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CemeiiHas runepxoJieCTepuHEMHsI OCTAETCS MATOU3BECTHbIM 3200/IeBaHMEM B KIMHMYECKON MPAKTHKE NMeANaTpa, YTo BeleT K 3a-
M03/1AJI0¥ IMATHOCTHKE W MO3HEMY HAYaJy Tepamud 3TOro MPOTHOCTHYECKH KpaiiHe He(JIarompusTHOro 3adoiesanus. B crarbe
U3/I0KeHbl COBPEMEHHbIE NMpeCTABIeHNsI 00 ITHONIOTHH, TeHeTHYecKHX acnekrax. IIpencraBieHbl KpUTepuH IMATHOCTHKH H CO-
BpPeMeHHbIe TOAXO0AbI K JevyeHui0. OCHOBHbIE KJIMHUYECKHE TMPOSIBIEHHS 3200/IeBAHUS — KOXKHbIE W CYXOXKIJIbHbIe KCAHTOMBI,
JIMIIOUIHAS IYTA POTOBMIIbI, TEHEPATH30BAHHDII ATEPOCKIEPO3 KOPOHAPHBIX, OpaxeonedaabHbIX 1 OeapeHHbIX apTepuii. CrencTeu-
eM 3THX M3MEeHEeHWii SBJISeTCS BOSHUKHOBEHUE YXKe B JeTCKOM BO3pacTe MUIeMUYecKoii 00J1e3nu cepaua u uHdapkra MHOKapaa.
IIponemoHcTpupoBana 3((eKTHBHAS TMNOJMNMIEMHYECKAs: Tepanusi y pedeHKa ¢ TOMO3MIOTHOM rumepxoJecTepuHeMueii (nse
MyTalM{ B KOMIIAYH-TOMO3UTOTHOM cOCTOsIHMY B reHe LDLR). Ha nepsom 3Tane peGeHOK Moyya KOMOHHMPOBAHHYIO TePANUIO
cTaTMHAMH (PO3YBACTATHH B KOMOMHAINMHM C 33eTposiom). [lonkimoyenne TpeTbero npenapaTa — MHIHOMTOPA MPONPOTEHHKOHBED-
Ta3bl 9-ro THNA MO3BOJIMIO CHU3UTH YPOBEHb X0JI€CTEPHHA JUIONPOTEHHOB HU3KOIii IIOTHOCTH elle Ha 15%, 4To conpoBoKaaioch
perpeccoM KcanToM. I1000uHbIX nposiBiieHuii Tepanuy He HA0I0JAI0Ch.
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Familial hypercholesterolemia remains a little-known disease in pediatric clinical practice, leading to late diagnosis and late initiation
of therapy for this prognostically extremely unfavorable disease. The article presents modern ideas about etiology, genetic aspects.
The diagnostic criteria and modern approaches to treatment are presented. The main clinical manifestations of the disease are cutaneous
and tendon xanthomas, arcus lipoides of the cornea, generalized atherosclerosis of the coronary, brachiocephalic and femoral arteries.
The consequence of these changes is the occurrence already in childhood of coronary heart disease and myocardial infarction. Effective
lipid-lowering therapy was demonstrated in a child with homozygous hypercholesterolemia (2 mutations in the compound homozygous
state in the LDLR gene). At the first stage, the child received combined therapy with statins (rosuvastatin in combination with ezetrol).
The connection of the third drug, a type 9 inhibitor of proproteinconvertase, reduced the level of low-density lipoprotein cholesterol
by another 15%, which was accompanied by regression of xanthomas. No adverse effects of therapy were observed.
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CeMeﬁHaH TUTIEPXOJIECTEPUHEMUST — ayTOCOMHO-/I0-
MMHAHTHOe 3abojieBaHMe, XapaKTepu3ylolleecs
PE3KUM TIOBBIIIIEHWEM YPOBHSI XOJIECTEpUHA JIATIOMPO-
TEUIOB HU3KOW TJIOTHOCTU B TiasMe. KimmHWYeckn 3a-
GoJieBaHWE MPOSIBIISIETCS pAHHUM aTePOCKIEPOTHUECKIM
MOpaXeHUEeM MAarucTpaJbHBIX COCYIOB M pa3BUTHEM
CepIeYHO-COCYANCTHIX 3a00JIeBaHUI B MOJIOJIOM BO3pac-
Te [1-3].

Pacnpocmpanennocme. CeMeiiHasi —TUTIEpXOJieCTe-
PUHEMHSI OTHOCUTCSI K Haubojee pacrpoCTpaHEHHBIM
MOHOT€HHBIM 3a00JIeBaHUSM UeJIOBEeKa, 4acToTa €ro Te-
TepO3UTroTHOM hopMbl Kosebetcst oT 1:200 mo 1:500. To-
MO3UroTHasi ¢hopMa 3a00JeBaHUsI B OOIIEH TMOMYISIIUN
BCTpeyaeTcst ropasao pexe, ee vacrora — 1:1000000.
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BMmecTe ¢ Tem, COMTacHO TOCIEAHUM pPeKOMEHIALIUSIM
10 TMarHOCTUKE CEMEHOM TUTIepXOJIECTEPUHEMHH, CO3-
JAHHBIM Ha OCHOBAHWM TOJUTAHICKUX KPUTEpUEB, pac-
MPOCTPaHEHHOCTh 3a00JIeBaHMS 00Jiee BBICOKA M COCTAB-
nstet 1:160000—1:320000 [3].

Tenemuueckue acnexmot. [eHeTUUECKO OCHOBOI 3a-
0oJIcBaHMS SIBJITIOTCSI MYTAllMM TEHOB, KOIWPYIOLINX
OeJIKM PeleNTOPOB JIUITOMPOTENI0B HU3KOM TIJIOTHOCTH
(LDLR/JITTHIT), anonporenH B (apo B), mponporenH-
KOHBEPTUPYIOIIYIO CYOTUTM3NH-KEKCUH TTPOTEMHKIHA3Y
9-ro tuna (PCSK9). CemeliHasi TunepxosiecTepuHEeMMUsI
HacJleyeTcsT ayTOCOMHO-TOMUHAHTHO, PUCK BO3ZHUKHO-
BeHUsI 3a00JIeBaHUsI y TTOTOMKOB cocTaBisieT 50%.

B 1975 1. J. Goldstein m M. Brown ycraHoBmIn, 4To
MPUINHON MOHOTEHHOW TUITEPXOJeCTEPUHEMUUN  SIBJISI-
eTCSl OTCYTCTBUE y TOMO3UTOT WJIM YMEHBIIIEHUE y TeTe-
PO3UTOT KOJMYeCTBa KJIeTOYHbIX perientopoB K JITTHIT,
o0ycnoBiieHHOe MyTalueii B reHe peuernropos JITTHIT [4].
Ten LDLR (OMIM 606945) xapTupoBaH Ha KOPOTKOM
mieye xpomocoMbl 19. ¥V 90% mnaumneHTOB ¢ ceMeiHOM
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TUTIEPXOJICCTEpUHEMUEN BBISIBIISTIOTCS MyTallMM B JaH-
HOM TeHe, B HacTosiiee BpeMsi onucaHo 6osee 1700 my-
Tauwmii [5]. B 3aBUCUMOCTH OT CTEIIEHU CHUKEHUS aKTHB-
HOCTU PELIENTOPOB MALIMEHTHI IEISATCS Ha JBE TPYIIIbL:
«pelenTop-HeTaTUBHBIE» (AaKTUBHOCTb PELIETITOPOB Me-
Hee 2% OT HOPMBI) M «pelenTop-aedeKTHbIe» (aKTUB-
HOCTB pelenTopoB oT 2 10 25% ot HopMBI) [1]. B cirygasix
POACTBEHHBIX OpakoB MyTtaiuu reHa LDLR HaxonmsTcs
B TOMO3UTOTHOM COCTOSTHUM. B Apyrux cutyauusix Myra-
1IMY 3TOTO TeHa, Kak MpaBWIo, pa3InuHbIe, T.€. peUb UJIET
0 KOMIIayHI-TOMO3UTOTHOM COCTOSIHUU [5].

Myrauueit rena APOB (OMIM 107730), nokanu-
30BaHHOTO Ha XpoMocoMe 2, obyciioBieHo oT 5 1o 10%
CJlydaeB CEMEWHOI TUIEePXOJECTEPUHEMUN Y HapOIOB
CesepHoit EBportsl [6, 7].

B 2003 r BwisiBAeH HOBbIA reH PCSK9 (OMIM
607786), MyTaluu KOTOPOTO TakKKe IPUBOASAT K cCe-
MeHOH rumepxojiecTepuHeMun (oKoio 1% ciydaes).
VYcranosiieHo, uto mpornporenHkonBepraza PCSK9 He-
MOCPEJICTBEHHO Yy4YacTBYeT B Jerpajallii pelenTopoB
JITTHII. YBenuueHre akTMBHOCTH 3TOTO (hbepMeHTa Tpr-
BOIMT K 3aMeUIeHNI0 peunkianHra peuentopon JITTHII.
Peuenropbl morpyxaroTcsl BrjyOb KJIETKM W HE HMMEIOT
Bo3MoOXHOCTH TpaHcriopTupoBaTh JITTHIT u3 kpoBu B re-
MaTOLMUTHI, YTO MPUBOIUT K TTOBBIIIICHUIO YPOBHS XOJie-
crepuna JITTHIT [1, 3, 8—10].

