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Pedepar. CemeiiHas runepxonectepuHemMns SIBMSeTC MOHOTEHHbIM ayTOCOMHO-A0MUHaHTHLIM 3aboneBaHneMm,
COMPOBOXAAKLWMMCS 3HAYUTENbHBLIM MOBLILIEHWEM YPOBHSI XONECTepMHa B KPOBW U, Kak CreAcTBUe, Npexaes-
pEMEHHbIM pasBUTUEM U NMPOrPECCUPYIOLLUM TeYEHMEM aTepoCcKnepos3a, kak npasumo, B MOJIOAOM Bo3pacTe.
MayneHTbl C CEMENHON rMNepxonecTeprHeEMMEN, Aaxe Npu OTCyTCTBUM 3abonesaHuii, 06yCrnoBrneHHbIX aTepo-
CKIIepO30M, OTHOCSITCS K Fpyrne BbICOKOro pUcka, a Npu Ux Hanm4um — K rpynne o4eHb BbICOKOTO puUcKa pasBuTus
cepaeyvHO-CoCyaNCThLIX OCNOXHEHWI. Ljesib — pa3paboTka NpakTUYeckMx pekoMeHaaLuii Ans Bpaden, onpeaenexne
KPUTEPUEB ANArHOCTUKN Y COBPEMEHHBIX MOAXOMAO0B K NTEYEHNIO CEMEWHON runepxonectepuHemun. Mamepuan u
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MemoObl. B pekomeHaaunsix paccMOTPEHbI 3Tarbl OkasaHWsi MEAULIMHCKON NOMOLLM AAHHOW rpynne naunueHToB B
3aBMCMMOCTM OT Bo3pacTa 1 nona. Pesysibmamasi u ux o6cyxdeHue. [ins kaxaoro aTana npuBeaeHbl BO3MOXHbIE
BUObl MeauuMHCKOW nomowwn. MNMpeactaBneH anroputm BbISIBNEHUS, BEAEHUSA U nedeHnss 60MbHbIX C CEMENHON
runepxonectepuHemuen. 3aknrodeHue. NpeacraBrneHHble OCHOBHbIE MOMOXEHWsT METOAMYECKUX PpeKOMeHaauunn
no opraHM3aumm MeguUMHCKOM NoMoLLM BONbHBIM C CEMENHON rnnepxonectepuHemMmnen B cybbektax Poccunckon
depepaumm npegHasHaveHbl Ans Bpaden o6Llel NpakTUKK, Bpayei-neamaTpoB, Kap4vMonoros, a Takke Bpayen
Apyrux cneumanbHOCTEN.

Knroyesnie crioga: cemenHas runepxonecrepmHeMums, XornecTepyH NMNonpoTenaoB HU3KOW NIIOTHOCTU, NPOUNaKTUKa,
aTepoCcKNepos, neveHune.

Ans cebinku: JuarHoCTUKa n nedeHne ceMernHon runepxonectepmHemun (poccurickue pekomengauum) / M.B. Exos,
W.B. CeprueHko, T.A. PoxkoBa [1 ap.] // BeCTHUK COBPEMEHHOW KNnHu4eckon megnumHbl. — 2017. — T. 10, BbIn. 2. —
C.72—79. DOI: 10.20969/VSKM.2017.10(2).72-79.
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Abstract. Family hypercholesterolemia is a monogenic autosomal dominant disease accompanied by significant
increase of blood cholesterol, and as a result, premature development and progressive course of atherosclerosis,
usually at young age. Even in case of the absence of diseases caused by atherosclerosis the patients with family
hypercholesterolmia belong to the high-risk group and to a group of a very high risk of cardiovascular complications
development if relevant. Aim. These practical recommendations are developed for physicians and represent the definition,
diagnostic criteria and modern approaches to the treatment of family hypercholesteremia. Material and methods. The
recommendations contain the stages of providing medical care to this group of patients, depending on the age and sex.
Results and discussion. Possible types of medical care were indicated for each stage. An algorithm of identification,
management and treatment of patients with family hypercholesterolemia were presented. Conclusion. The main
principles of methodological recommendations presented for the organization of medical care for patients with family
hypercholesterolemia in the subjects of the Russian Federation are intended for general practitioners, pediatricians
and cardiologists, as well as for physicians of other specialties.
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6ume nonoxeHus. CemeriHas runepxonecre-

puHemus (CI'’XC) — MOHOreHHoe ayTOCOMHO-
JOMUHaHTHOe 3aboneBaHue, cOnNpoBOXAatLLeecs
3HaYMTENbHbLIM NOBLILLIEHNEM YPOBHSA XOnecTepunHa B
KPOBM WY, Kak CNeAcTBuUe, NpexXaeBpeMeHHbIM pa3Bu-
TMEM U NPOrpeCCUPYOLLNM TEHEHNEM aTEPOCKIEPO3a,
Kak npaBuno, B MonofoM Bo3pacte. [eTepo3unrotHas
dopma CI'XC BcTpevaeTcs B obLyen nonynaumm npu-
mepHo B 1 criyyae Ha 200—500 venosek. PacnpocTtpa-
HEHHOCTb romo3nrotHon popmbl CITXC 3HauMTENbHO
meHble (1 Ha 300 Teic. — 1 mnH yenosek). Cpeau
nuy ¢ runepxonectepuHemnen CIXC BcTpevaetcs
3Ha4nTenNbHO Yauwe — B 5—10% cnyyaes. [NauneHTbl
¢ CI'XC, gaxe npu otcyTcTBMM 3aboneBaHuii, 06-
YCMNOBIEHHbBIX aTePOCKNEPO30M, OTHOCHTCS K rpynne
BbICOKOrO pMUcKa, a Npu UX Hann4mm — K rpynrne oveHb
BbICOKOrO puUcka pa3BUTUS CepAeYvHO-COCYAMUCTbIX
OCINOXHEHUN.

YpoBeHb 06LLero xonectepmHa (OXC) y naumeHToB ¢
retepo3urotHom chopmori CIXC (reHeTndeckmin oedekxT,
yHacnegoBaHHbIA OT OQHOro M3 pogutenen) obbl4HO
coctaBnsiet 7,5—14,0 mmons/n. MNMpyu roMo3UroTHOM
CI'XC (reHeTnyeckui gedekT, yHacnegoBaHHbIN OT
obownx pogutenemn) — 14—26 MmMosib/i.

