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O6ocHoBaHue. bonesHb HumanHa — [Muka (BHIl) — peakoe ayToCOMHO-peLeccuBHoe 3abosieBaHWe, BbI3BaHHOE
AepUUUTOM pepMeHTa KNUC/I0N COUHIOMMETMHA3bl U XapaKTepu3yroLeecs HapyleHneM TpaHcrnopTa JMNUA0B M HaKor-
JIEHWEM B KJIETKax Xo/jecTepuHa WU [MMKOCOUHronmnugoB. B 2022 r. ana ¢pepmMeHTo3aMecTUTelbHON Tepanun 60/1e3-
HM 3aperucTpupoBaH npenapar onaunygasa asbga. Onyb/IMKOBaHO OnuWcaHWe BCEro ABYX MCCIeAOBaHUM W OAHOro
HabogeHns pe3ynbTaToB MPUMEHEHUST 3TOro npenapata y Aeten. 3PPeKTMBHOCTbL M 6€30NacHOCTb 0aunyAasbl ajibda
B POCCHUICKNX UCCNIEA0BaHMSX HE u3y4aan. OnMcaHue KIMHMYECKOoro cay4yas. Y 4eBo4Ku B Bo3pacTte 1 roga 5 mec BrnepBbie
OTMEYEHbl HeJOCTaToYHas! npmbaBKa Macchl Tesla M AMCMNEeNncU4eCcKmii CMHAPOM. B nocieaytouem pebeHKa Haboganm ¢ pas-
JIMYHBIMU raCTPOSHTEPOJIOMMYECKMMU AnarHo3amu B TeqeHune 1,5 net. B Bospacte 3 neT 4 mec yctaHoBAEH AnarHo3 bHII,
TN B, noATBEPKAEHHbIN 0BHaPYXEHUEM CHUMXKEHUS aKTUBHOCTU KUC/IOM COUHrommuennHassl 4o 0,11 MMOsb/1/4 U n3MeHe-
HMS HYK1eoTuaHoM rnocnegoBatesibHOCTH B reHe SMPD1. C 3 net 10 mec pebeHOK rnosy4aeT npenapart oaunygasa ajibpa
B HapacrTarouern gosnposke (o1 0,03 Mr/Kr 4o TepaneBTMYECKoN — 3 MI/Kr Macchl Tesia, Bcero 11 BBeAeHU) BHYTPUBEHHO,
KanenbHo, 1 pa3 B 2 HeA. B TeyeHne 24 Hep Tepanmm 0TMEYeHbl OCTaHOBKa KIIMHUYECKOro nporpeccupoBaHusi 3a6o1eBaHms
(HO € coxpaHeHueM renatocrnieHoMeraanu), NooKUTEIbHas AMHaMuKa 1abopaTopHbIX NoKalaTesen akTMBHOCTM 601€3HU
(HO ¢ coxpaHeHueM BbICOKOM (66 Ef/1) akTMBHOCTM acrnaptataMUHOTpaHcoepashbl), yBendeHmne Mmacchl Tesia (0O4HaKo ouan-
4YecKoe pa3BUTHE OCTaeTCs HUXe cpegHero, oT —1 4o —2 SD). 3akn4deHune. CoyeTaHue renatocrnieHoOMeraamm, yBean4eHms
aKTMBHOCTM TpaHCaMMHa3 M KOHLEHTPALIMK Xo1ecTepuHa, cuMnTomMoB nopaxeHns XKT n HegoctaToyHoM npubaBKu Maccehl
Tes1a 4OJIKHO HaCTOPOXKNTb BPayYes B OTHOLLEHUU Ha/lmums y pebeHKa opgpaHHoro 3aboneBaHusi. CBoOeBpeMeHHas AuarHoc-
TMKa BHIT Heobxoauma A/ paHHEro Hadasna GepMeHTo3aMeCcTUTEIbHOM Tepanuu, JOCTYyrNHON B HacTosuee Bpems. Hammu
MOKa3aHo, YTO C MOMOLLbIO 0MNyAa3bl albda yaaeTcs JOOUTbCS MNOAAEPIKAHNS UIHEAEATEbHOCTN PEBEHKA, MOJI0KUTE Tb-
HOM K/IMHUYECKOM U 1abopaTopHOM AUHAMUKN 601€3HU, MEAJIEHHOIO0 BOCCTAHOBIEHUS] PU3UYECKOro pa3BuTHs pebeHKa.
KnioueBble cnoBa: KIMHMYECKUI Ciyyan, getn, 6one3Hb HumaHHa — lMnka, Tmn B, ¢pepmeHTo3amecTuTeibHasi Teparnus,
AedULNT KMCTI0M COUHIOMMENNHA3bI, 0nrnyAasa abda
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OBOCHOBAHME

bonesHb HumaHHa — Muka (BHI) — peakoe aytocom-
HO-peLeccuBHoe 3aboneBaHue. BHI1 BbiI3BaHa Hakonse-
HWEM IMNNAOB, B YaCTHOCTU CPUHIOMUENNHA, B TM30COMaX
KNETOK MeYeHU, CeNe3eHKM, NErKnx, KOCTHOIO WM rOooB-
HOro MO3ra, 4TO MPUBOAMUT K TMGENM KIIETOK U Mnoparke-
HUIO COOTBETCTBYIOLIMX OPraHoB U TKaHen [1]. MNMpuynHon
HaKOM/IEHUST COUHIOMMUENMHA ABASEeTCHS AeDULINT KUCIION
comHrommenmHasbl (KCM), BO3HUWKalwWwmin B pesynbraTe
n3MeHeHunn reHa SMPD1 [2], 4To BeAeT K pa3Butuio 601e3-
HKM TMNoB A, B n A/B [3]. B HEKOTOpbIX ciyyasx npu4u-
How BHI (tun C) aBnsoTCca naToreHHble BapuaHTbl FTEHOB
NPC1 [4] u NPC2 [5], Beaylime K HapyLleHU0 NpoayKumm
6enKka NO3AHUX 3HAOCOM M IM30COM M, COOTBETCTBEHHO,
BbIK/IIOYEHMIO 3TOr0 6€eMKa M3 NpoLecca TPaHCNMOPTUPOBKHU
XonectepuHa v nMnuaos [6].

