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CoBpeMeHHble npeacTaBneHus o geduuure
NIU30COMHOM KucioM nunasbl (0630p nuteparypbl)
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YuTuHCKan rocynapCtBeHHas MeUUMHCKas aKaZeMus, Yura, Poccus

AHHOTALNA

[Jeduunt NM30CcOMHON KMCON INa3bl — pefKoe FeTepOreHHoe ayTOCOMHO-PELIECCUBHOE FEHETUYECKOE 3abonieBaHue, Npo-
AIB/IEHUS KOTOPOTO YacTo NPUBOLAT K TSKENO0 3aboseBaeMoCcTi U cMepTHOCTU. PasBuTie 3aboneBaHnsa cBA3aHO C HaKomnme-
HWeM 3(MPOB X0ecTeEpPUHA W TPUIIULEPUAOB B OpraHax M TKaHsX, YT0 B CBOK 04epe/ib NPUBOAUT K Pa3BUTUIO aTEPOCKIEpO3a,
remaTtocrieHoMeranuy, LMppo3a neyeHu, CMHAPOMY Manbabcopbumm u apyrux cumnToMoB. McTMHHas pacnpocTpaHeHHOCTb
3aboneBaHus HeuU3BeCTHa, NpeAnonaraeMas YacTota BctpedaeMocT B Poccun — 1:100 000-150 000 metckoro HaceneHus.
B 3aBMCMMOCTM OT OCTATOYHOW aKTMBHOCTM (DepMeHTa BbILENAOT [Ba BapMaHTa KIIMHUYECKOro TeyeHus 3aboneBaHus.
Haubonee TsxenbiM, a TakKe pefiKMM BapuaHTOM aBnsetcs 6onesHb BonbMaHa, BbisiBneHHas u onucaHHas B 1961 r. uspa-
UNbCKUM HeBponatonioroM Molue BonbMaHoM. [laHHoe 3aboneBaHne nporpeccupyeT B TeHeHKe NepBOro rofia Xu3Hu pebeHka
1 B BONLUMHCTBE CTy4aeB B CBA3M CO CIOXHOCTAMU AUArHOCTUKU NPUBOAMT K rnbenu. bonee nerkui, Ho YacTbl BapuaHT Te-
yeHus feduumTa M30COMHOM KMUCO0W NMNasbl, BCTPEYAIOLLMIACA Y leTel cTapLue rofa v B3pochblX, — 60/e3Hb HaKomneHus
3MpoB XoniecTepuHa, onmcaHHas B 1968 r. HecneumdnyHoCcTb CMMNTOMOB AedULMTa JIM30COMHON KUC/IOW NINasbl Ha paH-
Heli CTaguu NPUBOLMT K TOMY, YTO MarHOCTUKAa [aHHOTO COCTOSHWA YAJIMHAETCA UK YnycKaeTcs KuHMumMcTamu. oBbiLue-
HWe NeYeHOYHbIX GepMEHTOB B COYETAHMM C Tenato- W CMIEHOMEeranuen, AUCIUNUAEMUEN [OMKHO HACTOpaXuBaTh Bpaya
¥ NPUBOAMUTL K PaHHEeN AMarHocTuke feduumura IM30COMHONM KMUCON Mnasbl elle Ha ambynatopHoM 3Tane obcnefoBaHus,
TEM CaMbIM YBE/IMUMBAsA NPOACIIKUTENBHOCTb M Ka4eCTBO XU3HU naumeHToB. JuddepeHunanbHas AUarHocTuka npoBoamTcs
c bonesHbto MNowe, HumaHHa-TInKa, ceMelHoW runepxonecTepuHeMnels, HeanKoroNbHbIM CTeaTorenaTuToM U apyrumn bo-
ne3HAMU HakonseHus. OCHOBHOW MeTO[, JleYeHUs 3aKJTHYaeTCs B 3aMeCTUTeNbHOM (epMeHToTepanum cebenvnasoi-anboa.
WccnepoBanus nokasanu ee aQheKTUBHOCTb B YBENMYEHWUW NPOSOIKUTENBHOCTM W3HU NaLMeHTOB. PekoMeH[yeTcs B TaK-
TUKE BeJEHWUS NaLMEHTOB C LedULMTOM IM30COMHOM KUCMON NMMasbl Ha BCEX 3Tanax UCMosb30BaTb MyAbTUANCLUMIIMHAPHBIN
MOAX0A, NOCKOSIbKY 3ab0/1eBaHWE XapaKTepU3YeTCs NOPaXEHNEM MHOTMX OPraHOB U CUCTEM U TPeByeT KOMMIEKCHOI Tepanuu.
B cratbe paccMoTpeHbl BroxuMMyeckue, natodM3nMoNorMyeckme MpoLecchl, NPOUCXOASALLME B OpraHu3Me npu peduuute
JIM30COMHOM KUCTION NiUNasbl.
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Kak uutnposatb
Kotosa H.H., Llepbak B.A, Llepbak H.M. CoBpemeHHble npefctaBneHnst o Aedwvumte JIM30COMHOM KuUcno nunasel (063op nwtepatypsl) //
Menwuarp. 2024. T. 15.N° 2. C. 63—70. DOI: https://doi.org/10.17816/PED15263-70

