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PE3IOME

AxkTyadbHOCTh. CepeuHo-cocyauctsie 3a0oneBanust (CC3) coXpaHsIOT JUIUPYOIIUE TI0-
3UIMH B CTPYKTYPE MHBAIUU3AIMH U CMEPTHOCTH HaceeHus. KittoueBbIM (pakToOpoM pucka
pazsutusa CC3 sBiseTCS NUCIUMUACMUS, HanOoJiee pacIpoCTPaHCHHOW HAacCIeACTBEHHON
¢dopmoii koTopoit siBisieTcst cemeiiHas runepxonecrepuHemus (CI'XC). OgHako HeCMOTps
Ha MIHPOKYIO PaCHpPOCTPAHCHHOCTb, CBOCBPEMEHHAS NUArHOCTHUKA HO30JIOTMH OCTAaeTCA
KpaifHe HU3KOU. B HEKOTOPBIX MUIOTHBIX UCCIEIOBAHUIX OBLIO MPOAEMOHCTPUPOBAHO, UTO
penkuM 3a0osieBaHueM, TPeOy oM TudGepeHIIMaTbHON JMATHOCTUKH ¢ JUCIUIINICMHUCH
Ila, sBnsiercst nedunut mu3zocomuon kucnoit unassl ([JIKJI). Heaw. [IpenctaButs pe3yinb-
TaThl aHaim3a JunuaHoro npoduis 1000 nereit miaaniero mkoisHOro Bo3dpacta (9—11 ner),
o0creIoBaHHBIX B paMKaX yHUBepcaabHOro ckpuHuHra B Cankt-lIletepOypre. MaTepuaJibl
u Metoabl. O6cnenoBano 1000 geteit B Bo3pacte oT 9 net mo 11 et 11 mecsues 30 gHE.
Jln3aitH uccienoBaHus BKJII0YAT B ¢e0s OIIEHKY aHTPOITOMETPHICCKUX TIOKa3aTeNeil M ypoB-
Hs obmero xonectepura (OXC) B KanMJUISIPHOW KPOBH, B CIIydae BBISBICHHS THIIEPXOJIe-
CTEPUHEMHHU OICHUBAJICS CEMECHHBI aHaMHE3, OMOXMMUYECKUH aHATU3 KPOBHU, PE3yJIbTaThl
JYILJIEKCHOTO CKaHUPOBAHUS COCYJIOB IIIEH, UCKIIOUAINCh BTOPUYHBIC IPUUNHBI JUCIHUITU-
nemuu. I1o moxa3aHUsIM BBIIIOJHSUIMCH aHaan3 Ha akTUBHOCTE JIKJI, reneTuueckoe odcieno-
Banwue. Pe3yabTarsl. BeiOopka mpeacrasiena 44,5 % neBodek u 55,5% manpuukoB. CpeqHuit
ypoBeHb OXC KanuJIIApHONH KPOBH B UCCIEAYEMOW I'pymIie HaxoAwicsa B npenenax 4,04 +
0,94 mmoub/n (2,43-10,9). 13 1000 neteii Oblna BeiieeHa koropTa 87 yenoexk (8,7 %) co 3Ha-
yeausimu OXC > 5,2 mmonw/i: 50 manbuukos (57,5 %), 37 neBouek (42,5 %), menquana OXC
5,61 = 1,02 mmous/n (5,2—10,9). B pesynbsrate crpatudukanuu no kputepusm CI'XC Simon
Broome y 8 nereit ¢ ypoaem OXC 7,95 + 1,35 mmons/n, JIHIT 6,11 = 0,71 mMonb/n quarHo-
ctupoBana CI'XC (0,8 %), mpy TeHETHYECKOM TECTUPOBAHUH MATOT€HHBIC U BEPOSTHO-TIATO-
reHHbie myTanuu B reie LDLR noaTeepxknensr y 4 nereit. Y 8/8 (100 %) aereii uckiItoueH
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JUIKJL. 3akaiouenue. B cTarbe HarISITHO IEMOHCTPHUPYETCS HEOOXOIUMOCTH TTPOBEICHUS
YHUBEPCAJIHLHOTO CKPUHUHTA U OICHKU JTUMUIHOTO MPO(UIIS Y MAIIMEHTOB e IUaTPHISCKOM
MO YJISIITUU.
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ABSTRACT

Background. Cardiovascular diseases (CVDs) remain the leading cause of disability and
mortality worldwide. Dyslipidemia is a major risk factor for CVD, with familial hypercholes-
terolemia (FH) being the most common hereditary form. Despite its high prevalence, timely
identification of FH remains remarkably low. Some pilot studies have shown that lysosomal
acid lipase deficiency (LAL-D), a rare disorder requiring differential diagnosis from type Ila
dyslipidemia, may be underrecognized. Objective. To present the results of lipid profile anal-
ysis in 1,000 primary school-aged children (9—11 years) who underwent universal screening
in Saint Petersburg. Design and methods. A total of 1,000 children aged 9 to 11 years 11
months and 30 days were examined. The study design included assessment of anthropometric
parameters and total cholesterol (TC) levels in capillary blood. In cases of hypercholesterol-
emia, family history, comprehensive biochemical blood analysis, and carotid artery duplex
scan were performed, along with exclusion of secondary causes of dyslipidemia. When indi-
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cated, lysosomal acid lipase (LAL) activity and genetic testing were conducted. Results. The
cohort comprised 44.5 % girls and 55.5 % boys. The mean capillary blood TC level was 4.04
+ 0.94 mmol/L (range: 2.43—10.9 mmol/L). Among the 1,000 children, 87 (8.7 %) had TC >5.2
mmol/L: 50 boys (57.5 %) and 37 girls (42.5 %), with a median TC of 5.61 + 1.02 mmol/L
(range: 5.2-10.9 mmol/L). According to Simon Broome criteria, 8 children (0.8 %) with TC
7.95 = 1.35 mmol/L and LDL-C 6.11 £+ 0.71 mmol/L were diagnosed with FH; pathogenic or
likely pathogenic mutations in the LDLR gene were confirmed in 4 children. LAL-D was
excluded in all 8 children (100 %). Conclusion. These findings underscore the necessity of
universal screening and lipid profile assessment in the pediatric population.

