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Bonpochkl cBOEeBpeMeHHOU AUArHOCTUKU AePULUTA AUSOCOMHON
KUCAOWM AUMNA3bl Y A€TeN N MOAOADIX B3POCAbIX C HOPYLUEHUIMU
AMNUAHoOro npodpuada. MHeHue aKkcnepToB
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PE3IOME

Heduuur sm3ocomuoit kucmoit munasst (JJIKJT) sBiisieTcst MOHOreHHbIM SKU3HEYTPOSKAIOLLMM 1 POrPECCHPYIOLIM 3a00JIEBAHIEM, COMPOBO-
SKAAOLWMMCS HAPYLIEHUSAMHW JIMIAHOTO l'lpOCl)I/IJ'lH Yy NMOJAABJIAIOLIEro KOJIMYEeCTBa MalueHTOB BCEX BO3PACTOB. CBoeBpemeHHaﬂ JUAarHoCTHUKa
¥ paHHee Hayasio IOCTYMHOI B PQ maroreHeTHyeckoii Tepanuy JaHHOro 3a60sieBaHusl OCOOEHHO aKTyasbHbI IS IETEH 1 MOJIOHBIX B3POC-
JIbIX, TaK KaK aHOMaJIbHble YPOBHU JIMIMIOB B CLIBOPOTKE KPOBHU B IETCTBE aCCOLMMPOBAHBI C A€6I0TOM M CTENEHBIO TSKECTH aTepoCKIepo3a
B IOAPOCTKOBOM, MOJIOZOM 1 3pesiom Bospacre. [porHos y naumentos ¢ IJIKJT 6e3 natoreHeTnyeckoro eveHust HebnaronpustHblit. Mmerorcs
coo0LieHNst 0 NaLneHTax ¢ 60esHbio HakomieHnst 3¢upos xonecreputa (Gpopma [JIKIT y fereit 1 B3poCibix) C paHHIM aTEPOCKIIEPO3OM, HLLIEe-
MUYECKOi1 6071e3HbIO CepALa, KanbLirUKaLeit aopTsl U T. A. Panusst quarnocrnka 1JIKJ1 satpynHeHa BBUAY JUIMTENbHOTO JIATEHTHOTO TEUEHNst
3aborneBaHnst, HeCTeLMUIHOCTH KIIMHUYEeCKMX cnMnToMoB. B nekabpe 2020 r. 8 Mockse cocrosicst COBET 3KCIEPTOB MPH Y4aCTHH BEAYLIHX
POCCHIICKMX JIMMM0IIOTOB U CTIELMAIICTOB C ONMbITOM AUArHOCTHKY ¥ JledeHust opdaHHbix 3a60seBanuil. Beut paspaboran anroputm aeiicTsmii
110 ONTUMM3ALMK PAHHEH JUarHOCTUKY AUCIIMITMAEMHUIA y IeTelt M MOJIOZbIX B3POCIIBIX U BbisiByieHmio naurenTos ¢ JIJIKJT cpenu obuuero uucna
nagyveHToB C HApPYLIEHUSIMU JIMITMAHOTO l'[pOCl)l/lJ'IH.
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ABSTRACT

Lysosomal acid lipase deficiency (LAL-D) is a monogenic progressive life-threatening condition characterized by abnormal lipid profiles in most
patients of all ages. Timely diagnosis and early pathogenetically-oriented treatment (available in Russia) are crucial for children and young
adults since abnormal serum levels of lipids are associated with the onset and severity of atherosclerosis in adolescence, young and middle age.
The prognosis of LAL-D without pathogenetically oriented treatment is poor. Data on cholesteryl ester storage disease (a variant of LAL-D in
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children and adults), early atherosclerosis, coronary heart disease, aortic calcification, etc., are available. However, early diagnosis of LAL-D is
difficult due to long-term latent course and nonspecific clinical signs. In December 2020, a panel of leading Russian experts in the diagnosis
and treatment of orphan diseases and lipidologists was held in Moscow. This panel developed an algorithm to optimize the early diagnosis of
dyslipidemias in children and young adults and identify patients with LAL-D in a total population of patients with lipid profile abnormalities.
KEYWORDS: lysosomal acid lipase deficiency, lipid profile, atherosclerosis, lipid center.
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BBENEHME

CepaneuHo-cocynucrble 3aboneBanust (CC3) sBnsioTcs Be-
nyleit npudnHoi cMepTtHocTi B P [1]. M3BecTHo, uto ma-
Hudecrauus CC3, accOLUMMPOBAHHDBIX C NMPOrpecCHpOBaHUEM
aTepockyiepo3a, OOBbIMHO MPOMCXOAUT BO B3POCIOM MEpHO-
Iie )KM3HU, OJJHAKO aTepoCKiiepo3 — 3TO MeJJIEHHO Pa3BUBAlO-
LL{MICS TIPOLIECC, KOTOPBbIit CBSI3aH C M3MEHEHHEeM COCYAMCTO
CTeHKH, (DOPMHUPOBAHHMEM aTEPOCKIEPOTHUYECKOH OJNSLIKH,
o0Typatnmeii mpocBeta cocyaa. B nopasnsioiem KonuuecTse
HaOJIIOZIeHNI1 TPUUMHON JAHHBIX COCTOSIHUI SIBJISIOTCS HACIeN-
CTBEHHO 00YCJIOBJIEHHbIE HAPYLLEHHsI IMMTUAHOrO 0OMeHa, 1 3T
npoLecchl 1e0I0THPYIOT elile B IETCKOM BO3PacTe, O YeM CBH-
JeTenbCTBYIOT MccnenoBanus nocnennux 40 ner. Takue uccrne-
ZOBaHMSI C NPUMEHEHNEM ayTOINCHiA, Kak «[latobuonornyeckue
Onpepenstioiie  Atepockineposa y [ereit» (Pathobiological
Determinants of Atherosclerosis in Youth) u «boranysckoe
Wccnenosanve Cepnua» (Bogalusa Heart Study) mponmemon-
CTPUPOBAJM, YTO aTEPOCKIEPOTHUYECKHE MPOLIeCChl HauMHa-
I0TCSI B IETCTBE 1 BbIPa’KEHHOCTb PaHHKUX M3MEHEHNI1 apTepuii
KOppenvpyeT C HaauulMeM CTaHAApTHbIX (AaKTOPOB pHCKa:
TOBBbILLIEHNEM YpoBHeii obwero xonecrepuHa (OXC), xonecre-
puUHa sMnonpoTennoB Hu3Koi muotHocty (XC JIHIT), tpurmu-
uepunos (TT), noBbillleHneM apTepuanbHoro aasnenus (All),
130BITOYHONM Maccoit Tena U oxkupeHuem. [Tosske, npy noss-
JIeHNY BO3MOYKHOCTH MTPOBELEHHS! YIIbTPACOHOrPaduM COHHBIX
apTepuii, NMO3BOJISIIOLIEI M3MEPSITb TOJLLUKMHY KOMIJIEKCa MH-
tMMa-Meznua cocynoB (KMM), 6bi1a o6HapyskeHa CBSI3b Mekay
¢daxropamu pucka B ferctse (KVIM, ToniyHa KOXKHOM CKIanKu
Haj TpulencoMm, cucronuueckoe All, nuacronuueckoe AJl, xo-
necreput 1 TI, onpenenexHble npy nocienHeM o0cnen0BaHuK
B JIETCKOM BO3pacTe) 1 HaJM4uMeM MPU3HaKOB CYOKJIMHUUECKO-
ro aTepockJiepo3a no AaHHbIM uamMepenust KM conHbix apre-
puit BO B3pOCJIOM Bo3pacTe. B pesynbraTe psiaa ucciaenoBaHmii
CTajIo $ICHO, UTO MOBbIlLEeHHbIe KoHUeHTpaunu OXC B mercTee
acCOLMMPOBaHbl C YBEJIMYEHHbIM PUCKOM aTepoCKJepo3a
u CC3 B nocnenymoLiye rofbl XXu3Hu, 17151 GOPMUPOBAHHUST KO-
TOPbIX B)XXHbIM SIBJISIETCSI HAJIMUKME TeHEeTHUYEeCKOoil mpenpac-
TMOJIOXKEHHOCTH, a TaKXe psifa KOMIIOHEHTOB OKpYKatoLleil
cpenbl (HecOanaHCMpOBaHHAs IM€Ta, HU3Kask (pH3MUecKas ak-
TUBHOCTbD) [2].

