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beB3 AHHa CepreeBHa, MNaALLMIA HayYHbIN COTPYAHVIK OTAENEHNA NeanaTpum

HayuHbin pykosBoauTenb:
BokoBa TaTbAHa AnekceeBHa, A.M.H., [LOLEHT, PyKOBOAWTENb OTAENeHNA NegmaTpuy; npodeccop kadeapsl negnatpum
C MHGEKUMOHHBIMY BonesHAMNM y feTeit

Pesome

[ednunT NM30CoOMHO KON N1Nasbl — pPeaKoe, XPOHWYeCKoe, Mporpeccupylollee 3aboneBaHue, B OCHOBE KOTOPOTO fle-
XIT nedekT reHa LIPA, kommnpytoLLero nM3oCoMHyto KCIYto nMnasy. PaHHAA AMArHOCTUKA 3aTpyAHEHa BBYAY pa3HO0bpasna
KNMHNYECKOW KapTHHbI.

Llenb. OueHnTb paHHUe KnnHuYeckie 1 nabopaTopHble cmnTombl IJ1K/, cpokn MaHudecTaumm v ycTaHoBNeHWA AnarHo3a
y nauneHToB MocKoBCKoi1 06nacTH.

Matepuanbl u metogbl. [poBefieH aHany3 MearUUMHCKON AOKYMEeHTaUmm 6 NalUMEHTOB C AnarHo3om «[deduumnt An3ocom-
HOW KMcnol nunasbl. bonesHb HakonneHns 3QUPOB XonecTeprHay, NOATBEPKAEHHBIM Pe3ybTaTaMK SH3UMOAMATHOCTHKM
v OHK-nuarHoCTuKkK, 3aperncTprupoBanHbix 8 MO: 5 feTein B BozpacTte oT 2 4o 16 neT, OAMH NauneHT B Bo3pacTe 19 ner.
ManbyrkoB — 3, feBouek — 3.

Pe3ynbtaThl. ¥ 3 nauneHTos (50%) nepsble CMNTOMbI 3a60/1€BaHVA BbIABAANNCE B Bo3pacTe 4o 1 rofa, y AByX [eTen

(33%) — ot 1 4o 2 neT, y oAHOro pebéHka — B Bo3pacTe 5 neT. Hanbonee YacTeM PaHHUM KNUHWYECKUM CYMITOMOM

6blnn cHapom untonusa n F[CM, pexxe — ancnencuyeckune npoasneHns (Meteopusm, Avapes). CpeaHuii Bo3pacT aebroTa

3aboneBaHua — 1,5 roga. AnnTtensHOCTb HabnAeHWA NauveHToB cocTaBuia oT 1 rofa o 14 net. B cpegHem Npoaomku-
TeNbHOCTb AMArHOCTUYECKOro MOWCKa COCTaBWAA 6,75 NeT, a CpefiHWA BO3PaCT NOCTAHOBKM AvarHo3a — 8,25 net. Y Bcex

nNaLMeHTOB Ha MOMEHT MOATBEPXKAEHNA iNarHo3a BbIABAANNC MPWU3HAKM renaTo- v crieHomeranim, AnddysHole 3meHeHrA

