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AHHOMayun

T'omo3uroTHas ceMeiHas TMIIEPXOJIECTEPUHEMUS — TSXKEJIOe HaCJIeICTBEHHOe 3a001eBaHNe, XapaKTepU3yoleecss 04eHb BBICOKUMH YPOBHSIMU
00111eT0 X0JIECTEPUHA, X0JIECTEPHHA JINIOIPOTEN/1I0B HI3KoU ItoTHOCTH (XC-JITTHIT) 1 6pIcTpOI IpOTpeccre aTepoCcKIepo3a B pa3IHUHbBIX CO-
cynucThIx 6acceitHax. IIpu 0ObeKTHBHOM OCMOTpE y TAKHX IAI[HEHTOB HEPEIKO MOXKHO OOHAPY>KUTh MACCUBHBIN KCAHTOMATO3 aXUJIIOBBIX CYX0-
JKWJINH, KCAHTOMBI Pa3rubaTeIbHbIX IOBEPXHOCTEN PYK, KOJIEHHBIX CyCTaBOB U T.JI. BeTpeuaeMocTh 5TOH TSAXKeJION ITaTOJIOTUH HACTIE/ICTBEHHON
TUIEPJIANIHI/IEMUN BO MHOTHX IOIYJIANMAX — IPUMEPHO 1:1 000 000, HO ¢ POCTOM YaCTOTHI CEMEeHHON reTepo3UroTHON JOPMBI 3Ta Iudpa ¢ KaK-
JIBIM TOZIOM CHU?KaeTCs U GOJIbHBIX CTAHOBUTCS GoJIbIle. B Halell crathbe MbI IPUBO/IUM KJIMHUYECKUH cyiydai manuenTa B.11., 16 siet, y KOTOpOTo
JINarHO3 «T'OMO3UTOTHAsI CeMeHHast TUIIepX0JIeCTepUHEMU» TI0CTaBIeH B 12 jeT, npu JIHK-guarnocTrke GbLIN BBISIBJIEHBI IATOT€HHBIE MyTa-
nuu B reHe JIITHII-penientopa, moATBepAUBIIINE IePBOHAYAIBHBIN AUATHO3. B cTaThe IPUBOAATCS Pe3yJIbTaThl JIeUeHUsI 3TOT0 GOJIBHOTO TPOWi-
HOU KOMOWHUPOBAHHOM THIOJUIUZEMUYECKOU Tepamueldl posyBacTaTHHOM (40 Mmr/cyt), 33eTuMuboM (10 Mr/cyt) u 3BOJIOKyMaboMm
(420 mr/mec) B TeueHue nocsieHux 3 yietT. Ha oHe Takoli Tepanuy ypoBeHb 0OIIEro X0JIecTeEpUHA CHUBWICA € 20,8 MMOJIb/JI (MCX0/IHO) /10 7,3—
12,00 MMOJIb/J1, ypoBeHb XC-JIITHII — ¢ 19,9 MMOJIb/JI 10 4,6—9,9 MMOJIb/JI, JIeUeHHE [TEPEHOCUTCS XOPOIOo. 32 ATOT MEPHO/L HabII0/IeH s yia-
JIOCTH IOOUTHCS OBICTPOH perpeccuy KCAHTOMATO3a B 00JIACTH ATO/NII, KOJIEHHBIX M JIOKTEBBIX CYCTABOB M aXHJIJIOBBIX CYXOKMIHHA. CepHs UCXo/1-
HBIX HHCTPYMEHTAIBHBIX TECTOB (2013 T.) [I0Ka3ajia HaJIMYKe BhIPAKEHHOTO aTePOCKIIEP03a B COHHBIX apTepHsaX (MaKCHMaJIbHOE CTEHO3UPOBa-
HUE 10 50%), HauaJIbHble IPU3HAKU CT€HO3a YCThs a0PTHI. IIpH MOBTOPHOM CTallMOHAPHOM 00csIe/IoBaHuHU (2019 I.) OTMEUEHO 3aMe/JIeHHe IIPO-
IPECCUPOBAHMA aTEPOCKIEPO3a B COHHBIX apTEPUsAX U A0pTe, OJJHAKO IOsABJIEHUE apTePHAIbHON THIEPTOHUU TpebyeT JIONMOJIHUTEILHOTO Ha-
3HaYeHUs HU3KUX 7103 SHaIanpuia. Harpy3ouHble TeCTHI U XOJITEPOBCKOE MOHUTOPHUPOBAHKE 3JIEKTPOKAP/IOTPAMMBI II0KA HE BBIABUJIN HIIe-
MuM MUOKapza. Takum o6pa3oM, CBOeBpeMeHHasI IMarHOCTHKA M MHOTOJIETHSIsS TPDEXKOMIIOHEHTHAsI HHTEHCUBHAS THITOJIUIIHIEMUYecKast Tepa-
TIHA TI03BOJIAIOT 3aMe/IJINTh IIPOTPECCHPOBAHNE aTEPOCKIIEPO3a Y STOU PeJIKON U TAKeJION KaTerOpUU MaIfieHTOB.

Knaouesvte cn08a: rOMO3UTOTHAS THIIEPXOJIECTEPUHEMUS, HAC/IEACTBEHHAs TUIIEPXOJIECTEPUHEMHES, XOJIECTEPUH JIUIIOIPOTEN/I0B HUBKOU
IIJIOTHOCTH, PO3yBACTATHH, H3€TUMHUO, H5BOJIOKyMaO, KOMOMHUPOBAHHAs TePAIIHs, 3aMe/JIEHHe IPOIPECCHH aTePOCKIIepo3a.
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Abstract

Homozygous familial hypercholesterolemia is a severe genetic disorder characterized by extremely high levels of total cholesterol and low-density
lipoprotein cholesterol (LDL-C), as well as by rapid atherosclerosis progression in various vascular territories. Objective examination of the af-
fected patients often reveals multiple Achilles tendon xanthomas, xanthomas on the extensor surface of arms, knee joints, etc. The prevalence of
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such severe inherited hyperlipidemia in many populations is about 1 : 1 000 000, however, the family heterozygous type frequency increase leads
to the decrease of this value and to the increase in the affected people number. The paper introduces case report for the patient V.I. aged 16 who
was diagnosed with homozygous familial hypercholesterolemia at the age of 12. DNA testing revealed pathogenic mutations in the LDL receptor
gene which confirmed the diagnosis. The paper reports the results of the discussed patient treatment using triple-drug combination lipid-lowering
therapy with rosuvastatin (40 mg/day), ezetimibe (10 mg/day) and evolocumab (420 mg/day) in the last two years. The total cholesterol level de-
creased from 20.8 mmol/L (baseline) to 7.3—12.00 mmol/L, and the LDL-C level decreased from 19.9 mmol/L to 4.6—9.9 mmol/L due to therapy,
the treatment was well tolerated. During the observation period, a rapid regression of xanthomas on the buttocks, knee and elbow joints, and
Achilles tendon was achieved. A series of baseline instrumental tests (2013) revealed severe atherosclerosis of carotid arteries (maximum stenosis
up to 50%), and first symptoms of aortic valve stenosis. Another examination in the hospital (2019) revealed slowing the progression of atheroscle-
rosis in the carotid arteries and aorta, however, the arterial hypertension onset required additional prescription of a low dose of enalapril. Exercise
testing and Holter ECG monitoring has yet identified no myocardial ischemia. Thus, the timely diagnosis together with long-term triple-drug in-
tensive lipid-lowering therapy make it possible to slow down the atherosclerosis progression in the discussed rare and severe category of patients.
Key words: homozygous hypercholesterolemia, familial hypercholesterolemia, low-density lipoprotein cholesterol, rosuvastatin, ezetimibe,
evolocumab, combination therapy, slowing the atherosclerosis progression.
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BBegeHmne

