depepanbHoe rocygapcTBeHHoe O6loaXeTHoe yuypexaeHue

‘ HALUWOHANBHbLI MEOMUMNHCKN NCCNEOOBATENTBCKMA
’ LLEHTP KAPOWOJIOTMNN wumeHn akapemuka E. . HA3OBA

MuHuctepctBa 3apaBooxpaHeHus Poccuinckon Pepepauynm

BO3MOXHOCTU reHEeTUYECKON ANArHOCTUKU K
0c06eHHOCTH rMnoAuNUAEeMMYECKOU Tepanum y
MY»K4unHbl 40 net, c romo3nrotHon Gopmom
cemeuHOUn runepxonectepuHeMumn

JOKNaauYuK: NOMOLLHUNK reHepasibHOro ANMPEKTOpa No Hay4yHO-K/IMHUYECKoun pabore,
A.Mm.H. MewkKos Anekceint Hukonaesuu



Anamnesis vitae

MauueHT XK. 40 net

 Pogunca s r. AHan»KaHe B Y3b6ekckom CCP B 1981 .

* 3aKOHYUA cpeaHee n cpeaHe-TexHn4yeckoe obpasoBaHue B r. AHAUKAHE

* BoeHHyto cnyby He npoxoamn

* [lpoxuneaet B . Mockea ¢ 2003 roga

 C 2006 no 2008 rr. yumnca B IMOCKOBCKOM WHCTUTYTE WHXKeHepoB
rpa*XAaHCKou aBnaLuu

* PaboTaeTt BogmnTENEM-IKCNEANUTOPOM

* eHart, neten He umeet

* UuBanuna lll rpynnel ¢ 2012 roaa

* Kypun c Bo3pacTta 20 net B TedyeHun 10 nert



Anamnesis morbi

1997

MosbiweHune A po
185/90 mm pT.cT.
AnnasuAa npasoiu

NOYKMU



Anamnesis morbi

1997

MosbiweHune A po

185/90 mm pT.cT.
AnnasuAa npasoiu
NOYKMU

2009

MosbiweHue XC-
JIHN po 14,28
Mmmonb/n



2009 rop,

MauueHT X, 27 net npoxogun oé6cneposaHue B 9 K/o UKK um A.JZ1. MacHuKoBa B
OKTA6pe 2009 ropa

*Kanobwi:

* Ha noBbllweHue B aHanu3sax Kposu ypoBHsa XC go 15,93 mmonb/n u XC-IHN po
14,28 mmonb/n

* Ha snusoabl nosBbiweHne AL, makcumanbHo Ao 185/90 mm prT. cT.



2009 rop,

NMauueHt XK, 27 net

Mpu obcnepoBaHuum:

Poct 190 cm, Bec 85 kr, UMT 23,5 kr/m2

YposeHb XC 14,06 mmonb/n, TI 0,86 mmonb/n, XC-1BMN 0,94 mmonb/n, XC-/THN 12,73
Mmmonb/n

JaHHDbIX 32 HaZAMYMe BTOPUYHbBIX NPUYMH TUNEPANNUAEMUN HE NOJTYYEHO

BbifiB/1IEHbI CYXOXXWJ/IbHbI€ KCAHTOMbI U IMMOUAHAA Ayra poroBuubl

AaHHbIX 32 Hannume UbC He nonyyeHo

Y3Ar 6/u apTepuit: MHOXeCcTBEHHble CTeHO3bl, C MaKCMManbHbim cteHo3om BCA(np.)

35-40%, BCA(n.) 40-45%.



JlaHHble cemenHOro aHamHe3sa

56 ner
UM B 55 ner,
XC=10 mmonb/n

7

O

58 ner
UBC,

@ XC=8-9 mmonb/n

35 ner
XC=4,9 mmonb/n



Pe3ynbraTtbl reHETUYECKOU ANArHOCTUKU MEeTOA0M CEKBEHMPOBaHUA
no CeHrepy 3K30HoB reHoB LDLR, APOB, PCSK9

BbifiBNeH OAUH NAaTOreHHbl BapuaHT B reHe LDLR: ¢.1775G>A, p.Gly592Glu B reTtepo3nrotHom

COCTOAHUU
o e @ @@ ee 0.0 e a @@ @ e @@ @8 e B e se el i eiee e ee B
TR Ol it e R T el R i T e R TR T e R R R e T e TG e L

194 104 [1 bp]
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G A T 6 T ¢ A A C G[R]G &G G

61 6 B3 64 65 66 67 68 69 7
G T T G A C B T C C



CemenHana runepxonecrepmnHemua (Crxc)

BbiaenaioT gBe KAanHn4Yeckme ¢popmol A
3aboneBaHus 10.7
* [eTepo3urotHaa popma CIXC 3 1 2 O
(pacnpocTtpaHeHHocTb 1/173; 95%/4N: 1/208- 9.0 78 4.9
1/145) 4h |
e [omo3urotHasa popma CIXC \ g'
(pacnpocTtpaHeHHocTb 1/300000-400000)
47 4.0 18.0 5.3 7.2

Meshkov AN, Ershova Al, Kiseleva AV, et al. J Pers Med. 2021 May 24;11(6):464.



KnnHunyeckasa n reHeTn4yeckasa BapunabenbHocTb CI'XC

YpoBeHb XC-/IHN KnuHunueckuun leHeTMYeECKnMi gnarHos
mmol/L  mg/dL AWNarHos
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Kputepum skcneptos eBponemMcKkoro obuiecrsa no atepockneposy ans
ANArHOCTUKN romo3nrotHou popmbi CIXC

1) Hamuume 2 myrantHeBIX amieneinr B reHax LDLR, APOB, PCSK9 wunu
LDLRAPI

NJIn

2) Yposenp XC-JIHII 6onee 13 mmoub/n (500 mr/a) Oe3

runonunuaeMudyeckoir tepanuu uan XC-JIHII Oonee 8 mmonb/a Ha ¢oHe

TUNOUNIUAEMUYEeCKOU Tepanuu U

J [TosiBneHME CYXOKUIIBHBIX UM KOKHBIX KCAHTOM B BO3pacte 10 10 jer
NJIn
. YpOBeHB XC-JIHIT oe3 TUOTATIH AEMUIECKO Tepanuu,

cootBeTcTBYROINi reCI'XC, y 000oux poaurenei




Kputepuu ana amarHoctukum rereposmrotHon ¢opmobil CIXC y B3pocabix
(«ronnanackmne» kputepum (Dutch Lipid Clinic Network))

Npynna 1: CemeitHblit aHamHe3
PoacTtBeHHUKK 1-i1 cteneHun ¢ paHHuUm™® ACC3, nnu

PoactseHHMKM 1-i1 ctenenun ¢ XC JTHMN >95% nepueHTuna ana
COOTBETCTBYHOLLEFO NOMA M BO3pacTa B NONynALUU

