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CeppaeyHo-cocyancTtble 3a601eBaHUs IBASIOTCS OCHOBHOMN MPUYMHON MHBaMAN3aLUMN MU CMEPTHOCTH HaceseHUsl no BCemy
mupy. [NNoKka3atesb cepaeyHO-CcoCyaNCTON CMEPTHOCTU HEYKITOHHO PaCTEeT AaxKe Ha oHe MacluTabHbIX NPOoOGUIAKTUYECKMX
meponpusiTui. CaMbiM PacrnpoCcTPaHeHHbIM reHETUYECKM 06YC0BIEHHbIM HapylLleHUeM IMNUAHOro o06MeHa, KOTopoe Ciy-
JXUT OCHOBHOW MPUYNHON PasBUTHUS U MPOrpeccrpoBaHus 3abosieBaHuin CUCTEMbI KPOBOOBPaALLEHWS, ABISETCA ceMeinHas
runepxonecrepuHemusi. Bo Bcem mupe HacyuteiBaetcss 6,8—-8,5 MH feTei ¢ aToM NepBUYHOM AucaunuaeMmuen. PaHHss
(B AETCKOM BO3pacTe) AMarHoCcTuKa CeMeNHON rurnepxoiecTepuHeMmm BaxHa [/11 CBOEBPEMEHHOIo Hadasa JIUNUACHMKa-
foLjen Teparnun ¢ Lesiblo COKpalleHUs TEMIOB MPOrpPeCcCcMpoBaHns aTtepoCKIep03a U PUCKa KUIHEYrpoXKalLmnx cepaeyHo-
COCYANCTbIX COBLITUH. [1/151 MOBbILLEHUST 3QOEKTUBHOCTU ITUX MEPOMPUATUI B IKOHOMUYECKU PA3BUTbIX CTPaHax BHEAPSIOTCS
HOBbIE MPOrpaMMbl CKPUHWHIA, M3y4aloTCs HOBble GMOMapKepbl 601e3HM, pal3pabaTbiBaloTCs rMnoaunuaeMmn4ecKkme npe-
rnaparbl ¢ HOBbIMWU MeXaHM3MaMu rMnoaunuaeMUu4ecKoro 4enCTBuUS.

KniodeBbie cnoBa: jeTH, ceMenHas runepxonecTepmuHemMuss, imarHoCcTuKa, JMnornpoTenbl HU3KONU MAOTHOCTU, ANC/IMNNAE-
MMUS, NepcreKTUBHbIE HarpaBieHUs UccieoBaHuim
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Familial Hypercholesterolemia in Children.
The Current State of the Problem

Cardiovascular diseases are the leading cause of disability and mortality worldwide. Cardiovascular mortality rate is steadily increasing
despite the large-scale preventive measures. Familial hypercholesterolemia is the most common genetically determined disorder of lipid
metabolism as the major cause of blood circulatory system diseases development and progression. Worldwide, there are 6.8-8.5 million
children with this primary dyslipidemia. Early (in childhood) diagnosis of familial hypercholesterolemia is crucial for the timely initiation
of lipid-lowering therapy in order to reduce the atherosclerosis progression and the risk of life-threatening cardiovascular events. New
screening programs have been implemented, new biomarkers of the disease have been studied, and lipid-lowering drugs with new
mechanisms of hypolipidemic action have been developed to increase the efficacy of these activities in economically developed countries.
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Bonpocbl AMarHOCTUKKU U Ne4EeHUs CEMENHON rnepxonecTepuHemMun y aetei 6binn pacCMOTPEHbI HaMKW paHee B cneaytolimx pabotax: Caagbl-
koa [.M., TanumoBa J1.d. CemeinHasn runepxonectepuHemMus y AeTen: KNMHUYECKUE MPOSIBNEHUS, AMArHoCcTuKa, nedeHune // Poccuickui
BECTHUK nepuHatonorun u negmatpmmn. 2017. T. 62. N2 5. C. 119-123. doi: https://doi.org/10.21508/1027-4065-2017-62-5-119-123;
CapgpikoBa .M., lanumosa J1.®., CnactHukoBa E.C. OCO6EHHOCTH AMArHOCTUKM CEMENHOW runepxonectepuHemMun y geten // Meanatpu-
yecKasi papmakronorns. 2020. T. 17. N2 2. C. 124-128. doi: https://doi.org/10.15690/pf.v17i2.2098. B HacToswWweM 0630pe npeacTas-
NIeHbl HOBbIE AaHHbIE MO AUArHOCTUKE U IEHYEHWUIO CEMENHOM rMNepPXonecTepuHeMun y AeTen, pacCMOTPEHbI NEPCMNEKTUBHbIE HanpaBieHns
ncenefoBaHUM HacneACTBEHHOM AUCTUNUAEMUN.
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BBEJAEHUE

B coBpemeHHOM Mupe cepaevHo-cocyaucTole 3abone-
BaHuA (CC3) aBnsaoTca Hanbonee 4yactom NPUYMHOM CMEPTH
W MHBanuamM3auumm Hacenenus. o oueHkam BcemupHowm
opraHu3auun 34paBOOXPaHEHUs, KarKabl rog ot 6ones-
HEN CUCTEMbl KPOBOOOpALLEHUS yMWUpaloT OKoo 18 miH
yenoseK [1]. Mpnyem CMepTHOCTb OT 3TUX MPUYUH HEYKITOH-
HO pacTeT Aa)ke Ha GOHEe MHOrOYMCNEHHbIX NPOdUIAKTU-
YECKUX MepOonpusATUiA, HamnpaBfieHHbIX Ha 0340pPOBMEHUE
HaceneHus 1 ynyyleHne KayecTBa KM3HU naumeHToB [2, 3].
Ovcnunuaemunsa — Beaywasa npuynMHa pasBuTUS U Mporpec-
cupoBaHusa CC3 [4, 5]. N3BeCcTHO, Hanpumep, 4TO Kaxaoe
NoBbIWEHNE KOHLUEHTPaLUnn obLEero xonectepmHa B KpOBM
Ha 10% yBenunuyunsaeT puck passutua CC3 Ha 20-30% [6].
CymMapHbIn 3KOHOMMYecKMi ywep6 ot CC3, cBA3aHHbIX
C runepxonectepuHemuen, B Poccuimckon degepaumm oue-
HUBaeTcs NnpumepHo B 1,3 TpaH py6/en, YTo IKBMBANEHTHO
1,5% BBI [4].

Mo panHbiM NHANES (National Health and Nutrition
Examination Survey, CLUA), HapyweHue nUNuAHoOro obme-
Ha peructpupyetca y 20% noapocTKOB B Bo3pacte oT 12
no 19 net. Cpean OeTer C OXMMPEHMEM PACMPOCTPaAHEH-
HOCTb runepnunugemmn npesbiwaet 40% [7]. Pe3dynbrathbl
[OBYX KPYMHbIX MUCCNeaoBaHMM — MHoroueHTposoro PDAY
(Pathobiological Determinants of Atherosclerosis in Youth,
CLUA) [8] n npocneKTMBHOro KoroptHoro Bogalusa Heart
Study (CLLUA) [9] — npoaemoHCcTpupoBanu, 4To aTePOCKIEPO-
TUYECKMM MPOLLECC MOXKET HAYMHATBLCH Y)Ke B AETCKOM BO3-
pacTe. [1py 3TOM 6bIN0 YCTAHOBNEHO, YTO CTENEHb MOKPbITUS
NOBEPXHOCTU MHTUMbl aTEPOCKIEPOTUHECKUMWU NOPaKEHMS-
MW CBfi3aHa C MOBbIWEHHbIMWU KOHLIEHTpPaLMaMK 06LLero
X0necTepuHa, NUnonpoTenaoB HU3KoW nnotHocTu (JITHIM)
W TPUIMMLEPUAOB, a TaKKe ¢ 60/iee HU3KOM KOHLEeHTpaLnen
JIMNOMNPOTENAOB BbICOKOM naoTHocTH (JTTMBI) [9].

CEMEWHAS] TMNEPXOJIECTEPUHEMUS

CemelnHasa runepxonecrepuHeMmns — MoOHoreHHoe 3a6o-
fleBaHune U3 rpynnbl NePBUYHbLIX AUCTUNUAEMUIA, COMPOBOXK-
Jatouieecst NoBbIWEHHON KoHUeHTpauuwen JIMHI B nna3me
KPOBMW, PaHHWM Pa3BUTUEM aTEPOCKIIEPOTUHECKOTO Nopaxe-
HWS MarucTpasnbHbIX COCYAOB U BbICOKUM PUCKOM Pa3BUTUSA
CepAeyHo-cocyancTbliX 3aboneBaHni B MOJOLOM BoO3pac-
Te [10]. MpaKTM4yeckn y BCEX NaLMEHTOB C FOMO3UIrOTHOM
dopMoVt ceMenHOM rMNepxoieCTEPUHEMUN NPU OTCYTCTBUMU
MeAMKaMEeHTO3HON Tepanuu aTepoCcK/IeEpo3 pa3BMBaETCH
B Bo3pacTe A0 20 neT, a NPOLOIKUTENIbHOCTb XXU3HU COCTaB-
naet He 6onee 30 net [10].

