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A6cTpakT

Bo BceM Mupe cpeny XpoHMYECKMX HEMHPEKIMOHHbIX 3a00/IeBaHNII HaceJleHN s 3HAUYNUTe/Tb-
HOE MeCTO B CTPYKType 3a00/1eBaeMOCTH, CMEPTHOCTH, MHBAIMAHOCTY IPOJO/KAIOT 3aHM-
MaTb CepeYHO-COCYAUCTbIE 3a00/IeBaHMsA, B TOM 4ucie 00yCIOBIeHHbIe CEMEITHOI TuIep-
XOJIeCTepUMHEMMEN, NIPUBOAAILEN K PAHHEMY PasBUTHUIO aTePOCKIEPOTUYECKUX U3MEHEHUN
U VX OCJIOXHEHMI C IETCKOro BospacTa. [Ipu gocrarouyno xopouien M3y4eHHOCTI 3TUOTIO-
TUM U TIATOT€HEe3a CEMENHOI TUIIepXO0/IeCTEPUHEMUN B TEPATIEBTUYECKON U IeAaTpU4eCcKON
IIpaKTUKeE ;O HACTOALLEI0 BPEMEHM aKTya/IbHbBIMM OCTAIOTCA BOIIPOCHI paHHEN JMaTrHOCTUKMY,
Jle4yeH s, IEPBUYHON ¥ BTOPUYHON NPOGUIAKTUKM HapyLUIeHUI TUIIMAHOTO 0OMeHa Ha aM-
6ynmaTopHoM sTane. [To-mpe>xHeMy OcTaeTcs aKTyaJbHBIM BOIPOC OTCYTCTBUS CKPVHMHIA
Ha JIMIVHBIA NpoduIb B paMKax AUCHaHCepU3aLMy HeCOBEPIIEHHOETHUX, CBOEBPEMEH-
HOJI BepuduKanyuy fuarHosa ceMeiiHast IruIepxonecTepyuHeMys. JJaHHbI KIMHWYECKNIL CITy-
Yayl VIIIOCTPUPYET OBICTpOe BOBJIEYEHNUE B IATOTOTMYECKNI IPOLECC KM3HEHHO BaXKHBIX
opraHoB (cepala, cOCyaoB) y pebeHKa py OTCyTCTBUM PEHOTUNNYECKUX IIPOSIBIICHUI I'ii-
nepxosiecTepuHeMuUn. [leMOHCTPUPYET, YTO paHHAA AMArHOCTUKA ¥ HAYa/IO JIMIIMCHUKAIO-
meit Tepanuu y getedi ¢ 10-11 et no3BojsAeT CyIleCTBEHHO M3MEHUTD TMIUAHBI TPOGUIIb.
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Abstract

All over the world, among chronic non-communicable diseases of the population, cardiovascular
diseases, including those caused by familial hypercholesterolemia, leading to the early develop-
ment of atherosclerotic changes and their complications from childhood, continue to occupy a
significant place in the structure of morbidity, mortality, disability. With a fairly good knowledge
of the etiology and pathogenesis of familial hypercholesterolemia, in therapeutic and pediatric
practice, the issues of early diagnosis, treatment, primary and secondary prevention of cholesterol
metabolism disorders at the outpatient stage remain relevant. The issue of timely verification of
the diagnosis of systemic hypercholesterolemia remains relevant, due to the lack of screening for
the lipid profile as part of the medical examination of minors. This clinical case illustrates the
rapid involvement of vital organs (heart, blood vessels) in the pathological process in systemic hy-
percholesterolemia in a child. Demonstrates that early diagnosis and initiation of lipid-lowering
therapy in children from 10-11 years of age can significantly change the lipid profile.
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BBepeHue

CemelHas rmnepxonectepuHemus (CMXC) npef-
CTaBnsieT cobow rpynny HacneacTBeHHO OOYCIOBEH-
HbIX MOHOTEHHbIX HapyLUEHUA NMnUAHOro obmeHa,
Yallle BCEro BbI3bIBAEMbIX FeTEpPO- WM FOMO3UIoT-
HbIMU MyTaumamu B reHax LDLR, APOB, PCSK9 (ayTo-
COMHO-A0MWHAHTHble opmbl), LDLRAP1, ABCGS,
ABCGS, CYP7A1 (ayTOCOMHO-peueccBHble hopMbl).
B pe3ynkraTe reHeTn4eckmnx nonioMok, abeppaumim npo-
NCXOOUT HapyLleHve NnuaHoro obmeHa, NposBsio-
LLieecs MOBbILEHHbIM YPOBHEM ODLLIErO XonecTepyrHa
(OX) n nuNonpoTenaoB HW3KoM nnoTHocT (JTHIT).
370, B CBOIO o4epefb, CTaHOBUTCS MPUYMHOW OT/O-
XeHUs U3ObITOYHOIO XOonecTepyHa B TKaHsAX B BUe
MHOECTBEHHbIX KCaHTena3M, KCaHTOM CyXOXWAUW,
NWUNOMOHOW Oyrv POrOBULbI, PaHHEro pPasBUTUS
1N NPOrpeccupoOBaHNS aTEPOCKIIEpPO3a apTepuasbHbIX
COCY[IOB, B TOM YMCIIe KOPOHaPHbIX U LiepebpasbHbIX,
0axe B paHHeM petctee [5, 10].

