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Hedpuyum nuzocommoii xucnoii nunasvt ([JJIKJI) omuocumcs k epynne peoxkux
6one3Heli HAKONIEHUS TUNUO08, HACTIEOYeMBIX 10 AYIOCOMHO-PeUECCUBHOMY
muny. 3abonesaxue umeern npozpeccupyiousee meueHue, 6 0CHO8e KOMopPozo
TIeHUM HAPYUleHIe Memabonu3ma 3Pupoe xonecmepuHa u mpuenuyepuoos
U3 TUNONPOMeUH08 HU3KOL NIOMHOCMU 8 pe3ynibmame Oepuuuma Ui
NOMIHO20 OMCYMCMBUs epmeHma nu30comHot kucnoti nunasvl. [J/IKJ1
umeem 064 KIUHUHeCKUX 6apuanma: 60ne3Hb Bonvmana (ungpanmuvHyo
popmy) u bonesrv HakonneHus s¢pupos xonecmepura. B Poccuu Haxonnen
onvim ouazHocmuxu u eedenust navuenmos c JJ/IKJI. B cmamve npusedeHut
cospemeHHbvle 0aHHble TUMepamypol, a Mmakice 6nepevie NPeocmasneHb
Dpe3ynvmamot 0OmeuecteeHHbIX UCCTIE008AHULN MOPPOIOeUHeCKUX NPUSHAKOB
HJIKJI y 0emeii, 8vinonHenHvix nod pykosoocmeom npogeccopa E.JI. Tymarosoii.

Kniouegvie cnosa: dedpuium nu3ocomHoti Kucnotl nunasvl, 6onestv Bonvmana,
6071316 HAKONTIEHUS IPUPOE XONleCMePUHA

WcTopusa oTKpbiTUA GonesHeit
HaKonneHua nunugos

B 1882 . ¢ppaniysckmit Bpay Ouymin
Tomre BIiepBbIe ONNCan HEM3BECTHOE
paHee 3aboneBaHme y 32-meTHeit
JKEHIIVIHBI C BBIPA)KEHHOM CIIEHO-
Meraauei U HeoObIYHBIMIU OOJIbIL-
MM KJIeTKaMI B cene3eHke. bonesHp
Tome crana IMepBBIM M3 ONMCAHHBIX
3a60/1eBaHNIl, OTHOCSIIMXCH K JIU-
30COMHBIM 00/Ie3HAM HaKOIUICHU,
U fajga TOMYOK HOCTAeRYyIOUeMY
U3Y4YEHNIO SH3VIMHBIX, F€HeTIYec-
KVUX U MOJIEKY/IAPHBIX HapylleHuUit
B fgaHHOI rpynme. OtkppiTie Ou-
numnma [olre MO3BOMNIO COCTABUTH
(EeHOTUIINYECKYI0 XapaKTepUCTUKY
CXONHBIX 3a001eBaHUIT U 00OCHO-
BaTb 3aMeCTUTENbHYIO HepPMEHTHYIO
TepaInmio.

Ha ceromHsAmHMIT neHb M3BECTHO
cBbimie 50 MM30COMHBIX 6GOme3Hen

HAKOIUIEHN S, BOLIEANINX B TIEpPeYeHb
opdannbx (pepkux). TepMuH «op-
¢danHble 3a00/M€BaHMA» TOSABUIICA
B 1983 1. B CIIIA. OpcanHubie 3a6ore-
BaHI VIMEIOT ayTOCOMHO-PEIeCCHB-
HBIIT TUII HACTIETOBAHS, BCTPEYAIOTCS
B cpepHeM ¢ yactoToit 1/75 000 (vac-
TOTa psfia opdaHHBIX 3a00MeBaHNMIT —
1/350 000-1/700 000) u oTaMYaOT-
cs1 HeGIArONpPUATHBIM HPOTHO30M.
Han6ornee n3y4eHHBIMU CUNTAIOTCS
NN30COMHbBIE GOTIE3HN HAKOIIIEHWUS
unuzioB: 6onesHs Tore, 6onesup Hu-
manHa - [Iuka un geduunt msocom-
Hoit Kucmo nmumassl (JIJTKIT).