T'unepxosecrepunemusi (I'XC) — ocHOBHOU Mopubunupye-
MBIH (DaKTOp pHCKa pasBUTHS aTEPOCKIEPO3a U €ro OCJIOXKHE-
HUH [1—4]. JloJrOBpeMeHHOe CHUKEHHME YPOBHS XOJIECTEPUHA
JIMTIONIPOTENIOB HU3KOH 1wioTHOCTH (XC-JIITHII) — Basiuaupo-
BaHHAs TepareBTUYecKas 1eJib (C OTPOMHOM JI0Ka3aTeIbHOU
6a30i uCCIeIOBaHUN «HHTEPBEHIIMH» CcO craThHamu) [3-8].
Hawubosiee sSipKOU KJIMHUYECKOW HJUTIOCTPAIMEH MaTOTeHHO-
ctu BeipaskeHHOH I'’XC 1 BO3MOKHOCTH 3aMeJIJIEHUs [TPOrpec-
CUPOBAHMUS/PErpecCH aTEPOCKIEPO3a IPU HHTEHCUBHOM
cumxkennu XC-JITTHIT sBisaioTcs OOJIBHBIE ¢ HACIEACTBEHHON
I'XC [9, 10], 4TO OTpakeHO B MEKAYHAPOJHBIX PeKOMEH/a-
IUSIX U KOHCEHCycax [11—14]. B ocHoBe HaciencrBenHou I'XC
nexar reerudeckue naedexts JIITHII-penenrtopa, cepuHo-
BOU IPOIIPOTENH KOHBEPTAa3hl CyOTUIN3UH/KEKCUHOBOTO THUTIA
(PCSK9), 6enka-amantepa nporenHa k JIITHII-penenTopy u
anoJyInonpoTenHa B-100 [9—13], aTu HapylIeHUs IPUBOJAT K
pPaHHEMY U 3JI0KQa4eCTBEHHOMY TEUEHUIO aTEPOCKIIEPO3a € MO-
MeHTa pOKJeHUsA. be3 yledeHus: IpOrHo3 OOIBHBIX C TOMO- U
rerepo3urotaoii cemerinoit I'XC (CI'XC) xy»ke, ueM y marueH-
ToB co CIIV/Iom, NpUYUHBI CMepTH — paHHUE UH(APKTHI, UH-
CYJIBTBI, HAZIKJIAIIAHHBIE CTEHO3BI a0pThL. Hanbosiee TsKeIbIM
BapuantoMm CI'XC aBiserca romosurotHas popma CI'XC (To-
MoCI'XC) [12—14]. TTocTaHOBKA (DEHOTUIIHMYECKOTO TUATHO3A Y
peberka ¢ 'omoCI'XC, kak IpaBWJjIO, HE BBI3HIBAET COMHEHUS
Y OCHOBBIBAETCS HA: 1) OYEHb BBICOKOM YPOBHE OOIIETO XOJIe-
crepuHa (XC) mia3mbl KpoBU (>13 MMOJIb/J1); 2) BIPA’KEHHOM
CYXOXKWJIBHOM W KOKHOM KCAHTOMATO3€; 3) OTATOLIEHHOM Ce-
MeiiHOM aHamHese 10 ['XC U IpexeBpeMeHHOMY Pa3BUTHIO
UIIEMUYECKOH 6osie3Hu cep/na y poaureneit [4]. Tlo maHHBIM
sureparypsl, BerpedaeMocts I'omoCI'XC meHee yeM 1:1 000 000
B 00miedl momynsAnuu, a rerepo3urotHoit ¢opmer CIXC —
1:200—300 ueJioBeK [12]. B 3To# cTaThe MbI PO/IOJI?KAEM 00-
CY>KJIEHUE Pe3yJIbTaTOB 00CJIeZIOBAHUSA U JIEUEHUS ITalFeHTa
B.1. (16 71eT), ¢ MOATBEPKAEHHBIM TUATHO30M «TOMO3UTOTHAS
ceMelHas TUIIEPXO0JIECTEPHHEMUS», OIIBIT HAOJIIOZIEHUS — 6 JIET
(2013—2019 rT.). ABTOpPBI paHee yke COO0IIaIN O Pe3yJIbTaTax
o0cJieZIoBaHUSA U JIEUeHUs STOTrO MMalKeHTa ¢ 2013 1o 2016 T.
[15], B aTOM MyOIUKAIIAY MBI IPUBOIUM PE3YJIHTATHI JIEUEHUS
3TOTO 6OJIFHOTO HA TPOMHOM KOMOUHUPOBAHHOU Tepanuu (po-
3yBaCTaTHH, 33eTUMUO U HBOJIOKyMab) ¢ 2016 110 2019 T.

JaHHble NCXOAHOrO0 KINHNYECKOro o6cnenoBaHmnA
nauyveHta B.1.B 2013 r.