IMpumepHo y 20% marmeHTOB ¢ CeMEMHOI TUTIePXOJie-
CTepUHEMUEH Jaxke TTPU TPUMEHEHUH COBPEMEHHBIX MO-
JIEKYJISIPHO-TEHETUYECKMX METOJIOB HEe OOHapyKMBaeTCs
MyTaluii, OJTHAKO 3TO He UCKJIIoYaeT nuarHosa [ 1, 3].

Hapywenue aunuonozo oomena. Benencrsue neduiim-
ta peuentopoB JIITHIT Hapyniaercsi cBsi3b yKazaHHbIX
JIUTIONIPOTEUIOB ¢ amo B, 4TO TPMBOAWT K CHUKEHUIO
karabonuzma JITTHIT mnedeHbio M pe3KoMy TMOBBILIE-
Huio ux yposHs. Hapymienue oomena JITTHIT Bbi3biBaeT
pe3Koe YBEJUYEHUE COAEpXKaHMsl OOIIEro XoJjecTepuHa
B KPOBU, KOTOPOE MPU TOMO3ZUTOTHOU (popMe cemeitHOM
TUTIepXoJiecTepuHeMUN TToBbIaeTcs 10 600—1200 mr/mt
(15—30 MMOIBb/71), TIpU TETEPO3UTOTHOM (popme — 10 280—
500 mr/mn (7—12,5 MMoJb/n), Torma Kak HOpMabHBIR
ypoBeHb cocTtaBisier 120—180 mr/mn (3—4,5 mMMmonb/7)
[1=3, 11]. ITo knaccudukaumnu D. Frederikson, cemeiiHast
TMTIEPXOJIECTEPUHEMUS OTHOCUTCSI K TUTIEPIUTIONPOTEN -
Hemuu Ila Tuma. YpoBeHb XxosiecTeprHa JUMOMPOTEUHOB
BBICOKOU TMJIOTHOCTM W amnoJunonpoTenHoB (amo) A-I
u A-II y ToMO3UTOT CHUKEH, YTO O0YCJIOBIEHO KOMOWHA-
1Meit MeTabosnyecKux nedeKToB B BUJE YCUJIEHHOTO Ka-
TaboJM3Ma U CHUXKEHHOTO cuHTe3a aro A-1 [2].

Kaunuueckue nposieaenus y nereii C roMO3UroTHOM ce-
MEIHOI TumnepxojiecTepuHEeMMEl, KaK MpaBUIoO, BOZHU-
KaloT yXe B MepByto nekany xu3uu [3, 11]. bonee Tsixe-
JIoe TeYeHHUE UMEIOT «pelIeNTOP-HEraTUBHBIC» MallMeHThI
10 CPAaBHEHMUIO C «pelienTop-aedeKTHeIMu» [3, 12].

Kcanmomovr — Hanboiiee paHHNUE KIMHUYECKHE TIPO-
SIBJIEHUsI U TTO3BOJISIIOT paHO JAMArHOCTUPOBaTh 3a0o0Jie-
BaHue [1-3, 11]. Ilrockue kcanmomsr (Kkcanmomamoswie
OagwiKY) NOKAU3YIOTCSl Ha SITOAMIIAX, B MEXITaJblIeBOM

HACJIEAQCTBEHHbIE BOJIE3HU

00J1acTH, Ha JIAIOHSX U MepeIHel YacTh KOJIeH, Ha CTU-
0aTeJIbHOM ITOBEPXHOCTU JIOKTE M KOJICHE — B JIOK-
TeBOW M MOAKOJEHHOH siMKe (puc. 1, a, 6). TyGeposHbie
(OGyropuarbie) KCAaHTOMBI, KaK TIPaBUJIO, JIOKAJIU3YIOTCS
Ha KOXe pa3rndarebHbIX TTOBEPXHOCTE CYCTaBOB JIOK-
Teil, B 00J1aCTH STOAUIL, 11IeU, TTOAO0POIKA U CTOM U SIB-
JISIIOTCSl HanboJiee crieliu(pUIHbBIM TPU3HAKOM CeMEHOM
runepxojiectepuHeMuu (puc. 1, B). CyXoxXuabHble KCaH-
TOMbBI SIBJSIIOTCSI MH(POPMATUBHBIM JIMATrHOCTUYECKUM
MapKepoM TOMO3UTOTHOW TUIEePXOJECTEPUHEMUM, OHU
yale BCEro pacroJjaralorcss B 00JIaCTU axWIJIOBBIX CY-
XOXWJIUH, B pa3rubaTesisix majablieB KUCTU U UMEIOT BUJL
TUIOTHBIX, MEUIEHHO PACTYIIMX OIyXOJIEBUAHBIX 00pa30-
BaHMi (puc. 1, r), B cilyyae BOCIaJeHUs TIPU TpaBMaTH-
3allM1 MOTYT OBITh OoJie3HeHHBbIMU [1—3, 11].

Puc. 1. Tlnockue (a, 0), Ty0epo3nbie (B) H CyXOXKMibHbIE (T)
KCAHTOMbI TpPH TOMO3UTOTHOIl THNepxoJecTepuHeMuu (Co0-
CTBEHHbIE TAHHBIE).

Fig. 1. Flat (a, 0), tuberous (B) and tendon (r) xanthomas ob-
served in patients with homozygous familial hypercholesterin-
emia (own date).

JlaHHBIE CEMEIHOTO aHaMHe3a OYeHb BasKHBI IS TI0-
CTAHOBKM JMAarHo3a TUIIEePXOJieCTepUHEMHUU. XapaKTep-
HbI MH(MAPKTH MUOKap/ia B MoJiofioM Bospacte (1o 40 ier)
U JApyrue KIWHWYECKUE TIPOSBICHMS aTepoCKIIepo3a,
rumepxoiectepuHeMus. JIMiamM ¢ TeTepo3UTOTHON TH-
TIepXoJieCTepUHEMUEH 11e1ecoo0pa3Ha TpeHaTaIbHasT T1-
arHOCTHKA TOMO3UTOTHOM TUTIIEPXO0JIeCTEPUHEMUHN Y TUTO-
Ila WJIM TUATHOCTHKA 3a00JIeBaHMsl Y peOeHKa Ha TIePBOM
TOAY >KU3HU [Tl CBOEBpEMEHHOTO Havasa jedeHun. Ecim
TOMO3UTOTHast dopMa 3abo0JieBaHUS TUATHOCTHPOBaHA
y pebeHKa, HeoOXOIMMO 00CTIeIOBaHNE POAUTENCH U PO~
CTBEHHMKOB [1—3].

Odmanvmonocuneckue uzmenenus XapakTepusylOTCs
Kcanmenasmamu — CJI€TKa BO3BBINIAIONUMUCS TTOCKOM
(OpMBI TIITHAMU C XKEJITOW OKPacKoi, KOTOPhIE pacrio-
JIOXKEeHBI eIMHUYHO WJIM MHOKECTBEHHO B 00JIACTU BHY-
TPeHHETO yIIa ria3Ho memm. Hambomnee TumuaHa st
TOMO3UTOTHOM (hOPMBI POTOBUYHAS JUMMUAEMHUYECKAsT
nyra (puc. 2) — Kpyrosoe, 0oJiee rycToe 1o caMmomMy Kpatro
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Puc. 2. JInmounaHas ayra poroBuibl (COOCTBEHHbIE TaHHBIE).
Fig. 2. Lipoid corneal arcus in patients with homozygous familial
hypercholesterinemia (own date).