Pykonucb nonyyena: 27.02.2024 Pykonucb opno6peHa: 21.03.2024 Ony6nukoBaHa: 30.04.2024
V-2
OKO®BEKTOP Bee Npasa 3awuieHs!

© 3ko-BexTop, 2024


https://eco-vector.com/for_authors.php#07
https://eco-vector.com/for_authors.php#07
https://doi.org/10.17816/PED15263-70
https://doi.org/10.17816/PED15263-70

64

REVIEWS Vol 15(2) 2024 Pediatrician (St. Petersburg)

DOI: https://doi.org/10.17816/PED15263-70

Modern concepts about lysosomal acid lipase
deficiency (review)
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ABSTRACT

Lysosomal acid lipase deficiency is a rare heterogeneous autosomal recessive heterogeneous genetic disorder whose
manifestations often result in severe morbidity and mortality. The development of the disease is associated with the ac-
cumulation of cholesterol esters and triglycerides in organs and tissues, which in turn leads to the development of ath-
erosclerosis, hepatosplenomegaly, liver cirrhosis, malabsorption syndrome and other symptoms. The true prevalence
of the disease is unknown, the estimated incidence in Russia is 1:100,000-150,000 of the child population. Depending
on the residual activity of the enzyme, 2 variants of the clinical course of the disease are distinguished. The most se-
vere and also rare variant is Wolman’s disease, identified and described in 1961 by Israeli neurologist Moshe Wolman.
This disease progresses during the first year of a child’s life and in most cases, due to the difficulties of diagnosis,
leads to the death of patients. A milder but more common variant of LAL-D, occurring in children over one year of age
and adults, is cholesteryl ester storage disease, described in 1968. The nonspecificity of symptoms of LAL-D at an early
stage leads to the fact that the diagnosis of this condition is prolonged or missed by clinicians. An increase in liver en-
zymes in combination with hepato- and splenomegaly, dyslipidemia should alert the doctor and lead to early diagnosis
of LAL-D even at the outpatient stage of examination, thereby increasing the duration and quality of life of patients.
Differential diagnosis is carried out with Gaucher disease, Niemann-Pick disease, familial hypercholesterolemia, non-
alcoholic steatohepatitis and other storage diseases. The main method of treatment is enzyme replacement therapy with
sebelipase-alpha. Studies have shown its effectiveness in increasing the life expectancy of patients. It is recommended
to use a multidisciplinary approach in the management of patients with LAL-D at all stages, since the disease is charac-
terized by damage to many organs and systems and requires complex therapy. The biochemical and pathophysiological
processes occurring in the body with deficiency of lysosomal acid lipase are considered.

Keywords: atherosclerosis; Wolman's disease; cholesteryl ester storage disease; cirrhosis of the liver; lysosomal acid
lipase; LIPA; LAL-D; non-alcoholic steatohepatitis; fatty acid; lipase; lipids.
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0B30PHI

BBENEHUE

JIn30coMbl — BHYTPUKIETOUHbIE OpraHessibl, KOTOpble
COZiepKaT MHOXeCTBO (hepMeHTOB, HeObXOAMMBIX Ana fe-
rpafauumn psga MakpoMosekyn. 3tm hepMeHTbl UMEKT Kic-
NbIA pH ¥ rMApoAM3yT MyKononmcaxapuabl, FMKOCHUHIo-
AMnuabl U onurocaxapuibl. Kaxabin GepMeHT cneuuduyeH
ONs onpeLeneHHoN MOIeKybl U HeobXxoauM Ans ee Katabo-
nu3Ma. HapyLueHns HakomnjeHWs BO3HMKAIOT M3-3a fedeKTa
B 3TMX (epMeHTax, 4To NMPUBOANT K HaKOMNeHUo cneundu-
yecKoro cybcTpaTa B M30COMax, 3T0 B KOHEYHOM UTOre Bbl-
3blBaeT KNeTOUHY AucyHKumio [30].