NapeHXMMbl NeueHu, NoBbILIEHVE YPOBHS CbIBOPOTOUHbIX TPaHCAMIIHA3, runepxonecTepuHemus, nosbiteHne NIMHI 1 cHy-
»eHwe JIMBI. Mpesbiwerne nokasatenei AJIT 4o 2 HOPM AMArHOCTUPOBaHO y ofHoro peberka (17%), oT 2 A0 3 HOpM —
y 3 neteli (50%), oT 3 4o 5 Hopm — y 2 AeTeld (33%). ACT meHee 2 Hopm — Y 2 aeTeid (33%), oT 2 4o 3 Hopm — y 3 (50%),
y 1 pebeHka — 5-6 HopM (17%). Y abcontoTHOro 60bLIMHCTBA NaLMeHTOB (83%) BbiABNeHb! MyTaumn c894G>A B reHe LIPA
B FOMO3MIOTHOM COCTOAHWN.
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3akntoueHue. [I/IKJ1— penkoe 3aboneBaHue, AMarHOCTKa KOTOPOro 3aTpyHeHa B CBA3M C YaCTbiM 6ECCYMMNTOMHBIM TeUeH!-
eM UK Hecrneundrnueckoin KNMHUKOM. Y 6onblLIMHCTBA ieTel 3aboneBaHyie MaHdecTpyeT B paHHeM Bo3pacTe (1o 3-5 neT),
a Havbornee YacTbIMM CUMMTOMAMI ABNIAIOTCA MOBBILIEHNE NEUYEHOUHbIX TPaHCaMUHA3 1 renatocnneHomeranua. AKTUBHOCTb AJTT
v ACT, Kak npaBuno, He npesbilaeT 2—3 HopM. XapakTepHble ana /1K1 npr3Hakm BbIABNAIOTCA Cy4aliHO Npu 06Cne10BaHNN
Mo noBoay APYrix 3360neBaHuiA. B CBA3Y C HECMELUMGUUHOCTBIO KIMHUYECKOY CUMMTOMATVKM AINTENIbHOCTb NOCTAHOBKM [inar-
HO3a BapbMPYeT OT HECKONbKUX MECALIEB 0 HECKOMbKIX 1eT. OCHOBHBIM COBPEMeHHbIM MeTOAOM AuarHocTuki 11K/ agnaetca
3H3MMoamarHocTka n AHK-ararHocTvika. Mpu Hanuumy y pebeHka renatonvieHanbHoro CUHAPOMA, CTOMKOrO MOBbILLIEHNA
MapKepoB LUMTONM3a U AUCAUNUAEMAN CleflyeT NPOABNATL HACTOPOXKEHHOCTb U CBOEBPEMEHHO MPOBOAUTL HeOobXoaAVMble
AviarHocTyeckue obcnefoBanma ans ucknoduenus J7KI.

KntoueBble cnoBa: NM30COMHaA KICIaa NiMnasa, 6one3Hb HakomeHs 3¢VIpOB xonectepuHa, MockoBckas 0bnacTb, renato-
cnneHomMeranuna, ancnunnaemna

KoHbAMKT MHTepecoB. ABTOPbI 3aABNAIOT 00 OTCYTCTBIM KOHGNVKTA VHTEPECOB.
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Summary

Lysosomal acid lipase deficiency (LALD) is a rare, chronic, progressive disease based on a defect in the LIPA gene encoding
lysosomal acid lipase, early diagnosis of which may be difficult due to the diversity of the clinical picture.

The purpose of the study. To evaluate the early clinical and laboratory symptoms of LALD, the timing of manifestation and
diagnosis in patients of the Moscow region.

Materials and methods. The analysis of the medical documentation of 6 patients with a confirmed diagnosis of lysosomal
acid lipase deficiency by the results of enzyme diagnostics and DNA-diagnostics registered in the Moscow region: 5 children
aged 2 to 16 years, one patient aged 19 years. Boys — 3, girls — 3.

Results. In 3 patients (50%), the first symptoms of the disease were detected before the age of 1 year, in two children (33%) —
from 1 to 2 years, in one child — at the age of 5 years. The most common early clinical symptom was cytolysis syndrome

and hepatosplenomegaly, less often dyspeptic manifestations (flatulence, diarrhea). The average age of onset of the disease

is 1.5 years. The duration of follow-up ranged from 1 year to 14 years. On average, the duration of the diagnostic search

was 6.75 years, and the average age of diagnosis was 8.25 years. At the time of diagnosis confirmation, all patients showed

signs of hepatosplenomedgaly, diffuse changes in liver parenchyma, increased serum transaminases, hypercholesterolemia,
increased LDL and decreased HDL. Excess of ALT values up to 2 norms was diagnosed in one child (17%), from 2 to 3 norms —
in 3 children (50%), from 3 to 5 norms — in 2 children (33%). AST is less than 2 norms — in 2 children (33%), from 2 to

