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rOMO3UIOTHASA
CEMEUHA{A MTMNEPXOJIECTEPUHEMUSA:

[omMo3uroTHasa cemeriHas rmnepxonectepuHeMuma — peakoe reHeTmyeckoe 3aboneBaHue, KOTOpO€ XapaKTepusyetca NCKNHYUTENb-
HO BbICOKMM YpOBHEM IMNONPOTENHOB HU3KOW NNIOTHOCTU B KPOBU, KOXXHbIM U CYyXO0XXUJIbHbIM KCAHTOMATO30M, 6bICTpO nporpec-
CMPYHOLWHUM aTepPOCKNEpPO30M, KOTOprﬁ 4yacTto MaHM(‘pECTMPYET YyXe Ha BTOpOM [eCATUNETUN XKXU3HU U 6e3 neueHus npuBOAUT K
paHHeﬁ cMepTm oT 3ab6oneBaHui, CBSI3aHHbIX C aTepocKnepo3om. COBpeMeHHaﬂ KOM6MHMPOBaHHaﬂ UNUAcCHWXawwaa Tepanusa
NO3BONAET 3HAUYNUTENIbHO YBENNUYUTDb MPOJO/IKUTENBHOCTD XKU3HU 3TUX 60/bHbIX.
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HOMOZYGOUS FAMILIAL HYPERCHOLESTEROLEMIA: MODERN ASPECTS OF PATHOGENESIS, DIAGNOSTICS AND TREATMENT
Homozygous familial hypercholesterolemia is a rare genetic disease featuring extremely high of low-density lipoprotein blood
level, cutaneous and tendon xanthomas and accelerated atherosclerosis with often manifestions in the first 2 decades of life,
resulting to premature death due to atherosclerosis-related diseases. Modern combined lipid-lowering therapy is able to

increase life duration considerably for these patients.

Keywords: homozygous familial hypercholesterolemia, atherosclerosis, lipid-lowering therapy.

BBEOEHUE

CemeltHas runepxonectepuHemus (CMXC) - opHO U3
CaMblX PaCnNpOCTPAHEHHbIX TEHETUYECKM O0OYCNOBNEHHbIX
3aboneBaHUit, KApAMHANbHBIMKU MPU3HAKAMKU KOTOPOTO SBAS-
I0TCS YBENIMYEHME B KPOBM YPOBHS XONeCTePMHA MnonpoTe-
MHOB Hu3kor nnotHoctn (XC JIMHIM), paHHee pa3sutue
nwemmyeckorn bonesnun ceppua (MBC), a Takke KOXHble U
CyXOXubHble KcaHToMmbl [1, 2]. Ecamn reteposumrotHas CIXC,
Mo COBPEMEHHbIM MpeACTaBNeHUsM, BCTpeyaeTcs B obLueit
nonynaumm ¢ yactoron 1:200-1:500, To romo3urotHas CMXC
(ro-Cr'XC) - BecbMa pepnkas natonorns ¢ yactoron 1:160
000-1:1 000 000. OHa wMeeT KpaliHe HebnaronpusTHbIN
NPOrHo3 M3-3a HeobblYaiHO paHHero pa3BuTUg 3abonesa-
HWM, CBA3AHHbIX C aTepocknepo3oM [3]. Mo AaHHbIM 3apy-
6exHoM nuTepaTypbl, Yactota BcTpevaemoctn ro-CMXC B
Espone npumepHo 1:640 000—1 000 000 [4], u npu 3KCcTpa-
NoAgUMM 3TUX LAHHBIX MOXHO OXMAATb, YTO B 60/MbLIOK
€BPOMNENCKON CTpaHe, Takow Kak lepmaHua (81 mnH veno-
BEK), MPOXMBAET OKOMO COTHM 6onbHbix C ro-CIXC, a B
Poccuiickon ®enepaunn ¢ Hacenenmvem 145 mnH yenosek
TaKMX TSXKENbIX BOMbHbIX MOXET 0Ka3aTbCs NOopsaka ABYX
coTeH. MOXHO NpeanonoXuTb, YTo He Gonee 1% cnyvaes

CrXC B P® nmnarHoCcTMpoBaHO, MpUYeM Aaneko He BCE U3 HUX
NoNyYyatT afeKBaTHYO rMnoaMnuaemMmyeckyto Tepanuio [5].
ATepocknepoTnyeckoe MnopaxeHue CepAedYHO-COCYaANCTON
cucteMbl npu ro-CMXC, B otninyme ot reteposmrotHon CIXC,
4aCTo pa3BMBAETCS YXe B AETCKOM BO3pacTe.

FEHETMKA U NATO®U3UOJIOTNA

JINHM npepnctaBnstoT coboi CNoXxHble 6enKoBO-NMMNUA-
Hble HaAMONEKYNSPHbIE KOMMAEKCbI, MPMU3BAHHbIE TPAHCMOP-
TMpPOBaTb B KNeTku xonectepuH (XC) 1 MONMHEHAChIWEeHHbIe
XMPHbIE KMUCNOTbI, @ PELENTOPHOE MOrOLWLEHME KNEeTKaMM
JINHM 9Bnsetcs BaxHeMWwMM (HaKTOpOM, ONpeaenstomm
yposeHb XC B kposu [6]. Pewentop JIMHIM (p/TMHM) - 6enko-
Bas MOJIeKyna, KOTopas CUHTE3MPYETCS NPaKTUYeCkM BO BCeX
KNneTkax yenoBeka, MMetWwmx sapo. Mpu CHUXKEHUN BHYTPU-
KneToyHoro comepxarus XC KonmM4yecTBO BHOBb 06pa3oBaH-
Hbix pJIMHIT yBennymBaetcd. HaxoadCb Ha MOBEPXHOCTU
knetoyHon Membpanbl, pJIMHIT cnocobeH cBA3bIBATLCS C
NMraHaoM — anobenkoM MNonpoTEMHOBBIX YacTul, anoB-
100, koTopbin xapaktepeH mumeHHo ang JIMHM [7]. Mocne
B3amMMOAencTBmg ¢ nurangom dactvmua JIMHM nocrynaet
BHYTPb KNETKM BMeCTe C peLenTopoM, KOTOpbIA 3ateM nnMbo
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BO3BPALLAETCS BHOBb Ha NOBEPXHOCTb MEMOPaHbI, 1MB0 pas-
pywaetcs B nmzocoMax. Konunyectso p/IMHI, Bo3Bpatus-
LUMXCA Ha KNETOYHYH MOBEPXHOCTb, @ TaKXe «NPOAOIKM-
TENbHOCTb XM3HU» oTaenbHo B3atoro pJIMHIT 3asucut ot
(OYHKUMOHANBHOM aKTMBHOCTM MOMEKYbl MPONPOTEMHKOH-
BepTasbl cy6TMnM3mH-kekcunH 9 tnna (PCSCY), kotopas, cBs-
3aBwuncb ¢ pJIMHI, yxe He Mo3BONSeT eMy BEPHYTbCS Ha
NMOBEPXHOCTb MeMbpaHbl, B pe3ynstate yero Takow pJIMHI
paspyliaeTcs B ansocome [8].

