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VnnrocTpayum K craTbe —

Ha I[BETHOIT BKJIeiKe
Pe3tome B KyPHAL.
* Tllustrations to the article are
bonesHb HakomneHus xonectepuHosoro sdupa (CESD) ABNAETCA pefKMM HaceiCTBEHHBIM HapyLIeHViem 0BMeHa BELLecTs on the colored inset of the
VI XapaKTePU3yeTCs HAKOMNEHEM XONEeCTEPUNOBbIX SGMPOB 1 TPUMIMLEPIAO0B BO MHOMVIX TKaHAX 13-3a AledrLmTa n1nassl Journal.

JIM30COMHOI KUCNOTBI. Mbl co0bLLaem 0 cemeiHOM Ciydae 3aboneBaHyA y JeBOYKM B BO3pacTe 5 eT v 2 MecALes v eé
mauero 6pata 3 net. bonesHb CONPOBOXAANAch YMepPeHHO renatomeranueit C poxaeHNs, No3aHee NoBbICUUCh Cbl-
BOPOTOUHbIE aMVHOTPaHChepa3bl 1 Habnoaanacs aucaunuaemus. Ctapemy pebeHky bbina nposeaeHa b1oncua neyeHu.
Mopdonormnueckoe nccnefoBaHrie neYeHn Nokasano MUKPOBE3VKYNAPHbIA CTEATO3 C OTUETIMBOW TeHAEHUMEN K Gopmi-
POBAHUIO MKPOHOZYAAPHOIO LMPPO3a MeYeHy 1 KpUCTanbl XonecTepuHa B renatoymTtax. [lnarHo3 obin noaTBepxaeH
CHVKEHMEM aKTUBHOCTU KUCAOV NMNasbl B NENKOLMTAX U NPU MyTaLMOHHOM aHanwu3e reHa LIPA.

KntoueBble c1oBa: AeDULIT TM30COMHOI KUCTION MNa3bl, TM30COMHas KCas NiMnasa, CTeato3 neyeHi, AUCnnmuaemnn,
6rioncua neyeHn

summary

Lysomal acid lipase deficiency is a rare inherited metabolic disorder and is characterized by the accumulation of cholestery!
esters and triglycerides in many tissues due to a deficiency of lysosomal acid lipase. We report a family case of the

disease in a girl aged 5 years and 2 months and her younger brother 3 years. The disease was accompanied by moderate
hepatomedgaly from birth, serum aminotransferase increased later, and dyslipidemia was observed. An elder child
underwent a liver biopsy. Morphological examination of the liver showed microvesicular steatosis with a distinct tendency
to the formation of micronodular cirrhosis and cholesterol crystals in hepatocytes. The diagnosis was confirmed by a
decrease in the activity of acid lipase in leukocytes and by mutational analysis of the LIPA gene.

Key words: lysosomal acid lipase deficiency, lysosomal acid lipase, fatty liver; dyslipidemias, liver biopsy
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BBepeHune

Hedurut musocomuoit kucmoit numassi (JJJIKJI) Buep-
BbIe OBII OIVICAaH OTHOCUTEIbHON HeIaBHO, B cepe-
nnHe XX Beka. 3abo/eBaHMe paHee U3BECTHOE KAK
6o7e3Hb BobMaHa y HOBOPOX/IEHHBIX U M/IaleHLIeB
u 60J1e3Hb HAKOIUIeHUA 3GUPOB XOTIeCTepMHA Cpefu
IieTell M B3POCTBIX OTHOCAT K PeJKMM HAaC/IeNCTBEeH-
HBIM HapyLIeHMAM 0OMeHa BeIeCTB, /i1 KOTOPOTo
XapaKTepHO BCerja porpeccupyioluiee redenne [1, 2].

Tenernueckn gerepmuuuposanHbiil [IJIKJI Bepér
K HaKOIIIEHUIO 3pUPOB XOTeCTepIHA U TPUITIULIePH-
OB B IM30COMAaX Psfia KJIeTOK 6ObIINHCTBA TKaHell
opranusma. Kucnas numasa B m1M30CoMax KaTanusupyeT
pacmaj Xo/eCTepMHOBBIX 9(DUPOB 1 TPUITIUILIEPULOB,
KOTOpbIe MOCTYNAOT B IM30COMBI IIPY PELENTOP-O0II0-
CPeOBaHHOM 9HJOLMTO/NN3E TUIIONPOTENHOB HU3KOI
wiotHocty [3]. Ilpu pacijeniennu sTux cy6cTanmit
06pasyIoTcsa CBOOONHBIN X0IeCTePUH, CBOOOTHBIE SKUP-
Hble KVICTIOTBI ¥ ITIMIIEPUH, KOTOPbIe TPAHCIIOPTUPY-
I0TCA U3 TM30COM B IIpefieaX LUTOIIa3Mbl K/IE€TOK.
Hapyurenne 3Toro npoMe>xyTO4HOTO Iy TH TUIMIHOTO
o6MeHa 113-3a CHIDKEHSI YT OTCYTCTBUS AKTUBHOCTH
N130COMHOIT Kucoit munasel (JIKJI) mpuBoput K CHU-
JKEHMIO KOHIIEH TPl INIINJIOB B BHYTPY KJIeTOK. DTI
JKMPHBIe OpraHMYecKlie COeIMHeHN A B KJIeTKaX He00Xo-
IMMBI JI UX POCTa, GOPMUPOBAHMA KI€TOYHBIX MEM-
6paH u BbimonHeHnA pana GyHkiuii [4]. B orser Ha cHu-
JKeHJe 06BEMOB OCTYIIEHNS TUIIAOB U3 TN30COM
dyepe3 MeXaHM3Mbl 0OPATHOII CBA3K K/IETKU aKTHBHee
OCYIIECTB/IAIOT 3aXBaT TMIOIPOTENHOB HU3KOM IJIOT-
Hocty (JIITHIT) n3 kposu. JITTHII B n36bITKe TOCTYIIAIOT
B y)Ke IIeperpy kKeHHble TUINAAMU TM30COMBI, HO UX
HEeJJOCTaTOK BHYTPM KJIETOK COXpaHsAeTCsA. B KoHIle KOH-
110B feUIUT X0/IeCTepIHA U CBOOOTHBIX XXIPHBIX KI-
CJIOT B IIMTOIIa3Me BbI3bIBAET HapyIlIeH)e KIeTOYHBIX
¢dyHKIMit, 3aTeM opraHa B renoM (5, 6). JIITHIT npexxpe
BCEro aKTVMBHO 3aXBaThIBAIOT FeaTOLITHI, MaKpodarn
Y MOHOLIUTBL. MaKpodary 1 MOHOLIUTBI IPUCYTCTBYIOT
HOYTH BO BCEX OPraHAX M TKAHAX, HO 0COOEHHO Hapya-
10TCs1 GYHKIIUM TAKIX OPTAHOB KaK [IeYeHb, Cele3eHKa,
OpTaHBbI )KeTY/L0YHO-KUIIEYHOTO TPAKTa, II0PAXKaeTCA
SHJIOTE/NIT KPOBEHOCHBIX COCYHOB [1].

