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AHHOTALIMA

06ocHoBaHMe. YunTbIBas BbICOKMIA CEPAEYHO-COCYANUCTBIN PUCK Y BONbHBIX € ceMelHol runepxonectepuHemment (CIXC), pau-
HAA QMarHOCTUKa W NleyeHne 3Toro 3aboneBaHus ABASKOTCA OCHOBOW NPOdUNAKTMKM COCYAMUCTLIX KaTacTpod. B oTcyTtcTBMM
YHMBEPCA/IbHOTO CKPUHMHIA BbI3bIBAOT MHTEPEC pe3yfbTaThl bonee HanpaBNEHHOW AUArHOCTUKM — MOWUCK HapyLUeHWi Nin-
NUAHOro 0bMeHa y MOMOALIX POACTBEHHUKOB NALMEHTOB C aTepPOCKIIEPOTUHECKMMM 3ab0eBaHNAMM COCYA0B.

Lenb. Onpegenutb 3G GEKTUBHOCTb TapreTHOr0 CKPUHUHIA AN BoiseneHus nauuentoB ¢ CMXC, koTopoe nossonmt ob6ocHo-
BaTb €ro LUMPOKOE NPUMEHEHWE B KIIMHUYECKOI NpaKTHKE.

Matepuanbl u MeTogbl. Ha cTapte HabnogaTtensHoro MccnefoBaHus bbiin naeHTMOMLMpOBaHLI 584 naumeHTa COCYANUCTbIX
ueHTpoB KpacHosipckon KpaeBoii bonbHMLbI, KpacHospckoi MexkpaiioHHoW KinHnyeckoin 6onbHMubl N¢ 20 uM. U.C. bepso-
Ha ¥ NMNUAHOro KabuHeTa € paHHUMMW CepAeyYHO-COCYANCTbIMU cobbitusMM (Bce opMBI MeMMYecKoi bonesHu cepaua),
BKJTHOYAs PEKOHCTPYKTUBHBIE COCYAMCTbIE BMELUATENbCTBA A0 55 NIeT y MyXUMH 1 8o 60 nieT — y EeHLWWH B Cly4ae poAcTBa
1-i1 ctenenmn u go 50 net y poacTBeHHUKOB 2-1 cTeneHn poacTa. 0BbeKT uccnefoBaHNs — POACTBEHHWUKM 3TUX NaLMEHTOB
B Bo3pacte [0 44 net. [ina guarHoctukm CIXC y obcnepyeMbix cTapiue 16 net ucnonb3oBany LWKany, pa3paboTaHHyio CeTbio
FOINaHACKUX NIMNUOHBIX KIMHUK, Y AeTei Ao 16 net npuMeHsanu Kputepuu S. Broome. [poBea€H aHanu3 TapretHoro cKpm-
HWHIa M JIMNUAHLIX NOKa3aTesie Y UL, C BEPOATHOW, BO3MOXHOW U onpeaenénHoi CMXC. 06paboTKa AaHHbIX BbIMOHEHA C
nomoLubto nporpamm Microsoft Excel u Statistica v. 12.0 (CLUIA). Ucnonb3oBanu MeToabl napaMeTpuyeckon (pacyét MeamnaHl,
25-ro 1 75-ro KBapTUNA) M HEMapaMeTPUYECKOM (CTaTUCTUYECKas 3HAYMMOCTb Pas3fMumii onpeesieHa C NOMOLLbH KpUTEpUEB
MaHHa-YuUTH! 1 X2) CTaTUCTUKM.

Pesynbrathl. [poBeseHo obcneposanne 70 peter u 104 B3pocnbix B Bo3pacTe A0 44 neT, Y KOTOPbIX POACTBEHHMKM
1-M n/wnn 2- cTeneHn poACTBa NEpEHEC/M NPeKAeBPeMEHHbIE COCYANCTbIe cobbiTus. B 0bLueii rpynne obcnesyeMbix BbisB-
neHbl 42 (24,14%) naumenta ¢ CTXC (M3 Hux 18 obcnenoBaHHbIX — B Bo3pacTte Ao 17 net). Y 16 (9,1%) HabntopgaeMbIx AOKy-
MeHTupoBaHa onpegenéHHas CIXC, ewé y 16 (9,1%) yenoBek — BeposTHas uy 9 (5,2%) — Bo3MoxkHas. [MnepiunonpoTenHe-
Mus (a) obHapyxeHa y 37 (21,2% obuiei rpynnbl) 0bcnefoBaHHbIX, B ToM uncne y 12 peteit (17,1% negmatpudeckoil rpynnbi).
3aksioueHme. NHhOpMUPOBaHHOCTb HACENIEHNSA O HACNECTBEHHOM XapaKTepe HapyLLEHUiA IMNMAHOro 06MeHa 1 aTepocKie-
poTUYECKMX 3aboneBaHNi He npeBbiaeT 30%. TapreTHbIA CKPUHUHT SABNSETCA HAMMEHEe 3aTpaTHbIM U MaKCUMManbHO 3ddeK-
TUBHBIM MHCTPYMEHTOM Ans naeHTMdMKaumm bonbHbix ¢ CTXC v runepaunonpoTtenHemuedi (a).

KntoueBble cnoBa: TapreTHbIA CKPUHUHT; CEMeliHas rMNepxonecTepUHeMMS; CepaeYHO-CoCcyanCThIe 3aboneBaHus; anonu-
nonpoTenH B; MHbapKT M1oKapAa; IMnonpoTenH (a); IMNONPOTEMH HU3KOW NAOTHOCTH.
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Abstract

BACKGROUND: Considering the high cardiovascular risk in patients with familial hypercholesterolemia (FH), early diagnosis
and treatment are the basis for the prevention of vascular accidents. In the absence of universal screening, the results of
more targeted diagnostics are of interest — the search for lipid metabolism disorders in young relatives of patients with
atherosclerotic vascular diseases.

OBJECTIVE: To determine the effectiveness of targeted screening for identifying patients with FH, which will justify its
widespread use in clinical practice.

MATERIALS AND METHODS: At the start of the observational study, 584 patients were identified from the vascular centers
of the Krasnoyarsk Regional Hospital, Krasnoyarsk Interdistrict Clinical Hospital No. 20 named after. I.S. Berzon, who had
lipid profile data and early cardiovascular events (all forms of coronary heart diseases), including reconstructive vascular
interventions up to 55 years in men and up to 60 years in women in the case of first-degree relatives and up to 50 years in
second-degree relatives. The study examined patients’ relatives aged <44 years. To diagnose FH in participants aged >16 years,
the scale developed by a network of Dutch lipid clinics was used; in participants aged <16 years, the S. Broome criteria
were used. Targeted screening and lipid parameters in individuals with probable, possible, and definite FH were analyzed.
Data processing was performed using Microsoft Excel and Statistica v. 12.0 (USA). Parametric (calculation of the median and
25t and 75 quartiles) and nonparametric (statistical significance of differences was determined using the Mann—Whitney and
X tests) methods were used.

RESULTS: The study examined 70 children and 104 adults aged <44 years whose first- and/or second-degree relatives suffered
premature vascular events. In the general group of participants, 42 (24.14%) patients had FH (of which 18 were <17 years
old) and 37 (21.2%) had hyperlipoproteinemia (a). Definite FH was documented in 16 (9.1%) patients, probable in another 16,
and possible in 9. Hyperlipoproteinemia (a) was found in 37 (21.2% of general group) patients, including 12 children (17.1% of
pediatric group).