Key words: children, cholesterol, dyslipidemia, familial hypercholesterolemia, lysosomal
acid lipase deficiency, universal screening

For citation: Ivanilova AA, Eirikh SV, Korneva AA, et al. Results of total cholesterol screening
for early diagnosis of dyslipidemia in Saint Petersburg children. Russian Journal for Person-
alized Medicine. 2025; 5(3):251-260. (In Russ.) DOI: 10.18705/2782-3806-2025-5-3-251-260.

EDN: PGPDWF

Cnucok coxpamennii: JJJIKJI — nepunut nuzo-
coMHOH kucioi nunazel, OUM — ocTpseiii nHpAPKT
muokapaa, OXC — obmmuit xomecrepu, CI'XC —
ceMeiiHas runepxonecrepunemus, CC3 — cep-
neyHo-cocynucteie 3aboneBanusi, CCC — cepueu-
Ho-cocynuctheie coObitusi, XC JIHIT — xonectepun
JIUTIONTPOTEU 0B HU3KOH MIIOTHOCTH.

AKTYAJIbHOCTb

CepneuHo-cocyaucteie 3adoneBanus (CC3) mpo-
JOJDKAIOT 3aHUMATD JIMJIMPYIOIINE TIO3UIIUU B CTPYK-
Type TpPUYAH HWHBAJUIU3AIHA W CMEPTHOCTH Ha-
cenenuss kak B Pocculickoit ®enepauuu, Tak U B
rIo0anbHOM MacuiTade, HeCMOTpSl Ha pean3yeMble
MpOrpaMMbl JIeueOHO-TPOPIIIAKTHUECKUX MEPOIpH-
situid. CormacHo opUIIMATBHBIM MTaHHBIM PoccTraTa 3a
2021 ron, cmeptHOCTH 0T CC3 B PD nocturna 933 986
ciry4aes, 4To cocTaBiiseT 38 % oT o0riei CMepTHOCTH.
[Ipu 5TOM B CTPYKTYpE cepleuHO-COCYAUCTON CMEPT-
HOCTH TIpeobiafaer uiemMudeckas OOJIe3Hb cepalna
(MBC) — 54,4 % cnyuaeB. OcoOyto TPEBOT'Y BBI3bI-
BaeT 3HauuTenbHas aois (15 %) meTalbHBIX HCXOI0B
ot UBC cpeau nun TpyaocnocobHoro Bo3pacta [1].

OnHUM U3 KITFOYEBBIX MOTUPHUIUPYEMBIX (aKTOPOB
pucka UBC sBisieTcss TUCIUTUACMIS, KOTOpash MOYKET
OBITh TEPBUYHOUN (OOYCIOBICHHON TE€HETUYECKH Jie-
TEPMHUHUPOBAHHBIMU 3200JICBAHUSIMH) WJIH BTOPUIHOM
(pa3BuBaroleiics BCIEACTBUE BO3ICHCTBHSI BHEIIHUX

(hakTopoB, 00pa3a KU3HU U MPU HATUIMA KOMOPOUJI-
HBIX 3a00JleBaHUM, HampuMmep, AePHUINTA JIU30COM-
HOHM Kucioi numasbl). Cpenn HacleICTBEHHBIX (opM
CaMOM 4YacTO BCTpEUalollehcs SIBISIETCS CceMehHas
runepxonectepuHemus (CI'’XC) — renerndecku ne-
TEPMUHHUPOBAHHAsI TIATOJIOTHS JIMITUIHOTO 0OMEHa, Co-
MIPOBOYKAAFOTIASICS 3HAYUTEIHHBIM ITOBBIIIIEHHEM YPOB-
HSl XOJIECTEPHUHA JIUIOMPOTEHI0B HU3KOW IJIOTHOCTH
(XC JIHIT) B kpoBH H, KaK CIEICTBHE, IPEKACBPEMEH-
HBIM Pa3BUTHEM U MPOIPECCUPYIONINM TEUEHUEM aTe-
pOCKIIEpO3a y)ke B MOJIOfoM Bo3pacte [2]. JlanHabie u-
Teparypbl 1eMoHCTpupytoT, yTo CI'XC acconuupoBana
C YBEJIMYEHUEM CEpPACUHO-COCYAUCTOro pucka B 6—20
pas3 1o cpaBHEHUIO ¢ 001el momyssiuueit [3].
PacnipocTpaHeHHOCTh TeTEpO3UTOTHON (HOpMBI 3a-
OomeBanms KoJieOeTcs B mpenenax 1:200-311 gemoBek
[2, 4], roMO3UTOTHOH (hOPMBI — TIO Pa3HBIM JIAHHEIM,
oT 1 Ha 160 ThIC. 10 1 Ha 1 MuH yenoek [2, 5]. Tem
HE MEHee, HECMOTpsl Ha BBICOKYIO pacHpoCTpaHeH-
HOCTH DTOTO COCTOSIHHSI, CBOEBPEMEHHAs THarHOCTH-
Ka 3a00JIeBaHUS OCTaeTCS KpailHe HU3KOW, CpeaHUi
BO3pacT Bepudukanuu auarsosa cocrtaniset 40 JeT,
pUYeM HEPEAKO yke Ha (oHe CBEpLIMBILETOCS Cep-
neano-cocyaucroro coositust (CCC) [6, 7].
Pacnio3naBanme pamarHo3a B JIETCKOM BO3pacTe
MPAKTUYECKH OTCYTCTBYET, YTO CBSI3aHO, BO-TIEPBBIX,
C HEJIOCTATOYHOW HACTOPOKEHHOCTBIO IEIUaTpOB
OTHOCHUTEJIBHO PHCKOB IIPEKJIEBPEMEHHOTO0 pa3BU-
THS aTEPOCKIIEPO3a y JIeTel, a BO-BTOPBIX, C TEM, YTO
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OTIpe/ieTIeHNe YPOBHS XOJECTepHHA TUIa3Mbl KPOBH
[OKa HE BKJIFOUCHO B CTaHAAPT MPO(PHIAKTHYCCKUX
OCMOTPOB MAIMEHTOB J0 18 neT.

