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Knunnyeckui cnyyai / Clinical case
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Pesiome

[edunumt nu3ocoMHoi kncnoi nunasel (OJIKJ1, 6one3Hb Hakonnenus adurpos xonectepuHa, OMIM #278000) - peakoe ayTOCOMHO-
peLeccmBHoe 3aboneBaHue, 06yCnoBAeHHOE MyTauuaMu B reHe LIPA, npuBoasiLee K HapyLeHWo rmaponmnsa 3hupos xonecrepuHa
U TpUrIMLLEPUAOB B NIn30ocomax. [posBnseTcs renatomMeranuei, AMcMnuaeMmueit, NoBbllLeHeM TpaHCaMUHA3, CTeaTo30M, a Npu Tsxe-
NbIX GOpMax — Nporpeccupytowm Grbpo3oM NeveHn 1 paHHUM atepocknepo3om. OnucaH KnuHudeckuii cnyyai 1K1y neBoykm
8 neT, xapakTepu3ytoLWwmiics AebTOM B paHHEM BO3PaCTe, OTCYTCTBUEM TUMUUHOM 33AePXKKM GU3MYECKOrO PA3BUTUS M BbIPAXKEHHbBIM
NoAMMOPGOU3MOM KIIMHUYECKMX NPOSIBNEHUIA. Ha NPOTSKEHUM HeCKONbKMX NeT npeobnasfana raCTpOMHTECTUHANbHAS CUMMTOMATHKa
B COYETaHWW C aHeMMell, HOCOBbIMU KPOBOTEYEHUSMU U YTOMISIEMOCTbIO, PACLIEHMBABLIMMUCS KaK DYHKLMOHA/bHbIE HapyLIEHMS.
[lnarHocTuyeckunin NoMck Bbin MHULMMPOBAH NO34HO, HECMOTPS Ha HANMYKE renaToMeranuu, CTOMKOM rmnepxonectepuHeMmm 1 noBbl-
LUeHUs TPaHCaMMHa3. [InarHo3 BepudULMPOBaH HAa OCHOBAHUMU CHUXKEHUS HEPMEHTATUBHOM aKTUBHOCTU IM30COMHOW KMCI0M N1Nasbl
M MONEKYNSAPHO-TEeHETUYECKOro aHanu3a (BapuaHT €.894G>A B reHe LIPA B roM0o3urotTHom coctosiium). OTMeyYeHO NporpeccupoBa-
HWe cTeato3a 1 GUOpPO3a NeyeHn Npu OTCYTCTBUM CBOEBPEMEHHOIO Havana 3aMecTUTeNbHOM hepMeHTHOM Tepanuu. KnuHuyeckuin
NpUMep UNNIOCTPUPYET CIOKHOCTb PaHHe! AMArHOCTUKM IM30COMHbBIX HONe3HEeN HakonneHWs B neauaTpuyeckoi npaktuke. Cnyyai
noAyYepk1BaeT AMArHOCTUYECKME CNOXHOCTU, 0BYCNOBNEHHbIE GEeHOTUNUYECKOM BapuabenbHOCTbI0 U KIMHUYECKMM CXOACTBOM
¢ 6bonee pacnNpoCTpaHeHHbIMK COCTOSIHUSMM, BKOUAS CEMENHYI0 rMnepxonectepuHemMmio. B cratbe obcyxaatotcs auddepeHumansHo-
[IMArHOCTMYECKME MOLXOLbI, B YMAC/IE KOTOPbIX UCKIHOYEHUE BUPYCHbIX renatutos, 60ne3Hn BunbcoHa, ayTOMMMYHHbIX 3a601eBaHuit
neyeHu, HaCneACTBEHHbIX HonesHel obMeHa. MoauepkunBaeTcs HEOHXOAMMOCTb PaHHEN AMArHOCTUKM, MPOBELEHMS CEMENHOTO CKpU-
HWHra 1 ONTUMM3aLMKM LOCTYNA K 3aMeCTUTENbHOM depmeHTHOM Tepanuu. O6o3HaueHbl NepcneKkTMBbl pa3paboTku NporpaMM HeoHa-
TaNbHOMO CKPUHUHIA M HANpaBeHWI TapreTHOM Tepanuu, BKKOYash reHHble TexHONoru. [JaHHbIN ciydait akLeHTUpyeT He0BX0AMMOCTb
NOBbILIEHUS HACTOPOXKEHHOCTM KIIMHWULMCTOB M BHELPEHMWS CUCTEMHbIX AUArHOCTUYECKMX aNrOPUTMOB B KIIMHUYECKYHO MPaKTUKY.

KnioueBble cnosa: 60/1€3Hb HAaKOMNEHUS 3DUPOB XONECTEPUHA, IM30COMHbIE BONE3HM HAKOMIEHUS, TMMEPXONECTEPUHEMMS, CTE-
aTorenatut, GMbpo3 neyeHu, 33eTMMmMB, AMarHoCTvKa, GePMEHTO3aMeCTUTeIbHAs Tepanus, NeamaTpuieckas npakTvka

[nga uutupoBanus: NuwenHnyHnkosa M, 3axaposa MH, bop3akosa CH, MupowwnHa AB, ExxoB ME. Macku penkoit natonormu:
KNMHUYeCcKui cnydam aeduumTa MM30COMHON KMCIOM Nnnasbl C MANOCMMATOMHbBIM Ha4anoM M OTCPOYEHHON BepudmKaLmen
[mardosa. Meouyurckuli cosem. 2025;19(11):169-177. https://doi.org/10.21518/ms2025-286.
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Abstract

Lysosomal acid lipase deficiency (LALD, cholesterol ester storage disease, OMIM #278000) is a rare autosomal recessive disorder
resulting from underlying LIPA gene mutations, leading to impaired hydrolysis of cholesterol esters and triglycerides within
lysosomes. Common presenting symptoms include hepatomegaly, dyslipidemia, increased transaminases, steatosis, and in severe
forms - progressive liver fibrosis and early atherosclerosis. The presented clinical case describes the management of LALD
in an 8-year-old girl, characterized by early age onset, absence of typical delay in physical development and pronounced
polymorphism of clinical manifestations. For several years, gastrointestinal symptoms combined with anemia, nosebleeding, and
fatigue, which were evaluated as functional disorders prevailed. The diagnostic search was initiated late, despite the presence
of hepatomegaly, persistent hypercholesterolemia, and elevated transaminases. The diagnosis was verified based on decreased
enzymatic activity of lysosomal acid lipase and results of the molecular genetic analysis (variant c.894G>A in the LIPA gene
in the homozygous state). Liver steatosis and fibrosis progression was observed in the absence of timely initiation of enzyme
replacement therapy. A clinical example demonstrates the difficulties of early diagnosis of lysosomal storage diseases in
pediatric practice. The case highlights the diagnostic challenges due to phenotypic variability and clinical similarities with more
common disorders, including familial hypercholesterolemia. The article discusses differential diagnostic approaches, including
exclusion of viral hepatitis, Wilson's disease, autoimmune liver diseases, and hereditary metabolic diseases. The need for early
diagnosis, family screening and optimization of access to enzyme replacement therapy has been underlined. The article also
outlines promising directions in the development of neonatal screening programs and areas of targeted therapy, including
gene technologies. This case emphasizes the need to increase the alertness of clinicians and introduce systemic diagnostic
algorithms into clinical practice.