TMMOMYTHEHWE POTOBUIIBI CEPO-0eoro IBeTa IIUPUHOMN
ot 1 10 3 MM, ¢ m1agKoi moBepxHocThio [1-3, 11].
Hamenenuss  co  cmoponst  cepoeuHo-cocyoucmoti
cucmemst. B 0CHOBe CepaeuHO-COCYAMCTOTO MOPaKEHUS
aTepOCKIIePOTUIYECKOTO TeHe3a JIEXKUT Pe3KOe TOBBIIIIEHHE
ypoBHs xojectepuna JITTHII, yxxe HaunHast ¢ poxaeHus.
VY nauueHTOB C TOMO3WTOTHOW TUIIEpPXOJieCTepUHEMUEH
(Y «pelenTop-HeraTUBHBIX») CUMITTOMBI TTOPAKEHUS Cep-
JIEYHO-COCYAUCTON CUCTeMBI TIposiBisitorcs 10 10-1eTHe-
ro Bo3pacra. Pe3ko yckopsiercs nporuecc opMupoBaHUs
aTepOCKIEPOTUIECKUX OJISIIIEK, YTO MPUBOIUT K CTEHO-
3UPOBAHUIO COCYIMCTOTO pycja KOPOHApHbBIX, COHHBIX,
pEHABHBIX apTepUil, TP 3TOM PUCK PAHHETO Pa3BUTHUSI
uieMudeckoit 6osie3Hu cepaia npumepHo B 20 pa3 BblllIe,
yeM B oOmieir nmonynsitvu [3, 4, 11]. Ilpu rucronornue-
CKOM MCCJIeIOBAaHUM KOPOHApHBIX apTepuii JeTeil ¢ ro-
MO3UTOTHOM CEMEWHOI TUIepXOJeCTepUHEMUEN aTepo-
CKJIEpOTMYECKHME M3MEHEHUSI COOTBETCTBYIOT KOHEYHBIM
CTajinsIM aTepOCKJIEPOTUUECKOTO mpotecca |3, 12].
Bbicoka wyacTroTa BHE3aIllHOW CepAeUYHON CMEpPTH
Ha ¢oHe ocTporo MHpapkra mMuokapma. PaszButie mH-
¢apkTa MUOKap/a MOXET BCTpeUyaThCsl y>Ke Ha TTepBOM—
BTOPOM JECATUIIETUU KU3HU (Y <«pelenTop-aeheKT-
HBIX» — Ha BTOPOM JeCATUIETUU Xu3Hu [3, 6, 11, 12].
ATEpOCKIEpOTUYECKUM MPOLIECCOM TTOpaXarTcsi KOpEHb
aopThl, AOpTaJbHbBIM KJlaraH, COCYAbl 3JaCTUYECKOTO
tuna [3, 6, 13, 14]. YacTo BO3HUKAIOT JereHepaTUBHEIE
U3MEHEHUsI CTBOPOK aOPTaJIbHOTO KJIariaHa B CBSI3U C OT-
JIOXKeHUEM JTIUMUI0B. TUMUYeH CUCTOMYECKUI IIIyM 13-
THAHMS Hall a0PTAJbHBIM KJIATTAHOM 3a CYEeT Hal- W/WIN
KJIalTaHHOTO aopTajibHOTO cTeHo3a [13—15]. OtnoxeHune
XoJleCTeprHa Ha CTBOpPKax aopTajbHOro KJjaraHa MoO-
JKET TaKKe TPUBOAUTH K a0PTAJbHOM HETOCTATOYHOCTH
[3, 14]. CreHokapnusi HampsKeHUsT BO3HUKAET BCIIEI-
CTBME KaK aopTajbHOIO CTEHO3a, TaK M KOPOHAPHOIO
arepockiiepo3a. B ciiyyae cTeHO3MpOBaHUSI peHaTbHbBIX
COCYIOB TIPUCOCIMHSIETCS] apTepualibHasi TMIIePTEH3USI.
Bo3moxkHa ofpbiliKa, AuacToauMyeckas W CHUCTOJIMYE-
CKag HeIOCTaTOYHOCTh KpoBooOpaiueHus [3, 4, 6, 12].
«PenienTop-HeraTUBHBIE» OOTBHBIE, KaK MPABUIIO, HE 10~
XKMBaT 10 20-JeTHEro Bo3pacTa, €CJii He TPOBOAUTCS

KOMOWHMPOBAaHHAsI ~ TUITOJUITAAEMUYeCKass — Teparus,
«perenTop-aedeKTHhIe» TalWeHThl XUBYT 10 30 jer
[3, 6, 11]. lnss paHHel OUArHOCTMKU CYOKIMHUYECKUX

(GopM KOPOHAPHOTO aTepoCKiIepo3a MOJKHA MCIOIb30-

BaThCsl KOMITBIOTEpHAsl KOpOHapHasi aHTHOTpadus Wi

MarHUTHO-pe30HaHCHas1 ToMorpadust ¢ yactoToii 1 pa3

B 5 neT. [TopaxkeHre aOpTaIbHOTO KJlallaHa YCTaHABIMBa-

eTCsT TIPU TMPOBEACHUHN JOMIUIEpIXoKapaArorpahum U Be-

pudULMpYeTCsT pe3yabTaTaMU TPaHCITHUIIEBOIHON 3XO0-

Kapauorpacduu [14, 15].

Jluaenocmuka. JInarHOCTMKA TOMO3MTOTHON (hOPMBI
CEeMEWHOI TUIMepXOJIeCTEpUHEMUN TIPOBOIUTCS Ha OC-
HOBaHUU MEXIYHAPOIHBIX KpUTepueB. JIJIsT TOCTaHOBKM
JIMAarHO3a MOXHO WCITOJIb30BaTh FOJUTAHACKUE KPUTEPUU
(Dutch Lipid Clinic Network), OpuTaHCKHEe KpUTepUU
(Simon-BroomeRegistry) nim ameprukaHCKUE KpUTEpUUN
(TporpaMMa JIMarHOCTMKM W TPOMWIAKTUKY paHHEH
cmeptu — MedPed — US Make Early Diagnosis Prevent
Early Death) [1-3, 16]. Heobxoauma paHHSISI TUaTHOCTH -
Ka 3a0o0JieBaHUsI, OCOOEHHO B Clly4yae TOMO3UTOTHOI Tu-
nepxojecTepuHeMun — B Bo3pacTte 10 2 jietT [1-3, 16, 17].
ITpyn BBIABIEHUUN TUTIEPXOJECTEPUHEMUUN TpeOyeTcsl Uc-
KJTIOYaTh BTOPUYHBIE (DOPMBI, K HUM OTHOCSTCST He(po-
TUYECKUI CMHAPOM, TUTIOTUPEO3 1 3a00JIeBaHUS TIeYeHU.

CoracHo eoanandckum Kpumepusm, IPOBOJUTCS Oa-
JIbHasi OlleHKa OCOOEHHOCTeI pPOJOCIOBHOM, aHaMHe3a
3a00JieBaHMs, NaHHBIX (PU3NKAJIBHOTO 00CIeIOBaHUS,
ypoBHs xosiectrepuHa JITTHIT u pe3ynsratoB reHetuye-
CKOTO aHajini3a. 3aTeM TMOJIyJYeHHbIe 0alTbl CYMMUPYIOT-
Csl M B 3aBUCUMOCTH OT TIOJTyYEHHOTO 3HAYEHUS TNAarHO3
CeMEeHOM TUTIepXoJIeCTEPUHEMUM CTABUTCS KaK OTpee-
JICHHBI, BEPOSITHBIN MJIM BO3MOXHBIH (CM. TaOIUILY).

Ilo 6pumanckum xkpumepusm [3] nuarHo3 ceMmelHO
TUTIEPXOJIECTEPUHEMUM CTABUTCS KaK OIpeaeSeHHBIM
WA BEPOSITHBIN, B 3aBUCHMOCTH OT YPOBHST XOJIECTEPU-
Ha, HaJIMYWsI KCAHTOM Yy TIpobaH/Ia ¥ ero poACTBEHHUKOB,
pesynbsraroB JIHK nuarHocTuku, ykazaHuii Ha paHHUE
WHOapKTBI MUOKapa B pOIOCIOBHOM. «OmnpeaeeHHbIN»
JIMarHO3 CEMEMHOM THIEePXOJeCTepUHEMUN CTaBUTCS,
eciu:

* ypOBeHb O0IIero xojecTepuHa Goyiee 6,7 MMOJIb/I
wim ypoBeHb xosiectepuHa JITTHIT 6onee 4,0 Mmmonb/n
y U1 MoJtoxe 16 jiet;

* YpoBeHb 00Illero XxoJjiecTreprHa Oojiee 7,5 MMOJIb/J
wim ypoBeHb xosiectepuHa JITTHIT 6onee 4,9 mmons/n
Y B3pOCIBIX (MCXOMHBIN YPOBEHb JIMTTUAOB WUJIU CAMBIIA
BBICOKUII YPOBEHb Ha Teparumn);

TUTIOC OJTHO U3 HIKETTePEUYNCIIEHHOTO:

*  HaJMYMe CYXOXWJIbHBIX KCAHTOM Y TMalMeHTa WIn
POICTBEHHUKA TIEPBOM CTEMEHW POACTBA (POAUTEIH,
JIETU) WA BTOPOM CTENeHW ponCcTBa (memylnku, 6a-
OyILIKHY, MW WA TETH);

* mosutuBHbIN TecT JIHK-nnarnoctuku, moareepxknua-
toumii mytaumu reHoB LDLR, APOB unu PCSKO.
«BeposATHBIN» AMAarHo3 ceMeiHOol TUrepxoiecTepu-

HEMUU CTaBUTCSI, €CIU:

* ypOBeHb OOIIero XxojecTepuHa Gosiee 6,7 MMOJb/I
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OPUINHAJIbHBIE CTATbU HACJIEAQCTBEHHbIE BOJIE3HU

