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PE3IOME

Llenb Hacrostielt My6IMKaLMKI: PEACTAaBUTD OMBIT JIEYeHHs] ¥ JUHAMMKY KIMHUKO-OMOXMMUYECKHX oKasaresnell y IBYX MalieHToB ¢ nedu-
LIMTOM JIM30COMHOIA kucsort nunasbt (IJIKJT) Ha poue npumenennst pepmenTHOI 3amectutenbHoit Tepanuu (P3T). [ToBonom k yriy6neHHOMY
00CT1e00BaHMI0 MALKEHTOB MOCITYKIWIN IepHOPOUTANIbHBIE «TeHH MHTOKCHKALIMI», YBEIMUYEHHe PAa3MePOB MeUeH! 1 CEJIe3eHKH, BbIsIB/IEHHbIE
Tp¥ AMCMIaHCepPU3aLK, ATUTEbHO COXpaHsioLmiics cyodebpununter. Hecrieunduueckue KMHUYeCcKre NposiBieHns 3a00s1eBaHust noTpeboBa-
JIM pacIIMpPeHHOro JuarHocTrnyeckoro nowcka. Juarsos JJIKJI, nonTBepskaeHHbli pe3ynbTaTaMy MOJIEKYIISIPHO-TeHeTHYeCKOro HCClleloBaHMusl,
OblT IOCTaBIIEH B Bo3pacte 7 1 12 nieT. B 0601x KIMHUYECKNX HAOIIOAEHNSIX Ha3HAUYeHHe aToreHeTHYeckr 000CHOBaHHOI Tepanuu obecreyn-
710 MOJIOKUTENbHYIO JMHAMMKY B BUJE YITydIleHns oKa3aTesieit prU3riueckoro pa3BuUTHs, COKpaLLleHK s pasMepoB IMeueHn 1 CeJle3eHKH, CTOM-
KOTO KYMMPOBaHMSI CUHAPOMa LIUTONM3a. PaccMOTpeHb! CTIOKHOCTH, C KOTOPBIMHM MOXKET CTOJIKHYTbCS! MTPAKTHKYIOLLMI Bpad MPY MOHUTOPHHTe
nauuenTtos ¢ JJIKJI, monyuatouinx naroreHernyeckyto tepanuio. OTnenbHOe BHUMaHKE yIeleHO BO3MOXKHBIM MPUUMHAM HEJOCTaTOYHO 3¢-
(eKTUBHOrO CHUXeHHs! ypoBHs! xonecteprHa Ha poHe P3T. OTMeueHa BaskHOCTb cBOeBpeMeHHO# anardHoctuku J1JIKJI, xapaxkrepusyrorerocs
HeTpepbIBHbIM NaTOJIOTMYECKMM HaKoIIeHreM 3(1pOB XOJlecTeprHa B JIM30COMaX, KOTOPOEe aCCOLMMPOBAHO C PUCKOM BO3HHKHOBEHHSI He-
00paTHMBIX TOPaskeHHit OPraHOB 1 TKAHEIA.

KJTIOYEBBIE CJIOBA: fety, nebuuuT IM30COMHOI KUCTIO# 1nasbl, 60JIe3Hb HAKOMIeHHs: 3GUPOB X0JIeCTePHHA, OUCININIEMHS], LINTONH3,
cebenunasa anbda, GepMeHTHAs 3aMeCTUTEIbHAS Tepanyisl.
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ABSTRACT

Aim: to present the treatment results and the trend of clinical and biochemical parameters in two patients with lysosomal acid lipase deficiency
(LALD) during enzyme replacement therapy (ERT). The reasons for the in-depth study of patients were the periorbital "shadows of intoxication”
(hyperpigmentation), an increase in the liver and spleen sizes, revealed during medical examination, as well as the long-term subfebrility.
Nonspecific clinical disease manifestations required an extended diagnostic search. LALD diagnosis, confirmed by the molecular genetic study
results, was made at the age of 7 and 12 years. In both clinical cases, the prescription of pathogenetically based therapy provided positive
trend in the form of improvement in physical development, reduction in the liver and spleen sizes, and persistent relief of hepatic cytolysis.
The article considers the difficulties that a medical practitioner may face when monitoring patients with LALD receiving pathogenetic therapy.
Special attention is paid to the possible causes of insufficiently effective reduction of cholesterol levels during ERT. The article also notes
the importance of timely diagnosis of LALD, characterized by continuous pathological storage of cholesteryl esters in lysosomes, which is
associated with the risk of irreversible lesions of organs and tissues.
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BBEINEHME nmM3ocoManbHas kucias nmunasa (JIKJT). Hemocratok umu oTcyT-
Hedpuuunt nu3ocomHoit kucnoit nunassl (IJIKJI) — penkoe  crBue aktBHOCTH JIKJI MPUBOIUT K HApYLLEHNIO BHYTPUIIM30-

Mporpeccupyloliee  ayTOCOMHO-peLIeCCBHOe 3a0oJieBaHKe, COMHOTO FMAPOJIM3a CIIOKHBIX 3QUPOB XOJeCTepUHa U TPUIIIN-

BbI3BAHHOE MyTauMsiMu B reHe LIPA, koaupyoleM ¢pepMeHT — LiepuIoB U X HAKOIUIEHUIO B OpraHax-MHuILeHsx [1, 2].
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3aboneBaHKe MPEeCTaBIEHO ABYMsl OCHOBHbIMU (pEHOTH-
namu: TsKesoit ObicTponporpeccupytoleil popMoit ¢ paH-
HMM HayasioM — uHdanTuabHoi popmoii IJIKJI, ucropudecku
HasbiBaeMoi 6one3Hbio Bonbmana, n ¢popmoit IJIKJT y nereit
¥ B3pOCJIbIX, paHee U3BEeCTHON Kak 00Jie3Hb HAKOIIeHHs au-
pos xonecrepuna (BH3X).

WndanrunbHas ¢popma AJIKJT (GonesHp Bonbmana) nposis-
JIleTcsl B paHHeM MJIafleHuecTBe 3alep>KKOi pOCTa U TSHKeTIbIM
NOpakeH!eM MeYeHH, O YeM CBUZIETEIIbCTBYIOT ObICTPONpOrpec-
CHpYIOLllee yBeMYeHHe TeYeHH, MOBbILIeHNe YPOBHS TpPaHC-
aMMHa3, runepounMpy6GruHeMsl, runoanbOyMIUHEMHs 1 Koary-
JlonaTHsl, a Takke CMHIAPOM aKTUBAaLKMU Makpodaros, KOTOpble
SIBJISIIOTCSL KJTIO4YeBbIMU (aKTOpaMK HebJIaronpusITHBIX MCXO-
10B. BaskHbIMM MaTOrHOMOHUYHBIMY PU3HAKAMHU 3a00J1€BaHMS]
SIBJISIIOTCSl ManbabcopOLus, KanbUudKKaLMs HaaMoOYeYHNUKOB
(y 50% 60JbHBIX), KOTOPbIE BBISIBJISIOTCSI BU3YalIU3UpPYIOLLM-
mu Meromamu uccrnenosanust (Y3U opraHoB OproiiHo# mo-
7ocTy, peHTtreHorpagus, koMmnbtotepHast Tomorpadust (KT)).
Ho nosiBnenus pepMeHTHO! 3aMectuTesnbHoit Tepanuu (O3T)
6ose3Hb BonbMaHa npuBoaMIIa K JIETaJIbHOMY MCXOJy B Teue-
HYe NEePBbIX 6 MeC. XXU3HU [3—5].

