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Cny4yan nepuHaTanbHou popmMbl
60s1e3HM HumaHHa - Nuka C Ha PoHe
natoreHeTuyecKou off-label-tepanuu
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O6GocHoBaHue. 60/1e3Hb HuMaHHa — lnka C — MynbTMCUMCTEMHOE OppaHHOe 3abosieBaHMe, 06yC/I0BJIEHHOE MyTalUsi-
mn B reHax NPC1 n NPC2 n xapaKTepun3ayrleecs KIMHUYECKUM MoauMoppuamom. C10KHOCTH BEAEHUS TaKuX 60/1bHbIX
3aK/aKYalTcesl B MOCTAHOBKE AnarHo3a v npoBeAeHuu anddepeHLmanbHO-AMarHoCTUYECKOro NoncKa ¢ ApyrMmMmn cocTo-
AHUSMM C CUHAPOMOM X0JiecTada, a TaKKe UHULUMaLmm cyb6cTpaT-peayumnpylolen Tepanun y geTein paHHero Bo3pacTa.
OnucaHue KJIMHUYECKOro cny4asn. PaHee 6bis1 onMcaH KIMHUYECKMI cayydyan 6o1e3Hn HumaHHa — Mnuka, Tun C ¢ MaHu-
¢ecTaymnen 3aboseBaHusa B M1aj€eHY€CKOM BO3pacTe U Ha3Ha4YeHMEM NMaToreHeTM4ecKon tepanun off-label. B ctatbe
rnpeacTaBieHbl pe3yabTaTbl AUHAMUYECKOro HabaaeHns 3a peb6eHKOM Ha JaHHOM Teparnun, ee 3HOEeKTUBHOCTb N 6€30-
nacHocTb. Beaylwmmm B KIMHUYECKON KapTnHe 3a60/1eBaHns CTain CUHAPOMbI XoecTasa, LUMToamn3a, renatocrnieHome-
ranus, a Takxe 3ajepiKa NcMXoMoTOpHOro pas3sutus. [lposBoanacsa 06LNPHbIN AnddepeHLmnanbHO-AMarHoCTUYECKUI
MOUCK C UCKIIOYEHNEM TakKnx 3abosieBaHUi, KaK TOKCMYECKMI, BUPYCHbIe renaTtuTbl, AedmuumuTt anbgpa-1-aHTUTPUNCHUHA,
ayTOUMMYHHbIe 3ab60/ieBaHuUs NeYeHn, ammHoaumnaonaTimn, CUHAPOM Anaknins. [eHeTu4ecKoe TeCTMpOBaHMe Ha NaHeslb
«Xonectasbl» BbIIBMAO MyTaumio B reHe NPC1. buoxumudecKass AMarHOCTUKa roKasaJsia yBendyeHue KOHLUEeHTpauumu
amn3ocpuHrommenmHa-509 1 noBbIlLEHHYIO aKTUBHOCTb XMTOTPMO3KMAa3bl B CyXnx MATHaxX KpoBu. pu cekBeHUnpoBaHUn
reHa NPC1 no CeHrepy y pebeHKa ob6Hapy»KeHa HyKneoTnaHas 3ameHa chr18:21131617G>A B roMO3UroTHOM COCTO-
SsHUK. B 9 mMec 1o pelueHuto Bpad4ebHoN KOMUCCUM pebeHKY bblla Ha3Ha4YyeHa rnatoreHetTnyecKas tepanus, apOeKTmB-
HOCTb KOTOPOM MoATBepKAanach KIMHUKO-1ab0paToOpHbLIM KyMpoBaHUEM CUHAPOMA X0/1ecTasa, Moa0XUTEe/IbHON ANHa-
MUWKOM HEBPOJIOrMYECKMX NPOSIBJIEHUH, KDOME TOro, npenapar yA0BAETBOPHUTE/IbHO NEPEHOCUTCS NaLUeEHTOM, HECMOTPS
Ha coxpaHeHWe M30MPOBaHHOIO MOBbILLEHUS YPOBHS acrnapTataMmHoTpaHcpepasbl. 3aKn4ueHue. [lpegcTaBaeHHbIN
KJIMHWYECKUI Calydan noaTBepKAaeT HeobXoAMMOCTb TljaTesabHOro aAungoepeHunanbHo-4MarHoCTU4ECKOro rnoucka
C BKJIIOYEHUEM LUMPOKOro CNeKTpa 3aboaeBaHui ¢ BeAYLMM CUHAPOMOM XosecTa3a 411 CBOEBPEMEHHOIO BbiISIBIEHUS
naymeHToB rpyAHOro Bo3pacta ¢ 601e3Hbi0 HumaHHa — lMuka, Tnn C, a TakKe 3Ha4YuMMOoCTb M 3POEKTUBHOCTb paHHEro
Ha3Ha4yeHus naToreHeTM4eCcKoMn Tepanmm.