3 norms —in 3 (50%), in 1 child — 5-6 norms (17%). The absolute majority of patients (83%) had c894G>A mutations in the

LIPA gene in a homozygous state.
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Conclusion. LALD is a rare disease, the diagnosis of which is difficult due to the frequent asymptomatic course or non-
specific clinic. In most children, the disease manifests at an early age (up to 3-5 years), and the most common symptoms
are increased liver transaminases and hepatosplenomegaly. ALT and AST activity, as a rule, does not exceed 2-3 norms. The
signs characteristic of DL are detected randomly during examination for other diseases. Due to the non-specificity of clinical
symptoms, the duration of diagnosis varies from several months to several years. The main modern method of diagnosing
LALD is enzyme diagnostics and DNA diagnostics. If a child has hepatolienal syndrome, a persistent increase in markers of
cytolysis and dyslipidemia, caution should be exercised and the necessary diagnostic examinations should be carried out in

a timely manner to exclude LALD.

Keywords: Lysosomal acid lipase deficiency, cholesterol ester accumulation disease, Moscow region, hepatomegaly,
splenomegaly, hepatosplenomegaly, dyslipidemia, lysosomal acid lipase
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BeBepeHune

Heduiur musocomuort kucnoit nunasst (JJIKJIT) (xnnu-
Hudeckye GpeHoTumel: 60mesHb Borbmana 1 60/1e3Hb
HakomieHus adupos xonecrepuna (BHIX) (Kog
MKB-10: E75.5. [Ipyrue HapylleHus HaKOIJIEHNs JIU-
IIJ0B) — PefKOe, XPOHUIECKOe, IPOTrpeccUpyIolee
3aboneBaHIe, B OCHOBE KOTOPOTO IXKUT HedeKT reHa
LIPA, xopgupyroliero 1M3oCoOMHYI0 KUCIYIO TUIA3y
(JIKJI), 9TO HpMBOAUT K HAKOIICHUIO CJIOKHBIX 3U-
POB XOJIecTepyHa ¥ TPUITINLEPUIOB B Pa3TUIHBIX
opraHax u TKaHax. Pacmpocrpanénnocts [IJIKJI mo
MMPOBBIM aHHBIM — 0T 1:40 000 go 1:300 000, npnu
3TOM OXKHJjaeMasi 4acToTa BCTpedaeMocTy B Poccun —
1:100 000. Tum Hac/meoBaHUA — ayTOCOMHO-pelec-
cuBHBIN [1, 2].

JInzocomuas kucmas munasa (JIKJI) — ¢pepmenTt, ko-
TOPBIIT 0becIednBaet ruponus apupos XoaecTepuHa
n tpurnuuepuios (ITT), 4To nMeeT BaxkHOe 3HaUEHME
II/151 HOPMa/IbHOTO (GYHKIMOHMPOBAHUSA PA3TIIIHBIX
¢dyukumit kiaetok [3]. [Ipy Hanu4yuy MyTanun B reHe
LIPA, orBercTBenHoro 3a cunte3 JIKJI, ormedaercs
BbIpa)KEHHOE CHIDKEHNUE aKTVBHOCTHU (epMeHTa, 4TO
HPUBOAUT K HAPYIIEHN IO MeTabo13Ma 3(UpPOB X0Je-
crepuna 1 TT, ux nmporpeccupyiouieMy HaKOIJIEHUIO
B KJIETKaX U IIOBPEX/ICHIIO P3N IHBIX OPTaHOB.