®opma IJIKJ1 y meteit u B3pocinbix, unu BHIX, — arto BTO-
pas popma IJIKJI. Hakonnenue nunmuaos B 1M30COMax NMpHUBO-
IWT K TOPaXXEHMIO NIeUeHH 1 ceJle3eHKU (renarocryieHoMeranust
¢ pa3BuTreM $prOpo3a 1/uK LMppo3a NeyeHH, NOBbILIEHHE aK-
TUBHOCTH TPAHCAMMHA3 B CbIBOPOTKE KPOBH), AUCIUITHAEMUN
(noBbiLeHue ypoBHs xonectepuHa 3a cuet JIMTHII u cHukeHne
ypoBHsi xonecrepuHa JITBI1, Takke MoskeT HabI0AATbCSI OBbI-
LLIeHHe YPOBHS TPUIIULIEPUIIOB), TPUBOsILLiee K PaHHEMY aTe-
pockiepo3y. BropuuHble 0C0KHEH!sT pa3HOOOpa3HbI 1 MOTYT
BKJIIOUATh NOPTaJIbHYIO TMIIEPTEH3MIO, aCLIMT, KAXEeKCHIO, Bapy-
KO3HOe paclivpeHWe BeH MUILEeBOJA, XKely[JOuHO-KUILeYHoe
KpoBoTeuene, VIBC, aHeBpHU3My, MHCYJIBT, aHEMHUIO 1 TPOMOO-
uuroneHuio. [IpuMepHO y TpeTH meteit HabMIOAIOTCS TsiKe-
JIble 5KeJyJJ0UHO-KUILeYHbIe CUMITOMBI, BKJII0Yast YaCTYIO na-
peto, pBoTy, 6011 B )KMBOTE, MasibabcopOLMIo 1 cTeatopeto [6].

Jl715 MOCTaHOBKM AMarHo3a MCIMOJb3YyIOT aHAMN3 aKTUBHO-
cti ¢pepmenta JIKJI B Cyxux Kanssix KpOBU Y MOJIEKYJISIDHO-Te-
HETUYECKOE UCCTIeIOBaHME.

Jlo nosienennst @3T peKkOMOMHAHTHBIM YeIOBEUECKUM pep-
MeHTOM cebenunasa anbga B aBrycre 2015 . He cyliecTBoBa-
10 6e3omnacHoi u apderrrsHoit Tepanmu JJIKJI. Cebennnaza
anba npencrasiser coboit pekombuHantHyto JIKJI, koTopas
BBOJIUTCS! ITyTeM BHYTPMBEHHOM MHQY3uu 1 pa3 B Heaeso na-
LIMeHTaM C MHQpaHTUIbHOM $opMoii 3aboneBaHust uan 1 pas
B 2 Hex. npu BHIX, ymenbluaeT Hakonnenre 3pupoB xonecre-
pYHa Y TPUITIMLIEPUIOB B JIM30COMAX, TEM CaMbIM CHU3KAsl Bbl-
PaskeHHOCTb KJIIMHMYECKKX MposiByeHuit 3abonesanus [7—10].

[lo naHHbIM JsiMTepaTypbl, NpHMeHeHHe B TeueHue
1 rona ceGenunasel anbda y B3pOCTIbIX MALUEHTOB NPUBOAUT
K YMEeHbLIEHHIO pa3MepoB MeUeHu U CeJle3eHKH, 3HaUUTesb-
HOMY YJIYYIIEHUIO KJIMHUKO-71a00paTOPHBIX MOKa3aTeseit
(cHM>KEHMe YPOBHSI TPaHCAMMHA3, XoJlecTepuHa). Y MiazeH-
ues ¢ JJIKJI neuenue cebenunazoii anbda npuBesno K 3Ha-
YMTENIbHOMY YBEJMYEHHIO BbIXKMBAEMOCTH, MPUOaBKe B Bece,
YMEHDLIEHUIO KeJly0YHO-KUILIEYHbIX CUMITOMOB, YJyyllle-
HUIO OMOXMMMYECKMX TOKa3aTeseil U YMEHbILUEHHUIO renaro-
cnneHomeranuu [1, 11-13].

B HacrosLieit cTaTbe MpescTaBieHbl KIMHIUYECK1e Halo-
ZieHus IByX MaLMEHTOB C NOATBep kIeHHbIM B Bo3pacte 7 U 12
et auarHo3oM BHIX c Liesbio npoieMOHCTPUPOBATh BbICOKYIO
3¢ deKTMBHOCTb nartoreHetnyeckoit Tepanun JJIKJI, kotopas
TPOSIBIISIETCS], [TIaBHBIM 00pasoMm, perpeccom ¢pubposa (ot F3

1o FO), 3Ha4MMbIM CHUKEHNEM YPOBHeli TpaHCaMMHa3, 00LLero
XoniecTepuHa U ppakumii, a TakKe YMEHbLIEHMEM BbIPaskeH-
HOCTHM opraHomeranuu. Hapsiny ¢ sTm oTMeueHbl HeKOTopble
CJIOKHOCTH, C KOTOPbIMK MOXKET CTOJIKHYTbCS MPAKTUKYIOLLIMI
Bpau npy MoHuTopuHre nauuentos ¢ JIJIKJI na natorenernye-
CKO¥ Tepanuu.

KN1MHWYECKOE HAB/TIOAEHUE 1

Manbunk, 2011 1. p., poc ¥ pa3BMBajCsi COOTBETCTBEHHO
BospacTy. HacnencTBeHHOCTb OTSIrOlleHa MO MaTepHUHCKOM
JMHUK (s13BeHHast G0JIe3Hb Kenynka y 6aOyIIKK M caxapHblii
auaber 2 tTnna y aenywuku) U no otuosckoi smunn (MBC y ne-
Iywku). Briepeble B Bo3pacte 6 sieT BO Bpemsl JUCNAHCEPHO-
ro ocMoTpa npu 0pOpMIIEHNN B LIKOJy 00paTHIM BHUMaHKe
Ha nepruopOUTaTbHbIE «TEHN MHTOKCHKALIMW», YBEJIMYEHHe pa3-
MEepOB NneyveHu A0 +2,5—-3 c¢M U cenedeHkn 10 +1-1,5 cm.