BpoxxaeHHbIN gepuuut
NU30COMHOI KUCIOM NNa3bl

IJIKJI y mnafeH1eB BIepBbie ObII
omycat B 1956 1. A. Abramov, S. Schorr
u M. Wolman. B 1961 r. M. Wolman,
V.V. Sterk, S. Gatt, M. Frenkel manu

HOJTHOE KIMHMYecKoe onucaHme 60-
7Ie3sHN y Tpex cubcoB. BonesHp momy-
4nIa Ha3BaHUe GomesHnu Bonbmana
B 4ecTb HeBposora Moshe Wolman
(1914-2009). B 1963 1. 611 ommcan
OTHOCUTE/TBHO OaroNnpuUATHBIN Ba-
puant teveHus IJIKJI - 6omesun
HAKOIIeHMsI 9(PUPOB XO/IeCTEPUHa.
B 1969 r. A.D. Patrick u B.D Lake,
a B 1972 1. J.A. Burkle, WK. Schubert,
H.R. Sloan u D.S. Fredrickson [1] yc-
TAHOBIIN HPUYNHY GomesHu: fedu-
1T pepMeHTa KIC/ION JIUITA3kl B JIN-
30COMax 0OYCTIOB/IEH MyTaIlMell TeHa
LIPA, noxanmsoBaHHoOro Ha 10-i1 Xpo-
MocoMe, JoKyc 10q23.2-23.3 [2].
Bpoxpennsiit JJIKJT 8 1990 1. 6511
noppobHO ommcaH u y Kpbic [3].
B 2015 1. 6b11 3aperucTpupoBaH Impe-
Iapar Jy1i 3aMeCTUTEbHOI pepMeHT-
HOII Tepary cebenmmasa-anbéa (Ka-
HyMa), II03BO/IUBIINIT 3HAYUTETHHO
YIydIImTh TPOTHO3 6omesnn [4-8].

JJIKJI po HacTosero BpeMeHU OcC-
TaeTCA Malo U3YYEHHBIM He TONBKO
B HAIlleil CTpaHe, HO 1 3a PyOEKOM.
He cny4aiiHO Ka)k[plii BHOBb OIIN-
CaHHBIN IOJTBEPIK/IEHHBIN CIydYail
JJIKJI TumjaTenpbHO aHanNM3uUpyercA
JUIS YTOYHEHNA KIVHUYECKUX U MOp-
¢domornvecknx ocobeHHOCTEIT Tede-
HuA y fieTeil. [eHeTM4ecKuil aHamus
He sIB/ISIETCS] BEAYIIVIM B AMATHOCTIKE
JJIKJI, mMOCKONbKY ONMCAHO CBBIIIE
40 myrarpii resa LIPA [9]. OcHoBHBIM
HOATBEPXK/EHNEM [MArHO3a CITYXXUT
OIIpefie/IeH e AKTMBHOCTH TM30COMHOI
KVCTION JTUIIAa3bl B CYXUX IIATHAX KPOBIL