3a WCKNKYEHWEM KpaliHe pefaKkoro ayToCOMHO-peLlec-
CMBHOrO BapWaHTa, CBA3aHHOIO C MyTaLMeit B reHe agantep-
Horo 6enka pJIMHIM, CI'XC nMeeT ayTOCOMHO-A0OMUHAHTHbIM
TMN HaCcNefoBaHUS, T. €. NPOSBASETCS AAKE MPU HANM4MK
MyTaLMW B OLHOM M3 ABYX anenbHbIX reHoB. OnuncaHbl MyTa-
LMK B YETbIpEX reHaX, OTBETCTBEHHbIX 3@ PErynsaumio coaep-
xaHwug JIMHI B nna3me kposw [9]. Hanbonee yacto BcTpeya-
toTcs mMyTaumu reHa pJIMHM - He meHee 80% cnydvaes nof-
TBEPXAEHHOW reHeTnyeckumn tectamm CIXC. K HacToswemy
BpEMEHU UMENTCS AaHHble 0 6onee yeM 1000 paznuyHbix
MyTauwmit 3Toro reHa (csbiwe 100 BapmaHTOB MyTaLmMii onuca-
HO B OAHOW TONbKO fAnoHuu). [Ipyroi reH, BOBNEYEHHbIN B
perynaumto yposHsa JIMHM - reH anonunonpotenHa B-100
(@anoB-100). OnpepeneHHbIn yyacTok Monekynbl anoB-100
asnsetca nuraHgom ons pJIMHIM, noatoMy MsmMeHeHus nep-
BMYHOM CTPYKTYpbl 6enka anoB-100, cBa3aHHble ¢ MyTaLuen
COOTBETCTBYIOLLErO reHa, MOryT MPUBOAUTb K TaKUM Xe K-
HUYECKMM TNPOSBNEHMUIM, KaK M «knaccuyeckas» CIXC ¢
myTaumen reda pJIMHM. OTa MyTaumsa BCTpevaeTcs cpeau
6enoro HaceneHus CTpaH 3anaja, Ho KpaHe peaka B Apyrmx
3THUYECKMX rpynnax. Y naew ¢ 3toi Mytaumen ypoBeHb XC
JIMHI 06bl4HO HECKONbKO HMXe, YeM Mpu MyTaluu reHa
p/IMHM. MyTtaumus B reHe PCSCY npencraBngeT cobow eule
ooMH reHeTudeckunit BapuaHT CIXC. B Tex cnyvasx, korga
MyTaums reHa PCSK9 npuoauT K ycuneHuto @yHKLMM 3TOro
6enka, BCneacTBUME COKPALLEHMS NPOLOMKUTENBHOCTU XKU3HK
p/IMHI HapacTaeT koHueHTpaumst XC JIMHM, npuyem BO3-
MOXHbl BapuaLuKn THKECTU TMNEePXoNnecTepUHEMUN B 3aBU-
CUMOCTU OT BYHKLMOHaNbHOM akTMBHOCTM PCSK9, yBennyer-
HOM Bnarofaps MyTauuu.

JIMHIM npedcmasnsiom coboti coxHbie 6eskoso-
JunudHble HAOMOEKYIfIpHbIe KOMNJIeKCbl,
npu3BaHHbie MpaHcnopmuposamo G Kiemku
XonecmepuH U NONUHeHACbiWeHHble XUPHble
Kucnombl, a peyenmopHoe ho2/owjeHue Knemkamu
JIMHN asnaemca saxHeliwuM $pakmopom,
onpedensiowum yposeHb XC 8 kposu

C TOYKM 3pEHMS TeHETUKM TFOMO3UFOTHBIMU CUMTAIOTCS
WMHAMBMAYYMbI, Y KOTOPbIX ABa aNNe/lbHbIX reHa, onpeaensio-
lye KakoW-nnbo npu3HaK, OAMHakoBbl. Mcxoas w3 3Toro
onpenenexus, npu ro-CMXC napa annenbHbiX reHoB, OTBET-
CTBEHHbIX, Hanpumep, 3a koauposaHue pJIMHIT, [nomkHbI
ObITb MYTAHTHBIMU M KOLMPOBATL 610K, He CMOCOBHbBIM non-
HOLIEHHO BbIMONHATL CBOKO dyHKUMIO peuenTtopa. OgHako
BO3MOXHbI COYETaHMS MyTaLLMiA B ABYX Pa3HblX reHax, BOBe-
YeHHbIX B perynaumio peuentopHoro nornowieHus JIMHT.
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Hanpumep, npu covetanum mytaumm reHa pJIMHM 1 MyTaumm
reHa PCSK9 knuHuyeckas kaptmHa nofobHa TakoBOW Mpu
nctnHHo ro-CMXC, Ho OTBET Ha IeKapCTBEHHYH TEpPanuio npu
atoM nyywe [10-11]. KnuHunyeckn Takune cnyyvamn TpyLHOOTAN-
ymmbl 0T ro-CIMXC, Ho, CTporo roBops, 3T1 HoMbHbIE ABAAKOTCS
He romMo3uroTamu, a ABOMHbIMK (double) retepo3urotamu. B
OCHOBE 4YEeTBEpTOro, HeobblYaltHO PEeAKOro reHeTU4Yeckoro
BapuaHTa CIXC nexxut myTaums reHa 6enka agantepa p/1MHI.
70T 6enok BoBAeYeH B npouecc 3Haoumtosa pJIMHI. Ytobel
npuv 3TOW MyTauMK NPoOsSBMAACh KNMHKMYeckasa kaptnHa CIXC,
60nbHOM [OMKEH yHACNenoBaTb MyTaHTHble reHbl OT 060Mx
poauTenen, T.e. 3TOT BapuaHT ABNSETCS ayTOCOMHO-peL,eccmB-
HbIM. OpgHako B otamdme ot ro-CMXC, npu kotopoi y obomx
pooutenei HGONbHOTO PEerncTpupyeTcs rmnepxonectepuHe-
MKUS 33 cyeT yBenndeHus yposHs JIMHM, npu ayTocomHo-
peueccuHoi CIXC atoro He byaer.

OnucaHa ewwe oaHa reHeTnyeckas KoMbuHaums y 60nb-
HbIX C KapTuHoW ro-CMXC - Hanuuue y OOHOrO 4YenoBeka
[BYX Pa3HbIX MYTaLUMA: KXAbIA M3 annenbHbix reHos pJITMHI
HeceT OAHY M3 HMX. Takue cayyau MonyyuMnu HasaHue
COCTaBHbIX retepo3uroT (compound).