CONCLUSION: Not more than 30% of the population are aware of the hereditary nature of lipid metabolism disorders and
atherosclerotic diseases. Targeted screening is the least expensive and most effective tool for identifying patients with FH and
hyperdipoproteinemia (a).

Keywords: targeted screening; familial hypercholesterolemia; cardiovascular diseases; apolipoprotein B; myocardial
infarction; lipoprotein(a); low-density lipoprotein.
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OPUITHAJTBHOE MCCIEJOBAHME

Ob0CHOBAHUE

CeMeliHas runepxonectepuHemust (CIXC) — camoe pac-
MPOCTPaHEHHOE MOHOreHHoe 3aboneBaHue C ayTOCOMHO-
AOMWHAHTHBIM TUMOM HacnefoBaHUA U KIIMHWYECKOW Kap-
TMHOW MpOrpeccupyloLlero atepockieposa. 3kcneptol Ha-
uuoHaneHoro u EBponelickoro obliecTBa No M3yyeHWio
atepocknepo3a (HOA/ESA) cuutatot, yto y Nofen ¢ retepo-
3uroTHeiMK popmamm CIXC K 25—-40 rogam puck ocTpbIX co-
CYAMCTLIX 3aboneBaHuii B 6—17 pa3 npeBLILLAEeT NoNynALUOH-
HbI NoKasatesb [1, 2]. IMeHHo No3TOMy paHHASA AWMarHocTUKa
1 npodunaktvka CIXC sBIAOTCA OCHOBOW CHUXEHWUS YPOBHS
CepAeYHO-COCYANCTON CMepTHOCTU. BaxKHOCTb MpeBeHTMBHOTO
NoAxofa NoAYEpKMBaKT AaHHble uccneposakns ICCE-PO u
KpOCC-CEKLMOHHOT0 MCCef0BaHMsA YacToThl Clly4aeB runep-
X0NeCTEPUHEMMM, COITIACHO KOTOPbIM PacnpoCTpaHEHHOCTb
reteposurotHon CIXC B cpenHem coctaenseT 1:173 ¢ uHTep-
BasioM 1:208-1:145 B pasHbIx pernoHax Poccuiickon Qepne-
paumu [3, 4].

BobisBneHMe mvL, ¢ BBICOKMM PUCKOM pa3BUTUS aTepocKIie-
poTuyeckux bonesHeli cepaLa M COCYAOB HAUMHAETCS C EXKErof-
HOM OLIEHKM COLepIKaHMs 0BLLEro XoecTepuHa y nL, CTaplue
18 net B cootBeTcTBUM C [IpKa3omM MuHucTepcTBa 3ApaBo-
oxpaHeHusa Poccuitckon ®epepaumn N2 404H ot 27.04.2021
«06 yTBepxaeHum Mopsaaka npoBeaeHUs NPOQUIaKTUYECKOro
MEeOULMHCKOr0 0CMOTpa M AMCNaHCepu3aLmn onpeaenéHHbIX
rpynn» [5]. O@HaKo 3T0T NOAXOA OCTaBMseT 3a npefenamu
BHUMaHus eTen Ao 18 nieT, a Takke MauMeHToB C rMnepnmmno-
npotenHeMmen (@) — runepJIN(a). Cepb€sHyto npobneMy npea-
CTaBNSET HU3Kan NPUBEPIKEHHOCTb Ntoaeii Ao S0 NeT K yqacTuio
B AvcnaHcepu3auwm [6]. Bcnencteue atoro Poccuiickuia pernctp
naumeHToB ¢ CIXC BrKOYaeT NuLLb HebonbLuyo YacTb 0bLLero
uMc/a NaUMEHTOB, a B NEAMATPUYECKONA NOMYNALMM LMUarHo3
yCTaHoBNEH ToNbKO Y 1% 6onbHbIX [7].

OnbIT pAga CTpaH, JOCTUMLLMX 3HAYUTENIBHOTO CHUXEHMS
CepAeyYHO-COCYAMUCTON CMEpPTHOCTU, MOKasas, YTo paHHSAs
AVarHoCTMKa CepaeyHO-coCyAnCTLIX 3abonesanuii (CC3) Bo3-
MOXHa C MPUMEHEHNEM YHUBEPCANIBHOMO CKPUHUHTA X0necTe-
puta [8, 91. Hanpumep, B CrioBeHumn onpeneneHue xonecre-
PWHA NPOBOAAT ABaM[bl: Y HOBOPOXAEHHbIX U Y 5-NETHUX
aeten [10]. 31oT BapuaHT 0bcnegoBaHNs — caMblit JOporo-
CTOALLUMIA, HO OH obecrneynBaeT AMArHOCTUKY FOMO3WIOTHBIX
dopM 3aboneBaHnsa cpasy nocie poxaeHus, bnarogaps yemy
LeTAM C Hauboniee arpeccuBHBIM TeueHueM bonesHu MoxeT
BbITb CBOEBPEMEHHO Ha3HAYeHa rMnoaMNuaeMMIecKas Tepa-
nusa. KpoMe Toro, npu 0BHapyKeHUW runepxonectepuHeMum
y feten obcnefoBaHue B3pOCHbIX YEHOB CeMbM (0DpaTHBLIN
CKPUHWHI) NO3BONSET Takxe auarHoctuposatb CIXC u obe-
cneuntb nepauyHyto npodunaktuky CC3 [11-13].

bonee HanpaeneHHbIM cnocoboM BoisiBneHus nny, ¢ CIXC
CITYKUT KacKaHbli CKPUHUHT. OH HaUMHAETCS OT MHAEKCHOTO
nauueHTa ¢ JoKa3aHHbIM 3ab0neBaHMeM, BKIIOYAET BCEX Yne-
HOB CeMbU 1 06M1afaeT BbICOKUM MPOrHOCTUYECKUM 3HAUEHN-
€M Mpyn HW3Kux 3atpatax [14]. TapreTHbIM CKPUHWHI paccMa-
TPMBAIOT KaK YacTb KaCKaHOro — OH MO3BOSISET 0BHapyHUTb
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BonbHbIx ¢ CMXC cpean poacTBeHHWMKOB 1-2-W cTeneHu
POACTBA TEX JIOAEH, KTO YXe NepeHEC paHHWe CepheyvHo-
cocyauctble cobbitus. To ecTb, MHLEKCHbIE MALMEHTHI, Kak
NpaBuW/o, HaXoAATCA B CMELMaNN3UPOBaHHbIX KapAMONOoru-
YECKUX U HEBPOJTOTMYECKMX CTaLmoHapax [15].