Heduunt nmsocomuoit kucnoit nunassl (JJIKJT) — aro
KpailHe pefikasi Hacle[CTBeHHas ayTOCOMHO-peLleCCMBHas
JM30COMHasi 0OJie3Hb HAKOIJIEHMsl, CBsI3aHHas C MyTalu-
el B rene LIPA, pacrosio>xeHHOM Ha [ecsSiTOl XpOMOCOMe
(10923.2-q23.3) [3, 4]. JInsocomnas xucnast nmnasa (JIKJI)
SIBJISIETCS1 HeTpepblBHO CUHTE3MpyeMblM (PepMEeHTOM, KaTa-
nusupytowuM runponus Tl 1 croskHbIX 3¢UPOB XoecTeprHa
B ;m3ocoMax [5]. KmoueBoit mexanusm sabosesanus IJIKJI
npezncTasisieT co0oii Mporpeccupyolliee HaKOMIeHHe B JIH-
3ocomax 3¢upoB xonecrepuHa U Tl BCrencTBUe HapylueHHs
MX pacllerIeH|s U3-3a HeoCTaTOUYHOM MM MOJIHOCTbIO OT-
cyrcrBytoweir aktnsHoct ¢gepmenra JIKJL Tlocnenyrowmmii
nebULNUT KIETOUHbIX CBOOOIHBIX KMPHBIX KUCIIOT M CBOOOA-
HOTO XOJIeCTepHHa 13-3a HApYLIEHHOrO TMAPOJIM3a MPUBOAWT

K aKTMBALMK CUrHAJIbHOTO MYTH, CBsI3aHHOTO ¢ 6enkoM SREBP
(sterol response element-binding protein), koTopelit yBenuuu-
Baet GuocHHTe3 xonectepuHa de novo [6, 7]. ConyTcTBytolee
vHrHOupoBaHue myti petentopa LXR cHukaeT oTTOK XoJe-
cTeprHa M BbIPAaOOTKY JIMMOMPOTENUOB BBICOKOM MIOTHOCTH
(JIBIT), 4To NpMBOAMUT K JUCIUNMIEMUU: MOBBILIEHMIO YPOBHSI
XC JIHII, runepTpuriamuepuieMiui 1 CHUSKEHHIO YPOBHS X0Jle-
crepua JIBIT (XC JIBIT) [7-9].

CnekTp knuHMveckux nposienennit JJIKJI mmpok u Brito-
yaet B cesl Kak KpaiiHe TsbKeJble Clyyau, 3aKaHUMBaIOLLMECs]
JIeTaJIbHbIMK UCXOAAMH B TeUeHHe NepBblX MeCsILeB KU3HH, TaK
1 GopMel ¢ Goree BaprabesbHbIM U JUTUTETIbHO JIaATEHTHBIM Te-
ueHueM 3abonesanusd [5, 10]. lematomMeranus, CTeatos neyeHy,
JVCTIMITUZIEMHUS], TIOBbIILIEHHE YPOBHS TPAHCAMMHA3 SIBJISIOTCS
Hanbosiee YacTbIMU KJIMHAYECKUMHU M OMOXMMHUUYECKMMH MPO-
sBneHnsaMu 6osesuu [11].

CepneuHo-cocynMcTble MPOSIBJIEHUS, TaKMe KaK YCKO-
peHHOe MNpOorpeccMpoBaHMe aTepockKjaepo3a M MpOLEecCoB
KanbLMpUKALKUK, BCTpeyaloTcs npaktudecku y 90% nauu-
entoB ¢ JIJIKJI u TpeGytoT 0co6oro BHMUMaHMs BBUIY uallie
Bcero 6eCCMMNTOMHOrO Hauaja M KaTacTpopHUyeckux Mo-
CJIe[ICTBMIA, TAKMX KaK MleMuyeckas 6onesub cepaua (MBC),
MHGAPKT MMOKApAa U MHCYJIbT B MOJIOZOM U Jaxke 1eTCKOM
Bo3pacre [12-15]. HecMoTps Ha mpennonaraemyto pacrnpo-
crpanenHoctb JJJIKJI B PO (1:100 000) [16], BeIsSIBNIsIEMOCTD
MaLMeHTOB C JAHHBIM 3a00JIeBaHMeM OCTAeTCsl Ha HU3KOM
yposHe. CrefioBaTesbHO, MOXHO MpPeANoJIOKITb, YTO CIly-
yan JJIKJI moryt GbiTh mponyieHsl. KnuHnueckoe Teue-
Hie 00JIe3HH B CBSI3M C HECTIELMPUUHOCTbIO CUMITOMATHKH
B pse ciydyaeB HeJOOLIeHMBAEeTCs, UTO, B CBOK Ouepelb,
NPUBOJUT K MOBBIIIEHUI0 PUCKOB (pOPMUPOBAHUS TPO3HbIX
CC3 B Mosonom Bo3pacre. B CBSI3M C BbIlIEN3TIOKEHHDIM,
a TaKkXe C JaHHbIMM O IIMPOKOM pacrnpoCTPaHEHHOCTH Ha-
PYLUEHUI JIMTMAHOTO OOMeHa B MOMYJISILIMK, HaJIMUMEM Bbl-
COKOYYBCTBUTEJIbHOTO, CeLMPUUYHOTO U AOCTYIHOIO TECTa
ans BbisBienust nauveHtos ¢ JJIKJI, yuurtbiBas Hanuuue
noctynHoii B PO natoreHernyeckoi tepannu 3aboneBauusl,
ocobyio BaskHOCTb npuobperaer Bkmouenne [JIKJI B nepe-
yeHb 3aboJsieBaHUi sl AU PepeHLanbHON ANarHOCTUKH
TpY BbISICHEHUH NPUYMH JUCTUIIUIEMUH Y JeTeil U MOJIOIbIX
B3pocibix [17, 18].

C 8o 17 nexabps 2020 r. B PO npotuen CoeT 9KCrepToB
B OHJIAiH-(OpMaTe, LeJbl0 KOTOPOro SIBJISUIOCh 00CYsKIeHHe
npo6ieM AMarHoCTHKM ¥ MapLUpPyTHU3aLK1K JeTeil 1 MOJIOJbIX
B3POCJIbIX C HAPYLUEHHUSIMU JIMITMAHOTO NPOUIIs, B TOM YHC-
ne nauxentoB ¢ JJIKJI, 1 noucK MOAXOMOB K PELIEHHIO NaH-
HbIX poGneM B P®. OkcrepTbl 00CyaMaM TeKyLlylo CUTya-
LMIO ¥ TOAXOAbl K JMarHoCTHKe aucnunuaemuii B PO cpenn
JeTeil M MOJIOABIX B3pOCI]bIX: MPOaHaIM3MPOBAIM BONPOC
CBOEBPEMEHHOI MarHOCTUKU AMCIMIUAEMUA U BO3MOXKHO-
CTM MaCCOBO¥ OLIEHKM JIMITUAHOTO MPOdUIs y feTeit n MoJo-
IbIX B3pOCIbIX (Ha mpumepe Apyrux crpaH) B P®; ouennnu
BO3MOXHOCTM panHero Bbigenenust JJIKJI cpenu naumentoB
C AWCTMMUAEMHeN B TeKYLIMX YCJOBUSIX C MCMOJb30BaHUMEM
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1 depeHLmanbHO-AMarHOCTUYECKOT0 MOAX0AA K onpeznesne-
HHUIO 3THOJIOTUN Hapymel-um JIMITUOHOTO obmeHa U OMOXUMHU-
4eCKMX, MOJIEKYJISIPHO-TeHeTUYEeCKUX (B TOM UMCTIe TeHeThue-
CKHX l'laHeJ'lef/'l), WMHCTPYMEHTaJIbHbIX METOAOB INWAarHOCTUKHU.
Bbun pa3paboTaHbl ONTHMabHbIE MyTH MapLIPYTU3aLnK Jie-
Teil 1 MOJIOJbIX B3POCJIbIX C AUCTUIUAEMHSIMH C IEPCTIIEKTHUBOIA
CO371aHMS1 M Pa3BUTUS IETCKUX JIMMUIHBIX LEHTPOB Ha dene-
PanbHOM M PErMOHajbHOM YPOBHSIX.