[pu o6cnenoBaniy B 6OXMMUYECKOM aHan3e KPOBHU Bbl-
siBeHbl cuHapoM uutonusa (AJIT 106 En/n, ACT 51 En/n),
TOBbIILIEHHE YPOBHSI XOJIeCTep1Ha 10 6 MMOJIb/J (NP1 HOpMe
3,2—5,2 mmonb/n), aucaununemust: JIMBIT 0,65 MvMonb/n
(Hopma 0,9—2,1 mmonb/n), JINHI1 4,35 Mmonb/n (Hopma 1,55—
3,8 MMoIb/11); MapKepbl BUPYCHBIX renatutos A, B u C otpuia-
TesbHble. Y3-NpHU3HaKK rernaToMerannn (BepTHKaJIbHbIA pas-
mep npasoit ponmu (1) 99 mm, nesoit momu (J1I1) 34 mm),
ciineHoMeranuu (99x34 MM), 3aCTOMHBIX SIBJIEHUIT B SKETY-
HOM my3bIpe. Ha 0CHOBaHMM pe3ynbTaToB MPOBEEHHOTO 00-
CJIeZlOBAHMS YCTAHOBJIEH AMArHo3: «[JucyHkums chuHKTEpa
Oxnay no GunMapHOMy THIY, AMCHYHKLMS KETYHOTO My3bIpst
110 TMIIOMOTOPHOMY THUITy. AHEMMSI JIETKOH CTENeHH! TSKEeCTH».
Monyuan ypconesokcuxonuesyto kucinory (YIXK) 6es cyue-
CTBEHHOI AMHAMUKMU.

B 7 ner (03.2018) ¢ kano6amu Ha MOBBILLIEHHYIO YTOMJISI-
€MOCTb, C1a00CTb, MEPUOINUYECKHE TOJIOBHbIE OOMH, C CoXpa-
HSIIOLIMMCSI CHHIPOMOM LMTONM3a Obl TOCMUTAIM3MPOBAH
B CTaLlOHAp 10 MEeCTY XUTeNbCTBA. B I1MHamuke oTMeuasnoch
HapacTaHue pa3MepoB MeveH|: BbICTyNasna Ha 5 CM U3-10J pe-
OepHOii Ayry 10 MPaBoii CPEAHEKITIOYNYHON JIMHUK (pa3Mepbl
nedeHy no Kypnoay: 12,5x8x6,5 cm). CeneseHka nanabnmpoBsa-
7nach 10 Kpato JIeBoii peGepHoii ayry. BrisiBeHbl aHemust sier-
koit crenenr (Hb 107 r/n), nmoBblllieHe conepskaHKsl TPaHC-
aMMHa3 [0 3 HOpPM; COXpaHslach TUIEpXOyecTepUHeMMUs]
(6,7 mmorb/n) 3a cuet JIMHII (5,48 mmorb/1). [Tpn Y3U Gprowi-
HOI TMOJIOCTH OMNpeeNsuINCh renaTocreHoMeranus, YrmioT-
HEHMe TMepUIOPTAbHbIX TPAKTOB, JedopMaLysi KeTIHOro
nysbipsi. [lpu ¢ubpoanacrorpaduu: craaust pubposa F1-F2
(mo Metavir). [IpoBeneHa nyHKuMOHHast GuorncKs neveru. Pe-
3ynbTaThl MOPOJIOrMUECKOro MCCIeIOBaHMS: MpefCTaBeHbl
¢dparmeHTbl 7—8 nopTabHbIX TPAKTOB. Bce nopranbHble Tpak-
Tbl MMEIOT pAaCCesHHYIO JMMQOrUCTUOLMTAPHYI0 MHQUIIb-
Tpauuio. B mosnbkax 6anouHoe CTpOEHHe 4acTo yTpaueHo,
dopmupyIOTCS  MCEBIOPO3€TKM, BCTPEYaloTCsl ABYXbsiep-
Hble renatouuThl. [loBceMeCTHO BHYTPHIOJNbKOBbIE BOCMANIM-
TeJIbHble MHPUIILTPAThI U3 KYN(PEPOBCKUX KII€TOK U TMMOLU-
ToB. JuddysHast 6enkoBast AMCTPOGHS reNaTOLMUTOB U OYark
KPYITHOKaneabHOro cTeaTto3a. BerpevaloTcst ONbKM € Mepu-
CHHYCOMJATIbHbIM, MEePULIETITIONSPHBIM U MEePUBACKYJISPHBIM
¢ubposom. Bo Bcex momnbkax MHOrovucieHHble (GpuOpPO3HbIe
CEMNTbI CTIENO OKAHUMBAIOTCS B TAPEHXMMeE WM JOCTUTAIOT LieH-
TpaJbHOI1 BeHbl. PUOPO3HBIE CENTbl UHPUIBLTPUPOBAHDI JMM-
douuramu. 3axioyeHrie: MOpOIOruueckre NMpUsHAKU COOT-
BETCTBYIOT XPOHUYECKOMY lelaTuTy, akTUBHOCTb YMepeHHasl,
cranust Gpubposa o uikane Metavir F2—F3.
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IuddepenunanbHasg OUarHOCTMKAa MNPOBOAMIIACH MEXIY
3a00JieBaHMSIMK TI€UEHN HEBUPYCHOM 3THOJIOrMHU. Bbutn mc-
KJIIOUEHbl ayTOMMMYHHbIA TeNaTuT, NepULNUT o -aHTUTPHII-
cuHa, Oonesub Bunbcona — Konosanosa. Mccnenosanue
aktuBHocTH JIKJI B CyXOM nsiTHe KPOBM BbISIBUJIO pe3Koe ee
cHukenne — 0,01 HM/u/narHo (Hopma 0,16—1,8 HM/u/mat-
HO). MeToz0M NpsIMOro aBTOMAaTU4eCKOro CeKBeHUPOBAaHMSI
npoBezieH aHanua reHa LIPA. B axk3oHe 7 oOHapyskeHa OHO-
HyKjeoTuHas 3ameHa c.796G>T (p.Gly266Term) B rerepo-
3UrOTHOM COCTOSIHMU. B 9K30He 8 o6HapyskeHa OJHOHYKIIEO-
ThaHas 3ameHa C.894G>A B reTepo3UroTHOM COCTOSIHMH.
Takum o6pa30M, IUarHos «JlepuuuT IM30COMHOI KUCIONM
nvnasbl: 00Ne3Hb HAKOIJIEeHUs 3(UPOB XOJeCTepuHa» Obul
MOATBEPsKIEH MOJIEKY/ISIPHO-TeHeTYeckuM metonoM. 06-
CJIefIOBaHbl POUTENM U 1BA CTAaplUMX OpaTa nauueHTa, ypo-
BeHb JIKJ1 y Bcex Obl B HOpME.