Tabauya. Tonnanackue AMarHocTHYecKue Kpurepuu cemeiinoii runepxosiecrepunemun (DutchLipidClinicNetwork)[2]
Table. Dutch Lipid Clinic Network for diagnosis of heterozygous familial hypercholesterolaemia in adult [2]

CemeiiHblil aHAMHE3

Bamb

PonctBeHHMK 1-ii CTereHM poACTBa ¢ paHHER (MyKUMHbBI <55 j1eT, xxeHmuHbI <60 ytet) UBC wm npyrum

COCYIUCTBIM IMOPAXKECHUEM
NI

PoncrBennuk 1-ii crenienu poactBa ¢ XC JITTHIT >95-ro mepueHTHIs

PoncrBeHHUK 1-ii creneHun poacTBa C KCAHTOMaMM CYXO)KI/IJ'[I/Iﬁ I/I/I/II[I/I )1yr0171 POroBUIIbI

WIN
Hetu mosioxe 18 net ¢ XC JITTHIT >95-ro nepueHTus

Hcmopus 3a60re6anus

V manueHTa paHHsist (My>KIrHBI <55 J1et, xeHimuHbl <60 j1et) UBC 2

V manueHTa paHHee (My>KIMHBI <55 J1eT, XeHIIUHBI <60 J1eT) pa3BUTHE aTePOCKIEPOTUIECKOTO MOPAKESHMS |

1epeOpasibHbBIX/TIepU(EPUIECKIX COCYIOB
Duzukanvroe 0bcredosanue
KcaHTOMBI CYyXOXUIUIA

JlumaHast myra pOoroBUIILI B BO3pAacTe MOJIOXKeE 45 JieT

Jlabopamopnwiit ananus (npu Hopmanvhvix XC JIBII u mpueauyepuoax)

XC JIHIT >8,5 mmomb/x
XC JIHIT 6,5—8,5 MMoutb/it
XC JTHIT 5—6,4 MMoJib/11
XC JIHIT 4—4,9 mmonb/n
Ananuz JIHK

Hwmeercsa dyHkmonanbHas MyTanus reHa perierrropa JITTHTT

Huaenosz CIXC:
OMpPENCTICHHbBIN
BEPOSTHBIN

BO3MOXKHBIN

w W

>8
6-38
3-5

Tpumeuanue. UbC — uiiemunueckast 6onesub cepaua; XC JIMTHIT — xonecrepun aunonporemHoB HU3Koi miotHocty; XC JITIBIT — xonecre-
PVH JIMTIONIPOTEMHOB BbICOKOM TUI0oTHOCTH; CI'XC — ceMeliHast TUTIepXOJieCTepUHEMUSI.

nim ypoBeHb xosiectrepuHa JITTHIT 6onee 4,0 Mmmonb/nt
y U1 MoJioXe 16 JieT;

* ypOBeHb 00IleTo XoJiecTepuHa OoJiee 7,5 MMOJb/J
nin ypoBeHb xosiectrepuHa JITTHIT 6onee 4,9 mmoob /it
V B3pOCJIBIX (MCXOMHBIN YPOBEHD JIMTTUIOB VIIH CaMbIi
BBICOKUIT YpOBEHb Ha Teparum);

TIJTIOC OJHO M3 HIKETIEPEUNCIIEHHOTO:

*  OTSITOIICHHBIN ceMeiHbIii aHamMHe3 (MH(MAPKT MHO-
kapma) 10 50 jieT y poACTBEHHMKa BTOPOI CTEIeHU
poxnctsa, 10 60 JIeT y poACTBEHHUKA MEePBOIi CTEITEHU
pOoICTBA;

* ypOBeHb 00IlleTo XoJiecTepuHa OoJiee 7,5 MMOJb/J
y B3pOCJIOTO TIEPBOIl WJIM BTOPOU CTETIEHUW POJCTBA
WJIX TIOBBIIIIEHUE YPOBHSI OOIIIETO XoJiecTeprHa boJiee
6,7 MMoOJTb/IT y pebeHKa MM POACTBEHHMKA TIEPBOIA
CTETIEHM POJICTBA B Bo3pacTe MeHee 16 JieT
CoenacHo amepukanckum Kpumepusm, TMarHo3 cemMei -

HOI TOMO3WTOTHOI TUIEPXOJECTEPUHEMUN CTaBUTCS

Ha OCHOBAHWM HAJUYUST KOXKHBIX U CYXOXKMITbHBIX KCaH-

TOM, BBIpaXEHHOM THIEepXojecTepuHeMUn (YpOBEHb

00111er0 XoJaecTeprHa Bbllie 15 MMOJIb/J, ypOBEHb XOJie-

crepuna JITTHIT 6onee 10 Mmmonb/n1 y manieHTa 6e3 Ke-

Tyx#, MoJioxe 20 JIeT, Tpy YpOBHE TPUTIIUIIEPUIOB MeHEe
2,3 MMOJIb/JT), TUTIEPXOJECTEPUHEMUM Y OOOUX POJIUTE-
neit (6onee 7 mmonb/n). Jdedexkr peuenropos JITTHIT,
noaTeepxkaeHHbIN aHanu3oMm JAHK, — mormoaHuTenbHbIi
KpuTtepuii. JIJis TOCTAaHOBKM JIMarHO3a CEMEIHOM reTepo-
3UTOTHOM TMTIEPXOJECTEPUHEMUH CIIEIyeT UCTIOIb30BaTh
MoporoByto KoHleHTpauuto xojecrepruHa JITTHIT ¢ yye-
TOM TTOJIa ¥ BO3pacTa, MPU 5TOM HEOOXOAMMO YUUTHIBATh
cpelHee 3HaUYeHME OBYX M3MepeHMil HaTomak [17, 18].
Bbicoka BEepOSITHOCTh HAJIMYUS T€TEPO3UTOTHOTO Bapu-
aHTa CeMEWHOI TUITepXOJIECTEPUHEMUM Y JAeTei cTapiie
2 JeT B TOM cilyyae, eciii ypoBeHb xojiectepruHa JITTHTI
paBeH WJIM MPEBBIIIAET 5 MMOJIb/JI, 1aXe eClIu B ceMeli-
HOM aHaMHe3¢ OTCYTCTBYIOT THUTIEPIUTTUACMUS U paHHee
pa3BUTHE UIlIEeMUYECKOl OoJsie3Hu cepaua. [erepo3uror-
HBII BApUAHT TakXe BeCbMa BEPOSITEH, €CJIU YPOBEHb XO-
nectepuHa JITTHIT 6e3 neyeHus HaXOAUTCSI B UHTEpBaJie
4—5 mmonb/n (6onee 190 mr/mi), ocOOEHHO MPU COOT-
BETCTBYIOIIIEM ceMeliHOM aHaMmHe3e [1, 2, 16—18].
Jluppepenuyuanvnoni ouaenoz. MeHOTUT TOMO3WTOT-
HOI CeMeiHO TurepxojecTepuHeMU Ha (hOHEe MyTa-
muii B reHe peuentopoB JITTHIT MoxeT OBITH CXOTHBIM
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Jleonmovesa U.B. COBpCMCHHbIe MOAXO/IbI K JIEYUEHUIO CEMENHOV TOMO3UTOTHOM TUTIEPXOJIECTEPUHEMUU

¢ HacnencTBeHHbIM aedekTom APOB, ayrocomHO-peliec-
CUBHOI TUTIEPXO0JIECTEPUHEMUEN Y CUTOCTEPOJIEMUEA.

Jlecpexm eena APOB. HaGniomaercsl TOBBIIIEHHBIN
ypoBeHb JITTHIT mnasmbl mpu HOpMaaibHOM YpPOBHE
tpurnuuepunoB. OgHako nokasaresb JITTHIT y romo3u-
roT C HacJieACTBeHHbIM nedekToM APOB 3HaYnTEIbHO
HUXe W TIPUOIIKAETCS K YPOBHIO Yy T€TEPO3UTOT C Ce-
MEIHOM THUrepxoiecTepuHeMueit. XapakTepHbl KCAaHTO-
Mbl CYXOXWJIMH, paHHMI aTepockiiepo3. KopoHapHbIii
arepockiiepo3 npu nedexkre APOB pa3BUBaeTCsI ropasio
MO3Xe, YEM Y TOMO3UTOT C CEMEWHOUN TUIEPXOIECTEPU-
HeMmueit — B Bospacte 40—60 ner [3].