XOlbl K JUATHOCTUKE JUCITUTIUAEMUI
CPEIIY IETEW U MOJIOZIbIX B3POC/IbIX

HA3HAUEHME TABOPATOPHbBIX UCCIENJOBAHUI

1 HOPMATUBHAS BA3A, PETYJIMPYIOLLAA TIAHHBIE

HA3HAYEHUS

B nacrosuiee Bpems B PO cywectsyer psz CI0KHOCTEH
NpY paHHell AMarHOCTMKEe HapyLIeHWi JMMMAHOrO oOMeHa
B [IeIMaTPUUECKOI MOMYSALMU. IKCIEPTbl OTMETHUIIN, UTO B py-
KOBOZSILIMX OKyMeHTax Munszapasa PO (knunnueckue peko-
MeH/jaLl1K, NOPSIAOK MPOBefeHUs] JUCMaHCepUsaLy U T. 1.)
OTCYTCTBYIOT MCCJIElOBAHUSI AJIS1 BbISIBJIEHUS HapyLIeHW
JIMIUAHOTO OOMeHa y MaLKeHTOB JAETCKOro M MOAPOCTKOBOTO
BO3pacTa. Ha naHHblit MOMEHT yTBepsK/ieHbl TOJIbKO KJIMHUYe-
CKMe peKOMeHIaUMu MO CeMeNHON TurepxosecTepuHeMUH,
B KOTOpbIX YyKa3aHa HEOOXOAMMOCTb OLHKH JIMIMOHOTO
npodund y neTeil HauMHas ¢ 2 JieT, IpU yCIOBUM HalIMuMs
y ponuTesneil CeMeiHOM reTepo3UroTHON rMIepxoyieCTepuH-
emuu (CI'XC), kcantromaTosa unu paxHHero Haudana MIBC [19].
B npukase MunncrepcrBa 3npasooxpanenuss PO or 10 as-
rycra 2017 r. Ne 5141 «O nopsizike nposeneHust npoduiak-
TUYECKUX MEJULMHCKMX OCMOTPOB HECOBEPIUEHHOJIETHUX»
(http://base.garant.ru/71748018/) Her ykasaHuit Ha CPOKHU
npoBefeHuss OMOXMMMUYECKUX HMCCeoBaHUil Npu npodu-
JIaKTUYEeCKOM  TOMYNSLUMOHHOM CKpuHMHre. Jlomyckaercs
onpezenenre OXC B CTPyKType paclMpeHHOro 6MoXuMunye-
CKOrO aHaju3a KpoBM Npu 00ciefoBaHnM pebeHKa C MHTep-
KyppeHTHbIMU 3a6071eBaH1sIMU. KpaiiHe peiko pekomeHzyer-
Ccs1 onpefenieHne nokasaresneit mMnuaorpaMmel. Kak npasuro,
omnpezernsercs Tonbko ypoBeHb OXC y neteit ¢ OTSAroleHHoil
HacJIeiICTBEHHOCTbIO MO paHHEMY aTepoCKJIepo3y WM MH-
¢dapkTy MHOKapaa y poauTeneii. Eile onHOI BO3MOXHOCTbIO
uccnenoatb yposeHb OXC v ppakuuy SBASIOTCS UArHOCTU-
YeCKM CJIOKHbIE CIlydau, Mpy 00CIIe0BaHMM 110 MOBOAY KO-
TOPBbIX BpauaM MPUXOAUTCS JIOTNOJHUTENIbHO 0OOCHOBBIBATH
(B CBSI3M C OTCYTCTBMEM B CTaHIApTaX OKa3aHWsl MeIMLIMH-
CKOJ1 MOMOLUM HCCNIeN0BAHMSI JIMIIUIOrPaMMbl) Ha3HaueHue
JaHHbIX MOKasaTeseil. Kpome TOro, cuTyaluio OCJIOXKHSET
OTCyTCTBME OMOXMMNUYECKOTO aHaJM3a KPOBH B NepeyHe 00si-
3aTeJIbHbIX MCCTIel0BaHMIA, TPOBOASILLMXCS TPU NPOQUIIAKTU-
4eCKMX OCMOTpaX/IuCnaHCepu3aluy JeTeil.

Takum obpasom, B PO uccnenosanue yposHs OXC u ero
dpaxuuil B 1€TCKOM 1 MOPOCTKOBOI MOMNYJISILMK Ha3HaYaeT-
Csl TOJIbKO C YYeTOM OTSIFOLEHHOro aHaMHe3a MpU Halnuiuu
MHTEpPKYPPEHTHBIX 3a00J1eBaHII1, TPEOYIOLLMX U3YUEHH s JINIH-
JOTrpPaMMBbl.

PesynbTaThl MHOrOYMCIIEHHBIX WCCTIENOBAaHUI CBUJETEIb-
CTBYIOT O CYOKJIMHMYECKOM TeueHHH aTepocKiiepo3a y neTeit
Y MOZPOCTKOB, MEIJIEHHOM €ro NMpOrpecCpoOBaHNU C pa3BU-
THeM BO B3pocsioM Bospacte MBC [20] — ocHOBHO# mpuun-
Hbl CMepTHOCTH B P® Hapsiy coO cMepTHOCTbIO OT OHKOJIOTU-
yeckux 3a0o0neBaHuMil. B ciyyae OTCYTCTBMSI OTSITOLLEHHOTrO
CeMeNHOro aHaMHe3a M OTCYTCTBHUS SIBHO¥ BHEILHEN KJIMHUYe-
CKO/1 CUMITOMATHUKH BbISIBUTb 3aPOXKAAIOLLMIACS aTepOCKIIepo3

Ilo
BP

Ha PAaHHMX CTAZMSIX, @ 3HAUUT, MTOJTYUUTb LIAHC NPOPUIAKTUPO-
BaTh Pa3sBUTHUE SKU3HEYTPOKAIOLIMX OCJIOKHEHWI CTaHOBUTCS
KpaitHe CJIOKHO 3anaueit.

[TEPCIEKTUBBI MMPOBEJEHMSI MACCOBbIX CKPUHUHTOBbIX
MPOTPAMM HA JTUCTWUMUAEMUU V JETENA U MOJIOABIX
B3POCJIbIX

Cywecrsyer onbT Kosuter u3 Hunepnannos, Utamu n Crno-
BEHWY, [[e MPOBOISTCS MAaccOBble CKPUHMHIOBblE MpOrpam-
MBI, SIBJISFOLIMECS] CaMbIM 3(P(PEKTUBHBIM METOJIOM BbISIBJICHUSI
3aboneBaHus. B pamkax IaHHbIX MpOrpamMm MpH BbiSIBJIEHNH
OTKJIOHEHMI UM TOJO3PEHUM Ha HApYLUEHHs JIMIMIHOTO obMe-
Ha pebeHOK HaMpaBseTcs Ha yrybeHHoe 00CTeoBaHue C Lie-
JIb0 BepUPMKALMY PUUKHDI BbILIENEPEUCIIEHHbIX HAPYLLEHHIA.
LlenecooGpasHo Gosee neTanbHO U3yUUTb OMBIT 3TUX CTPaH (Iu-
3aifH HALMOHAJIbHbIX CKPUHMHIOBbIX MPOTPaMM U Pe3yJibTaTbl
MX peajv3allii) ¥ NPOaHAIM3UPOBATb OXKKUIAEMY0 3PPeKTHB-
HOCTb MOZ0OHOM PaboThI B POCCHICKOI MOMYJISILIMH.