B ocHoBe marorenesa 3a0oieBaHUs JIeKAT MyTaIlld
B IreHaX, yUacTBYIOIIHNX B MeTa0bom3Me Xonectepuna. Co-
OTBETCTBEHHO, JIMArHOCTHUKA COCTOSTHHS BKITFOUAET OIICH-
Ky JIMITUTHOTO TPO(UIIS MAIIUEHTA, U3yYEHHE er0 CeMeH-
HOTO aHaMHe3a C aKIIEHTOM Ha CITy4yan paHHETO Pa3BUTHS
CCC, BBIsSBIICHUE TIATOTCHHBIX BAPHAHTOB B MPHYNHHBIX
reHax 3a00JIeBaHUsl, a TAKKe ONPEAeICHIe KITMHIIECKIX
1 CyOKIIMHUYECKUX MApKEPOB aTepoCKIIepo3a.

B mocnennue necaTuneTHs BO BceM MHUpe ocoboe
BHMMAaHHE HAIIPaBJIEHO HA PAHHIOIO TUArHOCTUKY Ha-
CIIEZICTBEHHBIX THIIEPIHUITHASMHNA. JTO CBSI3aHO C TIO-
HAMaHHEM, YTO PUCK CEPICYHO-COCYIUCTHIX OCIIOK-
HEHUHN OIpenensieTcss He TOJIBKO HENOCPEICTBEHHO
BbicokMM ypoBHeM XC JIHII, HO U IIUTEIBHOCTHIO
ero noseimenwus [8]. Tak, Oblta copmynupoBana KOH-
nenmus o «opemenn HakorernHoro JIHII», mpemmo-
naratomas, yto pazputue CCC cTaTUCTHUYECKU Yallle
MIPOUCXOJIUT NP JIOCTHXKEHUHU OTPEAETICHHOIO Mopo-
ra CyMMapHO BO3ACHCTBYIOLIETO Ha apTepUaTbHYIO
crenky XC JIHIIL. DTo momo6HO TOMY, KaK OIICHUBAIOT
CyMMapHO€ BO3JIeHCTBHE Tabaka Ha OpPTraHHW3M, pac-
CUMTBIBAsl MHJICKC KypeHus (radka/iert) [9].

CymiecTByeT HECKOJIBKO BapUaHTOB CKPUHUHTA
Ha TrunepxojecrepuHemMuto. KackagHblii CKpUHUHT
npeanojaraet BoisiBieHue HOBbIX cinyuaeB CI'XC cpe-
1 POJCTBEHHUKOB IMpoOaHIa u 00JaJaeT BBICOKOU
3¢ (HEKTUBHOCTHIO C YUYETOM ayTOCOMHO-JIOMUHAHTHO-
ro THIa HaclieoBaHuA 3aboneBanuss. OH MOXKET Mpo-
BOJIUTHCS C HCITOJb30BaHUEM (PEHOTHUITHUECKUX KPH-
TEpUEB WM TEHETHYECKOTO TECTUPOBAHUS, MMpPUYEM
oOHaApy»KEHHE IMATOTCHHBIX WU BEPOSTHO-TIATOI'CH-
HBIX BapUaHTOB y POJICTBEHHHUKOB MO3BOJISIET YCTAHO-
BuTh quaruo3 CI'XC naxe npu yporae XC JIHII ke
JIMaTHOCTUYECKUX 3HadyeHUil. TapreTHbld CKPUHUHT
HaIpaBJIeH Ha MALIUEHTOB C PAHHUM Pa3BUTHEM aTepPO-
ckaepornyeckux CC3. OnnopTyHUCTHUECKHM CKpH-
HUHT MPOBOJUTCS MPH 00pallleHuH MalMEeHTOB K Bpa-
9y I10 TIOBOMY APYTOro 3a00eBaHus. YHUBEPCATBHBIN
CKPUHUHT — 3TO MaccoBOe€ 00CIe/IOBaHNe HACETICHHS
C JaJbHEUITUM yTIYOJICHHBIM JI000CICIOBAHUEM JTUI]
C TIOBBIIIICHHBIMU 3HaYEHUSIMU Xosectepuna [10].

