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Pesome

Beedenue. edunint 1TM30COMHOM KUCIION JINTIA3bl — XPOHUYECKOE, TIPOTpeccupyolee 3a00IeBaHNe, B OCHOBE KOTOPOTO JIEXKUT
nedexT reHa LIPA, Konupyouero JU30COMHY 0 KUCIYIO JITa3y, IpUBOAsiiilee K HapylIeH 0 MeTaboau3Ma Tunuaos. OnHum
13 OPraHOB-MUILICHEN SBJIseTCS TIeueHb. 1151 JeyeHu st 00JIbHBIX ¢ 1eUIIUTOM JTU30COMHOM KUCTIOM Tnna3sl pa3padoraHa hepMeHT-
3aMeCTUTEJIbHAs TepaTus.

Ilens pabomor. OEHUTH TUHAMUKY KIMHUYECKUX U JTAGOPATOPHBIX CUMIITOMOB e (UITUTAa TM30COMHOI KUCIION JIMTAa3bl Y IeTei
Ha oHe pepMeHT-3aMeCTUTENbHOM Tepanuy NpenapaTom cedenunasa ajiboa.

Mamepuans: u memodsi. [1poBeneH peTPOCNEKTUBHBIN aHATU3 MEIULIMHCKON JOKYMEHTALIMU MSITU IeTel ¢ NepUuIuTOM JU30COM-
HOIi KMCJIO# Tumassbl (ABa MajlbuMKa U TPU AEBOYKHU), KOTOPBIE MOJIy4yaiu Tepanuio cedennmnasoii anbda cormacHo MUHCTPYKIIUU.
B nuHamuKe MpoBOAMIUCH OLIEHKA aHTPOTNIOMETPUUYECKU X TToKa3aTeseil (pocT, Bec, MHAeKC Macchl Tesa u ero SDS), bnoxumuyeckoe
rcceqoBaHe KPOBU € OILIEHKOM YPOBHS TpaHCaMUHA3 (aTaHMHAMUHOTpaHcdepasa u acrapraTaMuHoTpaHcdepasa), TUMuIorpaMMa
(oOuIUit X0JIeCTePUH, TUIIOMIPOTENHBI BBICOKOW M HU3KOU MJIOTHOCTH, TPUTJIULIEPUIbI), YIBTPAa3ByKOBOE UCCIEIOBAHIE OPTAHOB
OPIOIITHOM MOJOCTH, 2TACTOMETPU ST TIEUSHU.

Pesyromamer. Y Tpex (60%) neteit 10 Havasia Tepanuyu UMEJUCh TPU3HAKK HEJIOCTATOUHOCTY MUTAHUs U CHUXeHue SDS uHaekca
Macchl Tesia MeHee -1. Y nByx (40%) neteii yke uepes ron pepMeHT-3aMeCTUTETbHON Tepaliuy JaHHBIH MToKa3aTe b HOpMaInu30Bajcs,
y OIHOTO pebeHKa 3TO Mpou3oliLo yepe3 2 roaa. Jlo Hauyana pepMeHT-3aMeCTUTEIbHOM Tepaluu y BCcex AeTell perucTpupoBaioch
MOBBIIIIEHUE YPOBHS allaHMHaMUHOTpaHchepasbl: y Tpex aeteit (60%) — 10 ABYX HOPM U 110 OHOMY PeOEHKY — OT IBYX JI0 TPEX HOPM
1 6oJiee YeThIpex HOpM. AcriapTaTaMMHOTpaHchepa3a Oblia OBbIIIeHa y yeTBepbix neteil (80%) mo MeHee 4yeM ABYX HOPM, Y OJTHOTO
peGenka 6osiee Tpex HopM. Yepes roa ot Havyajia hepMEeHT-3aMeCTUTeIbHOM Tepanmuu y Beex aeteit (100%) oTMevyasioch CHUKEHME
YDPOBHsI TpPaHCaMMHAa3, Yepe3 3 roga HopMaJju3alius JaHHbIX IToKa3aTesieil 3aperucTpupoBata y yeTBepbix neteii (80%), y omHoro pedeH-
Ka TpaHCAMMHAa3bl COXPAHSIIUCH MOBBIIIEHHBIMU B TEUEHUE YEThIPEX JIeT HaOMI0AeH U1, XOTS U UMeu 60Jiee HU3KUe 3HAaUCHU ST, YeM
110 Hayasia pepMeHT-3aMeCcTUTeNbHOI Tepanuu. Yepes roa oT Havyasa Tepanuu y Bcex IeTeil OTMeYeHO COKpallleH1e pa3MepOB MeYeHU.
VY ogHoro peGeHka pa3Mepbl OpraHa HopMaJIi30BaJIiCh Yepe3 4 roga Teparnuu, y ueTBepbix geteii (80%) rermaromeraius CoOXpaHsiiach
BCe BpeM sl HaOJIIONEHM s, XOTs CTaJla 3HAYUTEIbHO MEHbIIIe, YeM 10 Havaia GepMeHT-3aMeCTUTEbHOU Tepanuu.