Anuagemuonorus
CemelHasa rMnepxonecTtepuHeMuUs — camoe pacnpo-
CTpaHEHHOEe TreHeTMYeCKM O0O6YyCNOBNEHHOE HapyleHue

nunugHoro obmeHa [11]. CornacHo pesynsrtatam meTaaHa-
3a, BK/IOYaBLIEro AaHHble 11 MAH 4YenoBeK, pacnpo-
CTPaHEHHOCTb TeTepo3UroTHOM GOpPMbl CEMEWHOW runep-
XonectepMHeMun coctasnsetr 1 cnydyan Ha 313 4yenoBeK.
CemelHylo runepxonectepuHemuto guarHoctupytot B 10 pas
Yalwie y nogen ¢ mwemudeckon 6onesHbto cepaua (MBC),
B 20 pa3 valle — C npexaeBpeMeHHbIMU CEPAEYHO-COCY-
OWUCTbIMK COObITUAMM, B 23 pasa valle — Yy L, C Taxenon
runepxonectepuHemumen [12]. B 90% ctpaH mupa pacnpo-
CTPaHEHHOCTb CEMENHOW rMMNepxonecTepuHeMmm HeU3BeCT-
Ha [11, 12]. o fjaHHbIM Apyroro MeTaaHanusa, camas BbICO-
Kasi yacToTa CeMEeWHOM rMnepxonecTepuHemMmMnM OTMeYeHa
cpean TeMHOKOXMX (1 : 192), a MMHMManbHaa — y a3uaToB
(1 : 400) [13]. Bo BCceM Mupe npubnanautenbHo 35 MIH
4YenoBEeK C CEMEWHOW rnnepxonectepuHeMmen, n3 Hux 6,8—
8,5 MIH — [eTu; Kaaylo MUHYTY B MUpPEe POXKAaeTCsd OAMH

pebeHOK C reTepo3nroTHon GopMon CEMENHON rnnepxosec-
TepuHemnn [14, 15]. B poccunckom peructpe PEHECCAHC
(Pernctp naumMeHTOB C CEMEWHOM rMnepxonectepuHemMuen
M NaLMEHTOB OYeHb BbICOKOro cepae4yHO-COCYANCTOro pMUcKa
C HepocTtaTto4yHon 3DDEKTUBHOCTBIO MPOBOAMMOM TMMNOAN-
NUAEMUYECKON Tepanuu), No AaHHbIM Ha BTOPYyK MoJo-
BMHY 2022 r., 3apeructpupoBaHbl okono 2300 4yenosek
C ceMenHou runepxonecrepuHemunen [16]. fomo3urotTHas
dopma ceMENHON rnnepxonecTepUHEMUM OTHOCUTCS K pea-
KUM 3ab60neBaHuUsM, 1 ee npeanonaraeMas pacnpocTpaHeH-
HocTb coctaBnser 1 : 160 000-1 : 320 000 [17].

leHeTUYeCKHe acneKTbl ceMeHOM

runepxosiecCTepuHeMum

CemMenHaa runepxosiecTepuHeMus HacnegyeTcs no
ayTOCOMHO-A0OMMHaHTHOMY Tuny [18]. B 85-95% cnyyaes
K pasBuUTUIO 3a60/eBaHUs MPUBOAAT U3MEHEHUS B reHe
peuentopa JIMHIM (LDLR) [19, 20]. Mo nocnegHUM AaHHbIM,
93% BapuaHToB reHa LDLR oTHeceHbl K KaTeropuu naTto-
FEHHbIX, @ 7% OXxapaKTepu30BaHbl KaK BapuaHTbl Heomnpe-
OeneHHon 3HaynmocTu [21]. B HacToswee BpeMs U3BECTHO
6onee 2300 naTtoreHHbIX BapnaHToB reHa LDLR, cnoco6HbIX
HapywuTb ¢yHKuMo peuentopa JIMHI [22]. Btopas no
yactoTe npuvyMHa BO3HMKHOBEHWS CEMEWHOW runepxonec-
TEPUHEMUU — U3MEHeHUs B reHe APOB anonunonpoTeu-
Ha B (anoB) [10]. Mpuryem, cornacHo peaynbrtatamMm KpynHOro
€BpPONENCKOro nccnegoBaHus (et n3 8 ctpaH), pacnpocT-
pPaHEHHOCTb NaTOreHHbIX BapnaHToB reHa APOB B pasnuu-
HbIX MONYNAUKUAX CUIbHO BapbupyeT — oT 0% B lpeuun oo
39% B Yexun [23]. UHTEpPECHO, YTO HOCUTENN NaTOreHHOro
BapuaHTa reHa LDLR umetoT 60/1ee BbICOKME KOHLIEHTpaLMn
ob6uiero xonectepuHa 1 JIMHI, a Takke 60nee BblparKeHHbIE
NposiB/EHNS aTepoCKIepo3a, Yem HOCUTENM MaTOreHHbIX
BapuaHToB reHa APOB [10]. B 1-2% cny4yaeB cemenHas
rMnepxonectepuHemus o6ycroBneHa M3MEHEHUEM B reHe
PCSK9 [18, 19]. PCSK9O — 6en0oK, CUHTE3MPYEMbIV B MEYEHHU
M KUWEYHUKE W y4acTBYIOLWNIA B paspylleHUn peLenTopoB
JIMHM [17]. YMeHblueHWe KonnyecTBa AENCTBYIOLWKNX peLen-
TOpPOB elle 60Mblue yCUIMBAET PYHKLMOHANbHYIO aKTUB-
HOCTb reHa PCSK9, 41O, B CBOW o04epedb, aKTUBUpPYeT
CUHTE3 NMNONPOTEMAOB, COAeprKaliMx anoB, B nedvyeHw.
B KOHEYHOM wuTOre 3TO TaKKe NPUMBOAWT K MOBbILLEHMIO
KOHLEeHTpaumn obuero xonectepuHa [10, 18]. U3meHeHHs
B reHax LDLRAP1 (aganTepHbi 6en0K 1-ro TMna peuenTo-
pa JIMHM), ABCG5 (4neH 5-ro noacemenctea G ATd-ces-
3blBatollen Kaccetbl), ABCG8 (4neH 8-ro noacemenctesa G
ATd-cBA3bIBatoWEen KacceTtbl) U CYP7A1 (xonectepon-7-o-
rMapoKcunasa) MoryT NpMBOANTb K Pa3BUTUIO OYEHb PEOKOM
ayTOCOMHO-PELIECCUBHON (FOMO3UIOTHOM) GOPMbl CEMEN-
HOM runepxonectepuHemun [10, 20].

Pegkun BapuaHT reHa APOE 6bin OGHapyXeH B CemMbe
C cemenHow runepxonecrepuHemuern Bo PpaHumm [11].
B 2022 r. BO ¢ppaHLy3CKON Koropte nauMeHTOB C NepBuY-
HbIMW AUCAMNUAEMUAMU Obln UCCNEeAoBaH MONEKYASPHbIN
CMEKTP 3TOr0 reHa, 4To NO3BOMWIO BbISBUTb HOBblE NaTo-
reHHble BapuaHTbl reHa APOE, KoTopble, BEpOsiTHEE BCErO,
NPMBOAAT K Pa3BUTUIO CEMENHOW TrUMMepxonecTepuHeEMUN
[11, 24]. CekBeHupoBaHue reHoB LDLR, PCSK9, APOB
n APOE BbIiIBUNO 76 HOCWUTENEN pedKoro BapuaHTa reHa
APOE. Kpome Toro, 6b110 06Hapy*KeHo, 4TO y HocuUTenen
3TOro BapuaHTa reHa APOE ypaetcs 0obuTbcs 60bluero
CHUXEHUS KoHueHTpauuu JIMHIT B oTBET Ha CTaTWHbI, Yem
y HOCUTENEen NnaToreHHbIX BapnaHToB reHa LDLR [24]. PaHee
C pa3BUTUEM CEMEWHOWN rMnepxonecTepUHEMUN CBA3bIBAIU
BapunaHT reHa STAP1 (nepepalowun curHan aganTtepHbln
6enok 1) [11]. OgHaKo nocneayLline nccneaoBaHus He noa-
TBEPAWUIN 3TUONIOTMYECKOe 3HadYeHne reHa STAPL [25, 26].



B 2018 r. BnepBble 6bina onybankoBaHa MHOOpMaLUS
06 O/IMFOTEHHOW CEeMenHOW runepxosiecTepuHemMmnn [27].
Onsa aton GopMbl XapaKTePHO cOoYeTaHue reTepo3nroTHOro
BapuaHTa B ogHOM U3 Tpex reHos (LDLR, PCSK9 nnu APOB),
BbI3bIBAIOWMX CEMENHYIOD TMNEPXONECTEPUHEMUID, U TeTe-
pO3UroTHOro BapuaHta B reHax LDLRAP1, ABCG5, ABCG8
n APOE [11]. B AnoHun 6bin 3aperucTpupoBaH MepBbIn
reTepo3nroTHbii GEeHOTUN CEeMENHOW TMnepxonecTepuHe-
MWW, BblI3BaHHbIM OIMIOreHHbIMKM BapnaHTamun reHoB PCSK9
n ABCG5 [28]. B ogHOMOMEHTHOM MCCe0BaHUK, B KOTOPOM
npuHumManu ydyactme 500 nauMeEHTOB C CEMEWHOM TMNEpPXo-
necrepuHemunen ctapwe 18 net, 6bI10 AOKaA3aHO, YTO Mpw
HaNM4YMKU NaTOreHHbIX BApMaHTOB OAHOBPEMEHHO B HECKOSb-
KUX reHax KoHueHTpaums JIMHI B nnasme KpoBu B cpeaHeEM
Ha 25% Bbille, YeM NpPU MOHOreHHOM dopme 3aboneBaHus
(6,8 mmonb/n npotuB 5,4 mmonb/n) [27].

Mpn cpaBHEHUM YACTOTbl CEPAEYHO-COCYANCTbIX COOLITUI
y NaLUMEHTOB C CEMENHON FMMEPXONECTEPUHEMUEN Y MaTepPH
WK oTua 6bl10 NOKa3aHo, YTO HaciegoBaHWe 60Ie3HU MO
OTLLOBCKOM JIMHUK accouunpoBaHo ¢ 1,5-KpaTHbiM MOBbI-
LIeHNEeM pUcKa BO3HWKHOBeHMS CC3 [29]. CxoxKune aaHHble
Obl/IM NOMTy4EHbl B APYrOM PETPOCMEKTUBHOM UCCNeA0BaHMM
¢ y4yactuem 6onee yem 1300 nauyMeHTOB, 3aHECEHHbIX BO
PpPaHLY3CKUA PETUCTP CEMEWHOM TMNEPXONECTEPUHEMUN.
MauneHTbl ¢ MaTepUHCKUM HacnegoBaHuemM AedEeKTHOro
reHa ceMenHOW rmMnepxosieCTEPUHEMNN PEXKE UMENN CEMEN-
HbIi @aHaMHe3 MpPEeXAEBPEMEHHbIX CEPAEYHO-COCYANCTbIX
co6biTnin [30]. MexaHu3mbl, NexallMe B OCHOBE AaHHOMo
deHoMeHa, Hen3BeCTHbI [29].