BoligenatoT Tpy reHeTnyecknx BapuaHta CIXC, cBa-
3aHHbIX C MyTaLMamMM B reHe LDLR, APOB, PCSK9 (2-ro
n 3-ro Tvna). OT 80 mo 90% cnyyaes CIXC obyc-
JIOBIEHbI MeHHbIMK MyTaumamm B reHe LDLR. Btopas
M0 YacToTe NpUYMHa — MyTaumsa B reHe APOB (5-10%).
MyTauun B reHe PCSK9 aBASIOTCA MPUYMHOWM Pa3BUTUS
CI'XC 3-ro tvna. Ha nx gonio npuxogurtca 0o 5% Bcex
cnyqaes CIXC[1, 2].
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OOLLIENPUHATLIM SBNAETCS Pa3fieneHme ayTOCOMHO-
AOMUHaHTHOW  opMbl  CIXC  Ha reTepo3nroTHyo
(reCrXC) — Hambonee pacnpoCTPaHeHHYID, C BbICO-
KM ypoBHeM obulero xonectepmHa (OX), XC JIHM,
HOpPManbHbIM ypoBHEM Tpurnuuepuaos (TI), paHHen
MaHWdecTaumen ueMmdeckorn 0OonesHn cepaua
(MBC), NLWEMMYECKOTO MOPaXeHUs rONOBHOMO MO3ra,
aTepoCcK/iepo3a CocydoB W roMo3uroTHyto (roCrXa),
BCTpeYaloLLytocs 3Ha4mTenibHo pexe reCl'XC, Ho npo-
TEKAIOLLYIO 3HAYMTENIbHO Tsxenee C Gofee BbICOKMM
ypoBHeM JIHIT © paHHUMU U NPOrpeccrpyoLimMm
aTEPOCKIEPOTUHECKMMU OCITOXHEHUAMN [3, 4].

Cnyyaum CIXC BCTpeyaloTcs B KMMHNYECKOM NpakTKe
Hepeako, Tak Kak pPacnpOCTPaHEHHOCTb FeHeTUYeCKom
MyTaLUMM KaK MPUYMHBL TUNepannvaeMum B obLlen
nonynauMM LOBOMbHO BbICOKa. Bo BCceM mupe niogent
C reHeTu4eckn OOyCNIOBNEHHOW  AUCIUMUOEMUEN
HacunTbiBaeTcs Gonee 30 MnH Yenosek [13].

Ha pomio CIXC npuxogutcd o 5-10% Bcex
cny4aeB runepxonecrepuHemMmm. CornacHo pesysb-
TaTaM 3apyOekHbIX 1 OTEYECTBEHHbIX UCCIIeO0BaHU
pacnpocTpaHeHHOCTb [XC cyLecTBEHHO pa3nyaeTcs
n coctasnget 1:250 vyenosek B mupe, 1:108 yenosek
B oTdenbHbIX pernoHax PO, 1:160-1:300 yenoek
B EBpone, 1:72-1:100 4enoek B tOxHoOW Adpuke
[6,12].

Ha pacnpoctpaHeHHyto B PO  reTepo3mrotHyio
dopmy CIrXC npuxogutca B cpenHem 1:200-1:250
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yenosek B nonynauuu [10]. Ha gponto BTopow, peako
BCTpeYaeMor PopMbl — FOMO3UIOTHOW, MO AaHHbIM
3NNOEMMONONNYECKMX NCCIe00BaHNM, NPOBEAEHHbIX
B HECKOINbKUX cyobekTax PD B nocnenHue rofbl, Npu-
xogutca 1:300 ToiC. — 1:1 MIIH YenoBek. Bo3pacTHas
KaTeropus, B KOTOpow 3aboneBaHne BCTPEYaeTCs Yalle
BCEro — B3POC/Ible XEHLUMHbBI U MY>XXHMHbI B MOJIOLOM
TpygocnocobHom Bo3pacte [6, 9].

Bce numua ¢ MXC oTHOCATCS K rpynne pucka (Bblco-
KOO MMM OYeHb BbICOKOrO) MO Pa3BUTUIO PaHHETO
atepockneposa, npexnae Bcero, MHMapKTa MMokKapLa
MW BHE3aMHOW CEPAEYHON CMepTU. B cnyyae oTcyT-
crBust nedenms B 20% CIXC CcTaHOBUTCS MPUYMHOM
MHbapKTa Mmokapga y nvu B Bo3pacte o 45 ner,
a 'y nuu, ctapuwe 50 net — bonee 60% cnydaeB. Kax-
bl BTOpown My>x4diHa ¢ CIXC ymupaeT oT nHdapkTa
Muokapga B Bo3pacrte go 60 ner [7, 10].