IlepBblil B MUpe yHUBEPCAIBbHBI CKPUHUHI Ha-
CIIEZICTBEHHBIX IUCIUMUIACMHN y AeTei ObLT BHEIPEH
B 1995 roay B CnoBenuu. B pamkax 1aHHOH mporpam-
MBI BCEM JIETSIM B BO3pacTe 5 JIET MPOBOINIIOCH OMpe-
neneHue ypoBHs obmero xonecrepuna (OXC) B kposH,
TIpH TOM 00IIast YUCICHHOCTh 00CIEIOBAaHHON KOTOp-
Tbl cocTaBuia 154 658 uenosek. B ciiyuae BbIsIBICHUS
TUIIEPXOJIECTEPUHEMHUHU HAa BTOPOM HTalle U3MEPSIICS
yposenb XC JIHIL. B 2011 rogy aaropuTm CKpUHHUHTA
ObLT MOAM(DUIIMPOBAH MyTEM BKJIIOUCHHUS T'CHETHYE-
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CKOT'0 TECTHUPOBAHMS IS TPYIN pucka, a ¢ 2019 rona
B KAUeCTBE TPEThEro dTara Obll BHEAPEH KaCKaJIHbIH
CKPUHUHT pOJIWTENeH BBISBICHHBIX MAIMEHTOB. 3a
BECh TEPHUO HAOIIOJCHUS TOJIHOE TUATHOCTHYECKOE
oOcnenoBanue npouutu 3782 pebeHka, npu 3ToMm y 813
NaIMeHTOB OBIJIO MPOBEIEHO TeHOTHUIIMpoBaHue. Pe-
3yJABTaTBl  MOJIEKYJISIPHO-T€HETHYECKOTO  aHalin3a
nokazanu, 4to y 26,9 % (219/813) obcnemoBaHHBIX
JIeTeil OBbLITN MIEHTU(UIIMPOBAHBI IMTATOTCHHEIC U Be-
posiTHO-nIaToreHHsle BapuaHThl B reHax LDLR, APOB
u PCSK9. I'eTepo3uroTHBIC BapHAHTHI C HEOMIPECIICH-
HOW KJIMHUYECKON 3HAYMMOCTBI0 O0HApYXKeHBI Y 5,2 %
(42/813) manmenToB, Torna kak y 67,9 % (552/813) ne-
Tel 3HAYUMBIX TEHETUYSCKUX HAPYIICHUN B HCCIICIY-
e€MBIX I'eHaX BBISIBIICHO He ObL1o [11].

BriocniencTBum aHanmornyHble TMPOTPAMMBI  CKPH-
HHUHTA OBUIM peajnu30BaHbl B PAa3IUYHBIX CTpaHax,
Bkatouas Huxknioro Cakconuto [11], CnoBakuto [12],
CHIA [13] u Hunepnanast [14]. B Poccuiickoit dene-
panuy yHUBEPCAIbHBIA CKPUHUHT HACIEICTBEHHBIX
JTUCIHITHAEMAN TIOKa HE BHEIAPEH Ha HAIMOHAIBHOM
YPOBHE, OIHAKO JIOKAJIbHBIE UCCIIEIOBAHUS TTPOBOIH-
JIUCh B PsiJIe PETrMOHOB, TakuxX kak Kazanb u Mocksa.
B KpacHosipcke OblJI OCYIIECTBJICH IICJICBOM CKPH-
HUHT, OXBAaTUBIIUH JAETCKYIO TOMYJISIINIO U B3POCIBIX
B Bo3pacte 1o 44 net [15-17].

CornacHo COBpPEMEHHBIM HAy4YHBIM JIaHHBIM, OII-
TUMAJIBHBIM TICPUOJIOM JUJIS TPOBEICHUS CKPHUHUHTA
SBJISIETCS BO3pacTHOM amamazon 9-11 njet [3]. Ortor
BBIOOp 0OYCITOBIICH HECKOJIBKUMH (haKTOpaMHU: BO-TIEP-
BBIX, C 8 JIET pa3pelieH0 Havyaio MeIUKaMEHTO3HOW
Tepamnuu; BO-BTOPBIX, B 3TOM BO3pacTe 3Hau€HHUE XO-
JIeCTepHHA CTAOMIU3UPYETCs, JOCTUTass OTHOCHTEIb-
HO TIOCTOSTHHBIX 3HAYEHUU; M B-TPETHUX, ITO BO3PACT
JI0 HACTYTUICHHS ITyOepPTaTHOTO TIEpHOa, KOTIa H3Me-
HEHU S TOPMOHAJIBHOTO (DOHA MOT'YT OTPa3UThCS HA UC-
TUHHOCTH PE3yJIbTaTOB.

CoBpeMeHHbIE MEXIYHapOIHbIE PEKOMEHAIUU
o0 MPOQHIAKTHKE PAaHHUX CEpPIEeIHO-COCYAMCTHIX 3a-
OoseBaHUI PEKOMEHAYIOT paHHUI CTapT TUIIOIUITHIC-
MHYECKOM Tepanuu: ¢ Bo3pacTta 8—10 JieT B cinyyasx re-
teposurotHoit CI'XC u cpa3y ke nociie Beprupukanuu
JMarHo3a MPH TOMO3UTOTHBIX (hopMax, ¢ y4eToM Kpaii-
HE BBICOKOT'O CEPIEUHO-COCYIUCTOro pucka [2, 18, 19].

B auddepeHnnanbHoi AMATHOCTHKE TUCITHITH-
semuu Ila Tuna Ba)xHOE€ MECTO 3aHUMAET BBISIBJIEHHE
neduIuTa JU30COMHON Kucioi aunassl (JJIKJT) —
PEAKOTO TEHEeTHYECKOTO 3a00NIeBaHUs, CBSI3aHHOTO
¢ myrtauusamu B reie LIPA. Ilatonorus xapakrepu-
3yeTCsl IPOrpECCUPYIOIUM HAKOIJIEHUEM JIUIUIHBIX
KOMILJIEKCOB B pa3lIMYHBIX TKaHIX BCieacTBue dep-
MEHTAaTUBHOW HEJO0CTAaTOYHOCTH, YTO TpebyeT cBoe-
BPEMEHHON TUArHOCTUKHU ISl MPENOTBPAIICHUS Tsi-
JKEJBIX CUCTEMHBIX OclIokHEeHui [20].
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Pacnpoctpanennocts  JJIKJI cocrtaBinsier 1:40
000-1:300 000 [20, 21]. 3aboneBaHUEe acCOIUUPOBA-
HO C TIOBBIIIEHHBIM PUCKOM pPa3BUTHS aTePOCKIIEpO3a
Y TIeYeHOYHON HenocTarouHOoCTH. COBpEeMEHHBIE BO3-
MOXHOCTH TIATOT€HETUYECKOW TEepamiu TO3BOISIOT
JIOCTHYb XOPOIIUX PE3yNIBTAaTOB NPH pPaHHEM Hadae
JICYCHHU I, UTO NOATBEPKIeHO 5-10-neTHUME HabII0E-
Husimu [22, 23].