HecmMoTpa Ha LWMPOKME BO3MOXHOCTM COBPEMEHHOIO
reHEeTUYeCKoro TecTMpoBaHusg, npumepHo y 20% nauneHToB
¢ GEHOTUMNYECKUMU NPOSBAEHUSIMU CEMENHON rnnepxose-
CTEPUHEMUUN HEe yAaeTCcs MAEHTUPUUMPOBATb MATOrEeHHbLIN
reHetmyeckun BapwuanTt [11]. MNpuynMHOM 3TOro MOryT 6biTb
KaK HacnegoBaHMe MaTOreHHbIX BapuMaHTOB C HU3KOW pac-
NPOCTPaHEHHOCTbIO, TaK M HeAOCTaTOYHas YyBCTBUTENBHOCTb
reHeTMYeCcKMx MeTooB nccnegoBanus [11, 18].

AunarHocTtuka

O6HapyKeHne CEMENHON rMnepxonectTepuHemMmn B OeT-
CKOM BO3pacTe MNPOUCXOAMT, KaK NpaBuio, npu 6UOXMMHUYec-
KOM 1ccnegoBaHWn KpoBU pebeHKa Ha GoHe Apyrux comaTtu-
YECKMUX MU MHPEKUMOHHbIX 3ab6oneBaHunm [18]. O6ycnoBieHo
3TO TEM, YTO OnpefeneHne xonectepmHa U ero ppakuum He
BXOAMT B 0ObEM AMCnaHCepHoro obcnegoBaHus (yYHUBEp-
calbHbl CKPUHUMHI) POCCUUCKUX AETEN.

AnarHocTtnyeckne Kputepmuun

MpennoxeHo HECKONBbKO KPUTEPUEB CEMENHOW MMMepPXo-
nectepuHemumun. OHM BbICOKOCNEUMOUYHDBI (CneundPpuyHoCTb
0K0J10 99%), OAHAKO XapaKTepM3YylTCS OTHOCUMTENbHO HU3-
KOW 4yBCTBUTENbHOCTbIO (25-51%) [31]. PacnpoctpaHeHue
noNyyYnnu Tak HasdblBaeMble ronnaHackue kputepuum (Dutch
Lipid Clinics Network Criteria) ang yctaHoBneHUs auarHo-
3a y B3pocnblX, Kputepun CanmoHa bpyma (Simon Broom
Criteria), moaMduunpoBaHHble KpuTepun EBponenckoro
obuiectBa no atepocknepody [10]. B cooTBeTCcTBUM C pOC-
CUWCKMUMU KNMHUYECKMMK pekoMeHgaumamu [10] ana ycta-
HOBJIEHUSI CEMEWNHON TMMNEPXONeCTeEPUHEMUMN Y IeTEN B BO3-
pacte fo 16 neT npegnaraetcs MCMNONb30BaTb KPUTEPUM
CavmoHa bpyma (cm. Tabnumuy). OHM yooGHbI ANA NpUMeHe-
HUS B NOBCEAHEBHOM MPaKTUKE U He TpebyloT NpoBeaeHus
[LOPOroCTOALLMX TaGOPaTOPHbIX UCCnefoBaHUM [32].

AmarHocTuka atepockKnepo3sa

OnpegenexHve TONWMHbI KOMMEKCa «MHTUMa — Meaua»
COHHbIX apTepui OTHOCAT K OCHOBHbIM METOAaM paHHen
[MarHOCTMKN aTepoCKnepo3a y AeTer C CEMEWHOM runep-
xonectepuHemuen [34]. Metoamka MHbopmaTMBHa elle A0
NOSIB/IEHUS KJIMHWMYECKON KapTUHbI ULWIEMWYECKON 60SIE3HM
cepaua [18]. D. Kusters n coaBT. ycTaHOBWAK, H4TO Y AETEN
C CEMEWHOW rMnepxonecTtepMHeMmnent yxxe B Bo3pacte 8 net
Hablo4aeTcs 3Ha4YMMOe YBEIMYEHUE TONLLMHBI KOMIIEKca
«MHTUMa — MeAMa» COHHbIX apTepui MO CPaBHEHWUIO C UX
300pOBbIMK BpaTbsiMKn 1 cecTpamu [35]. B nonynsaumMoHHOM
OAHOMOMEHTHOM MCCNeA0BaHMU, B KOTOPOM MPUHSAIU y4ac-
Tne 6onee 3700 yenoBeK B Bo3pacTe = 45 neT, 6bI/10 BbiSB-
JIeHO, 4TO yBennyeHue ypoBHS JIMHIM Ha 1 Mmosb/n NpuBo-
VT K YBEIMYEHUIO TONWMHBI KOMTMIEKCA «MHTUMa — Meaua»
COHHbIX apTepui Ha 5,07 MKM, a C Kax[blM MOBbIWEHWEM
KOHLIEHTpaLMK o6Lero xonectepuHa B njas3me KpPoBW Ha
1 MMOnb/N pUcK GOpMMPOBaAHKS KapoTUaAHbIX GMslEeK yBe-
nuunBaeTcs Ha 24% [36].

CKPHUHHUHI

B 2021 r. negnatpuyeCKnt CKPUHUHI MO BbISBAEHUIO
nauMeHTOB C CEMEWHOW rMNepxonectepuHeMmnen Bbii npu-
3HaH OAHUM M3 NYYWMX METOA0B MPOPUNAKTUKU HEUHPEK-
LIMOHHbIX 3a6oneBaHUi (cornacHo kputepusam Public Health
Best Practice Portal, opraHusoBaHHoOro EBponenckow
Komuccuen) [37]. Bnarogaps Takomy CKPUHKUHTY NOsIBASETCA
BO3MOXHOCTb BbISIBIEHUSA AE€TEN C CEMENHOM rMnepxonecrte-
pUHEMHWEN YXKe B paHHEM BO3pacTe, 4YTO B MOCAEayloLLEM

Ta6nuua. lnarHoctnyeckune Kputepmm Caiimora Bpyma (nepesof no sepcuu [33])
Table. Simon Broome diagnostic criteria (translated according to version [33])

AnarHos

Kputepuu

OnpeneneHHbINn
[MarHo3 ceMenHon

nJloC 0AHO U3 HUXKeNnepeYUCIeHHbIX

O6wui xonectepuH > 6,7 mMmonb/n unun JIMHM > 4,0 mmonb/n y pebeHKa < 16 net
O6wui xonectepuH > 7,5 mmonb/n unun JIMHM > 4,9 mmonb/n y nauneHToB = 16 net

KcaHTOMbI CyXOXUnum y nauneHTa, U y poacTBeHHUKa 1-# cTteneHun poacTea (poautens, 6part, cectpa,

U/ vunm

runepxonecTtepuHemMmmn | pebeHoK), Unn y poACTBEHHUKA 2-1 CTeneHu PoACcTBa (AedylWwKa, Aaad, TeTs)
u/vunm
Hanunune natoreHHbIX BapnaHToB reHoB LDLR, PCSK9 n APOB
061Kt XonecTepuH > 6,7 mmosnb/n uan JINMHM > 4,0 mmonb/n 'y peGeHka < 16 net
O6wuni xonectepuH > 7,5 mmonb/n uan JINMHM > 4,9 mmonb/n y B3pocnbix = 16 net

o NOC OAHO U3 HUXKEeNepeuUCIeHHbIX

BepoaTHbIn .

AMArHO3 CEMeHOM MHbapKT M1MOKapaa B aHaMHe3e Y POLACTBEHHWKa 2-11 cTeneHn poacTBa B Bo3pacTte Ao 50 et uiu B Bo3pacte
[10 60 neTy poAcTBEHHUKA 1-1 cTeneHu poacTBa

runepxonecTepuHeEMmm

06LWmMi xonecTepuH > 7,5 MMOSb/N'y B3POCNOro POACTBEHHUKA 1-1 UK 2-i cTeNeHn poacTBa
unu > 6,7 MMmonb/n y pebeHka, 6parta Unu cecTpbl B Bo3pacTte Ao 16 net
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NO3BOJSIUT Ha4yaTb fleyeHne NyTeM U3MEHeHUs obpasa Ku3-
HW U/WUAKM C MOMOLbBIO TMMNONUMUAEMMUYECKMX MpenapaTtos,
a TaKXXe CHU3UTb pUCK paseuTna CC3 BO B3pPOCIOM BO3pac-
Te [38]. CKPUHUHI, KaK npaBuio, OCHOBAH Ha M3MepeHuu
KOHLeHTpauun obLero xonectepuHa, NpoBeAeHUn CeKBe-
HWPOBaHMUA HYKNEOTUAHON nocnenoBaTenbHOCTM 3—5 reHoB
(LDLR, APOB, APOE, LDLRAP1, PCSK9) nnu nx KombuHaumu.
YyBCTBUTENBHOCTb M CNELMUOUYHOCTb BbISBNEHMUS MaLMEeH-
TOB C CEMENHOW rnnepxonectepuHeMmen npu KOHLEHTpa-
umn JIMHM B nna3sme KpoBu = 3,5 MMOAb/N cOCTaBnseT
90,5 n 55,3% cooTBeTcTBEHHO [39].