KnioueBble cnoBa: get1, 601e3Hb HumaHHa — lNMuka C, nepuHaTaibHasi popma, Xxonectas, Muraycrat

Ana untupoBaHusa: Munradesa H.P., KamanoBa A.A., ApTeikoBa H.A., PaxmaeBa P.®., CareeBa I.WN. Cnyyait nepuHatanb-
HoM dopMbl 60n1e3HKM HumaHHa — lNnka C Ha poHe naTtoreHeTMyecKon off-label-tepanun. lNegnatpnyeckas papmaKonorus.
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OBOCHOBAHME

bonesHb HumaHHa — Muka C — MyAbTUCUCTEMHOE
opdaHHOe 3aboneBaHWe, 0OYC/NOBNEHHOE MyTauUsiMu
B reHax NPC1 n NPC2, BeaylWMMK K HapyLLEHWUIO BHYTPU-
KNETOYHOro TpaHcnopTa MMNNA0B. XapaKTepmnayeTcs Kiu-
HUYECKMM nonumopdmamom. CNoXKHOCTM 3aKtyaloTcs
B YCTaHOB/NEHWWN AnarHo3a u nposeaeHun auddepeHuym-
aNnbHOrO MOWCKa C APYrMMW COCTOSIHUAMM, MPOSIBASIO-
LWMMHUCH CMHAPOMOM XO/necTasa, a TakXKe B MHULMaLMK
cyb6cTpaT-peayumnpylowen tepanuu y ageten paHHero Bos-
pacTa.

Llenbto onucaHust KIMHUYECKOro cay4vas aBAsSeTcs aHa-
/IU3 TEYEHMS, AMArHOCTUKM M METOAOB NeYeHUs NnepuHa-
TanbHon dopmbl 60ne3HM HumaHHa — Muka, Tun C Ha npu-
Mepe KIMHUYECKOro HabnwoaeHus. PaHee aBTopamu 6bin
OonucaH KIWHUYECKMM cnydyan 6one3Hn HumaHHa — [uKa,
™mn C ¢ maHndecTaumen 3abosieBaHNg B MIaJeHYECKOM
BO3pacTe M Ha3Ha4YeHNeM NaTtoreHeTUYeCcKon Tepanum off-
label [1]. B ctaTbe npeactaBieHbl pe3ynbratbl AUHaMU4e-
CKOro HabnwogeHnsa 3a pebeHKOM Ha AaHHOW Tepanuu, ee
3pDEKTUBHOCTb N 6€30MaCHOCTb.

KAUHUYECKUA NPUMEP

O nauueHTe

ManbuuK, 3 Mec, NoCTynun Ha o6cnefoBaHue n nevyeHme
B neanaTpuyecKoe oTjeneHue AEeTCKOro crauuoHapa Tpe-
Tbero ypoBHS.

M3 aHaMHe3a KW3HW U3BECTHO, YTO PEeBEHOK POXAeH
B KPOBHOPOACTBEHHOM 6pakKe (MaTb M oTel, pebeHKa — ABO-
IOpoaHble 6paT u cecTpa).