Tsxenas CIXC mMoxeT NpuBOgUTb K pasBUTUIO
nwemunyeckor 6onesnHn cepgua (MBC) yxxe B geTCKoM
Bo3pacTe. [Mpu oTCyTCTBMM Tepanuu puUck pasBUTUS
MBC y nauyueHToB ¢ CI'XC e 20 pa3 ebiwe, 4eM B
obwen nonynauun.

CI'XC Heobxoanmo CBOEBPEMEHHO AMArHOCTMPO-
BaTb M aleKBaTHO NeYnTb.

MepBuyHas npodmnakTuka BKIo4aeT B cedsi npose-
[EeHVe aKTUBHOIO CKPUHMHIA cpeau B3pOCTbiX 1 AeTEN
ONs BbISIBNEHWSA NULL C TMNEPXonecTepUHEMUEN.

JleveHne gonmxkHo BkMoYaTh B cebsa runonvnuaemu-
YEeCKyl AMETY, KOPPEKUMIO TPaaMLMOHHbBIX (DaKTOPOB
pucka, MeguKkaMeHTO3HYI0 Tepanuio, BKYatoLLyto
CTaTuHbI 1 Opyrre nNUNuAoCHWKaLWwmue npenaparbl, 1
npu HeobxogumocTn — adpepes aTteporeHHbIX Nuno-
npoTenaos.

lMayueHmsi ¢ CIXC dormkHbl HabrnoOambcs y Kap-
0u0s10208 (83pOCIIbIX U OBMCKUX).

OnarHoctuka n neyenune CIrXC. Anroputm Bbl-
asneHnss CI'XC npenctaeneH Ha puc. 1. OH cocTouT
M3 YeTblpex OCHOBHbIX 3TamnoB: MOWCK NauWeHTOB C
nogo3peHnem Ha CI'XC, noctaHoBka anarHosa CI'XC,
noabop Tepanuu, nocneyollee AncnaHcepHoe AnHa-
Mu4eckoe HabrogeHne 3a naumeHTamu.

[nsa kaxgoro n3 atanoB nNpegycMoTpeHo obcne-
OOBaHWe, HanpaBfieHHOEe Ha OLEHKY NUNUAHbIX Mo-
KasaTtenew, UCKNIOYEeHNe BTOPUYHBIX MPUYMH runep-
XOnecTepnHEMMM, OLEHKa TPagULMNOHHBLIX hakTopoB
pucka pa3BuTUS CepaeyHo-cocyancTbix 3abonesaHui,
OMarHoCTUKa BblpaXXEHHOCTM aTepocKepo3a 1 oLeHka
6e3onacHOCTM MPOBOAMMONM TMNONMMNOEMUYECKON
Tepanuun. B mabsn. 1 npuBegeHsbl HeobxoamMble ana-
rHOCTMYeCKMe TecTbl, onpegeneHa perynsapHocTb u
YCNOBUS UX BbINOMHEHUS.

KoHcynbTauma Bknioyaer:

1. Onpoc; cbop cemertHoro aHamHesa; puaunkanb-
HbIi OCMOTP; U3MepeHne apTepransHOro AaBneHus
(AL); pacyeT uHgekca macchl Tena, uamepeHue
OKPYXHOCTM Tanuu; pekoMmeHgauunm no nosoay
KYpeHus, Xxapaktepa nutaHus u u3n4eckon akTune-
HOCTMW.

2. NuTepnpeTtaumio pesynsratoB obcrnegoBaHus,
Ha3HavyeHue/KoppeKkumno rmnonMnuaeMmnyeckon Te-
panuu.

* BolpaxeHHas runepnunuaemMus.

1 60 neT y XeHLWH).
» KcaHTOoMaTo3.

1-1 aTan
Mouck nauneHToB ¢ nogo3peHuem Ha CIXC

* PaHHWIn aHamHe3 3aboneBaHuii, 06yCNOBMNEHHbIX aTepocrnepo3oM (4o 55 net ymyxunH

WcknioueHne BTOPUYHBIX MPUYMH FUNepxonectepmHeMum

MocTaHoBKa guarHosa CI'XC

CIrXxc.

ckneposa

2-1 3Tan
* BbisiBneHune npobaHaa — nuua, y KoToporo NepBbIM B JaHHOW CEMbE NOCTaBIEH AMArHo3

» KackagHblii CKpUHUHT POACTBEHHWUKOB NpobaHaa.
OueHka AOoNOSHUTENbHbIX CepAe4YHO-COCYAUCTLIX (DaKTOPOB pUCKa U HanNU4usa aTepo-

3-1 aTan
OnpepeneHne TakKTUKKU NneYeHns n nogodop Tepanum

4-1h aTan
OuHamMmu4yeckoe HabnogeHue

Puc. 1. AnropuTm BbisiBNeHUs 1 BegeHns 60nbHbIX ¢ ceMenHon runepxonectepuHemmen (CHXC)
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3. lNMpumeHeHune kakoro-nMbo ogHoOro MetToaa uccne-
O0BaHMs, UCXOAS U3 NoKa3aHWi (C y4ETOM KIMHUYECKOWN
KapTUHbI N pe3ynsTaToB NPeaTeCTOBON BEPOATHOCTH
MBC) 1 BO3MOXHOCTEN LeHTpa.

4. MNpwn Hanuuum xxanob Ha NepemexatoLLyCs Xpo-
MOTY TOJNbKO ANS KyPsILLMX NaLMEHTOB.

5. MNpu noagbibkeyHo-Nnevesom nHgekce <0,9.

6. MNpux HaNM4MKM NokasaHuin.

7. Mpy NOSABNEHUN MbILLEYHBIX CUMNTOMOB.

8. 1 pa3 B rog npu yMepeHHOM aopTaribHOM CTEHO3e,
1 pa3 B 5 neT npy HOpMe UNN Ha4anbHbIX U3MEHEHWSIX,
1 pa3 B 6 Mec npu TSXKENOM aopTaribHOM CTEHO3E.