Bblaenstor TpyM BMAA CKPUHWMHIA: OMMNOPTYHUCTUYHECKUH,
YHUBEpPCaNbHbIM U KacKagHblin. ONNOPTYHUCTUYECKUIN CKPU-
HUHI CEMEWHOW TUMepxosiecTeEpUHEMUN npeanonaraer
HecucTemMaTM3nMpoBaHHOE, Crnopaguvyeckoe onpeaeneHue
AMNUAOB Yy NaLMEeHTOB, 06paTMBLUMXCS 3a MEAMLMHCKOM
NMOMOLLbIO B YYpPEXKAEHMUS MEPBMYHOrOo 3BEHA 3APaBOOX-
paHeHuns no N6biM npuymHam [40, 41]. YHUBepcanbHbIn
CKPUHWHI CEMEWHOM TUMEPXOSIECTEPUHEMUN OCHOBAH Ha
MacCoOBOM MccnefoBaHun npoduns NWNMAOB CPeaun nuL
B OonpefeneHHbiX Bo3pacTHbIX rpynnax [40, 41]. B CnoBeHuun
TaKON CKPUHWHI MPOBOAAT B YCMOBMAX AETCKMX MOMWMKIM-
HWK MpU yyacTuM Bcex OeTen B Bo3pacte 5-6 net [42],
a B ClLUA — B oTHoweHun 9-11-netHunx [38]. BospacTt
9-11 net cyutTaeTca OoNTUMasbHbIM AN9 aHanM3a AUNUA0B
KPOBM, TaK KaK ropMOHas/ibHble U3MEHEHUS BO BpeMs ny6ep-
TaTHOro Nepuoaa MoryT CHUXaTb KoHueHTpauwmto JIMHI, tem
caMblM NPUBOASA K YBEIMYEHUIO KONMMYECTBA NOXKHOOTPULA-
TenbHbIX pe3ynbratoB [18, 38]. CornacHo pel3ynbratam Kpyn-
Horo uccnegosaHus (> 10 Tbic. AeTen B Bo3pacte 1-2 ner),
OAHOBPEMEHHOE WM3MEPEHWE KOHLEHTPaLuKn XonectepuHa
M NPOBeAEHWE CEKBEHWPOBAHWS MO3BOAMIM OGHAPYKUTb
8 HoBbIX cnyvyaeB (4 pebeHka n 4 poauTensl) ceMemHoun
runepxonectepuHeMun Ha Kaxgble 1000 o6cnefoBaHHbIX
[20, 43]. B 2021 r. B Yexun Obln MHULMUPOBAH MWUIOTHLIN
NMPOEKT YHUBEPCANbHOIO CKPUHMHIA MO ONpeAeneHnto KOH-
LeHTpaLMM TMNUA0B B NYNOBUHHOM KPOBW HOBOPOXAEHHbIX
C nocneayLlwmnm reHeTM4eCKUM TeCTUPOBaHNEM MaAeHLEB
C KoHueHTpauuen JIMHM Bbiwe 85-ro nepueHtunsa [37].
OAMH 13 BapuaHTOB NONYASLMOHHOIO CKPUHWHIa BHEAPSET-
cq TakKe un B l[epmaHuun. MNpu aToOM y BCEX AeTEN B BO3pacTe
5-14 net npu N1aHOBOM NOCELLEHMN NeanaTpa NPoBOAMTCS
B3ATME 06pa3La KpoBW AN ONpefeNieHUs KOHLEeHTpauuu
JIMHIM. Ecnn KoHueHTpauma JIMHI npeBbllaeT YpOBEHD,
COOTBETCTBYIOWMIA 95-My MNepUEHTUIO AN AETCKOW Mony-
NAUMKN, pebeHOK HanpaBnseTcs Ha MONEKYNSPHO-reHeTnYe-
CKoe TecTupoBaHue [44].

Ha cerogHAWHWN OeHb KacKafHbl CKPUHUHI SBNSETCA
Hanbonee 3dPEKTUBHbIM CMOCOOOM BbISBEHUA HOBbIX
nauneHToOB C CeMenHoW runepxonecrepuHemunen [40, 45].
B Xofge TaKoOro cCKpuHWHra nocsie BbISIBAEHWS MauueHTa
C CEMEWHOW TreTepo3uUroTHOW TrunepxonecTepnHemmnen
NpPOBOAMUTCS fdanbHenlee o6cnefoBaHne ero 6aM3KUX poa-
CTBEHHMKOB [41]. MNpu BbIABNEHUN HOBOro HOCUTENS NaTo-
FEHHOro0 WAM BEPOSATHO-MATOreHHOro BapuaHTa HyKNeo-
TMAHOW nocnepoBaTenbHocTn reHoB LDLR, APOB n PCSK9
€ero pPOACTBEHHUKM TaKe ob6cneaytotesa [18]. CemenHyto
rMNepxonecTepuHeMmnIo y POACTBEHHMKOB MNepBOM cTene-
HW poacTBa (poauTenu, AeTn, 6paTbs M CECTPbl) MOXKHO
BbISIBUTb C BeposTHOCTbio 50%, BTOpoW (6abyliku, aedyLu-
KW, BHYKMW, OS44, TETU W NAEMSHHUKKU) U TpeTben cTene-
HU (Npageaywkn, npababylwKn U NpaBHYKK, ABOKOPOAHbIE
6paTtba M cecTpbl) — 25 n 12,5% cootBetcTBeHHO [10].
[MepBon cTpaHoM, B KOTOPOM 3PHEKTUBHO M HA MOCTOSAHHOM
OCHOBE Hayan NPOBOAMUTLCS KacKafHbl CKPUHWHI CEMEN-
HOW runepxonecrepuHemumn, ctanm HuaepnaHabl. B nepunog
¢ 1994 no 2014 r. B cTpaHe AencTesoBasna oblieHalUnoHanb-

Has W cyécuampyemasi rocyaapctBoM nporpaMma Kackag-
HOMO CKPWMHWHIra ANs BbISBAEHUS MaLMEHTOB C CEMENHOWM
rmnepxonectepnHeMmnen. 3a 3ToT nepuon 6bi10 BbIIBIEHO
6onee 28 TbiCc. NAUMEHTOB C 3TMM 3aboneBaHnem. B cBa3un
C YCMELWHOCTbIO CKPUHMHIa ¢ 2014 1. OH OblN MHTErPUpPOBaH
B CMCTEMY 3apaBooxpaHeHnsa Huaepnangos [46]. B HacTos-
Liee BpeMS KacKafHbl CKPUHWHI CEMENHOW rnepxonecre-
puHemun nposoauntca B CLUA, Bennkobputanuu, NcnaHum,
[daHunun, Hopserun n Hosow 3enanauu [41]. B Poccun Takas
nporpamma agencteyet B 13 cy6bekTax [41].

CoxpaHaTCsa CAOXKHOCTU U auddepeHunanbHon auar-
HOCTUKWM CEMEWHOW TIUMEepPXONecTepUHEMUN U MOSIUFEHHOM
ancannuaemmnn. feHeTMYecKonm OCHOBOW nocneaHen ABAs-
€TCSl He MOHOreHHas MyTauus, a Haln4yme NaToNorM4yeCcKux
BapMaHTOB B Pa3HbIX reHax, Kaxkabl N3 KOTOPbIX OKa3blBaeT
yMEpeHHoe BAUsSHME Ha dyHKUMIo 6enka [11, 47]. B cBAsun
C 3TMM Oblna paspaboTaHa WKana OUEHKU MOAUIEHHOro
PUCKa, B KOTOPOMW KaxJoOMy BapuaHTy reHa npucBavBaeTcs
onpeneneHHbln BEC U paccyuTbiBaeTcsa obwas oueHka. lMNpu
NOBbILIEHWM NMOPOroBOro 3HAYEHUs yCTaHaBAMBaETCA Nonu-
reHHasi ocHOBa runepxonectepuHemuu. NepBas WKana 6bina
OCHOBaHa Ha y4yeTe 12 BapuaHTOB OAHOHYK1EOTUAHbLIX Bapu-
aHToB B 11 reHax [11]. B nocneaytollem 6biia NnpeanoxeHa
lWKana, B KOTOpOM npeafaranocb y4ntbiBatb 165 O4HOHYK-
NeoTuaHbIX BapuaHtoB 11 reHoB; AMArHOCTMYecKas Tou-
HOCTb 3TOM LWKanbl 6blla 3HAYUMO Bbllle COOTBETCTBYIO-
Wero nokasatens y WKan NoaMreHHOro pucka ¢ MeHbLWWM
KOJINYECTBOM YYMUTbIBAEMbIX FEHETUYECKMX BapuaHToB [47].
BmecTe ¢ Tem 661510 06HapyeHo, 4To 60s1ee BbICOKME Banibl
no WKane NoUreHHOro PUcKa He KOPPENUPYT ¢ KOHLEHT-
pauwnen JIMHI B nnasme KPoOBWU U HE aCCOLIMUPYIOT C BbICO-
KUM PUCKOM BO3HWUKHOBEHWS PaHHUX cepevHO-COCYaAUCTbIX
cob6bITnin [48]. HecMOTps Ha 4YacTo paBHble KOHLIEHTpauuu
JIMHI B nna3me KpoBM Mpu MOHOMEHHOW CEMEWHOM runep-
X0NeCTEPUHEMUMN U MOAUITEHHON AUCAUMUAEMUN, MALUEHTbI
C MOHOreHHow GopMoKn MnoABepKeHbl 3Ha4MUTeNbHO 6osee
BbICOKOMY PUCKY paHHero passutna UMBEC n umetor 6onee
cna6boe cHuxeHue JIMHI Ha doHe Tepanuun cTaTuHamu [49].

JleyeHune

JleyeHrne nauMeHTOB C CEMEWHOW runepxonecrepuHe-
MWEeNn HeobXoAMMO HayuHaTb cpaldy Mocfie YyCTaHOBEHUSA
onarHosda [15, 50]. OcHoBbiBaeTcs NevyeHue B MNepBYIO
oyepeab Ha KOpPPEKLMM MWUTaHUS U M3MEHeHWn obpasa
¥KU3HU [10, 15]. OrpaHUYEHUS MUTAHUSA HE MPUMEHSIOT NULLb
K AEeTaM NepBblX ABYX JIET }KM3HW, TaK KaK B 3TOM BO3-
pacte HeobxoaAMMO obecrneynBaTb pebeHKa afeKBaTHbIM
KOMMYECTBOM Kanopunm W nutaTeNnbHbiX Beuwects [18].
M. Lampropoulou 1 coaBT. 06Hapy»KWan, 4TO y AeTEN C AnC-
nmnuaemMmuamun B BospacTte oT 3 o 14 net, HaxoAMBLUMXCH
Ha rpyaHOM BCKapM/IMBaHWM MeHee 6 MecC, KOHLEeHTpauus
JIMHIM 6b11a 3Ha4YUTENbHO BbILLE MO CPaBHEHMIO C TEMMU, KTO
Obln Ha rpyagHOM BCKapMiuBaHWM 6Gofblue 3TOro Bpeme-
HU [51]. Bonee HM3KKE KOHLIEHTpaL MK 06LLLErO XoNecTepuHa
n IMHI onpeaeneHbl Uy AeTen Ha UCKIOYUTENBHO FPYAHOM
BCKapM/IMBaHUN B CPaBHEHWW C AE€TbMMW, MOAyYaBLUMMMU
afanTupoBaHHble cmecn [51, 52].

