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[MABHOE, 4TO HYXHO 3QNOMHMTH

roCIXC — 310 peakoe reHeTUYeckoe 3aboneBaHue, conpoeoxaatoLeecs
BbICOKMM YPOBHEM XOJIECTEPUHA NIMMONPOTENAOB HU3KOW NMIIOTHOCTU
(XC-JTHI) 1 oueHb BEICOKM PUCKOM CEPAEYHO-COCYAUCTBIX 3a6oneBaHuit
aTepoCK/IEPOTUYECKOrO FEHE3A M CBA3AHHOM C HUMM CMEPTH BCIIEACTBME
BLIPOXXEHHOTO HAPYLWeHMs GYHKLMM peuentopa AMNonpoTenaos HU3koi nnotHocty (JIHM).

OvyeHb BaxHO AMArHocTmpoBarb 1 neunts roCMXC Ha paHHen crapum,
OAHAKO y MHOIMX NMALMEHTOB 3060NEBAHME OCTAETCS HEBbISIBJIEHHDbIM.

Mpu amarnoctrke 3ab6oneBaHmUs BAXHO ONPEaenuTb
HO MOCTABMEHHBIA TAKMM OBPA3OM AMATHO3 LEeNecoobpasHO NOATBEPAMTL C MOMOLLBIO

FreHEeTUYeCKOro nccnegoesaHms.

JIHM-peuenTopos.

Cnucok nuteparypsi:

1. Cuchel M, Raal FJ, Hegele RA, et al. 2023 Update on Europecm Atherosclerosis Soc\ery
Consensus Statement on H Familial Hyper laemia: new freat
and clinical guidance. Eur Heart J. 2023;44(25): 2277-2291

2. Sjouke B, Kusters DM, Kindt |, et al. Homozygous autosomal dominant
hypercholesterolaemia in the Netherlands: prevalence, genotype-phenotype
relafionship, and clinical outcome. Eur Heart J. 2015;36(9):560-565

3. Nordesigaard BG, Chapman M), Humphries SE, et al. Familiol hypercholesterolaemia
is { and und {in the general p ion: guidance for clinicians
to prevent coronary heart disease: consensus statement of the European Atherosclerosis
Society [published correction appears in Eur Heart J. 2020 Dec 14;41(47):4517]. Eur
Heart J. 2013;34(45):3478-90a.

4. Borberg H. The lower the better: target values after LDL-Apheresis and semi-selective
LDL-elimination therapies. Transfus Apher Sci. 2013;48(2):203-206.

00O «Kbesn Papmacsiotmkancs
Poceus, 127015, r. Mockea, yn. Batckas, a. 27, ctp. 13, 3-i stax
Busnec-uentp «Pakropus»

Martepuan npeaHasHaYeH A5 CNEUMANUCTOB 3APABOOXPAHEHMUS.

MeTogpl neueHus, Bo3gencTBytoWwMe HA CUrHAnNbHbIM NyTb peuentopos JIMHIT,
MMeEIOT psp, OrpaHM4YeHun u He Bceraa apdekTuBHbl. OpHako cywecTeyeT
cneunpuyeckas Tepanus, Kotopas He 3aBUCUT OT GyHKLUMU

5. Hu P, Dharmayat K, Stevens CAT, et al. Prevalence of Familial Hypercholesterolemia
Among the General Population and Patients With Atherosclerofic Cardiovascular Disease:
A Systematic Review and Meta-Analysis. Circulation. 2020; 141(22):1742-1759.

6. Beheshti SO, Madsen CM, Varbo A, Nordestgaard BG. Worldwide Prevalence of
Familial Hypercholesterolemia: Meta-Analyses of 11 Million Subjects. J Am Coll Cardiol.
2020;75(20):2553-2566.

7. Defesche JC, Gidding SS, Harada-Shiba M, Hegele RA, Santos RD, Wierzbicki AS.
Familial hypercholesterolaemia. Nat Rev Dis Primers. 2017;3:17093. Published 2017

Dec7.

8. MedlinePlus [Inferne]. Bethesda (MD): National Library of Medicine (US); [updated
2020 Jun 24]. Available from: https://medlineplus.gov/. LDLR Gene; [Updated 2020
Jan 1; cited 2023 Nov 8]. Available from: https://medlineplus.gov/genetics/gene/
IdIr/#conditions.

