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LAedUUmnT 1M30COMHON KMCIOM nnasbl — peakas HacneacTBeHHas ¢epmeHTonatusi. CtaTtbsi NocBsileHa COBPEMEHHOMY
COCTOSIHUIO JaHHOM po6ieMbl. ABTopamu npeacTaBaeHbl 3MMAEMUOIONMYECKME JaHHbIE N OCOGEHHOCTM 3TMONaToreHesa
[ABYX QEHOTUMUYECKMX pOpM AepurLmnTa IM30COMHOM KUCA0M innadbl — 60/1€3HM BosibMaHa u 60/1€3HN HAKOMIEHUS 3pu-
pOB xosiecTepuHa. B ctatbe nogpo6HO onncaHbl KIMHUYECKNE XapaKTePUCTUKM KaK BbICTPOMNPOrpeccHpyroLien Gopmel, TaK
M MeaneHHo pa3BuBalollerics 60/1€3HU HAKOMIEHUs1 3MPOB xonecTepuHa. oapobHO NpeacTaBaeH aaropuTM U yKasaHbl
K/toYeBble aTanbl AMppepeHLmanbHO-AUarHoCTUYECKOro NnomcKa. TiaTtesibHO cpOopPMY/INPOBaHbI MOKa3aHUs K natoreHeTm-
4YECKOMY IEHEHUIO M U3JI0KEHA TaKTUKa NPOBEAEHNS HEPMEHTHON 3aMeCTUTENbHON Tepanuun. OxapaKTepu3oBaHbl COBpe-
MEHHbIE NOAX0Abl K BEAEHMIO NMaLMEHTOB AETCKOro Bo3pacTa.

KniodeBbie cnoBa: JepUUUT IN30COMHON KUC0M inna3sbl, 60/1€3Hb BosibMaHa, 60/1e3Hb HAKOMIEHUS 9PUPOB XONECTEPHHA,
AnarHocTuKa, anpoepeHLmnanbHbif AnarHo3, KIIMHUYECKOE TeYEHHE, IeHEHNE, HEPMEHTO3aMeCcTUTEIbHas Tepanus, AeTH.
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ONPERENEHUE JIN30COMHYIO Kucnyto nunagy (JIKJT), 4To NpuBOAUT K HaKo-
OednunT NM30COMHON Kucnow nunasbl (AJTK) — MJIEHUIO CNOXHbIX 3GMPOB XONecTepuHa U TPUIMULLEPULOB
XPOHUYECKOE nporpeccupyollee 3aboneBaHne, B OCHO- B MeYyeHW, Cene3eHKe, CTEHKaX KPOBEHOCHbIX COCYAOB M

BE KOTOpPOro nexut aedekT reHa LIPA, koaupylowero APYrUX TKaHSX.
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Deficiency of Lysosomic Acid Lipase: Clinical Recommendations
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The deficiency of lysosomic acid lipase is a rare hereditary enzymopathy. The focus of this article is the present condition of this issue.
The authors demonstrate epidemiological data and etiopathogenetic features of two phenotypic forms of lysosomic acid lipase
deficiency — Wolman disease and cholesterol ester storage disease. Clinical features of both — the rapidly progressing form and
the slowly developing cholesterol ester storage disease — are described in detail in this article. The algorithm and crucial steps of
differential diagnosis are described in detail. Also, indications to pathogenetic therapy are carefully formulated, and the tactic of enzyme
replacing therapy is given. The modern approaches to the management of child patients are described.

Key words: lysosomic acid lipase deficiency, Wolman disease, cholesterol ester storage disease, diagnosing, differential diagnosis,
clinical course, treatment, enzyme replacing therapy, children.

(For citation: Baranov Aleksander A., Namazova-Baranova Leyla S., Gundobina Olga S., Mikhailova Svetlana V., Zakharova Ekaterina U.,
Vishnyova Elena A., Savostianov Kirill V., Stepanyan Marina U. Deficiency of Lysosomic Acid Lipase: Clinical Recommendations for
Child Health Care Delivery. Pediatricheskaya farmakologiya — Pediatric pharmacology. 2016; 13 (3): 239-243. doi: 10.15690/
pf.v13i3.1573)




KnuHuyeckue peKkomeHaauum

KnuHnyeckn aaHHoe 3aboneBaHWe MOXKET MpoTeKaTb B

OBYX GEHOTUNMUYECKMX popMmax:

1) 6one3Hb BonbmaHa — 6bicTpopas3BuBatowascs dopma
[OJIKJ1 ¢ Hayanom B MnageH4YecKoM Bo3pacTe;

2) 60ne3Hb HakonneHus adupoB xonectepuHa (BHIX),
XapaKTtepusylouasncs 6onee meaneHHbIM NPOrpeccupo-
BaHWeM 1 MaHudecTaumnen B 6osee ctapemMm Bo3pacTe.
CTeneHb CHUXEeHUS IM30COMHOM KUCOKM Nnnasbl Koppe-

JINPYET C TAKECTbIO KIMHUYECKMX MPOSBNEHNUI: NPKU 6ONE3HM

BonbmaHa J1KJ1 oTcyTcTBYET, MM aKTUBHOCTb depMeHTa

cocTtaBnseT meHee 1% HopMaslbHON aKTUBHOCTH.