KoppeKuns nutaHus

OCHOBHbIMW daKTopaMu paLMoHa MUTaHKs, NOBbiWato-
WMMK cofepraHue obLero xofnectepuHa B KPOBW, SBAS-
lOTCA HaCbIWEHHbIE XMUPbl U TPAHCKMUPbLI U NUWb B HE3Ha-
YUTENbHOM MEepe — XONECTEPUH MPOAYKTOB nuTaHusa [15].
COOTBETCTBEHHO, OrpaHuyeHne MnoTpebaeHns 3TUX KOoM-
MOHEHTOB [JOMIKHO ObiTb MEPBbLIM LIAroM Tepanuu JeTtew
C CEMENHOM rnunepxonectepuHeMuen ctaplie aByx et [15].
B HacTosilee Bpems B cTpaHax EBponenckoro cotosa un CLLUA



B MPaKTUKY Jle4eHUs OeTeEN C CEMEMHOM rMnepxonectepu-
HeMUWeW BHeApeHbl cneunanbHble MNUACHWKaoWwMe aneTbl
[51, 53]. OgHM M3 caMblX PaACNPOCTPAHEHHbIX — AUETHI
CHILD-1 » CHILD-2, npeanoxkeHHble AMEepUKaHCKOW aKage-
Muen negnatpuu [54]. NMaymeHTam cTaplue roga ¢ oTaroueH-
HbIM aHaMHe30M o CC3, oXXnpeHneMm, caxapHblM AMabeTom
Wnu gucnunuaeMuen pekomeHayetca auetra CHILD-1 [55],
4YTO MO3BONSET CHU3UTb 06lLlee MnoTpebsieHne XUPOoB A0
25-30% CyTOYHbIX Kanopui, HacblWeHHbIX }npos — A0 10%
CYTOYHbIX Kanopwui, OrpaHuYnTb €exeaHeBHoe noTpebre-
HMe xonectepuHa o 300 mr/cyT (eeaHeBHass Hopma
noTpebneHns XonectepuHa ¢ Nuen ana 340pOoBbiX AeTen)
[18, 53]. MeTaaHann3 paHAOMU3UPOBaAHHbIX KOHTpPONMpye-
MbIX UCCNeAOBaHMI, BKIOYABLWKX B CyMMe JaHHble 6onee
11 TbIC. y4aCTHMKOB, NoKasaJ, YTo Nnpu CobNAEHUN ONETDI
CHILD-1 KoHueHTpauus JIMHI cHuxaeTcsa B cpeaHeEM Ha
12% no cpaBHEHMIO C UCXOAHLIMU 3HAYEHUAMU B TEYEHUE
3 Mec [56]. Ecnu noBbiWweHHas KoHueHTpaums JIMHI coxpa-
HAeTcs, peBeHOK MOXeT 6biTb MepeBeAeH Ha CreayloLlyo
ctyneHb — auety CHILD-2. NocneaHsas npeanonaraet 6onee
CTPOroe orpaHu4yeHne noTpeb6neHUs HaCbIWEHHbIX XWPOB
W XonecTepuHa (HacblWEHHbIX XUPOB — A0 < 7% CYTOYHbIX
Kanopum, xonectepuHa — go 200 mr/cyt) [53]. B Poccuu
[JaHHble AMETbl HE BKIOYEHbl B KIIMHUYECKME pPEKOMeHaa-
UMW NO BEAEHWMIO MaLMEHTOB C CEMEWHOW runepxosecre-
puHemuen [10]. Pesynbratbl MPOCNEKTUBHOIO KOrOpTHOro
ncenegosanus STRIP (Special Turku Coronary Risk Factor
Intervention Project) npoaemMoHcTprpoBanu, YTo AMETA C HU3-
KM cogeprkaHnem xmpoB (30—35% oT HeoBX0AUMOro Kosu-
4yecTBa CYTOYHOW 3HEPruu) u xonectepuHa (< 200 mr/aeHb)
no3Bonser AOOUTbCSH COKPalLEHUs KOHLUEeHTpauum obliero
XOJIECTEPMHA B CbIBOPOTKE KPOBM B CPeAHEM Ha 2 MMOJb/N
W NpU 9TOM HE OKa3blBaeT HEraTMBHOIO BAUSHWUSA Ha GU3K-
4yeckoe, HEBPOIOrMYECKOE U NosIoBoe pa3Butue aeten [57].
Heo6xoaMMO MCKNOYUTb M3 pauuoHa nuTaHusa pebeHKa
C CeMenHoW runepxonectepmHemmen dactdyn, CHEKM (Mpo-
OYKTbl ONS NIEFKOro MNepeKkyca) U 3HepreTMYecKue Hamnut-
KK [55]. BaxHO, 4TOObI AETU NUTANUCb PEFYASIPHO, HE nepe-
efann M He nponyckanu npuvembl nuwm [55]. MNocnegHee
noAaTBEPKAaEeTCA pedybTaTaMn PETPOCNEKTUBHOINO OAHOMO-
MEHTHOIO UCCNeaoBaHMs, COracHO KOTOPbIM Y AeTewn C AnC-
NMNUAEMUEN, MUTAIOLWMXCA OAMH pa3 B A€Hb, KOHLEHTpaLMS
obuero xonectepuHa v JIMNHIM Bbiwe, 4eM y geteun, npuHnuMa-
IOWKUX Uy Tpu 1 6onee pas B AeHb [51]. JonosHUTENbHO
4NS KOPPEKTUPOBKM AMETHI M KOHCYNbTaLMKM No BOMpocam
nUTaHns pebeHKa MOXHO HanpaBWTb K AETCKOMY AMETONO-
ry [55]. BarKHO TaKKe OTMETUTb, YTO KJIIOYEBYIO POb B Pop-
MWPOBaHWWM 3A0POBLIX MPUBBLIYEK LETEeN UrpaloT WMX pPoau-
TeNnu, NO3TOMy A/1 NOBbLILWEHUS MPUBEPIKEHHOCTU pebeHKa
Nle4eHNI0 PEKOMEHOYETCS BOB/ieYeHue Bcen cembu [14, 55].

OPPEKTUBHOCTb TaKMX MULLEBLIX 406ABOK, KaK omera-
3-HeHacblWeHHbIE XMWPHbIE KUCNOTbI, Npenapatbl NCUAIU-
yMa U YeCHOKa, Yy AeTeN C CEMEWHOM runepxonectepuHe-
MUWEN oOLeHMBanacb B HECKONbKUX uccnegoBaHuax [15].
OOHaKo B HACTOSILLMM MOMEHT 3TU NpenapaThbl HE BKIKOYEHbI
B PEKOMEHZALMN MO NIEYEHUID CEMENHOW FMMnepxonecTepu-
Hemuun [15, 18].

YBennyeHne ¢pu3an4ecKon aKTUBHOCTH

PerynapHas ¢mnanyeckas aKTMBHOCTb AETEN C CEMENHOM
rMNEepXonecTepuHEMMEN CNOCOBCTBYET CHUMKEHUIO MaccChl
Tena W nokasartenen naunuagHoro npodwuna [10]. lMpoagon-
UTENbHOCTb €XXEeAHEBHbIX TPEHUPOBOK JOJIKHA COCTaBNATb
He MeHee 4Yaca B fAeHb [55]. Bmecte ¢ 3TMM Heo6xoanMMo
COKPaTUTb ManoMNOABMMKHbIE NEPUOALI Ha MPOTSAKEHUUN HS,
M B YaCTHOCTM NPOAOCIKMUTENBHOCTL MPOCMOTPa TeNeBM3opa.
M3BeCcTHO, Hanpumep, YTO B Bo3pacte 8—12 neT KaxAbln

LOMONHUTENbHBIN Yac TaKOro BPeMsAnpenpoBOXKAEHUS KOp-
penupyeT C MNOBbIWEHUEM KOHLIEHTPaLMKU TPUIULEPHNLOB
n cHuxeHuem JMBIMN [58].

MeamKaMeHTO3Hoe JleYyeHne

CraTuHbI

CTaTMHbl — OCHOBa Tepanuu NauMeHTOB C CEMEeNHOM
runepxonectepuHemuen nwb6oro Bo3dpacta [10, 15]. Mexa-
HU3M WX OENCTBUSA CBSA3AH C UHIMOUPOBaAHMEM 3-TMAPOKCHU-
3-MeTUArITapua-KO3H3MM A pefykTasbl U CHUMKEHUEM
6uocuHTe3a xonectepuHa B neyveHn [10, 15]. Kpome TOrO,
6narogaps aktmeusaumn peuentopos JIMHI Ha KneTo4YHoM
NOBEPXHOCTU CTaTUHbI CNOco6CTBYOT BbiBeaeHuto JIMHI
M3 KpoBoToKa [59]. B Poccuu paspelleHbl K NpUMMEHEHUIo
y OeTel Takue npenapatbl, KaK atopBacTaTuUH, po3yBacTa-
TUH, CMMBAaCTaTWH, NI0OBacTaTUH, NpaBacTaTuH K dnyBacTa-
TWH [18]. JleyeHne HayuHalT C MUHUMaNbHOM A03bl (PO3Y-
BacTtatuH 5 mr/cyt, atopBactatuH 10 mr/cyT, cuMBacTaTuH
10 mr/cyTt, npaBacTtatiH 20 mr/cyT, noBactatnH 10 mr/cyT)
C nocneaywolmMm ee MNoBblLEHWEM Kaxable 6-8 Hea npu
HegocTaTo4HOM OTBeTe Ha Tepanuto [18, 50]. B yacTHoCTH,
y oeten B Bo3pacte 8-10 net He3aBUCUMO OT Mofla pPeKo-
MeHayeTca [obutbes CHuxeHua JIMHM < 4,0 mmonb/n,
nnn Ha 50% OT MCXOAHbIX 3HAYEHWUW (A0 NeYeHus), y AeTen
ctapwe 10 netr — < 3,5 mmonb/n, a npu Hann4mmn CC3 aTe-
POCK/IEPOTMYECKOrO reHe3a — < 1,8 mmonb/n [10, 15]. Ana
OTCNEXMBAHUS HeXenaTebHbIX peakuun y AeTen Ha cTaTu-
Hbl Kaxkble 6—12 Mec He06Xx0aMMO onpeaensiTb aKTMBHOCTb
TpaHcamuHa3 U KpeaTuHdochoknHaszbl [15, 18]. Y geten,
B OT/IM4ME OT B3POC/bIX NMALMEHTOB, HEXKEeNaTeNbHble peakK-
UMW Ha cTaTMHbl BO3HMKAOT KpalHe peaKko (4actota —
OK0MNo 1%) W, KaK npaBWiO, MPOXOAAT CaMOMNPOM3BOJIbHO
[50, 60]. MetaaHanna 10 paHOOMM3MPOBaHHbLIX Maauebo-
KOHTPOIMPYEMbIX UCCNEfOBaHWUM (CpeaHM BO3pacT y4acTHU-
KoB — 13 neT) noKasan, YTo CTaTUHbI XOPOLWIO NepeHocaTcs
B JE€TCKOM BO3pacTe M He BAUSIOT Ha POCT M MOSI0OBOE Pa3Bu-
Tne pebeHKa [61, 62]. YCTaHOBMIEHO TaKKe, 4YTO NMpu Havane
Tepanuu ctaTuHamMu B MUHUMabHOW A03UpoBKe B 10-neT-
HEM BO3pacTe K COBEpPLIEHHONETUIO KoHueHTpauusa JIMHM
B KpoBM Ha 15% HUKe, 4Yem Yy HesneyeHbIx nauuneHTos [15].
lMoKa3aHO TaKKe, YTO CTaTWMHbI 3aMeansioT NPorpeccupyto-
uee yBennyeHne TONLWMHBI KOMMIEKca «MHTUMa — meauar
COHHbIX apTepun y AeTen C CEMENHOM TUnepxonecTepuHe-
Muen [63]. Mo gaHHbIM MHOMOLIEHTPOBOrO WMCCAeAOBaHUS
CHARON (Hypercholesterolemia in Children and Adolescents
Taking Rosuvastatin Open Label), Temnbl yBeiM4eHUS TONLWK-
Hbl KOMM/IEKCA «<MHTUMa — MeAna» COHHbIX apTepui B rpynne
[eTer C CeMEeNHOM runepxonectepMHeMuen B BO3pacTe
6-17 net Ha PoHe Tepanuu cTaTUHaMu 6blIn B 2,5 pasza
HUXKE, YeM B rpynne cMbNnHroB 6e3 ceMenHOoW runepxosne-
CTEepUHEMUN. ITO NPUBENO K TOMY, YTO yXKe yepe3 2 roga
TONWMHA KOMMAEKca «MHTMMa — MeAMa» COHHbIX apTepui
B rpynnax He pasnuyanacb (XOTs MICXOAHO TOMLMHE KOMMEK-
ca «MHTMMa — MeAuna» COHHbIX apTepuit Gbla Bbllle B rpynne
[eTEN C CEMENHON rnnepxonectepuHeMunen) [63].