JJIKJI Bo3HMKaeT B pe3ynbTaTe MyTallMil B TaK
HasbiBaeMoM reHe LIPA, koTOpbIii HaXOAUTCA B TOKyCe
xpomocombl 10q23.2 [7]. DTOT reH KOAMPYeET TU30COM-
Hble TUAPOIa3pl. [IBa KIMHMYECKMUX BapUAHTa IPU
JJIKJI 06ycmoBeHsl cOCTOSIHMEM (epMEHTATUBHOI
aKTMBHOCTHU rUAponas. ITpu momHoM oTcyTCTBUM dep-
MEHTaTUBHOI aKTMBHOCTH (<1% OT HOpPMBI), BO3HNKA-
eT TsKennasA 6one3Hb Bonbmana. IIpu aTom BapuaHTe
3a60meBaHMs HAOMIOfAeTCsI OBICTPO MPOTPeCcCUpY-
Iolllee HAKOIIJIEHME XO/IeCTepUHa Y TPUTTNLEPUTOB
B IIEYEHH, Ce/le3eHKe, KOCTHOM Mo3re, mumMdarnye-
CKUX y371aX 1 Makpodarax B 60/IbIINHCTBE OPTAHOB
U TKAHAX, B BOPCMHKAX KMIIEYHNKA, HAJIIOYeYHMKAX
B TeYeHJe HECKONbKUX Hefle/lb [0C/Ie POXKIEeHUA pe-
6énka. [TepBble CHMIITOMBI TOABAIOTCA YKe B [IePBbIe
Hefe/M KM3HIU. Y OONbHBIX OTMEYaloTCsI BBIPaXKeHHAsI
pBOTa, mpodysHas fuapes, B3AyTUE XUBOTA U3-32
6BICTPO IPOTpecCUPYIOLIell TelaToOMeralii, BCTpeda-
eTcA XenTyxa. Tak)Ke pasBUBaIOTCA TeHePaNM30BaH-
HasA nuMdaneHonaTus 1 CIieHoMeranus. Vimerorcs
HpU3HAKM HEJJOCTATOYHOCTYU IMUTAHUA, Pa3/INuHbIe
Hecnenududeckne cumnromsl nopaxennsa LTHC,
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3afiep>kKKa B PasBUTHUY HOBOPOXAeHHOTO. KnmeuHnas
ManbabcopOuns MHAYLMPYeTCA MHPUIbTpaLINels -
nugamMu BopcuHok. Oxono 50% manyueHToB UMEIT
KanbyuduKanNo HafIo4eIHNKOB. JlabopaTopHble
TaHHbIe TOKA3bIBAIOT IPOrPeCCUPYIONIYI0 AaHEMIIO,
BaKyo/nn3anuio B TMMQPOLUTAX, HEHNCTbIe KIeTKI
B KOCTHOM MO3T€ I ITOBBIIIIEHVIe aMIHOTpaHCcdepas
B KPOBU; TIOCTIe/IHEE YKa3bIBAaeT Ha BOBJIEUeHE TTeUeH .
YpoBeHb X0/mecTepyHa U TPUTIUIIEPULOB 0OBIYHO HOP-
MaTbHbIN. KaXekcys B codeTaHMM € TsHKETBIM HOpa-
JKeHUeM Ie4eH) IPUBOAUT K paHHEMY JIeTaTbHOMY
JCXO/ly B BO3pacTe [0 rojia, y 6O/MbUIMHCTBA faXKe
paubire — B 3—-6 MecstaHOM Bo3pacre [1, 2, 7]. Onncana
HaJ[IIOYeYHUKOBAs HEOCTATOYHOCTb [8, 9, 10].

ITpn mytanmax B rede LIPA, npu KOTOPBIX aKTUB-
HocTb JIKJI camxena go 1-12% oT HOpMBI, pasBu-
BaeTcs 60/1e3Hb HAKOIIEHN S 3UPOB X0/IeCTepIiHa
(BH9X), Bropoit ¢penorunuvecknit Bapuant JIKIL.
Knuuaudeckn sta 6one3uHp odeHb BapuabenpHas
U IpefCTaBasgeTCA MeHee TshKeNbIM TederneM. [1JIKJL
MIPOAB/IAETCA B IPOMEXYTKe MEX/y ePUOJJOM HO-
BOPO>K/JEHHOCTH JIO0 TIepIOJia TI0JIOBOJ 3PeIOCTU UIN
y B3pocnbix. OTHAKO B CpeTHEM BO3PACT IEPBBIX MPO-
sanenuit [IJIKJI ato okomo 5 neT, k 12 rogam >KM3HMA
Ipu3HaKy 60e3HU nMeloTcs y 6omee 80% 60nbHBIX [1].
Y B3pOC/IBIX 0OBIYHO OOHAPYKMBAETCA rellaToMerains,
XOTA yBeJIMYeHUe IIeYeH) MOXKHO 3aMETUTDb C CAMOTO
panHero fetcTBa [3]. YacTo yBennyeHue nedeHu code-
TAaeTCs C IpU3HaKaMu eé AMCPYHKINY, yBETUYNBAETCS
celle3eHKa, MIMeeTCs IOBbIIIeH)e TPaHCAMUHA3 U TH-
neprmugeMust (daie ITb tumna) n kcanrenasmer [1].

BosiieueHe edeH1 06BIYHO IPOTPECCHPYeT € IIATO-
JIOTMYeCKVIMU YepPTaMU HeaIKOTOIbHOTO CTeaTOrenaT-
Ta ¢ $p16pO30M BIIOTH 10 Luppo3a. [Ipu ayTomncun Tak-
»Ke 0OHAPYIKMBAETCs IPEXIEBPEMEHHDIIT ATEPOCKIIEPO3
U aTepoCKIepoTHdecKue Ok, Bospact cmeptu
PA3MMYHBII U 3aBUCKT OT TSKECTY [IeYeHOYHBIX U aTe-
POCKIepOTUYeCKIX IPOSABIEHNIT, HO BBIXKMBAEMOCTD
B IIpefie/IaX 3peJIor0 BO3pacTa sileHne oobrauoe [1,2,7].