MonekynspHble aedekTtbl y 60nbHbIX € ro-CIXC 6binn
onucaHsl ewe B 70-x rr. XX B.J.L. Goldstein n M.S. Brown npu
aHanm3e AaHHbIX 57 nauMeHToB, KOTOPbIX aBTOPbI, UCXOAS U3
crenenn adpduHHocTv pJIMHIT k avraHay B Kynetype dubpo-
61acToB, pasfgenuan Ha 4Be KaTeropuu: peLenTtop-HeraT1e-
Hble u peuentop-aedekTusHble [12]. K HacTogwemy Bpeme-
HU naeHTUdMUMpPOBaHbl Bonee ThiCSYM annenbHbIX BapuaH-
ToB pJIMHT, HO cTeneHb TSXecTn GeHOTUNMYECKUX NposBe-
HWI, KaK NpaBWno, CBA3aHa C TeM, HapyllaeT An MyTaums
MOMHOCTBIO QYHKLMIO peuenTopa («HyAb-MyTaums») nnbo
NPUBOAUT K CHMKEHUIO QYHKUMK, T.e. IBASETCH M GeHoTMN
peLenTop-HeraTMBHbIM WM peuenTtop-aedekTnBHbiM [13].
PeuenTop-HeraTMBHble nauueHTbl € roMo3surotHon CIXC
(MeHee 2% ocTatoyHOM GYHKUMOHANBHOM aKTMBHOCTM
p/INMHI B kynbType ¢ubpobNacToB), Kak NpaBuIo, UMET
6onee Bbicokne yposHu XC JIMHI 1 6onee nnoxon nporHos,
4yeMm Te, KTO 9BNSETCS peuenTop-Aed@eKTUBHbIM (OCTaTOYHas
aktusHocTb pJIMHMB ananasone 2-25%). HeneyeHble
peuenTop-HeratueHble 6onbHble ro-CIXC pegko >KMBYT
6onee OByx mecsatuneTuit. Peuentop-medekTMBHble MMeT
6onee BnaronpusaTHbIA NPOrHO3, HO Y HWX TOXE YacTo pas-
BMBAETCA KAMHMYECKM 3HAYMMOe aTepoCKiepoTMyeckoe
nopaxkeHue cocynos kK Bo3pacty 30 net.

KNMMHUYECKAA KAPTUHA. AMATHOCTUKA

TpaAMUMOHHbIE OMUCAHUS «KNACCMYECKOM» KapTUHBbI
ro-CI'XC nogpasymeBanu oyeHb BbicOkue ypoBHu XC JIMHI
yXe€ B paHHEM AeTCKOM Bo3pacTe (Haubonee 4acTo ynomu-
HaeTcs Kputepuit > 13 MMONb/N) B COYETAHMM C KOXHbBIMU U
CYXOXM/IbHBIMWM KCAHTOMaMM (puc.) U BbICTPbIM pa3BUTMEM
aTepoCKNepOTMYECKOrO MOPAXeHUs apTepuanbHOro pycna,
npu4eM 4acto MynbTUGOKaNbHOrO. B MeanMumnHCKoW nutepa-
Type nepuoanyeckn NosBASKOTCS OMUCAHWUS CyYaeB pa3Bu-
TUS CBA3AHHbIX C aTepoCkaepo30M 3aboneBaHuit yxe B AeT-
CKOM BO3pacTe, B TO BpeMs Kak B 0b6Leln nonynsumm 3ta
naTonorMs CBOMCTBEHHA 3PENIOMY M MOXMIOMY BO3PaCTY.



PucyHok. Kcantomarto3y 2-netHeii A€BOYKM C FOMO3UTOTHOI (POPMOI1 CEMEIHHON runepxonecTepuHeMmm
(npezoctasneHo npoteccopom F. Raal, rocnutans MoxanHecbypra. FOAP; nepcoHanbHble KoHTakTbl — A.B. Cycekos)

Tak, Hanpumep, B 2011 r. onybnankoBaH cnyyar BHesan-
HOW cMepTu Manbuunka 4 net ¢ ro-CMXC u yposHem XC JTTTHT
20,7 Mmmonb/n [14]. Ha BckpbITM 6bin 06HapyxeH cybToTanb-
HbI aTePOCKNEPOTUYECKMUIA CTEHO3 NNEBOM NepefHenr HUCXO-
[suen aptepun, a Hanbonee BepPOSTHON MPUYMHON CMEPTU
6blna apuTMKS CepaLa, pa3BMBLLANCS BCIeLCTBME MLLEMUU
MWOKapAa, MOCKOSbKY 30Hbl HEKPO3a, 40CTAaTOYHO 06LWMPHOWA
[ONs TOoro, 4Tobbl 060CHOBATH AMArHO3 MHMAPKTA MMOKAPAA,
BbISIBNIEHO He 6bIN0.

OnucaHbl Takke cny4au BbIMONHEHMS onepaumu Kopo-
HapHOTO LUYHTMPOBAHMA MO MOBOAY THXKENOro MHOroCoCyau-
CTOr0 aTepoCKNEpOTUYECKOr0 MOPaXKeHWs KOPOHapHOro
pycna getam c ro-CMXC. B tekywem 2018 r. onybnunkoBaH
O[MH U3 TaKMX C1yYaeB, Koraa y 12-neTHen AeBOYKM C TSxKe-
novi runepxonectepuHemuenn (XC JIMHM 14,4 mmonb/n) u
NPOSBNEHNUSIMU ULLEMUM MUOKAPLA BO BPEMS HAarpy304HOro
Tecta nog, kKoHTponem KT npu npoBefeHWM KOPOHAPOaHIU-
orpadun OBHapyXeHO TsKenoe aTepoCknepoTnyeckoe
nopaXkeHWe KOPOHAPHOro pycna, noTpeboBaBLLee BbIMOHE-
HWS KOPOHAPHOTO LWYHTMPOBaHMS [15].

Bo3moxHO, cambiM MonogbiM naumeHtom ¢ ro-CIMXC,
KOTOpOMY Oblfi0 BbIMOAHEHO KOPOHAPHOE LYHTUPOBAHMe,
asnsaeTcs 10-neTHUM Manb4ymK C TPEXCOCYAUCTBIM NOPAKEHN-
€M KOpPOHapHoro pycna — ciyyan onucaH B 2009 r. [16].