PoACTBEHHUKN 1-1 CTEMEHMU C CYXOXKMU/IbHbIMU KCAaHTOMaMM U/ nnn
NIMNONAHOM AYro porosuLbl, UAn

Netn <18 net ¢ XC JIHM >95t nepueHTUNA ANA COOTBETCTBYIOLLETO
nosa v Bo3pacta B NONyAAaUMK

lpynna 2: UHauBMAYyanbHblA aHaMHe3

Y naumneHTa umeetca paHHaa* UBC

MauneHT nmeeT paHHee™* pa3BUTUE aTepOTPOMBOTMYECKOTO
nwemmyeckoro nHcynbta, TMA nan nepudepmyeckmin
aTepPOCK/IepOo3 C aTEPOCKAEPOTUHECKMMMU BAALLKaMM,
CTEHO3MpYHOLWKMMKM NpocBeT cocyaa = 50%

OnpepeneHHasa CIXC: cymma 6annos >8
BepoatHaa CIXC: cymma 6annos 6—-8

bannbi

®

1

Bbannbi

pynna 3: ®usukanbHoe obcnegoBaHue bannbi
CyXOXWUNbHble KCAHTOMb!

JlunonagHaa ayra porosunupbl B Bo3pacTte <45 net 4
fpynna 4: YposeHb XC-JIHIN bannbi

>8.5 mmonb/n

6.5—8.4 mmonb/n 5

5.0-6.4 mmonb/n 3

4.0-4.9 mmonb/n 1

fpynna 5: AHanus AHK bannbi

Hannuune natoreHHOro nam BepoATHO NAaTOreHHOro BapuaHTa

HYK/NeoTUAHOW nocneaoBatenbHoctn LDLR, APOB wnan PCSK9
23 6anna

Bo3morxHaa CIMXC: cymma 6annos 3-5
ManosepoatHaa CIXC cymma 6annos <3

*PaHHUI onpeaenneTcsa Kak y My4mH <55 net u xeHwmH <60 net; ACC3 —cepaeyHo-cocyanctoe 3abonesaHme atepocknepoTmyeckoro reHesa (MBC, atepoTpomboTryecknit
nwemmyeckui nHeynot, TUA, nepudepuryeckmii aTepocKiepos ¢ aTEPOCKNEPOTUYECKMMM BAsALLKAMK, CTEHO3UPYIOLLMMM NPOCBET cocyaa = 50%); UBC —Mwemnyeckan 6onesHb
cepaua; XC-THIM —xonectepuH AMNoONPOTEMHOB HM3KOM NaoTHOCTU; CTCX —cemelHaa rmnepxonectepuHeMmns

Nordestgaard BG et al. Eur Heart J. 2013;34:3478-3490



KnuHunuecknn anarHos

OcHoBHOe 3aboneBaHue: CemenHas TrUNepxosiecTeEPUHEMUA, TeTepPO3UroTHaA
dopma(retreposmrota no mytaumm B reHe LDLR Gly592Glu). Atepocknepos
bpaxuouedanbHbIX apTEPUN.

doHOBOe 3abonesaHue: [uneptoHuyeckas HBonesHb cepaua | craguu,
apTepuanbHaa rmnepteH3na 2 cteneHu, puck CCO 3 (BbICOKMMN).

ConyTcTBylowee 3aboneBaHue: BporkaeHHaa ansia3na npaBom NOYKMK.



JleyeHue

* [lneta

e SHananpwun 10 mr/cyT

e PosysactaTuH 20 mr/cyT
* 33eTMKn6 10 mr/cyT

KnnHunyeckum MakcumanbHoe
nokasartesb 3HayeHue
XC, mmonb/n 15,93
XC-THMN, mmonb/n 14,28

% cHuXXeHuna XC-J1HMM

2009 .
be3 Tepanuu

14,06
12,73

2010r.
Awveta, Po3zyBacTaTuH
20 mr/cyT., 93eTUMKHO
10 mr/cyr.

6,85
5,53
57



Anamnesis morbi

1997

MosbiweHune A po

185/90 mm pT.cT.
AnnasuAa npasoiu
NOYKMU

2009

MosbiweHue XC-
JIHN po 14,28
Mmmonb/n

2012

OtmeHa INNT ¢
2011r., OUM,

CTEHTUPOBAHUE
NMKA




2012 roa

MayuneHT XK, 30 net, Haxoaunca Ha neyeHun B Kb Ne71 B mapTte 2012 .

*anobbl npn nocrynneHuum:

* Ha npuctyn cxxumarowmux 6oneu 3a rpyaMHoOM B NOKOE NPOAO/IKUTENIbHOCTbLIO bonee
Yyaca;

e Cnabocrb.

Mpun o6cnepoBaHun:

« JKI. CybsHaoKapaunanbHaa UWEMMA MMOKapAa HUXHeU-OOKoBOM CTEHKM, Ha
nocneayowmnx IKI anHamumnka nHpapKTa MmMoKkapaa HuKHe-60KoBOM CTEHKM

e IXO-KI. N -3,5cm, KOAP - 4,9 cm, KCP - 3,5 cm, NXK - 2,2 cm, PB 55%, MXKN - 0,9
cm, 3C/TK - 1,0 cm. TMNOKMHE3 HUMXKHUX U 6a3anbHOro HUXXHe-NeperopoaovHoro
CermeHTOB.

* TponoHuH — nonoxutenbHobiit. XC— 13,35 mmonb/n, XC-THMN — 12,1 mmonb/n

JNleyeHune: acnupuH 100 mr/cyt, doHaanapuHyKc HaTpma 2,5 mr/cyT, Knonugorpen 75
mr/cyt, atopBactatTuH 80 mr/cyt, nepuHgonpun 2,5 mr/cyt, metonponon 25 mr/cyr,
omenpason 20 mr/cyT.



2012 roa

MauueHT XK, 30 net, Haxoaunca Ha neyeHuun 8 Proy PKHIK M3 n CP PP B mapte 2012 .

*anobbl npu noctynneHuum:
* Hasnusoabl cxXxumarowmux 6oneu 3a rpyauHou npu cpeaHnx GusmuecKkmnx Harpyskax
npoAao/MKUTeNnbHOCTbIO 10-15 MmMH 1 npoxoaAawUX nocae npuema HUTPOrAnUepuHa.