Buewrnuit Buj nedenu npu BHOX ananornuuslit 60-
nesHu BonbMaHa, HO OHa 607ee OpaH>KeBast, 4eM XKENTasl.
JKuposas MHOUIBTPaLNs IeNaTOLNTOB MOXKET HAIO-
MIHATb HEAJKOTO/IbHBIN cTearos. [locTeneHHO pa3Bm-
BaercsA GpuOpo3 u co BpeMeHeM MOXeT CHOPMUPOBATD-
€A MUKPOHOAYIAPHBIA HUPpo3. [IaTOrHOMOHMYHbBIM
[IPU3HAKOM CUMTAETCS HalM4ye KPUCTAIIOB 3Q1UpPOB
XOJIeCTepUHa B KIeTKax Ie4eHu. [[narnosom mpu 6u-
OIICKY TIeYEeHN MOTYT OBITh HeaTKOTro/IbHas >KMpOBas
60nesub nmeyenu (HAYKB), HeaIKOTONbHBIN CTEATO-
renatut (HACT), kpuntorenHas 60messp nedeuu [1].

Cpenu OCIOXKHEHUI 3a60/1€BaHNUS [T€YEHN IPU
JIJIKJI Mo>KeT ObITh Ie4eHOYHAas HeJOCTaTOYHOCTD,
KOTOpas ABNACTCA [JTABHOI MPUYNHON JIeTaTbHOTO JC-
xoza [1, 2]. Cpeay nma1jeHTOB MOJIOXKe 18 /TeT mpusHaKn
¢bubposa/iupposa nedeHu uMeroTcA y 85%. Y namueH-
TOB B Bo3pacTe 1o 21 roga 50% neTanbHBIX UCXOHOB
ObI710 CBSI3aHO MIMEHHO C MOpakeHueM nevenn [1, 8, 11].

JJIKJI MOXXHO OTHeCTH! K 3a00/IeBaHMAM C MYJIb-
TUOPTaHHBIM YPOBHEM ITOPaXKeHN A BCIIEACTBIE 0CO-
OeHHOCTel! maToreHesa: 1o 87% jeTeil B IepUOL Ma-
Hudecrauyun 607€3HN MEIOT COCYAUCTO-CepHeYHbIe
HapyuleHns, 86% — U3MEHEHMA CO CTOPOHBDI IIeYEeHM,
36% — ceneseHkH, 22% — XeTyJOYHO-KUIIEIHOTO



TpakTa [1]. B 11e710M TPOS0IKUTETBHOCTD )KU3HY TPU
JJIKJT HaMHOTO 60JIBIIIE: 1O B3POC/IOTO MIEPHOJa.
Tounas pacnpoctpanenHocTs JJIKJI mo HacTOAMIE-
rO BpeMeHU He ycTaHOB/eHa. ITo olleHKaM sKcrepToB
OHa IIMPOKO BapbUPYIOTCA B mpefenax or 1:40000 go
1:300000 B 3aBUCHMOCTH OT reorpaduyecKoro pernoHa
Y STHUYECKON IIPUHAIJIEXXHOCTHI [2,12,13,14]. ITepsbie
nccnegoBanus yactotsl [IJIKJI B Poccun mokasanu,
4TO0 3a00/1EBAEMOCTb MOXKET COCTaBUTH 110 1:67600 [15].
BcnencrBue Toro, uro JJIKJI oTHOCKHTCA K pegKUM
3a60/IeBaHIAM, @ €TO CUMIITOMBL COBIIAJAIOT C Psi-
[OM ApPYTUX IIMPOKO PAaCIPOCTPAHEHHBIX OOJIe3Hel,
BO3MOXXHO MHOTHME C/TyYyal OCTAIOTCA HepacIO3HaH-
HbpIMI. OCcO6€HHO 4acTo MepBOHAYATBbHO OIIOOYHO

KnuHnyecknm cnyyan

B anBape 2018 r B 1eTCKMIt TOPOJCKOI IIEHTP TaCTPO3H-
teponoruu u remaronoruu (Cankr-Ilerepbypr) obpa-
TUTACh [iIA aMOyIaTOPHOTO 00C/IeJOBAHMA JIeBOY-
ka B, B Bo3pacre 5 et 11 Mecs1ieB B CBA3M C HEACHBIM
yBenu4YeHMeM TeYyeHN U MOCTOSHHO IOBBIIIEHHBIM
ypOBHeM IedeHOYHbIX TpaHcamuuas (AJIT, ACT).
IIpepiecTByOImasg UCTOPUA ObIIa CIeAYIOLIEN: PO-
AMITach IOC/Ie BTOPOI 6@peMeHHOCTI OT POJMTeNei
HEepPONCTBEHHUKOB. IlepBasg 6epeMEHHOCTD y MaTepu
IeBOYKM 3aKOHYM/IACh aHTEHATaIbHO I'MOe/IbI0 III0a
10 HEBBISICHEHHO NPUYMHE.

Pe6éHOK npu poxxpeHnn maccoit 2900, mamHOi
49 cM, OKPY>XHOCTDBIO TPYJJHOM KIeTKM 31, OKpyX-
HOCTBIO TOJIOBBI 33 CM, OLleHKa 1o 1Kaje Anrap 9/9.
XKenryxa ¢ 1-X CyTOK )XU3HI, ObI/Ia yBeTMYeHa TeYeHb
(+1 cM HuKe TIpaBOIL pebepHolt fyrn). Y pebéHKa guar-
HOCTMPOBaHA FeMOMTUTIYeCKas 60/Ie3Hb HOBOPOXK/IeH-
HBIX. Bo3HUKHOBeHMe deTaTbHOro 9puTpobIacTosa
cBsasanu ¢ peHorunom CCDDee, o6HapyXeHHBIM
y Marepn.

JKenryxa kynuposanach K 20 [HIO )XU3HH, 2 pasa
PpeOEHOK IONMYyYNII IepeuBaHye SPUTPOLUTAPHON
MAcChI B CBA3M € aHeMUelt, a TAK)Xe IPOBOANIACh (o-
TOTEpamnus, BHYTPUBEHHO aMOKCUK/IAB.

B cBsA3U c mepenuBaHMeM MpenapaToB KPOBU B Te-
4eHue 1-To rofja >KM3HY y He€ MOCTOSHHO ONpeJierian
YPOBeHb TPaHCAMIIHA3, 2 TAK)Ke B IIEPBBIN TOJ KM3HN
TeCTMPOBA/IN Ha HaJlM4ye aHTUTEHOB U aHTUTEN BU-
pycHoro renarurta B (HBsAg) n C (anti-HCV), Bupy-
ca uMMyHHOfepuIuTa Yenoseka (aHtu-BUY). AJIT,
ACT, ramma-rmoramunnentugasa (TTTII), menoy-
Has pocdarasa (I[P), 6unupy6mH, I10K03a B KPOBU
6b11u B HopMe. IIpu y/IbTpasByKOBOM MCCIIETOBAHNN
OPIOLTHOJ TIOJIOCTY B BO3pacTe 4 MecALeB KIMHNYECKN
3HAYMMOJI TATOJIOTUM He BbIABIIEHO.