KimHnveckie mpossaeHus 3a60eBaHMA Pa3HOO06-
pasHbl. [Ipu nndauntunpHoit popme JJIKII (6onesun
Bonpmana) npeobragaouuMy KINHUIECKMMY IPH-
3HaKaMM ABJIAIOTCA PaHHAA 3afilep)KKa pocTa I Beca,
TAXKEIO0e MOpa)keHye MeYeH! BIUIOTh 10 Pa3BUTUA
TepMMHATbHOI CTajUU IeYeHOTHOI HeOCTATOYHO-
CTH, KanpIyudUKauus U yBelndeHue HaJI0YeYHNKOB,
CHHJIPOM Masibabcopbuum, fuapes, HepcUCTUPYIO-
masA ppora. OOGBIYHO CHMIITOMBI 3a00/IEBaHNUA PO~
ABIAIOTCA YK B IIepBble 2-3 MecsAlla )XU3HU. ITa
dbopma 3ab0/meBaHM XapaKTePU3YETCs TSXKEIBIM,
OBICTPOIIPOrPeCCUPYIOLUINM TeUeHeM, IPUBOAALINM
K IIpeXX/IeBPeMEHHOI CMePTH 0OBIYHO yoKe Ha IepBOM
TOJY KM3HIL.

Bonesub HakorieHs 2¢upoB xonectrepuHa (BHIX)
yale NpoTekaeT 6osee 61arONpPUATHO U JaXKe MO-
JKeT AABNATHCA AMATHOCTUYECKON HAXOJKOIN Npnu
IpOBeJeHNN YIbTPa3ByKOBOIO MCCIe[OBAHNUA OpTa-
HOB OPIOLIHOI ITONOCTY ¥ OMOXMMUYECKOTO aHaIn3a
KPOBU IIpy Aucnancepusanyu. Hanbonee yacToiMu
CHMIITOMaMU IIpY JaHHOI popMe 3a00/IeBaHUA AB-
nstoTces: renarocivieHomeranus (TCM), npuddysubie

M3MEHEHN A NapEHXMMBbI IIe4eHM, TOBbILIEHe YPOBH A
MapKepoB LIMTONN3a — aJlaHNHAMIHOTPaHCpepassl
(AJIT) m acmapraramunuorpancdepasst (ACT), usme-
HeHe TUINJI0rPAaMMbI — HOBbILIEHIE YPOBHA 0011IeT0
XO0JIECTEPUHA, INIOIPOTEN/I0B HIU3KOI IIIOTHOCTH
(JITTHII), a y 4yacTy MaljMeHTOB U TPUTTULEPULOB
(TT), CHIDKeHVe TUIIONIPOTeN 0B BHICOKOI ITIOTHOCTHI
(JITIBIT) B CBIBOPOTKE KPOBM. Y Ka>K/JOTO IIAITOrO 60JIb-
Horo oTMevaroTca Hapymenya dynknyy JKKT B Bupe
muapen, Meteopusma, 6onu B xusore. Hecmorps
Ha 4acToe 6eCCUMITOMHOE TedeHue, ¥ GOMbIINHCT-
Ba OOMBHBIX Y)Ke B MOIOZOM BO3pacTe BBIAB/AIOTCS
IPU3HAKM aT€POCK/IepO3a C pAHHUMU COCYAMCTHIMU
ocnoXHeHuAMHU (MHPAPKT MIOKap/a, MHCY/IBT U IP.),
pasBuBaercs pubpo3 u/mnn GUPPO3 IeIeHN, YTO MO-
JKeT IOTPe6OBaTh eé TPAHCIITTAHTALUIL.