[edunumt nusocoMHol kucnon amnasel (IJ1KJT) — pea-
KOe reTeporeHHoe ayToCOMHO-PEeLEeCcCUBHOE MEHETUYECKOE
3aboneBaHue, NPOSIB/IEHNS KOTOPOrO YacTo NPUBOIAT K TH-
Xenon 3abonesaemoctu u cMepTHocTU. [UJTKJT xapakTepusy-
€TCA HaKOMJ/IEHWEM COXHbIX 3QMPOB X0ONeCcTepUHa U TPUTIN-
LepMa0B NPeuMyLLECTBEHHO B NeYeHn U ceneseHke [29, 41].
3aboneBaHue CBA3aHO C MyTaUMsSMW B TeHe JIM30COMHOIA
Kucnov nmnasel (JIKJT), pacnonoxeHHOM Ha Xpomocome
10923.2-923.3, Koaupytowen noamnentua m3 372 amuHo-
KUC/IOT C CUrHambHOW NOCNef0BaTeNbHOCTbI0 U3 27 aMUHO-
KMC/IOT, HEODXOMMON KaK AN CEeKpeumm, TaK U Ans Hale-
nuBanus JIKJT Ha nu3ocombl [14, 20, 36].

3nUAEMUoNorunA

WcTuHHas pacnpocTpaHeHHOCTb 3aboneBaHus HeM3BeCT-
Ha, no ouieHKaM coctasnset ot 1:40000 po 1:300000 peten
[2, 4]. NpegnonaraeMas yactoTa BCTpedaeMocti B Poccum —
1:100000-150000 cnyyaes [3]. [JTKJT ¢ MnageHYeCcKUM Ha-
yanom 0bbl4HO NPUBOAMT K NeTaNbHOMY MCXOLY B TEYEHWe
nepsbix 12 mMec. xu3hm [18, 41]. Taxkenoe 3abonesanue nog-
tuna [J1KJ1 HasbiBaeTcs 6onesHblo BonibMaHa 1 nposBnset-
CA Pa3/MYHbIMKA CUMNTOMaMM, TaKUMK KaK renaTtoMeranms,
CnneHoMeranusi, pBoTa, Auapes, KalbLMPuKauusa Haano-
YEYHWKOB W HapyLLeHWe KPOBETBOPEHWS, BKJIKOYAs aHEMMUIO
1 TpoMboumToneHuto. MaumneHTbl 06bIYHO He NpoXmMBatoT 6o-
nee ropa. Jlerkut noptun 3abonesanus [J1KJ1 HasbiBaeTcs
bonesHbio HakonneHus 3dmpos xonectepuHa (BH3X). B 3tom
C/ly4ae NaumMeHTbl CTPaAAOT FMNEepPXosecTepUHEMMEN, runep-
TpUrAMLEpUAEMMEN U fLedUUMTOM NIMMONPOTENOB BbICOKON
nnoTHoctv (JINBM) [18, 26, 34].

BUOXUMUA

Pap aBTOpOB MOAPOBHO OMMCLIBAET PErYNATOPHYIO Pofib
JIKJ1. JIKJ1 onocpenyeT Kak BHYTPUKIETOYHBIN, TaK U BHE-
KNETOYHbIA NIMNOAN3 N0 MEeXaHW3My, 3aBUCALLEMY OT TUMNa
knetku. JIKJ1 ruoponusyet HelTpanbHble AMNMALI, [OCTaB-
NSieMble B IM30COMbI MOCPEACTBOM 3HA0LMTO3a JIMMONPOTEN-
[,0B MHOXKEeCTBa K1eToK [8]. TakuM 06pa3oM, IM30coMarbHbIN
NMNONN3 CBA3bIBaeT MeTabonmaM NMNUAOB C Pas3iUYHbIMM
K/NETOYHbIMM (YHKLUMAMM, NMOCKONbKY MHOrWe MeTabonnye-
CKVe NPOM3BO/HbIE XONECTEPUHA U MUPHBIX KUCTIOT CRIyMaTt
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JUraHAamMu L1 ALEepHbIX PeLenTopoB U (HaKTopoB TPaHC-
KpUNuuM, KOTOpble OKa3blBaloT rNyboKoe BO3feMCTBME Ha
mMeTabonm3m nunuaos [21].