Keywords: cholesterol ester storage disease; lysosomal storage diseases, hypercholesterolemia, steatohepatitis, liver fibrosis,
ezetimibe, diagnostics, enzyme replacement therapy, pediatric practice
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BBEOEHUE

Penkune HacneacTBeHHble MeTabonuueckue 3abonesaHms
(PHM3) npeacraBnatoT cOOOM CNOXKHYH AMArHOCTUYECKYHO Ka-
TEropuo B NeamMaTpuyeckon npaktnke. HecMoTps Ha UX WH-
LMBUAYaNbHYK PEAKOCTb, B COBOKYMHOCTU OHM OKa3blBatoT
CYLLECTBEHHOE BNUSIHME Ha CTPYKTYpY AETCKOM 3abonesae-
MOCTU U MHBaNMAM3aLMK, HEPEAKO OCTaBasiCb HEPACMO3HaH-
HbIMW Ha NPOTSXKEHUWU AUTEeNbHOro BpemeHu [1, 2]. Jiuso-
COMHble 6one3Hun Hakonnenus (JIbH), B8 Tom uncne geduunt
NIM30COMHOM Kncnor nunassl (AJ1KJT), oTHoCATCS K unciy Hau-
6onee TpyLHO AMarHocTmpyembix PHM3.

OJIKJT — ayTocoMHO-peLeccMBHoe 3aboneBaHue, Bbi3BaH-
Hoe MyTaumsamu B reHe LIPA, aBnsieTcs oveHb pefkum 3abone-
BaHMeEM, C PaCNpOCTPAHEHHOCTbIO B PA3MYHbIX MOMYAALMAX OT
1 Ha 170 000 go 290 000 [3]. bonesHb xapakTepu3yeTtcs Ha-
pyLleHMeM rmaponun3a 3MpoB XonectepuHa 1 TpUIMLEPULOB
B JIM30COMAX, YTO MPUBOAMT K UX HAKOMNEHWUIO B NEYEHM, Ce-
NEe3EHKe M APYrMX OpraHax, Bbl3blBas renaTtoCcnieHoMeranmio,
LNCAMNUAEMMIO M NPOTpeccupytoLLee nopaxeHue nevexn [4].

B ¢BsA3M C nonMMOpdM3IMOM KIMHUYECKMX MposiBie-
HWUIA M HU3KOW HACTOPOXEHHOCTbID AMArHOCTMYECKMX CNYXKO,

170 | MEULIMHCKUIA COBET | 2025;19(11):169-177

3aboneBaHMe YacTo OCTAeTC HePACMO3HaHHbLIM ANUTeNbHOE
Bpems [1]. CnekTp npossnexuii JJIKJT BKAOYAET THKENYIO UH-
daHTUNbHY0 hopMy — BonesHb BonbMaHa - 1 no3aHiowo, 60-
nee MArKyK KIMHUYECKM MackupytoLytocs dopmy — 6onesHb
HakonneHus 3pupos xonecrepuna (BHIX), nebroTnpytoLLyto
B JETCKOM MM MOAPOCTKOBOM BO3pacTe [3].

HecMmoTps Ha Hanuume BUOXMMUYECKMX NMPU3HAKOB (TU-
nepxosectepuHeMus, NOBblLLEHWE YPOBHS TPaHCAMMHA3, re-
natomeranwus), 3abonesaHne 4acTo NpuHUMaeTcs 3a bonee
pacnpocTpaHeHHble NaToNoruu, BKNtoYas Metabonnyeckn ac-
COLMMPOBAHHYIO XMpoBY 6onesHb neveHn (MAXBIM) u ce-
MeWHyto runepxonectepuHemmio [5]. OTCyTCTBME BKIOYEHMS
OJIKJT B AnarHocTnyeckune anroputMbl NPUBOAUT K ANUTENb-
HOM 3a4epyKe NOCTaHOBKM AMarHo3a, ycyrybnsas nporpeccu-
poBaHwue 3abonesaHus [1].

Llenbto HacTodwen nybnaunkaumm aBngeTcs npeacrasne-
HWe KanHKn4eckoro cnyvas bHIX y pebeHka ¢ MUHMManbHOWM
CMMMATOMATUKOM M OTCPOYEHHOW BepudMKaLmen AMarHosa,
4TO MOOYEPKMBAET HEOOXOAMMOCTb BKIKOYEHUS AAHHOTO 3a-
6oneBaHuns B AnddepeHLmanbHO-AMAarHOCTMYECKUIA pag npu
00OHapyXXeHUW CTOMKOW AMCAUMUAEMUMN U MPU3HAKOB Mopa-
XKEHUS MeYeHMn.
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KNMHNYECKOE HABJIIOAEHUE

AHamHe3 wu3Hu. [MauneHTka, AeBoyka 8 net, pogmnach
04.11.2016 ot yeTBepTOM HEpEMEHHOCTM, MpOTEKABLUEN Ha
(boHe BbIpaXKEHHOrO NCUXO03MOLLMOHANBHOIO CTPECCa, 3HauUu-
TenbHOro Habopa Macchl Tena U acteHMsaumm matepu. Poabl
CPOYHble, CaMOCTOATENbHbIE. Macca Tena npu poXaeHUn —
3460 r (50-75 nepueHtunb no craHgapram BO3, 2006),
poct - 54 cm (75-90 nepueHTUnb), OLEHKA NO WkKane An-
rap — 8/9 6annoB. PaHHWI1 HEOHATaNbHbIV Nepuoa NpoTekan
6e3 ocnoxHeHwui. MNonyyana rpyaHoe BCKapMIMBaHWe A0
2 net n 1 mec. MNpodunakTmyeckme NpMBUBKM NPOBOAMINCH
no HauMoHanbHOMY KaneHaapto Ao 1 roaa; 3aTeM poauTenu
0TKa3anucb OT NpOBefeHMs BaKLMHALMKM B CBA3M C Hebna-
FONPUATHBIMU peakUMaMu (HapyLLIeHUs CHa, 0TKa3 OT efpbl).

CemeliHbili aHamMHe3. Y OTua MaUMEHTKUM B BO3pacTe
30 neT AMarHOCTMpOBaHa uweMmmyeckas 6onesHb cepa-
ua. babywwka No OTLOBCKOM NUHUKM CTPALaeT OXMUPEHUEM,
CaxXxapHbIM AnabeTom 2-ro TMNa, rmnepxonectepuHeMuen.
Mo MaTEPUHCKOM NUHWUK Y POLCTBEHHMKOB MepBOit cTene-
HW POLCTBA LMArHOCTMPOBAHbI FTMNOTMPEO3 U HEMEPEHOCH-
MOCTb 6eNKOB KOpoBbero Mosioka. Craplumii 6paT nauueHTKm
(2008 ropa poxnaeHus) c MOAPOCTKOBOrO BO3pacTa CTpajaeT
AYTOMMMYHHBIM TUPEOUANTOM.

XKanobsi u knuHuveckue nposisneHus. C paHHero Bo3pacra
y MaLMEHTKM HAbNOAANUCH MHOXECTBEHHbIE Hecneuuduye-
CKMe CMMMTOMbI, OWMBOYHO UHTEpNpeTUpyeMble Kak ByHK-
LMOHaNbHble pacCcTpOMCTBa.