Koa MKB-10
E75.5 [pyrne HapyweHUs HaKonIeHns TMNnaoB.

SANUAEMHOJIOrUa

Yactota [AJIKJZT coctaBnser 1:40000-1:300000.
McenegoBaHns MO M3YYEHWUIO 4acTOTbl BCTPE4YaemMocTH
OJIK/T B Poccun He npoBoOAMNUCH; OXMaaeMas YyactoTa —
1:100000.

3TUOMNATONEHE3

[OJIKJ1 HacnedyeTcs N0 ayTOCOMHO-PELECCUMBHOMY TUMY.
Mauymentbl ¢ OJIKJ1 aBnsioTcs, Kak npaBuno, nMb6o romo-
3UrotTamu, NM60 KoMnayHA-retepo3uvrotamu no mytaumam
reHa LIPA, XoTs y HEKOTOPbIX 6ONbHbIX MOTYT UMETb MECTO
MyTaLuK, HEe BbiBsSiEMble CTaHAapPTHbIMKW MeTogamun JHK-
aHanmsa. K HacTtoswemy BpemeHu o6HapyKeHo 6onee
40 myTauun, CBA3aHHbIX C HapyweHneM GyHKUUK pepMeH-
Ta. Hanbonee Taxesble NOBPEXAEHUS, TaKUE KaK HOHCEHC-
MyTaLWW, NEPEeCcTPOrKK reHa, MyTaLuun Cco CABUIOM PamKu
CYMTbIBAHUS, KaK NpaBuW/O, BbIABASIOT NPU TAXKENbIX Gop-
Max 3aboneBaHus.

Jln3ocomHasi Kucnas nunasa Mrpaet KI4YeBYO POSib
B MeTabonn3me NIMNUAOB, OCYLLECTBASAA rMAPONM3 ahupoB
XonecTepuHa v TPUIMnLEpPMAOB B TM30COMaXx A0 CBOGOLHOMO
XONIECTEPUHA U HUPHbIX KUCIOT. JIMNKNAbI UM UX OKUCAEHHble
NPOM3BOAHbIE B3aUMOAENCTBYIOT C GaKTopamu TPaHCKpUN-
LMK, KOTOpble HEMOCPEACTBEHHO MOAYIMPYIOT 3KCMNPECCUIO
reHOB, BOBJ/IEYEHHbIX B CMHTE3 M MOMNOLEHNE X0necTepuHa,
a TaKKe IMnoreHes.

O6bIYHO BHYTPUKIETOYHbIN M3ObLITOK CBOGOAHOrO Xone-
CTEepUHA MPUBOAMT K CHUMKEHWIO aKTMBHOCTU peLenTopoB
IMNONPOTEMHOB HW3KOW nnoTHocTh (JIMHI), 4To B CBOW
oyepeab YMeHbLUAET NPOHUKHOBEHME XONIECTEPUHA B KNETKY.
A WHrMGUpOBaHWE TMAPOKCUMETUNINYTapui-KobepmeHta A
(TMIr-KoA) peayKktasbl No NpUHLKUNY 0OpaTHOW CBSA3M Mpwu-
BOAMT K YMEHbLUEHWIO CUMHTE3a XOSleCTEPUHa, CTUMYAALUK
aumn-xonectepuHaumnnTpaHchepasbl U aKTUBUPOBAHUIO aTe-
pudurKaunn xonectepuHa. B 10 e BpemMs BHYTPUKIETOYHOE
HaKOMNEHNE KUPHbLIX KUCNOT NPUBOAUT K TOPMOXKEHMUIO CUH-
Te3a ¢ochonnnmMaoB 1 TPUMULEPHUAOB.

B ycnoBusix CHUeHHOW akTMBHOCTHU JIKJ1 nnu ee NonHoro
OTCYTCTBUS 3PUPbI XONECTEPUHA U TPUMIULEPUALI HE MeTa-
60M3NPYIOTCA U HaKananBatoTCs B M30COMax, CBOGOAHbIN
XONECTEPUH U XKMPHblE KUCNOTbl B KNETKE He 06pasyloT-
cs. Bo3HuMKWMNA aedUuUnT BHYTPUKIETOYHONO CBOGOAHOMO
XONecTepuHa M MKUPHbIX KUCNOT MPMBOAMT K aKTMBaLUM
MT-KoA-peayKTasbl, CUHTE3Y 3HAOrEeHHOro xonectepuHa u
TPUIMLLEPUIOB, @ TaKXKe YCUIEHUIO SHAOLMUTO3a XonecTepu-

Ha 4yepes peuenTtopsbl JIMHI, o6ycnoBnnBas BOSHUKHOBEHWE
rMNEPX0NECTEPUHEMMUN U ANCAUNNLEMUMN.