FEHETUKA

Ha cerofHsWHWI AeHb 3aperncTpupoBaHo B 00Len
cnoxHoctv 120 MyTaumi, cBA3aHHbIX C 3aboneBaHueM. [eH,
KoampyHLmMin kucnyio nunasy, HassaH LIPA [9]. CywecTsyert
21 BapuaHT LIPA, onpeLenstoLmii ypoBeHb 0CTaTO4HOM hep-
MEHTaTMBHOM aKTMBHOCTU UM HAMpsAMYK CBA3aHHbIA C Npo-
rpeccupoBaHueM 3abonesanus [12]. BonesHb BonbMaHa
xapakTepu3yeTcs aktuBHocTbi JIKJT oT ee monHoro otcyT-
cTBus 10 MeHee 4eM 1 %, B To BpeMsi Kak akTuBHOCTb JIKJ1
npu BH3X obbiuHO Konebnetcs ot <1 go 10 % B nepude-
PUYECKUX NleMKoUMTaX W KynbTuBUpyeMbix ¢mbpobractax.
Hanbonee pacnpoctpaHeHHbIi eeKT — MyTaLms criiancuHra
B 3K30He 8, KOTopbIN 06HapYKMBaeTCA MPUMEPHO Y NOJIOBU-
Hbl Bcex aeTei v B3pocnbix ¢ JUTKIT [4, 26, 34].

[lpyrve aBTOpbI OMUCHIBAIOT B CBOEM WUCCNEA0BaHWM TO,
yTo 3Kcnpeccus reHa LIPA, kogupyeMas JIKJ1, sBnsetca Hus-
KOV B IMaKOMBILLEYHBIX KNETKaX apTepuii Kak YenoBeKa, Tak
W MbILLEN, YTO MHTEPMPETUPYETCA KaK ecTECTBEHHBIN (aKT,
a He CNeACTBUE MyTaLMI, U CIYXWUT 04EBULHON NPUHMHOM Ne-
PEerpy3Ky CoXHbIX 3MpOB X0NeCTEPMHA B IM30COMaX MaKpo-
(aroB 1 rMapKoMbILLEYHbIX KIETOK NpK aTepocknepose. beio
0bHapy»eHo TaKKe, YTo Hu3kas aktuBHocTb JIKJT B kposm cBs-
3aHa C HeasIKorobHOM XMpoBoM bonesHbio neyern (HAXKBI)
[20, 40]. JaHHas Teopus Obina MOATBEPIKAEHA, U [LOKA3aHO,
yto cHkenue JIKJ1 cesizaHo ¢ HAXKBI, nockonbky JIKJT Kak
B KPOBM, TaK 1 B TpOMOOLMTaX NPOrpeccBHO CHIKAETCS B 3a-
BMCMMOCTM OT CTaguu 3aboneBaHus. CHuxeHne yposHa JIKJT
B KPOBW Ha He LIMPPOTUYECKOIA CTaauy yHuKanbHo ans HAXKBIT,
a He AnA [PYrvX 3TMOJOMUIA MOPaXKEHUs MEYeH!, U CBA3aHO
¢ HAXKBI1, nepeHeceHHoI nocne TpaHCMAaHTaLmm nevenm [13].