9. 1 pa3 B rog npu creHo3e 6onee 50%, 1 pa3 B
2 roga npu cteHo3e meHee 50%.

CkpuHuHr Ha CI'XC. Hanuune CI'XC moxeT 6bITb
3anof03pPEHO 10CsIe UCKITOHYEHUST 8MOPUYHBLIX MPUYUH

(mabn. 2) runepnunuaemMun B crnyyasix 6e3 Tepanuu,
HaTowWak, Kak MMHMMYM, B OBYX MocnegoBaTenbHbIX
aHanmsax KpoBMu:

* ypoBeHb OXC = 7,5 mmonb/n nnu XC JIHIM =
4,9 MMonb/n y B3pOCHbIX 1 NOAPOCTKOB 16 NneT v cTapLue.

* ypoBeHb OXC = 6,5 mmonb/n nnu XC JIHIM =
4,1 mmonb/n y AeTer n NO4POCTKOB.

Y BCEX MauUMEHTOB C FMMEPXONECTEPUHEMMEN HeE-
06X0AMMO BbISICHUTb, UMeeTCs N1 aucnunuaemus u/
unn UBC y poaCTBEHHWKOB NEPBOV MMHUK (pOguTenH,
Opatbs, cectphl, getn). CI'XC yalle BcTpeyaeTcs y nuu,
C CeMeWHbIM aHaMHEe30M MMNepPXorecTepuHeEMnA Unm
Hann4mem VIBC y poacTBEHHMKOB B MOOA0OM BO3pacTe
(y My>u4uH go 55 nert, y xeHwmH go 60 ner).

Ocob60e BHUMaHme Npu BbISIBIIEHUN MOTEHLMANbHbIX
cnyydaeB CI'XC cnegyet yaenate MOnogpiM nauneHTam

Ta6nuua 1
O6cnegoBaHMe NnauMeHTOB Npu noctaHoBke auarHo3a CIMXC, noabope Tepanuun
¥ nocrneayowemMm AMHaAMUYeCcKOM HabnoaeHuu
OTanbl HabnaeHus
O6cneposanue MocTtaHoBKa Mop6op/KoppeKums Avnnamnieckoe
auarHosa Tepanuu HabniopeHve
1 pa3Broa
Mpuem Bpaya nepBUYHBINA' X
Mprem Bpaya NOBTOPHbI? X X
OueHka nunudHbIX nokasameneu

O6LWuniA XornecTepuH X X X

XC MHN X X X

XC nBrn X X X
Tpurnuuepuabl X X X

UcknodeHue 8mopuyHbIX MPUYUH 2urepxornecmepuHeMuu

TTr X

Lo X

T X

KpeaTuHuH ¢ pacyetom CKD X

OueHka dpyaux buoxuMu4eckux ¢hakmopos pucka amepockieposa

[mioko3a X X
Jlunonpoteng (a) X X

OueHka buoxumudeckux nokazameneul Kposu 07151 UCKTKHYEHUsT MpomueornokasaHull K aurnonunudéemMuyeckol mepanuu
u ee riocrnedyrouje2o KOHmMPOoIs

ANT, ACT X X X
K®K X x’ x’
JuazHocmuka 8bipaxxeHHOCMU amepocKieposa

OKIr X X
OxoKIr X x8
Ctpecc-tect (OKI-TecT unu BU3yanusnpyroLuii TecT) x3 x3
MCKT kopoHapHbIX apTepuii

KopoHapHbI kKanbuui

[lynnekcHoe ckaHupoBaHve GpaxvouedarnbHblX apTepuii X x°
Onpegenexwne NN x4 x4
[lynnekcHoe ckaHMpOBaHUe apTepuin HKHNX KOHEYHOCTEN x5 x5
KoHcynbTraums cepaeqHo-cocyancToro xmpypra X8 x5

lpumeyarue: ANNT, ACT — anaHuH- 1 acnaprtatTpaHcamuHasa; [T — ramma-rnyTamuntpaHcdepasa; MBC — unwemunyeckas

6onesHb cepaua; UMT — uHgekc macchl Tena; KOK — kpeatuHgocdokmHasa; J1BIN — nunognpotenab! Bblcokow nioTHocTw; JIHIM —
nunonpoTenabl HU3kor NnotHocTw; TN — nogbikedHo-nneveBolt nHaekc; MCKT — MynbTucnvpanbHas KoMnbloTepHas TOMorpadust;
OXC — o6wwmit xonectepuH; CI'XC — cemeliHasi runepxonectepuHemusi; CK® — ckopocTb knyboukoBon unstpauum; CC3 — cep-
[AeyHo-cocyauncToe 3abonesanue; TTI — TupeoTponHbI ropMoH; Y3 — ynbTpa3sBykoBoe nccnegoaHue; XC — xonectepuH; YCC —
YyacToTa cokpalleHus cepaua; LLd — wenoyHan docdatasa; OxoKIm — axokapanorpadmsi.
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C rMnepxornecTepMHeMmuen, MMeLMM B aHaMHese 3a-
6oneBaHusi, 06YCNOBNEHHbBIE aTEPOCKTEPO30M, MPOXO-
OSLLMM NeYeHne B KapAnororMyeckmx n Heespororuye-
CKUX OTAENEHUAX U OTAENEHNSX CEPAEYHO-COCYANCTON
XVUPYPrumn (LeneBor CKPUHUH).

M3mepsiTb YpOBEHb XOnecTepuHa y AeTel cnegyet
C [BYXJIETHEro BO3pacTa, ecniv y poautenen nmeertcs
CIrXc, kcaHmomamos vnu paHHee Hayano VBC. B
TakuUx CEMbSIX BCE NnuLa OO0MKHbI ObiTb 06CNeaoBaH.bl
ans vckntoveHns CIMXC kak MOXHO paHbLue.

Ta6nuuya 2
Bo3MOXHbIe NPUYNHBbI BTOPUYHOM runepnunuaeMmm

Hapyluenve gueTsbl HacbiLeHHble Xupbl.
TpaHCxMpbl.

