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Pesiome

Beepenue. CemeliHas runepxonectepuHeMus SBRseTcs Hambonee pacnpoCTpaHeHHbIM B MONYNSLMM MOHOrEHHbIM 3ab0neBaHMEM
C NPeUMYLLECTBEHHO KOLAOMMHAHTHbIM TUMOM HacnenoBaHus. C Lenbio paHHero BbISBEHUS CEMENHOW TMnepxonectepuHemMmm
MCNONMb3YIOTCA Pa3NYHble CKPUHWHIOBbIE METOLMKM, B T. 4. METOA, KAaCKAAHOrO CKPUHMHIA, KOTOPbIA MOXET ObiTb NPsAMbIM — OT
poauTens K pebeHky u 06paTHbIM — OT pebeHka K poauTento.

Uenb. MpoBectn aHanun3 3hHeKTMBHOCTU AETCKO-POAUTENBCKOrO KACKaAHOTO CKPUHUHIA LS PAHHETO BbISIBIEHUS HOBbIX NaLy-
enToB ¢ CMXC.

Matepuansl n MeToapl. MiccnenoBaHune nposoaunnocsh Ha 6ase MbY3 «[ANKb uM. 3.A. bawnsesoi [13M» ¢ aHBaps 2022 r. no asrycrt
2024 r. [JeTcko-poamUTenbCKUIM KacKalHbli CKPUHUHT BbIMONHEH B ceMbsiX 364 nHAekcHbix naumeHTos (0-18 net) c Bepudpuumpo-
BAHHOW CEMEWHOM rmnepxonecTepuHeMmnent.

PesynbTathl. B X04€ KackagHOro CKpMHUHIA 6bia BbisBneH 581 HOBbIM HONbHOW CEMEMHON rMNepxonecTepuHeMmnent, B Ymucne
KoTopbix 43 pebeHrka (7,4%) ot 1 no 18 net, 28 Monoabix B3pocnbix (4,82%) ot 18 no 30 net; 332 yenoseka (57,14%) B Bo3pacTe
ot 31 no 50 netn 178 yenosek (30,64%) B Bo3pacTe cTtapue 51 roga. OueHka 3pPeKTUBHOCTM KAaCKaAHOrO CKPUHUHIA NO3BOAMNA
ONpeaenuTb, YTO Ha OAHOM0 MHAEKCHOTO NauueHTa NpuxoanTcs 1,6 BHOBb BbISIBNIEHHbIX C/Ty4aeB CEMEMHOW rMnepXonecTepuHeMuu.
Bonee nonosuHbl (69,36%) NnauneHTOB C BepUOULUMPOBAHHLIM AMArHO30M 6binn B Bo3pacTte Monoxe 50 net.

06cyxaeHue. [pMeHeHne LeTCKO-POANUTENBCKOTO KACKaAHOIO CKPUHWMHIA NPeaCTaBnseT cobon 3POEKTUBHbIN MHCTPYMEHT AN PaHHEN
[IMarHoCTMKM 6ONbHBIX C CEMeHOM rinepxonectepuHemmeit. OrpaHuyeHneM, onpeaenstowmnmM 3GdeKTMBHOCTb KaCKaAHOTO CKPUHMHIA,
SBNSieTC Cnocob CBA3U C POACTBEHHWKAMM MHAEKCHOTO NalMeHTa. B Halel cTpaHe eauHCTBEHHBIM CNOCOBOM NPOBEeAEHUS! KACKALHOMO
CKPVHUHIA SBNSETCS KOCBEHHbIW KOHTAKT C Y1eHaMM CEMbM Yepe3 MHAEKCHOTO H0NbHOMO MW ero 3aKOHHbIX NPeACTaBUTeNe.
BbiBoAbI. [penMyLLEecTBOM AETCKO-POAUTENBCKOTO BAPMAHTA KAaCKaLHOrO CKPUHMHIA SBNSETCS BO3MOXHOCTb PAHHETO BbISIBNEHUS
NauUMEHTOB C CEMEMHONM rMNepxonectepuHeMuin. ITOT NOAXOL NO3BONSET AMArHOCTMPOBATb 3HAYUTENbHOE KOAMYECTBO HOBbLIX
60/IbHbIX B MOJIOLOM BO3pacTe, KOrAa NepBUMYHAs NPpOPUNaKTUKA aTePOCKIEPOTUYECKUX CEPAEYHO-COCYANUCTbIX 3aboneBaHuit
MOXET NPUHECTU HanBObLUYI NOMb3Y.