Panuss puarnocruxa [IJIKJI BBURy pasHoobpasiust
K/IMHUYeCKOIl KapTMHBI MOXKET ObITh 3aTPyAHEHa, Off-
HAaKO Ha CETOJHALIHMII IeHb CyLeCTByeT COBpeMeH-
HBIIT U BBICOKOMH(OPMATUBHBII TECT, TO3BOJIAIOI NI
MOJTBEPAUTD MM UCKIIOUNTD 9TO 3ab0IeBaHMEe —
omnpepenenye akTuBHocTy Gpepmenta JIKJI B mATHaX
BBICYIIEHHONM KpOBU. IIpy BRIABIEHUN CHUIKEHUA
akTuBHOCTU (epmeHTa (MeHee 10%) MPOBOAUTCS O-
HIO/IHUTENTbHOE MOJIEKY/IIPHO-T€HE TIYeCKOe MCCTIe[0-
BaHMe ¥ ouck Mmyrauuii B rene LIPA. JIna neyenns
manuenTtos ¢ JIJIKJI paspaboTana maToreHeTndyeckas
Tepanyua — HOXKM3HeHHas (epMEeHTO3aMeCTUTEIb-
Has Tepanus (P3T) npemaparoM peKOMOMHAHTHOI
JIM30COMHOII KMCTIO¥ TNIIa30it — cebennimasoit anbda.
ITpemapaT BBOAUTCA BHYTPUBEHHO Kalle/IbHO B JO3M-
poBKe 1 MI/KT (110 MOKa3aHMAM 033 MOXKET YBeIIYM-
BaTbCA 3 MI/KT) OfIMH Pa3 B JIBe HefleNIN.

CnepmyeT OTMETUTD, YTO B CBA3MU CO CXOXKECTHIO
knuandeckux cummnromos JIJIKJI ¢ saboneBanmsaMu
nedeHy NHQEKIMOHHOTO I HeMH(PEKIMOHHOTO TeHe3a,
Hac/IeJICTBEHHBIMY IUIIePX0/IeCTePUHEMUAMH, PAJIOM
apyrux opdaHHbIx 3aboneBanuit (6onesun lome, 60-
ne3np Humana-IInka, 6one3np Pabepa u 1p.), 3abore-
BaHUAMI KeTYyOYHO-KIIIIEYHOTO TPaKTa (Lje/IMaKu,
pasnuyHbie GepMEHTONATUY U 1Ip.) BepuduKanms
IMarHO3a YaCTO 3aJeP>KMBAETCA Ha TOMIbI.

Ienp nccnepoBanna. OueHNTb paHHME KIMHUYe-
ckue n nmaboparopuele cumnromsl JIKJI, cpoku Ma-
HudecTauuy 1 yCTaHOB/ICHN A [UATHO32 Y AIIVIEHTOB
Mockosckoit obmactu (MO).
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PucyHok 1.
PaHHMne
KNNHUYecKmne
cumntombl OJIKNT.
Figure 1.

Early clinical

symptoms of LALD.

MaTepman bl 1 MeTOAbl

IIpoBenen ananus MeAMIIMHCKON JOKYMEHTAL UK
6 manuenTos c JJJIKJI, sapeructpupoBaHHbIX B MO:
5 mereil B Bo3pacTe OT 2 1o 16 /€T, OfMH NalMeHT
B BospacTe 19 neT. Manp4nkoB — 3, eBo4eK — 3.
Cpenu nanueHTOB — ABa OpaTa-O113Hena 1 Be poj-
Hble CecTpbl. ¥ BCeX NalMeHToB Amaruos «JJJIKJI.

Pesynbratbl

B pesynbrare aHa/mM3a aHaAMHECTIYECKNX JAHHBIX yCTa-
HOBJIEHO, YTO aHTe- Y [IepUHATA/IbHbII aHAMHe3 ObLI OT-
ArouieH y 3 geteit (50%): ;Ba Gpata-61m3Hea pOgUIINCh
0T 6/IM3KOPOICTBEHHOTO OpaKa ¢ IPU3HAKAMI HEOHO-
IIEHHOCTH, €Ié OfVMH PEOEHOK — OT MPeXXIeBPEMEH-
HBIX POZIOB C IIPM3HAKaMI BHYTPUYTPOOHOI TUIIOKCUNL.
3aTAHYBIIAACA XKeJITyXa B paHHEM IIOCTHATaTbHOM
Hepyoie OTMeYanach y ofHOro pebdenka (17%).