IMoka3sarens crenenu ¢pubdposa no mkaise METAVIR no Hauana hepMeHT-3aMeCTUTEIBHOM Tepanuu y aByx aetei (40%) cocraBui
F1, y onnoro pebenka — F2, eme y onHoro pe6enka — F3. Uepes 2 roma y Bcex neteii oH cHusuiics no FO. Mamekc creaTto3a y Tpex
nereit (60%) — S3, y nByx — S2. [IpM3HaKu cTeaTo3a y OJHOTO peOeHKa COXPAHSIIUCh B TeUEHUE 8§ JIeT Tepanuu Ha ypoBHe S3, elile
y OJIHOTO pebeHKa — B TeUeHUe YeThipeX JIeT Ha ypoBHe S2, y nByx aeteii (40%) uepes 2 rofa MHAEKC cTeato3a cHusuics ¢ S2 io Sl,
y onHoro — ¢ S3 1o SO. [Ipu3HaKoB NporpeccupoBaHu s MOpaxkKeHU s meyeHu Ha (poHe (pepMEeHT-3aMeCTUTEIbHON Tepanuu HU Y OJHOTO
pebGeHKa He oTMedeHo. Y Tpex neteit (60%) depe3 3 romga oT Havaia Tepaltuid HOpMaJIU30BaJIUCh pa3Mephl cele3eHKH. Bo3pacTanus
YPOBHSI IMITUIOB BHIIIIe NCXOMHBIX 3HAUCHU T Ha (poHe DepMEeHT-3aMeCTUTEIbHOM Tepaltuy He BBISIBJICHO, XOTSI YPOBHH OOIIEro
X0JIeCTepYHA U TUTIONPOTENHOB HU3KOM MIOTHOCTH Yallle MPEeBbIIIAJIN HOPMAaTUBHbBIE TOKA3aTeNM, a YPOBEHb TPUTIULIEPUIOB Yepe3
3 rona ¢pepMeHT-3aMeCTUTEIbHOM Tepanuu y Bcex AeTeil HopMaln30Baics. YPOBHU JIUIIOMPOTEMHOB BBICOKOM MJIOTHOCTU Y OJHOTO
pebeHKa coXpaHsIJIMCh HUXKE HOPMBI 1 uepe3 4 roga Teparnuu.
3akarouenue. CpaBHUTENbHBII aHAIU3 KIMHUYECKUX, Ta00PaTOPHBIX U MHCTPYMEHTAJIbHBIX ITOKa3aTeNel T AeTel ¢ aedunm-
TOM JTU30COMHOI KMCJION JIMMA3bl, MOJTyYaomuX (pepMEeHT-3aMECTUTEIbHYIO TepaIuio cedennmna3oii ajibda B TeUeHUE TPeX JeT
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(mBa peGeHKa), yeThIpex JieT (1Ba peGeHKa) M BOCbMU JIeT (0AMH peGeHOK), IT03BOJISIET CAEIAaTh BHIBOM O ITOJIOXUTEIbHON JTUHAMUKE
Ha (oHe Tepalluy y BCEX MMALIMEHTOB, YTO IIPOSIBIISIETCS HOpMaIU3aleil MacCO-POCTOBBIX IIOKA3aTe e, COKpalleHEM Pa3MepPOB IIEYEHI
M CeJIE3€HKHU, CHUXEHMEM MapKePOB LIUTOJIM3a, YAyYIIeHUEM UM CTAOMIN3aLell CTPYKTYPHBIX U3MEHEH U1 TApEHX MBI ITIE€YEHH.
OTMmedaeTcss OTCYTCTBHE ITPOTPECCUPOBAHMS TUCTUITUICMHU U, XOTS YPOBEHB OOILEro X0JIeCTepUHA W JTUTIONTPOTEUHOB HU3KOM TIJIOT-
HOCTH ITPH OOJIBIIMHCTBE U3MEPEHU I OCTAETCS TMTOBBIIIEHHBIM, HO HUXE ITepBOHAYaIbHBIX 3HAYCHHU I, UTO OOBSICHSIETCS CIOXKHBIM
MEXaHHU3MOM PEryJISIUU JIUITHUIHOIO OOMeHa.

KuoueBble cjioBa: 1eUIIMT IM30COMHOM KUCIION JTUITa3bl, 00Je3Hb HAKOILIEHUST 9(DUPOB XOJIeCTepUHA, TU30COMHBIE 60JIe3HU HaKOII-
JIEeHUsI, IeTH, JIM30COMHAas KUcJas iunasa, hepMeHTO3aMeCTUTeIbHAasI Tepalus, cebenmnasa aibda
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Abstract

Background. Lysosomal acid lipase deficiency (LALD) is a chronic, progressive disease based on a defect in the L/PA gene encoding
lysosomal acid lipase, leading to impaired lipid metabolism. Currently, enzyme replacement therapy (ERT) has been developed.
Objective. To evaluate the dynamics of clinical and laboratory symptoms of LALD in children on the background of ERT with sebelipase alpha.
Materials and methods. A retrospective analysis of the medical records of 5 children with LALD (boys — 2, girls — 3) who received sebelipase
alpha therapy according to the instructions was carried out. The dynamics of anthropometric parameters were assessed (height, weight,
body mass index (BMI), SDS BMI, biochemical blood test with assessment of transaminase levels (ALT, AST), lipidogram, ultrasound
examination of abdominal organs, liver elastometry.

Results. 3 (60%) children had signs of malnutrition and a decrease in SDS BMI of less than -1 before starting therapy. In 2 (40%) children, after
1 year of ERT, this indicator returned to normal, in 1 child after 2 years. Before the start of ERT, all children had an increase in ALT levels: in 3
(60%) children — up to 2 norms, and in 1 child — from 2 to 3 norms and more than 4 norms, AST: in 4 (80%) children — less than 2 norms, in 1
child — more than 3 norms. After 1 year from the start of ERT, all children (100%) showed a decrease in the level of transaminases, after 3 years
normalization of these indicators was registered in 4 (80%) children, in 1 child transaminases remained elevated during 4 years of follow-up,
although they had lower values than before the start of ERT. After 1 year from the start of therapy, all children showed a reduction in liver size.
In 1 child, organ size returned to normal after 4 years of therapy, and in 4 (80%) children, hepatomegaly persisted throughout the follow-up,
although it became significantly less than before the start of ERT. The METAVIR fibrosis score before the start of FGT in 2 (40%) children
was F1, in I child — F2, and in 1 child — F3. After 2 years, it decreased to F0 in all children. The steatosis index in 3 (60%) children is S3, and
in 2 children it is S2. Signs of steatosis in 1 child persisted for 8 years of therapy at S3 level, in 1 child for 4 years at S2 level, in 2 (40%) children
after 2 years the index of steatosis decreased from S2 to S1, in 1 child — from S3 to SO. There were no signs of liver damage progression on the
background of ERT in any child. The size of the spleen was normal in 3 (60%) children 3 years after the start of therapy. No increase in lipid
levels above baseline values was detected in any child on the background of ERT: total cholesterol and LDL exceeded the standard values more
often, while the level of TG normalized after 3 years of PHT in all children. HDL in 1 child remained below normal even after 4 years of therapy.
Conclusion. A comparative analysis of the clinical, laboratory and instrumental parameters of 5 children with LALD who received sebeli-
pase alpha for 3 years (2 children), 4 years (2 children) and 8 years (1 child) allows us to conclude that there are positive dynamics against
the background of therapy in all patients. This is manifested by normalization of body weight-growth indicators, reduction in the size of
the liver and spleen, decrease in cytolysis markers, improvement or stabilization of structural changes in the liver parenchyma. There is
no progression of dyslipidemia, although the levels of cholesterol and LDL remain elevated in most measurements, but below the initial
values, which is explained by a complex mechanism of regulation of lipid metabolism.