AHamMHe3 3a6oneBaHuUs

B 1-e CyT — MKTEPUYHOCTb KOXM, TMNeponanpyeuHeMns.
Ha 10-e cyT — noBbllWeHWe acnapTataMUHoTpaHcdepa-
3bl (ACT). Mpwu rocnutanusaumm Ha 18-e cyT — »Kanobbl
Ha 0edUuMUT Macchl Tena, MMNOTOHMIO, KENTYLIHOCTb KOXMU,
CKNiep, CbiMb, B3AYTbIA XWBOT. JTaBopaTopHO — CUHAPOMbI
LMTONM3a, XonecTasa, noBbilleHne C-peaKTUBHOro 6enkKa,
nauueHT nepeBeieH B OTAENEHWE NAaTONOrMMU HOBOPOXKAEH-
HbiX. [nsg ganbHenwero o6¢cneaoBaHMUs U JIEYEHUS B BO3-
pacTe 1 Mec — NepeBoj B NeanaTpuyecKkoe oTaeneHue, rae
npu NOCTYN/JEHWM OTMEYAlTCH CUHAPOM MbIlLIEYHON AuC-
TOHWUK, runopedneKcus, B3ayTne KMBOTa M renaTocrnyieHo-



mMeranus. CUHAPOMbI LIUTONIM3a U XOnecTasa COXPaHaTCS.
Bbbina o6HapykeHa AHK untomeranosupyca metogom MLLP.
Ha ¢oHe aTnoTponHon Tepanuu (raHauuKnoBup, LuedoTak-
cum/cynbbaKkTam, HopMasbHbIi UMMYHOTIOBY/IMH YeNoBEKa,
[eKcaMeTa30H) COCTOSHNE pebeHKa He yny4lmnaock, nabo-
paTopHble [JaHHble yKa3blBalW Ha TeYEeHWe TOKCMYEeCKOro
renatuTa.

PusnkanbHaa AUarHocTuKa

CocTosiHWe pebeHKa Taxenoe 3a cYeT CUHAPOMA Xone-
ctaza. OTmMeyanucb 3agepika GU3NYEeCKOro pasBuTUS,
MKTEPUYHOCTb KOXHbIX MOKPOBOB C 3€/IeHOBATbIM OTTEH-
KOM, MbllleYyHas AUCTOHUS, rmnopedneKkcus, B3ayTue XnuBo-
Ta M renaTocnfieHOMeranusl, Ha KOXe HUMKHUX KOHEYHO-
CTeN — KcaHTOMbI (puc. 1).

MpeaBapuTenbHbi AUArHO3

3aTsaKHas )enTyxa 3a cyeT NPsiMOro 6unnpybuHa B KOM-
OMHaUMK C renartocrnjeHomeranmen U HeBPOJSIOTUYECKH-
MW HapylleHUAMWU NMPOAUMKTOBaNIN HEOBX0AMMOCTb pacyeTa
WHAEKca BEPOSAITHOCTM AnarHo3a 6one3Hn HumarHa — lNuka,
TN C, N0 KOTOPOMY NpK pe3ynbTaTte 6 6anoB 1 601ee HyX-
HO NMPOBOAWUTb YTOYHAIOLLYIO ANArHOCTUKRY [2—4]. Pe3synbrar
y naumeHTta coctasun 10 6annos..

AnarHocTuyeckue npoueaypbl

BbinonHeHO reHeTnyeckoe nccnegoBaHme 52 reHoB —
naHenb «Xonectasbl». BbiiBAEHbl UBMEHEHUS HYKNEOTUAHOMN
nocnegoBartenbHOCTH B 3K30He 10 reHa NPC1. O6HapyXeHo
yBennyeHne nusocoduHrommnenmHa-509 metoaom TaHAEM-
HOW Macc-cnekTpomeTpuu. Mo AaHHbIM CEKBEHMPOBAHMS
reHa NPC1 no CeHrepy o6Hapy»eHa HyK/ieoTuaHasa 3aMeHa
chr18:21131617G>A: y poautenen pebeHka — B reTve-
PO3WUIOTHOM COCTOSIHMM, ¥ pebeHKa — B FOMO3UIOTHOM

Puc. 1. MNMaumeHT N.: KCAHTOMbl Ha KOX€ HUXKHEW KOHEYHOCTH

Fig. 1. Patient N.: xanthomas on the skin of the lower extremity

cocTosiHUKU. AnarHos 6one3Hn HumaHHa — lNMuka, Tun C noa-
TBEPKOEH.