B epyoHom so3pacme (0-1 200) Benywmmm xanobamu
OblIM racTpOMHTECTUHANbHblE HapyweHus. CpbirMBaHms
(HOHTaHOM, He CBSI3aHHble C MepekopMoM, Habnaanmcb Ao
8 Mec., CONPOBOXAAsACh BbIPAXXEHHbIM B3yTUEM XMBOTA.
C poxaeHUs 0TMeYanncb XpOHWYECKMe 3anopbl C 3a4epxK-
KOWM CTyna no 7 [HEeMN, 4To Bbi3biBano 6ecnokoincTBo pebeH-
Ka, TpeboBano NpMMeHeHUs cnabuTenbHbIX CPEACTB U OUM-
CTUTENbHbIX KNKU3M. Bblnn XapakTepHbl 3MM30A4bI AUTENbHOWM
MKOTbI (MPOAONMKUTENbHOCTBID 10 HECKONbKMUX YaCoB), He
CBSA3aHHblE C MPUEMOM MULLM UAN LPYTUMU TPUTTEPHBIMMU
dakTopamu. Peumansumpytowme BynbBuTHl (3-4 3nu3ona
B rofl) NPOSIBNSNCE MOKPACHEHWEM U 3y[0M, YTO KOPPUIM-
pOBanNOCb MECTHOM Tepanunen. YacTble peCnMpaTopHble BU-
pycHble MHOeKUMM (4=5 pa3 B rof) NpoTeKanu € 3aTSXKHbIM
BOCCTAHOBMTE/bHbIM MEPUOLOM, CONPOBOXAASACH Cybdebpu-
nuTeToM 1 obuien cnabocTbio.

B paHHem demckom go3pacme (1-3 200a) racTpouHTe-
CTMHANbHbIE CUMNTOMbI OCTABaNUCh JOMUHUPYHOWMMU. [a-
LMEHTKa NpoAo/Kana CcTpaaatb OT XPOHUMYECKMX 3amnopoB,
NMOCTOSIHHO MpeabsaBAsaa anobbl Ha auckomdopT B abano-
MWHanbHOM obnactn. CoxpaHANoCh B34yTUE U yBENUYEHUE
B pa3Mepax XmMBOTa, 4To TpeboBano nogbopa cBoHOLHOM
onexzbl. [TosBUNUCH NepBble reMaToNornyeckne npossne-
HWS: CNOHTaHHblE HOCOBble KpoBoTeYeHus (1-2 pasa B mMec,,
NPOLOMKUTENBHOCTLIO A0 5 MMH) U aHeMUS nerkomn crene-
HK (remornobuH 90-100 r/n), BbISBNEHHAS MPU PYTUHHbIX
aHanm3sax. Kak B nokoe, Tak n nocne Gu3n4eckomn Harpysku
BO3HMKANM 3NU304AMYECKME HOWOLWME BONK B LLee, BEPXHUX
M HUXKHUX KOHeYHOCTaX. OTMeYanach BblpaXeHHas yTomnse-
MOCTb: pebeHOK HepeaKo 0TKa3biBaACs OT CaMOCTOSTENbHOWM

X0[b0bl, NPOCKUACS HA PYKW. Bbina xapakTepHa BblpaXKeHHas
MCUXO03MOLMOHANbHAS NaBUNBHOCTD.

B dowkoneHom go3pacme (3-6 nem) KMIMHUYECKas KapTu-
Ha Npoao/Kana NporpeccMpoBaTth: CUMNTOMATUKA CTAHOBM-
nacb 6onee BbIpaXXeHHOM M Pa3HOCTOPOHHEN. XpOHUYecKume
3anopbl COXPaHANMCh, TpebOBaNM NOCTOSHHOIO HEMeAMKa-
MEHTO3HOI0 KOHTPOAS (B PaUMOH PErynsgpHoO BKIYAAMCh
NpOAYKTbl M OTBapbl TpaB CO clabutenbHbiM 3O deKTOM).
bonu B xxmBOTE yyacTnnuch (L0 3-4 pa3 B Hep.), Yalle BCero
NOKaNM30BaNUCh B OKOMOMYNOYHOM 06nacTu.

YacToTa HOCOBbIX KPOBOTEYEHWI yBENUYMnach (4o
2-33n130408B B MeC.), NPV 3TOM OTAENbHbIE 3MM304bl bl
06MNbHbIMKU. AHEMUS COXPaHanach. PerynsapHo peructpupo-
BA/IMCb ronoBHble 60nu anuddy3Horo xapaktepa (1-2 pasa
B HeA.) YMepPeHHON MHTEHCMBHOCTHM, KyNMpYyoLWMecs nocne
oTAbIXa. bonn B KOHEYHOCTAX NPUOBPeNny CTOMKUI XapakTep
(80 3-4 pa3 B Hepn.). Takxke HabNAANMCL 3MMU304blI O4bILKM
W BbIDAKEHHOM aCTEHUM Laxe NPU HE3HAUMTENbHON BU3N-
yeckom Harpyske. MiHdeKLMoHHbIe 3a60oneBaHms NpoTekanm
TSKENO, C YASIMHEHHbIM BOCCTAHOBUTENbHBIM NEPUOAOM (80
3-4 Hep,.). B Bo3pacte 5 net npu ynsTpa3ByKOBOM MCCNeno-
BaHWWM OpraHoB OpIOLWHOM NONOCTHU BbINN BbISBNEHbI MpU-
3HaKWM YMEpPEHHOW renatocnaeHoMeranuu, yBenmyeHns me-
3eHTepuanbHbIX TMMMOY3N0B, KOTOPble TPAKTOBAAUCH KaK
BO3MOXHble MOCTUHPEKUMOHHbIE U3MeHeHus. C paHHero
BO3pacTa, HeCMOTPS Ha nporpeccupoBaHue mMeTabonuye-
CKMX HapylleHun, Gu3nyeckoe pasBuTMe NaLMeHTKM ocTa-
BasIOCbh B Npeaenax CpefHMX BO3PacTHbIX HOPM, XapaKTepu-
3yAaCb rAPMOHUYHbLIM COMATUYECKUM CTATyCOM.

OnHOBPEMEHHO C 3TUM, NPW HAIMYMU LIMPOKOTO CMEeKTpa
CTOMKMX KNMHWUYECKMX CUMMTOMOB, COCTOSHMe pebeHka B Te-
YyeHue AAUTeNbHOro BpeMEHU pacLLeHMBaNoCh Kak npossne-
HWUS QYHKLMOHANbHbIX paccTponcTB. CaMOCTOSTENBHO Ha3Ha-
YyaeMble MaTepbto Npenapatsl (BUTaMuH D, xene3o, omera-3)
[laBanu KpaTKOBPEMEHHOE Y/yUlleHne CaMOYyBCTBUS.

[OuarHocTMyeckmnin nomck 6bi1 MHUUMMPOBAH TONbKO
B BO3pacTe 5 feT, Koraa no MHUMUMATUMBE MaTepu BrepBble
BbIMNONIHEHO BMOXMMUYECKOE UCCNefoBaHMe KPOBU. AHa-
U3 BbISIBUA TUNepxonectepnHemMmto (06LWmMin xonectepmH -
7,8 MMOnb/n Npu pedepeHCHbIX 3Ha4YeHusxX <5,2 Mmmonb/n),
NnoBbllLEHNE KOHUEHTPAUWUN NTNMNONPOTENHOB HM3KOM NNoT-
HocTn (XC JIHM - 4,9 mmonb/n npu HopMme <3,0 MMonb/n),
Tpurnuuepuaos (2,3 Mmmonb/n npu Hopme <1,7 mMonb/n),
a Takxke HebOoNbLIOe MOBbILEHWE aKTUBHOCTM MEYEHOYHbIX
TpaHCaMMHA3: acnapTaTaMuHoTpaHcdepasbl (ACT - 58 En/n)
M anaHuHamuHoTpaHcdepassl (AJIT - 62 Ea/n) npu BepxHen
rpaHuue Hopmbl <40 Ea/n.