Mpu o6cnepoBaHuu:

 KAI. Tun KpoBocHabxXeHuna npasbii, ctBon JIKA — HepoBHOCTU KOHTYypoB, NMHA — B
ycTbe cTeHo3 A0 60%, aanee B NPOKCUMAZIbHOM CermeHTe HepoOBHOCTU KOHTypoB, OA
B yCTbe cTeHO03 A0 50%, B npoKCMManbHOM cermeHTe HepoOBHOCTU KOHTypoB, NKA B
NPOKCUMAZIbHOM CErMeHTEe OCNOXHEHHbIU cTeHOo3 A0 90%, B AUCTAa/IbHOM CEermeHTe
cteHo3 Ao 80%.

JleueHue: nposegeHa aHrMONACTUKA CO CTEHTUPOBaHMEeM ABYMA cteHTamu Resolute
integrity AucranbHoro, cpegHero U npokcumanbHoro cermeHToB [KA. OcraTtouHble
CT@HO3bl CTEHTUPOBAHHbIX 06/1acTEei OTCYTCTBYIOT.



JleyeHue

e AcnupuH 100 mr/cyT,
 Knonuporpen 150 mr/cyt 1 mec, panee 75 mr/cyr,
* MeTtonponon 50 mr/cyr,
e PosyBsacTtaTtuH 40 mr/cyT,
e 33eTumunb 10 mr/cyr.

KnauHudyeckum
nokasare/b

XC, mmonb/n
XC-THMN, mmonb/n

% CHUXXeHuna XC-
JIHN

Makcumanb
Hoe
3HayYeHue

15,93
14,28

2009r.

be3 Tepanun [ueta, Po3. 20 be3 tepanuun

14,06
12,73

2010rr.

mr/cyT., I3e.
10 mr/cyr.

6,85
5,53
57

2012r.

13,35
12,1

2013 .
Owverta, Pos. 40
mr/cyT., 33e. 10

mr/cyr.

7,7
6,57
45,7



Anamnesis morbi

1997

MosbiweHune A po

185/90 mm pT.cT.
AnnasuAa npasoiu
NOYKMU

2009

MosbiweHue XC-
JIHN po 14,28
Mmmonb/n

2012

OtmeHa NT, OUM,
CTeHTUpPOBaHUeE
NMKA

2014

NoBTOpHOE
ctreHTUpoBaHue MNKA,
npuem mmnomepceHa



2014 rop,

MauueHT XK, 32 roga, Haxoaunca Ha neyeHuu B ®IbY «rHAL NMNM» M3 PP B nrone 2014 .

*anobbl npu noctynneHuum:

 Ha anusogbl 6onen B 1eBOI NONIOBUHE LLIEN U ropaa npu cpeaHnx Gusnyecknx
Harpy3kax(xoab6a 6bicTpbiMm Warom) npoAaoKUTENbHOCTBIO 10-15 MUH 1 NpoxoaALnxX
B NOKOE MU Nocae Npuema HUTPOIrInLUepuHa.

Mpu obcnepoBaHum:

e Crpecc-9XOKTI. MpusHakun npexoasilem Mmwemmmn mmokapaa no HUXxXHeu creHke JIXK.

 KAI. Tun KpoBocHabxeHuna npasbiv, ctBon JIKA — HepoBHOCTU KOHTYypoB, MHA — B
ycTbe cTeHo3 A0 50%, aanee B NPOKCMMA/ZIbHOM CErMmeHTe HePOBHOCTU KOHTypoB, OA
B YyCTbe cTeHO03 A0 50%, B NPOKCMMAZIbHOM CermeHTe HepoBHOCTU KOHTYpoB, MNMKA —
paHee yCTaHOBJ/IeHHble CTeHTbl 6e3 nNnpu3HaKoB pecTeHo3a, cpa3y 3a AUCTa/NIbHbIM
CTeHTOM, cTeHO03 Ao 70%.

JleueHune: npoBegeHa aHrMONAaCTUKA CO cTeHTupoBaHnem cteHTom Resolute integrity
anctanbHoro cermeHTta NMKA. OcTaTouHbIW CTEHO3 OTCYTCTBYET.



2014 rop,

Mpun ob6cnepoBaHum:
 Y3Ar 6/u apTepuii

NNlokanusauua ACb n 2009 . 2014 .
NPOLLEHT CTEeHO3a (27 ner) (32 ropa)
OCA(np.) 20%
6mndp.OCA(np.) 30-35% 30%
BCA(np.) 35-40% 35-40%
OCA(n.) 35%
61ndp.0OCA(n.) 25-30% 20-25%
BCA(n.) 40-45% 40-45%




JleyeHue

e AcnupuH 100 mr/cyT, e PosysactaTtuH 40 mr/cyT,
 Knonuporpen 75 mr/cyr, e 33eTumun6 10 mr/cyr.
 MeTtonponon 50 mr/cyT,  MunomepceH 200 mr/HeA,. NOAKOXHO
KnnHunueckum MaKcuman 2009 . 2010r. 2012 . 2013 r. 2014 r. 2014 r.
noKasarenb bHOe be3 Owuerta, Pos3. bes Oveta, Po3. | Auerta, Po3. | [Auera, Pos. 40
3HaueHue @ Tepanuum | 20 mr/cyt., | Tepanuu | 40 mr/cyt., | 40 mr/cyrT., mr/cyT., 33e.
J3e. 10 J3e. 10 J3e. 10 10 mr/cyT.
mr/cyT. mr/cyT. mr/cyr. MwunomepceH
200 mr/Hep,
XC, mmonb/n 15,93 14,06 6,35 13,35 7,7 8,7 7,01
XC-/1HN, 14,28 12,73 5,53 12,1 6,57 7,62 5,69
Mmmonb/n
% CHUXXeHuna 57 45,7 37 53

XC-IHN



Anamnesis morbi

1997

MosbiweHune A po

185/90 mm pT.cT.
AnnasuAa npasoiu
NOYKMU

2009

MosbiweHue XC-
JIHN po 14,28
Mmmonb/n

2012

OtmeHa NT, OUM,
CTeHTUpPOBaHUeE
NMKA

2014

NoBTOpHOE
ctreHTUpoBaHue MNKA,
npuem mmnomepceHa

2015

Mpuem 3BoNOKYMaba,
TapretHoe
CeKBeHUpoBaHue



2015 rop,

e AcnupuH 100 mr/cyT,
 Knonuporpen 75 mr/cyr,
* MeTtonponon 50 mr/cyr,

KnuHuuyeckum
nokasartesnb

XC, mmonb/n

XC-/1HN,
Mmmonb/n

% CHUXXeHus
XC-THN

Makcuma

JIbHOE

3Ha4YeHue | Tepanmum

15,93
14,28

2009 . 2010r.

bes Overta,
Pos. 20
mr/cyrT.,
J3e. 10
mr/cyT.