KnioueBble cnoBa: ceMeiiHas rmnepxonectepuHeEMUS, aTepoCKIEPOTUYECKME CEPAEYHO-COCYANCTbIE 3a601eBaHMS, KACKAAHbIN
CKPUHUHT, 06paTHbIMA KaCKadHbliA CKPUHMHT, AETCKO-POAMUTENBCKMIA KAaCKAAHbIA CKPUHMHT, MHAEKCHbIA NaLUMEHT, paHHEE BbiSBNEHUE
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Abstract

Introduction. Familial hypercholesterolemia is the most common monogenic disease in the population with a predominantly
codominant type of inheritance. For the purpose of early detection of familial hypercholesterolemia, various screening methods
are used, including the cascade screening method, which can be direct: from parent to child and reverse: from child to parent.
Aim. To analyze the effectiveness of child-parent cascade screening for the early detection of new patients with FH.

Materials and methods. The study was conducted at the State Budgetary Healthcare Institution “Z.A. Bashlyaeva Children’s City
Clinical Hospital of the Moscow Health Department” from January 2022 to August 2024. Child-parent cascade screening was
performed in the families of 364 index patients (0-18 years old) with verified familial hypercholesterolemia.

Results. During the cascade screening, 581 new patients with familial hypercholesterolemia were identified, including 43 chil-
dren (7.4%) aged 1 to 18 years, 28 young adults (4.82%) aged 18 to 30 years; 332 people (57.14%) aged 31 to 50 years and
178 people (30.64%) over 51 years of age.

Discussion. The use of child-parent cascade screening is an effective diagnostic tool engineered for early identification of
patients with familial hypercholesterolemia. The effectiveness of cascade screening is limited by the method of communication
with the index patient’s relatives. In our country, the only way to perform cascade screening is an indirect contact with family
members through the index patient or their legal representatives.

Conclusion. Evaluation of the effectiveness of cascade screening allowed us to determine that there are 1.6 newly diagnosed
patients per index patient. More than half (69.36%) of newly diagnosed patients were under 50 years of age. The advantage
of the parent-child cascade screening option is the possibility of early detection of patients with familial hypercholesterolemia.
This approach allows us to diagnose a significant number of new patients at a young age, when primary prevention of athero-
sclerotic cardiovascular diseases can bring the greatest benefit.

Keywords: familial hypercholesterolemia, atherosclerotic cardiovascular disease, cascade screening, reverse cascade
screening, child-parent cascade screening, index patient, early detection

For citation: Pshenichnikova Il, Pupykina VV, Ezhov MV, Zakharova IN. Parent-child cascade screening - an effective tool
for early identification of patients with familial hypercholesterolemia. Meditsinskiy Sovet. 2025;19(1):150-154. (In Russ.)

https://doi.org/10.21518/ms2025-005.

Conflict of interest: the authors declare that there is no conflict of interest.

BBELOEHME

CemertHas runepxonectepuHemus (CMXC) asnsetcs Hau-
6onee pacnpoCTpaHeHHOM HACNeACTBEHHOW MPUYMHON paH-
Hero pasBMUTUS aTeEPOCKNEPOTUYECKMX CEPAEYHO-COCYANCTbIX
3abonesannii (CC3) [1, 2].Ansg 6one3Hn xapakTepeH npemmy-
LEeCTBEHHO KOAOMMHAHTHbIM TUM HaCNeA0BaHMS, MO3TOMY NO-
NOBMHA NOTOMKOB reTepo3nroTHoro 6onbHoro 6yayT ctpagatb
CI'XC c poxaeHwusd [3]. bonblumHcTo cnyyaes CIXC obycnos-
NeHbl MyTalMew reHa peLenTopa, CBA3bIBaOLLErO XONecTepuH
IMNONPOTEMHOB HM3KOM nnoTtHocTu (XC JTHI). Pexe BcTpe-
4aKTCa MyTaumu reHa, kogupytowero nurang peuentopa XC
JIHIM - anonnnonpotentH B [4] n reHa nponpoTenHKoHBepTa-
3bl CYBTUAU3UH-KEKCHH 9-T0 TUNa - depMeHTa, KOTOPbIN pe-
rynupyet uncno peuentopos K XC JINMH Ha noBepxHOCTH Kne-
TokK [5]. PacnpoctparnerHocTb reteposurotHon CIHXC (reCrXQ)
B 0bwen nonynauun coctasnget 1:300 [6], a B Hawen cTpa-
He MoxeT gocturatb 1:173 [7]. Ha 3TOM OCHOBaHMM MOXHO
npesnonoXuTb, YTo B Poccuiickon Meaepaumm npoxuBaeT
okono 1 mnH 6onbHbix reCrXC, B 1. 4. okono 200 Tbic. AeTen.

