHHOW conm ao 5 r/cyTku)

- KOHTposib AL un YCC

- KOHTpOJ/b nunugorpammel, atakxe KOK, ACT,
AJIT, KpeaTMHUHaA KaxAble 3 mecaua

- MeAMKaMeHTO3Has Tepanusa::

e auetunacanuumnosas Kucnota 75 Mr B 0bef;

e Tukarpenop 90 Mr - gBa pasa B ieHb He MeHee
rofa ot nposefeHunsa YKB;

e nepuHgonpuna 10 Mr - 1pas B feHb, Ha HOYb;

e MeTonponona cykumHat 50 mMr - 1pa3 B feHb,
yTpom;

e artopsarcTtatvH 40 mr - 1 pa3 B feHb, Beye-
pom;

e 33eTUMKG 10 Mr - 1pa3 B fieHb, BEHEPOM;

e anupokymab 150 Mr NOAKOXHO KaxAble 2 He-
fenn.

O6cyxaeHne. CemeiiHaa runepxonecTepuHemMus,
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KakK MnpaBuno, ABNSETCA MOHOTeHHbIM 3ab0/1IeBaHNEM,
XapaKTepu3yoLwmmcs Ype3BblvaiHO BbICOKMMU YPOB-
HAMK JITTHI B CbIBOPOTKE KPOBK, NpuBoOAsLLee K 06pa-
30BaHUI0 aTEpPOCKIepoTUYeCKUX BMALLEK B apTepusax
W, cnegoBaTenbHO, 3HAYUTENIbHO MOBLILEHHOMY pU-
CKY pasBUTUIO CepAeYHO-COCYAUCTbIX COBbITWIA B MO-
nofioM u cpefiHem Bo3pacTe. Mo JaHHbIM 6pPUTAHCKOTO
pernctpa CaiimoHa Bpyma, 6onbHble ¢ CIXC B Bo3pac-
Te 20-39 net umetoT 100-KpaTHOE yBENMYEHUE pUCKA
CMepTU OT KOPOHApHbIX OCNOXHeHuli n 10-kpaTHOe
YBENUYEHNe pucKa obLeint cMepTHoCTH [5, 9]. MpuHs-
TO BblAeNATb FTOMO- U FeTepo3nUroTHble hopmbl CIXC
[5]. PacnpocTpaHeHHOCTb TOMO3UTOTHON hOpMbI
CI'XC coctaBnget 1Ha 500 Tbic.-1 M/H. [OMO3UroTHas
CI'XC, kak npaBuwno, COMPOBOXJAETCA OTCYTCTBUMEM
peuenTtopoB KJIMHIT a Takxe 6-KpaTHbIM YBEIMUYEHUN -
eM JIMHI B CbIBOPOTKe KpoBM ¢ MaHuUGecTaunein NBC
B AeTcKoM Bo3pacTe (B 5-10 neT); retepo3nroTHas
thopma - YacToTa pacnpocTpaHeHHocTM 1Ha 500 Thbic.
y HaceneHua [2, 5, 9]. Hanbonee pacnpocTpaHeHHble
myTaummn: peuentopa JINMHM (LDLR, 19p13.2), ano6en-
Ka B (APOB, 2p24-p23), nponpoTenH KOHBepTasbl cy6-
TUAN3NH KekenH 9 (PCSKY, 1p32.3), 6enka agantepa 1
peuenTopa JIMHM (LDLRAPL, 1p36-p35), a TakXe reHa
TpaHcnopTepa aHuoHoB (SLCO1B1) [10]. PeHoTUn
no6oro TMna MyTauum xapakTepusyeTcs NOBbILLIEH-
HbIMW YPOBHAMU 0O6LLIEr0 XONecTepuHa U XoJecTepu-
Ha JIMNHI, a Tak)Ke NoBbILEeHHbIM PUCKOM pa3BUTUSA
nieMmmnyeckoi 6onesHn cepaua [11]. Tak, B npeacTas-
NEHHOM K/IMHWYECKOM Cfly4yae onpejeneHa myTtauus
(p.W443) B reHe LDLR, 4To (heHOTUNUYECKN MPOSAB-