14,06
12,73

6,85
5,53

57

* Po3syBactaTuH 40 mr/cyrT,
* 33eTmu6 10 mr/cyr.
e 3B0/1I0KYMab6 140 mr 1 pa3 B 2 Heg NOAKOXKHO

2012 r.
bes
Tepanuu

13,35
12,1

2013 r.
AverTa,
Po3. 40
mr/cyrT.,
J3e. 10
mr/cyT.

7,7
6,57

45,7

2014 . 2014 .
Auerta, Overta, Pos.
Pos. 40 40 mr/cyr.,
mr/cyrT., J3e. 10
J3e. 10 mr/cyr.
mr/cyr. Muno. 200
mr/Hep
8,7 7,01
7,62 5,69
37 53

2015r.
Overta, Pos.
40 mr/cyr.,
J3e. 10
mr/cyr.
9B0O/IOKYMab
140 mr/2 Hep,

7,2
6,3

48



[eHeTUMYyecKana AMarHOCTUKa

TapreTHoe cekBeHpoBaHue metogom NGS

BbiaBneHO ABa BapuaHTa B reHe LDLR:
 NP_000518.1:p.Gly592Glu/NC_000019.9:8.11227604G>A
 NP_000518.1:p.Ala771Glufs*9/NC_000019.9:2.11238684_11240346del



Anamnesis morbi

1997

MosbiweHune A po

185/90 mm pT.cT.
AnnasuAa npasoiu
NOYKMU

2009

MosbiweHue XC-
JIHN po 14,28
Mmmonb/n

2012

OtmeHa NT, OUM,
CTeHTUpPOBaHUeE
NMKA

2018

Mpuem
annpoKymaba

2014

NoBTOpHOE
ctreHTUpoBaHue MNKA,
npuem mmnomepceHa

2015

Mpuem 3BoNOKYMaba,
TapretHoe
CeKBeHUpoBaHue



2018 rop,

e AcnupuH 100 mr/cyT,
* MepuHaonpun 4 mr/cyr,
* MeTtonponon 50 mr/cyr,

KnnHunyeckun Makecum | 2009 . 2010r.
nokKasartenb anbHoe bes AnerTa,
3HA4YeHU @ Tepanu Pos. 20
e n mr/cyrT.,
d3e. 10
mr/cyr.
XC, mmonb/n | 1593 | 14,06 6,85
XC-/1HN, 14,28 12,73 5,53
Mmmonb/n
% CHUNXeHus 57

XC-IHN

e PosyBsacTtaTtuH 40 mr/cyT,
e 33eTumun6 10 mr/cyr.

 Annpokymab 150 mr 1 pa3 8 2 Heq,.. NOAKOXKHO

2012 . 2013 r. 2014 r. 2014 r.
bes AverTa, AverTa, AverTa,
Tepanu Pos. 40 Pos. 40 Pos. 40
n mr/cyrT., mr/cyrT., mr/cyrT.,
93e. 10 d3e. 10 93e. 10
mr/cyr. mr/cyr. mr/cyr.
Mwun. 200
mr/Hep,
13,35 7,7 8,7 7,01
12,1 6,57 7,62 5,69
45,7 37 53

2015r. 2018 .
AnerTa, AverTa,
Pos. 40 Pos. 40
mr/cyrT., mr/cyrT.,
93e. 10 93e. 10
mr/cyr. mr/cyr.
380. 140 A Anmpo. 150
mr/2 Hep, | mr/2 Hep,
7,2
6,3 6,68
48 44,8



2018 rop,

NMauueHT XK, 36 ner.

*Kanobwi:

* AKTMBHO Xanob He npeavAasnaer

Mpu o6cnepoBaHuu:

* Crpecc-9XOKI. laHHbIX 32 MWeMUI0 MMOKapAa He NoAYYeHO.
* Y3Ar 6/u apTepuii:

Nokanusauma ACb n 2009r. 2014 . 2018 .
NPOLLEHT CTEeHOo3a (27 ner) (32 ropa) (36 ner)
OCA(np.) 20%
6mndp.OCA(np.) 30-35% 30% 30%
BCA(np.) 35-40% 35-40% 35%
OCA(n.) 35% 25-30%
61dp.0OCA(n.) 25-30% 20-25% 20-25%
BCA(n.) 40-45% 40-45% 60-65%




Anamnesis morbi

1997

————— 2009  [-----

NoebiweHue AL Ao NosbiweHue XC-

185/90 mm pT.cT.
AnnasuAa npasoiu
NOYKMU

JIHM po 14,28
Mmmonb/n

2019 |-----

Mpuem 3BnHaKymaba,
ceKBeHupoBaHue
reHoma

2012

OtmeHa NT, OUM,
CTeHTUpPOBaHUeE
NMKA

2018

Mpuem
annpoKymaba

2014

NoBTOpHOE
ctreHTUpoBaHue MNKA,
npuem mmnomepceHa

2015

Mpuem 3BoNOKYMaba,
TapretHoe
CeKBeHUpoBaHue



2019 rop

e PosyBsactaTtuH 40 mr/cyT,

e 33eTumun6 10 mr/cyr.

 Anupokymab 150 mr 1 pa3 8 2 Heq,. NOAKOXKHO
e 3BUHaAKymab 15 mr/kr 1 pa3 B mec. NOAKOKHO

* AcnupuH 100 mr/cyrT,
* MNepunpgonpun 4 mr/cyr,
* MeTtonponon 50 mr/cyr,

KnnHnueckum 2012r. 2013 . 2014 . 2014 . 2015r. 2018rr. 2018r.
noKasarte/nb bes AverTa, AveTa, Aveta, Po3. 40 @ [Aueta, Po3. [Auera, Pos. AveTta, Pos. 40
Tepanuu Pos. 40 Po3.40 | mr/cyrt., 93e.10 | 40 mr/cyr., 40 mr/cyt., | mr/cyr., 3e. 10
mr/cyT., mr/cyT., mr/cyT. J3e. 10 J3e. 10 mr/cyT.
J3e. 10 J3e. 10 Mwun. 200 mr/cyT. mr/cyT. Anun. 150 mr/2
mr/cyT. mr/cyT. mr/Hep, 3B0. 140 | Ann. 150 mr/2 Hea,
mr/2 Hep, HeA, 38u. 15 mr/kr 1
pa3 B mec
XC, mmonb/n 13,35 7,7 8,7 7,01 7,2
XC-THMN, mmonb/n 12,1 6,57 7,62 5,69 6,3 6,68 2,38