Aymocomno-peueccusnas eunepxoiecmepuremus —
TsiKesioe 3a00JieBaHNe, TTOX0Xee Ha TOMO3UTOTHYIO Ce-
MEIHYIO TUTIEPXOJECTEPUHEMUIO B CBSI3U C HaJIMYMEM
KCAHTOM OO0JIbIIOr0 pasMepa. OTIMYaeTCs MEHee BBICO-
kum ypoHeM JITTHIT mmasmbl (MpoMeXyTOuHOE T0JI0-
KEHME MeXIy ToKa3aTelsIMU YPOBHSI, XapaKTepHBIMU
JIJIST TETEPO3UTOT U TOMO3UTOT C CEMEMHOI TUTIepXoe-
crepuHeMueit). Mimemuyeckast 60je3Hb cepilia pa3BU-
BaeTCs Ha TPETheM AECATUICTUM KU3HU. Y OOJUTaTHBIX
reTepPO3UTOTHBIX POAUTENIEH MAIIMEHTOB C 3TOM TMaTOJIO-
ruei ormevaeTcst HopMaabHblil ypoBeHb JITTHIT mazmabr.
AxTuBHocTh perienitopoB JITTHIT B KyasrMBUpOBaHHBIX
¢ubpobiacrax MalMeHTOB C ayTOCOMHO-PELeCCUBHOM
TUTIEpXOJieCTepUHEMUE HOpMajbHasl, MyTalluM B TeHe
LDLR otcyrctBytoT [19].

Cumocmepoaemusa — pPEIKOEe ayTOCOMHO-DPELIECCUB-
Hoe 3a00JieBaHUe, BIiepBble onrucaHHoe B 1973 1. Y 6ob-
HBIX HaKarutmBaeTcs yHuKanbHas ¢popma JITTHIIT, comep-
JKAIIUX OOJIBIIOE KOJMYECTBO PACTUTEILHBIX CTEPOJIOB
(cuTocTepos, KaMIIpecTeposi, CTUTMacTepos) B AOTOJ-
HeHUe K XoJecTepuHy. HakorieHue mpoucxXoauT BCIe-
CTBHE ABYX METAOOINYECKUX Ae(HEKTOB: TTOBBIIIEHUS a0-
COPOLIMY XOJIeCTEPUHA W PACTUTEIbHBIX CTEPOJIOB TTUIIN
U CHUXXEHUS dKCKPEIUM 3TUX CTEPOJIOB B XXeTUb. DTU
HapylIeHWsT BeAyT K HAKOIJICHUIO XOJeCTeprHa B Ieve-
HU, KOTOpPBII TomamisieT TpaHcKpumnuuio reHa LDLR,
BoI3biBasg HakoruieHune JITTHIT B mmasme [20]. CutocTe-
pOJIeMUsI BBI3BIBAETCS MYTAlIUSIMM OJHOTO W3 JIBYX Te-
HOB, koaupytoimux TpaHcrnoprepsl ABCGS5 u ABCGS
(ABC — adenosine triphosphate-binding cassette) [21].
VY nauMeHTOB C CHUTOCTEpOJEeMUEH OTMEUaeTcsl TOBBI-
meHue xosnecrepuHa JITTHIT Gosee 13 mMmonb/m, yacTto
TTOSIBJISIIOTCST TTOCKME KCAaHTOMBI. MOTYT pa3BUBAThCS
AOPTAJIBHBIN CTEHO3 U PAHHUI KOPOHAPHBIN aTepPOCKIIE-
po3. XapakTepHast KIMHUYECKass 0COOEHHOCTh 3TOTO 3a-
6oJIeBaHUST — TeMOJIN3, KaK TMPeANnoJaraioT, BCJISICTBHE
BKJTIOYEHUsI PACTUTEIBHBIX CTEPOJIOB B MEMOpaHbI 3pU-
TPOIIUTOB. YPOBEHb XOJIeCTEpMHA B TIIa3Me y TalreH-
TOB C CUTOCTEPOJIeMUE Pe3KO pearnpyeT Ha OrpaHuye-
HUE TIOTPeOJIEHNST XOJIECTEPUHA € TIUIIEH, YTO CHUKAET
MOCTYIIJICHWE CTEPOJIOB B OPTaHM3M, a TaKKe Ha TpueM
CEKBECTPAHTOB JKETYHBIX KHUCJIOT, KOTOpbIe YCHJIMBA-
IOT DKCKPEIUIO XOJIeCTePMHA BCJICACTBUE TOBBIIICHUS
CHHTE3a XEIUHBIX KUCJIOT. JIMarHo3 CUTOCTEPOJeMUU
cJelyeT UMeTh B BUAY y IMAIlMEHTOB C KCAHTOMATO30M

W TUMEPXOJIeCTepUHEMUEN, €CJIM YPOBEHb XOJIeCTepuHa
y UX poauTeseit He nosbiteH. [1py orpaHuyeHnu xoJe-
CcTepuHa B MOTPEOISIEMON MUILE WX MpUeMe aHMOHO00-
MeHHBIX cmoi ypoBeHb JITTHIT pesko cHuxkaetcst. Bepu-
dukanms 1MarHo3a — 3KCTpaKIMs JUTIUIOB U3 TUIa3Mbl
¥ (ppakKIIMOHUPOBAHUE CTEPOJIOB METOOM Ta30KUIKOCT-
Holt xpomaTorpaduu [3, 21].

JleyeHne

[uera umeeT orpezessioliee 3HaYeHUE B KOPPEKIIUU
CEMEWHOM TUIIepXOJIECTEPUHEMUN B JETCKOM BO3pacCTe.
HeobxoguMmo cTporoe orpaHmyeHUe KOJMYECTBA HACHI-
ILIEHHBIX XKMPOB U XosiecTeprHa. JloJist XKUpoB B CYyTOUHOM
palnoHe 1oKHa ObITh MeHee 30%, Mpy 3TOM HaChIIEH-
HbIE XUPBI HEe JOJKHBI TIpeBbiinath 7—10%. TToTpebie-
HUE XOJiecTepuHa He JOJKHO ObITh 0osiee 300 Mr B CyTKU
[18]. BmecTe ¢ TeM 1 Je4eHMsT TOMO3UTOTHOI THUIIEP-
XOJIECTepUHEMMU JaXe CTporas IHMeTra HeI0CTaTOUYHO
addexkTuBHA. PekomeHmyemblit ypoBeHb (hU3NUYECKOM
Harpy3Ku OIpeessseTcs mocje MpoBeAeHUS] TeCTOB C J10-
3UPOBAHHON HArpy3Koi C 11eJIbI0 BBISIBI€HUS] CKPBITHIX
UILIEMUYECKUX HAPYIIEHUIA, 11eIeCO00Pa3HO UCKITIOUEHUE
KOPOHApHOTO aTepoCcKyepo3a Mo JaHHbBIM MarHUTHO-pe-
30HaHCHOI Tomorpaduu. Kpome Toro, HeoOXonnuMo Mc-
KJTI09aTh CTEHO3 aopTajbHOrO KiarnaHa. Bo3moxeH yme-
PEHHBIN ypoBeHb (PU3NUECKOI HArpy3Ku, OCOOEHHO TIpU
COYETaHUM C M30BITOYHON Maccoil Tena. MHTeHCUBHBIE
¢usnyeckre Harpy3ku uckaovatorcs [1—3].

ITpu ceMeitHO rurnepxonecTepuHeMUein MeIMKaMeH-
TO3HOE JiedeHue 6osiee 3((HEKTUBHO Y MOJIOABIX MAllEeH-
TOB, YeM Y TIAlIMEHTOB C Pa3BEePHYTBIMU TTPOSBICHUSIMHA
arepockiiepo3a. [Ipy roMo3MTroTHON TUMEPXOJECTEPU-
HEMUU JiedeHWe HYXKHO HauyMHATh KaK MOXHO paHbIIle
JUTSL TIPEAYTPEXACHUST KIMHUIECKUX TIPOSIBJIEHUI cep-
JIEYHO-COCYIUCTON MaTOJIOTUM aTePOCKIEPOTUYECKOTO
rene3a [3]. ComracHO COBpeMEHHBIM PEKOMEHIALIUSIM,
1IeJIbIO TUTIOJTUTTUIEMUYECKOM Teparuu y AeTeil B Bo3pac-
te 8—10 seT sSBISIETCSI TOCTUKEHUE YPOBHS XOJleCTepruHA
JITIHIT menee 4,0 mmonb/n, y nereii crapiie 10 jetr —
MeHee 3,5 MMOJb/J, uAealbHOE 3HAUeHHWEe — MeHee
2,85 MMoOJIb/N1. Y MaTbuMKOB M J€BOYEK 3HAUCHUS 1Iesie-
Boro ypoBHs xojiectepuHa JITTHIT He paznuuatores [1, 2].