Taknum o06pas3om, HakonjeHue 3PpUpPOB XoNiecTepuHa U
TPUIIMLLEPUAOB B MeEYEeHW, Cene3eHKe W Apyrnx opraHax
COMpPOBOXKAAETCA AUCAUNUAEMMEN C NOBbILEHHBIM YPOBHEM
o6Lero xonectepnHa B CbIBOPOTKE KPOBW, BbICOKUM YpPOB-
HeM xonectepuHa JIMHI, HU3KMM YpPOBHEM XonecTepuHa
IMNONPOTENHOB BbICOKOW nnoTHocTh (JIMBI), a TakKe BO3-
MOXHbIM MOBbILEHNEM YPOBHS TPUINLEPUAOB. MoBbIWEHKE
YPOBHSI OBLLEr0 XONecTepuHa U TPUMMLEPULOB CBSI3aHO C
HaKkomneHveM B Mna3mMe KpoBu anoB-cogeprkawux nuno-
NPOTEMHOB, TaKMX KaK XONEeCTEPUH NMMONPOTEMHOB OYEHb
HWU3KOW NMAIOTHOCTU U xonectepuH JITMHI.

Mpn 60ne3Hn BonbmaHa OTCYTCTBUE (MU KpanHE HKU3-
Kas aKTtMBHoCTb) JIKJ/1 BefeT K MacCMBHOMY JIM30COMHO-
My HaKOMAeHWIo 3hUPOB XONecTepuHa W TPUIULEPUAOB
NPEUMYLLECTBEHHO B NEYEHW, cene3eHKe, HagnoYyevyHuKax,
KOCTHOM Mo3re, AnmdaTuyecKux ysnax M B Makpodarax
PETUKYNO-3HAOTENNANBHOW CUCTEMbI, OCOGEHHO B BOPCWH-
KaXx KMLIEYHMKa.

BH3X — dopma AJIKJ1, BoO3HMKaOWAa B AETCKOM WM
B3pOC/IOM BO3pacTe, B 3aBMCUMOCTU OT OCTAaTOYHOM aKTUB-
HocTu JIKJT in vitro, KOoTopas, Kak NpaBuo, HaxoauTcs B Ana-
nasoHe oT 1 o 12% HopmasnbHOM akTUBHOCTM JTKJ1.

K/JIMHUYECKASA KAPTHUHA (1abn.)

bone3Hb BonbMaHa — pegkas OGbICTponporpeccupy-
owasa dopma AJIKJ, nposBhsowascs ¢ nepBbiX MecsiLeB
MU3HU pebeHKa, NpuBoAsAWas K pa3BUTUIO MEeYEHOYHOWM
HeJOCTaTOYHOCTM U NPEeXAeBPEMEHHON CMEPTHU B BO3pacTe
fo 1 roga. KnuHuyeckasi KapTuHa XapaKTepu3yeTcs npo-
rPECCUPYIOLLMM YBEIMYEHMEM MNAPEHXMMATO3HbIX OPraHoB
(nevyeHn U ceneseHku), CUMHAPOMOM Masibabcopbumnu, Npo-
ABNSIOWNMMCSH PBOTOW, AMapeen, runotpoduen u 3agepK-
KoM TeMnoB ¢u3nyeckoro pas3sutua. B psge cnyvyaes pas-
BMBaeTCs MapanuTMyeckas KuleyHas HenpoxoguMocCTb.
OtnnyntenoHon Yyepton 6onesHn BonbmaHa aBngeTcd mac-
CMBHOE yBe/WYeHWe M KanbUubuKauMa HaANOYEeYHMKOB.
Mo AaHHbIM peHTreHorpadum HafNOYEeYHUKU XapaKTepusy-
0TCA HaNMYMEeM TOYEYHbIX 04aroB KanblUubuKauum no Bcen
napeHxnme ¢ CUMMETPUYHBIM U MACCUBHbIM YBENUYEHUEM
NpW COXPaHEeHWW CBOEW MOAYAYHHOW WX NUpamuaanbHoM
dopMbl. Y aTUX AeTEN MOXKET UMETb MECTO HeAOCTaTOYHOCTb
KOpbl HaAMOYeYHWKOB. K HEBPONOrMYECKUM MPOSBAEHUSM
6one3Hn BonbmaHa OTHOCHAT MPOrpeccUpytoLLylo 3ageprKKy
NMCUXOMOTOPHOIO Pa3BUTUS, HaNNYME MONOKUTENBHOIO CUM-
ntoma babWHCKOro W ApyrMx natonorM4yeckmnx pediexcos,
KOHYCbI CTOM, OMUCTOTOHYC M Ap.