30JI0THIM CTAaHJAPTOM AMATHOCTHUKH 3a00JE€BaHUS
SIBJISIETCSL OBICTPBIN, AIKOHOMHYECKH 3()(PEeKTUBHBII
U MUHHUMAJbHO WHBA3UBHBIA METOJ OIICHKH AKTHUB-
Hoctu (epmenTa JIKJI B BbICyIIEHHBIX TISITHAX KPOBH
[21]. MccnenoBanms, MpOBEACHHBIC B OTICIBHBIX pe-
ruonax Poccuiickoit @eneparinn (JleTCKuit TUTTHTHBINA
neHTp, KazaHns), a Takyke HEKOTOPBIE MHUJIIOTHBIE MUPO-
BbI€ HCCIIEIOBAaHUSA MPOJEMOHCTPHPOBAIIN TOTEHIINAI
BeisiBieHU [JJIKJI B momymsinuy narueHToB ¢ JUCIIH-
nuaeMuei [24].

LEJIbIO nacrosiero uccieroBanus ObLIO CKPH-
HuHrosoe ooOcnenoBanue 1000 pereit Cankt-Iletep-
Oypra B Bo3pacte 9—11 5et njs BBISABIEHHUS Pacpo-
CTPaHEHHOCTH W XapakTepa JUCIIUIINICMHH.

B pamkax paboThl mpeanonaraioch 0O0OCHOBATh
HE00XOIMMOCTh BKJITFOUCHUSI OTIPEICIICHIS YPOBHSI 00-
LIETO XOJECTEPUHA B CTAHJAPTHBINA aJIrOPUTM JIMCIIAH-
CepHOro HaOMOmeHus aeTei Mo 18 jet, 4To Mo3BOIUT
ONITUMHU3HPOBATH PAHHIOI IMATHOCTHKY KaK pacrpo-
CTPaHEHHBIX, TaK U PeIKUX (OpM HapyIICHUH JIUITH]I-
HOT'0 METa0oJIM3Ma.

MATEPWUAJIbl N METObI

B nepuon ¢ 1 suBaps 2024 ropa o 15 nexaOps 2024
roga B HUO Hen3BeCTHBIX, pEIKUX U TEHETUYECKU 00-
ycioBieHHBIX 3aboneBannii HIIMY «llenTp mepcona-
nu3upoBaHHON MeauuuHby OI'BY «HMUIL um. B. A.
AnmazoBa» Munzapasa Poccnn o6cnenoBanst 1000 ma-
LHUEHTOB B Bo3pacte oT 9 net no 11 net 11 mecsues 30
JaHel. MccnenoBanue SBISJIOCh MPOCHEKTUBHBIM. BbI-
Oopka critorHast. [locie BKiToueHNs peOeHKA B IPOCKT
Y TIOATIMCAHUS 3aKOHHBIM TIpe/ICTaBUTeNIeM WH(OPMU-
POBaHHOTO JTOOPOBOJIBHOTO COTJIACHSI, TIPOU3BOIMIIACH
OIICHKA aHTPOTOMETPUUYECKUX MOKa3aTeNe, KOHTPOIb
YPOBHS XOJI€CTEpUHA B KAHJUISIPHOM KPOBH C TIOMO-
B0 TIOPTATUBHOTO OMOXMMHYECKOT0 aHaJu3aTopa
kpoBu Accutrend Plus (Roche Diagnostics, ['epmanusi).
[Tpu nokazarensix OXC Oozee 5,2 MMOJB/T BBIIONIHS-
JIOCh YIITyOJIEHHOE KapIUOJIOTHYecKoe 00CIeI0BaHue
pebeHKa, B X0JIe KOTOPOTO OIIEHUBAJICS CEMEHHBIN aHa-
MHE3, Pe3yibTaThl OMOXMMHYECKOTO aHan3a KpPOBU
(mummuorpamma ¢ omnpenenenuem OXC, XC JIHIT, XC
JIBII, XC JIOHII, TT; ypoBeHb TpaHcamMHHa3) U AY-
TJICKCHOTO CKAHUPOBAHUS COCYIOB IIIEH, UCKITIOYAINCH

BTOPUYHBIE TMPUYMHBI AMCIUNHUAEMUHN. BriaenenHas
KOTopTa TMaIMeHTOB Obla CTpaTU(HUIIMPOBAHA COTac-
HO KpuTepusaM Simon Broome Register, u mpu Hanmnauu
BEpOATHOro uiu onpeaeneHHoro nuarsoza CI'XC ocy-
HIECTBJISIIOCH TeHETHYECKOe 00CIiieIoBaHNE Ha MaHENb
mucnunuaeMuit Ha npudope [llumina MiSeq. C uenbio
uckiroueHus JJJIKJI kak mpu4rHbI THIEPXOJIECTEPUHE-
MUU OBLT BHITIOJTHEH aHalu3 Ha akTUBHOCTH JIKJI B cy-
XHX TSITHaX KpoBu. PopmupoBanue 6a3bl JaHHBIX OCY-
mecTBisuIoch B Tabiaunax Microsoft Office Excel 2019
C TATBHEHIINM CTaTUCTUYECKUM aHAJIM30M B IIPOTpaM-
me Statistica 12.5 (StatSoft).

UccnenoBanue ObUI0 0Z0OPEHO 3THUUYECKUM KOMU-
tetoM OI'BY «HMUII um. B. A. Anmazoay Mun-
3apaBa Poccum.