% cHnXXeHua XC-JIHMN 45,7 37 53 48 44,8 80,3



[TonHOreHOMHOe ceKBeHnpoBaHUue

2 BapuaHTa Ha pa3HbiX annenax reHa LDLR:
1 NP_000518.1:p.Gly592GIlu/NC_000019.9:2.11227604G>A

2 NP_000518.1:p.Ala771Glufs*9/NC_000019.9:2.11238684_11240346del
Mopo3peHne Ha Hannumne AONONHUTENIbHOU X - XPOMOCOMbI

@




[laHHble LUTOreHeTUYEeCcKoOro uccaenoBaHusn




Anamnesis morbi

MosbiweHune A po
185/90 mm pT.cT.
AnnasuAa npasoiu

NOYKMU

NpoBepeHue npoueayp
NNHN-adepesa

1997 | --

2022 |--

--| 2009 |-----

MosbiweHue XC-
JIHN po 14,28
Mmmonb/n

--| 2019 |-----

Mpuem 3BnHaKymaba,
ceKBeHupoBaHue
reHoma

2012

OtmeHa NT, OUM,
CTeHTUpPOBaHUeE
NMKA

2018

Mpuem
annpoKymaba

2014

NoBTOpHOE
ctreHTUpoBaHue MNKA,
npuem mmnomepceHa

2015

Mpuem 3BoNOKYMaba,
TapretHoe
CeKBeHUpoBaHue



2022 roa

Hanobbl: akTUBHO He nNpeabasafaeT
Mpu ocmoTpe: Poct 190 cm, Bec 108 Kr, UMT=29,9 Kr/m2

CumnTtombl cuHapoma KnanHdenbrepa
(nonynaumnoHHan yacrora 1:1000
MaJIbMNKOB)

BbiCOKUM pOCT

ONVHHbIEe KOHEeYHOCTU
* EBHyxoupgHOe TenocnoxKeHue
* [MHeKomacTuA
* Cnabbiv pocT BONOC Ha inue u Tene
* [Mnonnasua su4veK, HapyweHue
cnepmartoreHesa, becnnogue
* [MopoKu pasBUTUA MOYENO/I0BOU
cucTembl




2022 rop,

Mpn ocmoTpe: KOXKHbIX U CYXOXU/IbHbIX KCAHTOM HE BbIABJ/IEHO




2022 rop,

Mpn o6cnepoBaHnn:

e IXO-KI. AtepocKknepo3s $dmMbpo3HOro KosbLa U CTBOPOK aOpPTasibHOrO K/aamnaHa,
CTEHOK KOPHA M BOCXoaALwero otaena aoprtbl. MakcMmanbHbIU rpagameHT Ha AK=13
Mmm. pT. cT. MN=3,8*5,6 cm. HesHauutenbHoe (c yuetom MMNT) ysennueHne nonoctm
N: 4,3*%6,0 cm, O/IN=76 ma n NX¥=3,0 cm. 1K: KAP=4,9 cm, KCP=3,3 cm, PB=62%,
TMXN=1,0 cm, T3C/IK 1,1 cm. Macca muokapga JIXK 216 r., nHAEeKC Mmaccbl
muoKapaa /1K 92 r/ks m. HapyLueHue nokanbHo (Hebonbluasa 30Ha rMNOKMHE3a B
obnactm 6asanbHbIX CEermeHTOB HUXHEW CTeHKM U 3aaHen 4vactu MMKIM) 6es
CHMXXeHuA rnobanbHon coKpatumoctu JIXK. [Auactonunueckaa ¢PyHKUMA He
HapyweHa. MwuTtpanbHaa peryprutauma 1 creneHU. TpuKycnupanbHasa
peryprutauma 1 creneHun. JIerouHOM rMnNepTeH3num Her.

* Crpecc-9XOKI: aaHHbIX 332 MWEeMUI0 MUOKapAaa He nosyyeHo. ToNepaHTHOCTb K
dusnyeckomn Harpyske Bbicokan. Peakuma ALl Ha HarpysKy ageKkBaTHas.



YNbTpa3ByKoBOe UccaegoBaHue cocyaos

pyKoBoguTesb 1abopaTopun yabTPa3ByKOBbIX METOA0B
nccneaoBaHUsA cocynos,

A.M.H., npod., rn. H.c. banaxoHoBa TaTtbAHa BaneHTUHOBHA



UcchnepoBaHue ot 26.04.2018 ®Irby «HMUUU TNMM» M3 PO

KomnaeKkc MHTUMa-megma (KUM) OCA B TUNMYHbIX Ana namepeHmna mectax (10-15 mm npokcnumanbHee
buoypkauun no 3agHen cteHke OCA) cnpasa yToAleH, cneBa He yTonuleH (cnpasa — 1,0 mm, cnesa — 0,7 mm),
AMOPepeHUMPOBKA COCYANCTON CTEHKMN HA CNON MECTaMM HapyLLeHa, 3XOreHHOCTb AndEdYy3HO MM3eHeHa. KoHTyp
POBHbIN.

CIMPABA: B obnactu ycTbsi NOAKAIOYNYHOM apTepmmn No BOKOBOM CTEHKE BU3Yyanu3upyetcs reteporeHHasa ACB,
cpeaHen U NOBbILLEHHOM 3XOreHHOCTN, CTEHO3UPYIOLWAA NpocBeT apTepun Ao 35-40% no anameTpy.

B obnactu budypraummn OCA c pacnpocTtpaHeHnem B ycTbe BCA no nepeaHenatepasibHON CTEHKE BU3yain3npyeTca
reteporeHHasa ACb npenmyLwecTtBeHHO NOBbILWEHHOW 9XOreHHOCTM, C aKyCTUYECKOM TeHbID, CTEHO3MpYOLW,an
npocseT cocyaa okono 30% no guametpy.

CJIEBA: B npokcumanbHon 4act OCA no meamanbHOM CTeEHKe BU3yannsnpyetca romoreHHaa ACb ymepeHHoOM
3XOreHHOCTH, C POBHbIM KOHTYPOM, CTEHO3UPYIOLWLAA NpoceeT apTepuun Ao 25-30% no gnametpy.

B obnactn budypkraumm OCA c pacnpoctpaHeHmnem B yctbe BCA noumnpyeTtcs KOHUEHTPUYECKAA reTeporeHHas
aTepocKNepoTnYeckasa baawkKa c npeobiagaHMeM KOMMOHEHTOB YMEPEHHOM U MOHUMKEHHOW 3XOreHHOCTU
(BM3yanumsupyetcs B pexkume UK no aedpekTy 3anosHEHUA), C HEPOBHbIM BHYTPEHHUM KOHTYPOM. B B-pexxmme
CTeHO3 oKo0 60-65% no anametpy (no naowaamn ao 75-80%). B pexxkmume UK KpoBoToK nosbiwaeTca ¢ 80-85 m/c
0o 1,7-2,0 m/c, YToO MOXKeT COOTBETCTBOBaTb CTEHO3Y apTepumn 4o 65-70% no anameTpy.