Takue cnyyaum TSXENoro atepockneposa B LeTCKOM BO3pac-
Te, 6e3yCNIOBHO, MHTEPECHbI KaK MeAMLUMHCKAs Ka3yWucTuKa, Ho
OHM He HBASIOTCS WAMIOCTPALMEN HEeKOero HemnpenoxHoro
npaBuna u, Kak 1 nobble ONMCaHWs CyyYaes, He MO3BONSHOT
COCTaBWUTb NPEACTaBAEHMS O TOM, KaK NpoTeKkaeT 3aboneBaHue
Yy OCHOBHOW Maccbl 60bHbIX. [115 NonyyYeHus penpeseHTaT1B-
HbIX JaHHbIX O DEHOTUMMYECKMX NPOSIBNEHUSX, 0CODEHHOCTAX
reHeTukn u nevenun ro-CMXC B pasnmnyHbix permoHax EBponbi
HenaBHO Obl1 3aMyLLEeH MeXAyHapoaHbIM NpoekT EBponeickoro
ObuiectBa atepockneposa — permctp 6onbHbix ro-CMXC (HoFH
International Clinical Collaboration, HICC) [17].

[n9 NOHWMMaHWG COOTHOLIEHWS MEXAY TEeHOTUNOM U
dbeHoTMNOM, a Takke [Ang MoNyvyeHus npenctaBneHns o

4acToTe CMMMTOMHBIX aTEPOCKIEPOTUYECKMX MOPAXEHWUN
npw ro-CMXC 6onbwom nHTEpeC NpeaCcTaBASOT AaHHbIE, OMy-
6nmkoBaHHble B 2015 r. uccnepoBatensmu us nabopatopmm
MONeKYNSPHON AMArHOCTMKM AKaLeMNyYecKoro MeamLMHCKO-
ro ueHtpa Amcrepaama [18]. B pesynbtate aHanusa reHetu-
yeckux [HaHHbix 104 682 naumeHToB, HaMpaBAEHHbIX B
LleHTp nevyawmmmn BpayamMm 4ns NpoBeAeHUS MONEKYNSPHOM
[LIMArHOCTUKK, Bblnn BbiSBAEHbI 49 UCTUHHO FOMO3MIOTHbIX MO
CIMXC 60nbHbIX (OBOMHbIE FETEPO3UTOTbI C NATONIOTMYECKMMU
annensMu AByX pa3HblX reHoB ObiinM wckA4eHbl). HW B
OLHOM Cnyyae He 6bi10 OBHAPYKEHO FOMO3WMIOTHOCTM MO
MyTaumm B reHe PCSK9. KnuHnyeckas xapaktepuctmka 6onb-
HbIX NpeacTaBneHa B mabauye.

ObpalLaeT Ha cebs BHMMaHMe psL MHTEPECHbIX AeTa-
nen. Bo-nepsbix, Bbibopka BkAtOYana 60MbHbIX BecbMa
LWMPOKOro BO3PACTHOrO AManasoHa, B TOM Yucne aetei u
[LlaXke L, MOXMA0ro Bo3pacTa, CaMoOMy CTapleMy 13 KoTo-
pbix 6bI10 Bonee 77 net, YTO MO3BONSET FOBOPUTH O TOM,
YTO paHHAa cMepTb bonbHbiX ¢ ro-CMXC, Tem 6onee npw
COBPEMEHHbIX BO3MOXHOCTAX TMMNOAUMUAEMUYECKON W
MHOW yny4ylwatolen NporHo3 Tepanuu, — 3To CKopee TeH-
[EeHUMS, YEM HEeKOoe XecTKoe npaBuno. Bo-BTopbix, 3abo-
NeBaHwMs, CBA3aHHbIE C aTePOCKNEPO30M, MMENUCh AaNneko
He y Bcex 60NbHbIX (TONbKO Yy 29%, HECMOTpPS Ha MX AOCTa-
TOYHO 3penblii CpefHui Bo3pacT). B-TpeTbux, yposeHb XC
JIMHM 3aBucen oT TOro, B KakoM reHe 6bina mMytauus -
HanMeHbwnit yposeHb XC JIMHIT 6bin y roMo3umroT ¢ MyTa-
umsmmu B reHe anoB-100. B-ueTBepTbix, 49% 60nbHbIX,
[axe He Haxo4aCb Ha TMMOAMMMAEMMYECKOW Tepanwuu,
umenun yposeHb XC JIMHIM meHee 13,0 MMonb/n, T. €. He
COOTBETCTBOBANM OLHOMY M3 OCHOBOMONAarawwmx deHo-
Tunuyecknx kputepues ro-CHXC. MHbiMu cnoamu, ro-CIrXC
He Morna 6biTb AMArHOCTMPOBaHA Yy BONbWKWHCTBA BKIO-
YeHHbIX B MCcnefoBaHMe HOMbHbIX MO (EHOTUNUYECKUM
nposiBneHnamM 6e3 nNpuUMeHEeHWs reHeTU4eckmx TecToB.
TakuM 06pa3oMm, cnefyeT NpU3HATb, YTO TSKENbIE KIAMHM-
yeckme NposIBNEHWMS MMEKTCS AANeKko He Yy BCex NuL C
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ro-CrXc, a kputepwmin 13,0 mmons/n no XC JIMHI cooTtseT-
CTBYET NOAMHOXeCTBY 60/IbHbIX C Hanbonee TAKEeNbIM pac-
CTPOWCTBOM XONeCTEPUHOBOro obMeHa, npefonpenenss y
HUX Bonee cepbesHblt NporHo3. Kpome TOro, cepneyvHo-
COCYAMCTbIE PUCKMU U MPOAOKUTENBHOCTb XXM3HM CBA3AHbI
He TONbKO C BAUSAHMEM FeHOB, OTBEYAIOLLMX 33 peLenTop-
onocpenoBaHHyo anumuHaumio JIMHIM 13 Kposu, HO U co
MHOTUMU APYrUMU TEHETUYECKUMU U CPefoBbIMU (DAKTO-
pamu. MpenctaBneHns 0 KAUHWYECKMX MPOSBAEHUAX W
nporHose ro-CMXC ¢gopmupoBanucb B TO BpeMs, Koraa
reHeTU4Yeckme TecTbl OblIM IKCKIO3UBHBIM UCCNEL0BAHM-
eM. B Hawwm OHM 3TM npeacTaBAeHUs MOABEPratTCs yTou-
HEHMI0 M NepecMoTpy Ha OCHOBE LWMPOKOro COnocTaBie-
HWS TEHETUYECKUX U KIUHUYECKMX OAHHbIX.

B 10 e BpeMs Ang MpakTUKYHOLWero Bpaya BaxHbl He
CTONIbKO reHeTMYecKne 0COBEHHOCTH, CTOSILLME 33 BbICOKUM
yposHeM XC JIMHT1, ckonbko deHoTunuyeckue nposBaeHns
3TOM NaToONOMMU U CBA3aHHbIE C 3TUM CEPLEYHO-COCYAUCTbIE
pucku. BbigBneHue reHeTMYeckon npupoabl 3abonesaHus,
CKopee, BaXHO B MiaHe LenecoobpasHoCTM NpoBeLeHUs TakK
Ha3blBAEMOr0 KaCKaflHOr0 CKPUHWHIA cpeau H6aM3kux pofa-
CTBEHHMKOB B0NBHOrO.