LLlnpokaa pacnpocTpaHeHHOCTb Moamnduumpye-
MbIX (PaKTOPOB PU1CKa, TakUX KakK KypeHune, OXX1peHme,
CaxapHbln  Ouabet, rvnoaMHamMus, apTepuasbHas
rMNepTeH3ns, Cpenou Kak B3pocCsioro, Tak M AETCKOro
HaceneHns B pa3bl YBEIMYMBAET PUCKM Pa3BUTUA Cep-
OEYHO-COCYAUCTBIX OcNoXHeHu npu CIXC. B nute-
paType onMcaHbl Cyvyan ULEMUN MUOKapAa Yy AeTen
OByxneTHero Bo3spacta ¢ CIXC v CHUXeHWe Npoaorn-
KUTENBHOCTU XM3HKM o 20-30 net [13, 14].

Bbisensemoctb CI'XC B Hallen cTpaHe OTHOCU-
TeNbHO psfa ApPYrx eBponemckmMx CTpaH HM3Kas, Tak
KakK OTCYTCTBYeET LiefIeHanpaBieHHasa CMcTeMa paHHero
DNOXMMMYECKOTO  CKPUHWHIA  Ha  AUCIUNMOEMUIO
B paMKax OMCNaHCepu3aLMm HeCOBEPLUEHHONETHMX
B MNepuof 1X BOCMNUTaHNS 1 obydeHns [14]. OuarHos
OCHOBbIBAETCS B MEPBYIO O4epelb Ha oueHke ¢eHo-
TVMa, T.e. Ha BbIABNEHUN KITUHUYECKNX MPU3HAKOB
CI'XC. YuyutbiBas TOT (haKT, HTO OHM NPOABAOTCA 3Ha-
YUTENBHO MO3XKe, YeM MOoBbILLEeHVe KoHUeHTpaumm OX
W CHUXeHne ypoBH4A JIHT B nnasme Kposwu, AMarHo-
CTVKa CyLLeCTBEHHO 3ana3fbiBaeT. Kak npaBmio, oHa
NPOBOANTCS MOCe OJINTENIbHOrO BPEMEHW OT Ha4asa
3aboneBaHMsa UMW BbISBASETCS CNyYalHO npu obcne-
[loBaHUN pebeHka Nno Apyromy noBofy, HanpumMep npwu
rocnuTanM3aunmn B CraumoHap, Kak Obilo B Hallem
cNlydae, Korga HasHaydaetcs BUOXMMUYECKNIA aHanm3
KPOBU, BXOAALLMI B Yekan-npocuib No 6a3oBon npo-
rpaMme MUCCNefoBaHMA B CTauMoHape. B psae eBpo-
NeNCKUX CTpaH Hapsay CO CKPUHWHIOM Ha ayTu3M,
OTpaBfieHMe CBMHLOM, CyLLeCTBYEeT YHUBEPCanbHbIN
1N CENEKTUBHbBIV CKPUHUHT Ha gucnnnugemuio. Cenek-
TUBHbIN CKPUHUHI MPUMEHSIETCS NPU HanMynmn dhakTo-
POB pucKa y AeTel B BO3pacTe 2 NET, NPW BbISIBNIEHUM
natonoruv B 9—10 net, B 11-14 neT. YHMBepcanbHbIn
CKPWUHWHI BCe OETM OOMXKHbI MPONTU Ha HapyLleHue
nmnugHoro npoguna B 15=17 net, 18-21 rog unm
npw NoABNeHNN HOBbIX PaKTOPOB pUcKa [6].

B npeactaBneHHon nybnukaumMm mbl pasburpaem
KnuHWYeckmm cnydam CIXC y  aeBOYKM-NoapocTka
C ObICTPbIM BOBJIEYEHNEM B MATONOMMYECKIIM NPOLLECC
KM3HEHHO BaXKHbIX OpraHoBs (cepaua, CocyooB), Koraa
paHHee Hayano NUAUACHWXAIOLWEN Tepanum No3BO-
JIUNO JOCTUYb HOPManu3auny NMNMEGHOro npoduns,

HO B AMHaMWMKe B Te4deHWe Tpex net Ha6J'I}O,£I,eHI/Iﬂ
OTMe4YeHbl oTAeflbHble M3MeHeHWNA CO CTOPOHbI Cep-
Je4HO-COCYANCTOM CUCTEMBI, 0DycnoBneHHble MXC.

KnuHuyeckun cnyyanm

Hesouka 2011 r.p. BNepsble NoCTynnia B OeTckoe
racTPO3HTEPONOrMyeckoe OTAeNeHne ¢ Xanobamm
Ha ©Oonu B 3MMracTpanbHoW 0bNacTu, OTPbIXKY, Cna-
0OCTb C AMArHO30M XPOHUYECKWIA FaCTPOAYOLEHNT,
MOBEPXHOCTHBI, ODOCTPeHME, pPEeaKTMBHBbIV  MaH-
KpeatuTt, fedopmaums xendHoro nysbips. Mpn Ouro-
XUMUYECKOM UCCNefoBaHUM KPOBWU Oblina BrepBble
BbifBneHa 'XC.