Tun A BHI (MnageH4Yecku HenpoBUCLLEPAsbHbIN)
XapaKTepu3yeTcs PaHHWM HayalioM, TSKENbIM NMOpParKeHU-
€M HEPBHOW CUCTEMbI (CyAOPOrK, aTaKCus, HapyLlweHue rno-
TaHus, perpecc paHee NpuobPETEHHbIX HABbIKOB), BHYTPEH-
HUX OpraHoOB (renatocrnieHomeranus, UHTePCTULMAbHbIE

Nopa)KeHUs Nerkux), HEYKNOHHbIM MporpeccupoBaHuem
HapyLEeHNs MCUXOMOTOPHbLIX QYHKLWUWA C NeTanbHbIM UCXO-
nom B Bo3pacte Ao 3 net [7]. Ana tuna A/B BHIT (xpoHuye-
CKUIW HENpoOBUCLEPaNbHbIM, MPOMEXYTOYHbIN) XapaKTepHbI
LUIMPOKUIM CNEKTP BUCLEPA/IbHbIX U HEBPONOrMYECKUX MpPo-
SABNEHWUI, BKIOYAs aTaKCUIO, pasnnyHas cTeneHb 3ajepi -
KW pa3BuTHA n nepudepuryeckon HeBponaTum ¢ MeaneHHbIM
nporpeccMpoBaHMeM 60ne3HU. [MauneHTbl nepexuBatloT
paHHee AEeTCTBO, eTanbHbIM UCXOA B 60NbLIMHCTBE ClyqaeB
HacTynaeT B LWKOAbHOM Bo3pacTe [8]. Tun B (XpOHUYECKUn
BUCLiepanbHbIN) XapaKTepmnayeTcs MOCTEMEHHbIM Ha4vanoMm,
renatocnieHomeranmen, MHTEPCTULMANbHbIM NOpaXeHnem
NEerkux, 3aepKon pocTa, OTCyTCTBMEM NMBO cnaboBbipa-
YKEHHbIMM CUMNTOMaMu NOpaxKeHus LLeHTpaibHOM HEPBHOM
cuctembl (LHC). MauuneHTbl, Kak nNpaBuno, LOXMBAOT A0
B3pocnoro Bo3pacTa [9]. Y Bcex 60nbHbIx ¢ BHIT 06Hapyu-
BaloT pasfMyHOM CTEMEHU BbIPaXEHHOCTW runepxonecre-
PUHEMWIO, NOBLILLEHWE aKTUBHOCTU TPaHCaMUHa3, aHEMUIO
n TpombouuToneHuto. Tunel A M A/B pacnpocTpaHeHbl
Ccpean eBpeeB-allKkeHasu, ANna Tuna B aTHUYeCKMX oco6eH-
HocTen He onucaHo [10]. Ana 60nbHbIX C TUNOM A XapaK-
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TEPHO 3Ha4yuUTeNlbHOE CHUMXKEHUe akTuBHocTM KCM (< 5% ot
HOPMbI), TOr4a Kak npu Tune B akTMBHOCTb pepMeHTa ocTa-
€TCSl Ha OTHOCHUTENBHO BbICOKOM YPOBHE, YTO accoLmmpyeTcs
C OOBO/IbHO HWU3KUM puCKoM nopaxenns LUHC [11]. Mpu
OTHOCUTEIbHOM MHOr006pa3nn KAMHUYECKUX MPOSBAEHUM
BHI1 gnarHocTMka 601e3HU aBAseTcs 3aTPyAHUTENIbHOW MO
npuYnHe HecneundUYHOCTU NepBbiX CMMATOMOB. Kak cneg-
CTBME, C MOMEHTA MOSIB/IEHUS NEPBbIX NPU3HAKOB 60M1e3HU
[0 YCT@HOBNIEHMS [AMarHo3a B CpefHEM MPOXOAUT OKOMo
3 NeT, a cpeHMn BO3PacT Ha MOMEHT NOCTaHOBKM AMarHosa
coctaBnsier 5 net. lpn atom Tonbko B 15% cnyyaes BHI
ABNSIETCH NepBbIM AMarHo3om [9].

PaHee nauueHtam ¢ BHIT 6b1an 4OCTYMHbI TONLKO CUM-
nToMaTM4yecKoe fevyeHue, TpaHcnnaHtauus nedexHn [12],
nerkux [13] unm reMonoaTUYecKUx CTBONIOBbLIX KIeToK [14].
OgHaKko apdEKTMBHOCTb Tepanun 60ne3HU Gblla HegocTa-
ToYHoM. laxe y nauneHtoB ¢ BHIT, Tun B npu oTHOCKUTENBHO
61aronpuUaTHOM NPOrHO3€e BbICOK PUCK Pa3BUTHS BO B3POC-
/IOM BO3pacTe AbIxaTeflbHOM 1 NeYEHOYHON HeJOCTAaTOYHOCTH
C nocneaywoLnm netanbHbIM ncxogom [15].

B EBponeickom coto3e B Mapte 2022 r. ana dbepmeH-
To3amecTuTenbHon Tepanuu (P3T) BHI 3aperncTtpupoBaH
npenapar onvnyaasa anbda, KOTOpbIM B nocneayowem 6bi
of06peH U B ApPYyruMx cTpaHax, B TOM yucne u B Poccuu.
Onunypasa anbda 3amewaer KCM n Taknm 06pasom CHUXKa-
€T HaKOoMNeHMe B IN30CcoMax COUHrOMUENMHA.

OdpPeKTMBHOCTL MpenapaTa M3ydyeHa B OCHOBHOM Ha
B3pPOC/bIX 60/bHbIX [16, 17]. B T0O e Bpems ony6/MKOBaHbI
pe3ynbTaTbl BCErO ABYX MCCNEeAOBaHUM U OfHOro Habnoae-
HUa P3T y geten. Tak, B MeXAyHAaPOAHOM MHOTOLEEHTPOBOM
OTKPbITOM K/IMHUYeCKOM uccnegoBaHnn dasbl 1/II ASCEND-
Peds (6 KnMHW4YECKUX LeEeHTpoB: bpasunua, PpaHuus,
lfepmanng, Utanua, Bennkobputanusa n CLLUA) yyactBoBanu
20 nauuneHToB (4 B BO3pacte 12-17 net, 9 — 6-11 ner,
7 — 1-5net)ctvnamun A/B n B BHI [18]. UHdy3un onunyaa-
3bl anbda nposoannu 1 pas B 2 Hef, HaunHasa ¢ 0,03 Mr/Kr,