MNpencraBnseT MHTEpeC CpaBHeHME TOMbKO 4YTO MpuBe-
LeHHbIX OAHHbIX C pe3ynbTatamMu ApPYroro KpymHoro mccne-
[oBaHug, onybnukoBaHHoro FJ. Raal u coast. B 2011 r,
kotopoe BkMtoYano 149 6onbHbix ro-CMXC u3 HOxHoM
Adpukm [19]. Cpeannii yposerb XC JIMHIM y HMX Bbin 3Ha4m-
TenbHO Bblwe: 16,4 = 3,9 MMob/N, KPOMe TOro, OHU BblIK
ropasgo Mnagwe (cpefHui Bo3pact 26,8 * 14,6 ner).
BonbWUHCTBO BONbHBIX B 3TOM UCCIEL0BaHMU Obin reHeTH-
Yyecku uaeHTMOUUMPOBaHbI Kak cTpagatowme ro-CIXC.
OpnHako CyLLeCTBEHHOE OTAMYME OT roNNAHACKOrO UCCeno-
BaHMS COCTOMT B TOM, YTO B pabote F.J. Raal u coaBT. reHeTn-
yeckue TeCTbl BbIMOAHSAM TOAbKO B C/lyvyae MOLO3PEHUs
MMeHHO Ha ro-CMXC Ha oCHOBaHWM GEHOTMNUYECKMX NPO-
SBNEHWI. DTO NPUBENO K TOMY, YTO 60/bHbIE C PeHOTUNOM, He
COOTBETCTBOBABWMM KNMHMYECKUM KpuTepuam ro-CIMXC,
NpOCTO He MoK ObiTb BKIOYEHbI B MCCNeaoBaHue. BaxHo,
4TO KapamoBackynspHbl puck npu CMXC onpepensetcs He
CTO/MbKO XapakTepoM MyTaLMii, ckonbko ypoBHem XC JIMHT,

KOTOPbIV OTPaXKaeT CyMMy BO34ENCTBMI MHOMMX (PaKTOpOB —
Kak reHeTM4yeckux, Tak u cpenosbix [20].

YposeHb XC JIMHM > 13 MMonb/n npuHUMaeTcs 3a 60nb-
wo kputepuit ro-CIXC [21], u, ucxoas u3 3Toro, MULb MeHb-
LUMHCTBO MAaUMEHTOB B JAHHOM MCCNef0BaHMM COOTBETCTBO-
Ba/M 3TOMY KpWUTepuio, a AmanasoH 3Havenun XC JIMHIM
(4,4-21,5 mmonb/n) B ronNaHACKOM UCCNELOBAHUM B 3HAUU-
TEeNbHOW Mepe NnepeKpbIBanCs C Mana3oHoM, HabnoaaemMbIM
y 60nbHbIX € retepo3urotHoi CIXC [22]. MHTepecHbIM BbIrns-
AUT TOT (akKT, 4To MCCnenoBaTeny MAEHTUOULMPOBANU C
MOMOLLbIO FrEHETUYECKMX TECTOB 69 BONbHbBIX C reTepo3nroT-
Hor CI'XC, y koTopbix ypoBeHb XC JIMNHI fo neyexus coctas-
nan > 13 mMmonb/n. Ecim 0CHOBLIBATbCS HA KIMHUYECKMX
KpUTEPUSIX, 3TW UL AO/KHBI CUMTATbCa 6onbHbIMKM ro-CIXC.

C moyKu 3peHusn 2eHemMUuKU 20M0O3U20MHbIMU
cyumaiomcs UHOUBUOYYMbl, Y KOMOopbIX

08a annenbHbIX 2eHd, onpedensiowjue Kakoli-1u6o
npu3sHak, 00uHakosbl. cxods us 3mozo
onpedeneHus, npu 20-CFXC napa annenbHbix 2eHOB,
omaemcmaeHHbIX, HanpuMep, 3a KOOUPOBAHUe
pJIMHI, domkHbI 6bimb MyMaHmHbIMU U
koduposamb 6es10K, He cnocobHbIli NONHOYEHHO
BbINOIHAMb CBOI0 PYHKYUIO peyenmopa

C apyrot CTopoHbl, oWKBKOM 6610 Bbl CYUTATb, YTO NALMEH-
Tbl C ypoBHeM XC JIMTHIT 3HauMTeNbHO HUXKeE, YeM Oxuaae-
Mbii npu ro-CMTXC, He MoOryT aBASTbCS HOCUTENSIMMU ABYX
MaToNOrMYeCcKUX MyTauui, 4To GdakTUYecku npuBOAUT K
HefooLeHke pacnpoctpaHeHHoct ro-CIXC. Mockonbky, ¢
O[LHOM CTOPOHBI, Bpa4 peAKo MMEET BO3MOXHOCTb BbIMONHUTb
MONEKYNSPHYIO AMArHOCTUKY NMPU MOLO3PEHNM HA reHeTUYe-
CKWI XapakTep rmnepxonectepuHemMmnm, a C Apyroi CTOPOHbI,
MPOrHO3 ONpefenseTcs CKOpee TIKECTbi rmnepxonectepum-
HemMuu, 4yem (aKTOM HOCWUTENbCTBA MYTAHTHbLIX FEHOB, TO
COBepLIeHHO 0O0CHOBAHHBIM BbIFSAMT NMOAXOA, NMPU KOTO-
POM KAMHULMCT OPUEHTUPYETCS MpEXAe BCEro Ha YPOBEHb
XC JINHM 1 Hanuuue aTepoCknepoTUHeCKMX MOPaXeHUH,
[axe CyOKIMHUYECKMX.

Knunnueckas xapakrepucruka 60nbHbix romosurotHoii CTXC, noaTBepkaeHHOI reHeTHYeCKMMU TeCTaMK