CKOpOCTHbIe N CMEKTPaAJZibHbIE XapPaKTEPUCTUKN KPOBOTOKA B MAPHbLIX COHHbIX apTEPUAX 6e3 3HauMmomn ACMMMETPUMU, B npegenax BO3paCTHOﬁ HOpPMbI.

Cocyaunctan reoMeTpusA COHHbIX apTepUint: He M3MeHeHa, 06bIYHOrO XoAa.

Aunametp npasout MNA — 3,3 MM, BXOXKAEHME B KaHa/l NONepeYHbIX OTPOCTKOB Ha ypoBHe CV, neBoii — 3,0 MM, BXOX/AEHWE B KaHa NnornepeyHbiX OTPOCTKOB Ha ypoBHe CVI.
Yctbsa 06enx MA B13yannsmposaHbl, cBo60AHbI. KPOBOTOK B OCMOTPEHHbIX apTEPUAX C 0ObIYHBIMU CKOPOCTHLIMU XapaKTEPUCTUKAMM U 3HAYEHUAMM NOKasaTesen
nepudepmnyeckoro ConpoTUBAEHUA.

Cocyamucran reomeTpusa No3BOHOYHbIX apTepuit: 06bIYHOro X0Aa, 3HAYMMO He U3MeHeHa.



KoHTpacT-ycuneHHoe ynbrpassykosoe uccnegosadue 10.10.2018
drey HMULU kapanonornm 3 PO

PHILIPS KONTRAST ZURAVLEV DS, 36 10/10/2018 1%5:58:19 TI1S0.4 MI 1.0
55561520181010 CARDIOCENTER L9-3/Vasc Car

PHILIPS KONTRAST ZURAVLEV DS, 36  10/10/2018 15:59:49 TIS0.2 MI1.2

55561520181010 CARDIOCENTER L9-3/Vasc Car
FR 27Hz L MM
’P. = - = . -

« Diam1 0.724 cm
;2 Diam2 0.236cm
Diam Reduc 67 %

+ Diam1 0.775cm
3¢ Diam2 0.264 cm
Diam Reduc 66 %




KoHTpacT-ycuneHHoe ynbTpa3ByKoBOe nccaeaoBaHmne
6udypKaunum neBom BHyTpeHHEeU COHHOU apTepum

PHILIPS KONTRAST ZURAVLEV DS, 36  10/10/2018 16:02:45 TIS0.0 MI0.06 L

BbinonHeHo KYY3U 6udypKauum nesom 55561520181010 L8-3/Cont Gen MI 0.77 F
BHYTPEHHel COHHOM apTepum ¢ R 2oz SEE
BHYTPUBEHHbIM BBegeHuem 1.5 mn Tissue
KOHTpacTHOro npenapara SonoVue s
OHOKpPaTHO. “%"%E;%
OcCnoXXKHeHU He BbIABNEHO. C36 |

CGen
MI0.06

Mpu nccneposaHum BbIABNEHO:

Ha 16 ceKyHae BBeAeHUA KOHTPACTHOro
npenapara npocset nesoit BCA
KOHTPACTUPOBAH NONHOCTbIO. HaunHasa ¢ 22
CeK BBeAeHusa npenapara, onpeaensercs
Bblpa)XeHHaA HeoBackynapusauua ACb no
nepeaHeu CTeHKe, Ha 26 ceK - ymepeHHan
HeOoBaCKyNApUu3aLma B BOCXO4ALEM Nieye
ACB no 3agHei cTeHKe.




YnbTpa3ByKoBOe nccnegosaHue bpaxmouedanbHbix
aptepuun(CrNPABA) 10.11.2022

Right Distal CCA Right Bifurc

Hosaa ACb




YnbTpa3ByKoBOe nccnegosaHue bpaxmouedanbHbix
aptepun(C/1IEBA) 10.11.2022

YBennyeHune %creHo3a
60% m— 759%,

Left Prox ICA

Budypkauna OCA

—— - -
e oy i

+Diam 1 0.642cm
:Diam 2 0.157 cm
% Stenosis Diam 75.5%

.792cm
.7T8cm

be3 AnHamunKun

PemogennpoBaHune CTEHKMU
B AmcTtanbHom Tpetn OCA

MakcmmanbHasa JICK 2.4m/c



JleBaA BHYTPEHHAA COHHaA apTepuA

™ - Diam 1 0.642 cm
xDiam 2 0.157 cm
% Stenosis Diam 75.5%

< Diam1 0.775cm
x Diam2 0.264cm
Diam Reduc 66 %

2018



YnbTpa3ssyKoBoOe UccneaoBaHUe apTepmun HUKHUX
KOHe4yHocTen 10.11.2022

Right SFA




JleyeHue

PosyBactaTuH 40 mr/cyr,
33eTmun6 10 mr/cyr.
AnnpoKymab 150 mr 1 pa3s B 2 HeA,. NOAKOXKHO

e AcnupuH 100 mr/cyT,
* MepuHpgonpun 4 mr/cyr,
 MeTtonponon 50 mr/cyT,

KnnHnueckum 2012r. 2013 . 2014 r. 2014 r. 2015r. 2018 . 2018 . 2022 .
noKasarte/sb bes Awverta, Awnera, Owveta, Po3. | [Odueta, Po3. @ [Awuerta, Po3. @ [Ouera, Pos. 40 OverTa,
Tepan @ Pos3.40 Pos. 40 40 mr/cyt., | 40 mr/cyr., 40 mr/cyt., | mr/cyr., d3e. 10 Pos. 40
um mr/cyT., mr/cyT., J3e. 10 J3e. 10 J3e. 10 mr/cyT. mr/cyT.,
J3e. 10 J3e. 10 mr/cyT. mr/cyT. mr/cyT. Anun. 150 mr/2 J3e. 10
mr/cyT. mr/cyT. Mwun. 200 3B0. 140 Anun. 150 Hep, mr/cyr.
mr/Hep, mr/2 Hep, mr/2 Heaq | 3Bu.15mr/krl | Anu. 150
pa3 B mec mr/2 Hep,
XC, mmonb/n 13,35 7,7 8,7 7,01 7,2
XC-/1HN, 12,1 6,57 7,62 5,69 6,3 6,68 2,38 8,14
Mmonb/n
% cHueHua XC- 45,7 37 53 48 44,8 80,3 33

NHN



Pe3synbratbl npoBeaeHna adpepesa AMNONPoOTeEUao0s

PYKOBOAUTE/NIb OTAE/IEHUA 3KCTPAKOPNOpa/bHOM
remoKoppeKumm u potoremorepanuu,
A.M.H., npod. Cokonos Anekceun Anbbeprosuu



JleyeHue

* AcnupuH 100 mr/cyr,
* NepuHpgonpun 4 mr/cyr,
* MeTtonponon 50 mr/cyr,

Knununueckunn | 2012r. | 2013r. | 2014 r.
noKasaTtesb bes Aveta, [Owuerta,
Tepan | Po3.40 Pos3. 40
um mr/cyt. | mr/cyr.,
, J3e. d3e. 10
10 mr/cyr.

mr/cyr.