Ten.: +7 495 967 12 12, bakc: +7 495 967 12 11
Email: info.ru@chiesi.com
LOJU-01-05-24-PRINT-RUS



[MnepxonectepuHemus



ﬁ‘i\‘\\ Y HekoTOpPbIX NALMEHTOB YPOBEHb

XONecTepMHAa NUNONPOTENAOB
‘. Hu3kom nnotHoctu (XC-JTHM) moxer
npesbiwars HopMy B 10 pas'

Y sawmx

NALUEHTOB MOXeT

66T [0CIXC

YPOBEHb
XC-JIHIM B

10 PA3

BbILLLIE HOPMbI






45

netr

oxupaemas
NPOAOMXMTENLHOCTb
XM3HM*

COKPALLEHUE OXMOAEMOM
NPOOONXKMUTENBHOCTM XM3HU

YpoeeHb
XC-JIHM 8

10 pas

Mpu roCIXC sbipaxeHHoe nosbiwerune yposHst XC-JTHI
MPUBOAMT K CEPAEYHO-COCYAUCTEIM 3060MEBAHUAM

1 NPeXaeBpeMeHHoN cmepTi®.

CpepnHsis NpofomKUTENBHOCTb XM3HM naumerTos ¢ roCIXC,
MoMy4aIoLLMX COOTBETCTBYIOLLEE NledeHne, cocTasnseT 45 net

Mpu koHueHTpauuK soiwe 400 mr/ an n 81 rogs 06|-U.el:1 |'|0|'|YJ'|9|U.14144~

unn 10 mmons/ n Heobxoanmo
obcnenoBats nauueHTa
Ha Hannume roCIXC. 4

[oCIXC — ato penkoe 3aboneeanue,
KOTOPOE YaCTO HEe AUArHOCTUPYIOT M He nedar' .



PEAKOE

3ABOJIEBAHMUE
BbICOKMM ypPOBEHb

XC-JIHM

PEOKOE TEEHETUHECKOE
3ABOJIEBAHUE

C OMNACHbIM NOBbILLEHUNEM

yposHst XC-JTHI

1-3

cnyydyasa Ha MJTH

pacnpocTpaHeHHocTb??

PACMPOCTPAHEHHOCTb: OT 1 CJZIYHA4
HA 250 TbIC. 4O 1 CNTYHYAS HA 360 TbIC.%3

Pacnpoctpanentocts [oCTXC moxert 6biTh
g 10 pas eeiwe Bcneactere adpdekta ocHoaTtens> .

HACJNEOOBAHMUE

[oCI'XC BO3HMKAET B pe3ynsTaTe HACNELOBAHMS MATOrEHHbLIX MyTALMI OT 060MX
poauTeneu.

Ha ¢yHkumio peuentopos JIHIT sauset uensiit psag reHetdeckmx GaKTOPOB, BbI3bIBAIOLLMX
pasentne roCMXC.

B HacToswee Bpems nssectHo 6onee 2000 myTtaumi reHa LDLR, cesisanHbIx ¢ passutrem
CI'X8, yem 0bycnoBneHa BIPAXEHHAS HEOAHOPOAHOCTb NPOSIBAEHMI 3060M1EBAHMS

M WKMPOKKMI ArManasoH sHaderui koHueHtpaumun XC-JTHIM y naunentos ¢ roCMXC??2,






PAHHSAS

ANATHOCTUKA
OYeHb BAXHA

PAHHA9 OUATHOCTUKA OYEHb BAXHA

y naumneHtoB c roCIXC

3A0EPXKA MOCTAHOBKM OMATHO3A U HEQOCTATOYHOE JIEHEHUE
BEQYT K COKPALLEHMIO OXMOAEMOM NPOLOIKUTENBHOCTU XMU3HU

Mpu roCTXC Bbicokuit yposers XC-JTHI npueoaut k passutmio
XM3HEYTPOXAIOLWMX CEPAEYHO-COCYANUCTBIX OCTOXHEHUN. Heobxoammo cHM3UTL
MOXM3HEHHBIM PUCK, CBA3AHHBIN C BLICOKMM yposHem XC-JTHI®.