IlepBUYHASA KOHCYJIBTALUS COCTOSIACH B SHBape 2013 I. B
OI'BY «<HMUII kapauosioruu» Munszapasa Poccuu [14]. Ila-
IHMeHT ObUT HampaBjeH Ha KOHcysbTanuio B HMULIL kapauo-
gorun u3 HUW nepmarpum 1o IOBOAY OYE€Hb BBICOKOI'O
ypoBHs obmero XC (20 MMOJIb/JI) ¥ MacCUBHOTO KCAHTOMa-
T03a. Pe3ysbTaThl IO MEPBUYHON KOHCYJIBTAI[IU U COBMECT-
HOTO KOHCWIMyMa IIeINaTPOB, KapAUOJIOTOB U JIUIINOJIOTOB
nanuenTta B.U. ¢ TomoCI'XC ony61nKoBaHbI HAMH paHee [14].
JlaHHbBIEe J1TaOOPATOPHBIX AaHAIM30B (HMCXO/HO, 6e3 Teparuu):
B aHAJIN3€ KPOBU OT 25.01.2013: KPEATUHUH — 44,4 MKMOJIb/JI;
XC - 20,84 MMOJb/; TPUIJHAIEPUABI — 0,89 MMOJIB/JT;
XC nunonpoTenioB BbICOKOU moTHoctu (XC-JITIBII) —
0,94 Mmmonb/n; XC-JITTHIT — 19,9 MMOJIb/J1; aJlaHUHAMHUHO-
tpancdepaza (AJIT) — 13 Ex/n; acmapraramuHoTpancdepasa
(ACT) — 24 En/m; menounas ¢pocdaraza (II1P) — 587 Exn/i;
kpeatuHdochoknnaza (KOK) — 102 Ex/x; y-rayramMuiaTpaHc-
depaza — 16 En/mn; anosunonporenH Al — 86 MK//T; amosu-
IIONPOTenH B >300 Mr//y1; Jiunonporensinnasa <4,0 Ex/i;
snonporeus (a) — 4,4 Mr/ .

BecHoli 2013 T. y mamueHTa ObUI B3AT aHAJIU3 KPOBU JJISI
JHK-uarHocTUKU B J1a00paTOPUH MOJIEKYJISIDHON T€HETUKHU
OI'BY «I'HUILL IIM» Munszapasa Poccuu (3aB. 1abopaTopueit
KaHZ. Mea. Hayk A.H. MemkoB). Y manueHTa MPOBOJIMIIOCH
CEKBEHHUPOBAHUE BCEH KOAUPYIOIIEH OCIeI0BATEIbHOCTH Te-
HOMa (9k30M). CeKBEHHPOBAaHUE HK30Ma IIPOBOJIUJIOCH C IIO-
MOIIBI0 METOZ]A ITUKJINYECKOTO JIMTa3HOTO CEKBEHUPOBAHUS
o texHosiorun SOLID™ (Applied Biosystems) Ha cekBeHa-
Tope SOLID 5500 x1, ¢ mpeaBapuTeIbHBIM BbIJIeIeHHEM (par-
meHTOB JIHK, comepskamux 5K30Mbl, U3 TeHOMA IMAllUEHTa C
nomoitnbsio TargetSeq™ Exome Enrichment Kit (Applied
Biosystems). MyTarmuii, oTBeTCTBEHHBIX 3a pas3ButHe I'XC, B
rerax ABCG5s, ABCG8, CYP7A1, LDLRAP1, PCSK9 u APOB He
BBIABJIEHO. BoisABiensl iBe myTanuu B rede JIITHII-penentopa
(LDLR) — C68F u C270X. Myrtanusa C270X 06bL1a omucaHa
JPYTUMH HccieoBarenamMu y 60abpHbIX CI'XC, B TOM Yncie u
B Poccuu. Hasimure 3TOM MyTal[iu MPUBOJIUT K IPEPHIBAHUIO
tpancsanuu JITTHII-penentopa. Myranusa C68F nmpuBoguT
3ameHe aMuHOKUCIIOTH Cys Ha Phe 1 panee He 6pu1a onricaHa
y 6ospHBIX CT'XC, 0HAKO paHee ONKCAaHA 3aMeHa AMHHOKIC-
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a0t1bl Cys B TO103KeHUY 68 Ha CTOI-KO/0H, YTO KOCBEHHO IO/~
TBEP3K/IaeT aTOTEHHOCTh JaHHON MyTaIlHH.

[aHHble NCXOAHBIX MHCTPYMEHTaNIbHbIX TECTOB
(2013 r.)

JlyIuIeKCHOe CKaHMPOBaHWE SHKCTPAKPAHUAIBHOTO OT/AesIa
OpaxuonedaynbHbIX apTepuil OT 25.01.2013 (mpodeccop T.B.
BaslaxoHOBA): MHOKECTBEHHBIE CTEHO3bI OOIIVX HAPYKHBIX U
BHYTPEHHHUX COHHBIX apTepuii (BCA) cripaBa u cjieBa ¢ MaKCH-
MaJIbHBIM CTE€HO3UPOBAHUEM JI0 45—50% B Oudypkanuu mpa-
BOH o6mmelt connoi aprepun (OCA) ¥ MPOKCHUMATIBHON TPETH
npasoii BCA 1o 45%. CreHo3 35% B yCThe MPABOM ITO3BOHOY-
HOU apTepuu.

ITo pesysnpraTam sxokapauorpaduu (9xoKI') ot 25.01.2013
(uccnenoBanme mpoBoauna 1npodeccop M.A. Camzmosa):
VIUIOTHEHHE CTEHOK a0PTHI, CTBOPOK A0PTAJIBHOTO KjIalaHa ¢
dopmupoBanmeM HaYaJbHBIX IPU3HAKOB CTEHO3a YCThSA
A0pTHL U pEerypruTaluy aoprajpHOro kiamaHa I-II crenenu.
ITosocTH cepAlia He pacIIUpEHBI, CTEHKH He yTosmeHsl. Co-
KparuresiabHas (GYHKIUSA JIEBOTO JKEJYZAOYKA Y/IOBJIETBOPH-
TenpHast. KilamaHHbld anmapar uHTakTeH. [[pU3HAKOB JIero4-
HOU rUnepTeH3uy HeT. JIaHHBIX, TIOATBEPIKIAIOIINX BPOXKIEH-
HBIH IIOPOK cep/a, He mostydeHo. Tpenmu-tect (Mai 2013 T.):
Ha (pOHE BHITTOJTHEHHOH CyOMaKCUMAaIbHOW HATPY3KU UIIIEMH-
YecKMX M3MEeHEHUHM He 3aperucTpupoBaHo. IIpoba oTpwuiia-
TesbHAA. TOJEpAaHTHOCTh K (DU3MUECKON HATPY3KE CPEITHSIA
(7,7 METS).