KJIMHUKA

Mporpeccupytoliee HakoMeHMe NMNUAOB B JIM30COMaX
W UMTONNa3Me KIMHUYECKM MPOSBNAETCA B BMAE renaro-
CMIEHOMEranuu, cTeatosa neyexu, ¢pubposa u/mnm umpposa
neyeHn, KOTOpble MOryT MPOrpeccupoBaTh 40 MEYEHOYHON
HepoctatoyHocTu [1]. MNposiBneHns MoryT BapbMpoBaTb, HO
06bIYHO BKJIIOYAKT MOBLILLEHWE YPOBHS CbIBOPOTOYHOM ana-
HWHaMMHOTpaHcdepasbl, 0bLLero xonectepuHa W nMNoONpo-
TENU[0B HU3KOM NJIOTHOCTU U HWU3KME YPOBHW XONECTepuHa
JINBI. YpoBHM TpUrnuuepmaoB TaKxe MoryT 6biTb NOBbILLE-
Hbl Y 3TUX NauueHToB. lucnunuaemus HabnofaeTcs y Bcex
DOMBHBIX M MOXET NPUBECTU K YCKOPEHHOMY Pa3BUTHUIO aTe-
pockneposa. Xota deHotunuueckuin cnektp LJTKJT cunbHo
BapbMPYET, €ro KIMHUYECKME MPU3HAKM 0ObIYHO BKIIIOYAOT
B cebs BCe BblLLENepeynceHHble CMMMTOMBI. [py 0TCYTCTBUK
NeyeHMs MPOrpeccupytoLLas neyeHouHas AUMCHYHKUMA, CBSA-
3aHHas ¢ [JTKJ1, npuBoaUT K NeYyeHOUHOW HeJ0CTaTOYHOCTH,
4To AenaeT HeobxoAMMOoN TpaHCNNaHTaLUMo neveHm [35].
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BonbluMHCTBO aBTOpPOB B CBOMX paboTax OTMeyYalT pas-
mums B aktueHocTW JIKJ1, cBSi3aHHbIe C ETCKUM BapuaHTOM
(bonesHbto BonbMana) u BH3X, yto nposBnseTcs MHoXe-
CTBOM KIMHWYeckux GeHoTunoB. PegkocTb cnyyaeB 03Haya-
€T, YTO HallM 3HaHWSA OCHOBaHbI Ha 0MyBNIMKOBaHHbIX OTYeTaX,
a [laHHble 0 [0NITOCPOYHOM BbIXXMBAEMOCTM OTCYTCTBYIOT. My-
Tauuu B reHax LIPA, coxpaHsitoLume 60MbLUYH 0CTATOUHYI0 aK-
TMBHOCTb, NPUBOAAT K bonee Markum deHotunam bH3X, npo-
ABNSAIOLLMMCS NMO3)Ke B AETCKOM MK B3pOC/ioM Bo3pacTe [6].
[IJTKJ1 MoxkHO ynycTuTb M3 BUMAY MM HEMpaBUABHO AWarHo-
CTUPOBaTb, KOrfa MMeELLMecs NpU3HaKU HeOTNIMYUMbI OT
HAXBI wnu gucnunugemun [21, 22, 30]. B coeM uccnepo-
BaHWW aBTOpbl [OKa3anu, YTO CHUXeHWe akTueHoctn JIKJI,
LaXe Npy 0TCYTCTBUM FeHETUYECKUX 3ab0NeBaHUiA, CBA3aHO
C pasBUTUEM MPOTPECCUPYIOLLETD CTEATO3a NEYEHN He TONbKO
npu JIJIKJT [39].

Mpu BH3X npucyTcTBYIOT pasnnyHble CUMATOMBI, KOTOpbIE
06bI4HO HauMHAKOTCA B BO3pacTe 5 JIeT, XOTA MOryT Pa3BUTLCS
no3xe. Y 6onbluMHCTBa nocTpajaBLKX AeTeid HabniopatoTcs
MOBbILLIEHHBIA YPOBEHb X0NIECTEPUHA W IMMOMPOTEN0B HU3KO
MNOTHOCTH, HU3KWIA YpoBeHb xonecTtepuHa u JIMBII, yckopeH-
HOe pasBuTWe aTepOCKIIEPOTMHECKUX M3MEHEHWI B Ceplied-
HO-COCYZIMCTOI CUCTEME, renaToOMeranus U CrjieHoMeranus,
MocTeneHHo npuBoAswme K ¢ubposy M LMppO3y NeyeHu.
Bonee Toro, HekoTopble AeTW cTpajalT Manbabcopbuyen,
PBOTOW, iapeeld, cTeaTopeen U HapyLueHueM pocta [31, 37].

BonblwuHCTBO aBTOpOB 0bpallaloT BHMMaHWe Ha abao-
MWHanbHbIA CMHAPOM, MPUBOJALLMA K YacTOMy 0bpaLleHuo
3a aMbynaTopHOW MeaMUMHCKOWM noMoLubto. [TomuMo bBonen
B XKMBOTE TaKWe CUMNTOMbI, KaK renatoMeranus, CrieHo-
MEeranums, Xentyxa u/uam AUCHYHKLMSA XENYHOro ny3blps
Heo0X0AMMO TPAKTOBATb KaK «KpacHble dhnari», CBA3aHHbIe
¢ JUTKIT [20].