AHaMHe3 XU13HW: pebeHOK poxaeH oT V bepemMeH-
HocTw |l cpoyHbIX poaos, ¢ Maccom Tena 4100,0 rp.,
poctoM 54 cM, OKPY>XHOCTbIO rofoBbl 37 CM, C OLEH-
Kow no wkane Anrap 8/9 6annos. [JaHHas OepemeH-
HOCTb npoTekana Ha (OHe Yrpo3bl MpepbiBaHUA,
aHEeMUW, XPOHUYECKOTO nnenoHedpurTa, HedponTo3a,
JeduumTa Beca. B ponax ogHokpaTHoe Tyroe obBuTME
MynoBMHOW LWen MNAOA3, YMEPEHHOe MHOroBoaMme.
Mepuvion, paHHen aganTtaumm npotekan 6e3 ocobeH-
HocTel. BakumHaumsa B poggome (BLXK, MIB). Pocna
1 pa3BMBanacb COOTBETCTBEHHO BO3pacTy. Ha nepsom
rogy Xu3HW Habnoganack HEBPOSIOrOM C AMArHO30M
FUMOKCUYECKM-MLLIEMMYECKas 3HUedanonatns, CuH-
OPOM [ABUraTeNbHbIX HapyLUEHWW, CUHOPOM runep-
BO30yAMMOCTU. MprBKTa MO BO3PACTY.

MepeHeceHHble 3aboneBaHWA:  YacTble OCTpble
pecnmMpaTopHble MHMEKLMM BEPXHUX U HVXKHNX OblXa-
TeNbHbIX MyTeK, anneprogepMaTuT, BeTpsHasa ocna.

HacnencrBeHHOCTb OTATOLLEHA MO MaTepUHCKOW
NNHUA: Y MaTepn 1y 6abyLWKM MO MAaTePUHCKOWN TMHUN
XC.

3 aHamHe3a 3a6oneBaHus

Brnepeble [XC BbisiBeHa npu o0CnegoBaHUM
pebeHka B TracTPO3HTEPOSIOMMHECKOM  OTAENEHNN
B (espane 2019 r. B aHanuze kposu: OX -
8,49 mmonb/n, B AMHamMuke ot mapta 2019 r. OX —
10,21 w~monb/n.  KoHcynstaumum  Bpada-reHetvika,
OETCKOro 3HAOKpUHOMNOra W kapgwonora. JuarHos:
yuctas (cemerHas) runepxonectepuHemums. [Mocne
obcnefoBaHNs U NleYeHNss B OETCKOM KapAMosnorn-
4eCcKOM OTAeNeHN ObNacTHOW AETCKON OOonbHULLbI
JeBoyKa OblNa HanpasneHa Ha KoHcynsTauuio B OrE0Y
BO «PHUMY um. H.W. Tlnporosa» MuH3gpasa Poccuun
(Danee — denepanbHoe yupexaeHue). locne yero
co2n0 11.10.2019 r. pebeHOK HaxoOWCs B AETCKOM
KapOMONOrMYeckoM OTAENIeHUN 3TOro  y4pexaeHus
C OMAarHo3oM 4uncras (cemenHas) runepxonectepuHe-
Mua. JUCHYHKLMA CUHYCOBOTO y3na. lnepmerponus
cnabon creneHn OU. AHrvonatusi COCyooB CETYATKM
no rmnoToHn4eckomy tuny OU.

Bbino npoBegeHo yrnybrneHHoe nabopatopHo-
NHCTPyMeHTanbHoe obcnefoBaHne. B Guoxmmuye-
cKoM aHanmse kposu or1 08.10.2019 1. BbIABNEHO
nosbileHne yposHa OX po 10,6 mmonb/n, JIHM —
[0 7,86 MMOJ1b /1, 4TO COOTBETCTBOBAJO MO KPUTEPUAM
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CamoHa bpyma gmarHosy onpegeneHHas reClXC
(OXC> 6,7 nnn XCJTHM > 4,0 mMonb/n).

MpoBeaeHHoe yrnybrneHHoe UCCefoBaHMe cep-
[E4YHO-COCYANCTOM CUCTEMbI 3HAYMMbIX U3BMEHEHUI HE
BbISIBUIO: OTCYTCTBME M3MEHEHUI HapyLUeHWI prUTMa
n mwemmyecknx ST-Tno gaHHeIM KT o1 02.10.2019 T

Mo pesynsratam XM-3KIM ot 07.10.2019 1. B Ho4HOE
BpemMs Habniopanncb HesHaduTeNbHas Opaavkapawns,
3NK1304bl MUIPALIV BOOUTENS PUTMa MO Npeacepamsm,
eVHUYHbIE 3MM304bl 3aMELLAIoLWLEro NpeacepoHoro
pUTMa, penKue 3nn3oAbl CUHYCOBOIO PUTMA.

Ha 9xoKC o1 02.10.2019 . = rmobanbHas cucTo-
nnyeckas 1 gruacronmyeckas QyHKLMN Xenyao4KoB He
HapyLLeHbl, MONOCTX CepAua He pacluMpeHbl, Napame-
TPbl FeMOAVHAMUKW B Npefenax HopMbl.