OcCHOBHbIe pe3ynbTaTbl CTaLllOHAPHOro
o6cnepoBanna B HUKU neguatpunm B 2019r.
1 pe3ynbTaTbl JUHAMNYECKOro HabnogeHna
3a nocnegHuie 6 ner

K MoMmeHTy HacTosIned IyOJIuKaIuu, MO/ TBEPK/IeHHbIE
KJIMHUYeCKHe uarHossl (Beinucka n3 HUKU meguatpuu oT
4 okTsOps 2019 T.) y marnuenTta B.U. cienyromiue:

OcHoeHoill duazno3: E 7.8 — CI'XC, II A tuma, roMO3HUIOT-
Hast GpopMa, MHOKECTBEHHBIA KCAHTOMATO3; 135.2 — IIpHoOpe-
TEHHBIH ITOPOK CeP/Iia: HAJKJIallaHHBIA CTEHO3 a0PTHI C HEJI0-
CTAaTOYHOCTHIO A0PTAJILHTO KilanaHa. OCA0HCHEHUSL OCHOB-
HO20 3a00/ae8aHUA: XPOHUYECKAsI cep/iedyHast HeJ0CTaTOu-
HOCTh — (GYHKIMOHAJNBbHBIH Kyacc II mo Ross. Conym-
cmeyrwue 3aboreeaHus: 49.8 — MUCPYHKIUS CUHYCO-
BOTO y3J1a; 170.8 — aTepoCKJIepo3 JPYruX apTepui; 125.3 —
aHeBpHU3Ma MeXIIpe/IcepAHON neperoposiku; H52.0 — runep-
MeTpornus cy1abol cTeneH!, aHTUOMATUS CETYATKH 0 THIEP-
TOHUYECKOMY THILY.

ITo cocTosiHMIO Ha CEHTAOPH 2019 T. MAIUEHT KajIob He
npeabsBisl. [lepuopuyueckue KajoObl HA YTOMJISIEMOCTH,
cabocTh Ipu (PU3UUECKON HATPy3Ke, SIMU30/bI MOBBIIIEHUS
aprepuaabHoro aasiaeHus (A/l) 70 150/90 MM PT. CT.

I[IpyUYUHBI PETryJsIPHBIX €KETOJHBIX TOCIUTATIU3AINN B
HUKU nenmatpum um. akan. I0.E. Benpruinera (2014-—
2019 IT.) — TsKecTh ocHOBHOrO 3abosieBanus (I'omoCI'XC) u
HEeOOXO0MMOCTb MIPOBEIEHUSI KOMILIEKCA J1A00PATOPHBIX U UH-
CTPYMEHTAIbHBIX TECTOB, HAIPaBJIEHHbIX Ha JUATHOCTHKY
OCJIOJKHEHMIH OCHOBHOIO 3a00JIeBaHHs, a TaK:Ke IOMCK BO3-

MOZKHBIX OCJIO’KHEHHUH (aTepoCKIepOTHYecKUe OJISIIKU, CTe-
HO3 yCThsI a0PThI, IOPAJKEHNEe KJIAAaHHOTO aIliapara cepzra)
13-32 IPOTPECCUPOBAHUS aTEPOCKIIEPO3A.

B my6iukatuu 2016 T. [16], 10 JaHHBIM CTAI[HOHAPHOTO 06-
CJIeJIOBAHUSA, OTMEUYEHO, YTO OOHAPYKEHO YIIJIOTHEHNE KOPHS
a0pThI, KpaeBoe YIUIOTHEHUE CTBOPOK a0PTAJILHOrO KJIAllaHa ¢
HEJZIOCTaTOYHOCTBIO 2—2,5+, HAJKJIATAHHBIA CTEHO3 aOpPThI C
PG 20-25Hg, a Takke aHEeBpHU3Ma MeEXKIIPEICEPIHON MepPEero-
ponku. ITpu obceoBaHUM B 2016 T., IO JJAHHBIM CYTOYHOTO
moHuTopupoBanus AJl (CMA/I), apTepHasbHON THIIEPTOHUU
HaiiieHo He ObUTO. BecHOI 2016 T. B pesyJsibrare pelleHus
KOHCWIMyMa K KOMOMHUPOBAHHOH Tepanuy po3yBacTaTHHOM
(40 mr/cyT) u a3eTumMub0oM (10 Mr/cyt) 6bLIO pelreHo 106a-
BUTh MHTrHOUTOp mpokoHBepTasbl PCSK9 sBonokymab (Pe-
mara) 420 MT 1 pa3 B MecsI| [16]. Pe3ysbTaThl Ipyrux jgabopa-
TOPHBIX QHAIN30B B IIpesiesiax HOpPMBbL. B obimeM aHamuse
KPOBH: T€MOTJIOOUH — 144 T/JI, SPUTPOLUTHI — 4,94%10'2/7,
JIEUKOIUTHI — 6,4%10°/J1, TPOMOOITUTBI — 264 x10°/71. OcTasb-
HbIE IT0Ka3aTeJH — B IIpe/ieiaX HOPMBI.

ITo dannvim IxoKI (23.09.2019): ymepeHHas Opaau-
KapAus ¢ 4YacToTOW cepjeuHbix cokpaiienuin (YCC)
64—72 yn/muH, PQ — 130 mc, QRS — 90 mc, QT — 360 mc, npu-
3HAKU TIEeperpy3Ku JieBoro mpenacepaus (p-mitrale). Tumnep-
Tpodua MHOKapZa JIEeBOro Keyuyzouka. HapylieHue mpouec-
COB peroJIsIpU3aIiu B Buzle criaskenHoctu 3y6ra T B I, 111, avF,
aVL. Tlociie ¢pusnueckoil HArpy3KH: BhIpA’KEHHAsl CHHYCOBast
taxukapausa ¢ YCC 120-130 ya/muH, QRS — 80 mc, PQ -
120 Mc, QTc — 480 Mc, manpHeliIIee ycyTryOIeHne IPOIECCOB
pernosApu3aIum, B OCTaIbHOM — 6e3 0COOEHHOCTEH.

IxoKI' (23.09.2019): cunycopiii putm, YCC -
54 yn,/MuH. JIOKaJIbHOE YTOJIIIEHNE CTEHOK A0PTHI CO CTEHO3H-
pOBaHUEM IIPOCBeTa A0 12 MM. JlwiaTtanus JeBOro Ipezcep-
nusi. M-pexxum — 26 MM. JIeBbIH JKeJly/IoueK — KOHIEHTpUUe-
ckas runeprpodus. [IposabupoBaHue MeKIIpeACepAHON Te-
Peropo/iki B I0JIOCTh IIpaBoro mpezcepaus Ha 8 mm. Cucro-
snyeckas GYHKIHSA JIEBOTO JKeJIyIouKa B HOpMe. IIpru3Haku
YMEPEHHOTO HAaJKJIAIIAHHOTO CTEHO3a a0pTAJIbHOTrO KJIAIaHa.
TpukycnugaibHas peryprutanus 1,5+. Ilepukapa — 6e3 oco-
OeHHOCTEH.

Xoamepoeckoe moHumMoOpuposaHue 3aeKkmpoxap-
ouozpammsl (27.09.2019): UCC cpennsis — 78 yn/mun, YCC
MakcuMasibHas — 127 ya,/muH, YCC HouHas — 55 ya,/muH, YCC
JHeBHas — 78 ya/MuH. B HOUHOe BpeMsi — yMepeHHas TaXu-
kapaus. TpaHsutopHas KocoBocxozsAmmas aenpeccus ST-cer-
MeHTa Ha (HOHE CHHYCOBOM Taxukapauu B orBeneHusx I, III,
AVF makcumanbHO 710 1,55 MM B III orBemeHun. HemosHas
6s10Ka/Ia IPaBOY HOXKKU Iy4ka ['uca.