VHTepec npezcTassieT NpoBefeHNe MUIOTHBIX TPOeKTOB
AHaAJIOTMYHbIX CKPUHMHIOBbIX nporpamm B Mockse, Kasann
u pane apyrux roponos P®. Onpenenena 3TanHOCTb MUCCrIe-
IOBaHMSI: HA TMEPBOM 3Tarne HeoOXOAMMO MPOBECTH [eTsM
M TNOJPOCTKaM ompenesneHue yposHeit obuiero OXC u T,
Ha BTOPOM — OIlpefieJieH’e pa3MepoB MeueHHt, oKasaTesiei
XC JIBII, XC JIHII, ypoBHs meyeHOUHbIX TpaHCaMuHa3. [lep-
CMEKTMBHBIM NPEACTABISeTCs KOJIMUECTBEHHOE ONpefesieHne
ypoBHst OXC 13 KanumsspHON KPOBM NPU MOMOILU TeCT-N0-
JIOCOK, UTO NO3BOJIUT N30eKaTb BEHENYHKLUK A71s 3a6opa 00-
pasLoB KPOBHU W3 BEHbL.

[Ty MAPLUPYTHU3ALIMU JETEI U MOJIOIbIX
B3POC/IbIX C JUC/IUITMIEMUAMU

CyuectByeT psif mpo6JieM Npy OpraH13aLii PaHHEro Bbl-
sIBJIEHNs] HapyLLIEeHNi JIMMUIHOTO OOMeHa y JieTeil. ITO U OTCyT-
CTBUE B paMKax AMcrnaHcepusaunu onpezenenus yposust OXC,
W HUBKUIM YpOBEHb 3HAHWII Bpayei O CTPYKType HapylleHWi
JMMUAHOTrO OOMeHa y fieTeil, U JedULUT JeTCKUX JUIUAO0NO-
rOB, ¥ OTCYTCTBME CUCTEMbI MYJIbTUAMCLIMIITIMHAPHOM MOMOILLIN
TauyeHTaM yKa3aHHoro npoguss. Bee BoillieyKasaHHOE IIPUBO-
JUT K MO3[HEei TMarHoCTUKe, 3a/IePsKKe Ha3HAueHUs aToreHe-
THU4ECKON Tepanuu 1 NpOorpeccupoBaHmio 3a0oneBaHus ¢ Gpop-
MHPOBaH1EM HeOJ1aronpUsITHbIX MCXOZIOB.

Kpome Toro, HemocraTouHOe KOJIMYeCTBO JabopaTtopuii,
NPOBOJMILIMX  MOJIEKYJIIPHO-TEHETUYECKUE — MCCIIeNOBaHMS
¥ 9H3MMOJMATHOCTHKY, OTCYTCTBME (pUHAHCUPOBAHUS NAHHbIX
MCCIIEOBaHMIT 32 CUET CPenCTB 0053aTeIbHOr0 MEAMLIMHCKO-
ro CTpaxoBaHusi 00YCJIOBJIMBAIOT yBeJIMUYEHKe epruozna obce-
JIOBAHKA HA HEOTIPEIeJIEHHbIA CPOK.

[lo MHEHMIO 9KCMEepTOB, MPUYMHON O0OO3HAYEHHBIX BbILle
npo6sieM CTaa0 OTCYTCTBUE HOPMAaTMBHOTO PEryaMpOBaHMs,
a MMEHHO METOOMYECKMX PEKOMEHAALMN MO0 CKPUHUHIOBOMY
uccnenosanuio ypoBHs OXC, craHoapToB OKas3aHUsl MEAWLIMH-
CKO¥ MIOMOLLIM; OTCYTCTBHE CHCTEMHOIA 1 KpaiiHe aKTUBHOIi 00-
pasoBaTesIbHOM JIeATeIbHOCTU Ha YPOBHE MOJIMKJIMHUYECKOrO
3BeHa, Ha KOTOPOe, MO CYTH, U MPUXOANUTCS NMEPBUYHbIN MTPUEM
NALMEHTOB C HAapYLIEHUSIMH JIMTUIHOTO OOMEHa.

Takum 06pa3om, HeOOXOAMMBI COBEpLLIEHCTBOBaHHE J1a00-
PpaTOPHO¥ IMArHOCTUKM Y TOBbIILIEHNE JOCTYITHOCTH FeHeThYe-
CKUX UCCIIe0BaHUI 15 BeprUKALMKU HAPYLIEHUI JIMIIAHOTO
o0MeHa, a TakKe yiyulleH!e MPeeMCTBEHHOCTH MesKIy Nenua-
TpaMu ¥ BpauyaMM MHBIX ClieldasbHOCTel (KapAUOsIOrH, JIUK-
T0JIOTH, FACTPO3IHTEPOJIOTH, FEMaTOJIOTH, TeHETUKH U T. A.).
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4. M‘ thdd INeduamp, 2acmposHmeporoe, | ypoBeHb

3HOOKPUHOII02, Kapduosnoe u Op. NMONUKIINHUKA

Pe6eHOK/NoapOoCTOK C NOBbILEHHbIM YPOBHEM
o6wero xonecTepuHa (s 2 uam 6onee nsmepeHmAXx)
u/vnun gucannngemueni

JononHumensHo:

Mopo3spenue Ha OJ1KN, AKTUBHOCTB MonekynapHo- Ectb
l onpegfeneHune akTusHocTn JIK/1 8 ’c’::';:’eﬂa reHetTuyeckoe MyTaumuy
CyXOWi KanJsie KpoBuM — BbI30B " nccneposaHmne _
JloCTynHbI AaHHbIE O CONYTCTBYHOLWEM AA KYPbEpa N0 TeNeGOHY ropAkeit reva LIPA
Y A \ ytouy AvHum: 8 800 301 06 51 (BbIfABNEHME
DANT/ACT n/vnn renatomeranin {6ecnnaTHO AN1A NaLMeEHTa U KAMHUKK ) MyTaLmiA)
HET I Hopma I HeT MyTaumii

! : :

i T

OcHOBHOe OGCHEAOBBHME, NMOUCK NPUYUH

avcamnugemun:
An Kn - KoHcynbTaLusa Bpaya-nunugonora, c6op Boissnenbl TANT/ACT u/vnamn
aHamHe3a, pu3nKanbHoe obcneaoBaHme renatomeranus