CpenHuil BO3pacT MOAB/IEHN A NIePBhIX CMMIITOMOB
cocrasun 1,5 rogma (0,8 [0,525; 1,375] ner). IlepBbie cnm-
HTOMBI 3a00/1€BaHIISI B BO3pACTe 10 1 roj1a BBISBIISA/INCD
y 3 manuenToB (50%): y nByx mereit (6parbs-61ms-
HeI[bl) — B BUJe Auapen 1 HeoHOPMICHHOTO CTya
10 2—4 pas B CyTKU (HeTy HAOIIORANNCH C 6 MeCsIeB
¢ nuarHosoM ¢yHkumoHanbuble Hapyienusa JKKT);
y OIHOTO pebeHKa — B BIJIe TOBBILIEHA ypoBHA AJIT
u ACT (mpoxoaun o6¢cefoBaHume 110 HOBORY PeLyy-
BUpYIOLIell TOKcHKozepmun). B Bospacre ot 1 o 2 et
CHMIITOMBI 3a60/1eBaHMsI AMATHOCTUPOBAHBI ¥ BYX
neteit (33%): y o6oux BeisiBneHo nosbinrenne AJIT, ACT
u npusHaky I'CM 1o ganubiM Y3W (ofjHa manjmeHTKa
Ha0/II0/Ia/Tach YYaCTKOBBIM IIEIUATPOM C JUATHO30M
IvicyHKIM GUINApHOTO TPAKTA, ellé O HA JeBOIKA
npoxopuaa 06ceoBaHue 1 TeYeH e B CTALIVIOHAPE 10
nosoay OPBV, octporo 6ponxuta). Y ofHOTo pe6éHka
aHAJIOTUYHbIE CUMIITOMBI 3a60/meBanMs (OBbBIIIE-
Hue MapKepoB nutonusa u 'CM) 3aperncTpupoBaHbl
B BO3pacTe 5 JIeT TaKyKe IIpy 00C/Ie[JOBaHNUM 10 TIOBOLY
OPBMU (puc.1).

BonesHb HakoITeHU A 3MPOB XO/IeCTePIHA» TIOATBEP-
JKJIeH pe3ynbTaTaMy sH3uMoauarnoctTuku n JHK-
puargoctuky. CTaTUCTHIeCKIUI aHA/IN3 IIPOBORMICS
¢ nomolbio mporpaMmsl Microsoft Office Excel 2016.
KonnuecTBeHHbIe JaHHBIE IIPECTABICHDI B BIJE Me-
AMaHsl, 25-ro u 75-ro npouextuneit (Me [25%; 75%)]).

Takum 06pa3oM, y Bcex HalMeHTOB 3aboeBaHme
MaHU(ECTHPOBATIO B M/IAJILIEM, JOLIKOTBHOM BO3pa-
cre ([0 5-6 JIeT), YTO COTNACyeTCA C IUTEPATyPHBIMMU
maHHBIMU [4, 5]. Y 60/bIIMHCTBA leTell pAaHHUMU KJTH-
HUYECKUMU HpOHBTIeHI/I}IMI/I 336OHeBaHI/IﬂMI/I 61)171]/[
MIOBBIIIEH)€ MAPKEPOB LUTO/IM3a U TeNaTOCIIEHO-
Mmeranus. CiaefyeT OTMETHUTD, YTO Y BCEX NAI[MeHTOB
CUMIITOMBI, XapaktepHbie fs [IJIKJL, 6p111 guarto-
CTMPOBAHBI CJIy4YaitHO Py 00C/Ie;OBAHNU IO IOBOLY
Apyrux 3aboneBaHmit: pyHKIMOHATbHDIC HAPYIICHN A
opranos nuiesapens (50%), OPBU (33%), nuiesas
anneprus (17%).