B nione 2018 r. manbunk BriepBble 6b11 06cenosan B PIBYH
«DUL nutaHusg M OGUOTEXHOJIOTHUU» C YCTaHOBJIEHHBIM JIMa-
rHO30M «JlepULUT TM30COMHOI KMCIIO# JTMnasbl: 60se3Hb Ha-
KOIIeHust 9$UpPOB XosnecTepuHar. KanoObl Npyu MOCTYIIEHUH
Ha YTOMJISIEMOCTb, CJ1ab0CTb, MEPUOANYECKIE FOJIOBHbIE GOJIH.
Ilpu ocmotpe: macca tena 27 kr, poct 120 cm, MHAEKC mac-
cbi Tenta (MMT) 18,8 kr/m?; Z-score UMT +1,6. JKuBoT cum-
METpPHYHBIi1, JOCTYTEH [yOOKOM MasbMaLuy BO BCeX OTAENAX,
MsIrKuii, 6e360ne3HeHHblii. [leyeHb BbICTYMana U3-mnox Kpasi pe-
OepHOM AyrM MO CpeIHEKIIOUMYHOI JIMHUK Ha 4 cM, 1o cpe-
JVHHOW JIMHUM Ha 7 CM, MSITKO-3J71aCTU4€CKOI KOHCUCTEHLIMH,
Kpait 3akpyrieH, 6e360e3HeHHbli. Cene3eHka yBeInyeHa: Bbl-
crynana Ha 1,5 cM u3-nox Kpast 1eBoii pebepHoit ayru. B 6uo-
XMMHUUYECKOM aHajM3e KPOBM COXPAHSUICS LMTOJIU3 MUHU-
MasibHOM crenenu aktuBHoctu (AJIT/ACT 102/89,3 En/n),
xosecrepuH 06wt 5,21 mmorb/n, JINBIT 0,7 Mmons/n, JITHIT
4,27 MMOb/7.  YNIbTPa3ByKOBble [PW3HAKK renaToMerasann
(IO 121 mm, JII 92 Mm) C BblpaskeHHbIMU TIPU3HAKAMH CTea-
T03a (Anddy3Has HEOOHOPOAHOCTb MAaPEHXMUMbI, OcIabeHne
Y3-curnana Ha %), cnnenomeranuu (107x48 mm), nedpopma-
LMK W YBeJM4eHHsl pa3MepoB XKeJUHOro ny3bipsi (78x18 Mm).
[lo pesynbraTam snacTorpaguu rnedeHu: MefMaHa HM3Mepe-
HUI amacTMYHOCTU neuveHn cocraBuna 8,3 klla, IQR 1,3 kIla,
YTO COOTBETCTBYET TMCTOJIOrMYecKoil craguu ¢ubposa ~F3
(o Metavir).

[lprHyMast BO BHMMaHKe NPOrpeccUpyIOLLMil XapakTep Te-
ueHus 3abosneBanusl, KoHcuanyM Bpaueit ®IBYH «PULL nu-
TaHUsl U OMOTEXHOJIOTMM» TIPUHSI pellieHNe HAa3HAYMThb NaLu-
€HTYy MO XU3HeHHbIM nokasaHusm 3T cebenunasoit anbda
(Sebelipasa alfa) mo mecry skutenbctBa B fo3e 1 mr/kr 1 pas
B 2 HeJl. TOKMU3HEHHO.

Tepanust cebenumnasoit anbga Obina Hauara B MioHe 2019 1.
(c 8 ner). Manbuuk nosnyuan ®3T HeperysnsipHO, € nepepbiBa-
MM 10 2 MecC. BBy Npo0iieM ¢ GUHAHCOBBIM 00OecreueHeM.
Ha ¢one nposoammoii naToreHeTM4eCcKoil Tepanuu oTMeva-
eTcsl MOJIOKUTENIbHAsl JMHAMUKA B BUJE YiyulueHus oOLiero
CaMOUYBCTBMSI, YMEHbLLIEHHs] TIeYeH! U CeJle3eHKU 0 pasme-
POB, COOTBETCTBYIOLLMX BO3PACTHO HOPMe, YTO OATBepsKIe-
HO naHHbIMM Y3W. OnHako COXpaHSIOTCS NPU3HAKK CTeaTo3a
NeyeHn: MeJIkooyarosass AMQpQy3Has HEOJHOPONHOCTb, OC-
nabnenue Y3-curHana Ha ¥s. [lo pesynbratam anacrorpaduu
TeyeHr TaK>Ke OTMeuaeTcsl MOJIOKUTeNbHAsT AMHAMMKA: TUI0T-
HOCTb [e4eHH He U3MeHeHa: MelllaHa 3J1aCTUYHOCTH COCTaBU-
na 4,8 klla, IQR 0,8 klla, uTo COOTBETCTBYET r'MCTOTIOrMYECKOM
cragun ¢pubposa ~FO (no Metavir).

B 6uoxumMuueckoM aHanuze KpoBH Yke uepe3 3—6 Mec.
Habnonanach HOpManM3alus aKTMBHOCTH TpPaHCaMMHA3

(AJIT/ACT 34/33,7 En/n) u xonecrepyHa, OfHaKo OTMeYaroT-
Csl 9MM30[bl MOBBIILEHNST YPOBHS XosecTepuHa. Makcumarb-
Hble LMPpbl ObUIM 3adUKCHPOBaHbI Yepe3 2 rofa OT Hayana
@3T (xonecrepux 6,37 mmoinb/, JITTHIT 5,04 mmonb/n, JITBII
1,04 mmonb/n). B Hacrosiiee Bpemst y pebeHKa MPU3HAKK Lix-
TONM3a He OMpeneNsoTCs], MoKasaTelu JMIMIAHOro oOMeHa
B npenenax Hopmbl (AJIT 41 En/n, ACT 47 Exn/n, xonectepun
0061wmii 4,2 mmob/, JIMHIT 3,0 mmoss/i, JITIBIT 0,9 MMonb/1,
Tpurnnuepunst 0,62 Mmosb/i) (puc. 1).

Takum 006pasoM, Ha (oHe MPOBOAMMONM MaTOreHeTHye-
cKoit Tepanuy y pebenka ¢ J1JIKJT Habntonanach nonoxxuTenb-
Hasi JMHAMMWKa B BUZE YJy4lleHWsl COMaTHYecKoro Craryca,
yMeHbLLeH!s] pa3MepoB MevYeH! W CeJle3eHKH, KyMMpOBaHUsI
CHHZIPOMA LIUTOJIN3A, CHMSKEHHMs YPOBHSI XOJIECTEPHHA, HUBE-
JMpOBaHMe MpPU3HaKoB (puOPO3a MO JaHHBIM 3nacTorpaduu
neyeHr. OJHAKO B CBSI3W C MPEPbIBUCTbIM KYpCOM JieueHUsl
COXPaHSIIOTCS1 MM30bl TMIepXoleCTePUHEMUN U JUCTIMIITe-
MIH, IPU3HAKK CTEATO03a NEeYeHH.