PE3YJ1IbTATDbI

B nacrosimee nccnenosanue BriarodeHo 1000 nereit
LeJIeBOM BO3pacTHOM rpymibl. [1os10Bo# cocTaB Korop-
THI IpeacTaBiieH 44,5 % neBouek u 55,5 % MaTBUUKOB.
Bo3spacTtHas cTpykTypa BEIOOPKH XapaKTepH30BaIach
npeobrananueM 9-netHux nerei (39,6 %), Torna kak
nonst 10-netHux cocraBuia 35,6 %, a 11-neTHUX —
24,8 %.

Cpenuuii ypoBeHb OOINEro XOJECTepHHA KaIluJl-
JSPHOH KPOBH CpEeNH BCEX OOCIENOBaHHBIX JAETEH
coctasmi 4,04 £ 0,94 mmonb/n (nuama3zon 2,43—10,90
MMOJIB/JT), 4TO COOTBETCTBYET pe(hepEHCHBIM 3HAYCHU-
aM. CTaTHCTHYECKH 3HAYUMBIX OTIWYUHN 11O BO3PACTY
otmeueHo He Obwto (p = 0,06): 9 mer — 4,01 + 0,91
mmons/m, 10 get — 4,01 + 0,97 mmons/m, 11 mer —
4,22 + 0,93 mmouw/n (puc. 1).

AHaJIN3 MOJIOBBIX Pa3JIMYUi TAKKE HE BBISBHII CTa-
THCTHYECKHU 3HaumMol pa3Hunsl (p = 0,09), omHako oT-
MEYaJIOCh HE3HAYMTEIIbHOE MTpeo0Ialanue YPOBHS XO-
JeCTepUHA Y JTUI My )KcKoro nona: 4,12 + 0,95 mMonb/n
y MaJpuuKoB MpoTuB 4,03 £ 0,92 MMOIB/1 y IeBOYEK.

B 006mieit Beibopke Oblna BbIJENIEHA KoropTa u3 87
genoBek (8,7 %) co 3rageHussMu OXC > 5,2 MMOJB/II,
Brouaromas 50 maneunkoB (57,5 %) u 37 neBodek
(42,5 %). Menuana oOIIEro XOJECTEpPUHA KaIMUILISP-
Hol kpoBu — 5,61 £ 1,02 mmonb/nt (5,2—10,9).

[Ipn nmanpHEHIIEM YyTIYOJICHHOM OOCICIOBAHUH
10 JJAHHBIM OMOXHWMHUYECKOTO aHATTN3a TIa3Mbl KPOBH:
OXC 5,69 £ 1,43 mmoub/x (3,98-9,15), XC JIHII 3,54 +
1,42 mmonn/n (2,2-7,3), XC JIBIT 1,5 £ 0,29 mmoub/n
(1,09-2,28), TI' 0,92 + 0,48 mmonw/n (0,44-2,44),
ACT 24,76 + 9,00 mmonp/n (14,4—-66), AJIT 15,93 +
5,37 mmoue/a (6,9-27,0).

B xozme ucciienoBaHust ObLIO MPOJSMOHCTPUPOBA-
HO, YTO CTATUCTHUYCCKU 3HAYUMBIX OTIMUUU MEXKIY
YPOBHEM XOJIeCTepHHA KalMIIIIPHONW KPOBH, OTpEe-
JSIEMBIM MTOPTATUBHBIM OMOXUMHUYECKUM aHaJIH3aTO-
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pom kpoBu Accutrend Plus, n ypoBHeM XxonectepuHa
I1JIa3MbI KPOBH HET.

OCHOBHBIMU TIPUYHUHAMH TIOBBIIICHUS YPOBHS XO-
JIECTepHHA B XOA€ CKPHHUHTA OBLINA THUTICPTPHUTIIHIIC-
punemus u moBsimenrne ypoas XC JIBIT.

Bce nmetn ¢ rumepxonectepuHemMueil OBLIM CTpa-
TH(QUIHPOBAHBI COTIACHO KpuTepusM Simon Broome
Register. B pesynsrare y 7 manmentoB (0,7 %) au-
araoctupoBana BepostHas CI'XC, a y 1 mampunka
(0,1 %) — ompenenennas CI'XC (y orua B Bo3pacte
10 30 5eT BBIABICHBI CYXOXHUJIbHBIE KCAHTOMBI, JIH-
nousiHas ayra porosuiisl 1 OMIM B Bo3pacte 33 ner).
B nannoii rpymme yposeab OXC 7,95 + 1,35 mmons/m,
JIHIT 6,11 £ 0,71 mmous/n. Y Bcex 8 meTeii UCKIIOUEH
JJIKJI. Bcem yka3aHHBIM MallEHTaM IPOBENICHO Tre-
HETHUYECKOE HCclieoBaHue (MaHeb JUCTHITHICMUN):
y 4 neteil BBISIBICHBI MATOTEHHBIC U BEPOSTHO-TIATO-
reaHsie myTaruu B reie LDLR, pe3ynbrats! 4 nereit
Ha TeKyIIN MOMEHT elie B padote (Tadi. 1).

B kauectBe Tepanuu nepBoil JMHUM JAaHHOM KOrop-
T€ MAlMEHTOB ObLIa PEKOMEHJIOBAHA MOIU(PHUKAIUS
oOpa3a xu3HH. [Ipy COXpaHCHUH BBICOKMX 3HAUYCHUU
ypoBHs XC JIHII ipu corntacum pomuTteneii MHUINH-
poBaIach THIIONHITHAEMHUYECKas Teparus rnpenapara-
MU U3 rpynnsl uHruouTopoB I'MI-KoA-pemykrasbl.
C yderom BO3pacTa, OJHOMY pPeOCHKY IIpernaparom
BBIOOpa cTtan [lutaBactaTuH, 4 geTsaM — ArtopBacrta-
THH. Y BCEX MalHeHTOB, PETYISIPHO MPUHUMAIOIIUX
Tepamnuio B MOJ0OPaHHON J103€, TOCTUTHYTHI 1EJIeBhIC
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nokazatenu XC JIHIT (mo 10 et — mMeHee 4 MMOJIB/II,
crapiie 10 met — meHee 3,5 Mmmow/i) [2].