AHopekcusi

JlekapcTBeHHbIe npe-
naparbl

LinknocnopuH.

OuypeTtunku.

[miokokopTMKOMAbI.
AmMrogapoH.
MmMmyHogenpeccaHThbl.
KombuHupoBaHHble opasbHble
KOHTpaLenTMBbI.
BbicokoakTuBHasa aHTMBUpYCHas
Tepanus npu BUY

Xonecras.

HedpoTnyecknii cuHapom.
XpoHnyeckasi 60nesHb NoYek.
CaxapHblin gnabet

3aboneBaHusi

HapyLeHus metabo-
nusma

[Mnotmpeos.
OxupeHue.
CuHgpom KylumHra

dusmonornyeckune co-
CTOAHUA

BepemeHHocTb

CornacHo MmognduLMpoBaHHbIM 20s11aHOCKUM KpU-
mepusiM NPou3BoAUTCS BannbHasi OLeHKa CEMENHOro
1 NepcoHanbHOro aHamHesa, (PeHOTUNNYECKMX Npo-
asnenun CIXC, ypoBHsi XC JTHT. Mony4eHHble 6annbl
CYMMMPYHOT U B 3aBUCUMOCTM OT UX 3HAYEHWUS CTAaBUTCS
OrnpenerneHHbIN, BEPOATHbLIA UM BO3MOXHbIN AMarHo3
CIr'XC (mabn. 3).

Ta6nuuya 3
MO.qVId)MLIMpOBaHHbIe ronnaHAackKkue

AnarHocTuyeckue kputepum CIrxXc
(Dutch Lipid Clinic Network)

[narHocTnyeckne Kkputepum

— Bannbl
CemeliHbIl aHaMHe3

PoacTtBeHHUK 1-11 cTeneHn poacTsa C paHHen (Myx- 1
YnHbl <55 neT, xeHwwmHbl <60 net) MBC nnu gpyrum
COCYANUCTbLIM NMOpaxeHnem

unu poAacTBeHHWK 1-i ctenenn poactea ¢ XC JTHI
>95-ro npoueHTUNs

PoacTBeHHVK 1- cTeneHn poAcTBa ¢ KcaHToMamu 2
CYXOXUINUIA NNV NUNOWOHOW AYro poroBuLibl
unu getn monoxe 18 net ¢ XC JIHIM >95-ro npo-
LeHTUns

Ucmopus 3abonesaHus

Y naumeHTa paHHsAst (My>X4uHbI <55 NneT, KeHLWWHbI 2
<60 net) UBC

Y nauueHTa paHHee (My>X4uHbl <55 neT, )KeHLMHBbI 1
<60 neT) pa3BuTUE aTEPOCKIEPOTUYECKOrO Nopaxe-
HMSa BpaxmouedanbHbix/neprdepndecknx aptTepui

QusukanbHoe obcnedosaHue

KcaHToMbI CyxoxXunnmmn 6

JlunongHas gyra porosuupl Ao 45 net

JlabopamopHbil aHanu3
(npu HopmarnbHbix XC JIBI1 u mpuenuyepudax)

lMpumeyarHue: BU4 — Bupyc ummyHogeduumnta Yenoseka.

OuarHoctuka CIrXc

®eHomunudeckue niposieneHusi CIXC:

» KcaHTOMBI cyxoxumnuii. nst AMarHOCTUKN KCaHTOM
HeobxoavMa BM3yarbHas oLeHKa 1 nanbnauusi crnegyto-
LLIMX CYXOXUITUIA: aXMINOBbIX, NanbLeB pyK, TPMLENCOB
1 KOMNEHHbIX CyCTaBOB (B COMHUTENbHbIX CITy4asx MOXeT
ncnone3oatbes Y3 nnn Gruoncus).

* JlunongHas gyra poroBuLbl Takke CBUAETENbCTBY-
€T 0 HanU4MM HapyLLEHUS IMNMAHOTO oOMeHa, HO UMeeT
AnarHocTn4eckoe 3Ha4YeHue ToNbKO, eCrv BbISIBNSETCA
0o 45 ner.

» KcaHTenasmbl Yacto BCTpeyarTcs Y OOnbHbIX C
CI'XC, Ho He gaBnsitoTCA cneumduyHbIM NPU3HaKOM;
YTO KacaeTcs y3enKoBbIX, 3PYNTUBHbIX KCAHTOM KOXM,
TO OHM Bonee crneunduyHbl 4N BbipaXXeHHON runep-
TPUMULEPUAEMUM U XUITOMUKPOHEMUN.

* BaxkHo, 4TO OTCYTCTBME BbiLLEYKa3aHHbIX NPU3Ha-
KoB He uckntoyaet CIXC.

* [loctaHoBka gmnarHo3a CIXC Bo3mo)Ha 0e3
reHeTU4YeCcKoro TeCTMPOBaHUSA 3auHTEPECOBaHHbIX
reHoB (LDLR, APOB, PCSK9 n LDLRAP1) no geHo-
TUMUYECKUM MPU3HAKAM U KITMHUYECKUM KPUTEPUAM
(cm. Huxe).

KnuHuyeckue kpumepuu 0151 duazHocmuku CIXC

Hanbonbliee pacnpocTpaHeHWe NonyyYnnu 2osi-
nardckue (Dutch Lipid Clinic Network) n 6pumaHckue
(Simon Broom Registry) duazHocmuyeckue kpumepuu
Crxc.

B NOMOLLb NPAKTUYECKOMY BPAYY

XC NMHM >8,5 mmonb/n

XC JTHM 6,5—8,5 mmonb/n

XC JIHM 5,0—6,4 mmonb/n
XC JTHM 4,0—4,9 mmonb/n
HuaeHo3 CIXC

= w|o|

Bonee 8
6—8
3—5

OnpegeneHHhIn

BeposTHbIN

B03MOXHbIN

lMpumeyaHue: pyarHo3 ycTaHaBMMBAETCA HA OCHOBAHWUM CyM-
Mbl 6aNnn0B, MOMyYEHHbIX B KaXA0M rpynne (BHYTpW rpynmnbl 6ansibl
He CyMMUPYIOTCS), YUMTbIBAETCSA TONbKO OAWH NPU3HaK, AAOLLMIA
MaKCuMarnbHOe KonM4ecTBO 6anmnos BHYTPU KaXaon u3 rpynn.