K/IMHWYECKOE HABJIOIEHUE 2

JeBouka, 2003 r. p. I3 aHamHe3a M3BECTHO, 4TO C 5 JeT
(2008 r.) Habmonanach N0 MECTY JKUTENbCTBA B CBSI3H C IIEPHO-
auueckuMu 60siMU B K1BOTe. B Bo3pacTe 8 nieT B cBsI3u ¢ win-
TEJIbHO COXPaHSIOILMUMCst cyOheOpUIMTeTOM BriepBble MpoBe-
IeH OUOXMMMYECKHMIl aHaJIM3 KPOBU M BBISIBJIEHO MOBBILLIEHNE
yposHst Tpancamunas (AJIT 82 Exn/n, ACT 61 En/n) n 6unupy-
6una no 31,8 mmonb/n. Ipu Y3U GprotuHoii nosocty Obiia
yCTaHOBJIeHa rernaTocryleHoMeranus, JepopMauust KelTuHoro
ny3bipsi. B stuBape 2012 r. 6bu1a rocnuTanM3MpoBaHa B CTaLy-
OHAp MO MECTY KUTeNbCTBA; MPH 00CIe0BaHNN: COXPAHSIICS
cuapomM uuronusa (AJIT 95,5 En/n, ACT 73,7 En/n), Bnep-
Bble OIpelesieHa rurnepxonectepuHeMuss — 9,74 MMoJb/n
(JIMHIT 7,94 mmonb/n), a TakKe rUNepTPUNIHLEPUIEMUS —
2,17 mmonb/n, yposenb JIIIBIT cocraBun 1,35 MMorb/m.
KT GptolHoii MosocT NOATBEpAMIIA HalluKe reraToMeranmiy,
CTeaTo3a neueHy, JuMdaneHonatiu (KoHoMepar aumdari-
YeCcKHX y37I0B B 0071aCTH BOPOT, yBen4eHne TMM$aTHUeCcKuX
y3710B OPbIKENKH KMILIEYHNKA, 3a0PIOLIMHHBIX IMMpATHUEeCKNX
yanos). [lo pesynbratam o6cienoBaHKs MOCTaBJIEH AWArHo3:
«XpOHMYECKUII TeMaTUT MUHUMAJIbHOM CTeNeHM aKTMBHOCTH,
runepaunuaemus». [lepuonnuecku nomyuana YIXK kypcamn
no 2—3 mec.

llpu nuHaMuueckoM HaOMIONEHMM B CBSI3W C COXpaHs-
IOLMMUCS  BbICOKMMM TOKasarensimu xosecrepuHa, JIITHII
B 2014 r. BbICTaBsIeH AuarHo3: «[lepBnunas runepxosecre-
pUHEMUs], CTeaTorenaTtut». B aToM ke romy neBouka Brep-
Bble Obula rocnutanusupoBada B OI'BYH «DULl nuranus
1 GrorexHonorum». [Ipy ocMoTpe: KOXKHbIe MOKPOBbI HU3HO-
JIOTMUYECKOi OKpACKH, CKJIepbl CyOMKTEpUYHbIE, SI3bIK TYCTO
o6noskeH GenbiM HanetoM. JKMBOT Mpy masbhauuy MSrKHii,
00JIe3HEHHBII B 9MUracTpaibHOI 0671aCTH, My3bIpHbIE CUMIITO-
Mbl MOJIOKUTeNbHble. [ledeHb yBesnuueHa, BbICTyNasna W3-Mof
Kpasi peGepHOit yri Mo CpenHeKIIOUMYHON JMHUK Ha 6 cM
(kpail 3axkpyrieH, MSIKO-3J1aCTU4eCcKOil KoHcucTeHuun). Ce-
7e3eHKa MasbMMpoBaach Mo Kpaioo pedepHoit ayru. B 6noxu-
MMUYECKOM aHaJli3e KPOBM COXPAHSUIMCh: CUHIPOM LIMTOJIU3a
(AJIT 80 En/n, ACT 82 En/n), runepOunupybutemus 3a c4eT
HenpsiMoit dpakuun (o6wwmit Gunnpyous 60,35 MKMOIb/1,
npsmoit  6unupy6oun 3,0 MKMOJb/J), TMIEpXOJiecTeprHe-
mus, pucnununemus (oOwmii xonecrepu 10,52 MMosnb/m,
JIMHIT 8,66 mMonb/n, JITBIT 1,4 MMonb/n1, TpUIIMLEPUIb]
1,02 Mmmonb/n, K03DPUUMEHT aTeporeHHOCTH 6,55 (Hopma
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Puc. 1. MaureHT 1: guHammka nokasatenen TpaHcammHasa (A) n nokasarenen nunugorpammel (B) Ha doHe O3T.

3neck n Ha puc. 2: @3T — hepMeHTHaA 3aMecTUTesbHas Tepanus

Fig. 1. Patient 1: trend of transaminase indicators (A) and lipidogram parameters (B) during ERT.

Here and on figure 2: ERT — enzyme replacement therapy, AST — aspartate aminotransferase, ALT — alanine aminotransferase, HDL — high density lipoproteins,

LDL — low density lipoproteins

1o 3,0)). Mapkepb! BUpYycHbIx renatutoB A, B, C orpuuaresns-
nele. [ILIP: untomeranosupyc, Bupyc 3nireitna — Bapp, Bupy-
Cbl IPOCTOTO repreca 1-ro u 2-ro Tumna, BUPyC repreca 4eno-
BeKka 6-ro TUna He OOHapyKeHbl. AyTOAHTUTENA He BbISIBJIEHDI,
oOMeH Meny He HapylleH. Vickitouanich Takske MIMCTHbIE MH-
Basuu (n9MOIMK, ackapuua 4esoBeKa, TOKCOKapbl, OMUCTOp-
XMCbl, TPUXMUHEIUIbl, 3XUHOKOKKM — OTpULATENbHO). Y3-npu-
3Haku renaromerannu (J111 84 mm, [1]] 123 mm, BOpoTHast BeHa
(BB) 7 MM) ¢ MenkoouaroBoii a1 §y3HOil HEOTHOPOAHOCTbIO
napeHxuMbl, crisieHoMmeranust (124x59 MM), 9XOreHHOCTb Mo-
BbILIIEHA, cesie3eHouHast BeHa (CB) pacumpena 1o 7 Mm.
930¢aroracTponyofieHOCKONMS: KaTapabHblil pegItoKc-
s3o¢arut. Hepocrarounoctb kapiauu. [ToBepXHOCTHbI ped-
JIOKC-racTput. JlyoneHoractpaibHblii pedioKc.