CMXC nprMBOAMT K YCKOPEHHOMY Pa3BUTUIO ULIEMUYE-
cKov bonesHun ceppua v opyrux atepocknepotuyecknx CC3,
COKpalLasg NpoLOMKUTENBHOCTb XM3HU BonbHbIX Ha 10-
40 net [6, 7]. B Poccuiickon ®enepaunm, no aaHHbIM PoccTa-
Ta, Ha ponmo MBC npuxoamtca 13,3% Bcex cnydaes cMepTul.
TaknMM 06pa3oMm, BaxHelwen npobnemMoi obLecTBEHHOTO
3[paBOOXPAHEHNS SABNSAETCS PaHHee BbiBNEHUE HOMbHbIX
CI'XC. CBoeBpeMeHHas M afleKBaTHAs KOPPEKLMS HapyLWeHMI
nnmaHoro obMeHa No3BOAWT NPeAOTBPATUTL MK OTCPOUUTD
pa3BUTME aTepoCKnepo3a M YBeNUUYNUTb NPOLOMKUTENBHOCTb

1 lemorpaduyeckuin exxerofHuk Poccuu. M.: Poccrat; 2023.170 c.

XM3HM NaumeHToB, cTpafarwmx reCrXC, no cpegHenonyns-
LMOHHON, MPOAIUTb MepMOA MX TPYAOCNOCOOHOCTU U COKpa-
TUTb 3aTPaThl Ha 34paBoOXpaHeHue [8].

Haunbonee nepcnekTMBHbIM CNOCOOOM BbISIBNIEHUS HOBbIX
cnyyaeB reCrXC cumtaeTcs KackagHbliM CKpUHUHE. MeToa, oc-
HOBaH Ha NO3TanHOM MAEHTUdOUKALMM BONbHBIX Cpeau yne-
HOB CEMbW MHAEKCHOTO NauueHTa — 60MbHOMO C KAUMHUYe-
cku/renetnyeckn sepuduumnposarnHon CMXC [9-18]. K ero
NpenMyLLecTBaM MOXHO OTHECTM NPOCTOTY OpraHM3aumm, Ha-
NpaB/IEHHOCTb Ha LeNeBYy0 MOMNynsaumMio, Mano3aTpaTHOCTb.
MccnepoBaHUs NOKa3biBatoT, YTO B 3aBUCMMOCTM OT pacnpo-
CTPAHEHHOCTU W YPOBHS AMATHOCTMKM B CTPaHe KaCKafHbIH
CKPUHMHT No3BonsieT BbiBUTb 0T 0,4 0 3 HOBbIX Cly4Yyaes
CI'XC Ha ogHoro nHaekcHoro naumenTa [9, 10, 13-17].

Llenb nccnenoBaHus — NpoBecTy aHanm3 3GdeKTUBHOCTH
[LeTCKO-POAMTENbCKOTO KAaCKaAHOIO CKPUHWMHIA AN paHHEro
BbIIBNEHMS HOBbIX NauueHToB ¢ CMXC.

MATEPWAJIbl U METOAbI

MNpoBeaeHne KackafHOro CKpMHMHIa OCyLLEeCTBASIOCh Ha
6a3e bY3 «[AIKB um. 3.A. bawnsgeson [13M» c sHBaps 2022 .
no aeryct 2024 r. (. Mockga).