JIHIM — nunonpotenapl HUu3kon nnotHocTh, CIMXC — cemeii-
Hasi runepxonectepuHemusi, XC — xonectepuH, NbC — nwemun-
Yeckas bonesHb cepaua.

bpumarckue kpumepuu. OnarHo3 CI'XC ctasutcs
Kak onpefeneHHbIN UM BEPOSATHLIN B 3aBUCUMOCTU OT
ypoBHs OXC, Hannunga kcaHToM y npobaHga n/vnu ero
POACTBEHHWKOB, PE3ynbTaToOB reHETUYECKOro aHanmaa,
nepeHeceHHoro NHdapkTa MMokapaa y YfieHoB CEMbU.

FeHeTUYECKMN CKPUHUHI MOXET HE UCNOoNb30-
BaTbCHA B PYTUHHOWM KIMHWYECKOW MPaKTUKE, OAHaKo
BbISIBNIEHNE KOHKPETHOW FrEHHON MyTaLnn CyLLIEeCTBEHHO
obneryaet noctaHoBKy guarHosa CIrXC.

BbisiBeHMe reHHo MyTauuu CyLecTBEHHO 00-
neryaet nNpoBeAeHNe KackagHOro CKpUHMHIA, a Takke
MOXeET ObITb MOMNE3HbIM NP NIAHUPOBaHNN CEMbMU.

BbisiBneHve MyTauum Hepeako yBenuumBaeT npu-
BEPXKEHHOCTb NaLMeHTa K Tepanuu.
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BpuTtaHckue guarHoctuyeckue kputepum CIFXC (Simon Broome Registry):

OnpedeneHHbiii duazHo3 CFXC cmasumcs, ecnu:

OXC > 6,7 mmonb/n unu XC JMTHIM > 4,0 mmonb/n y pebeHka mnagwe 16 net, umu

OXC > 7,5 mmonb/n unn XC JTHM > 4,9 mmonb/n y B3pOCroro NiKC O4HO U3 HUXKENepeuncrneHHoro:

* HanM4yme CyXOXMUIbHbIX KCAHTOM Y NaLMeHTa v POACTBEHHMKA 1-1 cTeneHn poacTea (pogutenu, Aetu, bpaTbsl, CecTpbl), Unu
Yy POOCTBEHHUKA 2-1 CTeNeHn poacTea (aeayLukun, 6abyLukv, o9am unm Tetn);

* N03nTUBHbIN TecT OHK-anarHocTukun, noareepxxaarowmii Mmytaumm reHa peuentopa-J1HIM, anoB-100 unn PCSKO.

BeposimHbili duazcHo3 CIXC cmaeumcs, ecnu:

OXC > 6,7 mmonb/n unu XC NMHMM > 4,0 mmonb/n y pebeHka mnagwe 16 net, uau
OXC > 7,5 mmonb/n unn XC JTHM > 4,9 mmonb/n y B3pOCnoro Nikc O4HO U3 HUKENepPe4nCcneHHoro:
* OTATOLLEHHBIN CEMeViHbIN aHamHe3 Ao 50 neT y poACTBEHHMKa 2-i CTeneHn poacTea, Ao 60 neT y poacTBeHHuKa 1-i1 cteneHn

poacTea;

* OXC > 7,5 mmonb/n y B3pocnoro 1-i unm 2-in crenexmn poactaa unu nosbieHne OXC > 6,7 mmonb/n 'y pebeHka nnm poacTeeH-

HVKa 1-11 cTeneHn poAcTBa B BO3pacTe MeHee 16 neT.

lNpumeyaHue: AHK — ne3okcmprboHyknenHosas kucnota; JIHM — nunonpoTtenabl HU3kon nnotHocTn; OXC — obLwmin XonecTepuH;
CI'XC — cemelitHas runepxonectepuHemusi; XC — xonectepuH; PCSK9 — nponpoTtnenHkoHBepTasa cybTunmanH-kekcuH tuna 9.

CnegyeT NOMHWUTb, YTO OTpPULLATENbHbIA reHeTUYe-
CKMI TECT He NO3BONSAET NONHOCTL0 nckniounTb CIMXC,
Tak kak npumepHo y 20% 3Tux 6oMbHbIX MyTauun Bbl-
ABWUTb He yaaeTcs.

KackagHbI CKPUHUHI — no3TanHas MaeHTudu-
Kauus NaUMeEHTOB C CEMENHOW rMNeEPXOieCTEPUHEMUNEN
cpeau YneHoB ceMbu npobaHaa, T.e. NepBoro nuua B
CEMbE, Y KOTOPOro BbICTABIEH «OMPEAENEeHHbIN» UIn
«BepoATHbINY gnarHo3 CI'XC. B kackagHbI CKPUHWHT
NnoaTanHoO BOBMEKAKTCS POACTBEHHUKM CHadana 1-i,
3ateM 2-1 1 3-i cTenexn poacTaa. 1o Mmepe BbiBNeHNst
HOBbIX naumeHToB ¢ CIMXC mnx poaCTBEHHUKN TakxKe
obcnepytoTcsa. KackagHbli CKpUHUHT — Haunbonee
uenecoobpasHbIi CNocob AuarHoCTHKN, paHee He ana-
rHocTupoBaHHon CI'XC, Tak kak OH MO3BOMSET BbIABUTb
nayueHToB ¢ CI'XC, B TOM yncne Ha JOKITMHUYECKOM
aTane. 3TO NomoraeT NPOBOAUTL NPocUNakTUdeckme
MEepOonpUsTUS, BKITKOYaOLLME U3MEHeHNe obpasa Xuns-
HK, Koppekumto cakTopoB pucka CC3 1 agekBaTHyHO
NeKapCTBEHHYI0 Tepanuio, CHWXaloLWy YPOBEHb XO-
nectepvHa B KPOBU U MpefoTBpaLLaoLLy0 pas3Butme
COCyaMUCTbIX KaTtacTpod.