KnuHu4yeckKui guarHos

OcHoBHOM AanarHo3: «bone3Hb HumaHHa - [luKa,
Tmn C, obycnoBneHHas MyTauuen chrl8:21131617G>A
B FOMO3UIOTHOM COCTOSIHMM». COMyTCTBYIOWMA AMArHO3:
«XPOHMYECKUIN XONnecTaTUYECKUI renaTUT HU3KOW CTeneHu
aKTUMBHOCTHK, XPOHMYECKasa ymepeHHasi 6e/IKOBO-3HepreTu-
yeckas HegoctatoyHocTb (BAH) 3a cyeT gedumumnta Maccol
Tena u 3aflepXKKn pocTan.

AnddepeHumnanbHaa guarHocTuKa

Bo Bpems npeb6biBaHua pebeHKa B neaMaTpuyeckom
OTAEeNeHUN npoBoaunacb anddepeHunanbHas aMarHocTu-
Ka co cnepylolwmmu 3aboneBaHuamu: aeduumt anbda-1-
aHTUTPUNCKHA (al-aHTUTPUNCUH — 1,6 /1), aQyTOUMMYHHbIE
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Case report of the perinatal form of Nieman-Pick disease type C
against the backdrop of pathogenetic off-label therapy

Background. Niemann—Pick disease type C is a multisystem orphan disease caused by mutations in the NPC1 and NPC2 genes
and characterized by clinical polymorphism. The difficulties of managing such patients lie in the diagnosis and differential
diagnostic search with other conditions with cholestasis, as well as the initiation of substrate-reducing therapy in young children.
Case report. Previously, a case report of Niemann—Pick disease type C, with the manifestation of the disease in infancy and
the appointment of off-label pathogenetic therapy was described. The article presents the results of dynamic monitoring of
the child on this therapy, its effectiveness and safety. The leading syndromes in the clinical presentation of the disease were
cholestasis, cytolysis, hepatosplenomegaly, as well as psychomotor retardation. An extensive differential diagnostic search was
conducted with the exception of diseases such as toxic, viral hepatitis, alpha-1-antitrypsin deficiency, autoimmune liver diseases,
aminoacidopathy, Alagille syndrome. Genetic testing on the “Cholestasis” panel revealed a mutation in the NPC1 gene. Biochemical
diagnostics showed an increase in the concentration of lysosphingomyelin-509 and increased activity of chitotriosidase in dry
blood spots. When sequencing the NPC1 gene by Sanger, the nucleotide substitution chr18:21131617G> A in the homozygous
state was detected in the child. At 9 months, by the decision of the medical board, the child was prescribed pathogenetic therapy,
the effectiveness of which was confirmed by clinical and laboratory relief of cholestasis, positive dynamics of neurological
manifestations, in addition, the drug is satisfactorily tolerated by the patient, despite the preservation of an isolated increase in
the level of aspartate aminotransferase. Conclusion. The presented case report confirms the need for a thorough differential
diagnostic search with the inclusion of a wide range of diseases with the leading cholestasis for the timely detection of infants
with Niemann- Pick disease type C, as well as the importance and effectiveness of early administration of pathogenetic therapy.
Key words: children, Niemann- Pick disease type C, perinatal form, cholestasis, miglustat
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3a60/1eBaHUs NevyeHn (aHTUHYKneapbin daktop (AHDP) —
< 160), amuHoauuaonatTun (Mo pes3ynbTaTaM MUccneaoBa-
HUS KPOBM METOAOM TaHAEMHOW Macc-CNeKTPOMETPUM
runepamuMHoaunaeEMUn He BbIIBNEHbI), BUPYCHbIE renatuTbl
(HBV-DNA, HCV-RNA He o6GHapyeHbl, LMTOMEraaoBupyc-
Hasa MHbEeKUMS), CUHAPOM Anaxunna (nepegHue cpenbl rna-
3a Npo3payHble, PEHTIEHONOMMYECKUI «CUMNTOM 6ab04KM»
He BbISIBNIEH).