NAETCA aHOManbHO (YHKUMOHMPYOWNM peLenTo-
pom K JINHIT n npnBOAUT K OTIOXEHUIO X0NecTepuHa
He TO/IbKO B UHTUME apTepuanbHOM CTEHKU, HO U B
Apyrux nokanusaymnsx [12]. MeH LDLR (NM_000527.4)
pacnonoxeH Ha xpomocome 19p13.2, cogepxut 18
KOAMPYIOLWKNX 3K30HOB K KoaupyeT peuentop JIMHM,
KOTOpbIlA, B CBOK Q4Yepedb, CBA3bIBAeT Ma3MeHHble
NMHM. MyTtauyum B LDLR MOryT BbI3blBaTh FMMepxo-
nectepuHemuio. MaTtoreHHas myTaumsa p.W443 (Takxe
n3BecTHaa Kak €.1329G> A), pacrnonoxeHHas B KoAu-
poBaHuM 3K30Ha 9 reHa LDLR, aBnsetca pe3ynbTaTom
3aMeleHns aMUHOKUCNOT ryaHuHa (G) Ha apruHuH
(A) [12 - 14]. K heHOTMNNYECKUM NPOSABIEHNEM TU-
nepxonecTepuHemMmmn, NOMMUMO aTepoCcK/epo3a, 0THO-
CAT OTNIOXKEHWS XONecTepuHa B BUAE: NUMONAHOW fyru
porosuubl (arcus senilis) - Kpyropoe NnoMyTHeHWe po-
rosuubl 6e10ro UM Ceporo LBeTa, pacnonoXeHHoe Y
nmmba; KcaHTenasmbl - 06pa3oBaHuWs XENToro LgeTa
Ha BeKax, nepumopbuTtanbHoii 06n1acTn, NpeacTaBsto-
Wwme coboii Aeno3nTbl XONECTEPUNHA; KCAHTOMbI (CyXO-
XUNbHbIE, TY6epO3Hble) - MNOTHLIE ONYyXO0NeBUAHbIE
06pa3oBaHNSA XENToro Uan nsnonorM4eckoro LeeTa
Mo X0y CYXOXW/WWA, yalle Ha pasrnmbaTesibHOWN Mo-
BEPXHOCTW cycTaBoB. Kpome TOro, B pefiKux cnyyasx
BCTPEYaroTCA: NasbMapHble KCAHTOMbI, pacnooXeH-
Hble Ha NafOHHOI MOBEPXHOCTW KUCTeR , 3pynTuB-
Hble KCAHTOMbI - MHOXECTBEHHas Y3e/KoBas Cbifb C
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TEHAEeHUMEN K CAMSHNIO, KOTOpast MOXET BObITb SI0Ka-
N30BaHa Ha pasHbix YacTax Tena [15, 16]. OgHako K
crneungUUHbIM MPOABAEHUAM TKENbIX HapyLUEHWI
NUNUAHOTo 06MEHA MOXHO OTHECTU TONIbKO KCaHTO-
MaTO3 W NIMNOULHYIO AYTY POroBuLbl, BOSHUKLLYIO B
BO3pacTe 40 45 net, BBMAY Yero gaHHble (PeHOTUMNN-
Yyeckune NposABAEHNSA BOLWW B ANArHOCTUYECKME LIKa-
Nbl NO BbIABMEHWUIO HAaCNeACTBEHHOIO reHesa runep-
XonectepnHemun. B npepctaBfieHHOM KAVMHUYECKOM
cflyyae y MauWeHTKU PErnucTpupyroTcs KCaHTOMbl B
06nacTun cyxoxmnus 4-ro NCTHO-hanaHroBoro cycra-
Ba CfieBa; nunongHole ayru (c Bo3pacta 27 NeT); Ko-
POHapHbIA aTepoCcKepo3, ANArHOCTUPOBaHHbIA B 57
NeT, BBUAY Yero AaHHble K/IWHWYECKUE MPOABNEHUSA
y naumeHTKN B. 6blay yUYTeHbl MPU pacyeTe CYMMbI
6annoB no [oONNaHACKMM KpUTepUsaM AUarHOCTUKY
reCrxc.