BoamoxHbl OBe cTpaTernv KackagHoro CKpUHUHra
poOCTBEHHUKOB NpobaHaa: eeHemuyeckasi U ¢gheHo-
munu4yeckasi.

FeHeTUYeCKM KacKagHbIW CKPUHUHT. Ecnny npo-
6aHaa GbINo NPoBeAeHO MOMNEKYNSAPHO-TeHeTUYeckoe
obcrnenoBaHne U BhISIBNIEH MATONOMMYECKUA BapuaHT
annenemn 3anHTepecoBaHHbIX reHoB, TO Npu obcneao-
BaHWUM POACTBEHHMKOB HEODOXOAMMO OLEHUTBL Y HUX €ro
Hanuune. MNMpu NoaATBEPXKAESHUMN HaNMYMA NaTOreHHbIX
MyTaLmMn poACTBEHHUKY BbicTaBnsieTcs gnarHo3 CIXC,
naxe ecnu ypoeHb XC JTHI y Hero Huxe anarHocTtu-
YeCKMX 3HAYEHWI, XapaKTepHbIX Anst AaHHOro 3abone-
BaHus. o mepe BbISBNEHUSA HOBbIX NaumeHToB ¢ CITXC
MX POACTBEHHMKN Takke obcrnenyoTcs.

DEeHOTUNNYECKUA KacKaAHbIW CKPUHMHT. [1pn
oTpuUaTenbHOM pesyrnbrate reHeTUYeCcKoro TecTmpo-
BaHUSA npobaHaa Wnm npu OTCYTCTBUM BO3MOXHOCTM
ero nposefeHusa amarHoctnky CIXC y onuxkanwmx
pOACTBEHHMKOB criedyeT NpoBOAUTb Ha OCHOBaHWUM
XapakTepHbIX ANS POCCUINCKON NOnynsuuu ypoBHEN
XC JNHI B nna3me ¢ y4eTom nona u Bospacta obcre-
ayemoro. [Ins nocTaHOBKU AuarHo3a poACTBEHHWUKaM
6onbHoro ¢ CI'’XC BO3MOXHO NpMMeHEHNe BpUTaHCKMX
ounoxummyecknx kputepmes CIXC, Bbicokas 4yBCTBU-
TenbHOCTb (93%) n cneundunyHocTb (82%) KOTOPbIX B
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aunarHoctnke CIXC 6bina npogeMoHCTpuMpoBaHa ans
poccuirckon nonynsaumm (puc. 2). CornacHo aTum Kpu-
Tepusm, Hanpumep, Y XeHLMHbl B Bo3pacTte 25 net ¢
ypoBHem XC JTHI = 4,6 mmonbk/n guarHo3 CIXC oyget
BeposTHbIM, ecnin XC JTHI = 4,0 MMonb/n — BO3MOX-
HbIM, a npu ypoBHe XC JIHI = 3,4 mmonb/n CIT'XC —
ManoBepoOATHbIM.

[varHocTuyeckme MeToabl, NCMosb3yeMble A5si Bbl-
SABMEHNS NHAEKCHbIX NauMeHTOB, Takne Kak Kputepum
Dutch Lipid Clinical Network n Simon Broome, He crie-
ayeT npumeHsiTb Npu guarHoctmke CIXC y Gnvkanwmx
pPOOCTBEHHUKOB NpobaHaa.

INleyeHue

Jlnua ¢ CI'XC (B cniyyae geten nx 3akOHHbIE Npea-
CTaBUTENW) A0MKHbI BbITb 06A3aTENbHO NPOUHEOPMU-
pOBaHbl O TOM, YTO OHU Haxo4sATCs B rpynne BbICOKOro
UMM OYeHb BbICOKOrO pUcKa pasBUTUS CepaeyHo-Cco-
CYOMCTbIX OCITOXHEHWUI, 0BYCNOBMNEHHbIX aTepockre-
po3oM. TpaguuMOHHbIe LKanbl (Hanpumep, Tabnuua
SCORE, the European cardiovascular disease risk
assessment model) 4ns nporHo3mMpoBaHWs cepaeyHo-
COCYOMUCTbIX PUCKOB Hemnb3s npuMmeHaTb y nuu ¢ CIMXC.
Mpu BbigBneHnn CIHXC Heobxogmmo GbicTpee HayaTb
KOMMIEKCHoe neyeHve. [nuTensHas nekapcTBeHHas
Tepanus N03BONsAeT OTOABUHYTb BpeMs MaHudecTaumm
NBC n ee ocnoxHeHui y nuy, ¢ CIHXC. CIXC tpebyet
NMOXM3HEHHOrO feYeHns n perynsapHoro BpayebHoro
KOHTpOns.

HemedukameHmo3sHoe nevyeHue CIrXC

Koppekuus ¢pakmopoe pucka u moougukayus
obpa3za Xu3sHu.

Koppekumns TpaamumMoHHbIX Ans obLwern nonynsaumm
(haKTOpOB pUCKa ABMSETCA HEYKOCHUTENbHbLIM YCIOBU-
eM acppekTmBHoro neyveHms CIHXC. B nepsyto odepep,
3TO OTKa3 OT KypeHust (0coBeHHO y Nnofgen mMonogoro
BO3pacTa), KOHTPOrb (Mpu HeobXoAMMOCTU MeanKa-
MEHTO3HbIN) apTepuanbHOro AaBreHUs, CHUXeHne
MHAEKCca Macchl Tena Ao 3HadeHun He bonee 25 kr/m?,
[o3mpoBaHHas usmyeckas Harpyska nog KoHTpornem
YCC n ALl ons 6opbbbl ¢ runognHammeit. Y nuu ¢ CIHXC
crnepyet orpaHnynBaThb ynoTpebrneHne HacbIWeHHbIX
XMPOB U TpaHCXKMpoB. KonnyecTBo xomectepuHa 13
NULLM He JOMMKHO npeBbiwatb 200 Mr/geHb.