(apant. c u3m., [18])
Mokazatens AL A CocraBHas (compound)
o rewy p/IMHIN 0 remy anoB reTepo3uroTHocTb no rexy p/IMHM
KonnuectBo nauueHToB, n 20 4 25
Bo3pacr, ner 35,9 (3,3-76,0) 56,5 (33,1-77,5) 35,0 (3,1-65,2)
MBC n (%) 5(25) 0(0) 7(28)
Whcynst/TUA, n (%) 1(5) 0(0) 0(0)
3abonesaHus nepudepuyeckux cocynos, n (%) 1(5) 1(25) 0(0)
06wwmit XC [0 neyeHus, MMosb/n 13,6%5,2 10,9+1,8 15,3%4.5
XCJINHM po neyeHus, MMonb/n 12,658 78 13,4+47
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B TunuuHbix cnyyasx ro-CMXC Bbicokuit ypoeHb XC
JIMHM onpepnenseTcs B KPOBM yxe C poxaeHus. HaunHas
[leiCTBOBATb C CaMOr0 paHHEro BO3pacTa, BbICOKME KOHLLEH-
Tpauun XC JIMHM npuBoAST K OTNOXEHMIO XOnectepuHa (B
OCHOBHOM B BMAE ero 3GupoB C XMPHbIMKW KUCNOTaMu) B
CYXOXMUSAX, KOXE U CEPAEYHO-COCYANCTON CUCTEME, B T. Y. B
KOpHEe aopTbl W aopTanbHOM KnamaHe. HegaBHo onybamko-
BaHHOE MCCIef0BaHMe MOKA3aNo Hanu4Me XXMPOBbLIX MOMO-
COK yXe B aopTe nnofoB [23]. Taxenbi n pacnpocTpaHeH-
Hbl/i aTepOCKNepo3 BO3HMKAET BO BCEX OCHOBHbIX apTepu-
anbHbIX HaccerHax: KapoTMAHOM, KOPOHAPHOM, BepeHHOM,
MOAB3AO0LHOM — M YacTO CTaHOBMUTCS KIMHUYECKM 3HAYMMbIM
yXe B AOBOMbHO paHHeEM BO3pacTe. TsKeCTb aTepockneposa
NpOMOpLMOHaNbHA CTEMEHW U MPOLOMKUTENBHOCTM MOBbI-
weHHoro ypoBHs XC JIMHII, paccyMTaHHOro Kak MHAOEKC
XONECTEPUHO-NIET M OTPAXKAMOLLETO KaK MHTEHCUBHOCTb Hera-
TUBHOrO BO3AEWCTBMS, Tak M €ro 3KCnosuumio [24]. XoTs
TSKENbIA KOPOHAPHbIVM aTepOCKIepO3 — OCHOBHAs MPUYMHA
cMeptH npu ro-CIMXC, 66110 NPOLEMOHCTPMPOBAHO, YTO a0p-
TaNbHbIM CTEHO3 TaKXKe MOXET UMETb KNIMHUYECKOE 3HaYeHne
Yy MHOMMX BONBHBIX M AaXe MHOTAA YrpoXaThb Xu3Hu [25].

EcmecmaseHHoe (6e3 neyeHus) meyeHue 20-CrXC
xapakmepu3syemcs 3/10Ka4ecmaeHHOCMbio U
6bicmpbIM pa3zsumueM amepocksiepo3a 8 2pYyOHOM U
6pirowiHoM omadesiax aopmbi, popMUpoBaHUeM
aopmanbHO20 U HAOKIANAHHO20 CMeH0308, a
mak>ke passumuem amepockiepomuveckux basauiex
8 KOPOHAPHDIX, COHHbIX, 6e0pPeHHbIX U NoYeYHbIX
apmepusx, pacnpocmpaHeHHbIM KCAGHMOMAMOo30M
KOXU U cyxoxunuti

HabntopeHune B TeyeHne noutu 25 net (HaumHas ¢ 90-x .
XX B.) 3a 133 naumeHtamm c ro-CMXC, kotopble nonyyanu
NeyeHne Ha MpOTKEHWM 3TOMO0 CPOKa B 3aBMCMMOCTU OT
M3MEHSBLUMXCS CO BDEMEHEM METOAOB JIEYEHUS, NO3BONMIO
CcHOpMYyNMPOBaTb BaXKHbIE A1 KNMHULMCTA pe3ynbTaThl [26].
MaumeHTbl OblNM pasfeneHbl Ha YeTbipe KBApTWAS B COOT-
BETCTBUM C LOCTUIHYTBIMM HA Tepanuu ypoBHAMMK 06LLero
XC, npuyeM MCXoOHble 3HAYEHUS [N BEPXHEro KBAPTWUAS MO
ypoBHo obuwero XC coctasnsnm B cpegHem 20,9 = 33
mMmonb/n (gns XCJIMHM - 19,1 £ 3,3), 2 ons HWXKHEro KBap-
™na - 16,6 = 3,9 mmonb/n (XC JIMHM 14,9 * 4,1). Ha doHe
Tepanuu 3TM 3HAYEHWs COCTaBNSIM B BEPXHEM KBapTuNe
18,5 £ 3,2 mmonb/n (CHuxkeHne Ha 10 * 14% oT ucxoaHoro),
B HWKHEM — 6,3 £ 13 MMmonb/n (CHMxeHne Ha 58 = 16% ot
MCXOAHOTO). AHanu3 pesynstatoB 6bin BbiMoNHeH B 2014 .
Ha MOMEHT OKOHYaHWs8 MUCCnenoBaHUS CpeaHuid Bo3pacT
60nbHbIX (C y4eTOM BO3pacTa ymeplmx) coctapnan 31,4 +
14,5 net, T. e. BONbWMHCTBO OONbHbIX OblIM BKIOYEHbI B
nccnepoBaHue elle B AeTckoM Bospacte. Okas3anoch, YTo Ans
60/bHbIX M3 BEPXHEro KBapTu/s, B KOTOPOM Ha (POHe NpoBo-
[MMOr0 NIeYEHUSI COXPAHANUCb OYEHb BbICOKME 3HAYEHUS
ypoBHS obuwero XC, OTHOCUTENbHBIA PUCK CMEPTU OT BCEX
MPUYUH B CPABHEHUM C BONMBHBIMKU U3 HUXKHEFO KBAPTUAS
coctaun 11,5 (95% AW 3,43-38,2), cepaevHo-COCyaANCTOM
cmeptn - 12,8 (95% AW 2,96-55,6), bonblunx cepaeyHo-

cocyamctbix cobbituii = 2,19 (1,13-4,26). Otyactu Takue
pe3ynbTaTbl MOryT 0ObACHATHCS BuonornyecknMm ocobeH-
HOCTAMKM BOMbHBIX M3 BEPXHEro KBapTUAS, KOTOPble XyxXe
0TBEYaNM Ha neveHne m3-3a Honbwon ponu (53%) auu ¢
HYNb-MyTaLMaMK NpoTuB 26% B HMKHeM kBapTune (p = 0,01).
C [Lpyron CTOPOHbI, SIBHbIM BKMaA B pa3HuLy MO 4actoTe
HebnaronpusaTHbIX MCXOA0B BHECAWM Pa3nnyMs B MPOBOAMB-
Wweics Tepanuu: y 60/bHbIX U3 BEPXHEro KBapTWAs B CPaB-
HEHWUM C HWKHUM KBApTUIEM pEXe MPUMEHANN CTaTUHbI
(88% npotune 100%; p = 0,03), 33eTumMun6 (33% npotns 55%;
p = 0,006), asonokymab (9% npotus 33%; p 0,05).
CTaTMCTMYeCKM 3HAUYMMbIX PA3NMYMIA MO YacToTe NMpuUMeHe-
Hus adepesa JIMHI He 6bin0: cOOTBETCTBEHHO, Y 18 1y 24%.
MonyyeHHble pe3ynbTaTbl CBMAOETENbCTBYIOT, YTO CTeneHb
[LOCTUFHYTOrO C MPUMEHEHWeM MOLHON KOMOUHMPOBAHHOM
rMAOANMUAEMUYECKON Tepanun cHxkeHns yposHsa XC JTTTHT
BO MHOrOM npefonpenensieT BbXKMBAEMOCTb OOMbHbIX
ro-CrXc.