[pu anacrorpadun neyenu npusHakos ¢pr6po3a He ObLIO,
MeZMaHa u3MepeHuit 3nacTuyHoctu nevenu: 5,7 Klla,
IQR 1,8 klla, 4TO COOTBETCTBYET TMCTOJIOTMYECKON CTaZWK
¢ubposa FO (mo Metavir). Ha ocHoBaHuu pesysnbraToB obcie-
I0BaHus1 ObIIM MCKITIOUEHbl XPOHUUYECKIe BUPYCHBIE renaTHThl,
neULNT o, -aHTUTPUIICHHA, GoNe3Hb BuibcoHa, ayToMMMyH-
HbIil TenaTuT, reMOXpOMaTo3, INIMKOreHoBasi 60J1e3Hb. JlaHHbIX
3a HacJleZICTBEHHble aMUHOALMIONATUK, OpraHnyeckne aLuu-
ypuH, nepekTbl MUTOXOHAPHUAIBHOTO [-OKUCIEHHs! He ObLIo
nosy4eHo. JleBouke OblT MOCTaBJIeH AMArHo3: «XpOHUYECKHit
KPUIITOTEHHbIN renaTiT MUHMMajbHOIM CTeneHu akTUBHOCTH.
Cunnpom JKunbbepa (MOATBEPKIEH NAaHHBIMU MOJIEKYIISIP-
HO-TeHeTMYeCcKOro McciefoBaHus). XpOHMYECKHit TacTpo-
ayozeHuT, oboctpenne. KatapanbHbiii pediokc-330¢harur.
Henocratounocts kapaum. JlyomeHoracTpanbHblil pedIitokc.
NucoyHkuMs GunmapHoro Tpakrta Ha GoHe nepopmaLmnm Kemd-
HOTO Ny3bIpsi». JlaHbl peKOMeHIaUuK 1o JUeTe, Ha3HaueHbl re-
NaTONPOTEKTOPbl M CHMITOMATHYECKAs Teparusl.

B 2015 r. neBouke npu MOBTOPHOI MJIAHOBO! rocnura-
7M3alMM MpOBeleHa MyHKUMOHHAs Ouorncus neueHu. Pe-
3y7IbTaThl MOP(OTIOTMYECKOTr0 UCCIeA0BaHUS TKaHW MEeYeHu:
OuonTat anuHoit 1,3 cm, B cpese npuUcyTCTBYeT 7—8 noprasb-
HbIX TPAaKTOB, 3—2 LieHTpabHble BeHbl. [lopTanbHble TPaKThI
¢$1Opo3npoBaHbl, MHOXECTBEHHbIE MOPTO-MOPTAJIbHbIE Cel-
Tbl, pUOPO3MPOBAHBI CTEHKH LIEHTPAJIbHBIX BEH, MOJIs rena-
TOLIEJUTIONISIPHOTO GrUOpO3a B LIEHTPANIbHBIX OT/ENax JOJIbKH.
B nopranbHbIX TpakTax ONpenensioTcs Meskue npoaude-
pupytoLiMe Kel4yHble MPOTOKM, MPOCBET MJIOXO PasjIMukM.
lenatouuTbl pasnuuHbIX pasMepoB, OKpyraoi ¢opmel. Liu-
TOMIasMa MX CBeTJasl, COJAEPKUT MHOXECTBEHHbIe MEJIKUe
BaKyoJIM, NeHucTas, Hu3koe Hakomnenue LIMK-nosutuBHOro
BellleCTBa. 3aKioueHne: Mopdosoruieckas KapTiHa 6ones-
Hell HaKOIIeHusl, HanboJiee BEPOSITHO HaKoruieHne 3¢UpoB
XOJecTepuHa.

C ydyeToM BbISIBJIEHHbIX XapaKTepHbIX MOPQOIOrMYecKux
M3MEHEHMIA, COXPaHSAIOLIEeNCS TIunepxosjecTepyHeMyy, remna-
TOCIUIEHOMETaJIMA C BbIPaKEHHBIMU TPHU3HAKAMU CTeaTore-
narura 6buia 3anonodpeda BIHX 1 B3gThl nsTHA KPOBU 1S
onpezenenust yposHst JIKJI. B nsiTHe KpoBM ypOBeHb KUCIIO¥
nmnasbl Obi1 pesko cHiked (11.2015) — 0,001 HM/4/nsaTHO
(Hopma 0,40—3,0 HM/u/msaTHO). [lp MoOsEKyNsIpHO-reHeTH-
YECKOM UCCIIeNI0BaHMK KPOBU B rede LIPA metonoM npsmoro
aBTOMAaTHYeCKOro CEKBEHWPOBAaHMsI ObLIM MpPOAHAINM3UPOBA-
Hbl 3K30HbI 7, 8 1 9 rena u npuerarolie HHTPOHHbIE yyacT-
Ki. B 3Kk30He 7 oOHapykeHa meseLysi ABYX HYKJIEOTHUOB
c.817_818delAA B reTepo3MroTHOM COCTOSIHMH, @ B 9K30He 8
BbISIBJIEHAa OJJHOHYKJIEOTUHAs 3ameHa €.822G>A B rereposu-
FOTHOM COCTOSIHMM. TakuM 06pasoM, AuarHo3 «Jlepuuut imso-
COMHO¥ KHUCJION JMna3bl: 60J1e3Hb HAKOMIeHHsl 3QUPOB XoJle-
cTeprHa» Obl MOATBEPsKAEH FreHeTUYECKH.
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Puc. 2. MaumeHTKa 2: grHaMmmka ypoBHs TpaHcamuHaa (A) 1 nokasatenen nunupgorpammel (B) Ha doone O3T
Fig. 2. Patient 2: trend of transaminase level (A) and lipidogram parameters (B) during ERT

Ha MoMeHT nocTaHOBKM AMarHo3a feBouke Obiio 12 sier.
3a nepuon HaboeHus ¢ Bo3pacTa 5 niet obpaiuano Ha cebst
BHMMaHWe HapacTaHMe pa3MepoB TeueHH (10 +5-6 cm)
M cene3eHKM (1o +3 CcM M3-noj Kpas pebGepHOil OyTH).
B 12 ner y neBouku Habmozjanacb 3azepskka pocTa
(Z-score pocra -2,39), neduuut Macchl Tena JIErKoi CTeneHn
(Z-score maccel Tena -1,29). CoxpaHsich LUTONIU3 yMepeH-
HOIi CTeneH aKTUBHOCTH, TUIepX0JleCTePUHEMHNs], BbIpaXkeH-
HbIIi CTeaTo3 MeueHu Mo maHHbiM Y3U 6p}0LuH0171 MOJIOCTH,
¢$unbpo3 neuenn F2 no Metavir (Mennana anacruutoctu 7,6 Klla,
IQR 3,1 klla) no pesynbraTam snacrorpapuy neveHu.