BH3X xapaKtepusyeTrca 6onee MeOlieHHbIM Xapak-
TEepoM pas3BUTUS, OTCYTCTBMEM HEBPOSIOTMYECKON CUM-
nToMaTMku. Bepywme cUMNTOMbI — MOpPaXKeHWe nevyeHu
n gucannugemust. MNporpeccupytoliee nopaxeHue nede-
HW XapaKTepuayeTcs HaauMyueM cuHapomMa ULMToNu3a,
renatomeranmn ¢ popmMupoBaHvem Gnbpo3a U LKUPpPO-
3a MNeyYeHu Cc pas3BuUTMEM MNEYEHOYHOM HEefOCTAaTOYHOCTH.
Ovcannuaemumsa — noBbIWEHWE B CbIBOPOTKE KPOBM YypPOB-
HA xonectepuHa JIMHM n Tpurnuepuaos Npyu HOpMaabHOM
WM HU3KOM ypoBHe xonectepuHa JIMBI (rMnepavnonpo-
TenHemums llb TMNa) MoXeT NpUBOAUTbL K YCKOPEHHOMY pa3-
BUTWIO aTepoCKieposa.



Ta6nuua. CpaBHeHWe NposiBNeHn 60ne3Hn BonbMaHa 1 601e3HU HakonneHUs adupoB xonecTepuHa

MposBneHue Bone3Hb BonbmaHa AL DLEIE T TR
XxonectepuHa
BospacT Havana/aMarHoCTUKM 1-3 mec [leTcKkuni, B3pochnblin
Bo3pacT Ha MOMEHT fieTanbHOro ncxoa (6e3 nevyeHus) [o 1 ropa BapurabenbHbin
[enatomeranus + +
Drbpo3/Unppo3 neveHun + +/%
CnneHomeranus + +
Kanbundurkaums HagnoYe4yHUMKOB + -
CuHapomM Manbabcopbumnn + +
Kaxekcus + -
HeBponoruyeckue nposiBneHns + -

MmeeTcs onpeaeneHHbin Anana3oH KIMHUYECKUX Mpo-
aBneHnn BHIX. Tak, y NauMEHTOB C TSeNbiM NoparKeHnem
KIMHWYECKas KapTMHA MOXET pPasBEPHYTbCA B [AETCKOM
BO3pacTe B BMAE CMMMNTOMOB, HanoMuHawuwwmx 601e3Hb
BonbMmaHa, TaKMx KaKk NOHOC, 3afepiKKa pa3BuUTUSs, PBOTa,
B3/lyTME }XMBOTA, HO TaKMe NaLMEHTbI BCE XKe MOTYT AOXKUTb
[10 MOAPOCTKOBOro WK A0 B3POC/IOro Bo3pacTa.

B TO Xe Bpems CMHAPOM ManbabCcopOLUK, UCTOLEHME U
KaxeKcus BCTPEYaloTCs PEAKO M He SBASIOTCS NOCTOSHHbIMM
npu3Hakamu BH3X.

AUATHOCTUKA

AwnarHos AJTKJT MoXKeT 6biTb 3anog03peH Npu Halan4dymu
COYEeTaHWs UIBMEHEHWUI CO CTOPOHLI MEYEHU (renaTtoMeranuu,
NOBbILIEHNS aKTMBHOCTU TpaHCaMWHa3, MPU3HAKOB CcTeaTto-
3a) U HapyLweHUsa TMnugHoro npoduns.

Hannune 6onesHun BonbmaHa cnegyer npeanosioXuTb
y pebeHKa nepBbiX MECSLIEB XM3HW C NOCTOSIHHOW PBOTOM
WM Ouapeew, OTCTaBaHMEM B Pa3BUTMM, renaToCnieHo-
MeraaMen U CUHAPOMOM Manbabcopbumn. YBEUYEHHbIE
HaNOYe4YHUKM C MpPU3HAKaMM KanbUMbUKaLUKM SBASIOTCS
HEenocpeaCcTBEHHbLIM KO4YOM K MOCTaHOBKE AMarHosa.

CnoXHOCTb CBOEBPEMEHHOW AMarHocTMkn BHIX 3akito-
YyaeTcs B OTCYTCTBMM WM HecneumdUYHOCTM Kanob nauu-
€HTa, HEeCMOTpPS Ha MNpPOrpeccupoBaHMe NaToNOrMYecKoro
npouecca B nevyeHn. Bo mHorunx cnyvaax AJIKJ1 HaxoaaT cny-
YanHO — MpU OBGHAPYKEHUU U3MEHEHUN B BUOXMMUYECKOM
aHann3e KPOBM WK YIbTPa3BYKOBOM UCCIEA0BAHMMN MEYEHW.

OcHoBOM coBpeMeHHOM anarHoctukun AJIK/ aBnsetca
6uoxmmuyeckm aHaama aktmHoctu JIKJ1. JIKJ1 oueHnBa-
eTcsl NyTem onpeaeneHns akTMBHOCTU GepMeHTa B Ky/NbTy-
pe dnbpobnacToB, NENKoLUTax nepuPepruyeckon KpoBwu;
OAHUM M3 Haubonee AOCTOBEPHbIX METOAOB CYMTaeTCs
namepeHue aktusHocTu JIKJT B Cyxux nATHaX BbiCyLUIEHHOM
KPOBM Ha cneLuunanbHbIX AMArHOCTUYECKUX GUAbTPaX.