BonbLMHCTBO MCCnenoBaHuiA, onpefensioLwmxX rmodanb-
Hblh BKnap CMXC B passutue atepocknepotudeckmux CC3
y pabotocnocobHoro HaceneHus, MocBSLLEHO BOMbHBIM C
nepeHecéHHbIMM COCYAMCTbIMM KaTacTpodamu. Tak, no pe-
3ynbTaTaM KacKafiHoro CKpuHuHra B pabore H. Tada u coasr,,
B 6a3e JaHHbIX naureHToB Ao 50 NeT ¢ MHpapKTOM M1OKapaa
(MM) pacnpoctpaHéHHocTb CIXC okasanack B 39 pas BbiLue,
yeM B LiesIoM B nonynsuwmm [16]. B pabote nog pykoBoacTBOM
M.B. ExkoBa y 41% nauueHToB oo 60 feT noKasaHa accoum-
auus MHOrOCOCYAMCTOr0 MOpAaXKEHUs! KOPOHapHbIX apTepuii
¢ runep/iN(@), n'y 25% 3tmx GonbHbix — ¢ CIXC [17]. Pas-
BUTWE CETU JIMNMAHBIX LieHTpoB B Poccun oboctpuno uHte-
pec K KacKafHOMY CKPUHWHIY, 0CODEHHO MpU BO3MOXHOCTH
MOJIEKYNAPHO-TeHeTUYEeCKOro 0bcnefoBaHmus nauueHTos [18].
0aHaKo NoKa He CyLLeCTBYET O0TBETA Ha BOMPOC, KAKOe UMEH-
Ho uucno naumeHToB ¢ CIXC MoXeT NoMoYb BbISBUTL TapreT-
HbI CKPUHUHT cpeay AeTel U MONOAbIX JIOAEN C OTAMOLLEH-
HOW HacnepacTBeHHocTbio no CC3.

Lenb uccnepoBanua — onpegenntb 3GheEKTUBHOCTb
TapreTHOro CKPUHWHIa Ans obHapyxenus naumentoB ¢ CMXC
u runepJiN(a).

MATEPWAJIbI U METO[bI

[lnsanH uccnepoBaHus

MpoBefeHo  HabniogaTeNibHOe  PeTPOCMEKTUBHO-
npocneKkTMBHoe (MHbopMauMs 00 MHOEKCHbIX MaUMeHTax
bbina nosyyeHa U3 6asbl AaHHBIX COCYAMCTOrO LieHTpa Kpac-
HOSIPCKOM KPaeBOW KJMHMYECKOW BOMbHULLI) UCCneoBaHKe.
MoWCK Y4aCTHUKOB WUCCNIEA0BaHNUA MPOBOAMAM METOAOM Tene-
(oHHOro 06380Ha YNIEHOB CEMbU MHAEKCHBIX NaLMEHTOB.

KpMTepMM cooTBeTCTBUA

Kpumepuu sxnoqeHus:

e ponctBo 1-i CTENeHU C NaLMeHTaMu, NepeHOCUBLLMMM
CC3 v cobbITus, BKHOYasA PEKOHCTPYKTUBHBIE COCYANCTHIE
BMeLLIaTeNbCTBa, B BO3pacTe 0 95 NET y MyXUWUH M A0
60 net — y eHLKH;

e POACTBO 2-W CTEMeHU C MauyeHTaMu, NepeHoCUBLIMMU
CC3 B Bo3pacte 1o 50 ner;

 nopnucaHue [obpoBONLHOMO MHBOPMUPOBAHHOMO COMIa-
CMS Ha y4acTue B UCCTIe0BaHNM.

Kpumepuu HeeK/oueHUS:

e BTOpPUYHbIE AWCAMNMOEMUM Y NALMEHTOB C XPOHWUYECKOM
DonesHblo Noyek;

*  HapyLlueHue GYHKLMM LWMTOBULHOW XKenesbl;

o [UC/MMULEMUN Y PELMNMUEHTOB KOCTHOMO Mo3ra U Apyrux
BHYTPEHHWX OpraHoB;
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o QMCIUNULEMMM MALMEHTOB, NOJYYaBLUMX XMMMOTEpPaNuIO
n/unu nyyeByio Tepanuio.
Kpumepuu uck/todeHus: B Npouecce MUCCNefoBaHUs HU
OfIH W3 MaLMEHTOB He Bbl MCKJITIOYEH.

YcnoBus nposeaeHnUA U Npoao/NKUTENIbHOCTb
nccnenosaHuA

Yenosus

NHAeKCHBIX NaLMEHTOB, a TakKe UX MONOAbIX POLCTBEH-
HWKOB cTapLue 18 neT Habntofanu B KapaMoaMUCNaHcepe U Jin-
MULHOM KabuHeTe KOHCYNbTaTUBHOW NOMMKAMHUKK Kpaeson
K/IMHMYeCKoi BonbHMLbI, cocyamctoM LeHTpe KpacHosipckon
MEXPaloHHOW KIIMHMYecKol Bonbhuubl Ne 20 um. WU.C. bep-
30Ha (KpacHosipck). 0bcnenoBaHKe y4acTHUKOB B BO3pacTe A0
17 neT BKNKOUMTENBHO NPOBOAMIM Ha 6a3e KOHCYNbTAaTUBHOM
NOSMKIMHUKKM KpacHOSPCKOro KpaeBoro LeHTPa 0XpaHbl Ma-
TEPUHCTBA U JeTCTBa.

Ina pnarHoctukm CIXC y obcnepyeMbix craplue 18 net
ucnonb3oeanu wrkany DLCN (Dutch Lipid Clinic Network) [19],
y AeTeii go 18 net npumeHsnu kputepum S. Broome [20].

BceM obcnemyeMbiM 6biin pasbAcHeHb! Lefb U METOAbI
obcnenoBaHWa (NpoBefeHUe OCMOTPA, OLEHKA CEMEIHOro
aHaMHe3a, B3ATWe BEHO3HOW KPOBM ANs aHanu3a).

IMpodomxcumensHocme

Habop yyacTHukoB nposoanwnu ¢ MapTa 2022 no utonb
2023 ropa.

Mod6op y4acmHukos 8 2pynnsl

KnuHuueckoe uccnenoBaHue, OLEHKY CEMEMHOM aHaMHe-
3a U OLIEHKY pacLUMPEHHOTO JIMMMAHOIO CMEKTpa NPOBOAUM B
3 rpynnax obcnenyeMbix ¢ CTXC u ¢ runep/iN(a).

U,EHEBble noKasaTesiu uccinenoBaHua

o Kputepuu onpenenéxHon, BeposiTHOI U Bo3MoxHoi CTXC
Yy B3pOC/bIX y4acTHUKoB uccnepobaHus DLCN (Dutch Lipid
Clinic Network) [19].

o Kputepum CIXC S. Broome y peteit no 18 ner [20].

MeToabl M3MepeHUs LieNeBbIX NOKa3aTeneu

B 6ase nunugHoro kabuHeta u cocynuctoro LeHtpa Kpa-
€BOM K/IMHMYeCKOoW 60nbHULLI Bbiio 0bHapyxeHo 583 na-
UMeHTa ¢ npexaeBpeMeHHbiMi CC3 u/unmu atepockneposoM
KOpOHapHbIX, bpaxnouedanbHbix aptepuit. [purnallequne Ha
obcnenoBaHue npunsam 174 yuyactHuka u3 111 ceMeid, octanb-
Hble OTKa3anucb BBUAY HELOCTAaTOYHOW OCBELOMIIEHHOCTM O
HacneoBaHUM U pucKax atepocknepotuyeckux CC3.