- OnpefeneHve AMNUAHOTO Npoduna
- BMoxumunyeckue nccnesoBaHus

- ¥Y3U neyeHn, KenyHoro nysbips, Mopospenue Ha IUIKN,

AVATHOCTUYECKME KPUTEPUN ROFKenyAOUHOM Kene3sl, MoveK, onReAgeHHE aKTUBHOCTH /I
dopmbl y aeteit u B3pocabix (BHIX)* LMTOBU/AHO *Kene3bl KB cfg’: ';Z":;ZZ:;T _r:b::;il
Bospact maHudecTaumm >6 mec. - KoHcynbTauusa aHA0KpMHONOrA — NO YPep . Y rop
NOKA3aHMAM 1 AP AvHum: 8 800 301 06 51
. (6ecnnatHo ans naumeHTa n
1 KAVHWKK )
* lMoBbiweHue ypoBHa OXC ‘
*.
* [enaTomeranusa AonMonHumeﬂbHo : AononnumensHo:
° T ANT / ACT re?gxne;::zzz_ MoneKkynapHo-reHeTMyeckoe
. HCCheaOBaHME Ha nceneposaHme reHa LIPA
T JHM, l BN, T T HoB (BbIABNEHME MYyTaLMIA)
* CnneHomeranua JMIMAROU arenn
*  MMUKpOBe3nKyaapHbIli cteaTos (buoncusa) l l
° nepCMCTM pyrouwaa anapes Mpu noaTBep:kAeHUM anarHosa AJIKN
JNIn6o ana BepudurKaummu AuarHosa B cy4ae, ecim OH He
*  CuHAapom manbabcopbunu ycrawosnen

Hanpasnexue B besepanbHbiii LEHTP 3KcnepTym3bl (no dopme
057-Y) ana BcecTopoHHero 06cne0BaHUA U NPUHATUA PeLUeHUA
0 fJanbHelilwei TakTUKe BeAeHWA nauueHTa

e Creato3/¢unbpos/umnppos nedeHn (Ha Y3U nau KT)

HopmanbHble, NorpaHUYHbIEe U BbICOKUE YPOBHU UNUAOB
M IMNonpoTena0s NAAa3mMbl Yy AeTel U NoApocTKoB [29]

Kareropua HopmanbHbI MNorpaHnyHbIv Bbicokui
(Mmonb/n) (Mmonb/n) (Mmonb/n)

MonHoe
06Lwmit xonecTepuH <4,4 4,4-5,1 obcneposatme, BK u
KOHCUAMYM A5
XonectepuH JIHM <2,9 2,9-3,3 >34 HasHaueHua 3T
XonecrepuH He-J1BMN <3,1 3,1-3,7 23,8 pu
Tpuranuepuabl
0-9 net <1,9 1,9-2,5 22,6
10-19 net <2,4 2,4-3,3 >34
XonecrepuH /BN >1,2 1,05-1,2 =

* — B CNy4ae, eC/M NaLNeHT He 6bin 06CNeA0BaH Ha NPeaMeT NOBbILLIEHNS TPAHCAMUHAS / HANM4YNs renatomeraniy N6o 6bin 06¢nes0BaH 1 Mo 3TUM napameTpam
He BbISIBIEHO OTKNOHEHWI, OH HANpaBsnfeTCs B INMUAHbIA LEHTP, rAe MOXeT ObiTb MPUHATO PeLleHne 0 NpoBeAeHNN AudhepeHLnansHoi AnarHoCcTUKK
NCANNUAEMNIA C NOMOLLbIO MONEKYNSPHO-TEHETUYECKOro UCCNEA0BAHMS C UCMONb30BAHUEM NINMUAHbIX NaHemnen.

Mpumeyanue. BHIX — 6one3Hb HakonneHns acupos xonectepuHa, OXC — o6wwmit xonecteput, JTKIT — nusocomHas kucnas nunasa, JJ1KIT — necdomumnt nM30COMHOIA Kiucnoi
nunasbl, BK — BpayebHas komucens, AT — anaHuHamuHoTpaHcdepasa, ACT — acnapTatammuHoTpaHcdepasa, JIHM — nunonpoTenabl HU3KO NNOTHOCTY,
JIBM — nunonpoTenabl BbICOKOWM NnoTHOCTK, TI — Tpurnuuepuabl; ®3T — dhepmMeHTHas 3amMecTuTenbHas Tepanus.

Puc. 1. OuarHocTtuka OJ1KJ1 B pamkax mapLupytmsaumm geten n MosaoabiX B3pOCSbIX C AUCANMUAEMUAMU
Fig. 1. Diagnostic routing of children and young adults with LAL-D
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Ta6nuua 1. JlunugHele LeHTpbl Poccuiickon depepaunm
Table 1. Lipid Centers of the Russian Federation

Topon Ha3BaHue yupexnenus KoHTakTHas uHdopmaums
City Name of the institution Contacts

®rbY «HMIWL kapguonoruu» Muusapasa Poccun
National Medical Research Center of Cardiology

yn. 3-1 Yepenkosckas, A. 15a / 15A, 3rd Cherepkovskaya str.
Ten./ phone: 8 (495) 414-63-06

@rby «HMUL TMV» Munsgpasa Poccuu
National Medical Research Center for Therapy and Preventive Medicine

MeTposepurckuii nep., 4. 10 / 10, Petroverigkiy lane
Ten./ phone: 8 (495) 790-71-72

Knunuka nunugonorun AO «Ipynna komnanui «Mepcu»
Clinics of Lipidology, JSC Groups of Companies MEDSI

Tpy3unckuii nep., 4. 3a/ 3A, Gryzinskiy lane
Ten./ phone: 8 (495) 023-60-84

I'bY3 «ArKb um. 3.A. bawnsesoin 13M»
Z.A. Bashlyaeva Children’s City Clinical Hospital

yn. lepoes MMandunoBues, a. 28 / 28, Geroev Panfilovtsev str.
Ten./ phone: 8 (916) 801-96-53

WHetutyT neguatpum um. 0. E. Benbtuwesa ®rb0y B0 PHUMY

um. HW. NMuporosa Munspapasa Poccun

Yu.E. Vel'tishchev Institute of Pediatrics of the Pirogov Russian National
Research Medical University

yn. Tangomckas, g. 2./ 2, Taldomskaya str.
Ten./ phone: 8 (495) 487-10-51

Cankt-Terepbypr
St. Petersburg

®ry3 Kb Ne 122 um. J1.T. Cokonosa ®MBA Poccun
L.G. Sokolov Clinical Hospital No. 122 of the Federal Medical Biological
Agency of Russian Federation

np. Jlynauapckoro, a. 49 / 49, Lunacharskiy pass.
Ten./ phone: 8 (812) 363-11-22, 8 (812) 559-97-59

@rbY «HMUL| um. B.A. Anmasosa» Mun3gpasa Poccuu
V.A. Almazov National Medical Research Center

yn. AKKypaToBa, ji. 2 / 2, Akkuratov str.
Ten./ phone: 8 (931) 534-00-72

CNne6 rey3 «'BB»
Hospital for War Veterans

np-1 Enusaposa, f. 32 / 32, Elizarov av.
Ten./ phone: 8 (812) 365-22-48, 8 (921) 948-72-31

Kemeposo I'bY3 «KKK[1» CocHoBblIi 6ynbs., A. 6 / 6, Sosnoviy blvd
Kemerovo Research Institute for Complex Issues of Cardiovascular Diseases Ten./ phone: 8 (384) 278-02-78
NeTtpo3asopck ®r50Y BO «[letposasonckui rocynachBequluvyHuBepcuTer», yn. KpacHoapmeiickas, . 31 / 31, Krasnoarmeiskaya str.
Petrozavodsk WHCTUTYT BbICOKMX GMOMEULIMHCKNX TEXHONOTHI Ten./ phone: 8 (814) 278-06-85
Petrozavodsk state University, Institute of High Biomedical technologies P '
TAY3 «[IPKb M3 PT», nonuknunuka Ne 2 yn. Puxappa 3opre, p. 55 / 55, Rikhard Zorge str.
Ka3aHb Children’s Regional Clinical Hospital, Polyclinics No. 2 Ten./ phone: 8 (843) 229-54-53
Kazan TAY3 «TKB Ne 7» yn. leka6pucto, o. 191/93 / 191/93, Dekabristov str.
City Clinical Hospital No. 7 Ten./ phone: 8 (843) 557-31-14
I'bY3 COKKJ um. B1. MonsikoBa yn. Aapogpomnas, a. 43 / 43, Aerodromnaya str.
Camapa V.P. Polyakov Samara Regional Clinical Cardiological Dispensary Ten./ phone: 8 (846) 373-70-63
Samara MepuumHckuit yausepcutet <PEABU3» yn. CoBeTckoii Apmun, fi. 243a / 243A, Sovetskoi Armii str.
REAVIZ Medical University Ten./ phone: 8 (846) 321-21-21
BY «OKpyXHoil Kapa1onoruyeckuit gucnaxcep «LIeHTp ANArHoCTUKM U cep-
Cypryt LeYHO-COCYAUCTOI XUPYPrumn» np-7 Jlenuna, g. 69/1 / 69/1, Lenin av.
Surgut Regional Cardiological Dispensary “Center of Diagnostics and Cardiovas- Ten./ phone: 8 (346) 294-04-04

cular Surgery”