MaumeHTka obcnegoBaHa ambynatopHo. Mckntoue-
Hbl MHDEKLMOHHbIE M NMapa3uTapHble NPUYMHbI LUTONU-
3a: MpoBefeHbl Ceponornyeckme UCCIefoBaHUs Ha BU-
pyc dnwTterHa-bappa (EBV), renatutel B 1 C, nambanos.
Bce nokaszatenu, Bkntouas IgM u IgG k EBY, HBsAg, Anti-
HCV, IgA/M/G K Giardia lamblia, oka3anucb oTpuLaTenb-
HbIMU, YTO MCKNHOUYMNO Hanbonee yactble MHDEKLMOHHbIE
NpUYMHbI NOpaXkeHms neveHun. [poBeneH ceponornyeckuin
CKPUHUHT HA FNOTEHOBYH 3HTeponaTuio: IgG K ruafmHy —
3HauuTenbHO nosbiweH (32,75 En/mn, npu HopMme o 12,5),
IgA K rnMafmHy — Ha BepxHew rpaHuLe Hopwmel (9,3 Ea/mn),
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aHTWUTena K TKaHeBOW TpaHcrnytamuHase IgA un IgG - B npe-
nenax Hopmol. [py1 HopManbHOM ypoBHe obuiero IgA u oT-
puuaTenbHbiX aHTMTenax K tTG gaHHble He NoATBepXaa-
0T Lenvakumto, ofHako Oblin pacueHeHbl Kak BO3MOXHOe
nposiBieHWe MIOTEH-YYBCTBUTENBHOCTU. Ha 3TOM oCcHOBa-
HUKM BblNa Ha3HayeHa Ge3rnoTeHoBas AMeTa, 6e3 BbiNon-
HeHMsS BUOMNCUM TOHKOW KULWKKU UK LOMONHUTENbHBIX UM-
MYHONOTMYECKUX nccnenoBanmii. OTCyTCTBME KIMHUYECKOM
NONOXMUTENbHOM AMHAMUKM HA (DOHE AMETbI B TeYEHUE He-
CKOMbKMX MeCsLEeB NOCTaBUIIO MO, COMHEHME aAeKBATHOCTb
TaKoro NoaxoAa.

B mae 2023 r. (B Bo3pacTe 6 netu u 6 Mec.) bonbHas
KOHCYNbTMPOBaHA KapanonoroM. Mo AaHHbIM yabTpas3By-
KOBOrO MCCNef0BaHMs cepala KnanaHHbli annapaT 6e3
BUOMMbIX CTPYKTYPHbIX M3MeHeHui. [Nonoctn cepaua He
paclMpeHbl, COKpaTUTENbHAs CNOCOBHOCTb MMOKApAA YA0B-
neTBopuTenbHas. lNocTaBneH AMarHo3: ceMeinHas rmnepxo-
NectepuHeMUS, PEKOMEH0BAHA AMETUYECKAN KOppeKLMS.
B ntoHe 2023 1. B CBA3M C COXPaHAOWMMUCS XKanobamu Ha
XPOHMYeCKMe 3anopsl, nepuoanyeckme 6onu B XnBoTe, Cna-
60CTb M HOCOBbIE KPOBOTEYEHMS MALMEHTKA FOCMUTANN3K-
poBaHa. [1pn obcnenoBaHMM NOATBEPXKAEHbI renaTocniae-
HoMeranus, Anddy3Hble U3MEHEHUS NApPEHXMMbl MeYeHu
M NOBbIWEHHAS 3XOT€HHOCTb MO AAHHbIM YAbTPa3BYKOBOrO
nccnenoBaHus. MNpu dusnkanbHoM obcnenoBaHUM NeYeHb
+1,5 cM OT kpas pebepHO Ayr1 NoO NPaBoOW CpeaHEeKIYNY-
HOWM NUHWK, CeNe3eHKa He Nanbnuposanack. /labopaTopHbie
[aHHbIe MOKa3anu MUHUMANbHbIN CMHAPOM uuTonm3a (ACT
55 Ea/n, ANT 60 Ea/n), runepxonectepuHemuio (06LWmMin xo-
necrepwH 7,79 mmons/n, XC JIHM 5,2 mmonb/n) v runep-
TpUrAnLEepuaeMuto (Tpurnnuepuasl 2,2 MMonb/n).

[JononHUTENbHO B paMKaX YTOMHEHMS 3TMONOMMM MeTa-
60oNMYeCcKnx HapyLweHnit 6bin NpoBeaeH KOMMNAEKC cneuma-
NIM3MPOBAHHbIX TABOPATOPHO-reHEeTUYECKUX MCCNeA0BAHMI.
MNoToBas nNpoba ANg UCKNYEHMS MYKOBMCLUMAO03a Obina
B HopMe. 1o pe3ynbTaTaM TaHLEMHOM Macc-CnekTpoMe-
TPUM UCKHOYEHbI PacnpOCTpaHEHHbIE BPOXAEHHbIE Hapy-
LweHns obMeHa aMUHOKMCIOT, OpraHUYeCKMX KMCOT U XKMp-
HbIX KMCNOT. Ha OCHOBaHMW HOpManbHOM (EePMEHTHOM
AKTMBHOCTM MCKNtoYeHbl 6onesHb lowe, 6onesHb CaHaro-
®a, Tesa - Cakca, Kpabbe, LLinHanepa, HelMpoHanbHbIi LEepo-
naHbIM nunodycunHos Il Tuna, dyko3naos, anbda- n be-
Ta-MaHHO31A03, GM1-raHrnno3npo3, MeTaxpoMatuyeckas
nevkogmctpodus. Ana ncknovenna 6onesHn BunbcoHa mc-
CnepoBaH LepynonnasMmnH, ypoBeHb KOTOPOro COCTaBuU
30 mr/pn (Hopma 20-60 mr/on).

YcTaHOBAEHbl AMATHO3bl: XPOHWYECKUIA 3anop cyb-
KOMMEHCMPOBAHHbIN, TMNEpXonecTepuHeMmUs C NoBbIWe-
HueM XC JIHI, cteatorenaTMT MMHUMaANbHOM CTEMNEHMU aK-
TUBHOCTM, CNNIEHOMETraNns, MeNaHo3 CKnep U pagyxexk,
peunamnBMpytoLlLIMe HOCOBble KpOBOTeYeHMs. Ha3zHaueHHoe
NeyeHue BKIOYANO CMMMTOMAaTMYyeckue Mepbl (MHransuuu
C aMUHOKANpOHOBOMW KWMCNOTOM AN KYyNMMPOBAHMS HOCO-
BbIX KPOBOTEYEHUI, YNIbTPA3BYKOBYIO Tepanuio Ha MUHAA-
JINHbI, 030KEPUT Ha 061aCTb INUTACTPUA U XKMBOTA) U Me-
OMKAMEHTO3HYH Tepanuio: Ypcoae30KCUXONEBYH KUCIOTY
(10 Mr/kr/cyT), oMera-3 XupHble KMCNO0Tbl, METPOHNAA30/
n 6uonpenaparbl.
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B utone 2023 r. uccnenoBaHa akTMBHOCTb IM30COMHOM
KUC/TIOW NNNa3bl, BbISBNEHO CHUXKEHWE A0 26 HM/4/Mr/benka
(Hopma 150-670). leHeTnyeckoe nccnenoBaHne, NpOBEAEH-
HOe MeTo[l0M MacCOBOro MapannesbHOro CEKBEHMPOBAHUS
(NGS-naHenb «bonesHn obMeHa BeLLecTB»), BbIIBMAO Y Ma-
LIMEHTKM FOMO3MIOTHYKO CMHOHMMUYHYIO0 MyTaumio €.894G>A
(p.GLn298GLn) B 8 3Kk30He reHa LIPA (NM_001127605.2). MNo-
BTOPHOE MCCNefoBaHMe aKTUBHOCTU JIM30COMHOM KUCNOM
Nunasbl B NSITHAX BbICYLUEHHOW KPOBM NMOKA3an0 CHUXEHME
aktmeHoct fo 0,01 HM/4/natHo (Hopma 0,16-1,8). TakuMm
06pasoM, NonyyYeHHble JaHHble MOATBEPAMAN FEHETUYECKHU
BEPUOULMPOBAHHbLIA AMATHO3 AedUumTa TM30COMHON KUC-
non nunasbl (bonesHb HakonneHns 3GMpoB XoNecTepuHa,
OMIM #278000).