Kputepuu BKItoYeHUS B MCCenoBaHWe: AeTy oboero nona
B Bo3pacte 0-18 ner, cTpagaolime KIMHUYECKK/reHeTuYe-
cku BepuduumpoarHorn CIXC, poautenu (onekyHbl) KOTOPbIX
Hanun [obpoBoNbHOE MHPOPMMPOBAHHOE COMMAcMe Ha yyacTme
B MccnenoBaHuu. Bapocnbie oboero nona, ctpafatrowme Kim-
HWYyecku/reHeTueckn sepudmumpoBaHHon CIXC, npepocta-
BMBLUME AOOPOBObHOE MHDOPMMPOBAHHOE COrNacKe Ha yva-
CTve B UccnenoBaHun. Bepudukaums runepxonectepuHeMum
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Yy MHAEKCHbIX NAaLMEHTOB METOAAMM OMMOPTYHUCTUYECKOTO,
YHUBEPCANIbHOTO M TapreTHOr0 CKPUHUHIA.

KpuTepun nckntoveHums: Hanmume ocTpbix 3aboneBaHui,
rmnepxonectepuHeMmMM BTOPUYHOTO reHesa, OTCYTCTBME A0-
6poBONLHOIO MH(OOPMMPOBAHHOIO COrNacUs poauTenei
(onekyHOB) Ha y4acTue B MCCefoBaHuUu. BoisBnexne cemei-
HOW rMnepxonectepuHeEMMM METOLOM NPSIMOr0 POAUTENbCKO-
[eTCKOro CKpUHUHra.

Ounarnos «CIM'XC» peTam ycTaHaBAMBANCS Ha OCHOBA-
Hun kputepues CalimoHa bpyma [19]. OmnarHoctuka CIXC
y B3pOC/bIX NPOBOAMNACH B COOTBETCTBUM C KPUTEPUAMM
roNNaHACKON CeTM NMUNUAHBIX KIMHUK Npu cymme 6annos
6onee 6 [19].

CraTnctnyeckas obpabotka pe3ynbTaToB, HAKOMJEHUE,
KOppPeKTMPOBKA, CMCTEMATMU3ALUNS MCXOLHOW MHDOPMaLMK
M BU3yanu3auuMs NONYyYeHHbIX pe3ynbTaToB NpPOBOAMAACH
B 3NEKTPOHHbIX Tabamuax Microsoft Office Exel 2019.

PE3YJIbTATbI

B nepwuop c gHBapsa 2022 r.no asryct 2024 r. Ha 6a3e bY3
«[IKb um. 3.A. bawnsesoi [13M» Habnoganucs 1 163 pebex-
Ka C HapyweHUaMU IMNUAHOTO 0BMeHa pa3NMYHOro reHe-
3a. M3 obuero ymcna 60nbHbIX B NEPBUYHBINA aHanu3 Bbinu
BKtOYEHbl AaHHble 411 (35,3%) petelt C KNMHUYECKK/reHe-
TMYeCKM BeEpUOULMPOBAHHbLIM AnarHo30oM «CIXCy.

C yyeToM KpuTepueB BKJIHOYEHUS B KayeCTBE MHOEKC-
HbIX NALMEHTOB AN NPOBEAEHMS KACKAAHOMO CKPUHMHIA
B ceMbsax Oblnu BbiOpaHbl 364 pebeHka C onpeaeneHHow ce-
MeNHON runepxonectepuHemuenn. Bce 6onbHble GbIN Bbi-
SBIEHbl METOAAMM OMMOPTYHUCTUYECKOTO, TAPreTHOro MK
YHUBEPCANbHOTO CKpUHMHrA. Y 102 nauMeHTOB M3 AOaH-
HOWM KOTOpTbl Ha TEKYLWMUIA MOMEHT MMENOCb MONEKYNSAPHO-
reHeTM4eckoe NoATBEpPXAeHMe 3aboneBaHuUs.

He cooTBeTCTBOBANM KpuTepmsaM BKIOYEHUS 47 BONbHBIX,
KoTOopble HblAM B34Tbl NOL HabMAEHWE KaK POACTBEHHMKM
MHIEKCHbIX NAaUMEHTOB, 0BHapy)XeHHble B pe3ynbTaTe NpsamMo-
ro POAMTENbCKO-AETCKOTrO CKPUHUHTA.

B ceMbax 364 MHOEKCHbIX NALUMEHTOB Obln NpoBeAeH
KaCKaAHbl CKPUHWHS, pe3y/bTaTbl KOTOPOro No3BoauaAM 06-
HapyxuTb 581 60bHOrO C BNepBble AMAarHOCTUPOBAHHOM Be-
posTHoi/onpenenenHon CMXC.