Tocne BbIABIEHUS USMEHEHNT B OMOXMMUYECKOM
aHanM3e KpOBM U Ipu Y3-UCCIe[OBaHNY eTH Ha0-
JIIOJAIVICh CO CNIeYIOI MMM JUAarHO3aMI: XpOHUYe-
CKMII TeIIaTUT HEYTOYHEHHDbIT — 4 manuenTa (67%);
1 pebeHoK, y koToporo Ha ¢pone I'CM n yBenmdenns
MapKepoB LIUTO/M3a Obl/1a BBIsIBIEHA TPOMOOIUTO-
neHus mo 114x10°/m, KOHCY/IbTUPOBAH OHKO/IOTOM
IJIs UCK/TI0YeHM s oHKo3aboeBanms. Ele y ogHOrO
MasIb4MKa II0CTIeOBaTe/IbHO YCTaHABIMBAIVICD IVar-
Ho3bl — HAJKBII B ctamuu cTeaTosa, creaToremnarinTa,
LeaKus, TaKTasHasa HelOCTaTOYHOCTD, MUCANIIN-
memus IIA. [InuTenbHOCTh HAGMIOAEHUS IO MECTY
SKUTENbCTBA B CpeflHeM cocTaBumIa oT 1 ropia 1o 14 et
(6,75 [2,875; 9,5] net). CpenHsist HPOJOIKUTENBHOCTD
AMATHOCTMYECKOTO ITOMCKA COCTaBMIA 6,7 11eT (puc. 2).

YCcTaHOBIEHO, 9TO CPEIHNUIT BO3PACT MOCTAHOB-
Ky guartosa cocrasui 8,25 ner (9,5 [5,25; 10] neT).

Bl avcnencudecknii cunapom
] cvHppom untonmsa

. cvHApom yuTonmsa + F'CM
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PucyHok 2.
LnutenbHoCTb
AMArHOCTNYeCKoro
nomcka npu
NoCTaHOBKe
nnarHosa JJ1KJ.
Figure 2.

The duration of the
diagnostic search
when making a
diagnosis of DLKL.

PucyHok 3.
YpoBeHb
MeyeHOYHbIX
TpaHCamMnHa3

Ha MOMEHT
NOATBEPXKAEHNA
AMarHosa.
Figure 3.

The level of hepatic
transaminases
at the time

of diagnosis
confirmation.
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00 2-X HOpM 2-3 HOpMbI ot 3 go 5 Hopm

B AT

B 5 u3 6 cnyyaes cnenmanucToMm, 3al0f03pUBIINM
HACeICTBEHHYIO MaTOIOTUIO U OTIPAaBUBIUINM IIa-
L[eHTa Ha TeHeTHu4ecKoe 06cIefoBanIe, ObII racT-
PO9HTEPOJIOT, B OGHOM CIydae — 9HIOKPUHOJIOT
(pebeHOK HabIOmAICA C CONYTCTBYIOLIEN IATO-
JIoTMell — TUIIOTHPEe030M). BakHO OTMeTHUTH, 4TO
y BCeX MAL[MleHTOB Ha MOMEHT IIOATBEP)KeHIS JU-
arHosa BeiABLAMUCE [CM, nuddysHble n3MeHeHN A
[apeHXVUMbl [Ie4eHM, IIOBbIIIeHIe YPOBHS ChIBO-
POTOYHBIX TPaHCAMMHA3, TUIIEPXOIeCTePUHEMUS,
nosbimenue JINTHIT n cumxenne JITIBIL. Ilpu atom
akTuBHOCTD AJIT 1 ACT B KpoB) y HaO/TI0ZaeMbIX
IeTell BapbMpOBasa: IpeBbIIIeHNe TOKa3aTeell
AJIT o 2 HOpM AMAaTHOCTHPOBAHO y OFHOTO pebeH-
Ka (17%), ot 2 go 3 HopM — y 3 gereit (50%), ot 3 Ko
5 HOpM — ¥ 2 mereit (33%). ACT MeHee 2 HOpM OTMe-
4asoch y 2 gereit (33%), ot 2 1o 3 HOpM — y 3 feTeir
(50%), emé y 1 pebenka ypoBeHb pepMeHTa COCTABIIT
oT 5 o 6 HopM (puc. 3).