Keywords: lysosomal acid lipase deficiency, cholesterol ester accumulation disease, lysosomal accumulation diseases, children, lysosomal
acid lipase, enzyme replacement therapy, sebelipase alpha
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e(ULIUT TU30COMHOI KUCIOM
smmna3ssl, JJJIKJI (kom MKB-10 —
E75.5. Apyrue HapyleHus
HAKOTUICHU S IMTTUIOB), — 9TO
XpOHHUYECKOoe, Mporpeccupytouiee 3a60-
JIeBaHWE U3 TPYIIITBI IM30COMHBIX 00183~
Hell HaKOIJIeHWsI, B OCHOBE KOTOPOTO
nexut aedekt reHa LIPA, Kogupyioiiero
JIM30COMHYI0 Kucayio gunasy (JIKJI),
B pe3yJibTaTe KOTOPOro HapylllaeTcsl MeTa-
00JIM3M JIUTTUAOB U MPOUCXOAUT HAKOTI-
JICHUE CJIOXHBIX 93(pUPOB XOJIeCTepUHA
u TpurauuepunoB (TT) B pasauaHBIX
opraHax v TKaHsIXx. OMHUM U3 OCHOBHBIX
OpraHOB-MUIIIEHeH TP TaHHOM 3a0071eBa-
HWU SIBJISIETCS TieueHb. TUT HacenoBaHU s
3a00JIeBaHUSI — Ay TOCOMHO-PEIECCUBHBI,
a pacrpoCTPaHEHHOCTh COTJIACHO MUPO-
BbIM JaHHBIM cocTaBisieT oT 1:40 000
110 1:300 000, mpu 3TOM OKMIaeMasi yacToTa
BcTpeyaeMocTu B Poccuu — okoso ogHoOro
cinyyast Ha 100 Teicsiu HaceneHust [1].
3aboneBaHUe NPeACTaBJICHO IBYMs
KJIUHUYECKUMU HEeHOTUIIaMU: OOJIE3Hb
BosabmaHa u 60J1e3Hb HaKOIJIEHU ST 9(DUPOB
xonectepuHa (BHDX). Cumntombl 601e3-
HU BonbmaHa (MHpaHTUIBHAS hopMa
JJKJI) mposBASIIOTCS yXe B TIepPBbBIE
2-3 Mecs11a XXU3HU. Benymummu KJInHU-
YeCKUMMU MTPU3HAKAMMY SIBIISTIOTCST PAHHSISI
3anmepxkka Gu3nIecKoro pa3BUTHSI, CUH-
JIIpOM MaJibabcopOLMHU, 1uapes, epcucTu-
pyloliasi pBoTa, TsiKeJIoe opakeHue rede-
HU BIJIOTH 10 Pa3BUTHU S TEPMUHAJIbHOU
CTaJAu¥ NMEYEHOYHO! HEJOCTaTOUHOCTH,
KanapuuduUKalUs U yBeIUYeHUe HaTO-
YEUHUKOB. XapaKTepHO TSIKeJI0e, ObICTPO-
Tporpeccupyollee TedeHue 3a001eBaHusl,
MIPUBOZSIIEE K IETATbHOMY UCXOAY OOBIU-
HO Y>X€ Ha TIepBOM T'OIY KM3HH [2].
BHB®X nmeet 60jee 6IarornpusiTHOE
TedeHUe, XapaKTepusyeTcs 6oJiee Me-
JICHHBIM TIPOTPECCUPOBAHUEM U MaHU-
decTupyeT B 60J1€€ cTaplieM Bo3pacTte
|3, 4]. HauboJiee yacTbIMU CUMIITOMaMU
Mpyu JaHHOU hopme 3a001eBaHUS SIBIISI-
oTcd: rernatocryieHomeranus (FCM),
nuddy3HbIie UBMEHEHU ST MapeHXUM bl
MEeYEHU U CeJIe3eHKU, CUHIPOM LIUTOIU-
3a C MOBBIIIIEHUEM B KPOBU KOHLIEHTpA-
1IMU aJlaHuHaMuHOTpaHchepasbl (AJIT)
u acmaptataMuHoTpaHcdepassl (ACT),