3HaueHue gpepmeHTa
NIM30COMHONM KMCNOI nnnasbl

JIuzocomMHass Kucmas Aumnasa sIB-
NseTCs KII0YEeBBIM (EepMEHTOM,
y4acTBYIOLIVM B OOMeHe JIMIVJOB,
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KaTa/JIM3UPYOIUM IUAponn3 s¢pu-
POB XonmecTepuHa U TPUIINLIEPUOB
U3 IMIOIPOTENHOB HU3KOI IIOTHO-
CTH B IM30COMAX, 0OecIiednBas Kiet-
K11 cBOOOTHBIM X07ecTepuoM [9, 10].
B cBoM0 0uepenp cBOOGOMHBIN XOmec-
TE€PUH Y4aCTBYeT B CMHTE3€ KOMIIO-
HEHTOB K/IeTOYHBIX MeMOpaH, CTepo-
VIHBIX TOPMOHOB Y >K€TYHBIX KICIOT.
CnenyeT OTMETUTD, YTO IIO XMMIYEC-
KM CBOIICTBaM XOJeCTepUH OTHO-
CUTCA K IPUPOJHBIM MONUIVKIIN-
YeCKMM JIUIIOMIIBHBIM CIMPTaM U B
AHITIOSA3BIYHOI TUTEPAType IMEHYeT-
Cs1 XOTIeCTepO/IOM. B oTeuecTBEeHHOI
JIMTepaType COXpaHAETCS CTapoe Ha-
3BaHe (X0/IeCTePUH), IPEIIOXKEHHO®
B 1815 r. Mumenewm lllepenem.

Xonectepun cocrasnset o 30-40%
061ero KOMMYecTBa NUINLO0B K/IeT-
k1, 60-80% pacrpeneneHsl B 1J1a3-
MaTu4yeckoil MeMmbpane, 0,5-1,0%
XOoJlecTepyHa BXOAAT B CTPYKTYPY
9HAOIUIa3MATNYECKOTO PETUKYITyMa.
IMpu JJIKJI a¢upsl X0/mecTepuHa Ky-
MYJIUPYIOTCA B Pa3lINYHBIX OpraHax
U TKaHAX (IedYeHN, ce/le3eHKe, SIu-
TeNNM KUIIEYHNKA, TMMPATHIeCKIX
y371ax, Ha[lIOYeYHMKaX, SH/JOTeNNN
KanmuIsIpoB, KiaeTkax Makpoda-
raJIbHO-MOHOLMTAPHON CUCTEMBL),
IJ1s1 KOTOPBIX BBICOKasA aKTUBHOCTb
depMeHTa CUMTAETCA HOPMOIL.

Knunnueckne Bapuantbl JJIK/

Jeduuur nu30COMHON KUCION
UIasbl MMeeT ABa KIMHUYIECKUX
nposiBneHus: 6one3Hp BombmaHa
(mpyroe HasBaHMe - IIE€PBUYHBIN
CEMEITHBI KCAaHTOMAaTO3 C BOBJIEYe-
HueM ¥ Kanbuuduxanueir Hapmo-
YeYHUKOB) U 60/IE3Hb HAKOIUIEHUS
3¢bupoB X0mecTeprHa.

Bonesus Bonbmana, min mHbpaH-
tibHag ¢popma [IJIKJI, xapakrepn-
3yeTcsl KpajlHe HeOlaronpusaTHBIM
mporHo3om: MaHudectanns 6omes-
HIJL OTMEYAeTCsI y)Ke B IIEPBBIIT MeCHL]
KU3HM pebeHKa, CpeqHssl IPOIO-
JKUTEIbHOCTb >KM3HU COCTaBIACT
3,7 mecsaua [11]. YpoBeus numassl
npu 6onesnu BonbmaHa CHUDKeH
B 200 u 6o7ee pas.

O6mye KIMHNYECKIE XapaKTePUC-
TUKY 607e3un Bonpmana (puc. 1):

= yBeJM4YeHNe pasMePOB XKIBOTA;