[leBoyke NpoBeeHO KOMIMIIEKCHOE  fleyeHue:
PeXVM OOLIMA, OCHOBHOW BapuaHT OMETbl, Kyde-
CaH BHYyTPb no 12 kan. 1 pa3 B CyTkW, MarHenuc B6
no 1 Tab. 2 pa3a B CyTKM BHYTpb, Kpectop 2,5 mr
B CYTKV BEYEPOM.

Lns Bepudumkaumm omuarHosa, onpeneneHns Myra-
LMW TeHa BbIMOMHEHO reHeTu4yeckoe ucciefoBaHme
MeTO[IOM TapreTHOro cekBeHMpoBaHWa (B mekabpe
2019 r.). MpoBeneH aHanu3 14 reHos. CeKBEHWUPO-
BaHMe 3K30Ma MOATBEPAMIO HanM4mMe MyTauumn reHa
LDLR. B 3k30Me 7 reHa BbiSBfieH BapuaHT C.986G>A
B TeTepO3UroTHOM COCTOAHWKW. [IMarHos: 4ucras
(cemenHas) rmnepxonecteprHemMus, Tmn lla (no knac-
cndmkaummn BO3), reteposnrotHas popma.

B TeueHme 2019-2021 rr. Halla nauyeHTKa Haxoam-
nacb nof, HabnoaeHeM Bpada-neamaTpa, Kapamonora
MO MeCTy XXUTENbCTBA, COOMI0AANA HN3KOXMPOBYIO, HM3-
KOXONeCTePVHOBYIO AMETbI, PEKOMEHAALMM No Pur3n-
4eckoW akTWUBHOCTM, NpuHWMana ¢ 08.04.2020 r.
po3yBactaTnH 7,5 Mmr/cyt (OQHOKPaTHO BeYepoM),
oTpuo (33eTpon) 10 Mr/cyT ANUTENbHO, YOMAAKAPEHOH
(kyoecaH) no 18 mr (12 kan.) B cyT (okTabpb-HOAOPL),
3nbkap pactBop no 300 mr/cyt (mekabpb-sHBapb),
BuTamuH [ 2000 ME/cyT, Omera-3 XKK nnn Hytpunant
Omera-3 no 1 kan/cyT no cxeme.

B 2021 r. peBoyka Obinia HanpasneHa Ha MoBTOP-
HYIO KOHCynbTauMio B enepanbHoe yypexaeHue,
roe obcnenoBanach U nedmnacs ¢ 5 no 13.04.2021 .
B LETCKOM KapAMONOrm4yeckoM OTAENeHNN C ONArHO-
30M 4YmcTan (cemerHas) runepxonecrepuHemMmns Tmna
lla, retepo3surotHaa gopma. Jlnnomartos mexnpen-
cepaHon neperopodku (MIM). OUChyHKUMA CUHY-
coBoro y3na. MNpeacepaHas skcTpacucTonus (peakas,
oOMHOYHan). Hapywerue agantaumm QT K 4Yactote
cepleydHbix cokpalleHnin (YCC). XpoHudeckas cep-
fleqHas HegocTatodHocTb (XCH) O cT.

Mpu 0bcneqoBaHUA B TOT NepUOL, OTMeYeHa Mojio-
XUTeNbHas AMHaAMUKa NUMUOHOMO Npoduns: ypoBeHb
OX cHu3unnca po 4,8 mmons/n, J1BM - 1,46 mmonb /1,
JIHM = 3,28 mmonb/n. MNposefeHbl MyHKLMOHaNb-
Hble MeToAbl WCCNefOBaHUA CepAeYHO-COCYAUCTOM
cnctembl (CCC), KoTopble BrepBble BbIABAMN  PAf
n3meHeHu Ha KT, XM3KI, 3xoKC anunsopbl Murpa-
LV BOOUTENS PUTMA MO NPeACcePANAM, 3aMeLLaIoLLEero
npencepgHoro putMa, nunomatos MrIM, HapyweHme

apantaumm QT k YCC, TpaH3UTOpPHOE YANMHEHWE
nHTepBana QT.

Mpwn nocnegytoLen (TpeTbelr) nnaHoBOM rOCnu-
Tanmsaumn B efepanibHoe ydpexpaeHve ¢ 21
no 29.03.2022 r. no pesynsrataM NHCTPYMEHTaNbLHOMo
nccnepoBaHma CCC paHee BbIFBIEHHbIE M3MEHEHUS
Ha DKI, XM3KI, DxoKC ctann Gonee 3Ha4MMbIMU,
NOSABMNNCH HOBbIE N3MEHEHMUS 1 OTKITOHEHUS OT HOPMBbI:
BblpaXeHHas CUHycoBas Taxukapamsa 0o 160 ya/MuH,
TPUKYCNWAanbHasa peryprutaums 1-2 cteneHu, ynnor-
HeHMe OCHOBAHMS A0PTbl, 3HAYUTENBHOE YANUHEHME
KOPPUrMpPOBaHHOIO QT-wnHTepBana, CHUXeHne
TONEePaHTHOCTN K (DUBMYECKOM Harpyske, Mpr3Haky
NabunbHOM CUCTONNYECKOW apTepuarnbHON rUnepTeH-
33U OHEM U CTabUNbHOW CUCTONO-AMACTONIUYECKOM
rMNEePTEH3NM HOYbIO.