M3MEHEHNE JTUTTUI0TPAMMBI — TTOBBIILICHHE
B CBIBOPOTKE KPOBM YPOBHSI OOIIETO XOJIe-
creprHa (OX), TUTIONPOTEUAOB HU3KOM
miotHocTu (JITTHIT), pexe TI, cHuxeHue
YPOBHSI JIUTIOTIPOTEN TOB BHICOKOM TIJIOT-
Hoctu (JITIBIT). B panHHeM neTckoM Bo3pa-
CTe YaCTBIMU CUMIITOMaMU 3a00JIeBaHU I
nomumo I'CM Tak:ke sIBJASIIOTCSI Hapylle-
HUS QYHKIMU KeJTYT0UYHO-KUIIEYHOTO
tpakTa — 2KKT (nuapesi, MeTeopusm, 60iu
B XKMBOTE), 3aJep>kKKa TEMITOB (PM3UUYECKO-
ro pasBuTu4 [35, 6]. YXe B MOJIOIOM BO3-
pacTe aTeporeHHast IUCIAUTIUIEMUST MOXET
MPUBOIUTH K Pa3BUTHUIO aTEPOCKIIEPO3a
1 PAaHHUM COCYAMCTBIM OCJIOKHCHU SIM
(umeMuyeckas 00Jie3Hb cepalia, MHGapKT
MUOKapa, WHCYJBT U TIP.), TAKKE BO3ZMOXK-
HO pa3BUTHE (prOpo3a U LIUPpPO3a MEeUeHU,
IPOTPECCUPYIOIIeii TIEYeHOTHOM HemocTa-
TOYHOCTH, YTO MOXET SIBJISIThCS TTPUYMHOI
MpeXaeBPEMEHHON CMEPTH.

Ha ceronHsmHU AeHb CyIIECTBYET
COBPEMEHHBI U BHICOKOMH(pOPMATUB-
HBIU TECT, NO3BOJISIIOIIUI MTOATBEPAUTD
nnu uckiouuts JJIKJI, — onpeneneHue
aktuBHOCTU JIKJI B cyXux nmsiTHaxX KpoBH,
WU SH3UMoAUarHocTuka. [1pu cHuke-
HUY aKTUBHOCTU (DepMEHTa ITPOBOIUTCS
TIOTIOJTHUTEJIBHOE MOJIEKYJISIPHO-TEHETH -
YecKoe UccieqoBaHue (BbISIBJICHUE MyTa-
uuii B reHe LIPA).

Jleuenue JJJIKJI BkIIouaeT Ha3HaueH e
ITaTOreHeTHUYECKOM TepaIriu: IPOBOINUTCS
MOXU3HEHHas (pepMeHT-3aMeCTUTeIbHas
tepanus (P3T) npenapatom cedenumna-
30it anbda (Kanyma®) — pekombunanT-
Hoit JIKJI. TTpu mocTynjaeHnu B KPOBOTOK
cebennmasa aabda moriaomaeTcs KJieTkaMu
OopraHM3Ma U TPAHCIIOPTUPYETCS B IM30CO-
MBI Yepe3 MaHHO30-6-(ochaTHbIE peLer-
TOPBI, B pE3yJIbTAaTe YeTO YBEIUUNBACTCS
SH3MMAaTUUYeCKass aKTUBHOCTh — 3HAY M-
TEJTbHO MOBBITIAETCS TUAPOJIN3 HAKOTIJIEH-
HBIX CJIOKHBIX JIUTIAIOB U CHUXKAETCS UX
nanpHeimee HakorieHue. [Tpu BHOX npe-
napaT BBOAUTCS BHYTPUBEHHO KarleJbHO
B IO3UPOBKe 1 MI/KT (110 TOKa3aHUSIM 1032
MOXET yBEJIUYUBATHCS A0 3 MI/KT) ONUH
pas3 B nBe Hepenu. [Tpu 6one3nu BonbmaHna
HavaJibHasl 103a COCTaBJSET 1 Uau 3 MI/KT
1 pa3 B HeIEeJIIO B 3aBUCUMOCTH OT KJIM-
HUYECKOTO COCTOSIHUSA MJaaeHIIa.

YBenuueHue 1036l 10 5 MT/KT MOXKET pac-
CMAaTPUBATLCS B CIIydae HEOCTATOUHOTO
KJIMHUYecKoro oteeTa [7-10].

B nurteparype mpenctaBieHb HEMHOTO-
YUCJIEHHBIE TaHHbIe 0030POB KIIMHUYECKUX
cayyvaes [11-13], U3 HUX eAMHUYHBIE C OLIEH-
koii acddextuBHOoCcT D3T [14-18]. B cBSI3M
C 3TUM MPENCTABISIET UHTEPEC aHATU3 KJIU-
Huueckoro TeueHus JAJIKJI y nereit, Haxo-
JSILIMXCS IO HabmoaeHeM B MocKoBCKoOi
obacti ¥ osnyvaromux O3T.

Llenblo naHHOTO UCCIEI0OBaHUS OBLIO
OLIEHUTHh IUHAMUKY KITUHUYECKUX U JIa-
ooparopHbix cumniToMoB JIKJI y nerei,
HaXOISIIITUXCS IO HabmoneHeM B Moc-
KOBCKOI1 001acTu, Ha (poHe (hepMeHT-3aMe-
CTUTEJIbHOU Teparnuu npenapaTtom cedenu-
nasa anpda (Kanyma®).

MATEPUAABI U METOADI
UCCAEAOBAHUA

[TpoBeneH peTpoCneKTUBHbBII aHATU3
MEIMILIMHCKOM JOKYMEHTALUU MATU AeTeN
¢ AJIKJI, 3apeructpupoBaHHbIX B MO:
IIBYX MaJIbUMKOB M Tpex neBouyek. Cpean
nalueHTOB OblJIO ABa OpaTta-0u3Hena
1 IBE€ POJHBIE CECTPHI. Y BCEX MAIIMEHTOB
YCTAHOBJIEH U TEHETUYECKHU TTOITBEPK-
neH nuarHo3 «E75.5. J[Ipyrue HapyleHust
HakoruieHus nununos: JJIKJI. Bone3ns
HaKoTIeHUsI 2(DUpPOB xosecTeprHa». Jletn
MoJIyJajiy Tepamnuio cebenumasoii anrbda
(Kanyma®) coriacHo MHCTPYKIMM BHY-
TPUBEHHO KareJbHO KaXble 1Be HENEIU
B JIO3UPOBKE | MI/KT Macchl Tena.