O>xnpaemas nNpoao/KMTEsNIbHOCTb XXM3HU: CPaBHEHUE AAHHbIX
0 HacesneHun EBponbl B L,esioM 1 naumneHTax c roCrxc,

90 nony4yaoWwmnx n He Nosly4yarwwmnx je4yeHne
80 - MauneHTbl,
81 nosyyatoLne CTaTuHbl,
70 MauueHTsl, 33eTMKb 1 adepes
E 60 | nonyyatouimne
& o MaumeHTsl, CTaTWHbI 1 33eTUMUE
5 5 He nosyyatoLme
% 40 neyeHna
8 30 \l/
o
20 329
10 ]
0 T
JaHHble BO3 OtcyTcTBUE JleyeHne roCrxc JleyeHne cTaTMHaMm
0 €BPOMENCKOM PervoHe, neyeHns CTaTUHaMKN 1 33eTUMUE0OM 1 adepes
o6Lwan nonynauma roCrxc (Raal) v 33eTuMnb0oM (Raal) (Borberg)

Haxe npu npoeegeHun CTAHAAPTHOM
TEPANMM OXMAAEMAs MPOJOIKUTENBHOCTL
xu3Hu naumenTos ¢ roCIXC cokpawaercs.
KpaiiHe BaxHo nognepxusaTs Lenesoi

yposenb XC-JTHI?.




NALUEHTAM
MOXET
NOTPEBOBATbLCS
TEPANWUS, DEMCTBUE

KOTOPOM

HE 3ABUCUT

OT dDYHKUUMU
PELLENTOPORB JTHIM

—Q Y naumentos c roCIXC paxe npu nposeneHmm
cTaHpapTHo# Tepanuu yposeHb XC-JTHI
MOXET OCTABATHLCSA NOBbLILLEHHbIM, MOCKOJIbKY
neveHne 3aBUCUT OT PpYHKLMM PELLENTOPOB
JTHIM v adpdekra «pukoweta» npu apepese.

Maupentam c roCIXC ocobeHHO BaxHO
TAKXe KOPPEKTUPOBATL CBOW OBPA3 XM3HM.
Bcem naumentam ¢ CIXC Heobxognmo
NPOBOAMTL KOHCYNBTUPOBAHKE MO BOMPOCAM
AveTbl 1 GU3MYECKON AKTUBHOCTHS.

Cnepyet orpaHuumnTh ynotpebnexue
NPOAYKTOB M HAMMUTKOB C BbICOKMM
coaepXaHUeM Xupa, ocobeHHo
HACBILLEHHbIX XXMPOB M TPAHCKMPOB.

MoxHo paccMoTpeTb BO3MOXHOCTb

ynotpebneHus NnpoayKTOB, CHUXAIOLLMX
yposeHb XC-JTHI

Cnepyet oTkasarbcs OT KypeHHs

CnepyeT noBbILATh YPOBEHb
perynsipHoi ¢pu3nM4eCcKoi aKTUBHOCTH

Maunentram c roCIXC moxet notpebosarbes cneundpuyeckas
Tepanus ANs YMeHbLUEHWsI COBOKYMHOMO BO3AENCTBUS
o4yeHb Bbicokoro ypoeHs XC-JIHI B TeueHune xun3Hu.




ANATHOCTUKA: BBIABJTEHUE TOCIXC

y Bawux naumeHTos

NP ANATHOCTUKE TOCIXC
N : Y PEKOMEHAYETCA OMPEAENINTD
(2\ KJIUMHUYECKUM DEHOTHUN
3ABOJIEBAHUA!

LlenecoobpasHo noarsepanTh
OMATHO3 C MOMOLLBIO FTEHETUYECKOTO
MCCNefoBAHUS, HO Y TAKOrO Noaxoad
€CTb PSifl OFPAHMUYEHMIA: CTOMMOCTb,

AOCTYNHOCTb M BEPOATHOCTb MONy4eHUs
JNIOXHOOTPMUATENbHbLIX PE3YNbTATOB.

s\

ONPEOENEHUE L Tepanml
KIMHMYECKOro \ .
¢deHoTMNa f CTATUHAMMU

HEepJOCTATOYHO?