[0 JOCTUXEHUS 0o3bl 3 Mr/Kr. B pe3ynbrate nevyeHns B Teve-
Hne 52 Hea OTMeYeHbl YMEHbLLIEHWE BbIPaXEHHOCTU CMEeHO-
MeraauMu U renaToMeranuu, yBennmyeHue Konuyectsa TpOM-
60UMTOB, HOPMaANM3aLMs AMNUAHOMO NPOGUANA U aKTUBHOCTU
TpaHCaMWHa3 MeyYeHu, a TaKKe HopManuzaums u dusnye-
CKOro pa3BuTUS (Z-OUEeHKKU pocTa) Aeten. MOHUTOPUHI 6e3-
ONacHOCTU BbICTPOr0 CHUKEHUS COUHIOMMUENNHA BO BpPeEMS
yBeNMYeHUs [03bl onunyaasbl anbda NPoBEeAEeH C y4ETOM
M3MEHEHMS YPOBHA UepaMuga (Npoaykrta pacnaga COUHro-
MuenuHa nog aevcrenem KCM) B nnasdme KpoBu. BeisiBneHo,
YTO KOHLEHTPpaLMS LepamMmmnia BpeMEHHO NoBbIWanach nocne
BCEX MHPY3nn onunyaasbl anbda. OAHOBPEMEHHO C 3TUM
coaepyKaHue Lepamuga ao 1 nocne MHOyY3MM CHUXKaNoChb Ha
KaX4oM 3Tane A03MPOBaHMS WM Nocfe Toro, Kak NauueHTbl
OOCTUIIM NOAAEPKMUBALOLWEN A03bl. B aTOM €BS3M 6GbINO Npea-
MOJIO}KEHO, YTO MOHWTOPUHT Liepamuaa BO Bpems yBenuye-
HMA JO3bl Npenapata Heo6xoAMM AN KOHTPONS CHUXKEHMUS
KOHLUEHTpauum cPuHrommennHa. bonblMHCTBO MOBOYHbIX
3 dEKTOB (3aperncTpmpoBaHbl y 11 naumeHToB) 6biu Ner-
KUMWU UK YMEPEHHBIMK, BKIOYAS Peakuun, COMPSKEHHble
C WHdy3Men (KpanuBHMUA, He cBA3aHHas ¢ 06pa30BaHu-
€M aHTMTeNn Ha npenapart, NoBbiWeHWE TemMnepaTypbl U/uUnu
pBoTa). Cepbe3Hble NO60OYHbIE 3QDEKTbI PAa3BUIUCL Y TPEX
NauueHToB: Y OAHOr0 — TPaH3MTOPHOE 6GEeccMMNTOMHOEe
MOBbILWEHWEe aKTUBHOCTM aflaHMHOBOMW TpaHCaMUHa3shbl, y BTO-
pOro — KpanuBHULA U CbiMb, acCOLMUPOBaHHbIE C 06pa30-
BaHWEM aHTUTEN Ha npenapar, y TPETbero — aHapunaKkTnye-
CKas peaKkuus (npoBedeHa AeceHCUOUNM3aums, OOCTUrHYTa
noaaeprmeatollas gosa 3 Mr/Kr) [18].

B apyrom, ogHoueHTpoOBOM wuccneaoBaHuu (TanMBaHb)
y4yacTtBoBanu asa pebeHka ¢ BHI, Tun A/B [19]. B TeueHne
nepBoro roga Jfie4eHns y o6OMX NauMeHTOB Habnoganu
yMeHblUEHWE O6bEMOB MEYEHU U CENE3EHKM, MONOXKUTENb-
Hyl0 AMHAMWKy MoKasaTenewn (Z-score) pocTa U Macchl Tena,
CHUXEHWE KOHLIEHTPpaLMK O6BLLErO XONeCcTePMHaA, BblparKeH-
HOCTM WMHTEPCTULMANbHOrO 3a60neBaHNa NErkux, ysenuye-
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Diagnosis and Treatment Challenges of Niemann - Pick Disease,
Type B: Clinical Case

Background. Niemann — Pick disease (NPD) is a rare autosomal recessive disease caused by acid sphingomyelinase deficiency and
characterized by impaired intracellular lipids’ transport leading to accumulation of cholesterol and glycosphingolipids in the cells.
Olipudase alfa was registered as the drug for enzyme replacement therapy in 2022. There are only two studies and one observation
published on the results of its implementation in children. Olipudase alfa efficacy and safety have not been studied in Russian studies.
Clinical case description. Girl, 1 year 5 months old, was diagnosed with insufficient weight gain and dyspeptic syndrome. Subsequently
the child was followed up with various gastroenterological diagnoses for 1.5 years. Diagnosis of NPD type B was established at the age
of 3 years 4 months, it was confirmed by revealing acid sphingomyelinase activity decrease to 0.11 mmol/I/h and nucleotide variant in
the SMPD1 gene. Therapy with olipudase alfa was initiated at the age of 3 years 10 months with increasing dosage (from 0.03 mg/kg
to therapeutic — 3 mg/kg of body weight, 11 injections in total), intravenously, drop infusion, once in 2 weeks. Clinical progression
of the disease has stopped (with persistent hepatosplenomegaly), positive changes in laboratory parameters of the disease activity
were revealed (with persistence of high (66 U/L) aspartate aminotransferase activity), and increasing of body weight (however,
physical development remains below average, —1 to —2 SD) was noted within 24 weeks of therapy. Conclusion. The combination of
hepatosplenomegaly, increased transaminase activity and cholesterol levels, gastroenterological symptoms, and insufficient body
weight gain should rise doctors’ awareness of orphan disease in a child. Timely diagnosis of NPD is crucial for early enzyme replacement
therapy initiation (that is currently available). We have shown that olipudase alfa can help us to maintain child’s vital activity, to achieve
positive clinical and laboratory dynamics, and to reach slow recovery of the child’s physical development.
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HUE MUHEepPanbHOM NIOTHOCTU KOCTEN, YAyYLUEeHWe pesynbTa-
TOB TecTa C WECTUMUHYTHOM Xoab6on. JIn3ochUHroMmnenmH
nnasmbl KPOBM y 060MX MaLIMEHTOB PE3KO CHU3WUACS B Nep-
Bble 6 Mec (¢ ncxogHbix 635 1 352 Hr/mMn COOTBETCTBEHHO),
OCTaBasiCb B MOCNEAYIOLLEM HECKONBLKO Bblile (80 U 72 HI/MN
COOTBETCTBEHHO) BEPXHEW rpaHuLbl pedPepeHCcHOoro aua-
nasoHa (70 Hr/mn). Bmecte ¢ Tem, Ha PoHE NeyeHus He
W3MEHWUNIUCb TMOKa3aTeN HEeWPOKOrHUTUBHOM QYHKLUMHK
M CKOpPOCTM nepudepuyecKonm HEepPBHOW MNPOBOAMMOCTH.
HexkenaTenbHbIX ABNEHWUI B pe3ysibTaTe fie4eHns He 3aduK-
cupoBaHo [19]. Ewe B ogHon paboTe UTanbAHCKMX aBTOPOB
OonucaH KIWMHUYECKUM crlydan aHaduNaKTUYeCKOM peakuuun
y ABYXJE€THEr0 Masjibi4MKa C XPOHUYECKOM HenpoBuUcLEepasb-
Hou (A/B) dopmon BHIT Ha BBegeHwe onunygasbl anbda
B A03e 1 Mr/Kr. ABTOpbl NOAYEPKHYIN HEOOBXOAUMOCTb aaar-
TauMn NpPOTOKONa LeceHcUbunusaumm npu BBEAEHMU npe-
napata ¢ y4eToMm uHAMBMAyanbHOW nepeHocumocTn [20].
3dDdEKTUBHOCTb M 6€30NacHOCTb 0Mnyaa3bl anbda B poc-
CUMCKUX UCCNefOoBaHUAX HE U3ydanu.

KNUHUYECKUA NPUMEP

O nauueHTe

[eBoyka M., BospacT 4 roga 3 mec, rocnutannsnpoBaHa
B NJIaHOBOM NOPsiAKe C Lenblo 06cnefoBaHns U BBeAeHUS
11-1 po3bl onvMnyaasbl anbda B OTAENEeHME racTPOIHTEPOSIO-
MKW KpaeBOW OETCKOW KIMHUYECKOW 60nbHULbI. pK nocTy-
NAeHun anobbl (CO CNOB POAMTENEN) Ha MAOXOM anneTuT
W HeAoCTaToOYHY0 NpMGaBKy Macchl Tena.