AUATHOCTUKA

B nmarHocTuyeckux uensx aktmeHocTb JIKJT MoxeT bbiTh
OLieHeHa B JIeKoLMTax nepudepuyecKoi KpoBu, KynbTUBK-
pyeMbIx GubpobnacTax KoM UM NeYeHN ¢ UCMONb30BaHU-
€M MeYeHbIX PafMOaKTUBHOCTbIO MPUPOLHbIX CyBCTPaToB UK
CMHTETUYECKMX MPOMU3BOAHBIX 4-MeTunymbennmbepoHa mmm
p-HuTpodeHona. lpeHaTanbHas anarHoctuka yposHsa JIKJ
TaKKe MOXeT ObITb NpoBefieHa MyTeM TeCTUPOBaHMS KymbTH-
BMPYEMbIX BOPCMHOK XOp1OHa WM KneTok nnoga [15, 17, 18].

Korpa ayTocoMHo-A0OMMHaHTHOE HacnefoBaHWe 3abo-
NeBaHUS UCKIIOYEHO, PEKOMEHAYeTCA NPOBEAEHUe Mano-
MHBAa3MBHOrO CKpWHUHra Ha BolseneHne [JTKJ1. [aHHoe uc-
CNel0BaHNe CUMATAETCA 30/10TbIM CTAHLAPTOM AWMArHOCTUKM.
B naTtHax 3acoxwen KpoBW uccnepytoT (hepMeHTaTUBHYH
aktuBHocTb JIKJI. Mpu pesynbtatax o1 5 go 10 %, o3Hava-
IOLLMX HOpManbHYyl0 QEepMEeHTaTUBHYI0 aKTUBHOCTb, Clepy-
€T MPOBECTW MOBTOPHOE TECTUPOBAaHWE U MOJEKYNSPHOE
CEKBEHMPOBaHWe, MpeXe YeM CTaBUTb TOYHbIA AMarHos.
Pesynbtatbl >10 % 03HayatoT, UTO Y YeNnoBeKa HOpMarbHas
(hepmeHTaTMBHAA akTuBHOCTb JIKJT [14, 41].
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HeoHaTanbHbIii CKPUHUHT UCMONb3YIOT ANA BbISBIEHUS
AeTen, CTpafaloLLmx MHoruMm 3aboneBaHuamMu. OH bbin nep-
BOHayanbHO npefyioxeH fokTopoM [atpu B 1960-x rogax
AN OMArHOCTUKM DeHUNKeToHYpuK [14, 24]. Ins CKPUHMHTa
HOBOPO/EHHbIX UCMOMb30BaNM METOL, Ha3blBaeMblli «MAT-
HaMw 3acoxwueii Kpoeu» [16]. MockonbKy B HacTosLLee BpeMs
reHo-(heHOTUNMYECKasn KOpPEeNALMS 3aperncTpupoBaHa MLlb
Ha ypoBHe KinHuyeckon dopmbl JJIKJT (bonesHb BonbMa-
Ha nmbo BH3X), MonekynsapHo-reHeTMYECKOE MCCNIef0BaHNE
MPUMEHSIETCS TONBKO A1 NOATBEPIKAEHMS, @ He YCTaHoBNe-
Hua auarHosa [JIKJ1 [18].

AUOOEPEHLUANIBHAA OUATHOCTUKA

CvmnToMbl gedmumta JIKJT yacto HanoMuHatoT 6onee pac-
MPOCTPaHEHHbIE COCTOSHMS, TaKue Kak bonesHb loLe, ceMeii-
Has TUNepXonecTepUHEMUS, HEaNIKOTOMbHBIA CTeaTorenatur,
bonesHb HuMaHHa-TIMKa MM KpUNTOreHHbIA LMppo3. TecTu-
poBaHvie ypoBHA akTueHocTv JIKJT npuBeno K ycnexy B BbisB-
neHuu nauveHToB ¢ aeduumtoM JIKJT cpeam rpynn, y KOTOpbIX
paHee OblIM AMArHOCTUPOBaHbI BbILIEYKA3aHHbIE COCTOSHMS
[17, 33].