= muddysusle KanbuduKaTH Haj-
[TOYEYHNKOB (IIaTOrHOMOHMYHBIIT
IPU3HAK);
= IIOBBIIIEHUE YPOBHA CHIBOPOTOYU-
HBIX TPaHCAaMIHa3;
= NPOTPeCcCUPYIONIUI IeYeHOIHBIN
¢ubpo3 1 uKppos;
= 3aflep)kKa (PU3NIECKOTO pasBU-
TS
= OBICTPO TIpOrpeccupyloliee Tede-
Hue 607e3HY;
= HajM4ye pBOTHI, AMApeN, CTeaTo-
penu, M3MeHeHMI B OMOXMMuYec-
KoM aHajm3ae KpoBu (y 43% pereit
IepBble CUMIITOMBI MIMEIOT MECTO
y>Ke Ha IIepBOM Mecslle )KU3HM);
= HeOIarONpMATHBI JVICXOL B Cpef-
HeM B [TePBbIe [IECTh MECSLIEB JKIU3-
HI. B oTcyTcTBMe IaTOreHeTHMdeC-
KOTO JIEYeHVIA K TOJly YMUPAIOT BCe
nmetn. B uccnemoBanmm 67% pmerei,
HOMy4YaBUIMX  (epMEeHTO3aMeCTH-
TE/IBHYIO TePaIINIo, BbDKIIN, TIepe-
IIarHyB 12-MecAuHbIT pybex [12].
B OmoxmmudeckoM aHannse KpOBU
mereii ¢ 6one3upo BorbmaHa oTMme-
YaIOTCs1 HOBBIIICHHDbIE YPOBHU ajla-
HMHaMuHOTpaHcepassl (cpenHee
sHavyenne — 56,5 En/m) (53,3% cny-
4yaeB), acrnapraraMuHoTpaHcdepa-
3bl (cpepHee sHauenye — 151 En/m)
(94,7%), raMMa-TIyTaMUITpaHC-
nentupassl (84,6%), 6unupybuna
(52%). B mogaBnamomemM 60MbIINH-
CTBe CJIy4aeB YpOBEHb XO/IeCTepIHa
B HopMe (1,54-4,58 mmonb/n). ITo-
BBILICHHBI/I YPOBEHb XO/IeCTEepPUHA
(> 5,17 mmonb/n) HabmomaeTcsa B 5%
cimydaeB. JleTn ¢ MOBBILIEHHBIM YPOB-
HeM XOJIeCTepUHA He UMEIOT 3a/IepXKKI
(usngecKoro pasBUTHS, IPOJOIDKI-
TEJIBHOCTD JKU3HI MOXKET HOCTUTATh
12 mecses (Ipy yCIOBUM Aa/bHel -
111e}1 TPaHCIUIAHTALI [TeYeH).

bonesHb HakonneHna 3¢pupos
XonecrepuHa

Bonesup umeer 60yee MemIeHHbBIN
[IPOrPeCCUPYIOLINIT XapaKTep 1 pas-
BIBAETCS He TaK CTPEMUTEIBHO, KaK
nupanTunbHaa popma. Maundec-
Tarus 60me3HN BO3MOYKHA B TI0OOM
BO3pacTe, HO y OO/MBIIMHCTBA MALN-
€HTOB HAYMHAETCS B JT€TCKOM BO3-
pacre. BeposiTHO, MHOTVIE TTAIVIEHTH
He JOXXMBAIOT [10 B3POCTIOr0 BO3pacTa

OCJIO>KHEHUI). YpoBeHb (epMeHTa
JIM30COMHOM KVMCJION JINITa3bl MOXKET
6bITh cHMDKeH B 50-100 pas. Kax
IpaBU/IO, YPOBEHDb JIMIIA3BI B JIeli-
KOLMTaxX Hepudepudeckoir KpoBu
He IpeBbIiIaeT 5% Hopmer [13].

Puc. 1. Knunuueckue npusnaxu 6onesnu Bonomana: 60nvuioil
susom (A), neHucmole KemKuy 6 nyHKmame KOCHHO20
mosza (B), 6onviuue HadnoueuHUKY ¢ KATbUUHAMAMU,

1o pe3ynvmamam KOMnvlomepHoi momozpagduu opzanos
6prownoii nonocmu (B)

= TsOKelasg MHTECTUMHA/IbHAA Mallb-
abcopOIst;

= aHeMusA; TelaTOMerajms; Tema-
trocrienomeranus (79% merein);