K 1 ropy >xusHu pe6eHok umen Bec 8810 r, poct
72,5 cM, OKPY>KHOCTb I'PY/IHOI K/1eTKM 48,8 CM, OKPYX-
HOCTB TO/IOBBI 45 CM, HECMOTPS Ha aJI/IePTIIo K OeNKy
KOPOBBET0 MOJIOKA U BBIHYKJ€HHBII IIepexof] B 5 Me-
csAlleB Ha TIOTHOE MICKYCCTBEHHOE BCKapMIMBaHue.

B Bospacte or 1 roga mo 3-x et 8 pas3 ob6paa-
JIach K Bpady B CBSI3Y C PeCIMPATOPHOI MHeKLmeit
(7 obpareHuit) 1 OHOKPATHO B CBS3M C OCTPBIM Ta-
CTPOSHTEPUTOM. BpadamMu MOCTOAHHO OTMeYanoch
yBenu4eHue rnedeny Ha 1,5-2 cM npu KIMHUYECKOM
obcnenoBanum 1 1o ganusM Y 3V, HO mabopaTopHOro
uccnenoBaHus GpyHKIUII IedeHN He IPOBOANUIOCH.
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IVIAaTHOCTUPYETCs TeTepO3UTOTHASA CeMelfHas TuIep-
XO/lecTepuHeMys U ceMeiiHas KOMOMHMpPOBaHHAA
runepxonecrepnaemus, HAJKBII, 6onesnb Buib-
coHa u zip. [1, 2].

Hamnbosnee pacupocTpaHeHHbIe OMOXMMMUYECKIIE
aHoMasuu, Habmomaemsle py JIJIKJI, BKIHOYAIOT 110-
BbILIIEHHbIE (PePMEHTHI IIeYeH Y VU TN/ B CHIBOPOT-
Ke KpoBu (xonectepuH u JIITHII). Crienududeckas
puarsoctuka JJJIKJI 3aknogaeTcs B onpeeneHnn
3HAYUTEIbHOrO CHIDKeHM (12% 1 HU>Ke OT HOPMBI)
aktuHocTH JIKJI B mepudepnyecknx mumdonnrax
U B TeHeTUYeCKOM aHanuse. Haubonee yacto Hacte-
oyeMbIM fedeKTOM SIBJISeTCS MyTalys CIIafiCUHTa
B 9k30He 8, E8SJM (c.894G>A) [10, 11].

OuepenHoe obpaiieHye 1 06cIeoBaHMe ObIIO IPO-
BefieHO B Bospacte 3-x net: AJIT, ACT, 6unupy6us,
III0KO3a M aMI/Ia3a B HopMe, mipu Y 3V 6prourHoii mo-
JIOCTY paBHOMEPHOE HeOO/IbIIIOE YBe/TNYeHMe TeYEeH .

Yepes 3 Mecsinia Ipy 04epeHOM OOpallleHnN K Bpady
(3 roma 3 mecsiia) BiepBble oTMedeHO noBbiuterye AJIT
1o 93 ME/JT (Hopma o 40 ME/JT), ACT no 96 ME/JI
(mopma o 40 ME/JI). YposHM 6unupy6mHa, obuiero
6enxa, I'TTII, II®, amuassl, [7IIOKO3bI, XOJIECTEPIHA,
JIITHII, B-1umonpoTenHOB OCTaBa/lINCh HOPMaIbHBI-
mu. K xoHIy 3-r0 rofa )KM3HM TpaHCAMMHA3bl CHU-
sunuck: AJIT go 43 ME/JI (Hopma mo 40 ME/JT), ACT
1o 50 ME/JT (Hopma o 40 TU/L), Ho ¢ 3 s1eT 6 MecsieB
CTasl MOBBLIIIEHHBIM B KPOBU YPOBEHb XO/IeCTeprHa
10 6,3 MMorb/ (HopMa <5,2 mmors/n). IIpn Y3V 6prom-
HOJI ITOIOCTH BBIsIBJIEHA KapPTMHA CTe€aTo3a MedeH .

B 9TOT mepyog; 65U UCKTIOYeHbI BUPYCHbIE T€aTUThL
Bu C, 60one3un Bunbcona, @ -aHTUTPUIICUHOBA HEJOCTA-
TOYHOCTD. Habmofanacs ¢ ;uarHo3oM XpoHM4eCKOro mep-
CHCTUPYIOIIETro TeNaTNTa HeyCTAHOB/IEHHON 3TVONOTUIL.
B nepnoz ¢ 4 1o 5 et 06¢eoBaHa ofHOKpatHO (B 4 rofa
8 mecsnes): AJIT 106 ME/JT (Hopma mo 40 ME/JT), ACT
65 ME/JT (nopma mo 40 ME/JI), xonectepus 7,0 MMONB/1
(Hopma <5,2 mmons/m). JIITHII, B-nunonporentst, 6min-
py6uH, o6uuit 6enox, IT'TTL, I 6pi1u B HOpMe.

JInHaMMKa 1abopaTOpPHBIX MAPaMETPOB C 5 JIeT 10
00CreJOBaHMsI B I€TCKOM TOPOJCKOM LIeHTpe racTpo-
sHTeponoruu u renaronoruyu B Cankr-IlerepOypre
npejcTapjeHa B Tabnuie 1.

B cBsi3u ¢ mepcuctupyioleli remaroMeranueit, Xpo-
HUYeCKV TOBBIIIEHHBIMYU CBIBOPOTOYHBIMI TPAaHCAMU-
Ha3aMU, TIOBBIIIEHHBIM yPOBHEM X0/IeCTepPIHA B KPOBM
M IpU3HAKaMU CTeaTo3a peOEHKY ObI/I0 Ha3HAYEHO
obcnenoBanme Ha onpenenene aktusHocty JIKJL

AxtuBHocTh JIKJI 0ka3anoch CUIbHO CHIYKEHHOI:
0,02 kM /4ac/usatHo (Hopma 0,16-1,8).

IIpu npoBesenun nomHoro aHanusa resa LIPA
B MHTpPOHe | BBIABIEHA OHOHYK/IEOTU/IHAA 3aMeHa
c.-3 A>G BTeTepo3UTOTHOM COCTOSIHUN, B 9K30HE 8 BBI-
ABJIeHA OFHOHYK/IeOTH HAA 3aMeHa c. 894G>A B re-
TEPO3UTOTHOM COCTOSHMM, YTO IO3BOJIM/IO TE€HETUKY
clies1aTh 3aK/I04eHNe o BbicoKoit BepoAaTHocTu JJIKJI
(Menuko-TeHeTHYECKMIT HAYYHBIIT 1leHTP, MOCKBa,
7abopaTopys CENEeKTUBHOTO CKPMHMHTA).