Tpedmua-mecm (27.09.2019): AJl ucxogHoe — 122/60
MM pT. cT. Hapymenue putma cepjna ¥ IPOBOAUMOCTH He
MIPOBOJIMJIOCH. YCHJIEHHE CUHYCOBOU Taxukapauu — g0 YCC
169 yn/muH. lenpeccus ST-cermenTa >1 MM, V3—V6 KocoBocC-
XO/AIIAsA, TUArHOCTHYeCKH He3HaumMasd. Kanob He mpenb-
ABJsL. ToJEepaHTHOCTh K (QU3UYECKOH HArpy3Ke BBICOKAs
(10.70 METS). Hapymienuii putMa He OTMEYaIOCh.

CMA/ na ¢doHe THIOTEH3UBHOHM Tepanuu (dHAIATIPUI
5 mr/cyt). IIpU3HAKOB apTepUajbHONH TUIIEPTOHUU HE BBI-
saByeHo. Cpeguue nokasarenu AJl — 104/60 MM PT. CT. B THEB-
HOe BpeMd U 102/53 MM PT. CT. — B HOYHOe BpeMs. Makcu-
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[aHHble nabopaTopHbIX TeCTOB NauuneHTa B.U. B 2013-2019 rr.

Laboratory testing data obtained in 2013-2019, patient V.I.

Mokasatenb 2013 r., ncx.
XC, Mmmonb/n 20,8
JINHMN, mmonb/n 19,9
A% ot nex. JINHM

JIMBIM, mmonb/n 0,94
Tpurnvuepuabl, MMonb/n 0,89
KpeatvHuH, Mkmonb/n A
ACT, E/n 24
AT, E/n 13
JlakTatgerngporeHasa, E/n -
KOK, E/n 102
JleueHne

Po3yBacTatuiH, mr/cyT 20

33eTmMun6, mr/cyT -

SBOJIOKYMab, Mr/Mec, MOAKOXKHO

Perpeccus KcaHTomaTo3a B 0651aCT/i NPABOro JIOKTEBOrO CycTaBa
y 6onbHoro B.W. (anpenb 2016 r.): a — ncxopHo (AHBapb 2013 1.);

6 — Ha neyeHun (Man 2016 r.). ABaNTMPOBAHO C U3MeHeHusAMY [16]
Xanthoma of the right elbow regression in patient V.I. (April 2016):

a - baseline (January 2013); b - treatment (May 2016).

Adapted as amended [16].

‘a

MaJIbHBIN norbeM AJl 10 130 MM PT. cT. B 09:51 npu YCC
58 yn,/MuH.

lynaexcHoe ckaHuposaHue IKCMpPaKpaHUAAbLHbIX
omadeaoes opaxuouyedarbHbix cocydos (26.09.2019):
creno3 OCA (OCA cneBa 35—40%, B yctbe BCA mposIoHTHpO-
BaHHAs TIOJIYKOHI[EHTPUYECKAs AaTePOCKJIEPOTUYECKAs
OyAmka 35-40%, B obiactu Oudypkanumum OCA crpaBa —
6JrAmmKa 30%, B obsactu budypkranuu ¢ nepexozgom Bo BCA —
6ssiKa 1o 60% B IPOKCUMAJIbHOM OTEJIE).

Jleuenue 6 meueHue nocaednHux 6 aem. B 2013 1.
60JIbHOMY /IJaHbI PEKOMEHJAIIUU 10 COOJIIO/IEHUI0 CTPOTOU
TUIIOJIUITUIEMUYECKOH JUETHI, JO3UPOBAHHBIM (usnuue-
CKUM Harpy3kKaM, Ha3HauYeHa arpecCHUBHas JIUIIUJICHUKAIO-
mas 1o >KU3HEHHBIM I[OKa3aHUsAM Tepanus. [Ipu jeuyeHUn

2014r. 2015r. 2016r. 2017r. 2018r. 2019r.
17,3 14,4 10,4 12,0 7,3 11,4
15,8 - 7,95 9,95 4,61 7,55
-21% = -60,5% -50% -62%
1,03 = 1,73 1,49 1,21 1,22
1,12 - 0,69 0,49 0,63 0,82
42,3 56 = 53 78
24 - 25 23 24
13 - 18 17 22
= = 354 312 271
106 = 118 111 115
20 20-40 40 40 40 40
= 10 10 10 10 10
420 420 420 420

6osipHOTO B.V. 6BLJIA KCIIOIB30BAHA CTAHAAPTHASA JIJISI TAKUX
CJIy4aeB TepaleBTHYECKAs TAKTHKA — TUIIOJHIUJEMUIYe-
cKas Tepamus BO3PACTAIONIUMU JI03aMH PO3yBacTaTHHA
(20—40 mr/cyr). K maio 2013 r. Ha JI03UPOBKe PO3yBacTa-
THHA 20 MTI'/CYyT yZIaJIoCh CHU3UTH ypoBeHb obmero XC ¢ 20
1o 13,7 Mmob/i, XC-JITIHII — ¢ 14 [0 12,34 MMOJIb/J. AK-
TUBHOCTHh ¢epMmeHTOB neuenu u KOK na done monorepa-
MU PO3YBACTATHHOM — B IIpeZiesiax HOPMEL. B Mae 2013 T.
Ha BTOPOM KOHCHJIMYyME HAIHEeHTY K JIEYEHUIO PENIEHO J10-
6aBuTH 33eTUMUO 10 Mr/cyT. Bmecre ¢ TeM dakTHuecky ma-
OUEeHT HavyaJl IPUHUMATh KOMOMHUPOBAHHYIO Tepanuio (po-
3yBacTaTHH 40 MT/CYT + 33eTUMHO) ¢ OCEHU 2015 I'. B mapTte
2016 T. K KOMOMHHPOBAaHHOH Tepamuy pPO3yBACTATHHOM
(40 mr/cyT) u 23eTuMu60M (10 Mr/cyT) 06aBIeHA TepaIHs
9BOJIOKYMaboM (420 Mr/mec), KOTOpas IPOAOJIKAETCS IIO
Hacrosiiee Bpems (cM. Tabsuiy). B Beinmucke us ucropuu 60-
ne3nun HUKU nexumatpuu (2019 T.) MO JUNHACHUMKAOIIEN
Tepanuy ObUT HA3HAYEH HHAJIANIPUII 2,5 MT 2 pa3a B JIEHb yT-
POM U BeYepoM JJINTENIbHO, moj KoHTposieM AJl. Ha ¢done
TPOWHOW KOMOWHUPOBAHHOU TepanuH JOCTUTHYTO CHHIKE-
Hue ypoBHs obmero XC 1o 11,4 mmous/n, XC-JITTHIT — g0
7,5 MMoutb/n. CHmkenue ypoBHs XC-JIITHII ot ucxomHOTrO
YPOBHS COCTaBUJIO B 2019 T. 62% (cm. Tabsuiy). OHAKO B
2017 T., 2018 T. OBLIN NTePEPHIBBI (MAKCUMAIbHO 3—4 Mec) B
JIeYeHUH 5BOJIOKYyMaOOM I10 HEMEAUIMHCKUM IPUYNHAM.
B 2020 r. manueHT MPO/OJIKAeT KOMOMHUPOBAHHOE JIede-
HHUe 3 IpyHIaMH TUIIOJIUIHUIEMUYECKUX IPernapaToB, 5TO
Jle4eHne Kak 1o yiabopatopHeiM mnokazatensm (ACT, AJIT,
K®K, riaoko3a, KpeaTHHUH), TaK U CyOBEKTUBHO IEpPEeHO-
CHUTCSA XOPOIIIO.