JIEYEHUE

PaHHee neuyeHMe orpaHWuMBanoCb KOHTPONEM YpOB-
HA XxonecTepuHa W NpOGMNAKTUKOW NpeXAeBPEeMEHHOr0
aTepocknepo3sa. W3-3a otcytcTBus besonacHoro u 3d-
(heKTUBHOro neyveHuss OnA KoHTpons npossneHud [JIKJI
MPUMEHANNUCL CTaTWUHbI OTAENBHO WAM B KOMBUHauuu
C APYTMMM TUNONUNUIEMUYECKUMN CPELCTBAMU LNIA YAyY-
LIEHWUA IMNUAHOro NPoduns 3a CYET CHUIKEHUSA KOHLEH-
TpauMn CbIBOPOTOYHOIO XOJeCTEpUHA U TPUTNIULEPULOB
[36, 38].

Pa3paboTka 3amecTuTeNilbHOM (epMeHTHOW Tepanuu
(3®T) nM30coMHBIX OoNe3Hen HaKoneHus BriepBble Obina
MpOLEMOHCTPMpOBaHa Ha npuMepe 6onesnu Mowe 1-ro Tuna.
B HacTosee Bpems foctyntbl 30T ois fpyrux IM30COMHbIX
HapyLUEHWIA HAKOMNIEHNS, HO 0 HEZJABHEr0 BPEMEHH He Obino
akemBaneHTa ana IJIKJ1 [4, 35].

B 2015 r. B CLLA 6bina onobpeHa 3®T, naumeHTsl B 6onb-
LUMHCTBE eBPOMEMCKUX WM a3WaTCKWUX CTPaH Moayumnu AocTyn
K npenaparty cebenmnasa anbda. 310 peKoMbKHaHTHas Gop-
Ma yenoseuyeckoit JIKJ1, npoussoauMas ¢ ucnosnb3oBaHWeM
TexHonorun [IHK B KNeTouHoM KynbType KypuHoro siiua. 30T
npefHasHayeHa Ans BOCCTAHOBJIEHWS YPOBHA depMeHTaTMB-
HOM aKTMBHOCTM, JOCTaTOYHOrO ANs rMaponvsa 3gupoB Xo-
NecTepuHa 1 NpeoTBPaLLEHUS UX JaTbHENLLEr0 HAKOMMIEHWA.
[letaM cTaplue 6 Mec. U B3poC/bIM Mpenapart BBOAAT B [03€
3 pacyeta 1 Mr/kr Kaxable 2 Hefl. PaspelueHo yBenmyeHue
£03bl 10 3 Mr/kr 1 pa3 B 2 Hefl. UCXOASA M3 KIIMHUYECKOro
oTBETa.

B KauectBe 3amenuTens depMeHTa cebennnasa anbda
Oblna KIMHMYECKN Npu3HaHa 3QHEKTUBHOM, YTO HALLMO OT-
paxeHue B pesynbTaTax uccnefosanuit [10]. bbino BhisiBNEHO
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CHMXEHME YPOBHSA CbIBOPOTOYHbIX TPaHCaMMHa3, MNMA0B
W [pYruX POACTBEHHbIX MapKepoB C NpueMieMbiM npoduiem
be3onacHocTn. B gonrocpoyHoii nepcnexT1Be 3TH yNyyLLEHNS
cnocobCTBYHOT BOCCTAHOB/EHMIO PU3NYECKOr0 COCTOAHNA Na-
LIMEHTOB U, B KOHEYHOM UTOTe, CHIKEHUIO 0bLLeli 3aboneBa-
eMocTu 1 cMepTHocT [5, 7, 25]. beino nposeseHo uccnepo-
BaHWe, B pe3y/nbTaTe KOTOPOro aBTOPbl CMOFIM NPELOCTaBUTb
ybenuTenbHble AaHHble 06 aderTMBHOCTU 1 Be3onacHoCTH
npumenenns 30T y peteii B Bospacte 6 Mec. 30T npusena
K bonee ONMTENbHOW BbIXXMBAEMOCTM MOCTpPafaBLUMX Mia-
peHues [11, 32, 34].