B teuenue tpex et Ha P3T Haxogm-
J1I0ch ABa pebeHka (40%), yeTbIpex JeT —
nBa pe6eHka (40%), BocbMHU JIeT — ONUH
pe6eHok (20%). B nuHamMuke poBO-
IUJIach OLIEHKA aHTPOIIOMETPUYECKUX
rmokasareJieil — pocT, BeC, MHAEKC MacChl
tena (MMT, Kr/M2) 1 cTaHIAPTHOE CHT-
MaJibHOe oTKJIoHeHue (Standart deviation
score — SDS) B nporpammax BcemupHoit
opraHu3alMu 3apaBooxpaHeHust Anthro
u AnthroPlus.

[TpoBoaMIOCH OMOXUMUYECKOE UCCIE-
JIOBaHUE KPOBU C OLIEHKOM YPOBHSI TpaHC-
amuHas (AJIT, ACT), nununorpamma (OX,
JITIBIT, JITTHII, TT), 3a HOpMaTuBHBIE
1oKa3aTeJv MPUHUMAINUCh peepeHCHbBIe
3HAYCHUS TabOpPaTOPUU.

Tabavua 1. XapakTepucTuka HabaopaeMbix AeTeil Ha Hauano O3T [Tabauua coctaBAeHa aBTopamu] / Characteristics of the observed
children at the beginning of enzyme replacement therapy [table compiled by the authors]

MapameTp MauuneHT 1 MauuneHT 2 MauuneHT 3 MauuenT 4 Nauuent 5
Mon XeH. Myx. Myx. XXeH. XKeH.
BoapacrT (neT) 9 11 11 1 roa 8 mec 4
Pocr (cm) 11325 131 130 80 117
Bec (kr) 28 25 26 10 19
UMT (kr/Mm2) 15,9 14,6 15,4 15,6 13,9
28 JIEYALLIM BPAY, TOM 29, Ne 4, 2026, https://journal.lvrach.ru/



HNHcTpyMeHTaNIbHOE OOCIIeIOBaHNE
BKJTIOUAJIO YJIBTPa3ByKOBOE CCIICAOBAHME
opraHoB oOpromrHoi moysoctu (Y3U OBII),
(dubposnacrTomeTpuio (CTeaToOMETPUIO)
neyeHu ((puOpocKaH), OLEHUBAJIUCH CTAIUST
¢duodpo3za (F) no mkane METAVIR u cre-
meHb cTearosa (S) mo mkase Brunt/Kleiner.

CTaTucTUYeCKU A aHAIN3 IPOBOIUIICS
¢ nomolbio nporpamm Microsoft Office
Excel 2021 u SPSS 23.0 (SPSS Inc., USA).
KonunuecTBeHHBIE JaHHbBIE UMEIU pac-
npeaeseHue, OTJIMYHOE OT HOPMaJIbHOTO,
W TIPEACTaBJCHBI B BUIE MEIUAHBI, 25-TO
un 75-ro npoueHTuieit (Me [Q25; Q75]).
KauecTBeHHBIC TOKa3aTeJIN OMTUCAHBI
B BUJIe aOCOTIOTHBIX 1 OTHOCUTEIBHBIX
(%) BenuuuH. 11 cpaBHEHUsI CBsI3aH-
HBIX BBIOOPOK MCTOJH30BAJICS METOI
Busikokcona. CTaTucTiuecKy 3HAYUMBbI-
MU cuuTaiuch pesyabrarsl npu p < 0,05.

PE3YABTATbI U UX OBCY)XAEHUE

AHaJlu3 aHaMHEeCTUYECKUX JaHHBIX
nokasall, UTO y BcexX AeTeli 3abojieBaHUe
MaHUDECTUPOBAJIO B MJIAJIIIIEM TOIIKOb-
HOM Bo3pacte (10 5 JIeT), Tpu 3TOM Meara-
Ha BO3pacTa IT0CTAaHOBKM JUarHO3a COCTa-
Buia 9 ser [4,0; 10,0] (ta6u. 1).

OnHuM 13 paHHUX cumntTomoB IJIKJI
OBIJIO TIOBBINIIEHNE YPOBHSI TpaHCAMUHA3
(AJIT u ACT) B cbIBOPOTKE KPOBU. ¥Y Tpex
u3 1sITv neteit (60%) cMHAPOM LIMTOIU3a
COYeTaJICs C IUCTIETICUYeCKMMMU ITPOSTBJICH M-
SIMU B BUJIE TIEPUOAMYECKOI OOIU B XKUBOTE,
MeTeopHr3Ma, HeyCTOMUMBOIO CTYJIa, B CBSI3U
C YeM OHU IJIMTEeIbHOE BpeMsl HabTronaauch
MeauaTpoM ¢ IMarHo3oM (QyHKIIMOHAIb-
ubix HapyiuneHuit 2KKT. Y nByx nereit (40%)
nobiieHre ypoBHsI AJIT u ACT BrisiBIIe-
HO TIpU 00CJIeI0BAaHUH 110 TTOBOLY OCTPOTO
pecrupaTopHOro 3a00JIeBaHMSI.

Y Bcex geTeil Ha MOMEHT ITOCTaHOBKU
IMaTHO3a BBISIBJISIJIACH TeaTOCIIJIEHOME -
rajus, nuddy3Hble U3MEHEHU ST TapeHX -
MBI TTIeYeHH, CUHIPOM LIUTOIN3a, TUTIeP-
XOJIECTEPUHEMMU 1, TIOBBILLIEHHUE YPOBHS
JITTHII. CpenHsst mpoaoJKUTEIbHOCTh
NMarHOCTUYECKON ofuccen cocTaBuia
4 rona [1,7;9,5]. MuHuManbHBII BO3pacT
Havaiga ®3T — | rox 8 Mec, MaKCUMaJIb-
HBbIA — 11 J1eT.