AHamHe3 3a60/s1eBaHUs

B Bospacte 1 roga 5 mec pebeHoK 6b11 06¢cnenoBaH aet-
CKWM 3HOOKPMUHOIOrOM B panoHHOM NOMUKINHUKE MO NoBOaYy
niaoxonm npubaBKKM Maccbl Tena (Ha MOMEHT o6cnefoBaHUs
9 Kr). [leBo4Ka HanpaB/ieHa K raCTpo3HTEPOoory.

B 6MOXMMWYECKOM aHanmM3e KpOoBW: acnaparvHoBas
TpaHcamuHasa (ACT) — 70 Ea/n (Hopma 0—31 Ea/n), anaHu-
HoBasl TpaHcaMuHa3za (AJ1T) — 61 Ea/n (Hopma 0-34 Ea/n),
0o6LWMIN XonecTepuH — 6,6 mmonb/n (Hopma 0-5,2 Ea/n).
B obuwem aHannse KpoBwu: remornobuH — 117 r/n (Hop-
ma 118-158 Eg/n), nenkountel — 10,0 X 109/n (Hopma
4,07-9,32 X 109/n), TpoM60oLUTEI — 157 X 109/n (HOp-
mMa 172-401 X 109/n), CKOPOCTb OcefaH1si 3PUTPOLMTOB
(CO3) — 14 mm/4 (Hopma 2—11 Mm/4). B obliem aHanuse
MO4YM — 6€3 NaToNOrMYEeCKMUX UBMEHEHUI. YNbTPa3BYKOBOE
nccnegosaHmne (Y3W) OplOWIHOM MNOMNOCTU: pPeaKTUBHbIE
M3MEHEHUS MapPEeHXMMbl MEYEeHW, YBEIUYEHUE CEeNIe3EHKM
(98 X 27 mm). B Bo3pacTte 1 roga 9 mec B GUOXMMUYECKOM
aHanuse Kposu: ACT — 63 Ea/n, AIT — 34 Ea/n, doc-
dop — 1,7 mmonb/n (Hopma 1,1-1,95 mmonb/n). [TOBTOPHO
OCMOTpEHa racTpPO3HTEPOSIOrOM, BbICTaB/ieH [WarHos:
«AncohyHKUMA renatobunmMapHoro tpakta. CMHAPOM LMUTO-
NIn3a Nerkon cteneHun Taxectu». B TeyeHne 1 mec nonyya-
Nla NaHKpeaTuH, YPCOAE30KCUXONEBYIO KUCIIOTY, B Te4yeHue
2 Hen — Lactobacillus rhamnosus GG B BO3pacCTHbIX A03U-
poBKax, 6e3 ABHOro adpdekTa.

B Bospacte 1 rog 10 mec npu KOHTponabHOM Y3WU
OpIOLWHOM MOJSIOCTU: COXPaAHEHWE PEAKTUBHbIX WM3MEHEHWUN
napeHxumMbl NevyeHu, pas3Mepbl CeNe3eHKU YBEeUYUIIUCH
(117 X 23 mm). B 6noxnmmyeckom aHanuse kposu: ACT —
71En/n, ANT — 18 Ea/n, o61Wmm xonectepnH — 6,7 MMONb/ .
B koarynorpamme: ¢pubpuHoreH — 2,41 r/n (Hopma 2—-4 r/n).
NcecnepoBaHme KpoBKM METOAOM MOAMMEPA3HOM LLENHON peak-
LMK Ha BUpYyCbl repneca 1, 2, 6-ro TMnoB, AnwTtenHa — bapp,
LMTOMEranoBMpyc — BMPYCbl HE OGHaPYKEHbI.

B Bo3pacte 2 neTr B 6GMOXMMMUYECKOM aHanM3e KpOBM:
ACT — 81 Ea/n, naktataermgporeHasa (JIAIN — 575 Ea/n
(Hopma 208-378 Eg/n), obwumnm 6enok — 60 r/n (Hopma

65-85 r/n). [JeBo4yka rocnuTanM3npoBaHa B oOTae-
NIEHWEe TacCTPOIHTEPONOTMU C KIAMHUYECKUM AMArHO30M:
«aAncoyHKuMa 6GunmapHoro TpakTta. CMHApPOM XxonecTtasa.
[enaTocnneHomMeranuss HeytToyHeHHasa. Hecneuwnduyeckum
6pbixKeeYHbl Me3adeHUT. JlaTeHTHbIM AeduuunT Kenesa.
benkoBo-aHepreTMyeckas HeAOCTaTOYHOCTb 2-W cTene-
HW». B obwem aHanuse KpoBWU: remMornobwH — 117 r/n.
B 6MOXMMUYECKOM aHann3e KpoBW: OOLLMA XONeCcTepuH —
6,2 mmonb/n, ACT — 64 Eag/n. B ummyHorpamme: 6e3
naToNorMyeckmx MameHeHun. lMotoBas npoba: xnopuabl —
45 mmonb/n (Hopma go 50 mmonb/n). B Konporpamme:
KpeaTopes. KomnbloTepHasa Tomorpadus opraHos 6GptoLLIHON
NONOCTU: CNEeHOMEranus, 3acTOMHbIA YENYHbIM My3bipb,
yBennyeHune numobatuyeckmx y3nos. Y3M 6ptoLiHON NOOCTH:
yBenMyeHue pasmepoB U AMddY3HbIE U3MEHEHUS MEYeHu;
YMEpPEHHOE yBENYEHNE PAa3MEPOB NOAXKENYA0HHOM KeNnesbl;
Cr/ieHOMEranuns; peakTMBHbIE U3MEHEHWUS COCYLOB MEYEHH,
cene3eHKH; yBenmyeHme pasmepoB nMMdaTMHecKmx y3nos
6ptowHoOn nonoctu. OcMOTpeHa OHKOMOroM, NaTonorus He
BbliB/ieHa. PekomeHaoBaHo o6cnegoBaHvMe Ha 60ne3Hb
fowe. AKTMBHOCTb depmMeHTa IoKoLepebpoKeureHasbl —
5,98 MKMOnb/4 (Hopma > 1,98 MKMOnb/4). PeHTreHorpadus
OpraHoB rpyaHOM KNeTKu: 6e3 naTtonornu. o gaHHbIM
oPTabMOCKOMUN: CUMINTOM «BULLIHEBOM KOCTOYKM» HE OOHa-
pyxeH. lonyyana nevyeHue ypcoae30KCUXONEBOW KWUCNO-
ToM no 250 Mr/5 mn no 2 MA Ha Hovb. Ha ¢oHe neve-
HUS coCTOosiHME pebeHKa 6e3 AMHaMUKU. PekomeHaoBaHa
6e3rnTeHoBasd AveTa, B pes3ynbraTte KOTOPOW B TeYeHue
3 Mec 6blIM KynupoBaHbl AUCNENCUYECKUEe SBNEHUSA (HeT
B34yTUIM KMBOTa, CTY/1 HOpMannsoBasncs).