Mpn ocmoTpe, cObope aHamHe3a U )anob cnegyet obpa-
TUTb BHUMaAHMe:
° Ha Hanuyve renaToMerananu UM renatocnieHoMerannu;
°  3aepXKKy GM3UYECKOro pas3BuUTHUS;
® cnaboCTb, NOBbILLEHHYIO YTOMASEMOCTb;
° fOuapeto, 6011 B KMBOTe, cTeaTtopelo (MpU BOBJIEYEHHO-

CTU B NATONIOTMYECKMI MPOLLECC KULLIEYHHMKA);

° HaJuyuMe NPU3HAKOB MEeNTyxW, acuuTa, BapUKO3HOIo
pacliMpeHus BeH nuwesofa (Mpu pasBuUTUM LUMPPO3a
neyeHwn);

® CeMeWHbIM aHaMHe3.

KnnHuyeckuit ocMOTp BKOYAEeT WM3MeEpPeHue pocTa

M Maccbl Tena, TemnepaTypbl Tena, BbiIBNEHWE renarto-

crieHOMeranann, OLEHKY COCTOSIHUS CcepheyvHO-COCYAMUCTOMN

CUCTEMBI.

JIABOPATOPHBIE U UHCTPYMEHTAJIbHBIE
UCCNEQOBAHUSA

1. KnuHMYecKnr aHanm3 KpoBu 60MbHbIX ¢ AJTKJT MOXET Bbis-
BWUTb aHEMMUIO, TPOMOOLIMTONEHUIO, PEAKO — NIEUKOMEHMIO.

2. buvoxumuyeckun aHanuM3 KpoBu OOGHapYXKMBaeT MNOBbl-
LEHWE aKTMBHOCTWM TpaHCaMMHa3 (aNlaHMHAMMWHOTPaHC-
depasbl, acnaprataMMHOTpPaHchepasbl), rmnepxonecre-
PUHEMMIO, TUNEPTPUIMLIEPUAEMMUIO.

3. JlunugorpammMa KpOBM: YBEIMYEHUE KOHLIEHTpaLMK
JIMHIM, y MHOrMX 60/bHbIX CHUXEHO Konuyectso JIMNBI B
KpoBW. Mpn aHann3e anonMnonpoTeMHorpammbl y 601b-
LUMHCTBA 6OJbHbIX BbISIBASIOT NMOBbILLEHWE YPOBHS OCHOB-
Horo anonunonpoteuHa JIMHIM — anonvnonpotenHa B.

4. YnbTpa3ByKOBO€ WUccneaoBaHWe U MarHUMTHO-Pe30HaHC-
Has Tomorpadus (MPT) opraHoB OpIOLIHOM MONOCTH
NO3BOJIAIOT BbIABUTb YBENMYEHWE MEYEHHU U, pPEXE, cene-
3€HKMW, CTeaTo3 MeyvyeHu; NpoBeaeHne KOIMYECTBEHHOM
OLEHKMN XupoBon amnctpodumn nevenn (no MPT) Heob-
XOAMMO AN nocnegytowero KoHtTpons apdeKTMBHOCTH
GEepMEHTHON 3aMeCTUTENbHON Tepanuu.

5. buoncums neyeHU: MaKpPOCKOMMYECKU MevyeHb WUMeeT
SAPKUIM KENTO-OpaHKEeBbIM LBET; MMCTO/IOrMYecKas Kap-
TUHa XapaKTepuayeTcsi HalnvyueM MUKPOBE3UKYNSAPHO-
ro creaTo3sa, «NeHUCTbIX» KneTok Kyndepa, npuM3HaKoB
Gnbpo3a 1 UMppo3a NeveHu.

6. MoneKynsipHO-reHeTM4ecKoe wccnegoBaHue: BbisiBle-
HWe MyTauun B reHe LIPA, koagupyowem JIKJ1, asnsetcs
[OMONIHUTENIbHBIM METOAOM MCcnefoBaHus. XoTa 60/b-
LUIMHCTBO MOPAaXKEHHbIX MaLMEHTOB SBASIOTCA TOMO3M-
roTaMm WAM KOMMNayHA-reTepo3nrotaMyM B OTHOLIEHMM
MyTauun reHa LIPA, y HEKOTOPbIX NaLMEHTOB MOTYT UMETb
MECTO MHTPOHHbIE MyTaL1W, HE BbIIBAISIEMbIE NPU NpoBe-
[AEHWW CTaHAAPTHOrO FEHETUYECKOrO CKPUHMHTA.
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KnuHuyeckue peKkomeHaauum

7. TpeHaTanbHas AMarHOCTMKa peKomeHaoBaHa ans ntobon
nocneaywolien 6epeMeHHOCTM B CEMbSX, OTATOWEHHbIX
x0T 6bl 0gHMM cnydaem AJTKI.
30010TbIM CTaHZaApTOM [UArHOCTUKMU AIBNSIETCA OUO-

XUMUYECKOoe TECTUpOBaHUe aKTUBHOCTU pepmeHTa JIK/,

MOCKOJIbKY NaTOreHHOCTb HEKOTOPbIX BbISIBJIEHHbIX pea-

KMX U HOBbIX MyTaLMUi TpeOGyeT AONOJIHUTE/IbHBIX JOKa-

3aTenbCTB.