Medukamenmo3sHoe neyeHue CIXC y e3pociibix

Llenbto Tepanuu aensertcs goctumkeHne yposHA XC
JTHIM meHee 1,8 mmonb/n npu Hannuumn UBC nnn caxap-
Horo anabeTa, Unm 3Ha4MMOro aTepoCKIepOTUYECKOro
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YKeHLLUHBI My>K4rHBbI
Bospact
0-14 15-24 | 25-34 | 35-44 | 45-54 >55 0-14 15-24 | 25-34 | 35-44 | 45-54 > 55
53 53 53 53 53 53 53 53 53 53 53 53
52 52 52 52 52 52
51 51 51 51 51 51
5.0 5.0 5.0 5.0 5.0 5.0
49 49 49 49 49 49
48 48 48 48 48 48
47 47 4.7 47 47 47
46 46 486 46 46 46
= 45 45 45 45 45 45
2 4.4 44 44 44 44 44
s 43 43 43
2 42 | 42
£ a1 | a4
5 a0 | a0
< 39
38

BeposTHbin gnarHos CIXC
BoamoxHbIli gnarHo3 CIHXC
[ CIrXC otcytetayer

Puc. 2. Buoxummnyeckune kputepun CI'XC ans poactseHHunkoB (NICE — National institute for clinical excellence, 2008):
XC — xonecTtepuH; JINMH — nunonpotenabl HU3ko nnoTHocTh; CITXC — cemerHas runepxonectepuHeMust

nopaxeHus 6paxmouedanbHbIX NN nepudepudecknx
apTepui (Hanmune aTepocKnepoTUYecknx bnsiek co
cteHo3oM 50% n 6onee) meHee 2,6 MMonb/n.

[ns B3pocnbix nayneHToB ¢ CIMXC craptoBoe ne-
YeHue 3akrvaeTcsa B Npueme MakcumarbHbIX Tepa-
neBTUYEKNX 03 CTaTMHOB: podyBactatnHa 40 Mr unu
atopsacTatunHa 80 mr. Y nuy ctaple 18 net ¢ retepo-
aurotHon CI'XC npu HegocTaTovHOM 3EKTUBHOCTU
CTaTMHOB B MakCMMasibHO NePEHOCUMBbIX A403aX C LiENbo
OOCTWXKEHMS peKOMEHAOBaHHbIX LieneBbiX ypoBHen XC
JIHIM pomkeH OononHUTENbHO Ha3Ha4YaTbcsA 93€TUMKNO
10 mr n/vnu aBonokymab 140 Mr MOAKOXHO KaKable
2 Heg vnn 420 Mr oguH pas B Mecal,.

Medukamenmo3Hoe niedeHue demeli ¢ CIFXC

Llenbto Tepanun y neten B Bospacte 8—10 ner aBns-
etca goctmkeHne ypoHst XC JTHI meHee 4,0 mmonb/n,
y Aeten ctapwe 10 net — meHee 3,5 mmonb/n. Y
Manb4YnkoB 1 aesoyek uenesble ypoBHU XC JIHIM He
pasnuyaoTcs.

lMocne koppekunn gmeTbl N ypoBHSA (hrn3nveckon
akTuBHOCTU Npu coxpaHeHun XC JIHI Bbiwe peko-
MEHAOBAHHbIX LeNeBblX 3HA4YeHUM MO AaHHbIM He
MEHee YeM [BYX M3MEPEHUIN HAa3HAYaTCS CTaTUHbI
B HM3KMX go3ax. KnuHunyeckue mnccnegoBaHus nog-
TBEpAMnM 6e3onacHoCTb N 3P PEKTUBHOCTL NeYeHnst
cTatnHamu geten. [letam v nogpoctkam B BO3pac-
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Te 10—17 net BO3MOXHO Ha3HadeHue azeTummba
B BMAE MOHO- U KOMOUHMpOBaAHHOW Tepanuu. Mpn
retrepo3nrotHont CIMXC HeobxooMMo CTpPeMUTbCS K
Hadany nedvexusa c 8 net. [lpu eomosueomHol CIXC
neyeHue Ao/mkHO bbimb Ha3Ha4YeHo 8 boriee paHHeEM
go3pacme. 'vnonunmngemuyeckas tepanus CI'XC B
nybepTtaTHOM Bo3pacTe AOSIKHA NPOBOAUTLCA CO-
BMECTHO C negnaTpoM.

lNomo3uezomrasi CF'XC — epynna o4eHb

8bICOKO20 puUcCKa

B HacTosilee BpeMs «30M0TbIM CTaHOapTOM»
neyeHns nauneHToB ¢ romo3urotHon CIXC asnseTcsa
nporpaMmMHbIn (perynspHbiv) agepes JIHIMT — akcTpa-
kopropanbHoe yganenune XC JIHI n3 nnas3mbl KpoBu.

HasHaueHune Tepanum ctaTuHaMmu 1 Havano agepe-
3a XC JIHIN B paHHem BO3pacTe, a Takke perynsipHbii
KOHTpPOIb 3a NauueHTamu ¢ romo3umrotHon CIXC umetot
XW3HEHHO BaXKHOE 3HaYeHue.

Y nuy, ¢ romosurotHo CI'XC crapwe 12 net K
Tepanum MoxeT OblTb JOMONMHUTENBHO Ha3HayeH
aBonokymab 420 mr nogkoxHo 1 pa3 B mecsay,. MNauu-
€HTbI, nonyyawLwme adepes, MOryT HavyaTb NeyeHne
3Bonokymabom B fo3e 140 Mr kaxable OBe Hedenv B
COOTBETCTBUM C rpadmkoM adpepesa. Jlnuam crape
10 net npwu retepo- n romo3uroTHon copmax CIrXC k
Tepanum MoxeT bbITb fobaBneH 33eTummno 10 Mr B CyT.
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Tepaneemuyeckuli aghepes (JIHIM-aghepes)

MeguumHckue paboTHUKM OOMKHBI HANPaBMATb KaH-
anpartos Ha nposeaeHve JTHIM-adepesa B MeguumnHckme
YUPEXOEHUS, €ro OCyLLEeCTBSAIOLME.