B uncne naumeHToB C BHOBb BbISIBIEHHOM CEMENHOM U-
nepxonectepuHemMueit 6oinm 538 (92,6%) B3pOCabIX YNeHOB
ceMei MHAEKCHbIX NauMeHToB 1 43 (7,4%) pebeHka.

o OTHOWEHMIO K MHOEKCHOMY nauneHTy 406 (69,88%)
BHOBb BbIsiBIEHHbIX 601bHbIX CITXC NpUXoanAnCh poaCTBEH-
Hukamu | ctenenn poacTea. B ux uncne 6oinm 363 (89,4%) po-
omtensa n 43 (10,6%) poaHbix 6paTa/cectpebl.

Cro TpuaLaTh ABa (22,72%) Bnepsble BbiSBAEHHbIX 60/b-
Hbix ¢ CTXC NpuUxoamMancb MHLEKCHbIM MaLMEHTAM pOA-
CTBeHHMKaMK |l cteneHn poactBa (6abywku u AeayLwKu)
n 43 (7,4%) yenoBeka - poacteeHHunkamu Il cteneHn pog-
cTBa (TeTw, aaam, npababywku, npageayLlku, 4BOPOLHbIE
nenyuwku n 6abywku). Cpenm BHOBb BbISIBNEHHbIX NALMEHTOB
¢ CI'XC MonekynapHo-reHeTM4yeckoe NoATBEPXAEHME AMa-
rHO3a OblNI0 NMONYYEHO Ha TeKYLWMA MOMEHT y 45 poacTeeH-
HWKOB, B Uncne KoTopbix 6bi10 9 (20%) neteit.
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TakunM 06pa30oM, Ha OAHOIO MHAEKCHOIO MaUMeHTa ¢ onpe-
[LLeNeHHON ceMerHoW runepxonectepmHemMmnein bbino BbiSB-
neHo 1,6 HOBbIX Clly4aeB CEMENHOM rMNepXxonecTepuHeMmMM.

AHanu3 BO3paCTHOM CTPYKTYpbl BHOBb BbISIBNEHHbIX
60nbHbIX CMXC nokasan, 4to B ux uncie 6oinun 43 (7,4%) pe-
6eHka B Bo3pacte fo 18 ner, 28 (4,82%) Monoabix B3pOCabixX
B Bo3pacte oT 18 go 30 net; 332 (57,14%) 60onbHbIX B BO3-
pacte ot 31 no 50 netn 178 (30,64 %) nauneHTOB B BO3pac-
Te cTapwe 51 roga.

JononHutensHo 661 BbiSBNeHbl 104 poacTBeHHMKA
C HapyLWeHUIMU IMNUAHOro obMeHa BTOPUYHOIO reHesa.

Bce BHOBb BbISIBNEHHbIE MaUMEHTbI OblAM B39Tbl NOA Ha-
bntofeHVe Bpauyen-IMnuaoaoros C HasHayeHMeM Heobxoau-
MOV Tepanuu.

OBCYXXOEHUE

[NpoBeaeHHOe uccnenoBaHne OEMOHCTPUPYET BbICOKYHO
3D PEKTUBHOCTb KAaCKAZHOTO CKPUHWMHIA AN BbISBAEHUS HO-
BbIX 605bHbIX CMXC.

OpHako nonyyeHHble pe3ynbTaThl OKa3anuch B ABa pasa
MeHee MpOLYKTUBHbIMU B CPAaBHEHUU C AaHHbIMK, Ony6nu-
KOBaHHbIMUW paHee coTpyaHuKkamu LleHTpa nunuaonorum ans
neteit Pecnybnmku TatapcTaH: No UTOraM KackagHOro CKpu-
HWHra B ceMbax 34 nHaekcHbix naumeHtoB CMXC 6bina Bnep-
Bble AmMarHoctmposaHa y 104 HoBbix 601bHbIX. BbisiBAsieMoCTb
B JAHHOM WUCCNefoBaHUM coCTaBuna 3 HoBbIx ciyyas CMXC Ha
ofHoro pebeHka-npobaHaa [10], uto aBnseTcs ogHUM u3 ca-
MbIX BbICOKMX MOKa3aTenen, NoNy4YeHHbIX B pe3ynbraTe pea-
NN33LMKN LEeTCKO-POAMUTENBCKONO KaCKalHOrO CKPUHMHIA.