UHrmbutop abcopbumnm annmuagoB

Mpn HeOoOCTUXKEHUM UEeneBon KOHUeHTpauuu JIMHIM
B TeyeHne 4—-6 Hea NPUMEHEHUs MaKCUMMallbHO MnepeHo-
CMMOM [O03MPOBKM CTaTMHa peKomMeHayeTcss fgobaBfieHue
npenapata ¢ APYrMM MEXaHU3MOM TMNOAUNUAEMUYECKOrO
nencteus [55, 64]. B yactHoctH, B Poccuun y geten ¢ 10 net
paspelleH K NPUMEHEHNIO CENEKTUBHbBIN MHIMOGUTOP BCachl-
BaHWSA NTMNUAOB B KMLWEYHUKE 33eTUMMG. [penapat xopoLwo
NEePEHOCUTCS, MOMXKET MPUMEHSATLCA NPW HapyLWeEHUAX QYHK-
LMW MEYEHM U MOYEK U B KOMOMHaLMKW CO cTaTuHamu [15].
B paHaoMu3npoBaHHOM nnaueb60-KOHTPOMPYEMOM MKCChe-
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[0BaHMK 6bI1I0 YCTAHOBMEHO, YTO Yeped 12 Hea nocne Hava-
Na Tepanuu 33eTMMUB0OM KoHueHTpauwms JIMHI cHuxkaeTcs
Ha 27%, a KOHLUEHTpaLunKn obuiero xonectepmHa — Ha 21%
OT UcxogHoro ypoBHs [55]. Mpn KoMBMHaLMK 33eTUMKUBa Co
CTaTMHaMU CHUXKeHUe KoHueHTpauuu JIMHIM < 3,5 mmonb/n
6blN0 3aperucTpmpoBaHo 6onee yem y 90% aeten no cpas-
HeHuto ¢ 53% peTen, NofayyYaBWWX TOIbKO MOHOTepanuio
ctatMHamu [55].

WHrnémntopsl PCSK9

Y 60/1blLIOr0 KONMYECTBa NaLUMEHTOB C CEMENHON runep-
X0/IeECTEPUHEMMUEN HA MOHO- MAM KOMOWHMPOBaHHOW Tepa-
NUK He yaaeTcs AOCTUYb LeneBbix 3HadyeHun JIMHIT u Takum
06pa3oM CHU3UTb PUCK BO3HMKHOBEHWSA paHHMX CC3 [14].
TaK, MO AaHHbIM KOropTHoro uccnegoBaHus SAFEHEART
(Spanish Familial Hypercholesterolemia Cohort Study, yyacTt-
HWKW — nauueHTbl = 18 neT), B pesynbraTe Tepanuu ctatu-
HOM (MOHOTEpanus WA KOMOGUHaLMUA C 93E€TUMUOOM) KOH-
ueHTpauun JIMNHMN < 1,8 mMmonb/n 1 < 2,5 MMonb/n yaanocb
OOCTWUYb NULWb Y OKOMO 5 1 22% NaLMeHTOB COOTBETCTBEHHO.
Mocne go6aBneHns K aTon Tepanun mHrubutopos PCSK9
yepes 2,5 roga uenesoe cHukeHue JIMHIM 6bi10 4OCTUTHY-
TOy 67 n 80% coOTBETCTBEHHO [65]. B HacToslee Bpems
MHrnéumTopbl PCSK9 annpoKymab v 3BONOKyMab — aBa Hau-
60s1ee N3y4YeHHbIX Npenapara aTon rpynnbl [64]. PesynbTtathl
pPaHAOMUW3UPOBAHHOIO ABOMHOIO C/ENoro niawuebo-KoHTPo-
IMPYEMOr0 UCCNefoBaHUs, BRKIOYABLIErO JeTeil C retepo-
3UrOTHOM CEMENHON rMnepxonecTepMHeMMen B Bo3pacTe oT
10 po 17 neT, noKasanu, 4To nocne 24 Hed nevyeHus B rpynne
3BOJIOKYyMaba CHUKeHWe KoHueHTpauun JIMHIM 6bino 6onee
Bblpa*EHHbIM, 4yeM B rpynne nnaue6o (-44,5% npotus
-6,2%) [66]. B Poccun y pgeten ¢ roMo3urotHon ¢opmon
CEMEWNHON runepxonectepuHemmen craple 12 net K npwu-
MEHEHUIO paspelleH TofbKo 3Bosiokymab [10]. lMpenapat
npeaoTBpallaeT gerpagauuo peuentopos JIMHI, yBennyu-
Bas UX AOCTYMHOCTb 419 LMpKyaupyowmnx yactuy, JIMHM [67].

CeKBEeCTPaHTbI KENYHbIX KUC/IOT

CeKBEeCTpPaHTbl XeN4YHblX KMCNOT — npenapaTbl BTOPOM
JIMHUK QNS NeYEHNs CEMENHON runepxonectepuHemmnn [14].
CeKBECTPaHTbl YKEeNYHbIX KUCAOT CHUXKalT KOHLEHTPaLMIo
JIMHI Ha 10-20%, cBA3blBas XKen4Hble KUCNOThbl B MPOCBETE
KuleyHnKa [14]. OgHaKo MX NpUMEHEHUE COMpPoBOXKAaeTCH
BbICOKMM PUCKOM BO3HWKHOBEHMUSI HeXenaTeNbHbIX peak-
LIMA CO CTOPOHbI KEeNyao4HO-KMLIEYHOro TpaKTa (TOWHOTa,
pBOTa, AMapes, cTeaTopes, NoBblIlWEeHHOE ra3o06pa3oBaHme)
N CHUXKEHUS BcacbiBaHUS GONMEBOM KMUCOThbl U HUPOPACT-
BOpMMbIX BUTamuHoB [14, 18]. B Poccun nekapCTBEHHbIE
npenapatbl 3TOM rpynnbl He pa3pelleHbl AN NPUMEHEHKUS
y aeten [18].

MHHOBaLMOHHbIE NeKapCTBEHHbIE CpeacTBa

Jlomutanng — WHIMOGUMTOP MUKPOCOMaNbHOro 6enka-
nepeHocyYmMKa Tpuramuepnaos B nedvyeHn [68]. lpenapaTt
BbI3blBaeT CHWMXXeHWe KoHueHTpauun JIMHIM go 50% 4yepes
26 Hep oT Hayana nedveHus [64]. Bo Bpema Tepanun Heob6-
XOAMMO MPOBOAWNTb MOHUTOPUHI @aKTMBHOCTU TpaHCaMWHa3,
TaK KaK 4yacToW HexenaTefNbHOW peaKkuuen Ha noMutanung
ABNSETCH XKupoBas 60ne3Hb nevyeHun [59]. B peTpocneKTus-
HOM KOropTHOM MccnegoBaHWMM Gbl10 NMOKa3aHo, YTo Mpu-
MEHeHWe NomMuTannga MOXKET aHHYAMpoBaTb MOTPEGHOCTb
B adepese nunonpotenaos y 80% nauMeHTOB B CBA3MU
C Bblpa)XeHHbIM (B cpefHeM Ha 68%) CHUXKEHUEM KOHLIEH-
Tpauuu JIMNHM [64, 69]. Y aeten ¢ romo3urotHon dopmon
CEMENHON TUnepxonecTepuHEMUU NPUMEHEHME NomMUTanMaa
B TedyeHne 20 Mec TaKKe NPUBOAUT K 3HAYUTENIbHOMY CHMU-
YEeHUIo KoHueHTpauuu JIMHI, B cpegHeM Ha 58% oT ucxoa-

HbIX 3Ha4yeHnn nokasatens [70]. OgHaKo 3TOT npenapaT He
paspelweH ans NPUMEHEHUS Y AeTel U MOXET HasHavaTbCs
TO/IbKO B paMKax NporpamMmbl paHHero goctyna nauueHToB
K He3aperncTpupoBaHHbIM IeKapcTBeHHbIM cpeacTteam [70].