BHe 3aBucuMocTy oT Bo3pacTa obcnesoBaHKe BKITOYANO:
*  KJ/IMHMYECKUI OCMOTP C OLIEHKOW KOXHOr0 MOKpOBa, Cy-

XOXWIWUA M POroBMLbI A7 BbISBNEHUS CUMMTOMOB AMC-

NMNUAEMUN;

e aHanu3 WHAMBUAYANbHOIO M CEMEWHOro aHaMHesa

CepAEeYHO-COCYANUCTLIX COBLITUIA B 3 MOKOEHMUSAX.

Y Bcex HabnogaeMbIx 6b1N0 BbINOSHEHO B3ATUE BEHO3HOM
KpOBW s ONPeLeneHus IMNMAHOI0 CNEKTPa, PaCcLLMPEHHOr0
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3a CYET KOHLeHTpaLum nunonpotenHa (a) — JIM(a). KoHueH-
Tpaumio JIMN(a) onpepensam UMMyHOXEMUTIOMUHECLLEHTHBIM
MeToOM C MOMOLUbI0 aBTOMaTU3MPOBaHHOW MOZAYNLHO
nnatdopmel «Roche Cobas 8000» ¢ BroxummyeckuM Mogy-
nem c702 (Roche Diagnostic, LLiBeiiuapus; aHanuTuyeckas
uyBCTBUTENBHOCTL cucTeMbl 0,83 mr/an u 0,2 r/n, cnocob
MosyyeHns pesynbTata — KonnyecTBeHHbIi). JIM(a) ouenm-
BaJIM C YYETOM TOro, YTO BbICOKMIA puck CC3 accoummpoBaH ¢
ypoBHeM nokasatens >105 Hmons/n [17].

Y 14 peteii ¢ nogo3penneM Ha CIXC 6bin npoBeféH aHa-
N3 KopMpyloLen nocnepfoatesibHocTv 60 reHoB, accouum-
POBaHHbIX C Pa3BUTUEM OMUCMMMAEMUIA, METOLOM MaccoBOro
napannenbHoro ceKBeHMpoBaHnus. MccnenoBaHue NpoBoAMnm
B OIEHY «Meaunko-reHeTUYeCKUIA HayuHbIN LIEHTP UM. aKag,
H.MN. boukoBa» (MockBa), B paMKax Hay4HOr0 UCCef0BaHmMs
nabopaTtopuu CENEKTUBHOTO CKPUHWHIa U Nabopatopum Ha-
CNeACcTBeHHbIX GonesHeli obMeHa BELLECTB MOA PYKOBOA-
cTBoM K.M.H. E.}0. 3axapoBoii. 310 no3Bonmno noaTeepanTb
JmnarHo3 «onpegenéxHoii» CIXC y peteii n ux pogutenei.

JTnyeckas JKCnepTu3sa

lpoBeLeHe UCCENOBaHNSA 0[00PEHO 3TUHECKUM KOMUTE-
ToM KpacHosipcKoii kpaeBoii 6onbHWLbI (npoTokon N 183/8 ot
23.12.2021). Y Bcex B3poC/bIX Y4aCTHUKOB, Y AeTeit ot 15 net
W CTapLLe, a TaKKe Y 3aKOHHbIX NpefCcTaBuTeNeil AeTen B BO3-
pacte go 15 net 6bin0 NoMyyeHo NMCbMEHHOE MHBOPMMPO-
BaHHOe [J0OPOBOSIbHOE COIache Ha y4acTue B UCCNe0BaHuM.

CraTUCTUYECKUU aHanu3

lMpuHyunel pacyéma pazmepa evibopKu
Pa3Mep BbIOOpKM NpeaBapUTENbHO He PacCuUTLIBAM.

Cmamucmuyeckue Memodsl

0bpaboTKa AaHHbIX BbINOAHEHa NOCPEACTBOM MPOrpamMMm
Microsoft Excel u Statistica v. 12.0 (CLUA). Wcnonb3oBa-
NN MeTOAbl NapaMeTpu4ecKon (pacyéT MeamaHbl, 25-ro U
75-r0 KBapTUNei) U HenapaMeTpUYecKoii CTaTUCTUKM (cTaTu-
CTUYECKas 3HAYMMOCTb PasfuuuiA OnpefenieHa C NOMOLLbH
KpuTepueB MaHHa—YuTHU 1 ¥2). Pasnnuma cuntanm cratuctu-
YecKu 3HauuMbIMm mipn p <0,05.

PE3Y/IbTATbI

YYyacTHUKM uccnenoBaHus

MpoBeneHo obcnenosanue 70 aeTei B Bo3pacte 0T 3 A0
17 net (cpepHun Bo3pacT — 10 net) u 104 B3pocnbIx B BO3-
pacTe ot 18 no 44 net (cpemHuii Bospact — 32,5 roga).

B 3aBMCMMOCTM OT UCXOLHBIX A@HHBIX JUMULOrPaMMbl
BCE YYaCTHMKW UCCnefoBaHus bbiiu pasgeneHbl Ha 3 rpyn-
nbl: B 1-10 BOLIM HabNlOAaEMble C MOBLILLEHWEM COLEpKa-
Hua obwero xonectepuHa (OXC) y meteid v nMnonpotenHoB
Hu3Kon nnotHocTn (JTHI) y B3pocnbiX, XapaKTepHbIM Ans
CrXC. 2-10 rpynny coOCTaBUAM YYaCTHUKW MCCe0BaHUs C
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yposHeM JIM (a) >75 HMonb/n, NOCKONbKY 3T0 3HaueHue
MoKasaTeNs acCoUMMPOBAHO C OYeHb BbICOKUM CepAeyHo-
COCYAMCTBIM puckoM [21]. OcTanbHble UCMbITyeMble bbiam oT-
HeceHbl B 3-10 rpynny (yCnoBHO — rpynny KOHTPOSS).

06bcnenoBaHve MPOBOAMIN HE3ABUCUMblE KOMEKTUBbI
Bpayeli-neamaTpoB M TepaneBTOB, KPOMe TOro, KpUTepuw
DLCN un S. Broome WMMeIOT CyLLeCTBEHHbIE Pa3nMyus, No3To-
My aBTOpPbI PELUMNW CPaBHUTbL PE3yNbTaThl B NEAUATPUYECKON
rpynne uy B3pocnbix obcnepyeMbix (puc. 1).

OcHoBHble pe3ynbTaTtbl UCcnepoBaHuA

Ananus kputepueB CIXC B obeux rpynnax noxasan, 4to
cpenm nuy o 44 net CIXC umeet Mecto y 18 (25,7%) peten
n 24 (23%) B3pocnbix, runeplil(@ — y 12 (17,1%) obcne-
nyembix go 18 net u 25 (24%) B3pocnbix. CpaBHeHWe uncna
C/ly4aeB Mexay rpynnamu AeTeil U MONOALIX B3POCHbIX He
MPOAEMOHCTPUPOBANO CTaTUCTUYECKM 3HAUUMBIX Pasfnyuii
(p=0,588; p=0,223). YuutbiBas otimuus kputepues CIXC, Mbl
NpenCcTaBuIM aHHble AN KaXaoi BO3PacTHOW rpynmbl.

KnuHudyeckuin ocMoTp AeTelt M GONbLUMHCTBA B3POCHbIX
obcnenyeMbix He MoKasan nepudepuyeckux CMMNTOMOB M-
nepxonectepuHemMuy (tabn. 1, 2), 4to xapaKTepHo Ans rete-
PO3UTOTHBIX GOPM M NOATBEPHKAAETCA MHOTUMU UCTOYHUKAMH
nuTepatypsl [4, 12, 16].