COBPEMEHHbBIE MPUHLIUIbI TEPAMMU BOJIbHbIX
CTrOMO3UIrOTHOWM Crxc

EctectBeHHOe (6e3 neyeHus) Teyenme ro-CMXC xapakre-
pU3yeTCs 3/10Ka4eCTBEHHOCTbIO M ObICTPbIM pa3BUTMEM aTe-
pocKnepo3a B rpyaHOM v BPIOLIHOM OTAenax aopTbl, GOpMuU-
pPOBaHMEM QOPTaJbHOTO M HaAKNAMNAHHOrO CTEHO30B, a
TakXXe pa3BWUTMEM aTEPOCKNEPOTUYECKMX Dnswek B KOpo-
HapHbIX, COHHbIX, BEAPEHHbIX M MOYEYHbIX apTepusax, pac-
NPOCTPaHEHHbIM KCAHTOMATO30M KOXM M CyXOXWNun. bes
NeYeHuns Takme MaLUMEeHTbl YacTo YMMPAIOT O HACTyMNaeHus
[ABajLatuneTHero Bo3spacra. MakTopaMu pUCKa, YTHKENSI0-
WMMKU NPOrHO3, ABASKOTCS MYXCKOM MOA, KypeHue (B TOM
4MCne NacCcMBHOE), apTepuanbHas rMNepTEH3US, CaxapHblii
nmabet, Hu3kumit ypoeeHb XC JITBI B kposu U1 ap.

MpuHUMNbl neveHus 6onbHbiXx ¢ ro-CMXC pocTtatoyHo
MPOCTbI: MaKCUMaNbHOE MOXM3HEHHOE CHUXEHWE YPOBHS
XC JINHM ¢ poctwkeHnem uenesoro yposHs XC JIMHI
MeHee 2,6 MMONb/N y B3pOC/IbIX NaLMeHTOB (cTaplwe 18 neT),
MeHee 1,8 MMONb/N NpY HAANYUKU KIIMHUYECKMX MPU3HAKOB
cepaeyHo-CcoCyamncTbix 3aboneBaHunini u MeHee 3,5 Mmonb/n
y Aeteit [27]. C y4yeToM TOro, YTo y TakMX MaLMEHTOB npak-
TMYECKM HET «BOPOT» (peLenTop-onocpenoBaHHbI 3HA0-
umto3 JIMHM) ana anuMmuHaumm XC 13 nnasmbl KPOBU, Mpu-
MEeHEeHMe CTaTMHOB [aeT CHwuxeHue yposHa XC JIMHI He
6onee yem Ha 20-28% paxe Npu UCNONb30BAHUM BbICOKMX
n03 (aTopsactatuH 120-160 mr/cyT) [28]. C npakTnyeckom
TOYKM 3peHuns y aeTent ¢ ro-CMXC uenecoobpasHo KOMBUHK-
poBaTb BbICOKME [03bl CTaTMHOB (aTopBactatnH 80 Mr/cyT
unu posysactatuH 40 mr/cyt) u 33etumnb [29]. MHorune
npakT14yeckue Bpayu, B 0COBEHHOCTM MefMaTpbl, OnacatT-
CS HAa3HaYaTb BbICOKME [,03bl CTaTUHOB LETSAM, a pe3ynbraThl
PaHAOMMU3NPOBAHHBIX KIMHUYECKMX MCCNefoBaHMI CTaTH-
HOB C y4yaCTMeM [eTei OTCYTCTBYHOT, OLHAKO ONybAMKOBaHbI
[laHHble 0 0e30MacHOCTM M Xopolwei NnepeHOCMMOCTH
nauMeHTamMu AeTCKOro Bo3pacrta Takoro, B CYLYHOCTH, KM3-
HecnacarwLero e4yeHuns, KOTopoe Npu AAUTENbHON CTaTU-
HOBOW «3KCMO3MUMKU» CNOCOBCTBYET 3HAUMTENBHOMY YayY-
LWeHuo nporHosa [28, 30].
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B nocnenHue rogbl s neveHus TxenblX H0MbHbIX C
ro-CMXC mMcnonb3yloT HOBble TMMONUMMAEMUYECKME Npena-
patbl — aHTuTena k PCSK-9 (aBonokymab u anupokymab),
MHTUMBUTOP MUKPOCOMANbHOMO TPUMMMLEPU-NEPEHOCALLENO
6enka (Microsomal Triglyceride Transfer Protein, MTTP)
NOMUTANUA, aHTUCMBICIOBOM OJIMFOHYKNEOTUA, MUMOMEPCEH
n op. [31-34]. B MHoroueHTpoBOM nnauebo-KoHTponmpye-
MOM ABOWMHOM C/1enoM PaHLOMU3MPOBAHHOM MCCNeA0BaHMM
TESLA Part B [32] y 33 naumenToB ¢ ro-CIXC B Bo3pacte
13-57 net, co cpenHuM umcxodHbiM ypoBHem XC JIMHM 9
MMonb/n, nobaBneHne 3Bonokymaba 420 Mr/mMec K Makcu-
ManbHOM Tepanuu CTaTMHOM U 33eTuMKnboM (6e3 npumeHe-
Husg adepesa JIMHIT) npuBeno K 4ONONHUTENBHOMY 3HAYU-
TenbHoMy cHmxkeHuto XCJTTTHIM Ha 23,1% (p<0,0001). ABTOpSI
NpoaHanM3npoBanu CTeneHb OTBETA Ha IeYeHWe 3BOOKYMa-
60M B 3aBMCMMOCTM OT TMMa MyTaumin. Y 20 6onbHbIx ro-CIMXC
C peuenTtop-AedeKTUBHbIMM MyTaLMSMU, T. €. UMEBLUMUX pe3n-
fyanbHyto akTmeHocTb pJIMHI B npepenax 2-25%, gonon-
HuUTenbHoe cHukeHne ypoBHsa XC JTTTHM coctaBuno 29,6%.Y
O[HOrO MauueHTa C ayToCOoMHo-peueccnHon ro-CMXC u y
Lpyroro — C peLenTop-HeraTMBHOM MyTaluei B 060mx anne-
nax reda pJIMHM oTBeTa Ha Tepanuit 3BONOKYMaboM He
6bin0. bonee Toro, yposeHb XC JINMHIM gaxe HEMHOro noBbI-
cuncs (Ha 3-10%). JleyeHne 380Nn0KyMaboM B UCCNef0BaHUM
TESLA part B nepeHocunoch xopowo: B OCHOBHOW rpynne He
6bI10 OTMEYEHO CepPbe3HbIX HEXeNnaTenbHbIX SBAEHUI, OTMe-
Hbl MpenapaTa, a Takxke cy4aeB 06pa3oBaHMs aHTUTEN NPO-
TMB 3BOMIOKYMaba. B Bennkobputanumn asonokymab onobpeH
ans nedvenns peteit ¢ ro-CIMXC ¢ 12 nert [27]. VimeeTcs nep-
BbIli OMbIT NeveHns 12-netHero 6onbHoro ¢ ro-CMXC 8 HAN
nepnatpun (r. Mockea) [29]. Ewe He 3aBeplieHHOE MHOro-
LEeHTpOBOE OTKPbITOe naTuneTHee uccnepoBaHue TAUSSIG
OyoeT MoCBAWEHO OueHKe [OAroCPOYHOM BHe3onacHoCTH,
nepeHoCcMMoCcTM 1 3PdeKTUBHOCTM 3BONOKYMaba B CHMXe-
Hum ypoBHa XC JTMHIM y naumenToB ¢ Tskenon CMXC. B Hero
bynet BkaoveHo npumepHo 300 H6onbHbIX B Bo3pacTe 12-80
NET C rOMO3UIOTHOM UK Taxenon reteposmrotHon CMXC n3
45 wnccnepoBaTenbCkux LeHTpoB CeBepHOW AMepukM,
SinoHun, EBponbl, FOxHOM Adpuku, KOxxHOM AMepumkm, A3un n
Jlvsana [31].