MeauuUHCKHUE BMeLlnaTenbCcTBa

B nepBble 1,5 MeC W3HWM B CBA3W C MOBbILWEHHLIMU
MapKepamu BocnaneHus B KpoBu (ypoBeHb C-peaKTUBHOIO
6enka — pgo 17,6 mr/on, CO3 — po 22 mMm/4) pebeHoK
NOAYYUN HECKONbKO KYpCOB aHTMOGaKTeEpManbHOM U MPOTH-
BOrpUOKOBOM Tepanuu (aMnuuuinnH/cynb6aktam, amMoK-
CULMANKWH/KNaBynaHoBas Kucnota, daykoHason, uedoTak-
cuM/cynbbaKkTam), Ha GOHE KOTOPbIX OTMEYaIOCh CHUXEHUE
nokasaTtefner KpPoBW, OTparkaloWmx BOCNaNUTENbHbIA NpPO-
Lecc B OpraHu3me, oAHaKo CUHAPOMbI XonecTtasa 1 LUToNn-
3a COXpaHsanuCh.

Hapsgy ¢ aHTMGaKTepuanbHOM Tepanuen BBuAy ob6Ha-
pyxeHus AHK uutomeranoBupyca B KpoBu meTtogom [LP
pebeHOK 6blil NMPOKOHCYNLTUPOBAH BPayoM-UHPEKLMOHHM-
cToM, 6blnia NpoBefeHa Tepanus raHLMKI0BUPOM, HOpMasb-
HbIM UMMYHOIN06YIMHOM YenioBeKa. Ha ¢poHe npoBoanmMon
Tepanuu ycyrybuancb CUMHAPOMbI LMTONM3a M Xxonectasa
(npaMont 6uUAnpy6buH — 112,9 MKMOSb/N, OOLWKUA GUANPY-
6uH — 132,7 mkmonb/n, ANT — 559 Ea/n, ACT — 711 En/n),
Hab6naganacb runonporeMHemMus (06WKMKM  6GENOK —
54,5 r/n), 4TO B6bINIO pacLEeHEHO KaK TeYeHMe TOKCUYECKOro
renaTtuta, Npu ynbTpasBykoBoMm uccnegoBarHuun (Y3W) opra-
HOB OpIOWHON MONOCTU BbisiBNEHa CBOOGOAHAA XWMAKOCTb.
ACLMTUYECKUIA CUHAPOM KOHCEPBATMBHO He KynupoBancs,
6bl1 NpoBeAeH NanapoLeHTes.

Bbiin  OTMEHeHbl BCe TrenaTtoTOKCUYHble (aHTUOGAK-
TepuanbHble, MNPOTUBOrPUOKOBbLIE, MPOTUBOBUPYCHbLIE)
npenapatbl M NpoBeAeHa TefnemeaumLMHCKas KOHCYyNbTa-
una ¢ depepanbHbiM UeHTpom HMMWL, TpaHcnnaHTonoruu
M. akag. B.N. llymakoBa — noKasaHWKM K TpaHCcnAaHTauuu
He BbISIBJIEHO, PEKOMEHA0BAHO ANHaAMUYecKoe HabloaeHne.

[AMHaMHuKa 1 ucxopbl

CuMmnTomMatMyeckoe JeyeHue 6blI0 MPOAOIIKEHO,
Ha GOHe OTCYTCTBMS MPOrpeccMpoBaHUs CUHAPOMOB LIMTO-
NM3a, xonecrasa, KynupoBaHus acuuta Gblia paccMoTpeHa
BO3MOXHOCTb NpoBefeHUs pebeHKy cybcTpaTt-peayumnpyto-
len Tepanuu. Ha ocHoBaHWK pelleHnss BpayebHON KOMUC-
CUM BbINO NPUHATO pELUEHME O Ha3HAYEeHUN NaLMeHTy npe-
napata murayctat B go3de 50 mr/cyT HayuHasa ¢ Bo3pacTta
9 mec.