Ouckyccna
TomoCT'XC sByIsieTcsl IPOTHOCTUYECKU HamboJiee 30Kade-

CTBEHHOHU (POpPMOI HACJIE[CTBEHHOW MUCIUNHAEMUN (OUeHb
BBICOKOTO YpoBHsI XC U BBICOYANIIIETO PUCKA CEPAEUHO-COCY-
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JIUCTBHIX OCJIOKHEeHUI) [10—14]. Ucropuueckn CI'XC omucana
KaK ayTOCOMHO-JIOMHUHAHTHOE JKH3HeyrpoKalolee 3a60seBa-
HHe, B OCHOBE KOTOPOTO JiexkUT MyTanus resa JIITHII-penen-
TOpa, Beayllas K runokatabosuazmy JIITHII u pa3BUTHIO
MIpeKAeBPEMEHHOT0 aTepockyeposa [9]. [lepBoHaYaIbHO CUH-
TaJI0Ch, YTO YACTOTA 3TOTO 3a60JIeBaHus 1:1 000 000 B 60JIb-
IIMHCTBE IOIYJIANNH, OJHAKO IOCJIEHUE JJAHHBIE TOBOPAT O
TOM, YTO 3TO TsKeJIoe 3aboJieBaHUE BCTPEYAETCss HAMHOTO
qaie (1:160 000) [15]. B maToreHese pa3BUTHS OCJIOKHEHUH
pu ['omoCT'XC urpaer posp He TOJIBKO CHIXKEHHBIA KaTabo-
ausm JIITHII, a Takke U runepcekpenusa anoJUIONPOTENHA
B-100, runokaraboIM3M peMHATHBIX YACTHIIL, & TAKXKE 06pa3o-
BaHMe JuchyHKIUOHAIBHBIX JITIBII [10, 11]. IIporHO3 y aTOM
TSKEJIOW KaTeropuu GOJIbHBIX OTIPEJIEsIsieTCsl CBOEBPEMEHHOM
JINaTHOCTHKOH ¥, COOTBETCTBEHHO, MHTEHCUBHOH JIMIIH/ICHU-
JKaloIel Tepamuel ¢ paHHero JleTckoro Bo3pacra. Cpeau cue-
[[UAJIMCTOB CYUTAETCS OOIIENPU3HAHHBIM, YTO OCHOBHOU PUCK
paHHe! CMEePTH Yy 9TUX IAIFIEHTOB CBA3aH HE ¢ KOPOHAPHBIM
aTePOCKJIEPO30M, a ¢ OBICTPBIM IIPOTPECCHPOBAHIEM A0PTAJIb-
HOT'O CT€HO3a 1 HaJIKJIATIAHHOTO MOpaskeHust aopThI [11]. JTuar-
HO3 «romosurotHasg ¢opma I'XC» MOXKHO IIOCTaBUTH /IOCTA-
TOYHO JIETKO C Y4eTOM O4YeHb BBICOKOTO ypoBHA XC-JIITHII
(6osbIie 10—13 MMOJIb/JI) U SIPKUX MATOTHOMOHUYHBIX KJIH-
HUYECKUX MPU3HAKOB (MAacCCUBHBIN 3PYNTUBHBIN KCaHTOMA-
103) [12]. Kpome TOr0, KaK IpaBUJIO, y TAKHUX MAIIHEHTOB POU-
TEJIN YK€ UMEIOT KJIMHHYECKHe U JIaO0paTOpHbIE ITPU3HAKH
rereposurorHoi I'’XC.

CorylacHO MeXIyHapOAHBIM KpHUTepusM [11-13], nuarHo3s
«romosurotHass popma I'XC» maruenty B.W. mor GbITH mO-
crassieH 6e3 JIHK-1narHocTHKY, B COOTBETCTBUHY C HATMYHEM
MacCCHBHOT'O KOJKHOTO KCAHTOMATO3a B BO3pACTe JI0 10 JIET U
oyeHb BbIcOkoro ypoBHA XC-JIIIHII g0 JedeHus
(19,9 mmoub/i). IIpu obcenoBaHuu B ssHBape 2013 T., IMO-
MUMO 5TUX JAHHBIX, OOHAPYKEHO HAJINYUE aTePOCKIIEPO3a B
aopTe, A0PTAIHHOM KJIAIIaHe U B COHHBIX apTEPUSX, UTO IOJ-
TBepsK/aeT Auarno3 Tsikesnoi I'XC y aToro 605HOTO.

Ncrunnas (knaccuyeckasi) F'omoCI'XC GbIBaeT mpu HaIu-
YUY OJTHOU U TOU K€ MyTaIluu B JBYX ajuessx reHa JITTHII-
peuentopa, ofHako momMumo Kiaccumdyeckoir I'omoCI'XC B
K1accupUKAIMU 3TOTO 3a00JIeBAHUS OMHUCBHIBAIOT «/[BOHHYIO
TreTepO3UTOTHYI0» U «KOMOWHHUPOBAHHYIO T€TEPO3UTOTHYIO»
dopmer cooTBeTcTBEHHO [10—-14]. B mepBom citydae y mamu-
€HTa B JIByX reHax (Hampumep, JIITHII-penentopa u arouIo-
mporenHa B-100), BO BTOPOM — pa3Hble MyTallUH B KaJKJOU
asyunenu rena JIITHII-penentopa. C y4eToM TOTO, UTO Y POJHOH
cecTphl MalleHTa U ero POJHOro OTHA ypoBeHb XC HOpMasb-
HBIU, CJIO3KHO TOBOPUTD O KOHKPETHOU TreHeTUUYECKOH PUPO/ie
T'omoI'’XC y aToro nmamnueHra.