13-3a Pa3BUTHA KUSHEYTPOXKAIOIINX
coCTOsIHMI (LUppo3a IedeHu, Iede-
HOYHOJ HEOCTaTOYHOCTH, aTepo-
CKJIepo3a, CepJe4HO-COCYAUCThIX
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Bonesup HakorieHust 3pupoB xomec-
TepUHa OTHOCUTCA K IIPOTPeccupyro-
MM, METAOOTMYECKIM 320 0/IEBAaHUAM
HeYeH) C ayTOCOMHO-Pel[eCCUBHBIM
tunom Hacneposanud. IJIKJI npuso-
JUT K HePBUYHOMY HAKOIIEHNIO 3¢hu-

4
B

POB XONeCTepUHA U TPUIIALIEPUIOB
B remaronurtax u Makpodarax. Kak
CIIefiCTBYUE — Pa3BUTHE TemaToMera-
UM, MMKPOBE3UKY/IAPHOTO CTEATO3a,
Lypposa, JUCTAINLEMAY, PAHHETO
aTrepockeposa. Kimmandeckas MaHm-

MY Wil P

Puc. 2. Mukpose3uxynapHoiii cmeamos, cna6o 6vipajyeHHAs UHHUALMPAUUL NOPMATLHOZ0 MPAKMa

Puc. 3. Tucmuoyumoi ¢ yepoudHvim mamepuanom 8 lamina propria opcunox 0yodenanvHozo 6uonmama
(A) u sapuxosnoe pacuupenue een nuujeso0a (b)

38

decranus 6ome3HN BO3MOXKHA Kak
Ha TIePBOM TOJy >KM3HI, TaK 1 B 6ortee
cTapuieM BospacTe. Tepamms cra-
TMHAMU He IPUBOJUT K 0OpaTHOMY
pasButuio 6ome3nn. EfHCTBEHHBIM
METOJIOM JIedeHNIsI C JOKA3aHHOI 3¢-
(eKTUBHOCTDBIO ABNAETCA 3aMeCTH-
Te/bHasA (pepMEeHTHas TepaIliisL.

[Tpn 60me3un HakoIIeHNs 3GUPOB
XOJIeCTepMHA B TI€UEHN U CeJIe3eHKe
HAKAIIMBAIOTCS IUINU/BL. YPOBEHD
XOJIeCTepUHa B TKaHM II€YeHM IIpe-
BblIlIaeT HOpMY B 70 pas u 6oree.
OrMeuaroTcs gucaunupemus (1o-
BBILIEHIE YPOBHEN 0611ero xomec-
TepUHA, NNUIOIPOTENHOB HU3KOI
IUIOTHOCTM, VIHOT/IA TPUTTINLIEPUTIOB,
CHIDKEHIIE JINIOIPOTENHOB BHICOKOI!
wrorHocty). Hakomnnenne nunnpos
B KIIIEYHMKE MOXKET BBI3BIBATH Ha-
pymennsa ¢ynkmmit JKKT. Hakorme-
HIe HeMTPaIbHOTO >Kupa u apupos
XOJIeCTepMHa B apTepPUAX BbI3bIBACT
paHHMIT atepockiepos. [emarome-
rajms, medeHouHsIl Gpubpos, uup-
P03 — pesynbTaT HaKOIIeHMs sdu-
POB XOJIeCTepUHA ¥ TPUIIULEPUTIOB
B Makpodarax 11 rermaToLuTax.

Mopdonornueckue npusHaku [UIKN

Bonesuv Bonvmana. B cnydae ecnu
yHaeTcst IPOBECTY HMPVIKU3HEHHYIO
OMoICHUI0 HedeHNU, y Bcex jerell
BBIAB/ISIOTCS TpusHaku ¢ubposa
n/vmn crearosa. Ilpu ayromncun xa-
PaKTepHBIMM MPU3HAKAMU ABJIAIOT-
cs GospluMe MeYeHb U Celle3eHKa,
JKeNITO-OpaH)XeBasi OKpacKa Iede-
HU, HEKPO3 TemaTonuTos, Gpubpos
" UUppo3, OObIIINe HATOYEYHUKN
¢ MUKpOKa/IbLMpUKaTaMu.