B okta6pe 2023 r. nauMeHTKa KOHCYNbTMpPOBaHa BO
®OIbYH «®ULL nuTaHmna u bruotexHonorum». OOGbEKTUBHO Bbl-
SIB/IeHa renatoMeranums: nevyeHb NanbnMpoBanach Mo NpaBoK
nepenHe-noOAMbILLIEYHON NIMHMM HA +2 CM, MO NPaBOM Cpea-
HEeK/TIYMYHON IMHUKM — Ha +4 CM, MO NPaBOW NapacTepHasb-
HOM — Ha +4,5 cM, N0 CpeaMHHOM NMHUKM — Ha +5,5 cm, no
NIeBOV napacTepHanbHOW MMHUKM — Ha +1 cm. CeneseHka npu
nanbnaumn He onpepensanacb. C y4eToM reHeTMyecku nosa-
TBEPXAEHHOIO AMAarHo3a peKoMeHL0BaHO NpoBeaeHue na-
TOreHeTMyeckomn Tepanunn. HasHayeHbl aMetotepanma u Hy-
TPUTMBHAs MOAAEPXKKA.

B Poccuiickoit Denepauun 3amectuTenbHas GepmenT-
Has Tepanus cebennnason anbda AoCTynHa aetam ao 18 net
npu noaaepxke 6narotBoputensHoro doHaa «Kpyr nobpast.

OnHako naumMeHTKa NpoxmBaeT 3a npenenamu PO, roe
npenapaT noka He 3aperucTpMpoBaH / He QUHAHCUMpyeTCS
rocyaapcTBOM, YTO 3aTPYAHWIO CBOEBPEMEHHOE HAYano na-
TOreHeTUYeCkoro nNeYeHns Ha MOMEHT HabnwaeHus. Yepes
rof, noc/iie yCTaHOBMEHUS AMArHO3a NauMeHTKa NOBTOPHO
rocnuTann3npoBaHa B CBSA3M C NporpeccMpoBaHmem 3abo-
nesaHus. OTMeYeHa oTpuuaTenbHas AMHAMMKA KIMHUYECKO-
ro COCTOSIHUA: HapaCTaHWe pa3MepoB MEYEHU U CeNneseH-
KU, ycyrybneHne BMOXMMUYECKMX HapyweHUI. [0 OaHHbIM
nabopatopHoro o6cnen0BaHUS BbISIBIEHbI BblpaXKeHHas
oncaunuaemuns (06wmin xonectepun — 9,63 mmonb/n, XC
JNIBM - 0,78 mmonb/n, Tpurnuuepuasl — 2,0 MMonb/N) U Ha-
pacTaHue uuTonuTUYeckoro cuHapoma (AIT - 111 Ea/n,
ACT - 59 En/n).

Mo gaHHBIM 3X0KapAMorpadun oTMeYeHbl HOBblE U3Me-
HeHWs: GparMeHTapHoe YynJoTHEHWE CTBOPOK aopTanbHOro
KNlanaHa v He3HAYUTENbHOEe YTONLWEHME KpaeB CTBOPOK MU-
TPaNbHOro KNanaHa, YTo MOXeT CBMAETeNbCTBOBATL O CTapTe
aTepockaepoTnyeckoro npouecca. Mo pesynsratam ynbTpas-
BYKOBOrO AYMAEKCHOro CKaHMpoBaHMs GpaxuouedanbHbix
aptepui (Y34 BLA) TonwmHa komnnekca MHTMMa-meama
COHHbIX apTepwuii He yBenuyeHa: cnpasa 4 cnesa no 0,4 Mm.

B oktabpe 2024 r. naumMeHTKa KOHCYNbTMPOBAHA NMUMKU-
nonoroM. Mo pesynbtatam anactorpadumn neveHu BbiSBIEHDI
NpW3HaKM yMEpPeHHOro cTeatosa (CTagms S2) U HavanbHble
npusHakm ¢umbposa (F1-F2). C yyetom BbicTporo nporpec-
CMpoBaHMg 3aboneBaHMs HACTOATENbHO peKOMEeHA0Ba-
HO Kak MOXHO Gonee paHHee Hayano NaToreHeTUYeCcKon
hepMeHTO3aMecTUTeNbHON Tepanun. Benay ee BpemMeHHOM

1 ®oHp «Kpyr pobpa». Pexxum foctyna: https://xn--80abfdb8athfre5ah.xn--plai/.
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HeOoCTYMHOCTM B KayeCTBe NMPOMEXYTOYHOM Mepbl Ha3Ha-
4YeH MHIMOUTOP KMLIEYHOrO BCACbIBAaHWUS XONecTepmnHa 33e-
TMmMun6 B gose 10 mr/cyt. Cnenyet OTMETUTL, YTO NPUMEHE-
Hue 33eTMMMbBa HOCMNO BCMOMOraTeNbHbIA XapakTep U He
npeanonarano 3Ha4YMTENbHOrO BAUSHUS HA TeYeHMEe OCHOB-
Horo 3a6oneaHus. [MokasaTenu NMNUAHOrO Npodus ocTa-
Ba/INCb 3HAYUTENIBHO U3MEHEHHbIMM.

B oTcytcTBME maToreHeTM4eckoro neyYeHus NpoLosKa-
NOCb NporpeccuMpoBaHme 3abonesaHus. 1o pesynsrataM KoH-
TPOMBHOMO YNbTPa3BYKOBOrO MCCIEL0BAHMS OpraHoB HproLu-
HoM nonoct ot MapTa 2025 . COXpPaHANMUCb BbipaXKeHHas
renatocnaeHomeranus, AuddysHble n3MeHeHUs NapeHXmMbl
neyeHu, a Takxe yBenmyeHne NMMPaTUYecKnx y3nos B BO-
poTax nevyeHu u bBpbixxeeyHol obnactu. dnactorpadus neye-
HW NPOAEMOHCTPMPOBaNa HapacTaHue CTeatos3a A0 CTafuu
S3 (CAP: 329 pb/m, 4to CBMAETENbCTBYET O 3HAYUTENIbHOM
XMPOBOM KOMMOHEHTE B MapeHXxMMe NneyeHu) U coxpaHe-
HWe ymepeHHoro pubposa - cragms F2 no wkane METAVIR.