Pe3ynbraTbl UccnegoBaHum

AnekTpokapauorpadpua or 21.03.2022 . — 20C
BepTuKkanbHasa. PUtMm cuHycosbin, HCC — 72-82 yn/
MUH. PQ — 140 mc, QRS — 80 mc, QT - 360 mc,
QTc — 402 mc. QT- 360mc  QTc- 402mc. HBTHMM
HapylweHue npouecca penongpusauumn B BUAe
crnaxenHoro 3ybua T B Il otBegeHum, AVFE Cros:
CcMHycoBas Taxukapama ¢ 4YCC 102-110 yo/muH,
PQ - 120 mc, QRS = 80 mc, QT = 340 mc, yonuHe-
Hve mHTepsana QT — 462 mc. HBMHM YxyaleHwve
npouecca penonapmsaumm B Buae OTPUMLATENIbHOMO
3ybua T B I, crnaxeHHoro B V3-V6. Mpn dursmdeckom
Harpyske BblpaxeHHas cuHycoBas Taxmkapamsa ¢ YCC
150-160 ya/muH, PQ — 140 mc, QRS — 70 mc, QT -
290 mc, QTc — 458 mc. HBIMHIT YxyalweHwe npolecca
pernonspu3aunmn B Buae otpuuatensHoro 3ybua T B I,
AVF, V3-V6. YonuHeHve nHtepsana QT fo 458 mc.

dxokapauorpapusa ot 22.03.2022 .. npu3HaKoB
MOPOKOB CepALa He BbIfBMIEHO. YMNOTHEHNE N HepaB-
HOMepHoe yTonuleHne MMM (Aannomatos MIIM).
TpwkycnupanbHasa peryprutaumsa 1-1,5+ OcHoBaHme
aopTbl HECKONMbKO YMNIOTHEHO. [TpoKcrManbHble cer-
MeHTbl 0DerX KOPOHAPHbIX apTeEPUN — Ha BEpPXHen
rpaHuue Hopmbl. KpOBOTOK He M3MeHeH. Pasmepbl
nonocren cepaua B HopMe. lnobanbHas cucronmyeckas
W Amacronuyeckas @yHKLNA MUOKapaa He HapyLleHa.
PacyeTHoe faBneHme B Iero4HOM apTepuint 23 MM PT.CT.
Mepukap 6e3 ocobeHHoCTeN.

XM3KT or 23.03.2022 r. — 3aperncTtpmpoBaHo
3Ha4uTeNbHOE YONVHeHVe KOPPUMMPOBaHHOTO
QT-nHrtepsana ot 450 no 534 Mc B TedeHre 13 4
18 MUH, YTO MOXET ABNATHCA MPYI3HAKOM YIAVHEHHOTO
QT-nHTepBana. Habniopaetca rmvnepagantaums QT
K YCC. YxyOLeHve npouecca penonapmsaumn B Buae
oTpuLaTenbHoro 3ybua T Ha dhoHe nosblieHns YCC.

HarpysouHbih Tect ot 23.03.2022 r. (Tpegmwui-
TecT, OeroBas [OPOXKA) — peakuus Ha Harpysky
aflekBaTHasi. TonepaHTHOCTb K (U3MYHEeCKOM Harpyske
HUXe HopMbl (7,80 METS, 1,4 Bt/kr). MNpwn cpaBHe-
HWK € nccneposaHremM ot 08.04.2021 . BbinonHuma
MeHbLWW 00beM pabot (7,80 Bmecto 9,00 METS),
B OCTa/IbHOM 0€3 CyLLeCTBEHHOW AMHAMUKMU.
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CyTO4HOE  MOHUTOPUPOBAHWE  apTepPUaNbHOro
nasneHua ot 24.03.2022 r.: perncrprpytotca npwu-
3HaKM NAOWNBHOM  CUCTONMYECKOW apTepuasnbHoM
rMNepTeH3nK OHEM U CTabUNbHOW CUCTONO-OMACTONM-
4eCKoW rMnepTeH3MM HOYbIO C MOBbILLEHNEM MHAEKCOB
BpeMeHn runepteHsun ana AL ¢ 41% pHem v go
76% Ho4blo, a onsa AL — 0o 63% Hodyblo. Lnpkaa-
Hble konebaHusa HapylweHbl ans ALc n AL no Tmny
HOH-AMNNep.

[lynnekcHoe  CKaHMpPOBaHWe  3KCTpakpaHualb-
HbIX OTOENnoB OpaxuoundanbHbIX COCYAOB  LIen
oT 24.03.2022 r. onpenensiertcs HenpsMONMHENHOCTb
XO[a COCyA0B 3KCTPakpaHManbHOro otaena — reMoam-
HaMM4eCckM He3Ha4yMMad gedopmMaums MNA B cermeHTe
V1-3. TIpM3HaKM1 ANCUMPKYNSALMA B KapoTuaHOM bGac-
ceViHe B BUAe yMepeHHoW acumMmeTpum D>S, 3a cyet
ycuneHms kKposoToka Mo cnpaBa OCA, ycuneHus
no BCA c oByx CTOpPOH crpaBa bonblie 6e3 n3MeHeHus
TOHyCa cocymnoB; B BepTebpo-6a3mnapHoM bHaccenHe
reMoAMHaMKKa He M3MeHeHa, YMEPEHHbIN TMNepTOHYC
CUMMETPUYHO C [ABYX CTOPOH. [puM3HaKM BEHO3HOW
avicumpkynaumm no BAB cnpasa.