BaxHO OTMETHTBH, UTO TPOBEIEHHUE KACKaTHOTO
CKPUHUHTA B BBIABJICHHBIX CEMbSIX IO3BOIHIO J0-
MOJTHUTEIBHO BepU(UIINPOBATH, 0 MEHBIIIEH Mepe, 3
crOCOB HeleNeBO BO3PACTHON TPYIIIBI U POAUTENCH
C MOATBEPKICHHOU THIIEPX0JIECTEPUHEMUEH.

ITomumo omenkn mo kputepusm CI'XC, y mereit
C THIEepXOJIECTEpUHEMHUEH MpoBoauiIack muddepeH-
nuaneHas auarnoctuka ¢ JJJIKJL. B xone maboparop-
HOT'0 00CJIe/IOBaHM S MTOBBINICHUE IEYCHOUHBIX TPaHCa-
MHHA3 OBLIO BEISBJICHO TOJIBKO y 2 marueHToB (ACT
66 1 43,1 MMOB/IT COOTBETCTBEHHO). VccnemoBanne
aktuBHocTU JIKJI BbImosiHeHO y 34 mainueHToB, MpHU
9TOM BO BCEX CIIyyasX MOKa3aTeNIu HAXOAUIUCH B Mpe-
Jenax pehepeHCHbBIX 3HAYCHHM.

Pe3ynbrarhl 1ymiaeKCHOrO CKaHHPOBaHUS Opaxmo-
nedalbHBIX apTepuil Ha SKCTpaKpaHUATIHLHOM YPOBHE
HE BBISIBUJIM T€MOJMHAMHUYECKU 3HAYUMBIX CTEHO30B
WA aTEPOCKIECPOTHUECKOTO MOPAKEHUSI COCYAUCTOU
CTCHKHU HU y OTHOTO W3 00cienoBaHHBIX AeTel. OmHa-
Ko B Tpytre ¢ Bepudunuporanuoit CI'’XC oTMmeueHO
YBEITUYCHHE TOJIIUHBI KOMIIJIEKCAa HHTHMa-Mena 00-
LIUX COHHBIX apTepuii, MpeBblmaromee 95-ii nepreH-
THJTb JIJ15 COOTBETCTBYIOIIEr0 BO3pacTa U moja (Cpea-
uee 3Hadenue 0,5 + 0,099 mm, nuamnazon 0,3-0,6 Mm).

CTOUT OTMETHUTH, YTO B TPYIIIIE C THIEPXOJecTe-
puHeMuel nmumb y ogHoro 1l-metHero peOeHka ObLI
BELISBIEH M30LITOK Maccel Tena ¢ MMT 29,1 xr/m?,

70}
6,5t
6,0}
55}

50}

45}

xonecrepuH

40} o
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251 |

20 . .
9 10
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Puc. 1. 3HauyeHNs YPOBHA XOJleCTEPUHA Y AEeTEeN pa3HbIX BO3pPaCTHbIX FpPynn

Figure 1. Cholesterol levels in children of different age groups
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Ta6nuua 1. [letn ¢ gpnarHoctupoBaHHou CIFXC

Table 1. Children with diagnosed familial hypercholesterolemia

Mon | Bospact MleHoTuN OXC | JIHN | JleyeHume
LDLR (Chr19:11226879, NM MntaBacTaTuH
M1 myxc |9 000527.5:c.A1696T:p.lle566Phe) 819 1624 |4 /eyt
LDLR (Chr19:11224086, ATODBACTATIH
M2 My | 10 NM 000527.5:¢.1319del:p. 8,3 6,53 10 Mpr/c .
Arg440LysfsTerl1) Y
M3 | myx |10 LDLR (c.2389+5G>C) 78 | 611 | Aropsactatud
10 mr/cyT
Mn.4 My» | 11 LDLR (c.581G>A 19:9.11105487G>A) | 6,8 462 | HM
MNn.s Myx | 11 B paboTte 8,4 6,1 HM
AtopBacTaTuH
Mn. e My» | 11 B pa6oTte 6,75 | 5,14 10 mr/cyT
M7 | wen |10 B pa6oTe 87 | 638 | ATopsactatud
20 Mr/cyT
M. 8 weH | 10 B paboTte 7,5 6,0 HM

MNpumevaHne: HM — HeMeoMKaMeEHTO3HOE Sie4YeHme.

Note: HM — non-drug treatment.

pu 3ToM ypoBerb OXC 5,8 MMOJIB/I; K COXKaJICHUIO,
OT JaJIbHEHIIEr0 yriyOJICHHOIO 00CIIEIOBAHUS POJIH-
TEJIM MaJTbYUKa OTKA3aJHCh.

B 1enoM B rpynne manydeHTOB € JMCIUIUJEMHUEH
cpennunit UMT cocrasui 16,94 + 3,13 (12,57-29,1) kr/m>.

N36eiTounas macca tena (UMT 25,2-31,5 kr/m?)
ormeueHa y 13 u3 1000 nereit (1,3 %) npu HOpMasb-
HbIX 3HaueHussx OXC (3,0-5,06 MMoib/i1), BKIItOUas 2
neteit (0,2 %) ¢ oxxupenuem | crenenn. Beem nmaruen-
TaM OBLITN JaHbl PEKOMEHIAIIUH TI0 CHIKEHUIO MACCHI
Tera U MoAauduKanuu odpasa Ku3HU. BaxkHO oTMme-
THUTh, YTO B 0OCIICIOBAHHON KOTOPTE HE BBISIBIICHO Jie-
TeH, COOTBETCTBYIOUIUX KPUTEPUSIM METaOOINIECKO-
r'o CHHIpOMA.