BonpHOI OblIa IpOBejeHa TaIOPOCKOIMIeCKast
6uorncus nevenu (Bospact 5 et 3 Mec.). [Ipu BHemHeM
0CMOTpe IledeHb OPaH>KeBOro IiBeTa. [mcronornyeckas
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Ta6nmuua 1.

JaHHbIe 1a60PATOPHOTO
obcnenoBanus 6onpHOI B
B BO3pacTe 5 JIeT U cTaplie
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KAnHnyeckne Habaopenns | clinical case

Mapametp Bospacr (5 net u ctapuue)

(pedepeHcHble 3HaYEHUNA) 5n1mec. 5n3mec. 5n10mec. 6 net 6n1mec. 6n2mec.
AJIT (mo 40) 81 76 98 101 72 156
ACT (mo 40) 60 63 61 55 51 73
Xomnecrepus (3,1-5,2 MMOJIB/1) N 8,5
Tpurnunepupst (0-2,3 MMOIb/1) N N
JITTHIT (0,93-1,94 MmMonb/m) 0,99
B-nmunomnporennst (33-55 Ex) N

KapTuHa Aup@dy3HOro TOTATHHOTO CTeaTOreIaTnTa
(mopaskeHue 100% remaTonuTOB) C MTHIMAIbHBIM JIO-
Oy/IApHBIM BOCIIATUTENbHBIM KOMIIOHEHTOM, YMEPEH-
HBIM 11 Y3HBIM IIPENMYIIeCTBEHHO HOPTaTbHBIM
¢dubposom (F3) ¢ Tenpenueit K GopMupoBaHUIO MU-
KPOHOZRY/IAPHOTO IMppo3a (pUCYHKM 1-3), Ipu 971eK-
TPOHHO-MMKPOCKOIMYECKOM MUCCIe[OBAHUY TIeYeH
BBISIB/ICHBI JeIO3UTHI TPUITNLEPUOB 1 KPUCTATIIBL
XO/IeCTepIHa, HO IOC/IefHIIe B HeOOMDIIOM KOMTINYeCTBe
(pucyHkn 4, 5). Mop¢onorudeckoe uccnegoBatime 6u-
onTaToB nedyeHyu nposefeHo B «OOO HanmonanbHbli
LEHTP KIMHUYIECKOI MOP(]OIOrNYeCKOil JUAaTHOCTH-
K1», supextop Bopobses C.JI. (Caukt-IleTep6ypr).

9T faHHBIE OKOHYATEIbHO IIOATBEPAI/IN AMATHO3
JJIKJL, a gist o6¢cimemoBanus ObUI IpUITIALIEH MIaj-
it 6pat 6OIBHOIL.

ITpn ocmorpe manbunk BK B Bospacte 2 roga 10 me-
cs1eB, 0OHAPYKEHO TOJIBKO YBe/IMYEHME TIeYeHM, KO-
TOpasi IIpY MaIbIIallNM Ha 3 CM BBICTYTIA/Ia M-TIOJ, Kpasd
péGepHOIT AYTH, B OCTA/IBHOM JaHHBIe GU3MKATBHOTO
ob6cnenoBaHnA 6e3 0co6eHHOCTEIN.

ITpu mabopaTopHoM obcnefosanyu: AJIT 95,8 ME/JI
(Hopma ;o 40 ME/JT), ACT 63,3 ME/JI (Hopma 10 40 ME/JT),
XonectepuH 5,9 MMO/b/1 (HOpMa MeHee 5,2 MMOb/T),
TpuUrniepuasl 3,4 MMosb/n (HopMa 10 2,3 MMOJB/T).
Bunupy6un, I'TTII, P, 06muit 6e10K, anbOyMUHEL,
IPOTPOMOIHOBOE BpeMs, ITII0K03a B KPOBH B IIpefieslax
pedepencHbIx 3HaYeHnit. Y3V oKa3ano yMepeHHoOe yBe-
NMYeHNe IeYeHN M HeOOIbIIoe YBeIMYeH e CeNIe3EHKI.

O6cyxpaeHne

JUIKJI siBnsieTcst peiKMM HaceACTBEHHBIM 3a6o71e-
BaHMEM, TP KOTOPOM BO MHOTUX OpPTaHax U TKaHAX
IPOVICXOAIUT MPOTpeccupyIollee HAKOIICHN S TUIINIOB
U3-32 OTCYTCTBVA MM OY€HD PeAyI[MPOBAHHON aKTHB-
HOCTM KICJION INTIA3bl B TM30COMAX pAfa K/I€TOK: Tela-
TOLMTAX, MaKpodarax u MOHOLUTOB. [Ipu ecrecTBeH-
HOM Te4YEeHI! B 3aBUCUMOCTH OT CTeIleH! HapylleHNs
9TOro pepMeHTa P IIOJTHOM OTCYTCTBUU €T0 aKTUB-
HOCTH 3a60/IeBaHIe MTPOSABIIACTCSA IIOYTH CPasy MOCTIe
POXXIEHNA ¥ ACCOLMUPYETCA C KpaliHe HeOIaronpuaT-
HBIM IIPOTHO30M, C JIETaJIbHBIM MICXO/IOM K 3—6 MecsA1aM
sxnsuu [1, 2, 7], Ilpu ocratounoit akrusHocTy JIKJI
6071€3Hb CTAaHOBUTCA 3aMeTHOI no3e (BHIX), Temib
HpOrpeccUpoBaHMs BapuabenTbHbI, HO 13-3a IIOCTO-
SIHHOTO HaKOIUIEHM A XOJIeCTePIHA B IIEYeH, B 9TOM
opraHe pasBuBaeTcs ¢puOPO3 C UCXOJOM B MUKPOHO-
IYAPHBIN HMPPO3 MEYEHN C OCIOKHEHUAMI ITMPPO3a
U TIE4EHOYHOM HEeJOCTATOYHOCThIO [1, 2, 7, 16].

JIJIKJI HacemyeTcs IO ay TOCOMHO-PeLieCCUBHOMY
tuiy. B Haiem Ha6moneHNN Yy pofuTesieit 60MbHbIX e-
Telt 1pu pepMeHTATUBHOI JUATHOCTUKY AKTUBHOCTD
JIKJI 6bi1a B HopMe. B rene LIPA yske BBIABIIEHO B CO-
OTBETCTBMM C 63011 JaHHBIX My Tall}il TEHOB YeloBeKa

B amamHe3se ¢ poXX/IeHNs, KaK 1 'y CTaplIeii CecTphl,
reMonuTUYeCKas 601e3Hb HOBOPOXKIEHHBIX. B Teve-
H1ue 1-To rojia )KM3HM NOCTOSHHO yBe/IYeHa MeuyeHb
Ha 3-4 cM, HO TIe4YeHOY HbIe TeCThI ObIIU B HOpMe, KpOMe
Ounnpy6uHa, KOTOPBII B IEPHOJ FeMOTUTUIECKOTT 60-
JIe3H) HOBOPOXXIEHHBIX IOBBIIIAJICA 10 409 MMOJIB/I
(Hopma 710 20,5 MMOJIB/TT), HO K 21 THIO XM3HU €ro
YPOBEHD ObIT yXKe B HOPMe.