MonyyeHbl pe3ynbTaTbl FeHETUYECKOro

nccnepoBaHus

[TonHoreHOMHOE CeKBeHNpOBaHVe OHK
ot 07.09.2022 r.: BbifBNeH BapuaHT C.986G>A B reHe
LDLR, koTopbIn MpvBOAUT K BO3HWMKHOBeHUIO CIMXC
2 T1na. Jpyrnx 3Ha4MMbIX M3MEHEH W, COOTBETCTBYIO-
LLMX KPUTEPUAM MOUCKa, He 0OHapy>XeHoO.

Mo AaHHbIM  KIMHMYECKOrO OCMOTPa pebeHka:
BeC — 32 kr, pocT — 145cm, UMT = 14,8 kr/m2.

CocTosiHVE CpefHen TAXeCTU No OCHOBHOMY 3a00-
neBaHuio. PuUsmyeckoe pa3BUTUE CpefHee, FAPMOHNY -
Hoe. KoXHble MOKPOBbI (HU3MOMOrMYeckon OKPacku,
YUCTble, HOPMAJSIbHOW BMAXHOCTM M 31aCTUYHOCTU.
Hortn He n3MeHeHbl. BuanMmble CM3UCTble YUCTble,
YMepPEHHOW BNaXHOCTW. [10KOXHO-XXNPOBOW Clow
Pa3BUT YMEPEHHO, pPacnpeaenéH paBHOMEPHO, OTEKOB
M MNACTO3HOCTU HeT. MbllweyHas cucTemMa pasBuTa
YAOBNETBOPUTENBHO, TOHYC MbILLL, HOPMAanbHbIN.
MNepudepnyeckne NUM@OY3Nbl He yBenYeHbl, Mpu
nanbnaumy noaBuxHble, 6e3bonesHeHHble. [bixaHne
Yyepes Hoc ceoboaHoe. DopMa rpyaHON KNETKN LMIUH-
apuvdeckas. B nerkmx BesnkynsapHoe AbIXxaHue, Xprnos
HeT. YO — 20 B MunH. ObnacTb cepaLa BU3yanbHO He
n3MeHeHa. BepxylevHbin Ton4ok B V mexpebepbe
cneBa. [paHWLbl OTHOCUTENBHOW CepagyYHOM TynocTy
He pacLUMpeHbl — MpaBas: Mo napacTepHanbHOM IMHUK,
neBast: Ha 0,5 CM KHYTpW OT CpefHEKITIOHYNYHOW INHAN,
BepxHsis: BepxHUM kpan Il pebpa. ToHbl ceppaua
fICHble, TPOMKME, PUTMUYHBIE, MO NIEBOMY Kpalo rpy-
OVHbl cnctonmnyeckmi wym. YCC = 78 ya/MuH. AL —
100/60 MM pT.CT. 3eB CMOKOEH, 3yObl 30,0pOBbI. KMBOT
npv Nanbnauumn Markui, 6e3donesHeHHbIN. MedeHb He
yBeNn4yeHa, Kpan 3akpyrfeH, anactnyHbin. CeneseHka
He nanbnupyetca. CTyn, MOYeUCrnyckaHme B HOPME.
BTopuyHble nonoBble MpY3Haku COOTBETCTBYIOT BO3-
pacty, COOPMUPOBAHbI MPABUJIBHO MO XEHCKOMY TUMY.
ObLme KNMHNYeckme aHanm3sbl 6e3 natonoruu.

Broxmmmyeckmin aHanus kposu ot 17.02.2023 r:
OX-5,11Tmmonb/n,  NBMN - 1,39  mmonb/n,
JIHIM - 3,38 mMmonb/f1, KO3MPMULIMEHT aTepOreHHo-
awn - 3,1, T = 0,74 mmonb/n, GunmpyouH obwmn —
8,4 mkmonb/n, ANIT — 12 En/n, ACT — 24 Eg/n,
mioko3a — 4,9 MMonb/f1, KpeaTnHkuHasa — 85 Ea/n,
Mo4eBad Kucnota — 257 MKMOSb /1.