Y tpex u3 nsatu (60%) HabIOIABIIMXCS
IeTelt 1o Havaja Tepalmuy UMEINUCh ITPU-
3HaKW HEJOCTATOYHOCTH ITUTAHMSI, O UeM
CBUAETENbCTBOBAIO cHUXeHe SDS UMT
meHee -1. YV nByx (40%) nereii yxe dyepes
ron ot Havasta @3T maHHBIN TTOKa3aTeNb
CTaJl COOTBETCTBOBATh HOPMATUBHBIM
3”HayeHusiM (SDS UMT ot -1,0 no +1,0),
y OIHOT0 pebeHKa (¢ HanboJiee BbIpakeH-
HBIM HapylIeHUEM TpOo(dOJIOruIeCcKOro
cTaryca) HopMaJn3alus MacCco-poOCTO-
BBIX TIOKa3aTeieil IOCTUTHYTa Yepe3 2 rofa
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Puc. 1. AMHaMmuka usmeHeHus nokasartens SDS UMT [npepocTaBAeHO aBTOpamu] /
Dynamics of changes in the SDS BMI index [provided by the authors]
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Puc. 2. AMHaMUKa U3ameHeHuUs KoHueHTpauuu ANT (Ea/A) [npepocTaBA€HO
aBTopamu] / Dynamics of changes in the concentration of alanine
aminotransferase (U/l) [provided by the authors]
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Puc. 3. AMHaMuka uameHeHuA KoHueHTpauuu ACT (Ea/A) [npepocTaBAeHO
aBtopamu] / Dynamics of changes in the concentration of aspartate
aminotransferase (U/1) [provided by the authors]
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TabAvua 2. AMHaMUKa noka3aTeAel MHCTPYMEeHTaAbHbIX MCCAeAOBaHUI Ha ¢oHe O3T [tabauua cocTaBAeHa aBTOpamMu] /
Dynamics of instrumental research indicators on the background of enzyme replacement therapy [table compiled by the

authors]

MapameTp | Mauunent 1 MauunenT 2 | Maunent 3 | MauuneHT 4 | MauuneHt 5
Pa3mepsbl nevenun (no Y3W): npaBas /AeBas AOASA (MM)
Ao O3T 144/80 156/74 138/72 82/50 103/82
Yepes 1 roa 136/116 145/73 133/72 93/57 113/82
Yepes 2 ropa 128/87 135/65 130/65 96/55 120/69
Yepes 3 ropa 126/90 132/62 128/81 94/55 123/70
Yepes 4 ropa 123/83 130/78 128/60 90/54 122/77
Yepes 6 net 122/80
Yepes 8 net 126/69
Craausa ¢nbposa (F) u cteneHb cTeatosa (S) (GMOpoanacToMeTpUs NeYEHM)
Ao O3T F2S3 F1S2 F1S2 FO S3 F3S3
Yepes 1 rop F2 S3 F1S2 F1S2 FO S1 FO S2
Yepes 2 ropa F1S3 FO S1 FO S1 FO SO FO S2
Yepes 3 ropa FO S3 FO S1 FO S1 FO SO FO S2
Yepes 4 ropa FO S3 FO SO FO S2
Yepes 6 neT FO S3
Yepes 8 net FO S3
Pa3mepbl ceneseHkn no pesyastatam Y3U, Mm
Ao 3T 102/50 142/50 142/53 66/30 95/45
Yepes 1 rop 101/48 140/62 136/60 79/35 94/58
Yepes 2 ropa 103/44 138/73 129/66 76/44 93/50
Yepes 3 ropa He yBeanyeHa YBeAnueHa YBeAnuyeHa He yBeanueHa He yBeanyeHa
Yepes 4 ropa He yBeanueHa He yBeanueHa He yBeanyeHa
Yepes 6 net He yBeanueHa
Yepes 8 net He yBeanueHa

OT HayaJia Tepanuu. Y ocTajJbHbIX AeTel
NaHHBIN MOKa3aTeIb HAXOIUJICS B IIpeae-
JIaXx HOpMaTUBHBIX 3HAYEHU ! B TEUEHUE
Bcero nepuoaa HabmoaeHus (puc. 1).

Ho ®3T y Bcex meTeit perucTpupoBa-
Jjoch noBbliieHUe ypoBHS AJIT: y Tpex
(60%) (mauueHTsl 2, 3 1 4) 10 IBYX HOPM,
y OOHOTO (mamueHT 1) oT ABYX A0 Tpex
HOPM U ellle y OHOTO (MalueHT 5) — 6oJjiee
4-x HopM. Tak xe Oblia noseieHa ACT:
y yeThipex (80%) neTeit — MeHee ABYX
HODPM, Y OTHOTO pebeHKa (mauueHT 5) —
0oJiee Tpex HOpM. YKe yepes roj oT Haya-
na ®3T y Becex aeteit (100%) ormevanoch
CHUXeHUe YpOBHS TpaHcamuHa3s. [Ipu
9TOM 4epe3 3 rojga HopMaJu3anus JaH-
HBIX TIOKAa3aTeJeil yCTaHOBJIEHA Y YeThIPex
(80%) nereit, Torma Kak y OHOTO peGeHKa
(mauueHT 5) ypoBHu AJIT u ACT coxpa-
HSUJIUCH TIOBBIIIEHHBIMU B TeUeHUE 4-X
JIET HAOJIOAEeHM I, XOTS U UMeJiu GoJiee
HU3KKE 3HaUYeHU s, yeM no Havyaysa O3T
(puc. 2 u 3).