Xantbl-Maucuick
Khanty-Mansiysk

BY «OkpyxHas knuHu4eckas 6onbHuLa»
Regional Clinical Hospital

yn. Kanununa, p. 40 / 40, Kalinin str.
Ten./ phone.: 8 (346) 739-00-73

Mp-1 um. Mapwana Cosetckoro Coto3a I'K. XXykosa, p. 81

Bonrorpap ®rbY «413 Blr» MuHo6opoHbl Poccun . )

Volgograd Military Hospital No. 413 of the Ministry of Defense f;n S;Og[;‘;tnl;_’"t}"'(‘s'z"':)rszgﬂ_aﬁ}(_'éh”k"" av.
I'bY3 «Hay4Ho-uccnefoBaTenbCkuil MHCTUTYT — Kpaesas KnuHuye- . )

Kpactionap ckas 6onbHuua Nel umenu npocheccopa C.B. O4anoBckoro» Vi PDGGMMBI.(aH, A 140/ 140, Rossiyskaya str.

Krasnodar Ten./ phone: 8 (995) 110-23-44

Prof. S.V. Ochapovskiy Research Institute — Regional Clinical Hospital No. 1

HuxHuii Horopog TbY3 HO «KB Ne 5» yn. Hecteposa, A. 34 / 34, Nesterov str.

Nizhniy Novgorod City Clinical Hospital No. 5 Ten./ phone: 8 (831) 438-98-04

HoBocubupck HAUTIM — m_mman Wlur CO PAH ) . yn. bopuca borartkosa, g. 175/1 / 175/1, Boris Bogatkov str.

Novosibirsk Research Institute for Therapy & Preventive Medicine - Branch of the Ten. / phone: 8 (383) 267-97-55, 8 (383) 373-09-89
Federal Research Center “Institute for Cytology & Genetics” P ' ’

Mepmb TbY3 NK «KK1» yn. Cubupckas, o. 84 / 84, Sibirskaya str.

Perm Clinical Cardiological Dispensary Ten./ phone: 8 (342) 216-99-58
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®IBHY «MIHLI», nabopaTopusa HacneacTBEHHbIX 60e3Heil 06MeHa BewecTs
Research Center for Medical Genetics, Laboratory of Hereditary Metabolic Disorders

®TAY «HMUL| 3n0poBbs peteil» Munsgpasa Poccuu, nabopaTopus MONEKynsapHoi
reHeTUKU U KNETO4HON Bruonorum

National Medical Research Center for Children’s Health, Laboratory of Molecular
Genetics and Cell Biology

Ta6nuua 2. Jlabopatopum, B KOTOPbIX BO3MOXHO NpoBefeHne auddepeHumanbsHOn AMarHOCTUKM QUCIMNMOEMUN
Table 2. Laboratories providing differential diagnosis of dyslipidemias

Ha3sauue yupexpenus / Name of the institution KontakTHas uHchopmauus / Contacts

r. Mocksa, yn. Mocksopeube, g. 1/ 1, Moskvorechye str., Moscow
Ten./ phone: +7 (499) 324-20-04; e-mail: labnbo@yandex.ru, labnbo@med-gen.ru

r. Mocksa, JlomoHocoBckuit np-T, g. 2, ¢Tp. 1/ 2 Build. 1,
Lomonosovsky av., Moscow
Ten./ phone: +7 (499) 134-09-19, +7 (499) 134-14-45; e-mail: genelab@nczd.ru

Bo3moxkHBIM nyTeM MaplUpyTU3aUUW SIBJISETCS CIeNylo-
1as cxema: MOJMKIMHUKA — JIMINJIHBINA LeHTP / JIMMUOHbINA
KaOMHET, B KOTOPOM OCHOBHOI1 (Urypoi SIBlsSeTCsSl Bpau —
JIMIUAOJIOT-NIEAMATP C OMBITOM PaboThl C MaLMEHTaMHU C Ha-
PYLIEHUSIMH JIMTMAHOrO OOMeHa M/UK JeTCKUii KapAHOJIOr.
B TakoM LieHTpe [OJKHbI paboTaTh M Apyrie y3Kue CreLu-
QJIUCTbI: 9HJOKPUHOJION, TacTPO3HTEPOJIOr, HEBPOMNaTOJIOr,
Io/mkHAa (QYHKLMOHMPOBATh CreLUanu3npoBaHHas nabopa-
TOPHSI C BO3MOXHOCTBIO NPOBefieH!s GUOXMMHUUECKUX 1 MO-
JIeKyJIIPHO-TeHeTMYeCKUX uccnenoBanuii. [lpu BbisiBIeHHU
M3MeHeHMi1 MalMeHTbl JOJDKHbI ObITb HampaBieHsl B ¢ene-
pasbHble LIeHTPbl A7l ONpefesieHns] TaKTUKKU JledeHnsl U Ha-
6monenus (puc. 1).

Jlns cBOeBpeMeHHO# AMarHOCTHKY, JleueHust U npoduiiak-
iKY CC3 B pOCCHIICKOI MOMySLMK 0COOYIO LIEHHOCTb Mpen-
CTaBJIsIeT CO37laHue 1 Pa3BUTHE IETCKUX JIMIUAHBIX LIEHTPOB.

LlenecoobpasHo BHenpeHHe AETCKUX JIMIMIHBIX LEHTPOB
B TMEPBYIO0 OuYepelb B perroHax ¢ Haubosiee pasBUTON CITyX-
6o¥ IeTCKOi1 KapAMOJIOTHH, Y>Ke MMEIOLLMX JIMUAHBIE LEHTPb
IJ1s NauyeHToB crapile 18 jeT, 4To SIBJSeTCs! BaKHbIM (HaKTO-
pPOM npeeMCTBeHHOCTH. CIMCOK B3POCIbIX M JEeTCKUX JIMMNJ-
HbIX LIEHTPOB NpuBezeH B Tabsme 1.