Bonestv naxonnenus agupos xonec-
mepuna. B 6uonTare neveHn Bcex Ia-
IVEHTOB OTMEYAITCA XapaKTEPHbIE
[IATOJIOTMYeCKIe TIPOrPeCCUpYIOLye
IpU3HAKNA: MUKPOBE3UKY/IAPHBII
CTearos, CIOCOOCTBYIOMNMII pasBU-
o ¢pubposa, MUKPOHOLYIIPHOTO
LMPpO3a U B KOHEYHOM UTOTe IIede-
HOYHOJI HeflocTaToyHOoCTH (puc. 2),
Ha/I4ye TYICTUOLMTOB C LIePOVIHBIM
MaTepyanoM B lamina propria BOpcu-
HOK JIyofileHa/IbHOro 61onrara (puc. 3)
[2], bopmupoBaHue aTepocKIepOTH-
YecKux OJAlIeK B apTepusx [14], ns-
MeHeHe CTeHOK apTepuii (puc. 4) [14].

Ouarnoctuka U1K

C y4eToM TeCHOT B3aMOCBA3M K/~
HIYECKOI ¥ ITaTOMOP(OIOryecKoit

JddexTuBHAA apmakoTepanus. 38/2018



kaptuasl [JJIKJI Heo6X0omuMBbl Kak
MOXXHO 00Jiee paHHSs [UATHOCTUKA
9TOTO PEFKOro 3a00jIeBaHMs U CBOe-
BpeMeHHOEe Ha3HaueHMe 3aMeCTU-
Te/JIbHOV (PepPMEHTHOI Tepalnn.
KiouoM k paHHeit npeHTHdUKaLmun
IJIKJI u paHHell OCTaHOBKe Aya-
THO3a SIBJIAIOTCS BBICOKMUII YPOBEHDb
JIUIIONIPOTEVHOB HM3KOJ IVIOTHOCTY,
HU3KIUII YPOBEHDb JNUIIOINPOTENHOB
BBICOKOIJI IVIOTHOCTH B TeYeHUe [In-

TeJIbHOTO IIepuojja BpeMeHU U I10-
BBIIICHHBIE YPOBHM TPaHCaMMHas3.
Heobxomumo moMuuTh, uto JIJIKJI
XapaKTepusyeTcsi MpOTpeccupyo-
MM HapyuleHueM QYHKINIL Iede-
HI, YaCTO HMPUBOMSIIINM K TPaHC-
mwradTaumyn. s mo60ro reyeHns
00e3sHN XapaKTepPHO Haau4due cTe-
aTo3a, HEPeJKO B coueTaHuu ¢ ¢puob-
posom u umpposom [4, 14]. JIJIKJI
Heo0OXOAMMO MCK/II0YaTh Y MalyieH-

Jlekuim ana spa

TOB C HEAIKOTOJIbHOI XMPOBOIt 60-
JIE3HDBIO IIEYEHN M HeaIKOTOJIbHBIM
CTEaTOreNmaTUTOM.

OCHOBHBIM 1a6OPATOPHBIM METO-
mom puarnoctuku IJIKJI aBnseTcs
OIlpefeeHNe aKTUBHOCTU KMCTION
JINIA3bl B CYXUX IATHaX KPOBIU.
B Poccun takoe uccnenobanue nmpo-
BOJAT B HECKOJbKUX Hay4dHO-Me-
OULVHCKUX I[EHTPaX, B TOM 4YMCTIe
B Mockse B HII3[T u MI'HILI,. ¢

Ny
S

8. Valayannopoulos V., Malinova V., Honzik T. et al.
Sebelipase alfa over 52 weeks reduces serum transaminases,
liver volume and improves serum lipids in patients with
lysosomal acid lipase deficiency // J. Hepatol. 2014. Vol. 61.
Ne 5.P.1135-1142.

Su K., Donaldson E., Sharma R. Novel treatment options

Nurepatypa

1. Sloan H.R., Fredrickson D.S. Enzyme deficiency
in cholesteryl ester storage disease // J. Clin. Invest. 1972.
Vol. 51. P. 1923-1926. 9.