Jlo Havana Tepanuu Bee AT MO JTaHHBIM
V33U umenu npusHaku 'CM u nuddy3Hbie
M3MEHEHU S TapeHXUMBbI TIeYeHU IO TUTTY
creato3a. CpaBHUTEJbHBII aHATN3 JaH-
HBIX IToKa3aresieil B AnHaMuKe Ha hoHe

30

®D3T y Bcex neTeit moKasa OTYETINBYIO
MOJIOXUTEIbHYIO IMHAMUKY. YK€ uepes
TOZl OT HavaJa Teparnuu y HUX 3aperucTpu-
pOBaHO COKpallleHre Pa3MepOB MEeUYeHU.
Y ogHoro pebeHKa (manueHT 1) pa3Mepsl

opraHa HOpMaJiM30BaJuCh yepe3 4 roaa
Tepamnuu, y OCTaJbHbBIX I'ellaTOMeraans
COXpaHsIach B TE€YCHUE BCETO MEPUOIA
HAOJIIOOEeHM s, XOTS CTajla 3HAYUTEIbHO
MeHblie, yem 10 Havyaja M3T. VY Bcex nereit

O R, N WU O~

0o Havana uepealr
®3T

yepesz 2 r

yepe33r

e A UNEHT 1 s N3 UNEHT 2 s N3 UM EHT 3

NAUMEHT § s aUWeHT 5

yepesdr udepezb6n udepes8n

[provided by the authors]

Puc. 4. AMHaMUKa U3aMeHeHUA KOHUeHTpauuu 0OX (MMOAb/A) [NpeAOCTaBAEHO
aBTopamu]/ Dynamics of changes in total cholesterol concentration (mmol/L)
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Puc. 5. AMHaMuka usmeHeHus KoHueHTpauuu AMBI (MmoAb/A) [npepocTaBA€HO
aBtopamu] / Dynamics of changes in the concentration of high-density
lipoproteins (mmol/L) [provided by the authors]
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Puc. 6. AMHaMuka uameHeHus KoHueHTpauuu AMHIM (MmoAb/A) [npepocTaBA€HO
aBTtopamu] / Dynamics of changes in the concentration of low-density
lipoproteins (mmol/L) [provided by the authors]

peTHCTpUpPOBaIaCh MEJIKOOYATroBas Tud-
(dy3Hasg HEOOHOPOIHOCTh MAPEHXUMBI,
ocyiabnenue ¥Y3-curxana Ha 1/3 wiu 1/4.

ITo nanHBIM (pUOpOIIIACTOMETPUM
y 1ByX (40%) neteit (mauueHTs 2 U 3)
cranus puodposa no mkajie METAVIR
cocraBuia F1, y oqHoro pebeHka (mauu-
eHt 1) — F2, ewie y onHoro (rmamueHTt 5) — F3.
Nupnexc creatosa y Tpex (60%) nereii
(mauueHTs 1, 4 1 5) — S3, y n1Byx (40%)
(mameHTsl 2 1 3) — S2. ¥V Bcex aeTeit yxe

yepe3 2 roga Tepanuu MHIEeKC Gpubdbposa
cHusuics no ypoas FO. [Tpu aTom cte-
MeHb CTeaTo3a y ONHOro pebeHka (namu-
eHT 1) coxpaHsiyiach B TeUeHUe 8 JIeT Tepanuu
Ha ypoBHe S3 U elle y OTHOro (MalueHT 5) —
B TeUCHME YeThIPEX JIeT Tepariuu Ha ypo-
BHe S2. ¥V nByx (40%) neteit (manu-
eHTHhl 2 U 3) UHAEKC cTeaTo3a yepe3s
2 ropa Tepanuu cHusuicsa ¢ S2 go Sl,
ay onHoro pebeHka (rmaumueHT 4) — ¢ S3
1o SO (ta6a. 2).
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ITpu3HakoB mporpeccupoBaHus CTPYK-
TYPHBIX U3MEHEHU I TTIeYeHU Ha (poHe
®3T HU y omHOTO peOeHKAa He OTMEUEHO.
Cee3eHKa COKPATUIIACh IO HOPMAJIbHBIX
pa3MepoB uepe3 3 rofa OT HavyajIa Teparum
y Tpex (60%) nereit (mauuenTsr 1, 4 u 5).

TIpoananm3upoBaHBI MOKA3aTETN JIUITU-
JorpaMMbl Ha (hoHe Tepanuu cedeannason
anb(a. [lo Hayasa JeyeHUs y Bcex AeTei
koHueHTpauus OX u JITTHIT npesbiina-
Jla HOpMaTHUBHbIE 3HaUYeHus1. YpoBeHb TT
ObLI MOBBILIEH Y ABYX (40%) meteit (mamu-
eHTol 2 1 3), a JITIBIT Ob11 CHUKEH TOJBKO
y OmHOTO pebeHKa (MalueHT 4).

CpaBHUTEIbHBIIM aHAJIN3 YPOBHS JTUTTHU-
JIOB CBIBOPOTKM KPOBHU IMOKa3aJ TCHICH-
LIWI0 K CHUKEHU IO NCXOMHBIX TIOKa3aTesei
OX, JITTHII, TT n noBeimenwnio JITIBIT
Ha done ®3T. Hu y onHoTrO pebeHKa
YBEJWYECHUS] YPOBHS JIUTTUIOB BHIIIE
MCXOIHBIX 3HAUEHU I HE 3apEeTrUCTPUPO-
BaHo: nokazateau OX u JITTHII 3a Bech
nepuoJ HaOMIoJeHU s ObIIU U3MEHY M-
BBI U Yalle MpeBbIIIagu HOpMaTUBHbIC
3HaAYeHM s, TOTAa Kak ypoBeHb T uepes
3roma @3T y Bcex AeTeit HOpMaIU30Ba-
cs. Konuenrtpauus JITIBIT y nanuenTa 4
COXpaHseTCsd Ha HU3KUX 3HAUCHU IX
u dyepe3 4 roma Tepanuu (puc. 4-7).

B nenom Ha dpone nmpoBogumoit 3T
yke yepe3 3 roja oTMevaaoch CTaTUCTH -
YeCKU 3HAYMMOEe CHUKEHWE KOHIIEHT Al
AJIT,ACTuTT (p <0,05) BKpoBH, a TaKKe
TEHACHLMS K CHUXXEeHHUIo rmoKazareeit OX
un JITTHII, onHako cTaTUCTUYECKU 3HAY M-
MBIX Pa3IUYMii MKy TaHHBIMM IMOKa3a-
TeJISIMU YCTAaHOBJIEHO He ObLIIO (Tab1. 3).