EcrecTBeHHOE TedyeHme aTepockiepo3a y manueHra B.U.
IIPOTEKAJIO 0 HAYaJIa JIeueHus B sTHBape 2013 T. K aTomy Bpe-
MEeHH, [IOMHUMO MAaCCHBHOTO KOXKHOTO ¥ CYXOKUJIBHOT'O KCaH-
TOMATO03a, B COHHBIX apTepusaxX cHOPMHUPOBAIUCH CTEHO3BI C
MaKCHUMaJIbHBIM CTEHO3UPOBAHUEM /10 50% u Havajs Gopmu-
pOBaThCA A0PTATIBHBIA CTEHO3. Y 601pHOTO ¢ THIHIHOH CI'XC
HavyaJbHble IPOSBJIEHHS aTePOCKIEPO3a HAYMHAIOT (HOPMHU-
poBathcs elie B yrpobe matepu [17]. IIporpeccupoBaHuio 3a-
00JieBaHUsI YacCTO CIOCOOCTBYET IMOBBIIIEHHE YPOBHS JIUIIO-
nporensia (a), ypoBeHb KOTOPOTO, K CUACTHIO, ObLI HOpMAaJITh-
HBIM y HaIIeTo ManKeHTa.

B HAy4HOH JIUTEpAType eCTh OIMHCAHUE CMEPTH MaJIbYHKa C
CI'XC ot nH(bapKTa MHOKap/a B 4 rofa 0 IPUYKUHE IIOJTHOU
OKKJIIO3UX KOPOHApHOU aprepuu [18]. Bo Bcex MexxayHapos-
HBIX peKOMeHJanuAax U KoHceHcycax o CI'XC ykazaHo o He-
00XOZIUMOCTH CPOYHON MHTEHCHBHOHM U IMOKU3HEHHOU Tepa-
NIUY, HAIeJIeHHOM Ha MaKCUMaJIbHOE CHUJKEHHE YPOBHSA
XC-JIITHII y Takux 6OJIBHBIX [2, 4, 5, 7, 10, 12, 13]. B koMbu-
HHUPOBaHHOU Tepanuu 601bHBIX ¢ 'oMoCI'XC NIpUMEeHSIOT BbI-
COKHeE /I03bl CTATHHOB, KOMOMHAITUIO — CTATHHBI C HHTUOUTO-
pom abcopbuuu XC B KumevyHuke (93eTUMu0), a MHIHOUTOPBI
PCSK9 (9B0o10KYyMab) — B JIOIIOJIHEHHE K TEPAIMH CTaTUHBI +
93eTuMuO. [Tocie TOCTAaHOBKY AMArHO3a HA3HAYEHbI HAYasIb-
HBIE JI03bI PO3YBACTaTHHA C PEKOMEH/IAIMSAMH K IOBBIIIEHUIO
JIO3BI CTAaTUHA JI0 MAKCUMAJIBHOU (40 MT/CyT) U IIepexo/ioM Ha
KOMOWHUPOBAHHYIO JIUIIH/ICHKAIOIIYIO TEPATUIO (33eTUMUO
10 mr/cyt u unruburop PCSK9 sBoiokymab 420 mr/mec).
K xoHIy Mas 2016 T. MaKCUMaJIbHas JIUIIH/ICHIKAIOIIAS Tepa-
U TI03BOJIMJIA CO3/IaTh U MOAAepKUBaTh ypoBeHb XC-JIITHIIT
Ha 58% HIKe UCXO/HBIX 3HaueHuH. [IpucoeiuHeHNE K Tepa-
IIUH BOJIOKYMaba UMeJIO IIeJIbI0 MaKCUMAJIbHO YCUJIUTD KaTa-
60mu3m XC-JITTHII, nosmy4yeHHBIA Ha GOHE KOMOMHAIIU PO-
3yBacTaTHHA 40 MT/cyT U 33etuMuba 10 mr/cyt (-61%), ox-
HAaKO CyIIecTBeHHOTO 3(ddeKTa B JaJIbHEUIIEM CHHKEHUU
XC-JIITHII nosyyeHo He OBLIO.

Bpauamu u uccienosartensavu u3 IOAP B pamkax ucciaeno-
Bauusa TESLA mpoBezieH aHa/IN3 TUMOJIUINIEMUYECKOTO OT-
BeTa Ha 5BOJIOKyMalb B 3aBHCHUMOCTH OT THUIIA MyTaI[UH.
¥ 20 601pHBIX ¢ 'oMOI'’XC, KOTOpBIE HMeTH pernenTop-Aedex-
THUBHBIE MyTallU B 000UX JLIeNAX (T.€. UMEBIINE PE3U/yalb-
HyI0 akTuBHOCTH JIITHII-pernenTopoR), AajbHelIee CHHXKe-
Hue ypoBHs XC-JIITHII 6BUIO IOCTOBEPHBIM K COCTaBHJIO
209,6%. Y OfHOrO TaIeHTa C ayTOCOMHO-peIecCuBHOU Io-
MoI'XC u BTOpOTO GOJIBHOTO C PElenTOpP-HETaTHBHON MyTa-
nueit B oboux asutessx JITTHIT-perenTopa oTBeTa Ha TEPATTHIO
9BOJIOKyMabOM IOJIy4eHO He ObLI0, 6oJee Toro, ypoBeHb XC-
JITTHIT cierka nossicwiics Ha 3—10% [17]. Takum o6pazom,
NpUHUMAasl pelleHre O HaszHadyeHWH HHrubutropoB PCSK9
60716HBIM ¢ I'oMoI'XC, Ba’KHO yYUTHIBATH XapaKTep MyTallUU
JIITHII-penenTopa.