CraTuHBI SIBIISIIOTCSI TIEPBOM JIMHMEN MeauKamMeH-
TO3HOI Teparunu, CrocOOCTBYIOT YMEHBIIEHUIO aTepo-
CKJIEPOTUYECKUX COCYAMCTBHIX MPOSIBIEHUI, TEM CaMbIM
CHUXasi cCMepTHOCTh. HauanbHast mo3mpoBKa HU3Kas:
po3yBacTaTHH 5 Mr/cyT, aropBactatuH 10 Mr/cyT, cumBa-
cratuH 20 mr/cyT. Heo6Xx0nuM MOHUTOPUHT TTEYEHOYHBIX
TpaHCaMMHAa3, KpeaTUHKWHAa3bl. [IpuMeHeHne cTaTMHOB
MO3BOJIIET CHU3UTh ypoBeHb XoJsiectepuHa JITTHIT maxe
Y «pelLeNnTOp-HeraTUBHBIX» MAIllMEHTOB ¢ TOMO3UTOTHOM
ruriepxojiectepuHemuein [1-3, 6, 22]. B KIMHUYECKHUX
PaHIOMU3UPOBAHHBIX I1J1a1Ie00-KOHTPOJIUPYEMBIX HC-
cJieIOBaHUSIX MMOKa3aHO, YTO Ha3HAUeHME CMMBAacTaTUHA
B BBICOKHMX J03aX MO3BOJISIET CHUXATh YPOBEHb XOJe-
CTepUHA CBIBOPOTKU y ToMo3uroT Ha 30% [23], Ha3Ha-
yeHue polyBacTaTuHa B 103¢ 20 MT B CYTKM CHUXKaeT
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nokasartesb xojectepuHa JITTHIT Ha 50% ot ucxomHoro,
HO TOJTBKO ¥ 40% TallMeHTOB TOCTUTAETCS 1IEIeBON ypoO-
Benb JITTHII [24]. be3onacHOCTh CTATUHOB TIpU JICUSCHU N
JIeTeit olleHBaJIach MO JAaHHBIM KPYITHOTO MeTaaHajIm3a,
BJtounBiero 170 000 malueHTOB; HETATUBHOTO BIIMSI-
HUs Ha pOCT W pa3BUTHE JieTel He roiydeHo [25]. Eciau
MMEIOTCS OMOXMMUYECKUEe HapYIIeHUs, TO CIeIyeT Tpe-
KpaTUTh JieYeHUe IO HOpMaIU3aluy MmapaMeTpoB C TO-
CJIEIYIOIINM TIPOIOJIKEHUEM Tepaliii B MEHBILEH 103
" ¢ 6oJiee YaCTbIM OMOXUMHUUYECKUM MOHUTOPUHTOM.

Dzempoa. YauTbiBasi TPYAHOCTH B IOCTVMKEHUH 11eJIe-
Boro ypoBHs xojectepuna JITTHII, craTnHbl yacTo Kom-
OUHMPYIOTCS C 33ETPOJIOM — TIperapaToM, MPEsITCTBY-
IOIIMM BCACBIBAHUIO JIUTTUIOB B KUIIIEUHUKe. Pe3yabraTel
GOJIBIIOTO KIIMHUYECKOTO MCCIIEAOBaHMUSI ¢ BKITIOYEHEM
6osiee 700 malMEHTOB C CEMEHOI T'UIIepXOJIeCTEPUHE-
MHeN ToKa3ajau, 4ToO KOMOMHAIMS CHMMacTaTHHA C 33¢-
TPOJIOM TO3BOJISIET JOIMOJTHUTEIBHO CHHU3WTH YPOBEHBb
xoJiectepuna JITTHIT emte na 20% [26]. [Ipenapat Ha3Ha-
qaeTcs ¢ 10 JeT, KOMOMHHUPYETCS CO CTAaTUHAMM, XOPOIIO
nepeHocurcs [27].

Ilpumenenue monokaonarvnoix aumumea xk PCSK9
(uneubumopot PCSK9.) Tlocne OTKpBITUSI POJIK TIPOIPO-
TEMHKWHA3bl CYOTMIM3MHKEKCUHA 9-TO THUIIAa B Mpolecce
nerpagauuu 1M peurkiauHra petentopos JITTHIT Oputm
CO3MaHbI TpeTnaparhl, SBISIONIMECS MOHOKIOHATBHBIMU
AHTUTEJIAMM, TIOJABJISIOIIMMHA aKTUBHOCTb YKa3aHHOTO
(bepMeHTa, TeM caMbIM TTOBBIIIAs KOJIMYECTBO/AKTHB-
HocTh perientopoB JITTHIT u cHukas ypoBeHb Xojiecte-
puna JIITHIT B mmasme. OpHUM M3 TIpemapaToB 3TOTO
kinacca sBiasgercs AMG145 (9Bonykyma6). B nBoitHoOM
CJIETIOM WCCIIeIOBAHUU TTPOJIEMOHCTPUPOBAHO, YTO 3BO-
Jiykymab 3(p@dEeKTUBHO CHUXKAET YpOBEHb XOJIeCTepMHA
JITTHIT y nmauueHTOB C reTepo3uroTHON TUIepXoJiecTe-
pUHEMME B cilydae, eCii KOMOWHUpOBAHHAsI Teparust
CTaTMHAMU M 33€TPOJIOM He MTO3BOJISIET JOCTUYD LIEJIEBOTO
ypoBHSI xonectepuHa [28]. B ucciaenoBanusx mo npume-
HEHUWIO 3BOJIyKymMaba IJisT JIeUeHHWS] TOMO3UTOTHOW TH-
MepXoJIeCTEpUHEMHUH TTOKA3aHO, YTO TMperapaTr CHUKAeT
ypoBeHb xosiectepruHa JITTHIT tonbko y «peuentop-me-
dexTHBIX» TauueHToB [29, 30]. Pesynwratel paHmoMu-
3UPOBAHHOTO KJIMHUYECKOTO MCCIEIOBAHUS Y OOIBHBIX
C CeMeWHOM TOMO3WUTOTHOM THIepX0JIecTepuHEMUEH
(33 mauueHTa, HaYMHas ¢ Bo3pacTa 12 jer) rmokaszanu a¢-
(bexTMBHOCTH 3BONyKyMaba. JIOCTUTHYTO YMeHBIIEHHE
ypoBHst xonectepuna JITIHIT na 57% mo cpaBHEHMIO
¢ trane6o 3a 52 Hen [31]. IlpenapaT BBOOAUTCS TTOIKOXK-
Ho B no3e 140 mr (1 mmpui) 1 pa3 B 2 Hen unu 420 mr
(3 mmpuua ¢ uaTepBasioM 15 MuH) 1 pas B mecsiit [29—31].

Achepe3 aunonpomeudoé HU3K0il NAOMHOCMU OCTAETCS
BaXXHBIM METOJIOM Teparuy TOMO3WUTOTHOW THIIEPXOJie-
CTEPUHEMUM, TIO3BOJISISA CEJEKTUBHO YAANATh YaCTUIIBI
JITTHIT u3 kpoBoToKa, 6J1aroaapsi CBSI3bIBAHUIO C aHTUTE-
JlaMu, JIeKCTpaH-CcyabdaTom uiau renapuHom. [IpumeHsi-
€TCST TIPM COXpAaHEHUU TUTIepXOJIECTEPUHEMHUH Ha (hoHe
KOMOWHUPOBAHHON  TUIOJHUITUAEMUIECKON  Teparvm.
Lenbio adepesa sIBIAETCS CHUKEHHME YPOBHSI XOJIECTe-

OPUINHAJIbHBIE CTATbU HACJIEAQCTBEHHbIE BOJIE3HU

puna JITTHIT Ha 65%. Tlpu 2TOM BO3MOXHAa perpeccust
KCAHTOM, perpecc aTepOCKIEPOTHUECKOTO TOPaKeHUS
COCY/IOB M 3aMeJIcHUE MPOTPEeCCUPOBAHUS aTepOCKIIe-
po3a [6, 26, 32—34]. OGbIYHO TIpOLIeAypa TPOBOTUTCS
1 pa3 B 2 Hex y nmeteit crapiie 5 jet [6, 26, 32], XOTs xo0-
pollre pe3yabTaThl ObUIM TOJIydeHBl Jaxe y neTeit 60-
Jiee paHHETO BO3pacTa ¢ Maccoii Teia 6oiree 13,5 kT [33].
K coxanenuro, B HacTosIIee BpeMsT 3Ta TpoLeaypa uMme-
eT orpaHMYeHHOE TTPUMEHEeHNE B TTeANaTPUIECKOI MpaK-
TKe B Poccum.

Tpancnaanmauus neuwenu. Ilpu HemocTaToOUHOUN (-
(PEKTUBHOCTU TUTTOIMTITUAEMUYECKHUX TIPErapaToB B CO-
yeTaHUM ¢ adepe3oM MpH TOMO3WUTOTHOU THUIIepXOoJie-
CTepyuHEeMMH (KaK TMPaBUIIO, Y «PelenTOp-HeTaTUBHBIX»
MaIMEeHTOB) MMPOBOANTCS TpAaHCIUIAHTALIUS iedeHu. [1pu
3TOM JOCTUTAETCS OBICTPHIN perpecc KCaHTOM M perpecc
arepockiepoTnueckux Omsmiek B cocymax [35]. Tlpo-
CIIEKTUBHOE HaOJIfoJeHNEe 3a OOJBLHBIMU C OPTOTOIHYE-
CKOH TpaHCIJIaHTalMel TeYeHU TPOAEMOHCTPUPOBAJIO
XOPOIIIKe pe3yabTaThl [36].