Wcknioyenue coctaunu 3 B3pocsnbix naumeHTos ¢ CIXC,
Y KOTOPbIX 6bInK BbISBNEHbI KCAHTOMbI B 061aCTV axunioBbix
CYXOXWnUIA ¢ 0bemnx cTopoH y 1 naumeHTa, KcaHTenasMa u nu-
MouaHan ayra poroBuLbl — y 2 pyrix naumeHTok (no 1 cum-
NTOMY Y KaXaom).

OueHKa ceMeiiHOro aHaMHe3a y peTed 1-i rpynnbl no-
3BOJIUNA YCTAHOBMTb BbICOKUE 3HAUEHUS XONECTEPUHA, XapaK-
TepHble ans CIXC, KaK y poaCTBEHHUKOB 1-1 CTEMeHM, TaK Uy

[letn

18 (25,7%)

40 (57,1%)

(VAUARD)]

uneHoB ceMbk 2-1 ctenenn poactsa. MpuuéM y 9 (50%) pe-
Tl MNepXonecTePUHEMMIO PETUCTPUPOBANM Y MaTepeid, YTo
obecrneunBaeT ye BHYTPUYTPOOHOE HEraTUBHOE BNMSHUE Ha
COCYOMCTYHO CTEHKY, a Takxe B 8 (44,4%) cnyyaeB — vy oT-
LoB obcneayeMbix aeTei. B atol rpynne oTMeyeHa BbiCOKas
KoHueHTpauma CC3 B 06omx MoKoneHusx. Y 4neHoB ceMen
2-11 cTeneHn poacTea (npeuMyLiecTBeHHo Dabyluek W feny-
LUEK) BbISIBNIEH MaKcuMarnbHbIM % datanbHbix CC3 no cpaeHe-
HWIO C aHaMHe30M feTei 2-1 1 3-1 rpynnbl (p <0,001).

Y peteit ¢ runep/iN(a) 1/2 popctBeHHWKoB 1-i cTene-
HW pOACTBa MepeHec/M BMELIATeNIbCTBA Ha KOPOHApHbIX
apTepusx, B TOM YUC/E AOPTOKOPOHAPHOE LUYHTUPOBAHMUE;
B 2-X CEMbAX BbISBNEHbI MaUMeHTbl C NaTosoruei aop-
TaNnbHOr0 KfanmaHa WM MocnedyloLlei NNacTMKOM KnanaHa.
Y 4 (33,3%) peteii ¢ runepJiN(a) yposeHb OXC 6bin noBbiLeH
[0 AnarHocTnyeckoro 3HaqeHusa CIXC, otpaxas KOMBUHMpo-
BaHHYH OUCAMMULEMMIO.

Y 14 peteii (33,3% obwweir rpynnbl Habmopaemsix ¢ CIXC)
Obin MpOBEAEH aHanM3 KOAMpYHOLLE MociefoBaTeNnbHOCTH
60 reHoB, accoOLMMPOBAHHBIX C Pa3BUTUEM OUCAMMULEMUNA,
METOLIOM MaccoBOr0 MapasuieNibHoro CEeKBEHMpOBaHUA. YcTa-
HOB/IEHHbIE NaTOreHHbIE BapUaHTbl HYKNEOTUAHOW NocneaoBa-
TENIHOCTY ONKUCaHbI B FEHE PeLienTopa IMNonpeTEMHOB HU3KOM
nnotHoctn (LDRL), B reHe anonunonpotenHa B (APOB) y na-
LIMEHTOB C ayTOCOMHO-KOLOMUHATHO HacnedyeMon runepxo-
nectepuHemuei; y 2 (2,8%) naumeHToB (cMBCOB) 0OHapYMeEHDI
KOMBMHaUMsA naToreHHoW nocnefoBaTeNibHOCTH B reHe LOLR
W BapWaHT C HEAICHBIM KIIMHWYECKUM 3HAYeHWEM B reHe 00-
paTHoro TpaHcnopta xonectepiHa (ABCGT), KoTopbi accoum-
MpOBaH C paHHUM Pa3BUTMEM ULLIEMUYECKON bonesHmM cepaua.

MonyyeHHble pesynbTaTbl NO3BOAMIN NOATBEPAMTH «OMpe-
nenénnyio» CIXC y 12 (171%) netein u 10 (9,6%) B3pocnbix

Bspocnbie

Il CrXC
M TunepJN(a)
M KoHTtponb

Puc. 1. Yncno naupenTos ¢ HapyLleHUAMU NUNUAHOIo obMeHa cpeam nuy OTAMOLLEHHBIM aHaMHE30M 10 CcepaeyHo-cocyancTbiM

3aboneBanumaM, abc. (%).

Mpumeyarue. CTXC — ceMeiiHas runepxonectepuHemus, runep/iN(a) — runepaunonpotenHemMus (a).
Fig. 1. Number of patients with lipid metabolism disorders among people with a history of CVD, abs. (%).
Note. CTXC — familial hypercholesterolemia, runepJiN(a) — hyperlipoproteinemia (a).
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Tabnuua 1. Kputepuw cemeiiHoi r1nepxonecTepuHeMum y obcnesyeMsix aeten, abe. (%)

Table 1. Criteria for FH in the examined children, abs. (%)

Kputepuu ceMeitHol runepxonectepuHeMum

[lo 18 net (n=70)

CrXC(r=18) | MN@®=12) |  K(n=40)
Knuruyeckue cumnmomol
OXC >6,7 uan JIHN >4,0 MMonb/n, oo 16 net 17 (94,4) 4 (30) -
0XC >7.5 wunu JIHM >4,9 Mmonb/n, >16 net 1(5,6) - -
CemeliHblii aHamMHe3

1-5 cmeneHs podcmea
0XC >6,7 / NTHN >4,0 Mmonb/n, po 16 net 4(22,2) - -
0X C>7,5 / NHM >4,9 mmonb/n, >16 net 15,9 - -
CC3 no 60 net 11.(61,1) 7(58,3) 17 (42,5)
CreHTMpOBaHMe KOpPOHAPHBIX apTepui 4(22,2) 6 (50,0 11(275)
Mnactuka aopTanbHoro KnanaHa - 2(16,7) 2(5)
AopToKopoHapHoe LyHTUpoBaHWe 1(5,9) 3(25) 3(75)
(OaranbHble cepaeyHO-COCYAUCTbIE CODLITUS 1(5,6) - 2(5)

2-5 cmeneHb podcmea
CC3 no 50 net 7(38,9) 4(30) 17 (42,5)
CreHTMpOBaHMe KOPOHaPHBbIX apTepuit 1(5,6) 2(16,7) 12 (30)
MnacTuka aopTanbHOro KnanaHa 1(5,6) 1(8,3) 1(2,5)
AopToKopoHapHoe LyHTMpoBaHWe 1(5,6) 1(8,3) 2(5)
(OatanbHble cepaeyYHo-CoCyancTble CoObITUSA 7(38,9) 1(8,3) -

[pumeuanue. OXC — obwwumii xonectepu, JIHI — nunonpotenH HU3Koii nnotHocTH, CTXC — cemeliHas runepxonectepuHeMms,
JIN(@) — runepnunonpotenHemus (a), K — koHTponb (0bcneayeMbie ¢ OTATOLEHHLIM aHaMHE30M WU HOPMalbHBIMW NapaMeTpamMy IMNUAHoro obMeHa),

CC3 — cepaeyHo-cocyaucTbIe 3aboneBaHms.