Takruuecku obasienue naruburopa PCSK9 sBosokymaba
B MapTe 2016 T. IPUBEJIO K YCHJIEHUIO U YCKOPEHUIO PErPeCCUU
KCAHTOMATO03a, XOTs 1 He COITPOBOXK/IAJIOCH JATbHEHIIINM CHH-
sxeaueM ypoBHA XC-JIITHII. CBoeBpeMeHHas JUarHOCTHKa
TaKUX PeJIKUX CJIyJaeB MOHOTE€HHBIX TUCIUMINAEMUH, Kak ['o-
MoI'XC, u a/ileKBaTHOe JIEUeHHE ITOTO TsKEJIOT0 3a00IeBaHuUsA
TI03BOJIAT B 3HAYNTETHHON Mepe YIIyUIIUTh KA4eCTBO KU3HU U
MPOTHO3 y 3THX 6oJibHBIX. J[aHHBIE 0OciemoBanns B HUKU
TeINaTPUH B 2019 T. IIOKA3aJIU, YTO JIJIUTEIbHASA KOMOUHHUPO-
BaHHAS TepaNus TUIIOJIHUIINIEMIYECKUMH IIperapaTaMy 1103-
BosisieT mozaep:kuBaTh ypoBeHb XC-JIIIHII nHa ypoBHe
-50—60% OT HUCXOAHBIX 3HAYEHUH. DTO IIO3BOJIIO JOOUTHCS
TIOJTHOM perpeccru KCaHTOMAaro3a U (10 COBOKYITHOCTH KJIH-
HUYECKUX ¥ MHCTPYMEHTAJIbHBIX IAHHBIX, CM. TaOJIUIy U PU-
CYHOK) 3aM€JINTh Te€YeHHe KOPOHAPHOTO U YKCTPAKOPOHAp-
HOro atepockiieposa. Co cjI0B anieHTa, B 2020 T. ero Gusu-
JecKkasi aKTUBHOCTb BKJIIOUAeT Urpy B pyrboa 3—4 pasa B He-
JIeJII0 B YMEPEHHOM TeMIIe ITPOJI0JIKUTETBHOCTHIO /10 1 4. Ha
CETOJHAIIHUY JieHb ManuenT B.J. mosydaer MakCHMAaIbHYIO
TUIIOJTUIIA/IEMUYECKYIO TEPAIIMIO 3 BO3MOKHOU B Poccuu (3a
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uckirouenuem nporeayp JITHIT-adepesa). Jleuebuast crpaTe-
rus y 60pHBIX ¢ 'oMoCI'XC ocHOBaHa HA MOKU3HEHHOM MakK-
cuMasibHOM cHuzkeHuu ypoBHst XC-JIITHII (=50% ot ucxoa-
HOTO YPOBHSI) U BKJIIOUaeT KOMOMHUPOBAHHYIO TEPAIUIO CTa-
THHAMH, 53€TUMHOOM, HOHHOOOMEHHBIMU CMOJIAaMU U IIpera-
paTaMy HOBBIX KJIACCOB (JIOMUTAIUZ, MUIIOMEPCEH, HHTUOH-
topbl PCSK9), a Takke npumenenue JIITHII-adepesa [12—-14].
3a py0exoM eCTb JUIUTEILHBIH OIBIT JIeUeH!s TAKUX IalieH-
ToB mpenaparoM jsiomuranuz (perucrp LOWER) [10]. B atom
rozy MOsIBUJIach 0OHOBJIEHHASI HH(MOPMALHS 110 JJTUTETEHOMY
onbITy (2 roza) seuenus 60pHBIX ¢ [oMoCI'XC npemaparom
munomepced [19] u mmurensubiM JIITHIT-adepesom [20].
B uccnenosanrie TAUSSIG (mpoBogusioch B 35 HCCI€AOBa-
TEJICKUX [EHTPAX B 17 CTPaHAX) ObLIN BKJIIOYEHHI MAI[HEeHTHI
¢ TomoCTXC crapiiie 12 JieT Ha CTaOUIbHOMN JIUIIH/ICHUKATO-
el Tepanuu 3a mociefHue 4 Hey [21]. Bee marueHThI mosty-
Yajy 9BOJIOKyMab 420 MT eXeMeCcsIYHO ¢ mporeaypoi JITTHII-
adepesa i 6e3, KOTOpble TPOBOAWINCH 1 pa3 B 2 Hex. [lep-
BUYHAs KOHewHas Touka uccaenosanusa TAUSSIG — nmepeHo-
CHUMOCTD JIeUeHUsI IBOJIOKyMaboM (1mobounbie 3(pdeKThI), BTO-
pUYHAsA TOUKA — CHIPKEHUE JIUITNAI0B B OCHOBHOU M KOHTPOJIb-
HOH rpynmax. ITo pesysbraTamMm 3TOH paboThl 106 MAIEHTOB
BKJIIOUEHBI B KOHEUHBIN aHAIN3, CPEAHUN Mepruo Habo/e-
HUS COCTaBWJI 1,7 Tofia. Yepes 12 Hesl OT HavyaIa UCCIIeI0OBaHUS
cpenuuii ypoBens XC-JIITHII causmicsa Ha 20,6%, TaKOH xe
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2 dekT oT npuMeHeHHs 5BOJIOKyMaba COXpaHWICs K 48 Hep,.
CHUKeHHMe ypOBHs Jumnonporenzia (a), BaXKHOTO JIOIIOJTHH-
TEJIbHOTO (haKTOpa pUCKa Jjisi OOJIBHBIX C HACJIEJICTBEHHOU
JIUCTIATINIEMUEN, K 12 HeJl COCTaBUII -7,7%, K 48 Hen addekT
HeCKOJIbKO yeniuics (-11,9%). B rpymne seueHns 5BosoKyMa-
60M OTMEYEHO JIOCTOBEPHOE IIOBHIIIEHHE YPOBHS XOPOIIETO
XC — XC-JIIIBII Ha 7,6%. 9B0OIOKYMab — €UHCTBEHHbBIA UH-
rubutop PCSK9, KOTOPBIH MMeeT 3aperucTpIPOBAHHOE ITOKA-
3aHue «['OMO3WUTrOTHAsA CeMeWHAs T'HIEPX0JIECTEPUHEMUS».
9BOJIOKYMab OKa3aH B3POCIIBIM U ITOJIPOCTKAM CTapIIe 12 JIeT
B KOMOWHAIIUU C APYrod THIOJUIUZEMUUYECKOU Teparuen.
OCHOBaHUEM JJII PETUCTPAIUY TIOKA3AHUA CTAIH PE3YJIBTATHI
uccienoBanus TAUSSIG [17]. Crioco6 mpUMeHEHUsSI U JI03bI
pu ['omoCTXC: eciin B komMbuHanuu ¢ adgepe3oM, TO 420 MT'
(3 mmpua) Kaxkaple 2 Hem; ecyiu 0e3 adepesa, TO cTapToBast
J103a 420 MT (3 MIIpuUIia) 1 pa3 B MeCIl, 3aTeM Yyepe3 3 Mec IIpu
HEJZIOCTIDKEHUH 3HAYMMOIO OTBETa — YacTOTa MOXKET OBITh
YBEJIMUEHA JI0 420 MT KaXK/ble 2 HeZl. Pe3ybTaThl 3TOr0 BaK-
HOTO HCCJIEJIOBAHUSA IIOCIYXKAT OCHOBAHHEM /IS IIIHPOKOTO
IIPUMEHEHUs] UHTEHCUBHOU TEPAINHM HE TOJBKO y TSMKEJIBIX
0OJIBHBIX € TOMO- U reTepo3uroTHeIiMu popmamu CI'XC, Ho u 'y
0OJIBHBIX BBICOKOTO CEPAETHO-COCYMCTOrO PHCKA.
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