OGcyxaeHune

[aHHbIV KNUHWMYECKNIA ClydYal HarnsgHo OeMOH-
CTPUPYET aKTyanbHOCTb paHHen AauarHocTukmn CIXC,
MaHUMeCTUPYIOLLEN Y>Ke B AeTCKOM Bo3pacTe. [Nokasbl-
BAET, 4YTO CBOEBPEMeHHan AmnarHoctuka cnydaes CMXC
y AeTer NO3BONSET HaYaTb NaTOreHeTUYECKYI0 Tepanmio
N LeneHanpaBfeHHY0 BTOPUYHYIO MNPOMUNAKTUKY
3aboneBaHM 1 NaTONOrMYeckMX COCTOSIHUMA CO CTO-
POHbI XXM3HEHHO BaXXHbIX OPraHOB M CUCTEM, K KOTO-
PbIM HEeW30eXHO MPUBOAUT TUMEPXONecTepUHEMUS.
HenpepblBHOE AMHaMUYecKkoe KIIMHMYeckoe Habmio-
JeHue, NpoBefeHe KOMMNIEKCHOW Tepanunu B Te4eHne
BCero nepvofa HabnoaeHus cneunanmicramMmmn AeTckon
NONUKIVHUKL U CleumanmM3npoBaHHoro degepanb-
HOMo  yuYpeXxaeHus Mo3BONMAM  BepudbULMpPOBaTb
OMarHo3 1 06bEeKTUBN3NPOBATL NabOPATOPHO-UHCTPY -
MEHTaNbHbIMM METOAAMU  UCCIe0BaHNS  pa3BUTME
OCNOXHEHWIN y pebeHKka CO CTOPOHbI CepAeHHO-COoCY-
JMCTON CUCTeMbI — Harbornee ya3BMMOW NMpU HapyLle-
HUW IUNOHOTO 0bMeHa. YCTaHOBNEHO, YTO y pebeHka
MaHudecTMpoBana apTepuanbHas rmnepTeH3ns, pas-
BMCA IMMNOMATO3 MeXNpeacepAHOW MNeperopopku,
OTMeYeHbl AUCHYHKLMA CUHYCOBOMO y3M1a, CHUXEeHMe
TONEePaHTHOCTU K (DU3MHECKOM Harpyske, BTOPUYHOE
HapylweHue apgantaummn PQ k YCC, ynnotHeHne ocHo-
BaHMSA aopTbl.

PaHHSIS OMarHoCcTnka 3aboneBaHus y pebeHka
MO3BOMMMA HayaTb CBOEBPEMEHHYIO Tepanuio BbIsiB-
neHHoro 3aboneBaHuns. Ha doHe NPoBOAMMOro KOMM-
nekcHoro  nedeHns  (rvnonunuaemMmndeckas AMETa,
HenpepbiBHas KOMOWHMPOBAHHAs NUMUACHMXKAIOWAs
Tepanus craTHaMu (po3yBacTaTviH B fo3e 7,5 Mr/cyT)
N MHIMOVpYIoLWMIA abcopOumio xonectepmHa 33eTumMmnb
10 mr/cyt) ) B nepurog ¢ 2019 no 2022 r.), oTMeYeHa
NONOXMTENbHAsA IMHaMWKa YPOBHS obLlero xomnecre-
pyHa 1 JTHI. B KOHTPOmMbHbIX OVOXUMUYECKUX UCCTe-
JOBaHWSAX KPOBU YPOBHM 0bLLero xonecrepuHa u JTHM
CHM3WANCh OO0 HOPMATWMBHBIX MOKasaTenen K KOHLY
nepBoro roga HabnoOeHns U NUNUOCHUXKAIOWEN
MeaMKaMeHTO3HOM Teparnmmn.

BbiBOAbI

3aboneBaHne  BbIABNEHO MPW  KOMIMIEKCHOM
obcrneaoBaHnM B CleLmani3MpoBaHHOM OTAENEHUM
JIeTCKOro CTaloHapa. JoCToBepHOCTb AMarHo3a nog-
TBEPXX/AEHA Ha OCHOBAHWM KIIMHNKO-AMArHOCTNYECKMX
KpUTEPUEB, FEHETUYECKOrO NCCIeN0BaHNA, NPOBEAEH-
HOMO B Creumanm3npoBaHHOM dedepanbHOM yupex-
OeHun, Kyda 6bin HanpaBneH pebeHok. O4yeBMaHa
HeoOX0AMMOCTb AanbHerlero obCcyXXaeHUs BONpoca
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0 BKJIOYEHMW B MporpamMMmy aucnaHcepmsaummn get-  KoHNUKT nHTepecos
CKOTO HaceneHns Hallen CTpaHbl YHUBEPCanbHOMO
006s13aTeNbHOMO  CKPUHMHIA Ha NUNUAHBIA NPOodusb ABTOpPbI 3aABNSAIOT 00 OTCYTCTBMN MOTEHLMANBHOIO
feten ¢ 2-3-netHero Bo3pacta. OnpedenieHne onTu-  KOHQVKTA  WMHTEPEecoB, TPeDyIoLWEero  packpbITUs
MaJlbHOrO BO3pacTa A/ 00sA3aTeIbHOro CKPUHWMHIA B JA@HHOW CTaTbe.
LleTelr SBNAETCS BOMPOCOM BbIOOpa C TOYKM 3peHus
onTUMM3aLMK pacxoaos Ha ero nposegeHue 1 Makcv-  Conflict of interest
MaJIbHOV ANarHOCTMYEeCKOM pe3ynbTaTUBHOCTU.
The authors declare no conflict of interest or funding.
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