Mocne BbLINMUCKM M3 CTauMOHapa OCMOTPEHA AETCKMUM
3HAOKPUHONOroM. AHann3 KPoBM Ha rOPMOHbI LNMTOBUAHOMN
enesbl: TUPEOTPOnHbIn ropmoH — 4,2 MKME/mn (Hopma
0,4-4,0 MKME/mn). Y3U wmtoBmaHOM Kenesbl: 6€3 0CO6€EH-
HocTen. OcmoTpeHa ambynaToOpHO HEBPOJSIOroM: MaTonormu
He BbISIB/IEHO.

OcMoTpeHa reHeTnKom. o pekomMeHAauunn NpoBeAeHbl
nccneaoBaHus Ha AeduuMT TM30COMHOM KUCNOM nunasbl —
naTosorMM He BbISIBAEHO; Ha MYKOMOJAMCaxapuao3bl MeTo-
OOM TaHAEMHON Macc-CMeKTPOMETPUM B CYXMX NATHAX KPOBMU:
ranakrouepebposungasa — 3,95 mmonb/n/4 (Hopma 0,70—
10,0 mmonb/n/4); anbda-rnoxkosngaza — 8,08 mmonb/n/4
(Hopma 1,0-25,0 mMmonb/n/4); anbda-ranakro3vgasza —
3,42 mmonb/n/4 (Hopma 0,8-15,0 mmonb/n/4y); 6eta-
rnoKouepebposngaza — 5,75 mmonb/n/4 (Hopma 1,50-—
25,0 mMmonb/n/4v); chuHrommennHaza — 0,11 mmonb/n/4
(Hopma 1,5-25,0 mmonb/n/4); anbda-L-uaypoHngasza —
4,65 mmonb/n/4 (Hopma 1,0-25,0 MMOAb/f/4); KOHLEHT-
pauus nuszochuHrommnennHa — 30,7 MmMOnb/n/4 (Hopma
0,2-15 wmmonb/n/4), nnsocoduHrommenuHa-509 —
20,3 mmonb/n/4 (Hopma 0,15-3,7 MMOAb/n/4); TecTbl Ha
rMuaguH, TKaHEBYO TpaHcriyTaMmHasdy U L-dbeTonpoTtenH —
3Ha4YeHus B npeaenax pepepeHCHOro MHTepBasa; KOHLEHTpa-
umsa 25(0H)D — 21 Hr/mn (Hopma 30—100 Hr/mn). YuuTbiBas
KIMHWUYECKYIO KapTUHY, CHWXKEHWE aKTUBHOCTU CHUHroOMMUe-
fIMHA3bl, MOBbIWEHWE KOHLEHTpauun NnMsocduHrommenmHa
1 nu3ocouHrommenmHa-509, 6oina 3anogo3peHa bHI n peko-
MEHA0BaHO MOJIEKYNAPHO-TEHETUYECKOE NCCNEfOBaHME.

B Bospacte 3 netr 4 mec pebeHOK Obll HanpaBfeH
Ha rocnuTanuzaumio B deaepanbHy0 KIMHWKY AN yTOou-
HEHUA AuarHosa W onpeaeneHuss panbHenlen TaKTU-
KW BedeHusl. B KAMHWMKEe AeBOYKa Haxogwunacb C AMarHo-
30M: «HacnenctBeHHoe 3aboneBaHWe obmeHa M3 rpynnbl
coOunHronMnnao3os — 6one3Hb HumaHHa — [MuKka, TMn B.
OednunTt Kucnom cHUHroMmenunHasbl, XPOHWYECKAs BUC-
uepanbHasa ¢opma, MOATBEPXKAEH 3IH3UMOAMArHOCTUKOM
(pe3Koe CHWMKEeHUE aKTUBHOCTU KUCIOW COHUHrOMUENUHa-
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3bl — 0,11 mmonb/n/4 (Hopma 0,5-25,0 mMmonb/n/4))
M MONEKYNSAPHO-TEHETUYECKUM UCCNEeAOBaHUEM (B reHe
SMPD1 wW3MeHeHMe HYKNeoTUOHOM Mnoc/eaoBaTebHOCTH
¢.502G<A, npuBogsiee K 3ameHe p.Gly68Arg B reteposnror-
HOM COCTOSIHUM, M UBMEHEHWE HYKNEeOoTUAHOM NnocneaoBaTeb-
HocTK €.996del, npuBoasilee K 3ameHe Phe333Serfs*52
B reTepO3NIrOTHOM COCTOSHUM)».

KoHcunmMym Bpayen NpuHAn peleHre 0 HadHavyeHun no
KM3HEHHbIM NokalaHuam 3T npenapaToM onvnygasa anbda
B MOCTEMNEHHO HapacTatouen go3mposke — ot 0,03 mr/Kr
[0 TepaneBTUYECKOW — 3 Mr/Kr Maccbl Tena B/B, KanenbHo,
1 pa3 B 2 Hea. MNoTpebHOCTb ¢ y4eToM NpnbaBKK Macchl Tena
[eBOYKM cocTaBnsana 44 dnakoHa B rog (20 mr Bo dnakoHe).
PoauTtenn 6binM 03HAKOMEHbI C AUArHO30M W COrNacuanCh
Ha BBeAeHWe pebGeHKy npenapara.

B Bo3pacte 3 net 10 mMec nauneHTKe BBedeHa nep-
Bas fo3a npenapata (Xenpozyme, Genzyme lIreland Ltd,
MpnaHavs; pepatenb perncrpauuoHHOro yaocToBepe-
Hua Sanofi, HuaepnaHabl) B ctaptoBon gose 0,03 Mmr/Kr.
BBeaeHve geBoYKa nepeHecna XxopoLo, peakLmMm Ha nepsoe
BBeAeHWe, a TaKkKe B JanbHenlwem He oTMevyeHo. BBegeHune
TpeTbeW [03bl MpenapaTta MponyweHo B CBA3M C OCTPOM
pecnupaTopHOM MHDEKLMEN (MOBbIEHME TeMNepaTypbl Tena
0o 39-40 °C, ycTaHOBMIEH AMArHO3 «OCTPbIA TOH3WUAUT»).
PebeHoK nonyyan aHTMGaKTEpPUanbHyO Tepanuio (LeduKkeum
B cycneH3un 100 mr/5 mn no 5,0 mn 1 pas B CYyTKU B Te4eHUNE
5 cyT). NepepbiB MeXAy BTOPON U TPETbEN AO03aMMK COCTaBMUN
4 Hepn. Hanee onunygasdy anbda BBOAWIM Kaxiable 2 Held
B BO3pacTaloller 403MpoBKe 6e3 nponyckoB. B TeveHue
22 Hep BbinosHeHO 10 BBeAeHW npenapata (CM. Tabauuy).
JocTturHyta gosa 3 Mr/Kr. HexxenaTtenbHbIX peakumn Ha BBe-
[leHWe npenapaTta He 3aperncTpupoBaHo.