Ha MOMeHT moarotoBku nybnmMkauuu ocyllecTBaseT-
cs npouecc ohopMAEHMUSI M NONYYEHUS NATOreHETUYECKOM
hepMeHTO3aMeCcTUTeNbHOM Tepanum cebennnason anbda.

[NunHaMKKa nokasatenen AUnNMOHOro obMeHa ¢ MOMeEH-
Ta MEepBUYHOrO BbIIBNEHMS HapyLWeHW npeacTaBaeHa
B mabn. 1, oTpaxatowen ypoBHM 0BLLEero Xxonectepuna, nm-
NOMpPOTEMHOB HU3KOM W BbICOKOW MIOTHOCTU, TPUIMLLEDPU-
[lOB U MHAEKC aTePOreHHOCTY.

MN3MeHeHNS aKTMBHOCTM MEYEHOYHbIX TPaHCaMMHa3
B X04e HabnoaeHUs BU3yaNnu3npoBaHbl Ha pUCYHKe, EMOH-
CTpUpYs 3N1304bl 060CTPEHUS LUTONUTUYECKOTO CUMHAPOMA
M UX COOTHECEHHOCTb C KIIMHMYECKUMM 3TanaMu TeYeHUs 3a-
6oneBaHus. [padurk OTpaxkaeT anM304bl MOBbILLEHWS TPAHCa-
MWHa3, COOTBETCTBYHOLWME da3aM BUOXMMUYECKOM aKTUBHO-
CTM 3aboneBaHua.

OBCYXOEHUE

MpencraBneHHbIN Cnyvyam MANKOCTPUPYET OOHY M3 Hau-
bonee xapakTepHbIX TPYAHOCTEN, CONPOBOXAAOLMX AMa-
rHocTuky BH3X y neteit, - deHoTunmnyeckyto Bapuabens-
HOCTb M aTUMWUYHOE TeYyeHne, MACKUPYIOLLEE MCTUHHYIO
npupoay 3abonesaHus. Y nauMeHTKM C paHHero Bo3pac-
Ta Habnwaanca KOMNIeKC CTOMKUX, HO Hecneunduyeckmnx
CMMNTOMOB (AMCHYHKLMSA XKeNya04YHO-KMWEYHOro Tpak-
Ta, aHEMWS, HOCOBblE KPOBOTEYEHMS, CUHAPOM LMTONM3],
oncnmnuoemums), ogHako du3nyeckoe pas3BuMTMeE OCTaBa-
NI0Cb B Npeaenax Bo3pacTHOM HOPMbI, YTO cnocobcTBoBa-
N0 ANUTENbHOW TPAKTOBKE COCTOSAHMS Kak GYHKUMOHANb-
Horo. [lnarHo3 aedbuumTa NM30COMHOM KUCNOM NMNasbl Gbin
BEpPUOULMPOBAH NUWb NOCNE UHULMUPOBAHHOW CEMbEMN
MeTabonmyeckom 1 reHeTUYeCKon AMAarHOCTUKM, BKITOYato-
e onpeaeneHne akTMBHOCTU IM30COMHOM KMCNOM Nuna-
3bl (26 HM/4/Mr 6enka) n BbiSIBNEHWE FOMO3MIOTHOIO Bapu-
aHTa c.894G>A B reHe LIPA. JaHHbIV cnyyar nofyepkmMBaeT
HeobxoammocTb BknoyeHuna AJIKJ1 B cnektp auddepeHum-
aNbHOrO NOMCKa NPM COYETAHMM NOBbLILLEHMS YPOBHS TPaH-
CaMWHa3, renaTocnaeHoMeraanmmn U HapyLweHnn TMNUaHOro
0bMeHa, BHe 3aBMCMMOCTM OT HAZIMUMS UK OTCYTCTBMS 3a-
NEePXKM BU3MYECKOro pa3BuTUS.

PucyHok. [lnHaMumKa ypoBHeW anaHMHaMUHOTpaHCchepasbl
(AN1T) n acnaptatammuHoTpaHcdepasbl (ACT) y maumeHTKu
C Bed1uUMTOM NM30COMHOM KMCIOM NMNasbl B NEPUOL C OKTSOPS
2022 r.no anpenb 2025 r.

Figure. Changes in alanine aminotransferase (ALT) and
aspartate aminotransferase (AST) levels in a patient with
lysosomal acid lipase deficiency in the period from October
2022 to April 2025
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Ta6nuuya 1. JuHamuka nunuaHoro npoduns
Table 1. Changes in lipid profile values over time

12.10.2022 151?46&. 9,11 74 0,85 189 | 97
08062023 S7T | 91 | 713 | 143 | 167 |54
20062023 27T | 779 52 15 | 116 |42
2507203 | 7T | 934 | 726 | 145 | 181 |54
21402003 {7 | 1006 | 739 | 152 | 209 |57
12.09.2024 16’:16&_ 9,63 6,8 0,78 - 113
20082024 JMT | 1153 | 897 | 181 | 154 |54
14122004 /7T | 952 | 698 | 158 | 174 |50
10.03.2025 f;gl 9,12 6,36 142 193 | 54
2042005 S0 | 845 | 607 | 138 | 321 |51

lpumeyarue. OXC - o6wmit xonectepuH, XC JIHIM - xonectepuH IMNonpoTeMHOB HU3KOM
nnotHoctu, XC JIBI - xonectepuH NMNONPOTENHOB BbICOKOM MAOTHOCTM, T = TPUMMLIEPUIbI,
WA - nHaekc aTeporeHHoOCTH.

2025;19(11):169-177 MEDITSINSKIVSOVETl 173



TPYOHOCTU AUATHOCTUKU

IOunarHoctnka OJIK/T ocnoxHgeTcs peakocTbto 3abonesa-
HUS U HecneundUYHOCTBIO KITMHUYECKMX NPOSBIEHWIA, KOTO-
pble 4acTo nepekpbiBatOTCa € 6oNiee pacnpoCcTpaHeHHbIMU
naToNornaMu, TaKMMM Kak MeTabonnyeckn accoLMmMpoBaH-
Has Knposas 6onesHb NevyeHun, CeMenHasa rmnepxonectepu-
Hemua unm uenunakusa [5-7]. Cuctematnyecknin 063op Knm-
HUYeCKMX M nabopaTopHbix xapakTtepuctuk OJIKJ1y peteit
BbISIBMA, 4TO renaToMeranus, CnieHoMeranus, aHemus, AMcam-
NUAEMMS U NOBbILLEHWE YPOBHS TPAHCAMUHA3 SBNSIOTCS Hau-
6osee 4acCTbiIMM MPOSBNEHUAMMU, OAHAKO 3TU MPU3HAKM He-
penKko oWMBOYHO NPUNMCHIBAKOTCS APYrM 3abonesaHmam [8].
Ocoboe 3HaueHme nmeet cxoncteo OJIKJT ¢ HAXKBIT, yto Mo-
ET NPUBOAMTL K AMArHOCTMYecknm ownbkam. B nccneposa-
Hum R.W. Himes et al. onuncaxbl cnyyau, koraa AJ1KJ1 6bin BbI-
SBNEH Yy AeTen, M3HaYaNbHO AMArHOCTMPOBaHHbIX ¢ MAXBI,
nocne OTCYTCTBUS yaydlleHUs BUMOXMMUYECKMX NOKasaTenen
Ha doHe cTaHaapTHoM Tepanuu [9].