K 1 ropy >ku3HM MMes1 HOPMa/IbHBIN BeC U POCT.
B 1 rop u 11 MecALeB BliepBble IOBBICUINCDH TPAaH-
caMmHa3spl (B 1 Tof u 7 MecsleB OblIN €lé B HOpMe):
AJIT 82 ME/JI (nopma mo 40 ME/JT), ACT 68 ME/JI
(zopma go 40 ME/JT). B aTo Bpems 6unupy6uH, xo-
JleCTepyH, P-IUIONPOTENHBI, [ITI0KO3a, aMIIa3a, 06-
it 6emok, I'TTII un III® B HopMe. B Tedenne mocrne-
nyromux 11 mecses Habmoznenns AJIT konebanach
ot 62 mo 77 ME/JI, ACT ot 47 no 77 ME/JI. B 2 roma xo-
JIeCTepIH 5,9 MMOJIb/JI C HOBBIIIEHMEM 10 6,3 MMOJIB/TT
(HOpMa 710 5,2 MMOJIB/IT), TPUTTALIEPUBI paHee He Olje-
HuBanuCh. OCTarbHbIE TECTHI OCTABA/NINCh B HOPMe.

IIpepsapurenvubiit guarnos IJIKJI yxe He BbI-
3pIBaJl COMHEHUII. BuoxumMmyecknit aHaams Ha ak-
tuBHoCTb JIKJI numassr (marua): 0,04 aM/4dac/maTHo,
pesko cuykeHa (Hopma 0,16-1,8).

leneTuyecknit aHaMM3 BHIABUII T€ K€ MyTaLlMN:
B UHTPOHe | BbIAAB/IEHA OJHOHYK/ICOTUIHAA 3aMeHa
¢.-3 A>G B reTepo3UroTHOM COCTOSTHUM, B 9K30HE 8 BbI-
sIBJIEHa OJJHOHYK/IeOTUAHasA 3aMeHa c. 894G>A B rere-
PO3UTOTHOM COCTOSHMIA.

6onee 50 myTanuit u Haubosee PacIpOCTPaHEHHON
MyTanueit apngaerca c.894G>A, KoTopas NpefcTaB-
nseT co607t MyTaIMIO CIIAJICHHIOBOTO COeMHEHN A
9k30Ha 8 [17]. B mpencTaBeHHOM Crydae y GOIbHOII fe-
BOYKI 11 e€ MyIajjiero 6para B MHTpOHe I BbIsiB/IeHa Of1-
HOHYKJIEOTU/IHaA 3aMeHa C.-3A>G B reTepo3UroTHOM
COCTOSIHMM, B 9K30HE 8 BbIAAB/IEHA OJTHOHYK/IEOTU/IHAS
3aMeHa €.894G>A B reTepO3SUIOTHOM COCTOSAHUMA.
Pacnipoctpanennocts [JJIKJI cocraBnsier npubnm-
suTenbHo 1/40000-1/350000 HOBOPOXAEHHBIX, PO-
TVBIIVMMCS XVBBIMU; 3TO Yallle BCTpeYaeTcs y mofeit
C MPaHO-eBPEeICKMM IIPOUCXOXKIEHMEM, C JACTOTOI
1:4200 B aroit rpymme HaceneHus [2, 12-14]. ITepsbie
nccnemoBanus yactotsl [IJIKJI B Poccun mokasanu,
4T0 3a00/1€BAEMOCTb MOXKET COCTaBUTH 10 1:67600 [15].
BHIX MOXHO Ha3BaTb IeTCKOI 60/1e3Hb10. CpefjHeM
BO3PaCT MEPBbIX IPOABIEHUI OKOJIO 5 JIeT, K 12 T0-
IaM >KM3HU HPU3HAKY 60/e3HM nMeloTcs y 6oree
80% 60nmbHBIX [1]. MBI HabTIO#AMN BapuaHT 0COOEH-
HO arpecCUBHOTO Te4yeHus. ['emaTomeranns ABnseT-
cs Hanboree yacToil Haxoxkoit y gereit ¢ JJIKJI [12],
y 6O/IBHBIX fleTell 9TOT CUMIITOM OB Y5Ke C POXKIEHISL.
[Tepcuctupyomntas runepdepMeHTeMUs IeIEHOIHBIX



TpaHCaMMHa3 OOHapy>KeHa y AeBOYKM Oblsia 0OHapy-
JKeHa B 3 rofja 3 Mecsla, y eé Majuiero 6para yxe
B 1 rop u 11 MecALeB >Xu3HM, gucnunupemns (B 1 cay-
Yyae TUIEePXOIeCTePUHEMIUA U B [PYTOM C TUIEPTPU-
IIMIepuzieMel) B KOHIle 3-Tofja )KI3HU U B BO3pacTe
2 rofia COOTBETCTBEHHO.

BoBeyeHMe meyeHM 0OBIYHO IPOTPECCUpYeT C TIa-
TOTIOTMYECKMMI YePTaMI HeaJTKOTOJIbHOTO CTeaTo-
remmatuta ¢ Gubpo3om BIIOTH o Lupposa [1, 2, 7].
Buemnnit Buj nmeyenu npu BHOX opankepas, 4To
Hab/M0faIach HAMI IIPY OCYILIeCTBICHNUN TATIOPO-
CKOIMYECKOl OMONMICHUY TIeYeHH, KoTopas OblIa
IpoM3BefieHa y CTapllero pebeHKa B BO3pacTe 6 JIeT.
Kupoas MHQUABTpAIMA IeaTOLVITOB MOXKET Ha-
IIOMJMHATDb HEaJIKOTOJIbHBII CTeaTo3. MUKPOBE3UKY-
JIAPHBII CTEAaTO3 C BOB/IeYeHMeM KaeTok Kyndepa,
¢bubpos u oTIOXKEHMEe KPUCTA/IIOB XOTIeCTepUHa.
ITocTeneHHo pasBuBaeTcsa Gpub6pPO3 U CO BpeMeHeM
MoxeT cOpMUPOBATHCA MUKPOHORYIAPHBIIL IUPPO3.
ITaTOrHOMOHMYHBIM NMPU3HAKOM CUMTAETCSA HaMIMIue
KpUCTA/IOB 3MPOB X0TIeCTepUHA B KJIETKaX IeYeH,
KOTOPbIe MOYKHO YBIJIETD JJa>kKe PV CBETOBOI MUKPO-
cxonui [18]. TIpu 9/1eKTpOHHOI MUKPOCKOIIMY BUSHBI
HaTrpy>KeHHbIe, II09TOMY PACTAHYTbIe FeIaTOLUTHI
13-3a 6OJIBIIOrO KOTMYECTBA KPYTIBIX OTI0XKEHMUIT
TPUTINLEPUJIOB, PA3TMYAIOIINXCA [0 Pa3Mepy B JIU-
30COMaX MM CBOOOHO JIeXallye B IUTOIIa3Me. DTh
KJIeTKI IHOTZa pParMeHTUPOBAHbI C HePery/IsIPHbIMIU
I07I0CaMI, BEPOSITHO, COOTBETCTBYIOLINMIU YAaIEHNIO
croXHBIX 9¢upos xonecrepuna. Kpucramnsl xomne-
CTepMHa BUJHBI B BAKYOJIAX, IePEKPbIBas CTIO3UTHI
TpurmnLepnios (3¢ GexT «HafKyLUIEHHOTO SI6/I0Kay).
OTnOXeHNA TPUTIULEPUOB BCTPEYAIOTCH TaKXKe
B IIMTOI/Ia3Me MaKpo(daros, B YaCTHOCTH B KJIETKaX
Kyndepa [19]. AHanoruuHy 0 KapTUHy Mbl HabTI0A N
B HallleM K/IMHUYeCKOM ciydae. [IMarHosom mpu 6u-
OIICHY TIeYeHN MOTYT ObITh Hea/IKOrOJIbHa s KMPOBas
6onesub neyenu (HAYKB), HeaIKOTONMbHBIN CTEAaTO-
renarut (HACT), kpunrorenHas 6ome3us nedenn [1].