Hanpumep, B nonynauumn «adpmrKaHepoB» — KXHOad-
PUKaHLEB €BPENCKOT0 U UHAMMCKOTO MPOUCXOXAEHMS, rae
BCnencTeme 3dekTa ocHoBaTens pacnpoctpaHeHHocTb CMXC
Bblcoka (1:80 cnyyaes), BbISIBNSEMOCTb MO AAHHbIM KaCKaj-
HOro CKpWHWHra coctasmna 1,6 HoBbIX cnyyaes [16]. B xone
KAaCKaAHOro CKpMHMHIa B ABCTPanuM Kaxabli MHOEKCHbIN
Cnyyal MpUBOAMA K BbIBNEHWIO ABYX HOBbIX NauueHToB [13].
KackagHbit CKpUHUHT 125 MHaeKkcHbIX nauneHToB B bpa-
3unun npusen Kk guarHoctmke CIXCy 234 HOBbIX HOMbHBIX
CIXC. Taknum 06pa3om, BbISBNSEMOCTb cocTaBuna 1,8 HoBbIX
cnyyaes 3a601eBaHNA HA OAHOIO MHAEKCHOro nauuenTa [17].

CornacHo onybnMKOBaHHbBIM LaHHbIM, HauMeHee 3ddek-
TUBHbIM NMPUMEHEHME KACKAAHOI0 CKPWHWHIA 0Ka3anocb
B Bennkobputanum (0,4-0,7 HOBbIX Cly4aeB Ha OAHOMO WMH-
fekcHoro nauuenTa) [9] u Typuwmm (0,4 HOBbIX Clyyas Ha o4-
HOro MHAOEKCHOro nauueHTa) [14].

OrpaHunyeHneMm, onpenenstowmnm 3hdOeKTMBHOCTb Kackaa-
HOrO CKPUHWHTA, ABNISeTCa Cnocob CBS3M C pOACTBEHHWMKAMM
MHOEKCHOro nauueHTa. Hanbonee adpdeKTMBHLIM BapuaH-
TOM SBNSETCS NPSMON KOHTAKT paboTHMKA 34paBOOXpaHe-
HWS C POACTBEHHMKAMM M3 rpynnbl pucka peanusaumm CIXC.
OpHako B 60AbLWKMHCTBE CTpaH NMpaBoBas 3alumTa, rapaHTu-
pylowas KoOHOUAEHUMANbHOCTb AAHHBIX, HE MO3BOASET Bpa-
4y CAMOCTOATENIbHO CBA3bIBATHCS C POLCTBEHHMKAMM UHAEKC-
Horo 6onbHOrO.

AnbTepHATUBHbIM BapWMAHTOM MpPOBELEHMS KACKALHOro
CKPUHMHIA ABNSETCS KOCBEHHbIN KOHTAKT MOCPEACTBOM UH-
(OpPMUPOBAHUS YNEHOB CEMbM O PUCKAX, CBA3aHHbIX C CIXC,



MHAEKCHBIM NAaLMEHTOM WUAM €ro poAaMTensiMu. JTOT Cnocob
MeHee 3h(deKTUBEH U 3aBUCUT OT 0COBEHHOCTEN BHYTpUCe-
MerHoro obLeHuns, KOTopble, B CBOK 0Yepenb, ONpeaensoT-
CSl HALMOHANBHOM M COUMOKYNLTYPHOM CPeaow.

[axe npu HanM4mMm yKasaHHbIX OrpaHUYEHUM KacKaaHbIN
CKPUHUHT 9BNSIETCS BbICOKO3IDHEKTUBHBIM U Mano3aTpaTHbIM
€nocoboM AMArHOCTUKM HOBbIX 60AbHBIX CIX. ITMM dakToM
00yCcnoBneHo ero BHeApeHne B HaLMOHabHble NPOrpamMmbl
CTpaH C Haubonee BbICOKUM YPOBHEM BbISIBNEHMS HOMbHbBIX
CI'XC: Hupepnanpos, Hopseruu u danun? [11, 20].

KackafHbli CKPUHWMHT He MOXET ObITb MCMONb30BaH Kak
€AMHCTBEHHbIA METOA BbIIBAEHMS BONbHbLIX, CTPAAAOLLMNX
CIXC, ofHako sBnseTcs BbICOKOIM®HEKTUBHBIM UHCTPYMEH-
TOM, IOMNOJHALWMM APYrMe CKPUHWUHIOBbIE METOAMKM.