B nocnenHue 2 rona ony6anKoBaHbl AaHHbIE O 4ONTOCPOY-
HoM 3ddekTMBHOCTM M HBe3onacHoOCTM nomutanuaa [33, 35],
nepopanbHOro MHrMBUTOpa MUKPOCOMANbHOIO TPUINLLEPUA-
nepeHocsLLero 6enka, KOTOpbIM CHUXAET CUHTE3 COAEPXKALLMX
anoB nuMnonpoTeMHOB B MEYEHW M B TOHKOM KULUEYHWKE W,
cnepoBaTenbHo, He TpebyeT GyHKuMoHMpytowmx pJITMHI, yto
00OCHOBbIBAET €ro MpPUMEHEHWE [N9 NeYeHUs 6O0MbHbIX
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ro-CI'XC. B ycnoBusx BbICOKOW CTOMMOCTM HOBbIX MpenapaTos
M/MAKN OTCYTCTBMS permctpauum B PO MOXHO pekoMeHA0BaTb
perynspHbii adpepes JITHIT, KOTopbIi B KayecTBe LONONHEHMUS
K Tepanuu CTaTUHAMW MOXKET MPOAAMTL/CNACTU XKM3Hb 3TOW
TSKENOM Kateropuu 60NbHbLIX [36].

B 2016 r. B lNeHcmnbBaHckoM yHuBepcuTeTe (CLUA) HavaT
nccnenoBaTenbCKMii MPOEKT MO reHHOM Tepanuu 12 60bHbIX
¢ ro-CM'XC ¢ ncnonb3oBaHMeM peKOMOWHAHTHOrO afleHoac-
COLMMPOBAHHOIO BMPYCHOMO BEKTOPA, Hecywwero reH pJIMHI
[37]. B cnyvae ycnexa 3TOT MPOEKT B CaMOM Gnmkaniem
OyayLLeM NO3BOAMUT OLEHUTb NEPCMNEKTUBbLI FEHHOW Tepanuu
B WM3/1e4EHMMN 3TOrO THKENOro HaciaeLCTBEHHOro 3abonesa-
HWS, KOTOpOe A0 HeAABHEro BpeMEHU CUMTaNoCh GaTanbHbIM.
MoapobHee O COBPeMEHHbIX acnekTax fevyeHns HOMbHbIX C
ro-CIMXC aBTopbl NIAHMpPYHOT pacckas3aTh B OTAE/bHOW 0630p-
HOM Ny6anKaumm.

3AKNTIIOYEHME

MynbTrdoKanbHbIM aTepOCKIEpO3, Pa3BMBAIOLLMIACS YxKe
B AETCKOM BO3pacTe W MPUBOAALMI K PaHHEN CMepTu OT
CepLeyHo-CoCyanUCTOM NaTONOMMK, — YHUKANbHbIA KAUHKYe-
CKM  (DeHOMEeH, XxapakTepHblh uMeHHO nans ro-CIHXC.
HecMoTps Ha ManofoCTYNHOCTb FrEHETUYECKMX TeCToB, chop-
MY/NIMPOBAHHbIE K HACTOSLLEMY BPEMEHMW KIMHUYECKME KPU-
Tepun ans ro-CIXC n ang Tsxenon CMXC no3BonstoT BbisiB-
NaTb O0NbHbIX, UMEKWMX Haubonee BbICOKMI CepaeyvHo-
COCYAMCTbIA PUCK U HYXOAIOLMXCH B UHTEHCUMBHOM KOMOU-
HUPOBAHHOM TUNOAUMMAEMUYECKON Tepanuu, GakTnyecku
XM3HecnacatLen, HauMHaTb KOTOpY HE0BXOAMMO MMEHHO
B AETCKOM Bo3pacTe. 3ayacTyto amarHo3 ro-CMXC MoxHO
MOCTaBMTb TOIbKO HA OCHOBAHWMM OYeHb BbICOKOrO ypoBHS XC
M XapaKTEPHbIX KIMHUYECKMX MPU3HAKOB — MACCMBHOMO
3pYNTMBHOMO KCaHTOMaTo3a. JleyeHne 3TUx Tsxenbix 60/b-
HbIX MpeanonaraeT MOXM3HEHHOe CHuxeHue ypoBHa XC
NMHM Ha 50-70% oT McXoOHbIX 3HAYEHMA, YTO MO3BONAET
YNYYLWWTb MX BbIXKMBAEMOCTb, @ TaKXKE CHU3UTb PUCK Heda-
TaNbHbIX CEPAEYHO-COCYANCTBIX COOBITMIA. JONOAHUTENBHO K
CTaTMHaM 1 33eTUMKOY, apCeHan MOLLHbIX TMANOMNUaEMUYe-
CkMx cpencts ans nedenus ro-CMXC B mocnenHue roabl
MONOMHMACSA TaKMMK Npenapatamu, kak MHrmbutopsl PCSK9,
MunoMepceH u nomutonua. Hoeas 3pa B neyeHun ro-Crxc,
BO3MOXHO, byaeT 0603HaYeHa nocne nosBAEHUS YCNeLwHbIX
pe3ynbTaToB reHHOM Tepanuu.
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