MunomepceH — MHLEKLIMOHHOE NEKAPCTBEHHOE cpea-
CTBO, WMHIMGMpyoWee MPOAYKLMIO BCEX NMMOMPOTEUHOB,
coaepxalnx anoB [15, 68]. B paHgommnanpoBaHHOM nnave-
60-KOHTPONNPYEMOM MCCNefoBaHWN BGbIIO YCTAHOBMIEHO, YTO
MuUnomMepceH 4yepesd 13 Hen CHuKan KoHueHTpauuio JIMHIM
Ha 22% v anoB — Ha 20%. OgHaKo y nauMeHTa N3 OCHOBHOM
rpynnbl Ha 15-1 Hea nevyeHns pa3BuiCcs YyMEPEHHbIM CTeaTos
nevyeHn, o6paTtUMbl Nocne NPeKkpaweHns UHbEKLUI MUMNO-
MepceHa [71]. B EBponeickom coto3e u CLUA munomep-
CeH 006peH K NpMMeHeHuto y geten ctapwe 12 net [72].
B Poccun npenapat He 3apernctpupoBaH.

9BUHaKymab — uHrnbutop ANGPTL3 — MOXKeT cTaTb
HOBbIM TepaneBTUYECKUM CPEeACTBOM AN JeYeHus nauu-
eHToB ¢ aucnunuaemuen [55]. ANGPTL3 — aHruonos-
TUH-NMOAOGHbLIN 6EeNOK 3, KOTOPbIN UrpaeT KI4YeBY POb
B MeTabonuame nunuaos [72]. Ero nHrmbrnposaHue B nepu-
depryecKom KpoBM NO3BOJISET JOOUTLCA CHUKEHUSA KOHLIEH-
Tpauuu Tpurnuuepunaos v JIMHI, npu atom gedunumt 6enKka
acCoLMMpPOBaH C OTHOCUTENIbHO HU3KUM PUCKOM pPasBUTUS
CC3 [73]. 3BMHaKymab ogo6peH K MPUMEHEHUIO Yy OeTen
C FOMO3UTroTHOM GOPMOM CEMEWHON rMnepxonecTepuHeMmnm
B CLUA ¢ 12 net [73]. B Poccun nHrnéutop ANGPTL3 He
3aperncTpupoBaH.

MHKNMCcUMpaH — MoNleKyna wmanonm uHTepdepupyto-
wen PHK, KoTopas anuTenbHO WMHrMbupyetr cuHTes PCSK9
[74, 75]. B paHAOMU3UPOBAHHOM MaLeb0-KOHTponpye-
MOM McCnefoBaHWK GblI0 NOKA3aHO, YTO UHKAUCUPAH CHU-
aeT KoHueHTpaumto JIMHI y nauMeHToB C retepo3uror-
HOM OopMON cemenHon runepxonectepnuHemun Ha 48%
no cpaBHeHWO ¢ nnauebo [76]. NMpenmywecTBOM AaHHOro
npenaparta SBASETCA AAUTENbHbIA MHTEpPBaN A03MPOBaHMUS
(BBOAAT MOAKOMXKHO 2—3 pasa B roj), YT0 MOMKET MOBbLICUTb
NPUBEPKEHHOCTb NalUMEHTOB fiedeHuto [74]. Ha cerogHsLw-
HWUM OeHb 6€30NacHOCTb, NEPEHOCUMOCTb N 3DPEKTUBHOCTb
MCMN0/Ib30BaHNA MHKIUCUpPaHa y AeTen B Bo3pacTe oT 12 neT
ucecneayetca B ABYX MHOMOLEHTPOBLIX WMCCNEAOBaHUAX —
ORION-13 1 ORION-16 [77].

Adepes nmnonporengos

B cootBeTctBMM ¢ poccucKumM [10] 1 3apybeHbIMU
KIMHUYECKUMWU peKoMeHaaumsamu [68] no BedeHMo nauu-
E€HTOB C CEMENHON rMnepxonecTepmuHeMmUeEn Npu OTCyTCTBUMU
OTBETa Ha JIEKApCTBEHHYIO Tepanuio y nauueHToB ¢ romo-
3UrOTHON GOPMOWN CEMEWHOM TUMNEPXONeCcTEPUHEMUN UK
TAXKENON reTepo3nroTHorM GopMorn ceEMENHOM runepxonecte-
pUHEMWM pEeKOMeHAyeTcs npoBeaeHue adepesa MNnonpo-
TenagoB. 310 goporoctosias, Ho addeKTuBHaa npoueaypa
3KCTPAKOPMNOpanbHOro yaaneHus NMnonpoTenaos M3 nnas-
Mbl KpoBu [14, 64]. C nomMollblo adepesa yaaeTcs CHU3UTb
KoHueHTpauuto JIMHIM B cpeaHem Ha 50-70% [68], a ero
pesynbTaTbl COXpaHsaoTca A0 2 Hen [64]. Ecnn He yaaeTtcs
[OCTUYb LeneBblx 3HadYeHun JIMHIM, adepes nMnonportenaos
NpPOBOAAT C NepnoanyHocTbio 1 pa3d B 1-2 Hefd 'y NauUMEHTOB
C FOMO3WUroTHOM GOpPMON CEMENHOW TUNEepxosiecTepuHe-
MUK U 1 pa3 B 2—4 Heg — Yy NaLUMEHTOB C reTepo3nroTHOM
dopmon cemenHon runepxonecrepuHemmnn [10]. OgHako
3TO MHBA3MBHas MaHUNyNSALMUS, KOTOpas HeraTMBHO BAUSIET
Ha KayeCTBO }KM3HM MalMeHTa M MOXKET COMPOBOXKAATHCS
TaKUMW HexenaTesNbHbIMU peaKkUuMsaMK, KaK KpoBomnoTeps,
aHeMus, TMNoTeH3us, ronoBHble 6onn [55]. Abepes nuno-
npoTENAOB Y MauMeHTOB C FOMO3UIoTHOM GOpPMOMN ceMen-
HOW rMNepXxonecTepuHeMUM PEKOMEHAYETCH HayYuHaTb yXKe
B 7-neTHem Bo3pacTe [10].



TpaHcnnaHTayns ne4eHm

TpaHcnnaHTauns neyeHn — AOMNOSHUTESNbHBIM BapuaHT
Nle4eHNs 1eTeN C roOMO3MroTHOM GOPMON CEMEWHON runep-
XONECTEPUHEMMUHK, Y KOTOPbIX HE yAaeTcs AOCTUYb LieNeBbIX
3Ha4veHun JIMHI npyv NpUMEHEHUU TUNONMNUAEMUYECKUX
npenapatoB u adepesa nunonpotenaos [14, 17]. YacToTa
NPUMEHEHMS 3TOr0 METOAa B MUPE HEM3BECTHA MO NPUYNHE
OTCYTCTBMS M0OGaNbHOro perucTpa naumMeHToB ¢ TpaHcnaaH-
Tauuen nedvexu [78)]. B pesynsrate ycnewHon TpaHcnaaHTa-
UMK yaaeTcs BOCCTaHOBMTb aKTMBHOCTb peuenTtopos JIMHI
1 TaKnM 06pa3om JobuTbes 3aMeTHOro (40 80% OT MCXOAHbIX
3Ha4YeHM B Te4yeHMe MecsiLa Nnocne onepaumn) CHUKEHUS
KOHUeHTpauwmu JIMHI [14, 78], a Takke 6bICTPON perpeccuu
KOXHbIX U CyXOXMNbHbIX KCaHTOM [78]. B fAnoHnn 10-netHas
BbXXMBAEMOCTb NMOC/e TpaHCMIaHTaLUnn NneYyeHn npesbiaeT
70% [78]. B Poccun nauuneHtam ¢ roMo3urotHon dopmon
CEMENHON TMMNEepxonecTepuHeMmUn TpaHCMAaHTaumio neye-
HW He npoBoAAT. locTTpaHCMNaHTaLUOHHbBIE OCMIOXKHEHUS,
HexBaTKa AOHOPOB M HEOOXOAUMOCTb MOXM3HEHHOW MMMY-
HOCYNPEeCCMBHOW Tepanuu orpaHu4MBatoT 6onee LWMpPOKoe
NPUMEHeHKe 3TOro MeToja fieyenus [14].

MporHos

CemeiHasa runepxonecTepMHeMus xapakTepusyeTcs paH-
HUM pa3BUTMEM aTepoCKiepo3a BCNeACTBME AJIUTENbHO-
ro BO3AENCTBUSA BbICOKMX KOHLEHTPAUMM LIMPKYIUPYIOLWMX
JINHMN Ha cTeHKy apTepuanbHbix cocyaoB [79]. Mpu oTcyT-
CTBUM NeveHns puck passutua NBC y naumeHToB ¢ ceMeNHON
runepxonectepuHemmen B 10—-20 pa3s Bbille, YeM y Ntogen
6e3 runepxonecrepuHemumn [80]. CBOEBpeEMEHHOE Havano
Tepanuu cTaTUHaMW OETEN C CEMEWHOM runepxonecrTepu-
HEMWEN MNPUBOAMT K CTaTUH-OMOCPELOBAHHOMY CHUMEHWIO
JINHN, yto npepoTBpaLLaeT pa3sutne CC3 [15]. B yacTtHocTH,
Obl/10 YCTAHOBJ/IEHO, YTO CPEAN MALMEHTOB C CEMEWHON runep-
xonectepuHemunen B Bo3pacte 30 feT, nonyyaBLlUMX eyeHne
cTaTMHaMK C AeTCcTBa (BCe B TeyeHune 2 neT B paMKax Kiu-
HUYEeCKOro uccnegoBaHusa n 82% B TeyeHue NocneayoLmx
10 net B pamKax 0Obl4HOW KAMHU4YEeCKoW npaKktuku), NBC
otcytcTBoBasna y 100% [81]. Y poautenen y4aCTHMKOB Ucche-
[0BaHUS, KOTOPbIM TaKe Obll MOCTaBNEH AWArHO3 cemen-
HOW rMnepxonecTepuHEMUm, HO Ie4HeHne KOTOPbIX BblN0 Hava-
TO NO3¥e noapocTkoBoro nepuoga, MBC B Bo3pacte 30 net
otcytcTBoBasna y 93% [81]. U3BECTHO TaKXe, YTO CHUXEHUe
KoHueHTpauuu JIMHIM Ha 1 MMOAb/n acCoOLMUPYET CO CHUMKE-
HUEM pUCKa ceplie4HO-COCYAUCTLIX OCTIOXHEHUIN Ha 22% [64].