C 11e/TbI0 MILTIOCTPAIK PEAKOTO KIMHUYIECKOTO CITy-
yasg CeMEWHOW TOMO3UTOTHOM THUITePXOJIeCTEPUHEMUH
1 MHGOPMAIMKA O BO3MOXKHOCTSIX COBPEMEHHON KOMOU-
HUPOBAHHOW TUTTOIUITUACMUYECKOW Tepariy TpeacTaB-
JIsieM KJIMHUYeCKoe HaOfoeHWe MajbuhKa ¢ JaHHOM
MaTOJOTUEN.

Kmunnyeckoe naomopenume. Pebenoxk M., 13 et
(01.01.04 rona poxaeHus) IpeabsIBISIET XKaJIo0bl Ha Tie-
PUOIMYECKN BO3HUKAIOIIYIO CIab0CTh, BSIJIOCTh, TTOBBI-
IIEHHYIO YTOMJIIEMOCTb TIPU YMEPEHHOM (hU3NIeCKOM
Harpyske.

Pomuncst ot BTOpoit GepeMeHHOCTH, BTOPBIX POJIOB,
macca npu poxaeHuu 2970 . C 2 Mec KU3HU 10 6 JIeT Ha-
GJII01AJICSl HEBPOITATOJIOTOM 10 TTOBOJIY TIEPUHATAIBHOTO
nopaxeHuss LUHC, cuHapoma nBuraTesbHbIX Hapyllie-
HUMN.

HacnencTBeHnblii aHaMHe3: MaTh yMepsia B BO3pacTe
26 JeT BO BpeMsI pOIOB, YPOBEHb XOJeCTepUHA HEU3Be-
CTEH, OTell CTpajaeT caxapHbIM auabeToM |-ro Tuma,
YPOBEHb 00IIIeTO XolecTepuHa B HopMme (4,8 MMOJIb/I).
Y cBOAHOI cecTpbl CO CTOPOHBI OTlA (22 roia) ypoBeHb
XoJiecTepuHa B HopMe. Y 0aOyIlliKu CO CTOPOHBI MaTe-
pu — TUIMepTOHWYeCKast 0O0JIe3Hb, TMIEPXOJECTepUHE-
mus (YypoBeHb 00I1ero xojiecreprHa 11 Mmmonb/i), y ee
oTua (mpangeayiika rmpodaHaa) — KCAaHTOMATO3 BOJIOCH-
CTOW YaCTH TOJI0BbI, MH(MAPKT MUoKapaa B 50 jieT.

B Bo3pacTe 4 ner mpu OCMOTpe XUPYProM BIIEPBBIE
OBbLJIO BBISIBIIEHO 0O0Opa3oBaHME HEMPaBUILHOW (HhOPMBI
C HEpOBHBIMM KpasiMA OpaHKEBOTO I1IBeTa B 0OO0JAaCTH
JIEBOTO KOJICHHOTO CYCTaBa, 4yepe3 ToJI 3TO 0Opa3oBaHUe
ObLIO yHAJIeHO, TMPU THCTOJOTUYECKOM UCCIIeIOBaHNE
YCTaHOBJICH AMarHo3: KcaHTomaro3. B 6 mer (2010 r)
KCAHTOMBI TIOSIBUJIMCH BHOBb B 00JaCTM KOJEHHBIX
M JIOKTEBBIX CYCTaBOB, MaJbUMK CTal KaJIOBaThCS
Ha 0o B amuracTpajbHOi objactu. BriepBbie OHMoxm-
MMUYECKOe UCCIeI0BaHNe KPOBU CIETaHO TOJIbKO B 7 JIET
(centsi6ps 2011 1), Korma Obla BbISIBJIEHA BbIpaxKeHHast
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runiepxojiectepuHemust (20 MMoJIb/J) ¥ TMarHOCTUPOBA-
Ha runepaunonporeuaemust Ila tuma. B Bo3pacte 9 net
MaJbuMK HarlpaBjeH Ha o00clieloBaHUE B OTIEICHUU
kapauonorun HUWM nemmatpuu m nerckoit Xupypruu
(2013 ).

OOBEKTUBHO:  TEJIOCTOXEHUE HOPMOCTEHUYECKOE,
pocT 124 cm, Macca Tena 25 K. MHOXeCTBEeHHBII KCAaHTO-
MarTo3 B 00J1aCTH pa3rubaTe/IbHbIX TOBEPXHOCTE KOJIeH-
HBIX CYCTaBOB W B 00JACTHU SATOMUII, YTOJNIIEHUE aXWJIO-
BBIX CYXOXWJIUI 00erx HOTL JIumoumaHas ayra porOBHIIBI
(cMm. puc. 2). [paHuusl cepana He pacUIMPEHBI, TOHBI PUT-
MMYHBIE, CUCTOJIMUECKU IIIyM B 00JIACTU TIPOEKIIUN aop-
TaJbHOTO KJIAlTaHa MTPOBOIUTCS B 00JaCTh COHHBIX apTe-
pHUii ¢ 00enX CTOPOH, YacTOTa CEepACYHBIX COKpAIeHMIA
88 B MUHYTY, apTepuanbHoe maBieHue 125/60 MM pT.CT.
(95-11 IPOLIEHTUIT).

OKI: BepTHUKalbHOE TOJIOXKEHUE BJIEKTPUUYECKOMN
OCH cepAlia, CMHYCOBBIM pUTM c dactotoir 70—85 yma-
POB B MUHYTY, UIIIeMUYECKNE U3MEHEHUS HE BBISIBJICHBI,
nHTepBanbl P—Q — 140 mc, QRS — 80 mc, Q—T — 350 mc,
QTc — 424 mc.

Tpenmun-tect. TonepaHTHOCTh K (DU3WYECKON Ha-
rpy3ke Bbicokass — 11.40 METS (BbimonHun 4 cryneHu
Harpysku). [lenpeccust cermenta ST > 1 Mm V.=V, —
KOCOBOCXOJISIIAsA, IMaTHOCTUUECKU He3HaunMast. [umep-
TEH3UBHBII TUTT peaKIINU apTepruaIbHOTO JaBIeHUS (MaK-
cumanbHoe 180/30 MM PT.CT. Ha 4-11 CTyMeHU Harpy3Ku).
Hapymenuit putMa v TpoBeZIeHUS HEe BBISIBJIEHO.

Dxokapauorpadus: pasMmepbl TOJOCTeil  cepala
He YBeJIMYeHbI, runepTpodun HeT. CucToamdeckast v -
acroyeckast (GyHKIIMU B TIpefesiax HOPMbI. YIUIOTHe-
HUE KOPHS aopThl, JeTeHepaTUBHBbIE M3MEHEHUS aop-
TaJbHOTO KJIanaHa ¢ popMUpOBaHNEM HEAOCTATOYHOCTU
2-11 cTeTieH!, CTeHO3 a0PTAJLHOTO KJlarmaHa 1-if cTerneHu
(rpagueHT naBneHusi PG = 28 MM prt.cT), cy)XeHue Boc-
XOASAIIEH aopThl 10 15 MM, KOHIIEHTpUYeCcKasi TUTIEPTPO-
¢ust MUOKapaa JIeBOro Xkenynodka (puc. 3).

Cyrounoe MoHutopuposanue DKI mo Xonrepy. Putm
CUHYCOBBIN, CpeaHss THEBHAs W HOYHAs 4acToTa cep-
JIEYHBIX COKpallleHUi B Tpeaeiax HOpMHI (85/68 ymapos
B MUHYTY), MaKCMMaJlbHble ¥ MUHWMAaJIbHbIE 3HAYeHUS
(162 n 54 ynapoB B MUHYTY) He HapyleHbI. [1paBUIbHBII
nMpKagHbiii npodunb cepaeyHoro putma (LNU=1,28).
Q7Tc=437 mc B mpenenax HOpMEL. TpaH3uTOpHAs Ierpec-
cust cermeHta ST nmo —1,93 mm Bo Il orBenenun B 12:39
u 1o —1,54 mm B 111 orBenenun B 12:43. HapyuieHuii put-
Ma 1 TIPOBOIMMOCTH He BBISIBJICHO. JIYTIIeKCHOEe CKaHUPO-
BaHMe JKCTpaKpaHUATbHBIX OTIENOB OGpaxuoledaTbHbIX
COCYIIOB 1lI€U: CTEHO3UPYIOIIUI aTepoCKIepo3 Opaxuo-
nedalbHBIX apTepuii Ha 3KCTpaKpaHWAJIbHOM YPOBHE;
aTepoCcKiepoThIecKast OJsIIIKa B 00IIel COHHOM apTepun
cIipaBa cO CTeHO3MpPOBaHKMeM TipocBeTa Ha 25% (puc. 4).

Vnsrpa3BykoBO€ HMCClIeJOBaHME OpraHoB OprolI-
HOIM TIOJIOCTU W TOYEK: YBEJIMUEHUE TeYeHU, XKETIHOTO
My3bIpsi. PeakTWBHBIE M3MEHEHUS TMOMKETYIOTHOMN Ke-
Jsie3bl. [ToBBITIIEHE TTOABMKHOCTH O0EUX MOYEeK, U3MEHEe-
HUST MEAYJUISIPHOTO CJI0ST TIOYEK.