AHaMHe3 XM3HU

PebeHoK npoxuBaeT B 3abanKkanbCKoM Kpae. [leBo4yka
OT BTOpOM 6GepeMeHHOCTW, BTOPbIX POAOB, NepBbii pebe-
HOK 340poB. MaTb Ha 20-# Hep 6epeMeHHOCTU nepeHecna
OCTPYIO pecnupaTopHyto MHeKuuto, Ha 35- Hel AMarHoCTH-
pOBaHbl CMHAPOM WMHPULMPOBAHHOrO aMHWOHa (nonyyana
LedTpPMaKCOH), XpPOHUYECKUI LLepBULMT, HePPONTO3 crpaBsa,
XPOHUYECKNIN nuenoHedput, pemuccus. Poabl B cpok. Macca
Tena npu poxxaeHmn — 3240, annHa Tena — 50 cMm. B nepuo-
1€ HOBOPOXKAEHHOCTU: NENKOLMUTO3 (A0 34 ThiC.), TMNEepPOUIK-

Ta6nuua. [1031MpoBKM onunyaassl anbda
Table. Olipudase alfa dosages

py6ruHemMus (B Bo3pacTte 2 cyT 06Wwmnm 6unnpybuH — 197, ces-
3aHHbIM — 11,2 MKMONb/N; Ha 4-e cyT — 239 1 9,4 MKMONb /1l
COOTBETCTBEHHO). BcKapmnavBaHue rpyaHoe OO0 2-neTHero
Bo3pacTa. BakunHaumsa: BLUXK, octanbHble — OTKa3 poauTe-
new. lNepeHeceHHble 3a601eBaHKS: HeYacTble OCTPbIE PECTU-
paTopHble WHOEKUUU. ANNepronornyeckuin aHamHe3 He
oTaroweH. HacneacTBeHHOCTb, CO COB MaTepH, Y POACTBEH-
HWKOB MEPBON M BTOPOMW CTEMNEHU POACTBa MO JIMBOCOMHbIM
60/1€3HAM HaKOMNEHMS He oTArouleHa. IH3UMOANArHOCTUKY
M MONEKYNAPHO-rEHETUYECKMUE UCCNEA0BaHUS Y APYIMX une-
HOB CeMbM He NPOBOANMN.

dusukanbHaa gMarHocTMKa

CocTosHMe pebeHKa Npu rocnutanmM3auunmn cpegHen cre-
MEHU TXKECTM MO XapaKTepy 3abofeBaHUs, camo4vyBCTBUE
yoosnetBoputenbHoe. Co3HaHue coxpaHeHo. [lo wKane
[nasro — 15 6annoB. Pe6eHOK OpUEHTUPOBAH BO BPEMEHMU
W NPOCTPaHCTBE, NaMsATb CHUXKEHa, HabnaaeTcs Hernybo-
KU aeduumUT BHUMAHUS, €CcTb NMOHMMaHWe peyu, pasBuTa
aKTUBHas peyb.

KOXHble NMOKPOBbI TENECHOrO LBETa, NMOHUMXEHHON Blax-
HOCTH, NnepruopbuTanbHble TEHW, MPaMOPHOCTb, CyXMe, YHaCTKu
wenyweHus. MacTo3HOCTb BeK. Buanmble cnmsnctole 060/104-
KW po30Bble, 6e3 NaToNorMyeckmx BbiCbiNaHUin. Canauctble
060/104KM POTOMNIOTKM U HOCa 6e3 M3MEHEHUN. [MoAKOXKHO-
MPOBaAs KNeTyaTKa MCTOHYEHa Ha YKMBOTE M KOHEYHOCTSIX,
coxpaHeHa Ha nuue. OueHKa KOCTHO-MbILEYHOW CUCTEMbI:
BUANMbIX AedopmaLIMi HET, ABUKEHUS B MNOSIHOM 06beMe, 6e3-
60NEe3HEHHbIE; MyCKyfnaTypa pa3BUTa YMEPEHHO, MbILEYHbIN
TOHYC COXpaHeH. JlIuMdaTniecKue y3bl He NaabnnpytoTcs.

OpraHbl AbIXxaHWS: BU3yaNbHO 061acTb FPYAHOM KNETKU He
n3meHeHa, gedopmaumi Het. MNpu nanbnauuu rpyaHas Knetka
anacTuyHasl, 6e360ne3HeHHasn. [epKyTOpHO: rpaHuLbl ner-
KUX COOTBETCTBYIOT BO3pacTHOM rpynne. AyCKynbTaTUBHO
BbICNYLUMBAETCSH MNy3puNibHOE [blXxaHWe NO BCEM MNOASM
NIErKMX, XpUNoB HeT. YacToTa AblXaTenbHbIX ABUMXKEHUA —
24 B MuHyTy. CaTypauusa Kucnopoga 97%.

OpraHbl cepae4yHO—COCYAUCTON CUCTEMbI: BM3yasibHO
obnacTb cepaua He U3MEHeHa, NaToI0rMYeCKUX BblbyxaHUM
HeT. [epKYTOPHO rpaHuLbl cepala COOTBETCTBYIOT BO3pacT-
HOM HOpMe — 2-i rpynne no Mon4aHoBy. AyCKynbTaTUBHO
TOHbl cepaua ACHble, PUTMUYHbIE, MATONOrMMYECKUX LLIYMOB
HeT. YacToTa cepAeyHblX COKpaleHun — 98 ya./MUH.

Bo3spacTt pe6eHKa Homep BBepeHus [lo3a, Mr/Kr maccbl Tena CymmapHas ao3a, Mr

3 roaa 10 mec 1 0,03 0,42
3ropa 10,5 mec 2 0,1 1,4
3roga 11 mec [MponyLeHo B CBSA3U pecnupaTtopHon MHbeKUnen

3ropa 11,5 mec 3 0,3 4,2
4 ropa 4 0,3 4,2
4 ropa 0,5 mec 5 0,3 4,2
4 ropa 1 mec 6 0,6 8,04
4 ropa 1 mec 7 0,6 8,28
4 ropa 1,5 mec 8 1 14
4 ropa 2 mec 9 1 14
4 ropa 2,5 mec 10 2 28

UcTouHuK: TonbirmHa [.B. n coaBT., 2025.
Source: Golygina D.V. et al., 2025.




MNynbC oAMHAKOBLIM Ha 06eux pyKax, yAOBNETBOPUTENbHOIO
HaMoOMHEHMS W HanpsKeHus. ApTepuanbHoe AaBlieHne —
100/60 MM pT. CT.

A3bIK BRaXHbIM, 06/IOXKeH O6enbiM Hanetom. MKuBoT
OKpyrnon Gopmbl, B3ayT, 6€3601€3HEHHbIN, 4OCTYNEH rny6o-
KoM nanbnauuun. lNevyeHb BbICTynaeT M3-Noa Kpas pebepHomn
Oyru Ha 2 cMm, ceneseHka — Ha 3 CM, NMJI0THOW KOHCUCTEHLMW.

lMonoBble opraHbl Pa3BWTbl MO XKEHCKOMY Tuny. Moye-
ncnyckaHue cBob6oaHoOe, perynspHoe, 6e36onesHeHHoe. Ctyn
0POpPMIIEHHbIN, 1—2 pa3a B CYyTKK, 0O6bIYHOW KOHCUCTEHLUH,
6e3 natoNorMyecKmx BKIOYEHUH. CUMNTOMbI pasapaxeHus
OpPIOLLIMHBI OTCYTCTBYIOT. [1pU NanbLEBOM PEKTaIbHOM UCChe-
4OBaHWW AOMONHWUTENbHbIE 06pa30BaHKs He ONpPeaensoTCS.