B 10 mec nauueHT nocTynun B neauvatpuyeckoe
oTaefneHne AnNd OUEHKM AMHaAMUKKM Ha GOoHe NpoBOAM-
Mow Tepanuun. CoctosiHne pebeHKa Ha MOMEHT nocTyne-
HUS — CcpedHen CTeneHW TAXEeCTU 3a cYeT YMEPEHHOM
B3H, HeBponornyeckonm cUMNTOMATUKKU, renaTocnneHo-
Meraauu B paMKax 3ab6oneBaHus. Ha ocmoTp pearupyet
NONOXWUTENbHO, yNbl6aeTcs, B3rNaa dUKCUpyeT, 3a npea-
MeTaMu CneauT, neneyet, MbllleYyHas TMMOTOHUSA, FONO0-
BY YAEpXMBaeT, UrpywKuW 3axBaTbiBaeT, yAepKuBaeT.
CaMOoCTOSITENbHO HEe cuAuT, onopa Ha cTonbl cnabdas.
Jla6opaTopHO: M301MpPOBaHHOE MOoBbileHWe ypoBHA ACT
no 64 Ep/n. Y3W: renatocnneHomeranus. MarHuUTHO-
pe3oHaHcHas Tomorpadus ronoBHOMO MO3ra: NPU3HaKK
HapyleHnsa MUennHu3aunnm 6enoro BelecTsa, KOpKoBas
aTpodus nonywapuin ronoBHOro Mo3ra ¢ 3amMecTUTeNbHOM
HapyXHoM rugpouedannen, annasusa Baanka MO30AUCTO-
ro Ttena. dnektpoaHuedanorpadua: anunentudopmHas
aKTMBHOCTb He 3aperncTtpupoBaHa.

NKTEPUYHOCT KOXM, NposeaeHue CocTosiHUe pebeHKa cpefHeN CTeneHn
runepenunnpyGruHemms o6wmpHoro TAXKECTH 3a cyeT BAH cpeaHen
anddepeHumanbHo- CTENeHu TAKECTHU, HEBPONOTMYECKOM
OWMarHoCT4ecKoro CUMMTOMAaTUKM, renatocnieHoMeranuu.
Aedunumnt macchbl noucka
3aaepiKKa NCMXOMOTOPHOrO Pa3BUTHS.
Tena, rmunoToHus,
M3onnpoBaHHoe noBblweHne yposHs ACT
MKTEPUYHOCTb KOXMH,
no 64 Ep/n
CKNlEp, CUHAPOMBI
uMTONM3a, X0NecTasa,
nosbiweHne CPb
1cyt 18 cyT 1 mec 3 mec 9 mec 10 mec 1 rog 3 mec

MblleyHas AUCTOHMS, BbisiBNeHbl U3MeHeHuns

runopednexkcus, )uBoT B34yT, HYK/1€0TUAHON
renatocnieHoMeranus. nocnegoBaTeNbHOCTH
CvHApOMBI LUTONM3a U B 3K30He 10 reHa NPC1.
Xosiectasa He ucyesatot YBenuyexve

nunsocpuHrommenmHa-509.
[unarHos 60nesHu
HumanHa — Muka, TN C
noaTBEPKAEH

Puc. 2. MNauneHT N.: XpoHON0rns Te4eHns 601e3HU, Knio4eBble COObITUS U MPOrHO3

Ha ocHoBaHuu pelueHus
BpayebHOM KOMUCCUU
nauueHTy paspeLleHo

npuMeHeHWe npenapara

muraycrat
B gose 50 mr/cyT

MonoxutenbHasa AMHaMUKa
HEBPOJSIOTMYECKUX NPOSIBIEHWNM:
y3HaeT CBOMX, yMeeT
nepeBopaynBaTbCs, Havan cUaeTb,
o6palleHHyto peyb Ha 6bITOBOM
ypOBHE MOHWMAET XOPOoLUO,

rOBOPUT CMIOBO «Mana», Urpylikammu
MaHunyaMpyeT akTuBHo. Onopa
Ha cTonbl yBepeHHas. Mo AaHHbIM
na6opaTopHbIX uccnegoBaHuin, Y3U,
HenpocoHorpadpun — 6e3
oTpULATENbHOW AMHAMUKHM

lNpumeyarHne. CPb — C-peakTuBHbIM 6enoK; BOH — 6enkoBo-aHepreTnyeckas HegoctatodHocTb; ACT — acnaptatamuHoTpaHcdepasa;

Y3W — ynbTpa3ByKOBOE UCCNefOBaHuKeE.

Fig. 2. Patient N.: chronology of the clinical courserk, key events and prognosis
Note. CRP (CPB) — C-reactive protein; PEM (B3H) — protein-energy malnutrition; ATT (ACT) — aspartate aminotransferase; US (Y3W) —

ultrasound.