B HaureM Hab/II0eHIM Y 6O/IBHOIL B BO3pACTe IIOYTH
B 6 JIeT BBIsIB/IEHA TUCTOMIOTMYeCKas KapTiHa fuddys-
HOTO TOTa/IbHOTO CTEATOreMaTUTa IIPJ MUHIIMaIbHOM
BBIPa)KeHHOM JIOOY/IAPHBIM BocnaneHnn. Pubpos
Habmopancsa fud@dysHo, HpenMylecTBEHHO HOp-
tanpHbll (F3) yxe ¢ oT4éT11BOI TeHAeHLIMel K dop-
MUPOBAaHUIO MUKPOHOZYIAPHOTO upposa. Torma
Kak B 1esoM npu BHIX mpopgsunyThiit ¢16po3 min
LUPpo3 K 18 roaM MOXKeT OTCYTCTBOBATh B 15%, mpn
HepPBMYHOI IMATHOCTUKM 3a00/IeBaHMA Y B3POCTIBIX
nouTy 1/3 He MMeeT BrIpaykeHHOTO HUOPO3a VTN LM p-
posa meuenu (pucyHku 1-3).

Cpenu OCIOKHEHUTT 3a00/I€BaAHNUS [T€YEHN TIPU
IJIKJI MoXeT pasBUTbCA IIeYeHOYHAS HEJOCTATOU-
HOCTb, KOTOpasI SIB/IAETCS [TIaBHOI IIPUYIHOI JIeTalIb-
HOTO MCcXopa mpu 3Toit 6onesun [1, 2]. Haumenpmmit
BO3PACT JIETA/IbHOTO MICXO/a B CBA3Y C MPOIPeCccUpo-
BaHMEM IIOpa)keH) s IedeHy ObII B BO3pacTe 7 JIeT.
¥V nmanueHTOB B Bo3pacTe 10 21 roma 50% neTanbHbIX
MICXOMOB OBI/IO CBSI3aHO MMEHHO C IIOpakeHUeM Ie-
4eHM, B 8% CIy4aeB — KPOBOTeUEHIe U3 BAPMKO3HO
pacimpeHHBIX BeH Iuiesona [1, 8, 11].

Xora IJIKJI xapakTepusyeTca MyJIbTUOPTaHHBIM
YPOBHEM IOpaXKeHU s BCIELCTBME 0COOEHHOCTEN Ma-
TOTeHe3a, y HaO/IIo/jaeMbIX HAMM CECTPHI 1 Opara Mbl
He 00HAPY>XI/IN KINHUYEeCKN 3HAYMMBIX IIPM3HAKOB

CemeiiHbli cnyvait aeduunta kncnoi nunasel | Family case of lysosomal acid lipase deficiency

HOpakeHN A CePHeYyHO-COCYAUCTON CUCTEMBI, Cele-
3€HKM, YKeTYLOYHO-KUIIEYHOTO TPaKTa. Bo3amoxxHO
ISl Ka4eCTBEHHOTO HAKOIIGHMA B IPYTUX OpraHax
y HalMX GO/IbHBIX €l[E HeIOCTATOYHO IPOILJIO BpeMA.

JUIKJI TpyHO pacmo3HaTh U3-3a COBIA/IeHMe K1-
HITYeCKOIl KapTUHBI C [PYTMY 3a00/IeBaHUAMY, KOTO-
pble MMEIOT CXOIHbIE CMMIITOMBI U IIPM3HAKM, BO3MOX-
HO TI0 3TOJI IIPMYNHE 3TO 3a00/NeBaHNe HeJJOOIICHEHO
[1, 2]. Reiner Z., et al. (2014) pexoMeH[yIOT, YTOOBI
HaI[MEeHTBI C XapaKTePHBIM JTUINIHBIM IIpoduieM
(moBbIILIEHHbIE Yy POBHU XOIECTEPHA, TPUTINLEPHUOB,
JIITHII 1 moHM>KeHHBI YPOBEHb TUIONPOTENHOB
BbICOKOIT moTHOCTH [JITIBII]) m/umu moBsIieHHBIM
ypoBHeM pepmentos nedenu (AJIT, ACT) 6e3 cemei-
HOTO aHaMHe3a JJO/DKHBI OLIeHMBAThCA Ha epMeHTa-
tuBHYyI0 akTuBHOCTD JIKJI [2]. ITogospenue na JIJIKJI
BO3HMKJIO ITOC/Ie UCK/TIOYEHN A y HAIINX NalMeHTOB
BUPYCHBbIX renatutoB B u C, 6ome3nu Bunbcona
¥ O, -aHTUTPUTICUHOBOII HEJOCTATOYHOCTH.

IloprBepxpaomum guarnos JJIKJI asnaerca
M3MepeHMe aKTUBHOCTI epMeHTa B JIEHKOLUTaX
nepudepndeckort Kposu, GrbpobdracTax KOXMU UIn
B KaIl/LIX KPOBM, COOPAaHHBIX, HAIpUMep, Ha QU/Ib-
TPOBa/IbHOI OyMare M MyTalLlMOHHBI aHA/IN3 FeHa
LIPA [14, 20]. ITpu BHOX anarHocTuyecKy 3SHAYNMbIM
cunrtaeTcsa cHKeHne akTuBHOoCcTH JIKJI mo 1-12%
oT HOpMBI [21]. V crapiueit cecTpbl akTuBHOCTD JIKJI
cocrapuna 0,02 EM/gac/IATHO, y MIaf1IeT0 60/TBHOTO
0,04 utM/4ac/nsaTHO (HOopMa 0,16-1,8).