B03MOXXHOCTM YIYULLIEHHMS MOXO/I0B
K JUPDEPEHLIMAJIbHOM IMATHOCTUKE
Ol'lPEI[EIlEHl/lE 3ABOJIEBAHUI, MEXXTTY KOTOPBIMU JOJI)KHA
MPOBOJUTBLCS JUODPEPEHLIUATIbHASI JUATHOCTUKA JUCITU-
MAJEMUM V JETEM Y B3POCJIbIX B JIMIIUIHBIX LIEHTPAX PO
Onpeznenenve MEPBUYHBIX ¥ BTOPUYHBIX JUCIUITHAEMUI
KOPEHHbIM 00pa30oM MEHSIET CTpaTeruio BeleHUsl MalyeHTa.
[1pu nepBUYHBIX TMNEPAUNMIEMHUSIX 3HAHME MeXaHW3Ma HacJle-
ZI0BaHMsI, maToreHesa 3ab0JieBaHusl, PUCKOB CEpLIeYHO-COCY M-
CTBIX OCJIOKHEHHMI1 BaskHO NMpH Bcex popMax AMCIMIUIEMHIA.
CrnezyeT MOMHHTb, YTO MOHOT€HHbIe 3a007eBaHusl (Hanpumep,
CrXC, IJIKJT) umetor 6onee Bbicokue pucku CC3, uem nonu-
reHHble, BO3HMKaWLIMe 32 cueT cymmauuu faedextoB SNPs
(envHMYHBII HYKJIEOTUAHDBIH NosMMopduaM (single nucleotide
polymorphism)). Cpezay BTOpH4HBIX AMCINMMAEMUIT ObLTH BbI-
JieTieHbl IPYMb 10 3TUOJIOTMYeCKUM (akTopam, posib KOTOPbIX
ZI0Ka3aHa B Pa3BUTHM HAPYLLEHUI JIMMUAHOrO 0OMeHa: 9K30TeH-
Hble (a7IKOr0JIb ), 93HJOKPHHHBIE (TMIIOTHPEO3, TMIIONUTYUTAPH3M,
CHHZIPOM NOJIMKMCTO3HbIX SIMUHUKOB, IMMOAUCTPOdUsI, HopdU-
pust), noyeuHble (XpoHM4ecKasi 60e3Hb MOYeK, reMOJIMTHKO-
ypeMuyecknii cCHHApPOM, HeppOTHUUECKUI CHHAPOM), UHGEK-
unonHbie (BUY), neueHouHbie (06CTPYKTHBHbIE 3a00I€BaHMSI
MeYeHu: XOJIecTas, OWIMAPHbIA LMPPO3, CHHAPOM ANaskui-
71s), BOCHanuTesbHble (IOBEHWIbHbI PEBMATOMIHbBINA apTPHT,
CHCTEMHasl KpacHasi BOJIYaHKa), JIeKapCTBEHHble (BCIENCTBUE
npuemMa IMIIOKOKOPTUKOMZOB, (3-0JI0KaTOPOB, aHTHPETPOBH-
PYCHBIX Ipenaparos).

Cpenu 3apyOeskHbIX anropuTMoB audbQepeHLranbHol Jua-
FHOCTHKH, KOTOpbIe MOTyT ObITh ajanTHPOBaHbI B AETCKUX JIM-
NUIHBIX LeHTpax Pd, skcnepTel oTMeyatoT TabnuLipl Mo anud-
depeHLManbHOM JuarHocTyke ¢ 6onesHblo Humanna — [Nnka
(tunet A, B u C) 1 6onesHbio [ote [21], a Takske ¢ pasnuuHbIMU
¢dbopmMamy HacNeNCTBEHHbIX AUCTUINIEMUH, JepeKTami B re-
Hax APOC2, GPIHBP1, APOA5, LMF1 [22]. Llenecoo6pasto
ZononHuTb anroputmel auarHoctku CITXC Gonee penkumu
dopmamu aucnvnupemuit, Hanpumep [JIKJI, u mnpencra-
BUTb YETKHME alrOPUTMBI JUISl IMArHOCTUKM BTOPUYHBIX GOPM
IUCTIMIMAEMHU, a TakXkKe AeTaluM3UpOBaTb W3BECTHBIN ajro-
PUTM IO AMarHocTHKe GOJIe3HU JIM30COMHOTO HAKOIIEHUS JTU-
NUJ0B PUMEHUTETIbHO K JIeTCKOMY Bodpacty [22—-28].

JIABOPATOPHASI IMATHOCTUKA OUCTANUIEMUN

lo mMHenuto skcnepToB, B PO orcyTcTByloT 06uenpu-
HATbIE M perIaMeHTUMPOBAaHHble HOPMbI JIMITUIOB U JIMIO-
NpOTEnsIOB, 38 HEMMEHHWEM KOTOPbIX NPaKTUKYIOLIME Bpauu
OPMEHTUPYIOTCSl Ha PEKOMEHAALUMU aMepUKaHCKOH TPyMIbl
akcnepToB [29]. OnpeneneHve NUNHUAOB KPOBU PYTHHHO
IOCTYIHO, OJHAKO, KaK ObUJIO YNOMSHYTO Bblllle, IJIsl Ha-
3HaueHns1 OMOXMMHYECKOrO MCCIIeOBaHNsSI KPOBM U/WUJH
JMNUAOrPaMMbl  TPEOYIOTCS IOMOJIHUTENbHbIe 00OCHOBA-
Hus. Ecnu rosoputb o JJIKJI, sH3MMOAMAarHocTuka u ree-
TUYECKUe UCCIIeN0BaHNMs SBJISIIOTCS JOCTYMHBIMU METOJaMU
IOMarHOCTUKM Ha Bceil Tepputopun PP, yero Hesb3d ckasaTb
0 AMCIMNUAEMUSIX Apyroi stuonoruu. Hanpumep, onpene-
nenue aktusHoctu JIKJI B cyxoii Kanye KpoBU peanusyercs
B HECKOJIbKMX J1ab0paTopHsiX B paMKaXx MMJIOTHOTO Hay4HOTO
npoekTa. [lepcnekTMBHBIM HanpaBieHMeM TaKXke SBISETCS
BHeJipeHle UCCIIeIoBaHmii C UCMOIb30BaHUEM reHeTHUeCKUX
nadesneit Ans nuddepeHLUanbHoi JUarHOCTUKM Hacnen-
CTBeHHbIX aucnunuiemuit. Hanpumep, B ®I'bHY «MI'HL»
peanusyeTcss MOJIeKyJsPHO-TeHeTHYeCKoe MCCiefoBaHue
60 reHOB, OTBETCTBEHHBIX 32 AUCIUNNAEMHUIO (aHenb «Jluc-
nunuaemus»). [Ipy oTCyTCTBUM ONMCAHHbIX B IMTEPAType My-
TalUuit BO3MOXHO MpOBeNEHHe IHOMOJIHUTENIbHbIX MOJIeKY-
JNIIPHO-TeHeTHYeCKHX nccnenoBanuit. Criucok nabopaTtopuit,
B KOTOPbIX MPOBOJUTCS] MOJIEKYJISIPHO-T€HeTUYEeCKOe TeCTH-
poBaHue, npuBejeH B Tabnuue 2.