YuutbiBasi nporpeccupyiolliee TeueHre 3aboneBaHusl, KOH-
cunnyM Bpaueit ®I'BYH «DULl nurtanus u GUOTEXHONOTHI»
Ha3HAUWJI MaLMeHTKe N0 KM3HEHHbIM MOKa3aHUsM, IJIs1 TIOCTO-
SHHOTO MHIVIBUIYAJIbHOTO NMPUMEHEHNS! He 3aperncTpUpOBaH-
HbIil Ha TOT MOMEHT Ha Tepputopuu PO npenapar cebenmnasa
anbda B nose 1 mr/kr 1 pa3 B 2 Hell. BHYTPUBEHHO Yepe3 HHPY-
30Mar, NOCTOSIHHO.

Tepanust cebenumnasoit anbda B no3e 1 mr/kr 1 pas B 2 Hep,.
Gbuta Hauata B MioHe 2016 T. (Bo3pacT NaLeHTK Ha TOT MO-
MeHT — 13 niet) B ®I'BYH «DULI nutanms u 6MOTEXHOIOTUIY,
rae peryasipHo NpoBoauIuCh Hy3uu 1o ceHtssops 2017 r.,
nanee ®3T Oblna MpomoskeHa MO MeCTy >XKUTenbcTBa. He-
JKeJaTesIbHbIX SIBJIEHUI Ha BBeZleHWe He 3aperucTpupoBaHo,
NIepeHoCMMOCTb Tpenapata ynosjieTBoputenbHas. Cnenyer
OTMETUTD, YTO y AAaHHO! NALMEeHTKU TaKKe OTMeqanuchb JJIH-
TeJIbHble MepepbIBbl B JieYeHNnH BBUAY GUHAHCOBBIX MPpobiiemM
c obecrieueHreM.

Pesynbrartbl o6cenoBaHusl nepel HayaloM MaToOreHeTH-
yeckoit Tepanuu: AJIT 103 En/n, ACT 71,6 En/n, xonecrepun
8,77 mmonb/n, JIMBIT 0,8 mmonb/n, JITTHIT 7,71 mmonb/n,
Tpuriuepunbl 1,34 MMoOnb/; MeuveHb +5CM, Ccesle3eHKa
+3 cm.

Ha ¢one nposopumoit ®3T 3a 5-netHuit nepuoz Habmo-
IeHusl Macca Tela M POCT MalMeHTKW JOOCTUITIM BO3pacT-

HbIX TMOKasaTtesieii, coctaBuB 47 Kr © 159 cM COOTBETCTBEHHO
(Z-score UMT -0,99, Z-score pocra -0,61), neBy1ika akTHBHa,
’Kanob He NpembsIBIIsIA, COKPATUIIMCh Pa3Mepbl MeveHH 1 ce-
Jle3eHKH, 1osoBoe pa3sutue no TanHep — 5. YpoBeHb TpaHC-
aMWHa3 COOTBETCTBOBaN pedepeHCHbIM 3HaudeHusM (AJIT/
ACT 34/28,5 En/n), onHako COXpaHsIMCh TUIIEPXOJIeCTEPUHE-
must (11,28 mmonb/n), aucaunuaemust (JIMHIT 9,61 mMonb/7,
JIBIT 1,7 mmonb/n, Tpurnuuepunbl 0,8 Mmmonb/n) (puc. 2).
Ipu Y3W OproliHoii MOJIOCTH pa3Mepbl NeYeHn U CeNe3eHKH
cokpatunuch (neyens: [T 109 mm, JI11 68 mm, BB 7 mwm (1),
cenesenka: 110x50 mm, CB 5,3 Mm), no pesysbraram 371acro-
rpadun neyenn ¢pubpos F1-FO no Metavir.

Takum o06pasom, y nesouku ¢ JJJIKJT (BHIX) Ha ¢oHe npo-
Boaumont 3T Habmopmanuch yiyulleHWe TeMroB ¢usnye-
CKOTO ¥ TOJIOBOTO Pa3BUTHS, COKpAllieHe pasMepoB MeueHn
M CceJle3eHKY, HOpManu3alusi akTUBHOCTH MEeYeHOUHbIX ¢ep-
MEHTOB, yMeHblleH/e NPHU3HAKOB $p1rOpo3a NeyeHu Mo JaHHbIM
anacrorpapuu neyeHu. COXpaHsItOTCs runepxoaecTepuHeMusl,
IUCTMNNAEMHS], TPU3HAKKM CTeaTo3a MeveHH, YTO MOKET ObiTb
CBSI3aHO KaK C HapyllIeH!eM IMIOJIMITUAEMUYeCKOi AUeTbl, TaK
¥ C mpepbiBaHKeM MHQY3uit cebennnasbl anboda, Kak U y nep-
BOTO MaLKeHTa.