[lneToTepanus C MOHWKEHHBIM COAEPIKAHNEM JKUPOB fB-
NsAeTCs CTaHAAPTOM JIeYeHWs, YCMEWHO YMeHbluas YpoBeHb
amnugos y naumentoB [19, 23, 30]. [na nuu, ctpapatowwmx
BEH3X, bbino paccmMoTpeHo NpUMeHeHWe GapMaKoNOrUYecKmX
CPenCTB, BK/OYas CTaTWHbI M 33eTMKb. PaccMatpuBanach
TaKKe BO3MOXKHOCTb TpaHCMIaHTaLMu neyeHu. NMoMumo 3Tnx
BapuMaHTOB JieyeHus,, bbina npeoxeHa reHHas Tepanms ¢ Uc-
Mo/b30BaHMEM a[ieH0acCOLMMPOBAHHOMO BUpYCa, HO AaHHOe
uUccneoBaHne NpoBeAeHO ILLb Ha MbILUMHOM Mogenu [15, 28].
TpaHcnnaHTaumsa neyenu bbina onMcaHa Kak OMH U3 Bapu-
aHTOB JIeYEHWs,, HO KpaliHe peaKo NpuHocsAwas nonb3y. Mo-
Cne MepecajKkv MevyeHu BO3MOXKEH peumaumB 3aboneBaHus,
nbo oHa He ycTpaHseT fedeKTHble depMeHThl. [lpeablay-
LUMe [aHHble 0 Tepanuu CTBOMOBLIMU KIETKaMU CMOpHbIE,
MOCKO/bKY OHW [aloT Wb KPaTKOBPEMEHHLIN 3DdeKT
BblXKMBaHUA [27].

MaumnentoB ¢ JJIKJT HabnopaeT Bpay-racTpoaHTeponor
(M/unv nepmatp), a TaKKe reHeTUK, HeobXoauMa KOHCYMb-
Taums OMETONOra C Lesblo Ha3HaueHUs HU3KOXUPOBOI ave-
Tbl. PekomeHayeTcsa B BefeHun naumnentos ¢ IJIKJT Ha Bcex
3Tanax UCnosb30BaTb MyNbTUANCLUMNAMHAPHBIA NOAX0A, Mo-
CKOJIbKY 3aboneBaHue XapaKTepusyeTcsl MopaXKeHWeM MHo-
TMX OpPraHoB U cucTeM 1 TpebyeT KOMMIEKCHOM Tepanuu, YTo
BVKTYeT HeobxoaMMoCTb COBMECTHOTO BefeHMs nauueHTa
cneuuanMcTamMu pasHelix npoguneii [39].
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3AKJIO4YEHUE

Takum obpasoMm, HecreundUYHOCTb CUMNTOMOB SeduLm-
Ta JIM30COMHOM KUCIIOM NMNasbl Ha paHHel cTaguy NpuBoauT
K TOMY, YTO KIMHWLMCTbI YAJIMHAKT WM YNYCKaloT LaHHoe
COCTOSIHWE MY AUarHocTUKe. MNoBbIleHUe NeYeHoUHbIX dep-
MEHTOB B COYETaHWW C renato- W CrieHoOMeranuen, AUcnu-
NUOEMUEN LOMKHO HACTOPaXUBaThb WU NPUBOAUTL K paHHEN
OMarHocTuKe Aeduuuta IM30COMHOM KUCNOM NUNasbl eLle
Ha ambynaTopHOM 3Tane 0bcnefj0BaHNs, TeEM CaMbIM YBESN-
unBas MPOAOCITKUTENBHOCTb M KauecTBO W3HM MaLMEeHTOB.
HecMoTps Ha CRoXHOCTb NaTonorum, Mbl MOXeM BbITb yBe-
peHbl B Be3onacHocT U 3QhEKTUBHOCTM 3aMECTUTESbHOIA
(hepMeHTHOWM Tepanuu y LeTen 1 B3pOCSbIX.

AOMO/IHUTENIbHASA UHOOPMALIUA

Bknap, aBTOpoB. Bce aBTOpbI BHECNN CYLLECTBEHHbIN BKIIAA
B pa3paboTKy KoHLenuuu, npoBefieHue WUCCNef0BaHUS U MOA-
FOTOBKY CTaTby, MPOYIM U 0f0bpuIN duHanbHYD Bepcuio Mepef,
nybnvkaume.

UcTouHmnk dmHaHcupoBaHus. ABTOpbI 3asBASKOT 06 OTCYTCTBUM
BHELLHEro GUHaHCMPOBaHWUA NpK NPOBELEHNN UCCEA0BAHNS.

KoHdnuKT unTepecoB. ABTopbl AeKnapupyloT OTCYTCTBUE §iB-
HbIX 1 MOTEHUManbHbIX KOH(IMKTOB MHTEPECOB, CBA3AHHBIX C My-
BnvKaumeli HacTosLLel CTaTby.
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