AHTponomeTpus: poct — 104 cm, macca Tena — 14,5 kr,
UMT — 13,4 kr/m2.

[narHos, BbiCTaBneHHbIM B 3 roga 4 mec, Ha MOMEHT
rocnuTanu3auum 6e3 u3MeHeHuNn.

JTaGopaTopHO€e U UHCTPYMEHTa/ibHOe o6GcnejoBaHue

Mpy NOCTYNNEHUN KIMHUYECKUM aHanu3 KpPOBMU: remo-
rno6uH — 122 r/n, neikouutsel — 8,0 X 109/, TpoMGOLM-
Tbl — 160 X 109/51, CO3 — 6 MM/4. BMOXMMUYECKUIN aHaNn3
KpoBW: 006WKUIN BUANPYONH — 4,9 MKMOSb/N, CBA3AHHbIN —
0,9 MKmMOnb/n, 06wni xonectepnH — 4,9 mmonb/n, ACT —
62 Ea/n, ANT — 22 Ea/n.

Y3M neyeHu: no CPeaHEKOYUYHOM JIMHUKM MaKCU-
ManbHblh pasmep — 10,3 cMm. Y3U ceneseHKku: pasmepsl
118 X 33 mm.

AnHamuKa u ucxopabl

Bo Bpemsa HacToduwen rocnurtanulauuMm BBeaeHa
11-9 pgos3a onunygasbl anbda (3,0 Mr/Kr, uam cymMmapHo
43,5 mr; 10,8 mn BOCCTaHOB/IEHHOrO pactBopa + 89,2 mn
NaCl 0,9%). Bpemsa nHoysmm — 220 MUH. BnepBble goctur-
HyTa nonHas [go3a. HexenaTenbHbiX peaKkuuh Ha BBede-
HUE He 3aperncrpupoBaHo. Kpome Toro, pebeHOoK nonyyan
[OMNoNHUTENbHOE NevyebHoe nuTaHue (cMmecb «KnuHyTpeH»
200 mn/cyT nnm Pantamen Junior no 1 6aHKe B Hegento ans
obecrneyeHns CyTo4HOM NOTPEBHOCTU B BUTAMUHAX U MUHE-

panax); ypcoaesoKkcuxoneyo Kucnoty — 250 mr/5 mn no
2 M Ha HOYb BHYTPb, MOCTOAHHO; BUTamnH D — no 1000 ME
1 pas/cyT BHYTPb, MOCTOSHHO.

B TeyeHne 24 Hep npoBoAMMONM Tepanuu Habnwoaa-
eTCsq OCTaHOBKa nporpeccupoBaHus 3aboneBaHus. Knu-
HU4Yeckn — pebeHOoK pacTeT, HabupaeT maccy Tena (3a Bpe-
MS HabnwgeHua +4 Kr), ogHako ¢uU3MYecKoe pasBuUTUe
npoAosIKaeT octaBaTbCH HUXKeE cpeaHero (oT —1 go —2 SD).
Mo AaHHbIM NabopaTopHbIX MCCNeaoBaHUM Yepe3 2 Hepn
nocne BeBeaeHnsa 11-1 0o3bl Nnpenapata oTMe4yeHa HopMa-
NM3aLua KonnyecTtsa fienkouutos — 8,4 X 109/n1 1 TpoMm-
60umnTOB — 254 X 109/n, KOHLEHTPaLMK 06LEero xone-
cTepuMHa — cHu3unacb go 5,5 mmonb/n (¢ 7,4 mmonb/n),
aktmBHocty ACT — pgo 66 Eap/n (¢ 91 Ea/n), ANT —
no 24 Ep/n (c 36 Ea/n).

Mo gaHHbIM Y3W 6GplOWHOM NONOCTU, NPOAOKAET Coxpa-
HATbCS renatocrnaeHoMeranusl, Ho HeT MPOrpeccUupoBaHMs
(puc. 1, 2). B TO e BpeMS OTHOCUTENbHO YBETMYMBLLENCS Mac-
Cbl TeNla pa3mMepbl NAapPeHXMMaTO3HbIX OPraHOB YMEHbLIWANCD.

PebeHoK perynspHo HabntogaeTca B CTallMoHape B Teve-
HUE CYTOK nocnie MHOY3uWKW, NocTynaeT Kaxable 2 Hea ans
o6cnefoBaHna M BBeAEHUS o4YepedHON A03bl OAnnyAasbl
anbda. HexxenaTtenbHbIX ABAEHWA BO BPEMS AAHHOIO U npe-
AblAyWNX BBEAEHWUI HE 3aperncTpMpoBaHo.

MporHos

[ns BbI3OOPOBAEHUS — MPOrHO3 HebnaronpuaTHbIN. Ans
WU3HW — OTHOCUTENIbHO 61aronpUsTHLIA B CBA3K C MpUMe-
HeHveM onunygasbl anbda.

BpemeHHas WwKana
XpoHonornsa passutus 601e3HM naumeHTkn M., ee Kio-
yeBble COObITUSA U NPOrHO3 NpeAcTaBeHbl Ha puc. 3.

OBCYXAEHUE

OwnarHoctnka BHI, Tvn B y Hawew nauueHTKuM Obina
3aTpyaHEeHa OTHOCUTENIbHOM JOBPOKaYeCTBEHHOCTbIO TEYEHUS
605€e3HU. [NepBble NPU3HaAKK 60/1E€3HU NOSBUIUCHL B BO3pacTe
1 roga 5 mMec n 6bIAn HecneunduyeckMmn. 3To coBnagaet

Puc. 1. [InHamrKa nonepeyHoro paaMmepa nevyeHu Ha npoTsaKeHnn 60/1e3HU

Fig. 1. Dynamics in liver transverse size over the disease course
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McTouHuK: Tonbirnia [.B. v coaBt., 2025.
Source: Golygina D.V. et al., 2025.
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Puc. 2. JuHaMrKa pa3mepoB cene3eHKn Ha NPoTaXKeHUn 601e3HU
Fig. 2. Dynamics in spleen size over the disease course

MM
160

140 A

120 ~

100 +

80 -+

60 -

40 -

20 A

0 T T T T T T T

CeneseHka

1rop 1rog 2rogpa 3roma 3rogma 3roma 3roma 3rogpa 4ropma 4roma 4roma 4roma 4ropa 4ropma 4roma 4ropa

5mec 10 mec 9 mec

= [1pO0NbHbIN pasmep

McTouHuK: TonbirnHa [.B. v coaBT., 2025.
Source: Golygina D.V. et al., 2025.
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[MonepeyHbi pasmep