XC, mmonb/n | 13,35 7,7 8,7
XC-1HN, 12,1 6,57 7,62
Mmmonb/n

% CHUMXXeHuA 45,7 37

XC-IHN

e PosyBsactaTtuH 40 mr/cyT,

e 33eTumun6 10 mr/cyr.

* Anupokymab 150 mr 1 pa3 B 2 Hepa,. [TOAKOXKHO
* JIHM-adepe3 2 pasa B mecay,

2014 r.
Averta,
Pos3. 40
mr/cyT.,
d3e. 10
mr/cyr.
Mun. 200
mr/Hep,

7,01
5,69

53

2015r.
Averta,
Po3. 40
mr/cyT.,
Jd3e. 10

mr/cyr.
3B0. 140
mr/2 Hep,

7,2
6,3

48

2018 . 2018 . 2022 . 2022 .
Averta, Awverta, Pos. Averta, Awverta, Pos.
Pos. 40 40 mr/cyr., Po3.40 | 40 mr/cyr.,
mr/cyr., J3e. 10 mr/cyT., J3e. 10
J3e. 10 mr/cyT. J3e. 10 mr/cyT.
mr/cyr. Anu. 150 mr/cyr. Anu. 150
Anun. 150 mr/2 Hea, | Aan. 150 | mr/2 Hep,
mr/2 Hep,  3BKU.15 mr/Kr mr/2 NNHN-adepes
1 pa3 B mec HepA, 1 pa3/2 Hep,
6,68 2,38 8,14 3,6
44,8 80,3 33 70,2



AnarHos

OcHoBHOe 3abonesaHue: CemenHana rmnepxonectepmHemMmnsa, romo3nurotHaa gopma

(KomnayHa-retepo3mrota no mytaumam B reHe LDLR Gly592Glu n Ala771Glufs*9).
Nwemunyeckaa 6onesHb cepaua. MNocTMHPAPKTHbIN Kapauocknaepo3 ot 2012 roaa.
ATEepoCKNepo3 aopTbl U KOPOHAaPHbIX apTepuin. CocToaHMe nocne aHrMonnacTUKKM co
CTEHTUMPOBAHMEM MPABOMN KOpoHapHoW apTepumn ot 2012 u 2014 rr. ATepocKknepos
bpaxnouedanbHbIX aPTEPUIM U aPTEPUN HUKHUX KOHEYHOCTEW.

doHoBoe 3aboneBaHue: lMneptToHnyeckaa bonesnb cepaua lll ctragnn, aptepmanbHan

runepteH3na 2 cteneHu, puck CCO 4 (oyeHb BbicoKni). CuHapom KnanHdbenbtepa.

ConytcTBylOwMme 3aboneBaHusa: BporkaeHHas anna3uva npasoi no4vkun. CoctosiHue

nocne xoneuncrakrommun ot 2010 roaa.



Bonpocbl ana obeyaeHna

1. Kakue pononHUTeNnbHble BO3MOXHOCTU UMMEKTCA ANA ycnuneHumaAa
I'MHOI'IMHM,D,EMVI‘IECKOE Tepanmmy I'IaLI,MEHTa?

2. Kak Hannumne cuHapoma KnanHdenbrepa (Kapunotun 47,XXY) Bamsaer
Ha CKOPOCTb pPasBUTUA U NPOrpeccUpoBaHUA aTepoCKaepo3a Yy
NauueHToOB C CEMEeNHOMN runepxonecTtepuHemmen?



Ucxoabl U OCNOXKHEHUA TOMO3UTOTHOU GopMbl CEMENHOM

runepxonecrepmHeMmm
100 -
94 STUDIES o 90 - KnanaHHbi1 cteHO3 AK
608 PARTICIPANTS & &0 | HagknanaHHbIii cteHo3 AK
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Kramer Al, et al. Eur J Prev Cardiol. 2022 May 5,;29(5):817-828.

Pre-statin era (pre-1990)

Introduction of statins Statin era (2000-...)
(1990-2000)

Bélanger AM, et al. Eur Heart J. 2022 Sep 7;43(34):3227-3239.



KnnHnueckoe teueHue 3aboneBaHna y nayumeHta XK.

Nokanusauua ACb/ucxoapbl 2009 . 2012r. 2014 . 2018 . 2022r.
(27 ner) (30 ner) (32 ropa) (36 ner) (40 ner)
KapoTuaHbii atepocknepos
OCA(np.) 20% 25%
61d.0CA(np.) 30-35% 30% 30% 30-35%
BCA(np.) 35-40% 35-40% 35% 45-50%
OCA(n.) 35% 25-30% 30-35%
6ud.OCA(n.) 25-30% 20-25% 20-25% 30-35%
BCA(n.) 40-45% 40-45% 60-65% 75%
KopoHapHblit aTepocKknepos
Creon JIKA HK HK
NMHA 60% 60%
OA 50% 50%
NKA 90%; 80%—>0% 70%—>0%
CreHos AK - - - Jlerknm (rpagmneHT 13 mm
pT.CT.)
ZWY +
KopoHapHoe cTeHTupoBaHue + +
CreHOKapaua/vwemus +/+ -/- -/-

MMUOKappaa




JleyeHue

* AcnupuH 100 mr/cyr,
* NepuHpgonpun 4 mr/cyr,
* MeTtonponon 50 mr/cyr,

Knununueckunn | 2012r. | 2013r. | 2014 r.
noKasaTtesb bes Aveta, [Owuerta,
Tepan | Po3.40 Pos3. 40
um mr/cyt. | mr/cyr.,
, J3e. d3e. 10
10 mr/cyr.

mr/cyr.

XC, mmonb/n | 13,35 7,7 8,7
XC-1HN, 12,1 6,57 7,62
Mmmonb/n

% CHUMXXeHuA 45,7 37

XC-IHN

e PosyBsactaTtuH 40 mr/cyT,

e 33eTumun6 10 mr/cyr.