MEPBI 110 Y/IYUYILEHWIO CUTYALIMM CO CBOEBPEMEHHOW
MOCTAHOBKOW JUATHO3A

Heo6xonnM MynbTHAMCLMIUIMHAPHbIN MOAXOZ K NPeoio-
7IeHHI0 Npo6JieM CBOEBPEMEHHO AMAarHOCTUKM HapyLUeHHit
unuaHoro oomeHa y aerteii. C yueTom BbICOKOTO PUCKa MH-
BaJMAM3MUPYIOLIMX 1 HeONaronpusTHbIX UCXO0B B MOJIOOM
BO3pacTe OCHOBHOW CTpaTerveii pasBUTHSI W COBepLIeH-
CTBOBAHMSl IMArHOCTMKU W JIeUEHMs! JUCIUMUAEMUIl pasHo-
ro reHesa sIBJIsSieTCsl NOZEPKKA rocyapcTBa B obecrieyeHnn
BKJIIOYEHUS] JMAarHOCTUYECKUX W Jle4eOHbIX MepOnpHsTHIA
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B MPOrpamMMy TOCYNapCTBEHHbIX FapaHTUil OKa3aHWs MeIu-
LIMHCKO MOMOILY, a TaKKe B ONTUMU3ALMK HOPMAaTHMBHbIX
JIOKYMEHTOB, PeryJIupyoLIMX BOMPOCHl AMCMaHCepU3aLnu
¥ NpOPUIAKTUIECKUX OCMOTPOB MaLMEeHTOB JETCKOro 1 Moji-
POCTKOBOrO Bo3pacTa. BaxkHbIM siBIIsieTCst BHeApeHe 06paso-
BaTeJIbHbIX MEPONPUSTHIL 1JIsl Bpauel B paMKax IMOBbILLIEHNS
KBanM$pUKALMK PU HEMPEPBIBHOM MeIMLIMHCKOM 00pa3oBa-
HUU. 3HAYMMOI COCTaBJISIOLLEH SIBJSeTCs aKTUBHAs pa60Ta
MaUMeHTCKUX OpraHMU3aluii, CO3JaHWe CIeLHaTu3UpOBaH-
HBIX JIETCKMX JIMITUIHbIX LEHTPOB, NPOCBELLeHe MaL1eHTOB,
UX pozuTeneit (ONeKyHOB) O MeTOAAX JUarHOCTUKH, JIeUeHus],
npopuIakTHKK ¥ MPOTHO3a Lesoro psiia 3abosieBaHMuii, co-
MPOBOXJAIOLIMXCS HAPYLUIEHNUSIMU JIMITMAHOTO oOMeHa. [yis
cHUKeHust cmeptHocTH ot CC3 [28] npoBeneHne nepBUUHOM
Npo¢pUIAKTUKM JOJKHO HAUMHATBCS B I€TCTBE, HA 3Tare MU-
HUMaJbHBIX MOP(}OJIOrMUEeCKUX M3MEHEHHII U CYOKJIMHHUe-
CKHMX TpOSsIBTIEHHH 60sie3HU. BaskHbIM B yTyullleHUH KauecTBa
OKa3aHHsI MeIMLIMHCKOI MOMOLLY CJIefyeT CUMTATb YETKO Op-
raHW30BaHHYIO NPEEeMCTBEHHOCTb MEXAY AETCKUMU U B3pOC-
JIBIMM CTIELMaNiCTaMu [JIsl CBOEBPEMEHHOro 00cieoBaHust
IeTeil, poOMTeN KOTOPBIX NMepeHecau MH(apKT MHOKapzAa
B MOJIOZIOM BO3pacTe Ha pOHe JUCITUIHUAEMUH, X TPEeMCTBEH-
HOCTb MAaLMEHTOB C YCTAHOBJIEHHbIM AMArHO30M U3 AETCKOii
CeTH BO B3pPOCIYIO C COOMI0IEHNEM MYJIbTUANCLMIUIMHAPHO-
ro Nnoaxoza, 4to OyzeT CnocoOCTBOBATh Pa3BUTHIO IETCKOM
Y B3POCJION JINMNUIONIOTUU.

Hapsiny ¢ BbllenepeurcieHHbIM HE0OXOAMMBIM ObLIO MPU-
3HAHO CO37laHMe HALIMOHAIbHBIX KJIMHUYECKUX PeKOMeHAaLuii
M0 JMArHOCTHKE U JIEUEHUIO OUCIUMMAEMUIA, HaunHas C JIeT-
CKOrO BO3pacTa, rae 6yaeT NponucaH aaropuTM 1 NocienoBa-
TEJbHOCTDb JIEHICTBHMIA, @ Takke BO3pacT (BO3PaCTbl) MPOBere-
HUsl 00513aTeNIbHOr0 OGMOXMMMUYECKOTO MCCIIEOBAHMSI KPOBH,
BKJItOvaoLero onpegnesnenue yposHs OXC. ['oBopst 0 merckoii
TIOMYJISILMY, PALMOHAIbHBIM SIBJISIETCSI ONpPEResisiTh YPOBEHb
OXC B BO3pacre 3 rona (mepen NOCTYIIEHUEM B SICTM-Cam,
DeTCKUit cajl), HeMOCPEACTBEHHO Neper LKool (B 6—7 1er),
1 B 10 net. Heob6xoxrmo o6patiiaTh BHMMaHKe Ha pedepeHc-
Hble nokasaTenu OXC y neTeit 1 NOAPOCTKOB M MHTepNpeTaLmnu
BbISIBJIEHHbIX M3MeHeHHi. Kak Oblsio YIOMSIHYTO Bbillle, B Ha-
CTosIILlee BPeMs OCHOBO# CUMTAIOTCSl YPOBHU, PUHSITbIE TPYII-
10#1 3KCrepToB 1 ony6nmkoBaHHble B 2011 1. [29].

3AKJIIOYEHUE

Takum o6paszom, B P® cyuectByer psn npobiem co
CBOEBPEMEHHOM [WAarHOCTUKOM JOUCIUNUAEMUI Y JeTei
M MOJIOAbIX B3pOCTbIX. BakHO He TOJbKO CBOEBPEMEHHO
BbISIBJISITb HAPYILEHNUS! JIMMUAHOTO 0OMeHa, HO U MTPOBOAUTD
I depeHLnanbHyl0 JUAarHOCTUKY C yTOUYHEHWEM MpPUYU-
uol (Hanpumep, IJIKJI) nnsa amekBaTHOro mopxona K Befe-
HUIO TaKUX MaLUeHTOB.

Opranusaumsi OeTCKUX JIMMUIHbIX LEHTPOB U TpOBefie-
HUe MUJIOTHOTO MpoeKTa No cKpuHUHry ypoBHs OXC y nereit
NO3BOJISIT MPUOJM3NTBCS K peLIeHHi0 NpobJeMbl CBOeBpe-
MEHHO!1 JAMarHoCTHKU Aucaunupemuii. [lpu atom gerckue
JMNUIHbIE LEHTPbl HEOOXOAMMO OpPraHM30BBIBATb C YYETOM
MMEIOLLIMXCS PeCypCOB, B KOHTAKTe CO CleLdanucTaM1 B3poc-
JIbIX JIMTUOHBIX LeHTpoB. Ing passutus B PO cetn merckux
JIMIUHBIX LIEHTPOB ObLIM NPHU3HAHBI HEOOXOAMMBIMHY [jBa Na-
pansenbHbIX MpoLecca: UcciefoBaHue 3KOHOMMYECKO# 3¢-
¢ekTHBHOCTH BHenpeHus: B PO yHuBepcanbHoro obiuenomny-
JSIUMOHHOTO cKpuHMHra ypoBHst OXC (4, Npy BO3MOXKHOCTH,
yposHeit JIHIT u TT') y neteit, a Takke BHEApeHNE MUIOTHO-

ro TNpOeKTa MacCOBOrO CKPUHMHra YpPOBHEH XOJieCTeprHa
Ha 6a3e CyLIECTBYIOLIMX M BHOBb CO3/IaHHBIX JIETCKUX JIMIHUA-
HbIX LIeHTPOB. BaskHbIM siB7IsieTCsl 0OyueHue OyayLmx coTpya-
HUKOB JIMMUIHBIX LEHTPOB MOCPENCTBOM 00pa30BaTeNbHbIX
NporpamMm Mo JIMOUIOJIOTUK 1Jid MEeJUaTPOB C Bbiaauei Bbi-
MYCKHbIX JOKYMEHTOB — CepTUPUKATOB / YIOCTOBEPEHHI
06 ob6yuenn. Heob6xomumMo pasBuMBaTb OCBEILOMJIEHHOCTb
nefuaTpoB, Bpayeii o0LLeil MPaKTUKKU U Y3KUX CHELMaIucToB
0 BasKHOCTH MpPOGIeMbl JUCTMITMIEMUI Y ieTeil 1 MOJOAbIX
B3pOCJIbIX, BOSMOKHOCTSIX CKPMHMHIA M HanpaBJieHUs MaLu-
€HTOB B paMKax paspaboTaHHoil MapuipyTusauuu. Cienyer
OTMETUTb, YTO BHeJpeHue J000i MpPOorpamMMbl CKPMHHMHTA
B peasibHyI0 KJIMHUYECKYIO MPaKTHKY BO3MO3KHO Mpy omy6iu-
KOBAaHMM COOTBETCTBYIOLIEH peryaupyloliei qoKyMeHTaluuu
co ctopoHbl Munsapasa PO.
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