BaXKHbIM acnekToM B Hauyajie flevyeHUs nauuneH-
TOB C TSXKENbIMU HApyLIEHUAMWU UNULHOTO 06MeHa
ABNAeTCA CTpaTUpuMKaumsa pucka nauneHTa, B 3aBU-
CUMOCTW OT KOTOpOi OGyfyT onpefeseHbl LeneBble
3HayeHua ypoBHA JIMHII. BbigensaioT 4 kateropuu
CepLEYHO-COCYANCTOrO PUCKA: O4EHb BbICOKWUIA, BBICO-
KW, YMEPEHHbIN N HU3KKIA [8]. Tak, Ana NauneHToB
OYeHb BbICOKOr0O CepleYHO-COCYAUCTOro pucka (Kak
B Cny4ae, NpeLCcTaBfeHHOM B CTaTbe), K KOTOPbIM OT-
HOCATCA MaLMeHTbl C 3aperucTpmpoBaHHbiM CC3 mnn
cTeHosupytowum (560%) aTepockiepo3oM 6o
nokKanusauuu, a Takke MauueHTbl ¢ caxapHbiM gua-
6eTOM C NopaxeHWem OpraHoB-MULLEHEN, C XPOHU-
YecKOi 60/1e3HbI MOYEK CO CKOPOCTb KNy6GOYKOBOM
dunbTpaymn <30 mMa/MuH/1,73 M2 nnn 10-neTHUM
puckom thatanbHoro nexoga CC3 no SCORE >10%, Le-
nesoli ypoBeHb JIMHI cocTaBnsieT MeHee 1,5 MMonb/n
[8], B TO Bpem#s Kak Ansi nauneHTOB BbICOKOrO Cepheuy-
HO-COCYZMCTOr0 puUcCKa - MeHee 2,5 MMonb/n n ang
ngeld ¢ yMepeHHbIM U HU3KUM PUCKOM 3HAYeHWUs
JINHM gomkHbI cocTaBnAaTb MeHee 3,0 MMonb/n. CTouTt
06paTUTb BHUMaHMWE, YTO ANA NALMEHTOB C BEPOAT-
HbIM WM YCTAHOBNEHHbLIM (FTEHOTUNUPOBAHUEM) AN-
arHo30M CeMeiHOoM hopMoli TMNepxonecTepuHeMnn,
B OTCyTCTBME MaHudecTaynm VIBC n gpyrmux nposisne-
HWin aTepocknepo3a unu CA n XBI, ueneBoi ypoBeHb
JINHM cocTtaBnseT <2,5 mmons/n [8].