KoHcynbTauum cneumanmucToB
e KoHcynbTauua Kapanonora Heobxoauma getam ¢ 41K/

4NS onpeaeneHns cepaeyHo-cocyamucToro pucKa.

e KoHcynbTauusa guetonora — ang nogbéopa cneunanmau-
pOBaHHOM ANETHI.
e KoHcynbTaumsa Bpavya-reHeTMka nokasaHa CeMbsaM, UMe-

IOWKUM poacTBeHHMKOB ¢ AJTKJ1.

AwnarHo3 AJIKJ1 ctaBUTCA HAa OCHOBaHUU COBOKYM-
HOCTU KJIMHUYECKUX AaHHbIX, pe3yibTaToB NaGopaTtop-
HOro UccriefoBaHUs, GUOXMMUYECKOI0 U MOJNIEKYIIPHO-
reHeTM4ecKoro aHanau3sa.

ANODEPEHLUMUAJIBHAAA AUATHOCTUKA

OnddepeHunanbHyo amarHoctury AJIK/T npoBoasTt co
cnegyowmnmMmn NatonorusaMu:

° 3a60/1€eBaHUAMM NeYeHU;
®  HapyweHWAMMU IMNUAHOIO 06MEHa;
°  APYrMMU pefKUMU 6ONE3HAMM HAKOMNEHMS.

Y nauueHToB C renatomerasvMen U MnoBblEHUEM aKTUB-
HOCTV TpaHCaMMHa3 B CbIBOPOTKE KPOBMW HEBEPHbIE ANArHo3bl
MOTyT BK/OYaTb HEANKOroMbHYIO XUPOBYO 60/1€3Hb NEYEHMU,
HeaNlKorosibHbl cTeaTorenaTuT, BUPYCHbIM renatut, ayTouM-
MYHHbIV FrenaTuT, KPUNTOrEHHbIV renaTuT Uan LMPPO3 NEYEHMN.

Ha ocHoBaHMW HapyweHUs AMNUAHOro NPodUNsS MOXKET
OblTb MOCTaB/IEH HEBEPHbIM AMArH03 CEMENHON runepxosne-
CTEPUHEMUKN, ceMenHoro aedekTta anonunonporenHa B u
NONUIreHHOM rMNepxonecTepuHeMmnn.

Cpeau peakux 6onesHen HakonneHus auddepeHumanb-
HYl0 AMarHOCTUKY MOTryT MPOBOAMTb C TUPO3MHEMMUEN 1-ro
TMNa, ranakro3emuen, 6onesHobtd HumaHa-luka (tun B),
60s1e3Hbio [owwe, 6051e3HbI0 BunbcoHa, aedpextamu B-okucne-
HUS YKUPHBIX KUCOT.

NMPUMEPLI AUATHO30B

Oednunt NU30COMHOW KWUCIOW nunasbl.
BonbmaHa. CuHapom manbabcopbumu.

Jeduunt NTM30COMHON KUCNOW Nnnasbl. bonesHb Hako-
naeHns aprMpoB XoNecTepuHa.

Jeduunt NTM30COMHON KUCNoM Nnnasbl. bonesHb Hako-
naeHns adpupoB xonectepuHa. LInppos neyeHu.

bonesHb

JIEMEHME

Ha cerogHsWHWN AeHb eAnHCTBEHHOW 6e3anbTepHaTuB-
HOM naTtoreHeTnyeckon Tepanuen AJIKJT aBnseTcs NoxKus-
HeHHasi depMeHTHasa 3amecTuTenbHas Tepanus (P3T) cebe-
nnnason anbcba1 — PEKOMOWHAHTHOM IM30COMHOM KMUCIION
nunason. NMpUMeEHSETCS C LeNblo yaydlleHns metabonuama

1

IMNUAOB U YMEHbLIEHUS HaKoMaeHns ahUpoB xoNecTepuHa
W TPUMIMLEPULOB Y NaLMEHTOB BCEX BO3PacCToB npu aedu-
LMTE IM30COMHOM KKCoW nunasbl. MpenapaTt Ha3HavyaeTcs
13 pacyeta 1 mMr/Kr 1 pa3 B 2 Hefl BHYTPMBEHHO KanesbHO.

PekomeHgyeMasi HadanbHaa [go3a y AeTen mnaglwero
BO3pacTa (< 6 MecsueB) cocTaBnsgetr 1 Mr/Kr, BBOAMWT-
CA B BMAE BHYTPUMBEHHOM WMHQY3UM OAMH pa3 B Hedento.
B 3aBMCUMMOCTM OT KNIMHUYECKOro OTBETa, creayer paccMo-
TPETb BO3MOKHOCTb MOCTENEHHOIr0 YBENUYEHUS JO3MPOBKHM
00 3 Mr/Kr 04uH pas B HeJernto.