Note. OXC — total cholesterol, JIHT — low-density lipoprotein, CTXC — familial hypercholesterolemia, J1M(a) — hyperlipoproteinemia (a),
K — control (subjects with a com plicated history and normal parameters of lipid metabolism), CC3 — cardiovascular diseases.

Y4aCTHUKOB WUCCNEf0BaHNS — pPOAMTENEN NaUUeHTOB neau-
aTpUYecKoii rpynmbi.

Ananus KputepueB DLCN nossonmn ycTaHoBWTb, 4TO
8 (33,3%) B3pocnbix ydacTHukoB ¢ CIXC nepeHecnu ocTpoii
M (OMM) B Bo3pacte o 40 net (tabn. 2). Y naumenToB ¢
runep/IN(a) paHHsa uwemmnyeckas bonesHb cepaua u atepo-
CKNlepoTUYecKkue 3aboneBaHus 3a0KyMeHTMpoBaHbl Y 2 (8%)
HabntopaeMbix. B KoHTponbHOM rpynne 4 (7,3%) y4acTHuKoB
TaKXKe nepeHecnn paHHuii MIM, Ho He Habpanu poctatouHoe
uucno bannos no wkane DLCN.

bonblumHcTBo naumenTtoB ¢ CIXC MMenn UcXogHbIM ypo-
BEHb X0JIecTepWHa NIMMONPOTEMHOB HU3KOW NIOTHOCTU B Aua-
nasoHe 4,0-6,4 MMonb/n, y 6 (25%) n 2 (8,6%) HabntopaeMbix
COOTBETCTBEHHO OTMEYEHbI BbICOKME U OYEHB BLICOKME MOKA-
3atenu mnupoB. Y 5 B3pocnbix, HabmopaeMeix ¢ CIXC (20%),
OTMEYEHO 3HauMTeNbHOE MNoBbileHne copepanusa JIM(@) —
>100 HMob/N — KOTOPOE CBA3aHO C paHWM pa3BuTUEM, bonee
TAXENBIM TEYEHMEM U BbICOKOW BEPOATHOCTbIO Hebnaronpu-
AtHoro ucxoaa MM [21]. B KoHTponbHOM rpynne noBbilUeHKe
YpoBHS 06LLer0 XonecTepuHa BeTpedanocs y 47 (85,5%) obene-
LYEMbIX, HO COfiep}KaHue SIMMOMNpPOTEMHOB HWU3KOM MAOTHOCTU
B CbIBOPOTKE KpoBM He pocturano 4,0 MMonb/n. Ha MomeHT
rocnuTanu3auuy no nosogy octporo UM xonectepuH Haxogmn-
€A B npefenax peepeHcHbIX 3Ha4EHUN.

DOl https://doiorg/10.17816/CS623868

Y 22 (91,6%) B3pocnbix naumenTos ¢ CIXC, 23 (92%) obcne-
ayembix ¢ runep/iN(a) u 40 (72,2%) y4acTHUKOB KOHTPONBHOM
rpynnbl BbiN NOATBEPXKAEH CEMENHBIA aHAMHE3 paHHUX aTe-
POCKJIEPOTMYECKMX DONE3HEN Y POACTBEHHUKOB 1-i CTeneHu
pofcTea. Y ocTanbHbix HabniopaeMbix — 2 (8,4%) naumeH-
10B ¢ CIXC, 2 (8%) uenosek ¢ runepJiN(a) n 15 (27,8%) nuy
KOHTPOJIbHOW TPYnMbl — MpUYMHLI PaHHEA CMepTU BM3KUX
POLCTBEHHUKOB He Obln yCTaHOBNEHbI AOCTOBEPHO, HO 06-
CTOATENbCTBA NPEXAEBPEMEHHON CMEPTU POLCTBEHHUKOB He
Mo3BOJIASIM UCKIIOUMTL 3aboneBaHue cepaua, MMbo cBefeHus
0 poauTene oTCYTCTBOBANM (B TOM YMCnie BBUZY YCbIHOBNEHMS).

B 4 ceMbax HacneactBeHHbIn natrepH CIXC ¢ npexpes-
peMeHHbIMU CepAEYHO-COCYAUCTbIMU KaTacTpodamu npoce-
UBAsNCA B 3 MOKOMEHMAX. Y MNnajLlero npeAcTaBUTeNs Of-
HOM M3 3TUX ceMei (B3pOCbIi NaLMeHT 1-i Fpynnbl) AMarHo3
onpegenéxHon CIXC 6bin noaTBEPIKAEH METOLOM MACcCOBOIO
CENEKTUBHOTO CEKBEHWUPOBAHMA. YCTaHOBNEH NaTOreHHbI
BapWaHT OJHOHYKNEOTUAHOW MOCNefOBaTENIbHOCTU B leHe
NponpoTeNHKOHBEpPTasbl CybTUAM3MH-KeKcMHoBOrO Tuna 9
(PCSK9). Mytaummn B reHe PCSK9 aBnAlTCA OTHOCUTENBHOM
PeLKoCTbI0, BCTpeyatotca He bonee, yeM y 1% bonbHbix CIXC,
CBA3aHbI C NOBBILIEHHOW aKTMBHOCTbHO depMeHTa, cnocob-
CTBYIOLLEr0 AerpajaLnv peuentopoB K NMNONPOTEMHAM
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Table 2. Characteristics of the subjects according to the DLCN scale, abs. (%)

Bo3pact 18-44 ropa (n=104)

MNokasatenb
CIXC (n=24) | Tunep/iN(a) (n=25) | K (n=55)
UHdueudyanoHeiii aHamHe3
Y naumeHTa paHHsas (y My4mH <55, y keHwmH <60 net) NBC 8 (33,3%) 1 (4%) 4 (7.3%)
Y nauueHTa paHHee (y MyxumH <55, y xeHwmH <60 net) CC3 3(12.5%) 1 (%) 0
aTepoCK/IepOTUYECKOrO reHe3a
CyX0XunbHble KCaHTOMbI 1(4,2%) 0 0
KcaHTenasmbl 2 (8,3%) 0 0
JunompHas gyra porosuubl 1(4,2%) 0 0
XC JTHIN >8,5 MMonb/n 2 (8,4%) - -
XC JIHN 6,5-8,4 Mmonb/n 6 (25%) 5 (20%) -
XC JIHM 5,0-6,4 MMonb/n 9 (37.5%) - -
XC JIHM 4,0-4,9 MMonb/n 7 (29.2%) - -
XC JTHN <4 mmons/n - - 47 (85,5%)
CemeliHblli aHaMHe3

fritmrinetatemamon e T L T T L
PoacteeHHuK 1-11 ctenenu poactea ¢ XC JTHI >95-ro npoueHTuns 8 (33,3%) 5 (20%) 28 (50,9%)
A o PTG PO, o I
Jletv mnagwwe 18 net ¢ XC JIHM >95-ro npoueHTuns 5 (20,8%) 2 (8%) 0

lMpumeqaHue. CTXC — ceMeitHan runepxonectepuiemus, K — kontponb, UBC — nwemuyeckan 6onesHb cepaua, runepliN(a) —
runepnunonpotenHemus (a), XC JTHIM — xonecTepuH nMnonpoTenHoB HKU3Kow nnotHocTh, CC3 — cepreyHo-cocyaucTble 3aboneBanus.
Note. CTXC — familial hypercholesterolemia, K — control, UBC — coronary heart disease, runepJif(a) — hyperlipoproteinemia (a),
XC JIHN — low-density lipoprotein cholesterol, CC3 — cardiovascular diseases.