CerofH:A JOCTUTHY THI HEKOTOPbIE YCIIEXU B IeY€HNI
JJIKJI, 6narofaps mosiBneHuo0 GepMeHT-3aMeCTH-
Te/IbHOII MPenapaToB, XOTA HeoOXOUMbI 60/Iee mpo-
TOJDKMTeNTbHbIE KTMHUYIeCKIe ncciefoBanys. Takum
obpasom, paunss guarnoctuka JJIKJT ocobenno Bax-
Ha, KOI/]a IPeINPUHATOE JIedeHe BO3MOXKHO 3aMETHO
YIYYIIUT IPOTHO3 IIPYU 3TOI OOTIe3HIL.

B HacTosmee BpeMsA crenupu4ecKoro JedeHn
JJIKJI ne paspaborano. CyliecTBYOI1e TOAXOMbI
HaIIpaB/ICHbI Ha TOAeP>KMBAIOII VIO TePAIINIO, YTOOBI
3aMeJI/TUTh U YMEHBIIUTD IIPOTPECCUPOBAHNE OCTOXK-
HeHuit 3a6oneBanus [2].

I'mnonunupeMnyeckas Tepanusa CTaTMHAMY CUMTA-
ercsi HeaddexTuBHOI y nanyentos ¢ JIJIKJI u He npu-
BOJUT K y/Ny4YUIEHUIO ITOPa>KeHNs TIeYeHU [2, 13, 22],
HO CTaTVHBI ABIAITCA HAVJTYIIIVM BapMaHTOM [/
cakenns yposHs JIITHIL, cHyokenus cuHTesa xome-
CTepMHa ¥ CHVMYKEHNA YaCTOTHI CePAeYHO-COCYAUCTBIX
ocnoxxHeHnit. HecMoTps Ha mporpeccupoBaHue nopa-
JKEHV A TIeYeHM, e€ PeKOMEeHIYIOT Ha3HAUUTh JI0 Hayasia
¢dbepMeHT-3aMeCTUTENbHOI Tepanuu (2), BO3MOXXHO
7 B IpoIjecce IeYeHn .

bonpiiye HafgeXAbl CBA3aHbI TOKa C pepMeHT-
3aMeCTUTENbHOI Tepalueil IpenapaToM cebeniu-
nasa anbda, kotopas ogobpena FDA B 2015 rozy,
B 2018 ropy sapeructpuposaHa B PO. E€ npumenenne
obecreunBaeT GUINONIOTUIECKIUI yPOBEHD PepMeHTa
U IpefOoTBpalljaeT HaKOIJIEHNe CTIOXHBIX 9(p1upoB
xonectepuHa u Tpurnniepunos. Cebennmnasa — ato
pexom6bunanTHast JIKJI emoBeka, KOTOpas IPOHUKAET
B pas/IM4HbIe KIeTKH (HampuMep, kneTku Kyndepa
VI TEIIaTOLIMTBI) Yepe3 pellelI TOpbl MaHHO30-6-pocdaTa
U TUAPONU3YeT 3QUPBI XOeCTepUHA M TPUTTUIIE PUJIBI
[22, 23]. OpgHaxo Ha CTaguy LUPPO3a IeYeHN, Ha CTa-
TUU €To IeKOMIEeHCAIIMY TPAaHCITAHTAIMA MTeYeHN
SIBJISIETCS TepalleBTUYeCKMM BapuaHToM (10, 23, 24].

99



SKCMepuMeHTabHasA 1 KIMHWYeCKas racTposHTeponorua | Bbinyck 168 | N¢8 2019

100

BoiBOoAbI

JJIKJI — nporpeccupyiolee 3aboeBaHue ne4eHn
U IPYTUX OPTaHOB, KOTOPOE MOXeT JIO/ITO OCTAaBaTh-
CA «CKPBITBIM», HO BEIET K TAXKE/IbIM IOPAXKeHUAM
HedyeHM, BKIYas Gubpos, UMppos U MeIeHOTHOI
HeJJOCTaTOYHOCTY B paHHeM BospacTe. BHIX cnenyer
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K crarpe

CeMeliHblit cny4ait geduunra Kucnoi nunassl (cTp. 95-100)

To article

Family case of lysosomal acid lipase deficiency (p. 95-100)

Pucynox 1.

Bonbuas 5 ner 3 mecsa.
Iuddysuas xuposas
nuctpodus medenn. Okpacka:
TeMOTOKCUINH-3031H (X100)

Picture 1.

Patient 5 years 3 months. Dif-
fuse fat degeneration of the liver
(hematoxylin&eosin, x 100)

Pucynox 2.

Bonbuas 5 ner 3 mecAna.
Hubdysnas cpenne-

U Me/IKOKaIleJIbHasA XXMUpoBas
BaKYO)IV(SaI.U/Iﬂ TenaTouMuTOB

u KynepoBckux KnerTox.
Oxpacka: PAS-peaxmus (x100)

Picture 2.

Patient 5 years 3 months. Diffuse
medium and small drop fat hepa-
tocyte vacuolization and Kupffer
cells. (PAS reaction, x 100)



Pucynox 3.

Bonpuas 5 ner 3 mecsua.
HOPTO-HOPTaHbH])Ie U IIOPTO-
LleHTpabHble cenThl (x100)

Picture 3.

Patient 5 years 3 months. Portal-
portal and portal-central septa
(hematoxylin&eosin, x 100)

Pucynok 4.
BonbHas 5 ner 3 mecsia. Jek-

TPOHHasA MUKpockonus, X5000.

Hakonnenue Tpurnniepuson
B IM30COMax reraToumToB: Ka-
71e06pasHbIil M TPEYTONMbHBI
MaTepuanB MeMﬁpaHOCBHBEH-
HBIX OpTraHesIax

Picture 4.

Patient 5 years 3 months.
Electron microscopy, x 5000.
Accumulation triglycerides in
lysosomes hepatocytes: drop-
shaped and triangular material
in membrane bound organelles

Pucynox 5.

BonbHas 5 ner 3 mecsia.
QHCKTPOHHaﬂ MUKPOCKOIINA,
X5000. PacijenieHHblit Xose-
CTEPUH B MeM6paHOCBﬂ3aH-
HBIX opraHemIax TEenaTOUMTOB

Picture 5.

Patient 5 years 3 months. Elec-
tron microscopy, x 5000. Split
cholesterol in membrane-bound
hepatocyte organelles