* Anupokymab 150 mr 1 pa3 B 2 Hepa,. [TOAKOXKHO
* JIHM-adepe3 2 pasa B mecay,

2014 r.
Averta,
Pos3. 40
mr/cyT.,
d3e. 10
mr/cyr.
Mun. 200
mr/Hep,

7,01
5,69

53

2015r.
Averta,
Po3. 40
mr/cyT.,
Jd3e. 10

mr/cyr.
3B0. 140
mr/2 Hep,

7,2
6,3

48

2018 . 2018 . 2022 . 2022 .
Averta, Awverta, Pos. Averta, Awverta, Pos.
Pos. 40 40 mr/cyr., Po3.40 | 40 mr/cyr.,
mr/cyr., J3e. 10 mr/cyT., J3e. 10
J3e. 10 mr/cyT. J3e. 10 mr/cyT.
mr/cyr. Anu. 150 mr/cyr. Anu. 150
Anun. 150 mr/2 Hea, | Aan. 150 | mr/2 Hep,
mr/2 Hep,  3BKU.15 mr/Kr mr/2 NNHN-adepes
1 pa3 B mec HepA, 1 pa3/2 Hep,
6,68 2,38 8,14 3,6
44,8 80,3 33 70,2



Anroputm noabopa
rMnoAunNuAEeMnYEecKou
Tepanuu y NaLuueHTOB C

romo.CIrxXc

MAKCHMAITBHO MEPEHOCHMYK TEPATTHIY CTAaTHHAMH

Hasnaunrs BREICOKOHHTCHCHBHYIO, a ITPH HEBO3MOKHOCTH -

HmeeTtcs 1
HEMEPEHOCHMOCTh
craTHHOB!?

Her

HPO,E[O.H}I{I']T b CTaTHHBI

JIOCTHTHYT JIH

LETCE O YPORCHD
XC-JIHIT*?

Her

HasHaunTh 33¢THMHAG HWIH 3B0iTokyMat” i JITT-adepes® AOMOMHATEIBHO
HIIH KaK MOHOTEPAIHIO ITPH HENTEPEHOCHMOCTH CTaTHHOB

v

JOCTHIrHYT IH

v

LeleBOH YPOBEHD
XC-JIHIT*?

Her

TIpucoemprmts JITT-adepes® wwiH OMOMHUTEIBHELH KITace
THITOIHITHASMHECKOH TEeParmii; S3eTHMHO HITH SBONOKyMad™ B
3aBHCHMOCTH OT TOTO, 4TOGH GBITO Ha3HaYeHO paHee Ma

[MpoaomKHTE
TEYCHHE,
JIHCTIAHCEpHOE
HaOIJICHHE H
pead HTHTALHIO

A A A

JOCTHTHYT JIH

LENEBOH YPOBEHB
XC-JHIT*?

Her

Ha

Hasuaurrs Jlll-adepes® H TpEXKOMITOHEHTHYIO TEParHio (CTaTHH
{TIPH OTCYTCTBHH HEIMTEPEHOCHMOCTH) + 23€THMHO + 3BOTIOKYyMal™)




9dPeKTUBHOCTL rTMNOAUNUAEMUYECKOU Tepanuu nHrmbutopamm PCSK9
y naymeHToB ¢ romo.CIrXcC

9B0N10KYMab 420 mr/mec. yepes 12 Hepenb

Bce Aedpexr AedexT/ DedexT/ OTtcyTtcTByeT/ He knaccudm- . Mnaue6o
21 annens DedekT OTcyTtcTBYyeT OTtcyTtcTBYyeT LupoBaHoO 9B0O0 Kyma 6

40%

30%

20%
10% ‘
0 I P

-10% [

-20%

-30%

% nameHeHua XC-JTHIN

-40% |

-50%

Raal FJ, et al. Lancet 2014, doi.org/10.1016/50140-6736(14)61374-X.



9dPeKTUBHOCTL rTMNOAUNUAEMUYECKOU Tepanuu nHrmbutopamm PCSK9
y naymeHToB ¢ romo.CIrXcC

Anupokymab 150 mr/2 pa3a B mecsu, yepe3 12 n 48 Hegenb

B null/null LDLR M null/null LDLRAP1
B null/defective defective/defective
C
200 -
120- X
e 100- £ 150-
- Q
£ 809 E 100
s 60- =
g g
g 40' g, 50_
£ 20- &
(b} - - 1' *
e 0 o 0-
@© Qo
S -20- au'
E _40_ | —50'
S -60-
-100-
_80-

Bruckert E, et al. Arterioscler Thromb Vasc Biol. 2022 Nov 3.



9dPeKTUBHOCTL rMNoAUnNuaeMmuyeckon tepanum nHrimbutopom ANGPTL3 y
naumeHToB ¢ romo.CIrXC

3BMHaKymab 15 mr/Kr 1 pa3 B mecay

Treatment and mutation: Placebo null-null Evinacumab null-null
—a— Placebo non-null =& Evinacumab non-null
. 27—
S T T 1
5 94\
7y
(4]
m _27- \
g s E_—% 1 + T
S _45- — e
- £ 3 :
o0 63
(11
U -81-
T I I I I I I I
Baseline 2 4 8 12 16 20 24
Weeks

Raal FJ, et al.N Engl J Med. 2020 Aug 20,;383(8):711-720.



MexaHnsm aencreua 3BMHaKymaba

ANGPTL3
ty ipoprotei” ‘

-dens!

VLDL remnant
ceptors

ﬂ <

LDLR

m::
-:X

Evinacumab

yLDL secretion

VLDL

VLDL remnant
receptors e LDLR-independent clearance




Kak Hannume cnHapoma KnanHdenbrepa (Kapuotun 47,XXY)
BANAET Ha CKOPOCTb Pa3BUTUA U NPOrpPeccMpoBaHUA aTEpPOCKIepo3a
Yy NaLMEeHTOB C CEMENHOU runepxonecrepmHemmen?



CuHapom KnamHdenbrepa(47 XXY, 48 XXXY, 49 XXXXY) — ogHa u3
Hamnbonee pacnpocTpaHeHHbIX XPOMOCOMHbIX 6one3sHeit yenoseka(1l/1000 manbumkos)

OTHOCUTENbHDbIN PUCK HANIMUUA KapanomeTaboanueckux GakTopoB pUCKa y NOAPOCTKOB C CUHAPOM
KnaitHdenbrepa no cpaBHEHUIO C KOHTPOIbHOM rpynnou nogobpaHHo no noay, Bospacty u UMT
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Davis SM, et al. Am J Med Genet C Semin Med Genet. 2020 Jun;184(2):327-333.



PacueTtHasa yactota B nonyaaumm coyetaHmua romo3mnrotHou dpopmobl CHXC
u cuiapoma KnaimHpenbrepa(CK) 1/6 000 000 — 1/8 000 000 manbumMKoB

CHuXeHue pyHKuum JIHIN-peuenTtopa y naumeHToB ¢ romo.CINXC morkeT OKa3biBaTb
MmoAayaupylouiee BaMAHUe Ha obmeH BewecTs nNpu codetaHnu ¢ CK M runoroHagmMsmom

UMT u yposeHb nunonpomeuHos Kpoeu y LDLR HecamueHbix mbiweli
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Constantinou C, et al. J Lipid Res. 2014 Jul;55(7):1434-47.