HW3KOW MNIOTHOCTH, W C PaHHUM PasBUTUEM OUCAMIULEMMM,
PE3UCTEHTHOM K JIEYeHUI0 cTaTuHamu [12].

BaHOM KNMHWYECKON XapaKTepUCTUKOW NALMEHTOB CNy-
KaT coBCTBEHHO KOHLIEHTPaLMK 0BLLero xonecTepuHa v xone-
CTEpWUHA IMNONPOTEUHOB HU3KOW NAOTHOCTM (puC. 2).

CpaBHUTENbHLIA aHanU3 CpefHMX 3HaueHuin obluero xo-
NecTepUHa M XoNnecTepuHa IMMONPOTENHOB HU3KOM MNIOTHO-
CTV NoKa3an, yto B rpynne nauuneHTos ¢ CMXC cTatuctudeckon
Pa3HULbI MEXAY MOKa3aTeNIAMM JeTell U B3poc/bIX Habmoaa-
eMblIx He bbino (p=0,431; p=0,878). [IpoMexxyTOUHOE NOMOKe-
HWe 3aHWManu CPeLHME 3HAYEHWs IUMUAHBIX NapaMeTpoB B
rpynne Habnopgaembix ¢ runepsiN(a), npuyéM, ecnn y aeten
3HayeHus 06LLero xonecTepuHa U XonectepuHa IunonpoTen-
HOB HWU3KOW MOTHOCTY He BbILLW 3a Npeaenibl peepeHcHbIX,
TO Y B3pOC/IbIX OHW MPEBbICUIM 3HAYEHWUS KOHTPOSLHO rpyn-
nbl (p=0,014; p=0,001).

MegmaHa JM(a) y nauvenToB ¢ runep/iN(a) Konebanacb
B npegenax 140,8 umonb/n (106,65; 182,58) y B3pocsbIx K
183,2 HMonb/n (100,8; 256,6) — y feTelt, LoCTUras BEAUYMHDI
3anpefenbHOro pucKa, To ecTb npeBbiwwas 97,5% y 2 B3pocsbix
1 6 petei [22]. CyMMUpyS KIIMHMKO-aHAMHECTUYECKWE AaHHbIe,
onpepenénHan CIXC bbina BoisiBneHa y 12 (66,7%) n BeposT-
Has — Yy 6 (33,3%) HabniopaeMbIX NEAMATPUYECKON rpynmbl.
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Cpenv B3poc/bIX Y4acTHUKOB uccnegosakua y 10 (41,6%) na-
LIMEHTOB [LOKyMeHTMpOBaHa onpeaenéHHas, B 7 (29,2%) cny-
Yasx — BepoATHasA U y ocTanbHblX 7 (29,2%) — BO3MOXHas
CrXc.

OBCYXAEHUE

PestoMe ocHoBHOrO pe3ynbTtata uccnepoBaHuA

C uenbio onpeaeneHUss pesynbTaTUBHOCTW TapreTHOro
CKpUHMHra npoBefeHo obcnepoBaHve 174 poacTBEHHWKOB
J1L, NEPeHECLUMX PaHHWe CepLeYHO-COCYAUCTbIE CODbLITUA.
BospacT 0bcneoBaHHbIX NaLMEHTOB COCTaBWA OT 3 A0 44 ner,
Bbinn pasnensHo npoaHanmavpoBaHbl rpynnbl ¢ CIXC v ¢
runep/IN(). CIXC guarHocTupoBaHa y 42 (24,1%) obcnenye-
MbIX U NOATBEPKAEHA MONEKYNAPHO-TEHETUYECKMM METOA0M
y 14 peteit u 2 B3pocnbix (38% obuien rpynnbl). B otinume ot
naumeHToB ¢ CI'XC, HeraTMBHasA AMHaMWKa YPOBHS aTeporeH-
HbIX IMNUA0B C BO3PacToM BhifB/eHa B rpynne ¢ runepJil (a).

OGCY)KAEHME OCHOBHOI0 pe3ynbTaTta UccneaoBsaHuA

KacKazHbli / TapreTHBII CKPUHUHT MOXKET MMETb 2 Hanpas-
NEHUsl — OT poaMTena ¢ aHaMHe3oM paHHux CC3 K petam
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JIHN

Puc. 2. NMokasartenu obLuero xonectepuHa 1 XonectepuHa AUMoNpOTEUHOB HU3KOW MOTHOCTM Y [ieTEN U MOJIOAbIX NIOAEN C OTAMOLLEHHBIM

CeMeiiHbIM aHaMHE30M Mo paHHeMy UHGapKTy MUOKapaa.

Mpumeyarue. 1 — nokasatenb y aeTeit (Me), 2 — nokasartens y B3pocibix (Me). CTXC — cemeitHas runepxonectepuHemus, runepJil(a) —
runepaunonpotenHemms (a), OXC — obLumit xonectepuH, JTHI — nunonpoTenH HU3KOM NAOTHOCTM.

Fig. 2. Indicators of total cholesterol and LDL in children and young people with a family history of early MI.

Note. 1 — indicator in children (Me), 2 — indicator in adults (Me), CTXC — familial hypercholesterolemia, runepJiN(a) — hyperlipoproteinemia (a),

0XC — total cholesterol, JIHM — low-density lipoprotein.

UK ot pebEHKa K CTapLUMM MOKONEHUAM B C/y4ae BbISIBNIEHMS
CIXCy neTeii C NOMOLLIbIO YHUBEPCANBHOM CKPUHMHTA.

MeTaaHanu3 10 uccnenoBaHuin 3G PeKTMBHOCTM Kackag-
HOro CKpPUHWHIa, NPOBEAEHHBIX HA Pa3sHbIX KOHTUHeHTaxX [23],
MoKasas, YTo YACNI0 POACTBEHHUKOB C BbisiBneHHoW CIXC npu
YCNOBWM MOLTBEPXAEHHOTO 3abonieBaHMs Y MHAEKCHOMO na-
umeHTa konebnetcs ot 30 go 60,5%. Yucno yctaHOBREHHBIX
BonbHbIX CMXC B KaCKaHOM CKPUHUHTE 3HAUUTENBLHO YBENU-
UMBaETCA MPU MOJNIEKYNSAPHO-TEHETUHECKOM MOATBEPKAEHUN
3abonieBaHUs (OMarHOCTUKa UCKMIOUMUTENBHO Mo Buoxmummuye-
CKMM NoKa3atensm nponyckaet Ao 20% Hoebix ciy4aes) [18].