Mpun HannyKK 3aknYeHns degepanbHoON MeanLUH-
CKOW opraHusaumm o HeobxoaumocTn JIHIM-adpepesa n
OTCyTCTBUM B cyObekTe PO MeguumMHCKNX opraHmusaumi,
€ro ocyLllecTBnsLWmnx, Heobxoanmo obpallatbcs B
opraHbl Bnactu cybvekta PP ¢ npeanoxeHnem op-
raHn3oBaTb B O4HOW U3 MEeOULUHCKMX OpraHu3auun
cybbekta nposegeHuve JIHM-adepesa no XU3HEHHbIM
nokasaHusam. JIHM-adepes npoBoanTcs GOMbHBLIM C
CI'XC, y KoTopbIX He AOCTUrHYThI LieneBble ypoBHu XC
JIHT npyn nomoLum MakcumarbHO BO3MOXHOW MMAOnu-
nuaemMn4eckon Tepanuu.

Adbepes nponsBoanTca exeHenensHo unm 1 pas B
aBe Hegenu. B xoge Hero 13 nnasmbl KPOBM NaUMeHTa,
nepdy3npyemon Yepes cneumnanbHbI annapar, ygans-
etca 80—100% JIHI. Mpu aTom KoHUeHTpaums JTHI
B Mfia3Me KpOBW MaumMeHTa B 3aBUCUMOCTM OT obbema
obpaboTaHHon nnasmbl cHuxkaetca Ha 70—80%. B
HacTosLee Bpems cylLlecTByeT 6 meTogoB adepesa
NUNoNpoTENAOB, UCMNOMb3YHLWMX pasfiMyHble CBON-
CTBa aTepOoreHHbIX IMNONPOTEMAOB AN UX yaaneHus
1 6asnpyroLLMXCA Ha pasHbIX TEXHOMOMMAX: KackagHas
nnasMmoduneTpaund, nunuaHasa dunstpauus, rena-
PUHNHAYLUMPOBAHHAs NpeumnuTaumns nMnonpoTenaos,
adduHHas nNna3mo- 1 remocopbuus NMNonpoTenaos,
MMMYyHocopbLMS NMNonpoTenJoB.

JIHIM-achepes HazHavaeTcHa naumeHTaMm, y KoTopbIX
nocrie 6 mec MakcumarbHO BO3MOXHOW KOMOWHUPO-
BaHHOW rMNONUNMAEMMUYECKON Tepanmmn He JOCTUTHYThI
uenesble ypoBHu XC JTHI, HasHavaeTca JIHIM-adepes
B COOTBETCTBUM CO CrieayoLLMMN NOKa3aHUSaMMU:

* romo3urotHas CI'XC n XC J1HI 6onee 7,8 Mmonb/n
unuretepoaurotHas CI'XC n XC JTHIM 6onee 7,8 Mmonb/n
nnoc 1 OONONHUTENbHBLIN PakTop cepaeyHO-CoCyan-
cToro pucka, unu reteposurotHas CI'XC n XC JTHI 60-
nee 5,2 mmonb/n Nntoc 2 hakTopa pucka, usau ypoBeHb
nunonpotenaa (a) 6onee 50 mr/an;
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sretepo3urotHaa CIrXC un XC JIHI 6Gonee
4,1 mmonb/n, NpuHagnexawme K rpynne o4eHb Bbl-
cokoro pucka (yctaHosneHHasa VBC, gpyrne CC3 mnu
caxapHblii onaber);

* retepo3urotHass CI'XC npu oTmeHe runonununge-
MUYECKOW Tepanun B CBSA3N C GEpeMeHHOCTbIO Npu
BbICOKOM PUCKE OCITOXXHEHWUNA.

XeHwuHbI penpodykmueHO20 eo3pacma

* Bo Bpemsa neveHns oormkHbl Nosb30BaThCs afek-
BaTHbIMW MeToAaMN KOHTpaLUenumu.

* XKeHwmHbl ¢ CIXC gomkHbl MONYYnTb KOHCYIbTa-
unto nepen 6epeMeHHOCTLI0 Y UHCTPYKLMK MO OTMEHE
npuema runonunNuaeMnUYecKknx CpeacTB He nosgHee,
YyeMm 3a 4 Heq A0 NpekpaLLeHns NpeaoxpaHeHns ot be-
PEMEHHOCTU M HE LOIMKHbI NPUHMMATL 3TW Npenaparbl
[0 OKOHYaHUS rPyAHOrO BCKapMITMBaHWUS.

* B cnyyae HesannaHupoBaHHOW GepeMeHHOCTH
xeHwmHa ¢ CIM'XC pormkHa HesamennuTernbHO npe-
KpaTuTb NpyMeM NobbIX rMNonnnMaEMUYECKNX CPELCTB
N CPOYHO MPOKOHCYNETUPOBATLCS CO CBOMM Jlevallym
BpayomMm.

» PekomeHayeTcs KOHCYnbTaLmMs feyallero Bpaya no
JanbHenwemy npuemy gpyrx runonmnuoeMmyecknx
npenapaToB, He OTHOCSILLMXCS K CTaTUHaM.

* B cBA3M € pe3ynbratamu HECKONbKUX MUITOTHbIX
KITMHUYECKNX UccrefoBaHuii 0 HeraTUBHOM BIUSIHUK
CTaTUHOB Ha PEPTUNBbHYIO DYHKLNIO Y MYXXYMH, MOX-
HO pekomeHgoBaTb naumeHTy ¢ CI'XC Bo3gepxaTbcs
OT NpuemMa CTaTUHOB Ha nepuog nnaHnupyemoro 3a-
yaTus.

lMpo3pavyHocmb uccredosaHusi. MiccnedosaHue
He uMesio crioHCOPCKOoU MoOOepKU. ABmopbl Hecym
rMonHy omeemcmeeHHOCMb 3a npedocmasrieHue
OKOHYamersibHOU 8epcuuU pPyKOMucu 8 neyame.

Heknapayusi o gpuHaHcoebIx U Opy2ux e3auMo-
omHoweHusix. Bce asmopsbi npuHumarnu yyacmue 8
paspabomke KoHuenyuu, dusaliHa uccrnedogaHusi U 8
HanucaHuu pykonucu. OKoOHYamesibHasi 8epCusi PyKo-
nucu 6bina odobpeHa scemu asmopamu. A8mopsbi He
ronyyanu 2oHopap 3a uccredosaHue.
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