Bce netu nepenocst ®3T ynosieTBo-
PUTEIBHO, 3a BECh IMEPUOI HAOTIOICHU ST
HeXeJIaTeIbHBIX IBJICHU I, 00YCTIOBJICH-
HBIX BBEJICHUEM ITperapaTa, yCTaHOBJICHO
He ObLI0.

CrnenyeT OTMETUTBD, YTO MOJIyYeHHbIS
HaMU JaHHbBIE COTJIACYIOTCS C pe3yJbTaTaMu
HaOJTI0ATeTbHOTO MCCIIENOBAHMS 3apyOesk-
HBIX aBTOPOB, KOTOPbIE TAKXKE YKa3bIBAIOT
Ha 10, 4yTo ®3T Hanbosee 3HAYMMO BIIUSI-
€T Ha CHUKEHUe TToKa3aTesieil CMHIpoMa
LIMUTOJIM3a U TTPY 3TOM He BCeraa yaaeT-
Csl IOCTUYb 3HAYUMOTO CHUXeHus1 OX u
JIITHII. Croiikas nucaunuaemMust Ha (poHe
®3T siBnseTCsS KIMHUYECKH 3HAYMMOM TTPO-
0JIEMOIA, UTO, BEpOSTHO, CBSI3aHO CO CJIOXK-
HBIMU METaOOIMYECKUMU ITyTSIMU CUHTE3a
Y TpaHCIOpTa JIMMUI0B B opranusme [15].

ITo nanubIM 130-HegeabHOTO HAOI0-
nenus 3a nauuentamu ¢ JJIKJI, monyya-
forrumu D3T, yeit cpeaHMiA BO3pacT ObLIT
13 (4,7-59) net, noka3zareau AJIT u ACT
HopMaJin3oBaiuck y 47% u 66% cooTBeT-
ctBeHHOo, JITTHII cHu3uicsa B cpeaHeM
Ha 25% (39%, 6,5%), a JITI BI1 noBbicuIICs
Ha 27% (19%, 44%) [16].
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Puc. 7. AMHaMUKa U3MEeHeHUA NoKa3aTensl KOHUeHTpauuu T (MmoAb/A)
[npeaocTaBaeHo aBTOpamu] / Dynamics of changes in triglyceride concentration

S5-neTHee HaOMIOAEHME 3a 7 B3POCIbIMU
nmaunueHTaMu, nonydaromumu O3T cede-
JIMIIa30i anbda, TakxKe moKasajo 3pdek-
TUBHOCTb U XOPOIIYIO TEPEHOCUMOCTH
Tepanuu: MmeauaHHble ypoBHU AJIT u ACT
CHU3UJINCH K KOHILy uccienoBanus ¢ 81,5
1o 54,0 en/nu ¢ 50,0 mo 34,0 En/m coot-
BercTBeHHO, JITTHIT — co 113 mo 78 mr/m,
a OX —co 171 no 132 mr/nn. BonbIIMHCTBO
HeXeJaTeJbHbIX SIBJIEHUN, BOZHUK-
IIMX B XOJ€ JeUYeHUsI, ObIJIN Hecepbe-
3HbIMU (99%), nerkuMu/yMepeHHbIMU
(98%) v He ObLTU CBSA3AHBI C cebennnaszon

anbda (87%) [19].

3AKAKOUYEHUE

Taxkum 06pa3oM, CpaBHUTEIbHBII aHATN3
KJIMHUYECKUX, JJAOOPATOPHBIX U MHCTPY-
MEHTaJIbHBIX oKa3aTesneit 5 nereit ¢ JAJIKJI
(BH®X), nonyyatomux P33T cebenumna-
3011 anbda B TeueHue Tpex JeT (2 pedeH-
Ka), yeThIpex jJeT (2 pedbeHKa) U BOCbMU
seT (1 pedbeHOoK), B LIeJIOM MO3BOJISIET Clie-
JIaTh BBIBO/ O MOJIOXKUTEJIbHON TMHAMUKE
Ha ¢pone D3T, yTo MposIBISIETCS HOPMa-
JIM3aled MacCO-POCTOBBIX ITOKA3aTeNIeH,
COKpallleHUEeM pa3MepOoB IIEUYEHU U celie-

3eHKH, CHUXKEHUEM MapKepoB IIUTONIN3a,
YIIy4IIeHUEeM W CTabuIn3aiueit CTpyk-
TYPHBIX U3BMEHEHU 1 TapEHXUMBI TIEYEeHU.
Co CTOPOHBI TN IHOTO 0OMEHA OTMEUYaeTCsT
OTCYTCTBUE IIPOTPECCUPOBAHMST TUCTUTIN-
nemuu, npu 3ToM yposeHb OX u JITTHIT npu
OOJIBIIIMHCTBE U3MEPEHU A XOTS U OCTaBAJICS
MOBBILIEHHBIM, OTHAKO ObLJT HUKE MePBOHA-
YaJIbHbIX 3HAYEH U (10 Havaia Teparnuu).
Bo3MOXHO, 5TO 00BSICHSIETCSI CIOXHBIM
MEXaHU3MOM DPEryJsiLiU JUITUIHOTO OOMe-
Ha, MPOLIECCOB CUHTE3a U TPAHCIIOPTUPOB-
ku. Kpome toro, momumo M3T, marimeHTs!
TpeOyIoT 00513aTeILHOTO KOHTPOJIS 32 yKe-
CTOYEHMEM JIMEThI U OTPaHUYEHUEM KUPOB
B paunone. JdnaurtensHas ®3T mokaszana
XOPOIIIYIO TIEPEHOCUMOCTH M 6€30TTaCHOCTh
ceGenmmasbl anbda (Kanyma®). JIB
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