CoBpeMeHHble NOAXO0Abl K BEAEHWNIO MauneHTOoB ¢
HacnefCTBEHHbLIMU HAPYLLEHUAMU TUNTNAHOTO 06MeHa
BK/OYAlOT B cebsi: HeMegMKaMeHTO3Hoe (KoppeKkums
NMetoLLMXca haKTOPOB PUCKa, AMeTa C OrpaHUUYeHUEM
noTpebaeHNA XXUBOTHBIX XXUPOB), MeANKAMEHTO3HOE
M 3KCTpakoprnopanbHoe fedeHne (TepaneBTUYECKUIA
NMHMN-adepe3) [8]. B HacTosiLLee BPEMA CYyLLECTBYeT
eAMHO00pPa3sHbI KOHCEHCYC B OTHOLUEHWW TOTO, YTO
NUNUACHWXKAKOLLAA MeMKAMeHTO3Has Tepanua sB-
NAETCA KpaeyrosbHbIM KamHeM yrpasneHus XC u
OCNOXXHEHUSAMU, CBA3AHHBIMUW C €e arpecCUBHbLIM Te-
YyeHnem. ANropuTMbl MeAMKaMeHTO3HOro nevyeHus
NaLMeHTOB C TAXENbIMU HapylleHUAMWU NUMNULHOTO
obmeHa 6a3npyroTCs Ha NaTOreHeTUYECKMX MexaHun3-
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Max BO3MOXHbIX MPUUNH HAPYLIEHUSA NUNULHOIO 06-
meHa [17, 18]. C TOUKM 3peHns MeXaHU3MOB AeNCTBMUSA
NPUHATO BbIAENATL Mpenapatbl: UHIMGUpyoLWme ak-
TUBHOCTb TUAPOKCUMETUATNIOTapUN-KOPePMeEHT A
pefykTasbl (TMI-KoA peaykTasbl) - CTaTUHbI; UHIU-
6uTopbl BcacbiBaHUsi XC B KMLIEYHUKE - 33€TUMUO;
CEKBECTPAHTbI Xe/lYHbIX KUCNOT, (hmbpaTtbl, HAALWH,
npenapatbl cofepkaliue omera 3-noUHEHACHIWEH-
Hbl€ XXUPHbIEe KMCNOTbI, @ TAKXe MHIMOUTOPLI NPONpPo-
TEMHOBOW KOHBEpPTa3bl CyOTUNM3UH-KEKCUHA TuMa 9
(PCSK9) [19 - 21]. PeTpoCNeKTMBHbI aHaNN3 KANHU-
4ECKOro cnyyas 4eMOHCTPUPYeT HEOBX0AUMOCTb PaH-
HEro HasHayeHWs rUNONMNUAEMUYECKON Tepanuu
C MOMEHTa BbIAAB/IEHUA BbICOKMUX 3HauveHuii JAMHM,
OXC, a TakXXe MOSIBIEHNA BTOPUUYHbIX MPOSBAEHWUIA
’XC B MmoniogomM Bo3pacTe (IMNOUAHbIE LyrM POroBu-
ubl). BBuay AokasaHHOW 3h(PeKTUBHOCTU CTaTUHOB
Kak ¢ No3nymnmn runonmnuaemMmyeckoro sgekTa, Tak
N NNeO0TPONHbLIX 3P heKTOB, 415 NaLMEHTKM B. C 04eHb
BbICOKMM CEPAEYHO-COCYAUCTbIM PUCKOM ObliM Ha-
3Ha4yeHbl MaKCUManbHO MepeHoCUMble [03bl aTopBa-
cTaTuHa. OflHaKO BBWUAY Hac/lie4CTBEHHOr0 Hapylue-
HUA NMNUMAHOro obmeHa (MyTaumMs B reHe peuenTopa
JINHM), Habntoganacb 0Xugaemas HefoCTaTOYHas
3(h(PeKTUBHOCTL OT Npuema CTaTUMHOB (Ha [03e aTo-
psactaTuHa 80 mr: JINHM - 7,2 mmons/n, OXC - 8,9
mMMonb/n). Bnocnegytouiem fo3a atopeacTaTuHa 6bina
CHVKeHa 0 40 MT B CBA3M C BO3HUKLLEA HeNepeHocu-
MOCTbIO CTaTUHOB. MoKasaTenu NMNUAorpaMmbl ABU-
NINCb OCHOBAHWEM K Ha3HaUYeHNI0 KOMOWHMUPOBaHHOA
rMNoNMNUAEMNYECKON Tepanuu: atopactaTtuH 40 mr
N MHITMO6UTOP BcacbiBaHMA OXC B KMLIeYHUKe (33eTn-
mMn6 B gose 10 mr). Ha poHe KOMOUHMPOBAHHOM Te-
panuu Gblna 0TMeYeHa NonoXuTebHaa JMHaMuKka no
CpaBHeHWIO C NokKasaTensaMu INNUAHOIo Npoguna Ha
MOHOTepanuu atopeacTtatuHoM B f03e 40 mr: XC - Ha
23,6 % , JINHM - Ha 22,2 %, TI - Ha 15,3%. OpgHako
[JOCTUMHYTBIE MOKasaTenn NUNUAOrpaMMbl He ABNA-
IOTCA LeNeBbIMU C NO3NLUK BTOPUYHOW NponnakTu-
KW, 4TO 06ycnoBnvBaeT HEOBXO4MMOCTb Ha3HAUYEHUA
TPONHOW KOMOBWHUPOBAHHOW TMNONMNN-AEMNYECKO
Tepanuu: atopBacTtaTuH (40 Mr B CyTKW), 33eTUMUO
(10 mr B cyTKn) u nHrnéutop PCSK9 (anepokymab B
pose 150 mMr nogkoxHo 1 pas B gBe Hegenu). CTtaTu-
Hbl B BbICOKOMHTEHCUBHbLIX [03aX ABNAKTCA CTaH-
NApPTHbIM IEYEHNEM A5 NALMEHTOB C ceMeitHoMn XC,
HO, MO AAaHHbIM paHee MPOBELEHHbIX UCCNeLOBaHMA,