MepcneKTMBHbIE HanNpaB/eHUs UCCNef0BaHUN

3a nocnegHve 5 net yaanocb A06MTbCA 3HAYUTENbHOMO
nporpecca B reHHoW Tepanuu 6GonesHen yenoseka [82].
[MpMMeHeHWe reHHON Tepanun y 60/bHbIX C CEMEMHOM runep-
XONecTepuHeMUEN MOXET ObiTb TaKXe MepCneKTUBHbLbIM
MEeTOAOM JieyeHus. B 4acTHOCTM, yyuTbiBasi, 4TO CeMeMn-
Hasa runepxonectepuHemus B 85-95% obycnosneHa nato-
reHHbIMW BapuaHTamu B reHe LDLR, BOCCTaHOBEHUE €ro
GYHKLMM C MOMOLLBIO FEHHbIX MPENapaTtoB MOXET MPUBECTH
K YCTOMYMBOMY CHUXKEHWIO KOoHUeHTpauun JIMHM n perpec-
CUW aTepoCKNIEPOTUYECKUX 3aboneBaHUM C MUHUMaASbHbI-
MM NOB60YHbIMK adpdeKTamu [64]. Hanbonee apdEKTUBHbBIM
W TOYHbIM METOAOM KOPPEKLMU HYKEOTUAHOM mnocnenoBa-
TEeNbHOCTU LieNIEBbIX FTEHOB ABNSETCA PeAaKTMpPOBaHWE reHo-
Ma ¢ ucnosb3oBaHneM cucteMmbl CRISPR/Cas-9 [83, 84].
B mopenu Mbiwen ¢ ToyeyHoW MyTauumen reHa LDLR npwu-
MeHeHue cuctembl CRISPR/Cas-9 nossonano [o6uTbes
4acTUYHOro BoccTaHoBeHus akcnpeccun LDLR B renatoum-
Tax WU, KaK CneactBue, 3Ha4YUTENbHOrO CHUXKEHUS KOHLEHTpa-
MM obLLero xonectepuHa, Tpurnnuepunaos v JIMHI B Kposy,
a TaKXe yMeHblleHUs pa3mMepoB Yxe o6pa3oBaBLIMXCA

aTepoCKNEepPOTUYECKUX BNdlWeK B aopTe Ha 72% (B rpynne
KOHTPOSISt He 6bl10 3adUKCUMPOBAHO YMEHbLUEHMSA Mnowann
aTepocKNepoTUYecKux bnsuwek) [84, 85].

B HacTosillee BpeMs aKTMBHO M3y4aloT HOBble 6GMWO-
MapKepbl AN AWArHOCTUKKU AUCAUMULEMUI elle Ha AOKIU-
HUYECKOM CTaguM KaK Yy B3pOC/blX, TaK M y aeten [86].
MepCcneKTUBHbIMKU C 3TOM TOYKM 3PEHUS MOryT OblTb OKMC-
JNIEHHblE NUNUAbl (B YaCTHOCTH, OKMUcNeHHble JIMHI 1 oKkuc-
NIeHHble pochonunubl), TMAONPOTENH X (@HOMabHbIN UMO-
NPOTENH, codepKalmi 60Mblioe KONMYEeCTBO CBOOGOAHOro
obuero xonecteprHa U ochonmMnnaoBs, a TakKe HeboNbLLoe
KONM4ecTBO anonunonpotemHa E), nMnonpoTenH-accouunu-
poBaHHasa docdonmnaza A2 (auetTunruaponasa, aKTUBUpPYLO-
was TpoMoOouMuThl), UepaMuabl (KOMMAOHEHTbl KNETOYHbIX
Memb6paH) [86]. PesynbtaTtbl NPOCMEKTUBHONO KOrOpTHOro
ncenenoBaHus, BKAoYasLwwero 6onee 700 y4acTHUMKOB B BO3-
pacTte ctapuwe 18 net, NpoAEMOHCTPMPOBaANM BO3MOXKHOCTb
MCNOSIb30BAHWUA COOTHOLIEHUS OKUCNEHHbIX docdHonnnmnaos
K anoB Kak He3aBWCMMOro (0T TPaAMLMOHHBbIX aKTopoB
pucKa) npeanktopa 10-neTHEro pucka pasBUTUSA CepaeyHO-
CcocyamcTbIX cobbiTuh [86]. B paHOoOMW3MpoOBaHHOM MnaLle-
60-KOHTPONMPYEMOM MCCNEeaoBaHUKU 6blfo BbISBAEHO, 4YTO
y AeTen C retepo3vroTHOM CEMENHOW rMnepxosiecTepuHe-
MUEN TaKKe PErncTpupyrtoTCs NOBbLIWEHHbIE KOHLIEHTPpaL MK
NMnonpoTerH-accounmnpoBaHHon docdonunasbl A2, KoTo-
pble 3HAa4YMTENbHO CHUXKANUCh MNOC/e Havyana Tepanuu cTaTm-
HaMK1 U KOPPENNPOBAN C UBMEHEHUAMM TONLMHBI KOMMIEK-
ca «MHTMMa — Meguma» COHHbIX apTepui [86]. Hebonbluoe
KO/IMYECTBO MCCNeAoBaHWUM HOBbIX AMArHOCTUYECKMX OGMO-
MapKepoB CEMENHOM MMEPXOECTEPUHEMUN Y AETEN Orpa-
HUYMBAET UX NPUMEHEHWE B NOBCEAHEBHOW NpaKTuKe [86].

MccnegoBaHus nocnefHux NET HanpasfeHbl Takke M Ha
NMOUCK HOBbIX HEMHBA3WBHbLIX CMOCOOOB CKPUHWHIa CeMen-
HOW runepxonectepnHemun. Tak, nsydaetrcs 3adPeKTMBHOCTb
CKPUHUHIa CEMEWHOW TMnepxonecTepMHEMUM Ha OCHOBa-
HWW A@HHbIX O KOHLEHTpauun obLLero xonectepuHa B CiatoHe
neten [87]. ByacTHOCTH, 6blf10 YCTAHOBMIEHO, YTO MeAnaHa KOH-
LIeHTpaLuKn 06LLEro Xo/leCTEPUHA B CIIOHE Y IETEN C CEMENHOM
runepxonectepuHemumen 6oina Bbllle, YEM Yy NauMeHToB 6e3
ancannuaeMun. OgHaKo Koppensuum Mexay ypoBHeM obLero
XONecTeprHa B CMOHE M Nna3Me 06HapyXeHo He 6b11o [87].

3AKJ/IIOMEHME

CeMenHas runepxonectepMHemMms — pacnpoCcTpaHeH-
HOe MOHOreHHoe 3abonieBaHue, NpoTeKaloLee ¢ BbICOKMMM
KOHLEHTpaumsamun obliero xonectepuHa w JIMHI B nnas-
Me KpoBW. [nnTenbHOe BO3AENCTBME BbICOKMX KOHLIEHTpa-
LM aTeporeHHbIX MMNONPOTENAO0B Ha CTEHKY apTepuanbHbIX
COCyOB MpUBOAMUT K npexaeBpemMeHHomy passutuio MBC.
CemenHas ruvnepxonectepMHeMmns Hacnegyetcs no ayTo-
COMHO-AOMWHAHTHOMY TWMY, MO3TOMY MPW BbISBAEHUN HOCK-
Tena naTtoreHHoro BapuaHTa HeobxoauMo obcnegoBaHue
€ero POACTBEHHWKOB MO MPWMHLIUNY KACKagHOro CKPUHMHrA.
CeMenHbIM aHaMHe3 paHHUX CepAedYHO-CoCcyanCTbIX 3abose-
BaHWM U NOBbILUEHHbIE KOHLEHTPaL MK 06LEro XxonectTepmHa
n JIMHM 9BRgioTca KNOYEBLIMU KPUTEPUSAMUM 019 Hanpas-
NeHus pebeHka K npodwuibHOMY creunanucty (OeTcKkomy
Kapauonory, npoweawemMy AOMNOAHUTENbHYIO MNOArOTOBKY
no NMNUAONOIMK) ANA PELUEHUs BONpoca O HEOBGXOAMMOCTH
NpOBeAEHNS FTEeHETUYECKOro TeCTUpoBaHUs. JledyeHne peten
C reTepo3uroTHonm GOpPMON CEMEWHOM runepxonecTepuHe-
MWK HEOBXOAMMO HayMHaTb ¢ MoANDMKALMK 06pa3a KU3HHK
M B MEpBYlO o4yepedb C Ha3Ha4YeHUs AWUETbl C NMOHWUMKEHHbIM
COAEPKaHMEM KMPOB M OrpaHUYEHNEM EXXELHEBHOI0 NOTPE6-
neHuns xonectepuHa. B 8-10-neTHeM BoO3pacTe K Tepanuu
MOTyT 6bITb A0GaBMEHbl TMNONMNUAEMUYECKUE npenapartbl.
[eTtam ¢ roMo31MroTHOM GOpPMOKN CEMENHOW TMNEPXONecTepu-
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HEMWM MeAWKaMeHTO3HOe NeYeHne Heo6X0ANMO Ha3HaYUTb
cpasy nocne ycTaHOBMEHWA guarHo3a. PaHHee BbiiBNeHWe
CEMENHOM rMnepxonecTepnuHeMnn y 4eTEN U CBOEBPEMEHHOE
Hayano aJeKBaTHOM NUMNUACHMXKAOWEN Tepanuu No3BONST
YMEHbLNTb PUCK NPOrPECcCUPOBaHNA aTEPOCKIEPO3a U, Kak
CneacTBMe, PUCK MHBaNMAM3auMM M CMEpPTU OT CepAeyvHO-
CoCcyancTbiXx 3aboieBaHKI B CTaplleM Bo3pacTe.

UCTOYHUK ®PUHAHCUPOBAHUSA

Pa6oTa BbinonHeHa npu ¢drMHaHCOBOW noaaepxKe KasaH-
CKOrO rocyapCTBEHHOro MEAULIMHCKOro yHWBepcuTeTa,
rpaHT MexayHapoAHOro Hay4yHOro coBeTa A/ MONOAbIX
yyeHbIx (nonydyatens — CanaxoBa K.P, 2022).
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