ro(IXC

KPUTEPUU

Esponeiickoe obwecteo

Mo N3y4eHUIO aTepocCKepo3a

D,MAI-HOCTMKM] npegnaraet cneaytoume KpMTepMVI]C

CeMenHOM
rMnepxonecteprHemMmnm

KCOHTOM A0 [OCTUXEHMS!
gospacra 10 nert

(reCTXC) y obomx poputenen

\o
Yposenb XC-JIHI npu otcyteramm MNoaTeepXAeHHOE C NOMOLLBIO FEHETUYECKOrO
nevenms > 10 mmons/n MCCNEenoBaHMS HANMUME BUANTENbHLIX NATOTEHHBIX
(nnn >~ 400 mr/an) ykassisaet / BEPOSTHO NATOTEHHBIX MyTALMI B PA3HBIX
Ha amune roCIXC, ana xpomocomax B reHax LDLR, APOB, PCSKQ
noaTBepXAEHMs anarHosa Tpebyetcs unm LDLRAPT unu Hannume Gonee yem 2 Takmx
fononHuTensHoe obCneaoBaHme MyTQLWMI B PO3HBIX IOKYCAX
BosHukHOBEHME l Yposers XC-JIHI * Mpwu anreqHoit popme
KOKHbIX MU 6e3 neueHms, yKasbIBAKOLLMi y OLHOTO POAMTENs YPOBEHb
CYXOXMIbHBIX e HQ HOJIMYME TETEePO3UTOTHOM XC-JTHTT moxeT 6biTb

B HOPME, A Yy BTOPOro —
cootsetcteosaTh roCIXC.

MosbiweHHbi yposeHb XC-JIHI HepocTaTouHO 3dpdekTUBHO KOHTpONUpYeTCs
C NOMOLLbIO CTAHAAPTHOM FMNONMNMAEMUYECKON Tepanun, MHriMbutopoe PCSK9

mnu adepesa? BoamoxHo, y naumeHnta roCIXCe




CYLLECTBYET HECKOJ1bKO ONuMi
MEOMKAMEHTO3HOM TEPAMUMU

TEPANMS, HANPABNEHHAS HA CUTHAJIbHbIM NYTb PELLENTOPOB JHN,
MPU roCIrXC HE BCETOA DD DPEKTUBHA

Y naumentor ¢ roCIXC moxeT HabnogaTscs
OFPOHMYEHHbIM M HEAOCTATOUHbIN OTBET HA adepes
1 MEAMKAMEHTO3HOE neveHne, 3PPeKTUBHOCTL

KOTOPOTo 30BUCHUT OT PyHKLMK perentopoe JIHIT.

ADEPE3

N TUNOJIMNUAEMUYECKAS
TEPANMS, BO3OENCTBYIOLLAS
HA PELLEMTOPBI

JIHN, HE BCEFOQA
NO3BONAIOT AOCTHYD
PEKOMEHOOBAHHOTIO
LIEJIEBOIO YPOBH4A XC-J1HM.

Y s3pocnbix naumentos ¢ roCMXC
(18 net u crapuwe)
uenesoi yposeHs XC-JIHI cocraenser
meHee 1,8 mmons/n
(menee 70 mr/ an) u meree 1,4 mmons/n
(meHee 55 mr/ an) npu Hanuummu
AONONHUTENbHBIX GAKTOPOB PUCKA PA3BMTHS
aTepPOCKNEPOTUHECKOTO CePAEUHO-COCYANCTOrO
sabonesanus (ACC3)
(no W ypoBeHb potenpos(a),
caxapHsiit guabet) unu Npu Hanuuum
noatsepxaenHoro ACC3. Y peteit
M NOAPOCTKOB PEKOMEHAYEMbIN Lenesoi
yposetb XC-JIHM cocrasnser
MeHee 3 Mmonb/ n
(menee 115 mr/an)

JIEYEHUE
BAPMUOAHTI



Y NAUUEHTOB
CroCrX

C POXAEHMUS
HABJIIOOAETCH
OYEHb BbICOKUMU
YPOBEHb
XOJNECTEPUHA'.

Y TAKMX MALMEHTOB MOBbILIEH PUCK PA3BUTUA CIEAYIOLLMX 3ABOJIEBAHUI 3

Nwemmnueckas BbipaxeHHbii -
Undapkr . HapxnananHbiit
6onesHb aopTanbHbIA Wncynbt

Muokapaa CTEHO3 aopThl
cepaua CTeHO3

PaHHsas puarHoctuka m neyenne roCIXC noseonsitoT yMeHbLWHTD

HeratuBHoe BnnsHue XC-JIHM Ha naumeHTa'®’, 1 TeM caAMbIM CHU3UTD

PMCK PA3BUTUSA XU3HEYTPOXAIOLWMX OCIOXKHEHHUN.