B Bo3pacTte 1 roga 3 Mec cHOBa MOCTYNaAeT B KIMHUKY
ONS KOHTPOJSIbHOrO 06cneioBaHus, Yyepes3 6 mec OT Havyana
naToreHeTnyeckon tepanun. OTMeyvaeTcs MNOJIoXKMTENbHAs
OWHAMUKa HEBPONOrMYecKUx MnposB/EHUN: Yy3HAET CBO-
MX, ymeeT nepeBopayMBaTbCs, Hayan cuaetb, obpalleH-
HYIO peyb Ha 6bITOBOM YPOBHE MOHWMAET XOPOLLO, FOBOPUT
C/IOBO «Mana», UrpylKkaMm maHunynupyeTt aktueHo. Onopa
Ha cTonbl yBepeHHas. o agaHHbIM nabopaTopHbIX UCCeno-
BaHW — uM3onnpoBaHHoe noBblleHne ACT pgo 68,7 Ea/n,
Y3 — coxpaHsieTca renatocrnjeHoMeranus, pesynbraTbl
HenpocoHorpadpumm COOTBETCTBYIOT BO3PACTHOM HOpMeE,
6e3 oTpuLaTenbHOM AUHAMKUKH.

MporHos

HecmoTpsa HaTo, YTO, NO IMTEPATYPHbLIM AaHHbIM [5], BUAK-
MbI KIUHUYECKUN apdeKT HabnogaeTca yepeld 6-12 mec
OT Hayana naTtoreHeTU4YeCKOM Tepanuu, y nauueHTa yxe
Yyepes MecsL, NocNe Havyana eveHns KynmpoBasncs CUHAPOM
xonectasa, a yepesd 6 Mec Habnwganacb NONOXKUTENbHasA
HEeBpPOJOrMyecKass AMHaMMKa, 4TO MO3BONSET M BhNpedb
HapeaTbes Ha aGEKTUBHOCTb NEYEHUS.

BpemeHHas wkKana
XpoHONorua TeqeHnsa 601e3HU NauneHTa, ee Kao4yeBble
co6bITUS M MPOrHO3 NpeacTaBieHbl Ha puc. 2.

OBCYXAEHME

[MpeactaBneHHbIK  cniyd4an AEMOHCTPUPYET  CNOXK-
HOCTM MNOCTAHOBKM pamarHo3a 601e3HM HumaHHa -
Muka C npn MmaHndecTaunmn 3aboneBaHns B MageH4eCKoOM
Bo3pacTte. 10 KM3HEHHbIM MOKal3aHUAM nauueHTy Obina
HagHayeHa cybecTpaT-peayumpyowas Tepanusa npenapaTtom
murayctat. CornacHo nutepaTypHbIM AaHHbBIM, Y MAadeHLeB
cTabunusaumns uan ynyyweHune coctosHus Ha doHe Tepanuu
B TeYEHWE He MeHee OAHOro roga Habn4aloTCcs NULWb Yy Tpe-
TV aeten [6]. Y nauneHTa Ha poHe Ha3HaAYEeHHOro NeyYeHus
yepe3 Mecsl KAMHMYECKM OblI0 OTMEYEHO YMEHblueHue
BUCLIEPaA/IbHbIX MPOSBAEHMI, @ Yeped 6 MeC — MONOKUTENb-
Has AMHaMKKa CO CTOPOHbl HEBPONOTMYECKUX CUMMTOMOB,
YTO MOMKET roBOPUTb HE TONbKO 06 YAOBNETBOPUTENbHOM
nepeHoCUMOCTH Npenaparta naumeHToMm, Ho 1 06 apbeKTmB-
HOCTM NaToreHeTU4eCKon Tepanuu.

3AK/IIOYEHHME

[MpeactaBNeHHbIN KNIMHUYECKUI Cllyd4an AEMOHCTpUpyeT
HEeo6X0AMMOCTb paHHEero TwaTtenbHoro anddepeHunanbHo-
[OMarHOCTMYECKOro MoMcKa MPMYMH CUHAPOMa XxosecTasa
y MAaj€eHLEB C LieNblo CBOEBPEMEHHOTO BbIIBNEHUS 60/1e3-
HX HumaHHa — lMuKa, Tun C, 4ng Ha3HavyeHus natoreHeTuye-
ckow off-label Tepanuu.
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