POJ1b ONPELENEHUA AKTUBHOCTU
JIN30COMHOW KUCJTION NIUMNA3bI
N TEHETUYECKOIO TECTUPOBAHUA

[Ouarnos OJIK/T noaTBepXaaeTcs nyTeM M3MepeHmst akT1B-
HocTu JIKJ1 npeanoyvTuTenbHO B CyXMX Kanasx KPOBW U reHe-
TUYECKOro aHanM3a ANs BbISIBNEHWS MATOreHHbIX BapMaHTOB
B reHe L/PA [10]. B naHHOM ciyyae TecT B Cyxmx Kanisx Kpo-
BM MOKa3an 3HauuTeNbHoe CHWKeHune aktueHocTu JIKJT, a re-
HeTM4eckoe CeKBEHMPOBAHME BbIBMNO MyTaumio €.894G>A,
KOTOpas SBNSETCS OAHOM M3 Hanbonee yacTbix Npy BHIX n ac-
COLMMPOBAHA C OCTAaTOYHOM GepPMEHTAaTUBHOM aKTUBHOCTBIO,
obbsacHsowWen bonee mMarkmum GeHotun [11]. feHetnyeckoe Te-
CTMpOBaHMe He TONbKO MOATBEPXKAAET AMArHo3, HO U NO3BO-
NSeT NPOBECTU CKPUHUHT POACTBEHHUKOB, YTO OCODEHHO Bax-
HO B CEMbSX C ayTOCOMHO-PELIeCCUBHbBIM HacneaoBaHuem [11].

NMPOrPECCUPOBAHUE 3ABOJIEBAHUA

be3 apeksatHoro nevenuns AJIKJ1 nporpeccupyer, npu-
BOAS K GUOPO3y neyeHu, LMPPO3Yy U MOBbILEHHOMY PUCKY
CepaeyYHO-COCYANCTbIX OCNOXKHEHWN 33 CHET HAKONIEHUS K-
MWAOB B COCYAMCTbIX CTeHKaX [3].Y nauneHTKn Habnoaanocb
YXyALWEeHNe KAMHUYECKOTO COCTOSHMS, BKKOYas HapacTaHue
pa3MepoB MeYeHU W CeNneseHku, yCuneHme AuCIMnuaeMum
N UMTONUTUYECKOTO CMHAPOMA. Inactorpadums neYeHu BbisiBu-
Na NporpeccMpoBaHue CTeaTosa [0 CTaguu S3 1 yMepeHHbIi
®nbpo3 (F2), 4To CBMAETENBCTBYET O 3HAYUTENILHOM NMOBPEX-
[leHMn napeHxuMmbl [4]. Dxokapanorpadmyeckme n3MeHeHus,
Takue Kak dparMeHTapHoe ynnoTHEHWe CTBOPOK a0PTabHO-
ro KaanaHa v yToNLeHne KpaeB MUTPabHOMO KnanaHa, yka-
3bIBalOT HA PaHHWE MPU3HAKM aTepPOCKNEePOTUYECKOrO Mpo-
LLecca, YTo cornacyercs ¢ AaHHbiMu o ponu JJ1IKJ1 B pa3suTmm
cepLeyHo-cocyamcTbix 3abonesanmin [3]. CeMenHbin aHaM-
He3 NaLMeHTKM, BKNIOYAIOLWMI niemMmnyeckyto 6onesHb cepa-
La y oTua M runepxonectepuHemMunto y 6abyLikun, noguyepkum-
BaeT HeobX0AMMOCTb OLEHKM CepAeYHO-COCYAMCTOr0 pucka
y naunerTos ¢ OJIKJT n nx poacTBEHHUKOB.
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TEPANEBTUYECKUE NMOAXOoAObl

MepMeHTO3amMecTuTeNbHag Tepanus (PG3T) ¢ ucnonb3osa-
HueM cebennnasbl anbda gBngeTcs craHaapTom neveHns AJ1K/,
[EMOHCTPUPYS 3HAUUTENBHOE YNyULIEeHME IMIMAHOro Npobuns,
yMeHblUEeHMe OpraHOMEranum 1 NoBbllWEHNE BbKMBAEMOCTU
Kak npu bonesnHn BonbMaHa, Tak U npu BHIX [12-14]. B naH-
HoM cnyyae D3T He Hbina HayaTa, MOCKOALKY NpenapaTt noka
OTCYTCTBYET B HALMOHANbHOM peecTpe NeKapCTBeHHbIX CPeacTB
CTpaHbl MPOXMBAHMS NALMEHTKM, TOTAA KaK B psae ApYrux ro-
CyOapcTB, BKIOYas Poccuio, OH yke BKIHYEH B KIMHUYECKYH
npakTuKy. MNauneHTka noayyana aub CUMATOMATUYECKOE fe-
yeHue: AMeToTepanuio, ypCoLEe30KCUXONEBYO KUCIOTY U 33e-
™MMKUG (10 Mmr/cyT), KOTOpOe He 0Ka3ano 3HAYUMMOTO BUSIHUA
Ha TeyeHWe 3ab0/eBaHUS: MPOLOMIKAETCS NPOrpecCpoBaHMe
cTeato3a u Gubpo3a neuyenu. MNnaHupyemoe BBeaeHue cebe-
NMNasbl anbda NoTeHUManbHo CNocobHO 3aMeanunTb um obpa-
TTb pa3BuTHe 3abonesaHmns [15], 4To nogyepkmnBaeT Heobxo-
[LMMOCTb YCTPaHeHUs pernoHasbHbIx 6apbepoB foctyna Kk @3T,
0COBEeHHO B CTPaHax C OrpaHUYEHHbIMU pecypcamu.

CEMEWHbIA CKPUHWUHT
N TEHETUYECKOE KOHCYJ/IbTUPOBAHUE

Y4nTbIBas ayTOCOMHO-peLeccuBHbIi xapaktep JJ1K/1, ce-
MEWMHbIA CKPUHUHT SIBNSIETCS BaXKHbIM KOMMOHEHTOM YyMpaB-
nexns 3abonesaHnemM. B [aHHOM cnyyae ceMelrHbIi aHaM-
He3, BKIIOYAKOLWMI nwemMmnyeckyto 6onesHb cepaua y oTua
W rmnepxonectepuHeMumio y 6abyLikm, MOXET yKa3blBaTb Ha
HOCUTENbCTBO MyTauuii B reHe LIPA, x0T TeCTMpOBaHWe pof-
CTBEHHWKOB He 6b110 0nncaHo [3]. CKPUHWMHT POACTBEHHMKOB
nepBoro NopsaKa, BKNoyas crapero 6pata naumeHTKu, no-
3BOJIUT BbISIBUTb HOCKUTENEN MK APYrnX BONbHbIX, YTO UMEET
3HayeHue 419 reHeTMYeCckoro KOHCYNbTMPOBAHMUS U MaaHK-
poBaHus cembu [9].

NPAKTMYECKUE PEKOMEHAALUA

Ons nnddepeHumanbHom anarHoctnku 1K1 Heobxoamm
cMcTeMaTMyeckuin NoaxXoA, UCKIOYAKoWMIA Apyrie NpUYmMHbI
renaTocrnyiieHoMeranuu, AUCIMNUOAEMUM K NOPAKEHMS Neye-
Hu. ANTKJT cnepyeT nono3peBaTh y NauMeHTOB C HEOObICHM-
MOV renatocnaeHoMeranumei, CTonkKMM NoBbILLEHMEM TpaHCa-
MWHA3 U oucaMnuaeMmen, ocobeHHo npu oTCyTCTBUKM OTBETA
Ha ctaHpapTHyto Tepanuio HAXBI, repneTtuyeckoit natono-
rum [8, 16-18]. Huke npencrasnex anroput™ anddepeHum-
anbHOW AMArHOCTUKM, pa3paboTaHHbIi AN NpakTMYeckoro
npumeHeHus (maba. 2).