OBCY>XIEHUE

B crarbe rnpencraBjieHbl ABa KIWMHUYECKUX H36J'I}O,Ile-
HUS peaKoro HacsencTBeHHoro 3abonesaunus — J1JIKJT (BHIX),
XapaKTEpU3YIOLLErocst rMIepXxojiecTepuHeMHeit, IUCIUNuIe-
MMeli, NOBBILIEHHBIM YPOBHEM [1€UEHOUYHbIX (epMEHTOB, MPO-
rpeCcCUpYIOLIMM MOpaskeHneM nevyeHu ¢ popMUpOBaHUeM PU-
Opo3a 1 LMppO3a MeveHH, 3a1ePsKKOi GU3MIECKOTO PA3BUTHSL.
Hecneuy¢uyHoCTb KIMHMKO-71200paTOPHBIX MPU3HAKOB 60-
JIe3HH, HM3Kasl PacrpoCTPaHEHHOCTb 3ab0seBaHKst OOBSICHS-
10T TPYAHOCTY NOCTAHOBKM AMArHo3a, YTo NPUBOZUT K OTCPOY-
Ke JIEUEHHs M Pa3BUTHIO OCTIOKHEHHIA.
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Tlo 2015 r. nevenne faHHOrO 3a60J1€BaHMsI ObLIO CUMIITO-
marudeckum. B asrycre 2015 r. cebenunasa anbda nonyumna
cBoe nepsoe mobanbHoe onobpeHne B EBpomneiickoM corose
1151 gonrocpounoit @3T y naumeHToB BCex BO3pacToB ¢ fedu-
uurom JIKJL. Cebenunaza anbda onobdpeHa [isi IPUMEHEHHs!
B 38 cTpanax mupa [5], Brmouas Poccuiickyto @enepaumto,
c koHua 2017 r. B npencraBieHHbIX HAMU KITMHAYECKKX HabJto-
IeHusIX noBozoM ans obcnenoBanust Ha JJIKJT Gbun mHTEp-
KyppeHTHble 3a00s1eBaHMsl, TOTpeOOBaBLLMe NPOBeseHNs 61o-
XMMHWYECKOr0 aHajau3a KpPOBUM M M3Y4YeHHs JIMMHUAOTPAMMBL.
[TokaszaHo, 4TO TeueHue 3a00JIEeBaHNsl XapaKTepU3yeTcsl Mpo-
TPECcCHpYIOIIMMY  renaTtocrieHoMeranyel, Y3-nprusHakamu
CTeaTo3a feyeHu, HaJluuMeM CUHIpPOMa LIMTONIN3a, THIepXoie-
CTepHHEMMH U AucIunuaeMun, Gpubposa nevyeHn, pesncTeHT-
HBIMU K FeNaToNpOTEKTOPaM U NpenapaTam 6a3ucHOM Tepanmi.
Ha ¢one 3T B 060Mx KIMHUUECKUX HAOJIONEHUSIX OTMeYa-
€TCsl Bblpa)X€HHasl MOJIOKUTeJIbHAs AMHAMMKA B BUIE YIy4-
LLIeHUs] CaMOYyBCTBHSI, TNIOKa3aTesiell pU3NUECKOro pasBUTHS,
COKpallleH!sl pasMepoB IMe4YeHU U CeNe3eHKH, KyMMpOBAHUS
cuHapoma uutonm3a. CoxXpaHsIOLMecs TUIepxoyiecTepuHe-
MHusl, AMCTUNHAeMUs], Y3-NIpHU3HAKM CTeaTo3a MeveHy, 1o Beei
BEPOSITHOCTH, CBS3aHbI C MPEPBIBUCTBIM KYPCOM MPOBOAUMOrO
JIeueHusI.

Bo BTOpoM KiMHMYecKOM HabmoaeHnn y pebeHKka oTMeua-
nucb Gosiee BbICOKME MOKa3aTeny JUMUAHOrO oOMeHa Kak 10
Havaza Tepanuu, TaK 1 Ha ee (OHe, UTO CBSI3AHO CO CTApLINM
BO3PAacTOM M, COOTBETCTBEHHO, OOJIbLIMM BpEMEHHBIM MHTEp-
BAJIOM HAKOIUIEHWs] 3QHUPOB XoJecTepHHa. ITO CBUAETEJb-
CTBYET 0 He0OXOAMMOCTH G0Jlee paHHel TOCTAaHOBKM AMArHo3a
1 cBOeBpeMeHHOro HasHaueHust 3T, uto conpsikeHo C Jy4-
ILIMM OTBETOM Ha JIEUEHHE.

3AKIIOYEHUE

Heduumnt 11M30COMHOI KMCION Nunasbl — peakoe opgan-
Hoe 3aboneBaHue, MPUBOAsLIEe K HAKOIUIEHHIO 3(DUPOB XO-
JlecTepyHa 1 TPUITIMLEPULOB B MeUeHH, Cesle3eHKe U JIPyrux
opraHax. JlaHHble aHanM3a IBYX KJIMHUYECKUX HaOnOmeHuit
HarIsIqHO JEeMOHCTPUPYIOT BaKHOCTb MOBBILIEHMS HACTOPO-
skeHHocTH K JIJTKJT v Heo6X0nMMOCTb KaK MOKHO OoJiee paH-
Heil IMarHOCTUKW 3TOro 3abosieBanus, Tak Kak: 1) IJIKJT xa-
PaKTepU3yeTcst 334acTylo JUIMTENbHbIM JIATEHTHbIM TEUEHHUEM,
a Takke MOXKET CKpbIBATbCS MOJ, Mackoii Oosiee pacrmpocTpa-
HEHHbIX 3a00sIeBaHMi1 (CeMeiiHasl rUnepxonecTepuHeMHs], He-
anbKOroJIbHask skKMpoBasi 60s1e3Hb MeveHH, 6ose3Hb BubcoHa,
TernaTUT HEsICHON 3THOJIOTMHM), YTO 3aTPYIHSIET CBOEBPEMEH-
HYI0 AMarHOCTUKY M MOXKET NPUBECTH K paHHeMy GOpPMUPOBa-
HUIO H1OpO3a 1 LMppo3a neyeHy; 2) B CBSI3U C HENpepbIBHbIM
MaToJIOrMYeCKUM HaKoIleHneM 3pHpPOB X0JleCTep1Ha B JIM30-
COMax CYLLECTBYET MOCTOSIHHBIN PUCK BO3HUKHOBEHHSI HeoOpa-
TUMBIX TOPAXeHN# OpraHoB U TKaueii [14].

IdpextuHocTb npooanmoi G3T IJIKJI 3aBucut ot Bos-
pacra Manudecrauuy, Bo3pacta BepUPUKALMM AUATHO3A
M BBIPQKEHHOCTH KJIMHMKO-71a00PAaTOPHBIX MPOSIBIEHHIA.
Crenyer OTMETHTDb, YTO COOJIOZIEHNE TUMOJIMITUAEMUYECKOI
IMeThl SIBJISIETCS BaXKHeNLlei 1 HeOTbeMJIEMOI COCTaBIISIIO-
weit tepanun JIJIKJI Hapsimy ¢ OCHOBHO#M MaTOreHeTU4ecKoi
@®3T. HemocratouHyto 3¢(PeKTUBHOCTb CHUXKEHHS YpPOBHS
xoJsiectepuna y yactu naumentos ¢ JIJIKJI npu naTorenetuye-
CKOJi Tepanuy HEKOTOpble MCCIIEA0BATENM OOBSICHSIIOT KakK He-
CoONI0ZIeHNeM CreLMasbHOM TUMONUITUAEMUYECKOi IUeThl,
Tak ¥ BO3MOXXHBIM (POPMUPOBaHMEM (pepMeHT-crenudpuie-
CKUX HeiTpanuayolux anturen [15]. OnHako yOeauTesbHbIX

J0Ka3aTesnbCTB 3TOro ¢akTa Ha JAHHbI MOMEHT He Mony4ve-
HO. BO3MOXXHO, y 9TOJ1 IpynIbl NaLUKXEHTOB CJlefyeT MPOBEeCTU
JOMOJIHATEIbHOe MCCTIefOBaHMe MO W3MEHEHWIO PekHMOB
Z03MpOBaHKs Mpenapara, 4YTO TaKXke MPOROJIKAeT 00CYK-
JaTbCs1 yueHbIMHU [16].
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