45,0 mm 8.0 mm
27.1 mm 12.9 mm
27.3 mL 65.1 mL
39.8 % 141 g

Puc. 3. Dxokapauorpacdus. Koneunslii auacTomieckuii pasmep
JIeBOTO Keyyao4uka 45 mm, ppakuus soiopoca (Teiixobir) 71%.
Munexc macceol Muokapaa 80,6 r/m2. CynpaBeHTPUKY.JIAPHbII
A0PTAJIbHBIN CTEHO3, JereHepaTHBHbIE H3MEeHEeHHs A0PTAJILHOTO
Kaanana (rpaauent aasienust PG — 28 mm pr. cT.).

Fig. 3. Echocardiography. the end diastolic size of the left ventri-
cle 45 mm, enjection fraction (EF) (Teicholz )=71% mass Index
myocardial 80,6 g/m>.

Supravalvular aortic stenosis with PG (pressure gradient) —
28 Hg. Marginal induration of aortic valve with insufficiency.

talName Carotid

Puc. 4. Arepockneporuyeckas 0JimKa B 001Ieii COHHO# apTe-
puH CTIpaBa.

Fig. 4. The atherosclerotic plaque in the right common carotid
artery.

B OuoxnMmueckoM aHaim3e KpOBU YPOBEHb XOJIECTE-
puHa 17,6 mmounb/m; xonectepun JITTHIT 15,47 mmonb/n,
XOJIECTEPUH  JIMTIONIPOTEMHOB  BBICOKOW  TJIOTHOCTHU
2,17 mMonb/1; KoadduuneHT ateporeHHocTH 7,1. TpaH-
caMuHa3bl, KpeaTuH(pochOKNHA3a — B HOPME.
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Puc. 5. JIlnnaMuka KcauToM Ha oHe KOMOMHHUPOBAHHON THITOUIHIEMUYECKOIT Tepanuu. Bepxuuii psag — 10 HaYaIa JiedeHus, HIX-

Huii psa — vepes 1 roa.

Fig. 5. The dinamic of the xanthomas after 1 years combinate lipid-lowring therapy. The decrease of the xanthomas in the knees and

elbows, achilles tendons were absent.

IManyeHTy TIpOBENEH MOJEKYJISIPHO-TEeHETUUECKUIA
aHanu3, BKiIouaBuii rensl LDLR, APOB, PCSK9, ot-
BETCTBEHHBIE 32 BOBHMKHOBEHUE ayTOCOMHO-TOMUHAHT-
Ho#l (opmbl runepxosiecrepuHeMuu, reHsl LDLRAPI,
CYP7A1, OTBeTCTBEHHBIE 3a BO3HUKHOBEHHE ayTOCO-
MHO-PEIECCUBHON  (OpPMBI  THUIIEPXOJIECTEPUHEMUU,
reHbl ABCGS5, ABCGS, BbI3bIBalOLINE CUTOCTEPOJEMMUIO.
Boissiaensl nBe myranuu B reHe peuerntopos JITTHIT
(LDLR) — c.C68F u ¢.C270X.

JInarHoCcTUpOBaHa TOMO3UTOTHAsI (KOMIIAyHI-TOMO-
3UTOTHAs) CeMeiTHasK TUTIepXOJIeCTepUHEMHMSI, Ha3HauUeHa
JeTa C OrpaHUYEHNEM HACHIIIEHHBIX XUPHBIX KUCIOT
U XoJleCTeprHa, HayaTa Teparus cTaTUHaMu (po3yBacTa-
TUH-KPECTOp) B HavaJibHOW no3e 10 Mr/cyT c mociemy-
1o1uUM yBeqndeHueM 1o 20 mr/cyt. B cBs3u ¢ coxpaHs-
folieiicss runepxosiecTepuHeMueii (0OIIUI XOJIeCTepuH
15,6 MMoTb/1T) mO3a KpecTopa yBennueHa a0 40 Mr, 3aTeM
B Tepanuio TMOAKIIOUeH 33eTUMuO (33etpos 10 mr/cyr).
Ha ¢oHe Tepanum oTMevaynach MOJOXWUTETbHAS TUHA-
MHKa B BUIE CHIKEHMSI YPOBHSI OOIIEro XoJecTepruHa
no 11 mmons/n, xonectepuna JITTHIT no 8,07 mmounb/.
[MoGouHbIX peakiuii He oTMevyanoch. OmHAKO 1ieeBbie
3HAYEHUsI XOJIECTepUHA He ObLIM JOCTUTHYTHL. B cBs-
3U C OTUM TI0 PEHIeHUI0 KOHCUJIUYMa OBIIO TPUHSITO
pelieHre O TOAKITIOYeHUN K Teparuu TPEThero Tpera-
parta — 3BoJiokymMaba 420 Mr/cyT, TOAKOXHO, OJUH pa3
B Mecall. Ha ¢oHe JledeHrs] OTMEUEHO CHIDKEHHE YPOB-
Hs xosiecTepuHa 10 9,3 MMob/J, xonectepuna JITTHTI
1o 6,46 MMonb/a. OTMedYeH perpecc KcaHTOM (puc. 5).
[To6ouHbIX 3¢hheKTOB HEe HAOJI0ATO0Ch.

JlaHHOoe HaOMoIeHUe JIEeMOHCTPUPYET TO3IHIO0
JMUarHOCTUKY TOMO3WUTOTHOW THUIEPXOJECTEPUHEMUH,
HEMpPaBWIbHYIO TaKTMKY BeICHMS TallMeHTa Ha Tep-
BOM 3Tarie B BUJE XUPYTMUIECKOTO yAAJTeHUsS KCAHTOMBI

M ITO3JHETO OIMPEACTICHUSA YPOBHA XOJIECTCPUHA. TTokaza-
HbI BOBMOXKHOCTU COBpCMeHHOﬁ TUTTOJIMITUIEMUYECKON
TEpAIMM C UCIIOJb30BAHUCM IpeIriapaToB TPEX I'PYIIIT —

CTaTUHBLI, 33eTI/IMI/I6 U MOHOKJIOHAJIBHBIC QaAHTUTEJIA
k PCSKO.
3aknovyeHue

TunepxonecrepuHeMuun  SIBISIETCS  KpaliHE TsKe-
JIbIM 3a00JIeBaHUEM C HEOJIarompUsITHbIM MPOTHO30M.
Tsxenble OCTOXHEHUsI aTepOCKIEPOTUYECKOTO MPOIIEC-
ca B BUJIe OCTPOTro MH(papKTa MUOKapaa BO3MOXHBI YK€
B TIEPBOM JIECSTUIETUN XU3HU. [1epBbIM KIMHUYECKUM
MposIBJIEHUEM 3a00JieBaHUsI HauboJee YacTo SIBJISIIOTCS
KOXHBIE KCAaHTOMBI. BMecTe ¢ TeM 10 HacTosiiiero Bpe-
MEHHU MearaTpbl HETOCTaATOYHO MH(MOPMUPOBAHbBI O KIIM-
HUYECKOM TeYEHUHU M COBPEMEHHBIX MOAX0aX K CeMeii-
HOW TUIIEPXOJIECTEPUHEMUN, UYTO TIPUBOIMUT K TTO3IHEN
JIMAaTHOCTUKE W HETPaBUJIbLHONM TaKTUKE BeACHUS TMalv-
eHToB. CBOEBpeMEeHHasl TUTIOJIUMUAeMUYECcKasi Tepariusi
MO3BOJISIET CHUXATh YPOBEHb OOIIETO XOJIECTEPUHA U XO-
nectepuHa JITTHIT. CratuHbl 1OJKHBI Ha3HAYATHCS TIPU
TOMO3UTOTHOI TTHEPXOJIECTEPUHEMUU YK€ B TIEPBOM
NEeCATUNIETUN KU3HU, JJISI TOTO 4YTOOBI TIPEAyNpenuTh
pasButue WH(papkra mMuokapaa. [Ipu HemocratouHo¥
9(hGEKTUBHOCTU CTATUHOB TOIKIIOYAIOT APYTroi Kiacc
npernapaToB, TPEISITCTBYIOIINX BCACBIBAHUIO XOJECTe-
pUHa B KUIlIeYHUKE (33eTUMKO). B HacTosiiee BpeMst st
YCWICHUS TUTTOJUTTUAEMUYEeCcKOro 3¢ deKTa mpeuiokeH
TPETU1 KJ1acc JIeKapCTBEHHBIX CPEACTB /ISt KOMOMHUPO-
BaHHOU TUMOJUTIUIEMUYECKON Tepanuu UHIMOUTOpamMu
MPONPOTEeMHKNHA3bl CYOTWIM3UH/KEKCUHA 9-ro THIIA.
B Taxenbix ciaydasix BO3MOXHO NpucoeauHeHue adepesa
JITTHII. Tlpu coxpaHeHUM TUTIEPXOJIECTEPUHEMUN TIPO-
BOJST TPAHCTUIAHTALIMIO TIEYEHU.
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