MbI nonyuunu AaHHble, cxoxue ¢ pesynbTatamu pabotbl
MO BbISBMEHUIO CEMEMHBIX AUCAMNUAEMUN B LpYruX CTpa-
Hax. Ecnu B HalweM uccneoBaHM OTKIMK Ha MpuUrmnalueHue
K obcnenoBaHuio npuHsam 33,3% onpoLueHHbIX, To B paborte
C. Lee # coaBT. NOKa3aH eLLE MeHbLUMIA OTKSIMK Ha NMUCbMEH-
Hble MPUrNaLeHNs POACTBEHHUKOB NaLMEHTOB Ha obcne-
[0BaHWe, OTMEYEHO MOBLILLEHWE BEPOATHOCTM Y4acTus npu
JINYHOM 0OLLEHMM C MEepCOHaNoM. Mbl TakKe CTONKHYNUCh C
npobnemon HU3KoM MHGOPMUPOBAHHOCTW HacemneHUs 0 Ha-
CNeACTBEHHOM XapaKTepe bonesHu u puckax Anis Heobcneno-
BaHHbIX uneHoB ceMbu. Mo faHHbIM 0630pa, MaKcuMarnbHoe
BbISIBNIEHWE NaLMeHTOB Oblo Nony4eHo B TeX UCCNe0BaH-
fX, rae B3sTMe BuonorMyeckoro Matepuana nNPOBOAMNIOCH Ha
[OMY, M K 00CNnefoBaHM0 NPUBNEKANM POACTBEHHUKOB 2-H,
3-1 un 4-i cteneHu poacTea [22].

B HaweM uccnenoBaHUM YMCIO YCTaHOBNEHHBIX BONBHBIX
¢ CIXC coctasuno 24,1% obuero umcna obcnenoBaHHbIX, UTo,
BEPOATHO, CBA3aHO C HU3KUM Y4acTMEM POLCTBEHHUKOB [laxe
1-# cTeneHn pofAcTBa N0 NPUYMHAM YKJIOHEHUA OT y4acTus
WNM OTHANEHHOTO MPOXUBaHMA. 04eBMIHBIM NPEUMYLLECTBOM

! [anHas KJ'IaCCVICbVIKaLIMﬂ HaX0A4MUTCA Ha 3Tane JJ.OPBGOTKVI.
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pabotbl cTana oueHKa copepxanus JIM(a), kotopas no3sonu-
na BbisBUTL 20,7% HabnofaeMbIx C MOTEHLMANIBHO BbICOKUM
1 0YeHb BbICOKUM CEPAEYHO-COCYANCTBIM PUCKOM.

BHoBb 0BHapyKeHHble nauveHTbl Bblnu BHECEHBI B Fpynmy
JucnaHcepHoro Habniopexus KapavoaumcnaHcepa KpacHosp-
CKOW KpaeBoii bonbHULbI No noBogy «CeMeliHoi runepxonecte-
pUHEMMH, YncToii» (E78.0). B MexxayHapoaHom KnaccuguKaumm
bonesHeit 11-ro nepecMoTpa NpeaycMOTPeH AnarHo3 «funepam-
nornpotenHemua (a)»'. YuuTbiBas KIMHUYECKOE 3HaueHWe 3Toi
DVCIMNUEEMUY, MAUMEHTBI TAKKe BKIKOYEHbI B FPynny Aumc-
naHcepHoro Habniogenus. Bcem B3pocnbiM BonbHBIM € onpe-
LENEHHON, BeposATHOK M Bo3MoxkHoW CIXC, a Takke petaM ¢
onpenenénHon CMXC HasHayeHa rMnonMnuaeM1yecKas Tepanms.

OrpaHquH na uccneposaHma

B nmaHHoW paboTe He npoBOAMNICA NPeABapUTESbHBbIN
pacyéT pasmepa Bbibopku. Kputepum DLCN B mmarHocTuke
CTXC, Kotopble WMCMONb30BaNM B TEXHOMOTWM KacKagHoro/
TApreTHOr0 CKPUHWUHIA, OTCEKAIT NALMEHTOB C KOHLEHTpaLm-
e/ NIMNONPOTEMHOB HM3KOW MNOTHOCTM <4,9 MMOMbL/N y nny
cTapwe 16 net u <4 mmonb/n — y peteir. Cpeam atux fio-
[Leli MOTYT OKa3aTbCA NaUMeHTHI C NaToreHHbIMU BapuaHTaMm
OJHOHYKIEOTUAHBIX MOCNef0BaTeNlbHOCTEN, XapaKTepHbIX As
CI'XC. MoneKynsipHo-reHeTU4eCKoe UCCnesoBaHNe MOXET No-
BbICUTb 3P (EKTUBHOCTb KACKaLHOr0 / TapreTHOro CKPUHMHA,
HO MOKa OCTaETCA TPYAHOLOCTYMHBIM METOAOM AUarHOCTUKM.

3AKJIKYEHUE

OnbIT nposefeHUa TapretHoro CKPUHWHra nokasain, 4to
ero 3¢¢EKTVIBHOCTb 3HaUYUTEJIbHO MnpeBblllaeT 0XXMOaeMbIN




OPUITHAJTBHOE MCCIEJOBAHME

pe3ynbTaT YHUBEPCANBHOTO CKPWHWHra, cocTaensas 24,1%
B CMeLUaHHol rpynne Aeteii u B3pocnbix npotus 0,4-0,6%
B C/lyyae 0bcnefoBaHMs OfMHAKOBOIO YMCHa MIoAeH.
OnpepenénHas CIXC BobisBneHa y 9,2% Habniopaembix
obLen rpynnbl € MOMOLUbK Pe3yNbTaToB MOJNIEKYNSPHO-
reHeTMYecKoro uccnepoBaHus: BepositHas CIXC yctaHoBneHa y
10,9%, Bo3MoxxHas — y 5,2% obcnepnosaHHbIx. Y 20,1% yyacT-
HukoB onpeneneHa runeplil(a). WccnepoBaHue nokasano,
uYTO pesynbTaT NpaKTU4ecKol paboTbl BO MHOTOM 3aBUCHT OT
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boTKa 1 onumcaHne nosyveHHbIX pe3ynbtatos; B.C. EMenbaHumK —
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HaY4YHO-NPaKTUYECKOW KOH(EepeHUMn «PernoHanbHbI cocyamncTbIn
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0CBEAOMNEHHOCTM MeAWLMHCKUX PaboTHUKOB M HaceneHus
0 cBA3n aTepockiepoTudecknx CC3 M HacneacTBeHHbIX AuC-
JMNWAEMWIA, aKTUBHOMO BOBJIEYEHWS POLCTBEHHUKOB NaLm-
eHToB ¢ CIXC 1 6onee LWMPOKOro NPUMEHEHUSA MOJIEKYNIAPHO-
reHeTU4EeCKUX MeTOL0B NOATBEPXAEHUA AnarHosa. pu KoM-
OMHMPOBAHHOM MCMONb30BaHUM YHUBEPCANIBHOMO CKPUHMHIA
rUNepxoiecTEpUHEMIUN B LLETCKOW NONYNALMM B COYETAHUM C
KaCKa[iHbIM / TapreTHbIM BapuaHTOM BO3MOXXHO MaKCUMasbHoe
BbISIB/IEHME TPYNN BbICOKOMO CepAeYHO-COCYAMCTONO pUCKa.
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