ypoBHU JIMHI y 60NbLIMHCTBA MNALUMEHTOB C CeMeli-
Holi XC, nonyvatowmx MOHOTEpanuio cTaTuHamu,
OCTalOTCA BbllE PEKOMEHAOBAHHbIX 3HauyeHuii [22].
KombuHMpoBaHHasA Tepanus A1 CHUXKEHUS YPOBHA
JIMHI ABnsieTcs YCMNeWHOW B KOMOUHALMK C BbICO-
KAMW f03aMW CTaTUHOB, 33eTUMMBA U MHIMOUTOPOB
PCSK9 nnu aepesa Kak y nayMeHTOB C rOMO3WroT-
HON, TaK W reTepo3UroTHbLIMW (QopmMaMu Hacnea-
cTBeHHon XC. MpenapaTbl, MHrM6Mpytowme PCSKI
(anepokymab nnu aBanokymab) He TONbKO 3HAUYUTENb-
HO CHWXaloT YpoBHU JIMHIy nayneHToB C TAXeNnbiMu
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HapyLweHnAMU NUNULHOTO OBMEHA, HO W CHUXaKT
4acTOTy XECTKUX U KOMOUHWPOBAHHBIX KOHEYHbIX
TOYEK KaK B rpynnax nayuMeHTOB MepBUYHONA, TaK U
BTOPMUYHOI NpodunakTnkn. Kpome TOro, MmeroTcs
fJaHHble N0 3PHEKTUBHOCTM NEPCNEKTUBHbLIX UCChe-
AyeMbIx npenapaToB (MUNOMEPCEH, MHTMBUTOP CUH-
Tesa anonumnonpotemHa B-100, nomutanng, MUKpPO-
COMasibHbIA MHTMGMTOP nNepeHoca TPUIANLLEPMAOB)
B AAaHHOW KoropTe nauueHToB [22]. Momumo addek-
TUBHO NOAO6GPAHHOr0 NeYeHUs, BaXHbIM acrnekTom
B BegeHumn naymeHtoB ¢ CIXC ocTaeTcs coxXpaHeHue
BbICOKO MNPUBEPXXEHHOCTU K NPOBOAWMbLIM feyeb-
HbIM MeponpuaTuAM. Mo faHHbIM MHOTOUYMUC/IEHHbIX
nccnefoBaHWi, HU3Kas KOMMAAEHTHOCTb K /IEUYEHUIO
MOXET YXYALWMNTb NPOrHO3 NaLueHTa C THKEeNbIMU Ha-
pyLIeHUsMU TUnugHoro obMeHa 3a cyeT nporpeccu-
pOBaHWA aTepoCcK/epo3a W pasBuUTUA CepheyHo-cocy-
ANCTbIX CO6bITKIA [23]. BB CBA3M C 3TUM, NOBbILLIEHHbII
BpayebHbI1 KOHTPO/b, OPraHM3aLuns BO3MOXHbIX 06-
yyarloLlwmx ceMnMHapoB, HarnpaB/IeHHbIX HA NEPBUYHYIO
1 BTOPUYHYIO NPOUNAKTUKY Y NALMEHTOB C TAXESbI-
MW HapyLleHMAMMN NTMNMAHOro 06MeHa, No3BoNAT 60-
nee apheKTMBHO N 060KOAHO, Kak C NO3MLUM Bpaya,
Tak 1 C NO3ULUKN NauneHTa, NoAX0ANTL K nedebHOMY
npoueccy. MauneHTka B. perynspHo npoxoguT oby-
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YeHMe B OpraHM30BaHHON Ha 6a3e MBY3 KO «KOKK/
nMm. akag. J/1.C. bap6apalia» «LLIKone 340p0Bbs», B KO-
TOPO 06CYXAArTCA BOMPOChI, CBA3aHHbIE CO 340pO-
BbEM, ONpefensiowMmn ero pakTopamm, caMooLeHKe
3,0p0BbA, C NPUHLMNAMU PaLMOHaNLHOIO NUTaHWS,
[BUTaTe/IbHON aKTUBHOCTLIO U MOBLILLIEHWEM NPUBEP-
XKEHHOCTU K MpUWHMMaemon Tepanuu. Kpome TOro,
MOArOTOB/IEHbI JOKYMEHTbl MO OKa3aHWI0 afpecHOl
noMOLWM ANa NbFOTHOrO MOAYYEHUA UWHIMbuTopa
PCSKO9, aTakxe 3anfiaHMpoBaHO ee yyacTue B MOUCKO-
BOM Hay4HOM MCCNefoBaHUN «KOMMMEKCHOE NleYyeHmne
NaUMEHTOB C TSKENbIMW HApyLUEHUAMU AMNULHOTO
obmeHa c npuMeHeHMeM nnasmagepesa n MIHTNOGUTO-
poB PSCK9» (Ha 6a3e H/I KIMCC3).

3aknyeHne

HecmoTps Ha TO, UTO cemeliHaa XC ABnseTcs of-
HUM M3 Hanbonee pacnpPoCTPaAHEHHbIX FEHETUYECKMNX
HapyLLeHWiA, 3TO 3aboneBaHUe OCTaeTCcs B 6GOMblUEN
CTeneHW He ANArHOCTMPOBAHHLIM, @ ero ynpasseHue
4yacto OblBAaET HEONTMMasbHbIM, BBUAY YEro nepso-
CTerneHHOe 3HauyeHWe AN NauneHTOB C NpU3Hakamu
HacneACTBEHHOIO0 HapyleHus nunugHoro obmeHa
MMeeT paHHASA AMarHocTuKa u 6onee arpeccuBHas co-
BpPEMEHHas rmnofunuaeMmnyeckas Tepanus.
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