NEPCMEKTUBbI UCCNIELOBAHUIA

[anbHellune nccnenoBaHMs LOMKHbI ObITb HaMpaBieHbl
Ha OMTUMM3ALMIO AMATHOCTUHECKMX aNrOpUTMOB, BKIKOYAs
BHeApeHue CKPUHMHIA HOBOpOXAeHHbIx Ha OJIK/T B perno-
Hax C BbICOKOW YaCTOTOM HOCMTENbCTBA MyTauuii LIPA. Takxke
TpebyeTcs nsyyeHue OOArOCpoUHbIX 3pdekToB 3T 1 pas-
paboTka anbTepHaTUBHbIX TEPANeBTUYECKMUX NMOAXOA0B, Ta-
Knx Kak reHHas Tepanus [4, 19, 20].



Ta6nuua 2. Anroput™ onddepeHLManbHOM AMarHocTnkm geduumTa IM30COMHOM KMCIO0M Mnasbl
Table 2. Algorithm for differential diagnosis of lysosomal acid lipase deficiency

1. UcxopHas oLeHKa

(C6bop aHamHe3a, u3mkanbHoe 0bCIenoBaHue,
BbISIBNIEHME renaToCneHOMeranuu, AUCMNULEMIH,
MOBbILEHNS TPaHCAMMHa3

KnuHuyeckuit aHanu3 KpoBu, GBUOXMMUYECKHIA aHANU3 KPOBH
(ACT, ANNT, LLL®, ITT), nnuaHbIi# npodmnb, KoarynorpaMma

2. VickntoyeHne MHdeKLMi

[poBepka Ha BUpYCHbIe, bakTepuanbHble
Y napasuTapHble MHGEKLMH

Ceponoruyeckue uccneposanms: HAV, HBY, HCV, EBV, CMV;
MLP uccnenoBaHus npyu HEOBXOAUMOCTH

3. UckntoueHue reMaTonormyeckux
3aboneBaHuit

OugeHKa Ha nieikeMum, IMMGOMbI, FeMONUTUYECKHUE
aHeMuu

HyHKLlVIﬂ KOCTHOr0 M03ra npu Hann4uu LMTONEHWIA Ui
J'IMMdJaAEHOI'IaTMM

4. UcknioyeHmne ayTOMMMYyHHbIX
MOPAXEHMIA NeyeHu

MpoBepKa Ha ayTOMMMYHHBIA renaTwT, nepBUYHbINA
CKNEpO3MpYHOLLMI XONaHTUT

AntuHykneapHble aHTuTena (ANA), aHTuTena K ragkoi
myckynarype (ASMA), aHTTena k MUKpOCOManbHOM (pakLmu
neyeHy (anti-LKM), aHTumutoxoHapuanbHble aHTuTena (AMA),
ypoBeHb |gG 06uwmi

5. Uckntouenne 6onesHn BunbcoHa

OueHka MeTabonn3ma Meau

YpoBeHb LiepynonnasmMuHa, 24-4acoas 3kckpeLms Meau
C MOYOM, 0cMOTp odTanbMoiora (Konblia Kaitzepa-Oneiiwepa),
broncus neyeHu npu HeobXoAUMOCTH

6. Ucknioyenve pedmumta
anbda-1-aHTuTpuncuHa

lpoBepka ypoBHs 1 (GeHoTUNa anb(a-1-aHTTpUNCuHa

YpoBeHb anbga-1-aHTUTPUNCUHA B CbIBOPOTKE, FeHETUYECKMI
aHanu3

7. ckntoyeHmne HacneacTBeHHOr
reMoxpomaro3a

OueHka MeTabonmM3Ma xenesa

YpoBeHb heppuTMHa, HaCbILeHWe TpaHCeppuHa, aHanu3
myTaumit HFE-reHa

8. UckntoueHne bonesHein
HakomnneHus

MpoBepka Ha boneswu fowe, HumaHHa-Muka A/B,
lomne, Kpab6e, Mykononucaxapuaos | una, gedmumt
NMCOMHOI 6one3Hn Hakonnerus (IJIKJT)

AKTUBHOCTb G€Ta-r1t0K031Aa3bl, KUCIOM CHUHTOMUENUHA3bI,
anbha-roKo3uaasbl, ranakToLepe6posnaassl; aHanus
TIMKO3aMUHOIUKAHOB B MOYE, aKTUBHOCTb IM30COMHOMN KMCNO¥
NMNa3bl B CyXMUX MATHAX KPOBM

9. VickntoueHne MUTOXOHAPUANbHBIX
renatonatui

OLeHKa MUTOXOHAPUANbHOM (DYHKLMK

YpoBeHb N1aKTaTa, NAa3MeHHbIe aMMHOKMCIOTbI, OpraHnyeckue
KMCNOTbI B MOYe, 6MONCHS MbILLLL UM MEYEHN NPK
HeobX0AMMOCTH, TeHETUYECKMIA aHaNU3 AAepHON /
MuToxoHapuanbHoi IHK

10. McknioyeHne paccTpoicTs Lukna
MOYEBMHbI

lpoBepka Ha AeuLMT OPHUTUHTPAHCKapbaMunasbl

YDOBeHb dMMMaKa, N1a3MeHHbleé aMUHOKWUCI0TbI, 0POTOBAs
KMUI0Ta B MOYE, FeHETMYECKMIA aHANN3 reHa oTC

11. Uckntoyenme apyrux
MeTabonnyeckux paccTpoicTs

[pu HanMummM cMHBpOMa xonectasa npoBepka Ha
NepBUYHbIE HAPYLLIEHNS CUHTE3A XKENYHBIX KMCNOT,
BHYTPUMEYEHOYHbIN CEMEHHbIN X0necTas

YpOoBEHb XEeNYHbIX KUCIOT B CbIBOPOTKE, FEHETUYECKMIA aHaNN3
Ha PFIC1, PFIC2 u gp.

3AKJTIOYEHUE

AHanu3 JaHHOro KAMHMYECKOro ciyvas nogyepkuBa-
eT cnoXHoctu amarHoctukmn OJIKJT n HeobxogMMocCTb cucte-
MaTM4ecKkoro noaxona K avddepeHunanbHOW AMarHoCTuKe.

K noateepxaeHuto OJIKJ1. MoBbllweHne 0CBEAOMNEHHOCTH,
[LOCTYMHOCTb cneunduyeckmx TeCTOB U CBOEBPEMEHHOE Ha-
yano ®O3T aBnatoTCS KNOYEBbIMM haKTOpaMu AN yNydLleHns
MCXOA0B Y MALMEHTOB C 3TUM MPOrpeCcCcUpyOWLMM, HO NoLAA-
IOWMMCS NeyeHunto 3aboneBaHneM.

MpennoXeHHbIM anropuT™ Mo3BONSET KIUHULMUCTAM 3d-
(eKTMBHO UCKNIOYATb APYrMe MpUUYMHbI renaTocnieHomera-
MU U AUCTUMUAEMUM, HAMPABNAS AMATHOCTUYECKUIA MOUCK
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