Bbicokyto 3pdeKTMBHOCTb NPOAEMOHCTPMPOBANMN Ha-
LMOHaNbHble Mporpammbl No BbifBAeHWUO BonbHbIX CIXC,
coyeTaloLme ONMOPTYHUCTUYECKMIA M KAaCKAAHbIA CKPUHMUH-
rv (Hopserus u Hugepnanabl)® [11], cenekTMBHbIA M kackaa-
HbI CKpuHKHTK (Januna u Yexus) [20, 21], a Takxe yHUBep-
CanbHbIN 1 KaCKaaHbli CKpUHUHIK (CnoBeHus) .

B HacTosLeM uccnenoBaHMM NOKa3aHo, YTO MPUMEHEHME
[LeTCKO-POAMTENbCKOIO KAaCKafHOro CKpUMHUHIA sBnseTcs 3¢-
(EKTUBHBIM MHCTPYMEHTOM /151 PAHHETO BbISIBNEHMS NaLMEH-
ToB, cTpagatowmx CMXC: 12,22% BHOBb BbIIBNEHHbIX HOMbHbIX
6binm B Bo3pacTe fo 30 netun 57,14% — B Bo3pacte no 50 net.
PanHee BbisBneHne CIXC umeeT pellatoliee 3HayeHue ong

2 Databasen for Familizer Hyperkolesterolaemi. 2023. Available at: https://www.sundhed.dk/
content/cms/33/123533_dfh_aarsrapport-2023_231218_offentliggjort-version.pdf.

* Ibid.

*+ Sustar U. Opredelitev genetskih vzrokov hiperholesterolemije ter ugotavijanje povezav s
klini¢nimi znacilnostmi pri otrocih in mladostnikih. Dissertation. Univerza v Ljubljani, Medicinska
fakulteta; 2023. Available at: https://repozitorij.uni-Lj.si/Dokument.php?id=175178.

3 GhEKTUBHOW MEPBUYHON NMPOPUNAKTUKM aTEPOCKIEPO-
3a. 3TO MO3BONUT NPELOTBPATUTL UIU OTCPOYUTbL Pa3BUTUE
CEepAEYHO-COCYAUCTbIX OCNOXHEHWIA, MPUBEAET K CHUXKEHUIO
3a601€BaeMOCTH, UHBANIMAHOCTM M CMEPTHOCTU OT CepAEYHO-
COCYMCTbIX MPUUMH.

BbIBO/AbI

KackagHbIM CKpUHUHT gBnseTcs 3QPEKTUBHBIM U Mano-
3aTPaTHbIM CNOCOBOM BbISIBNEHUS HOBbIX 60/1bHbIX CIXC. S¢-
(EKTUBHOCTb MeToAa BO MHOIOM OMpefensieTcss BapuMaHToOM
KOHTaKTa C POACTBEHHMKAMM MHAEKCHOrO NauneHTa. Onocpe-
[LOB3aHHbIN KOHTAKT BBMAY BO3MOXHOCTU ANCHYHKLMOHANb-
HbIX CEMEIHbIX B3aMMOOTHOLLEHUI MOXET CHMXATb pe3ynb-
TaTMBHOCTb KAaCKaAHOMO CKPUHMHTA.

KackafHbl CKpUHUHT HE SBNSIETCS CaMOCTOSTENbHOW Me-
TOAMKOW BbISIBNEHWS NALMEHTOB, OLHAKO XOPOLIO AONOMHSAET
Lpyrue BuAbl CKPUHWMHIA: YHUBEPCANbHbIN, TAPreTHbIA U On-
MOPTYHUCTUYECKMI, YBENNYMBAS KOMYECTBO BHOBb BbISIBNIEH-
HbIX BONbHBIX A0 Tpex pas.

MpenMMyLLecTBO LEeTCKO-POAUTENLBCKOrO BapuaHTa
KaCKaAHOro CKPUHWHIa 3akN04aeTcs B PaHHEM BbisiBe-
Hum 6onbHbIx CMXC, moCKonbKY NO3BONSET AMArHOCTUPOBATH
3aboneBaHue Kak y cMbcoB, Tak U y poauTenei MHLEKCHO-
ro nauMeHTa B elle MOMOAOM BO3pacTe, KOrAa NepBUYHas
npodunaktuka atepocknepotuyeckx CC3 MoXeT NpUHeECTU
HanboNbLLY NONb3y.
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