®3T Ha3HavatoT NP NOATBEPKAEHUN AnarHosa aeduLm-
Ta JIM30COMHOW KUCIOW Nnnasbl U Hanmn4mMm Xots Obl O4HOIO
cumnTomMa 3aboneBaHusa. lpu obcnegoBaHUM CUOBIWMHIOB
(6paTbeB M cecTep NpobaHaa) MOryT ObiTb BbIIBIEHbI AETH
¢ AJTIK/, He uMellne KIMHUYECKMX NposABlEHUN. Takue
naumneHTbl HYXJaloTCa B HAONOAEHWW; HAYUHATD UX leYeHne
Heo6Xx0AMMO NPU MNOSIBAEHUN NEPBbLIX CUMNTOMOB 60/1E3HMU.

®3T obecneynBaeT yCTOMYMBOE yy4YlleHWE COCTOAHMUSA
nauneHtoB ¢ BH3X: HopmanuayeT ypoBHM TpaHCaMuHas,
06bEM MEYEHN U CENE3EHKU, OOBEM KMUPa B NMEYEHH, Ynyd-
LWaeT NPOrHo3 B OTHOLWEHMM BbIXXMBAEMOCTH.

[Mpn OTCYTCTBUM NATOrEHETUYECKOM Tepanumn NpoBoOanT-
csl cMMNTOMaTU4YecKas Tepanus, HanpasfieHHas B NepBYLO
o4yepeab Ha NpodUNaKTUKY LIMPPO3a NeYeHu.

Onsa KoppeKumn TMNUAHOro NPoPUsa U CHUKEHUS pUCKa
pa3BUTUSA CepAeYHO-COCYAUCTbIX 3aboneBaHU BO3MOXK-
HO NMPUMEHEHWEe chneLnanM3npoBaHHON AMETbl U CTATUHOB,
OAHaKO Yy AeTel NpUMEHEHNe NOCNEeAHNX OrPaHUYeHO.

Mpn HapyweHMM BcacblBaHWUS W 3a[eprKKe pas3BuTUA
HeobxoaMMa KOHCybTauuMsa aneTonora ¢ nogbopom napeH-
TepanbHOro NUTaHus.

Mpn 60ne3Hn BonbmaHa 3PpPEKTUBHOIO anbTepHaTUB-
HOrO SIe4eHUs He cylecTByeT. B oTaenbHbIX caydasx umenu
NONOXKNUTENbHbIN 3QDEKT TpaHCNNaHTaLUNA KOCTHOrO Mo3ra
M neyeHn. OgHaKo, B CBA3M C MOJMCUCTEMHON NMPUPOAOH
3a60/1eBaHUsA, BbICOKMM PUCKOM OC/IOXHEHUW, a TakKxe
npo6aemMon yCTOMYMBOIO MNPUKUBAEHUS TpaHCNaaHTaTa,
3TOT MNOAX04 UMEN OrPaHUYEHHbIN ycrex.

Mpu BbISBNEHMM 3a60/1€BaHMS B NepPBble MEeCsLbl KN3-
HW, B OTCYTCTBMUM TSMKENbIX XKMSHEYrpOXKaloWmMX OCIOXKHE-
HWUI, BO3MOXHO npoBeaeHne O3T.

Y 6onblIMHCTBA NauMeHToB C¢ 605e3Hbio BonbmaHa
NpPoOBOAMTCH CUMMNTOMaTU4YecKas Tepanus, HanpasBfieHHas
Ha KOHKPETHbIE OCMOXKHEHUS U BKAOYalowWwas cneymannau-
POBaHHyIO AWETY, NapeHTepanbHoOe NUTaHne, aHTUBUOTUKM,
rMIOKOKOPTMKOCTEPOUbI.

BEAEHME NALIMEHTOB C AJIKN

OKasaHune meauuMHCcKoW nomoun getam ¢ AJSTKJT ocy-
WecTBAAETCA Ha OCHOBaHMK NOpPsiAKa OKa3aHUa MeauLMH-
cKkoun nomouwm getam (Mpukas MuHUCTEpPCTBa 34paBooxpa-
HEeHMs 1 coumnanbHoro pa3sutua PO ot 16 anpensa 2012 .
N2 366H «06 yTBepxaeHnn MopsaaKka OKkalaHusa neanaTpu-
YEeCKOW NoMOLLM»).