BoiBoAbI

JeduuuT MM30COMHOI KMCION INIa3bl — pefKoe
3abo/eBaHNMe, TMATHOCTUKA KOTOPOTO 3aTpy/iHeHa

ACT

CornacHo MuTepaTypHBIM JaHHBIM, y AieTed ¢ [1JIKJT
MO>KET OTMeYaThCs 3ajjepXKKa (Pr3UIECKOro pasBu-
tus [4, 6]. [lo HaUIMM JaHHBIM, Y [BYX IalMIEHTOB
(bparpeB-61n3Hen1oB) (33%) Ha MOMEHT IIOCTAHOBKY
AMAarHo3a MMesach 3a/jep>kka GU3N4ecKoro pasBuTis,
0 YeM CBUJeTeTbCTBOBaANM MoKasarenu SDS pocra
n Beca (SDS <-1).

Y Bcex pieteit yposenb akTuBHOCTM JIKJI 611 3HA-
YUTEeNIbHO CHMXXEH, O YeM CBUJETe/IbCTBOBAIN pe-
3y/IbTAThl 9H3UMOJMATHOCTUKNY, a IIPU MOJIEKYIAPHO-
reHeTNYeCKOM MCCIeJOBaHNM ¥ 5 13 6 fereit (83%)
obHapyxeHa myTanns c894G>A B rere LIPA B romo-
3UTOTHOM COCTOSHIH, Y OfHOTO nanueHTa (17%) — 3a-
MeHa 822G>A B TOMO3UTOTHOM cOCTOsTHUM. COr/IacHO
OITy6/IMKOBAaHHBIM JAHHBIM, CUHOHUMIYHAS 3aMeHa,
HapylIaolas caiiT CIIajicuHra B 9k30He 8 ¢.894G> A
(E8SJM-1G> A), siBnsieTcst Hanbomee YacToit IPUIMHON
3a00JIeBaH, B YaCTHOCTY 60/IE3HM HAKOTITIEHW S 9U-
poB xonectepuna [1].

B CBSA3M C YaCTBIM O€CCUMIITOMHBIM TeYEHMEM WU
HecrenruecKot KIMHNKO. Y OOTbIUINHCTBA [leTeil



OpuriHanbHele cTatbu | original articles

3aboneBaHye MaHMECTUPYET B paHHEM Bo3pacTe (10
3-5 y1et), a HaubosIee YACTBIMU PAHHUMM CUMIITOMA-
MM ABJAIOTCA MOBBINIEHE TeYeHOUYHBIX TPAHCAMMU-
Ha3 U TeIaTOCI/IeHOMeTa/INA, IIPU 3TOM aKTUBHOCTD
AJIT un ACT, xak npaBuIo, He IIPeBbIIIAeT 2—-3 HOPM.
XapakTtepubie ana JIJIKJI npusHaky BbIABAAOTCA
CIy4aiiHo mpy 06C/IeJOBaHUY 10 IIOBOJY APYTUX 3a-
6onmeBanmit (PyHKI[MOHAIbHbIE HAPYIIEHN S OPraHOB
nnmeBapenust, OPV u up.). B cBsi3n ¢ Hecrennbny-
HOCTBIO KIMHNYECKOV CUMITOMATVKY JITUTETbHOCTD
ITOCTAHOBKY [MArHo3a BapbUpPyeT OT HECKONbKUX
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