2. Santilldn-Herndndez Y., Almanza-Miranda E., Xin W.W. for lysosomal acid lipase deficiency: critical appraisal
et al. Novel LIPA mutations in Mexican siblings with lyso- of sebelipase alfa // Appl. Clin. Genet. 2016. Vol. 9. P. 157-
somal acid lipase deficiency // World J. Gastroenterol. 2015. 167.

Vol. 21. Ne 3. P. 1001-1008. 10. Baratta F., Pastori D., Polimeni L. et al. Does lysosomial

3. Kuriyama M., Yoshida H., Suzuki M. et al. Lysosomal acid acid lipase reduction play a role in adult non-alcoholic
lipase deficiency in rats: lipid analyses and lipase activi- fatty liver disease? // Int. J. Mol. Sci. 2015. Vol. 16. Ne 12.
ties in liver and spleen // J. Lipid. Res. 1990. Vol. 31. Ne 9. P.28014-28021.

P. 1605-1612. 11. Jones S.A., Valayannopoulos V., Schneider E. et al. Rapid

4. Burton B.K., Balwani M., Feillet F. et al. A Phase 3 trial of se- progression and mortality of lysosomal acid lipase defi-
belipase alfa in lysosomal acid lipase deficiency // N. Engl. ciency presenting in infants // Genet. Med. 2016. Vol. 18.
J. Med. 2015. Vol. 373. Ne 11. P. 1010-1020. Ne 5. P. 452-458.

5. Botero V., Garcia V.H., Gomez-Duarte C. et al. Lysosomal 12. Ikari N., Shimizu A., Asano T. Lysosomal acid lipase defi-
acid lipase deficiency, a rare pathology: The First pediat- ciency in Japan: a case report of siblings and a literature re-
ric patient reported in Colombia // Am. J. Case Rep. 2018. view of cases in Japan // J. Nippon Med. Sch. 2018. Vol. 85.
Vol. 19. P. 669-672. Ne 2. P.131-137.

6. Wilson D.P., Friedman M., Marulkar S. et al. Sebelipase alfa  13. Bernstein D.L., Hiilkova H., Bialer M.G., Desnick R.]. Cho-
improves atherogenic biomarkers in adults and children lesteryl ester storage disease: review of the findings in 135
with lysosomal acid lipase deficiency // J. Clin. Lipidol. reported patients with an underdiagnosed disease // J. Hep-
2018. Vol. 12. Ne 3. P. 604-614. atol. 2013. Vol. 58. Ne 6. P. 1230-1243.

7. Balwani M., Breen C., Enns G.M. et al. Clinical effect and 14. Xu X, Yuan X, Li N. et al. Lysosomal cholesterol accumu-
safety profile of recombinant human lysosomal acid lipase lation in macrophages leading to coronary atherosclerosis
in patients with cholesteryl ester storage disease // Hepatol- in CD38(-/-) mice // J. Cell. Mol. Med. 2016. Vol. 20. Ne 6.
ogy. 2013. Vol. 58. Ne 3. P. 950-957. P. 1001-1013.

Lysosomal Acid Lipase Deficiency: Clinical and Pathomorphological Characteristics
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Deficiency of lysosomal acidic lipase (LAL-D) refers to a group of rare diseases of lipids accumulation, inherited
in an autosomal recessive type. The disease has a progressive course, based on the violation of metabolism

of cholesterol esters and triglycerides of low-density lipoproteins as a result of deficiency or complete absence

of the enzyme lysosomal acid lipase. LAL-D has two clinical variants: Wolman disease (infantile form)

and the disease is the accumulation of cholesterol esters. In Russia, LAL-D is being diagnosed rarely. The article
presents the current literature data, and as well for the first time presents the results of domestic studies

of morphological features of LAL-D in children, performed under the guidance of Ye.L. Tumanova, a professor.

Key words: deficiency of the lysosomal acid lipase, Wolman disease, the disease of cholesterol esters accumulation

Meauatpus. No 2