SAKJTIOHEHUNE

ONuIEeMHUOJIOrMUECKUE JaHHbIE O BBICOKOH pacipo-
CTpaHEeHHOCTH H JieTaidbHocTH oT CC3 o0ycnaBinuBa-
I0T B2XHOCTh MX PaHHEW Bepu(UKALMK U JICUCHHUS.
[loMumo yBenWYeHHS MPOJOIKUTEIBHOCTH KUZHU
MAaIlMeHTOB, MPOTPaMMBbl PaHHETO CKPUHUHTA TPHBO-
JST K 3HAUUMOMY CHMIKEHHIO SKOHOMHUYECKHX 3aTpar
rocyaapcTBa, 4To ObUIO IPOJEMOHCTPHPOBAHO B XOJE
HECKOJIBKUX padoT [25-27].

[IpoBeneHHOE HaMU HCCIENOBAaHUE MOATBEPIKIA-
€T BaXXHOCTh PAHHETO BBISBJICHUS JUCIUMHAIESMUN
B IleAMaTpUYECKON npakTuke. [Ipu3Haku qucnunuie-
MUHU OBUTH BBISBIIEHBI Y 8,7 % 00CIeI0OBaHHBIX JETEH,
BrJtovast 8 (0,8 %) ciayuyaeB ceMelHOH runepxoecTe-
puHEMUM.

Peanuzanus kackagHOTO CKPUHHMHTA IT03BOJIHIIA
JOTIOTHUTENIEHO WIEHTH(DHUITHPOBAThL HE MeHee 6 CITy-
4yaeB cpeAu ONM3KHUX POJICTBEHHHUKOB, UTO MOIYEPKU-
BaeT 3PPEKTUBHOCTH CEMEHHOr0 MOAX0/a B JUArHO-
CTHUKE HACJICACTBEHHBIX (OPM AUCITUITHACMHUH.

[ManmenToB ¢ BepuPUIMPOBAHHBIM JUATHO30M
JUIKJI B HacTosIeM HCCISAOBAHUHM HE BBISBIICHO.
Bo3MokHO, OrpaHIYEeHNEM SBIISICTCSI HEOOIBIIONW 00h-
€M BBIOOpPKH 00CIICIOBAHHBIX.

Takum o0Opa3zom, aHHOE MCCIEIOBAHHME HATJISI-
HO JIEMOHCTPHPYET HEOOXOIMMOCTh YHUBEPCATHHOTO
CKpUHUHTA W OIEHKH JIUIHHOTO MPOQIIIS Y TaIu-
SHTOB MEAMATPUYCCKON TMONYJSIMH B paMKax JIHC-
MaHCepu3aluy, ONTHMAaJIbHBIM BO3PAacTOM SBISETCS
9—11 net. IlomoOHBIE MEPOTIPUSTHS TIOMOTYT CHU3UTH
MPOLIEHT 3a00JIeBAEMOCTH, HHBAJIUINU3ANHA U CMEPT-
HOCTH OT CE€P/ICYHO-COCYIUCTHIX IIPUUUH B TPYAOCIIO-
cOoOHOM BoO3pacTe.
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Nudpopmaumsa o6 aBTopax:

MBaHnnosa AnunHa AHOpeeBHa, Bpady — [LETCKUN
Kapgunonor KoHcynbTaTMBHO-OMArHOCTUYECKOro oTAe-
neHuvs ana getent YHUBEPCUTETCKOWN KITMHUKN MaTepUH-
CTBa W peTcTBa, acnumpaHT Kadbenpbl nepuHaTonornu
n negmnatpum VIHCTUTYTa MeanumnHCKoro obpasoBaHun
®reY «HMUL, um. B. A. AnMasosa» MunHagpasa Poccuu;

Anpnx CeeTnaHa BanepbeBHa, KNVMHUYECKWUI Op-
OVHaTop Mo cneuunanbHOCTU «AeTCKas Kapauonormna»
drey «HMNL, um. B. A. Anmaszosa» MuHspgpasa Poccuu;

KopHeBa ApnHa AnekceeBHa, KIIMHNYECKUIA OpanHa-
TOp MO cneuunanbHOCTU «aeTcKasa Kapaunonorua» Orby
«HMWLU, nm. B. A. AnmasoBa» MnHagpasa Poccuu;

HukoHeHKo AHHa MuxalinoBHa, Bpad — OEeTCKUN Xn-
pypr, 3aBenytowan KOHCynbTaTUBHO-ANAarHOCTUYECKNM
oToeneHnem ona geten YHNBEPCUTETCKOWM KITMHUKW Ma-
TepuHcTBa 1 getctBa ®IrBY «HMUL, um. B. A. Anmaszo-
Ba» MuHspgpasa Poccuu;

[NepByHWHa TaTbAHa MunxannoBHa, 4.M.H., OUPEKTOP
NHcTuTyTa nepuHatonornv n neguatpuu, 3aseayouwas
Kabenpon nepuHatonorum n negmatTpum daxkynbTeTa
MOC/IEBY30BCKOrO W AOMONHUTENBbHONO 06pa3oBaHuA
NHcTuTyTa MeguumHckoro obpasosanuna Orey «HMUNL,
M. B. A. AnmasoBa» MuH3pgpaBa Poccup;

BacunukuHa EneHa CepreeBHa, O.M.H., npodeccop
Kabenpbl nepuHaTonorum n nepuatpumn daxkynbTeTa
MOC/IEBY30BCKOrO W AOMONHUTENBHOFO 06pa3oBaHuA
NHcTuTyTa MeguumHckoro obpasosanuna Grey «HMUNL,
wM. B. A. AnmasoBa» MuHapgpasa Poccun, rnaBHbIN Ha-
yyHbIli coTpygHuk HWO ceppeyHo-cocyamcTbix 3abo-
nesaHunm y peten ®rey «<HMUL, nm. B. A. AnmasoBa»
MwnHapgpaea Poccuun.
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