MauuneHTbl ¢ 60ne3Hbl0 BofibMaHa, y4uTbiBas TSXKECTb
TeyeHMs 3aboneBaHUs, HYXAATCAa B KPYrIOCYyTOYHOM

Cebenunasa anbda — npenapart 3apernctpuposaH B EBpone, CLUA (B 2015), B Poccuun pernctpauuns oxxmaaetcs B 2016 r. OgHako, ans

POCCUNCKUX MALMEHTOB Y)Ke AOCTYMHO NaToreHeTMyecKoe nevyeHne B paMKax KIMHWYECKUX UCCNefOBaHUM M ryMaHWTapHbIX MPOrpamMm.
lpoBefeHHble nccneaoBaHmsa NoKasanu BbICOKY0 3bGdEKTUBHOCTb M 6€30MnacHOCTb NpUMeHeHUs cebenvnasbl anbda npu ASKI.



Hab6OAEHMN B CMeLManmM3npoBaHHbIX LleHTpax C yd4acTuem
crneumanncToB pasHbix Npoduaen; npu yxyaweHuu cocTo-
AHWS BO3MOXKEH NEPeBOA B peaHnMaLnOHHOe OTAeNeH e,

MauneHTbl ¢ BHAX HabnogaTcs No MECTY XUTENbCTBA B
aMO6ynaTopHO-NONMKIIMHUYECKNX YCIOBUSIX BpadyamMu negua-
TpamMu 1 raCTPO3HTEPOSIOraMu 0 AOCTUXKEHUS 18 neT.

BeeneHne 3T npoBoanTtca 1 pa3 B 2 He BHYTPUBEHHO
KanenbHO B YCI0BUSAX KPYIrNOCYTOYHOIO MK AHEBHOrO CTa-
LlMOHapa Noj KOHTPONEM KIMHMYECKOIrO U BUOXMMUYECKOTO
aHann30B KpoBuW. KoppeKuus Ao3bl npenaparta NpoBOAMTCS
NPU CHWXXEHUU WU yBENUYEHUM Macchl Tena pebeHka m3
pacyeta 1 Mr/Kr.

[0 OOCTUMKEHUS KIIMHUKO-NabopaToOpHON pemMuccun Bce
nauuneHTbl ¢ BH3X fomkHbl NpoXoAuTb KOHTPO/IbHOE 06Che-
JIOBaHWeE C LefNbio OLEeHKM 3pdeKTUBHOCTM npoBeaeHna 3T
B KPYr1IOCYTOYHOM WM AHEBHOM CTalMoHape 2 pasa B rof.

MEAUKO-TEHETUMECKOE KOHCYJ/IbTUPOBAHME

U NPEHATAJ/IbHAA AUATHOCTUKA

CeMbsIM € 60/1bHbIMW AETbMW PEKOMEHOYETCHA MEANKO-
rEHEeTUYECKOE KOHCY/NbTMPOBAHME C Lebl0 pPa3bsiCHEHMUSA
reHeTUYeCcKoro pucka. Kak v npu gpyrmx ayToCoOMHo-peLec-

CMUCOK PEKOMEHOBAHHOM IUTEPATYPbI

1. Bernstein DL, Hulkova H, Bialer MG, Desnick RJ. Cholesteryl
ester storage disease: review of the findings in 135 reported patients
with an underdiagnosed disease. J Hepatol. 2013;58:1230-43.

2. Fouchier SW, Defesche JC. Lysosomal acid lipase A and
the hypercholesterolaemic phenotype. Curr Opin Lipidol. 2013;
24:332-8.

3. Hulkova H, Elleder M. Distinctive histopathological features that
support a diagnosis of cholesterol ester storage disease in liver
biopsy specimens. Histopathology. 2012;60:1107e13.

4. Grabowski GA, Charnas L, Du H. Lysosomal acid lipase defi-
ciencies: the Wolman disease/cholesteryl ester storage disease
spectrum. In: Scriver Valle D, Beaudet AL, Vogelstein B, Kinzler KW,
Antonarakis SE, Ballabio A, editors. Metabolic and molecular bases
of inherited disease, OMMBID. New York: McGraw-Hill; 2012.

5. Hamilton J, Jones |, Srivastava R, Galloway P. A new method for
the measurement of lysosomal acid lipase in dried blood spots using
the inhibitor Lalistat 2. Clin Chim Acta. 2012;413:1207e10.

CUBHbIX 3ab6oneBanusx, npu AJIK/1 ana Kakgon 6epemeH-
HOCTU PUCK pOXKAEHUS pebeHKa cocTaBnseT 25%. B cembsix,
rae ectb 60/ibHOM pebeHOoK, CylecTByeT BO3MOXHOCTb
npoBeAeHUs NpeHaTanbHON U NpeuMnaaHTaUnoOHHOM guar-
HOCTWKM.

MpeHaTanbHas AMarHOCTMKa MPOBOAMUTCS MOJEKYNsp-
HO-FEHETUYECKUMU UM BUOXMMUYECKUMU METOLAMM, MYTEM
nccenepgosanms [OHK, BblgeneHHon u3 6uontaTa BOPCHH
XopuoHa Ha 9-11-in Hepn 6GepeMeHHOCTM WU/WAKM KINEeTOK
aMHMOTUYECKOM }UOKOCTH, NOAHOM KpoBU Ha 20—-22-1 Hefd
6epeMeHHOCTH.
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