Puc. 3. lMNauuneHTka M.: XpoHON0OrMsa pa3BuTMa 60NE3HM, KtOYEBbLIE COOLITUSA M MPOrHO3

Fig. 3. Patient M.: disease chronology, key events, and prognosis

3ajeprKa Macco-poCTOBbIX
noKasarenen, crjieHomeranus,
renatomeranung, noBbllleHne
YPOBHA TpaHCaMWHa3, Xo/iecTepuHa,
[MCNencu4ecKni CUHAPOM

O6patnnucb
K 3HOKpUHONOrY
no NOBOAY MI0XoH
npuGaBKK Macchl Tena

Cnabas npubaBKka
MacCco-pOCTOBbIX
rnokasarenewu,
MUKpPOCOMaTUYeCKoe
pasButHe

3 o8 10 1o 3 o8 11 1
COMHUTENbHbIN

HayaTo BBEeaeHue

YctaHoBneH npenapata OA
avarHos BHIM, o
B CTapTOBOW A03€e
TMn B

0,03 mr/Kr

3-e BBefeHve OA
nponyLeHo
B cBA3u ¢ OPU

11-e BBeageHue npenapata OA
B Ao3e 3 mr/Kr. HexenartenbHble
ABNEHNS HE 3apEerucTpupoBaHbl

MpumeyaHue. BHIM — 6one3Hb HumaHHa — Muka, OA — onunyaasa anbda, OPU — ocTpas pecnupaTtopHas MHbEeKLMS.
Note. NPD (BHIM) — Niemann — Pick disease, OA (OA) — olipudase alfa, ARl (OPU) — acute respiratory infection.

C MHEHWEM ApYruMx aBTOPOB O AUTeNbHOM (He MmeHee 1 roaa,
B psage cinyydaeB 6onee 3 neT) nepuofe 4O YCTaHOBMIEHUSA
amarHosa [21-23]. TaK, B HabnogaTenbHOM UCCNeaoBaHUM
(PpaHuus) nctopuin 6onesHn 118 naumeHToB ¢ AedbULIUTOM
KCM megnaHa Bo3pacTta yctaHoBAeHus avarHosa bBHI, tun A
coctaBuna 8 mec (min—-max 1-18), un A/B — 1 (0-3) roa,
mn B — 5,5 [0-73] net [24]. leBoyka M. Habnwoganacb
B TeYeHWe ABYX JIET C Pa3/IMYHbIMU FaCTPOIHTEPOSIOTMYECKH-
MU 3aboneBaHusMK. AunarHold BHIT ycTaHOBNEH B Bo3pacTe
3 neT 4 Mec 1 NOATBEPHKAEH MONEKYNAPHO-FEHETUHECKUMU
nccneaoBaHUaMU UM onpeaeneHnem aktuBHocTn KCM.
[lepcneKTUBHbLIM HamnpaB/ieHUEM pPaHHEW AMarHoCTU-
KW NIM30COMHbIX 60N1€3HEN HaAKOMNEeHUs SBASIETCH HeoHa-

TallbHbIM CKPWHMHI. B KOroptHom wuccnegoBaHuu 6osee
50 TbIC. AOHOLLEHHbIX HOBOPOXKAEHHbIX (KuTan) metogom
TaHOEMHOM MacCC-CNeKTPOMETPUM BbIsIBNEHbI 2 pebeHKa
c 6onesHbto lowe, 5 — ¢ gedunumntom KCM, 9 — ¢ 6051€3HbIO
Kpa66e, 8 — c 6onesHblo Pabpu M Tpoe HOBOPOIKAEH-
HbiXx — C 6one3Hbto lNomne. CoBOKynHas pacnpocTpa-
HEHHOCTb JIM30COMHbIX 60M€3HEeN HaKOMIEeHUs, COrlacHo
[aHHbIM 3TOro WccnefoBaHWsA, cocTaBuia 1 cnydan Ha
1856 xunsopoxaeHunn, aedpuunt KCM — 1 Ha 10 TbiC. [25].
B aTOM CBSI3M MOMHO OXMAaTb, YTO HEOHAaTa/lbHbIA CKPU-
HUHI opdaHHbIX 3aboneBaHuU MPUBELET U K paHHeMy
Ha3Ha4YeHWO TapreTHoOM Tepanuu, 4YTo 3HAYUTENbHO Ynyy-
LUMT MPOrHO3 6O/NbHbIX AETEN.



Onunygasza anbda npumeHsaetcs npu BHIT 6e3 nopaxe-
Hua LUHC [1], noatomy npenapatT 6bi1 nokasaH pebeHKy M.
Onunygasy anbda Havanm BBoAUTb ¢ 3 neT 10 mec B Hapac-
Tatowen gose. lNonHasa gosa — 3 Mr/Kr — AOCTUIHYTa Mpwu
11-% nHby3nn. Ha doHe P3T pocTurHyta nonoxutenbHas
AMHaMMWKa 60/1e3HM, HYTO NO3BONAET U3MEHUTb OLEHKY Mpo-
rHO3a A/19 XM3HU U BOCCTAHOBMEHMUS HapyLWEHHbIX GYHKLMWA
y OMUCaHHOM HaMW MaLUMEeHTKM Ha 6oniee 6naronpuUsTHYLO.
OaHaKko onpeaeneHHbIM 3TO CYKAEHME He SBAseTcs, TaK
KaK pesynbraTthbl nevyeHuns geten ¢ bHI tvna B nocne 52 Hep
®3T He onucaHbl. BMecTe ¢ TeM, Takue pe3ynbTaTbl ONUCcaHbl
y B3POC/bIX, KOTOPbIX HAGMOAaNM B TEHEHWE ABYX NleT Tepa-
nuuM onunyaason anbda B Ao3e 3 Mr/Kr maccol Tena [26].
B 4acTHOCTM, OTMEYEHO CHWXeHWe obbema Cene3eHKU [0
6,1 KpaTHOW HOPMbl MPOTMB MCXOAHbIX 11,7. N3MeHeHune
o6bemMa Cefne3eHKM y MalMeHToB, MojaydyaBluWx npenapat
TONbKO B TeYeHMe OAHOro roga, 6bl10 BbIPaXKEHO B MEHb-
wewn ctenenun (7,7 KpaTHOM HOPMbI NPOTUB UCXOAHbIX 11,2).
YuuTbiBas MeONeHHylo AWHAMWKY KIMHUYECKUX MPU3HAKOB
60/1€3HM Y B3POCAbIX, Mbl Npegnonaraem, 4To ctabunamsaums
renaTocnieHoMeranmun y Hawem nauueHTKn asasetcsa 6naro-
NPUATHBIM MPOMEKYTOUYHBIM PE3YNILTAaTOM.

OTaenbHO OTMETWMM, 4YTO B MCCNefoBaHWMM OnUMNyAasbl
anbda y B3pociblx 6bI10 3adpuKenupoBaHo 151 Hexkenatesb-
Hoe sIBNeHWe, MPeanonoXUTENbHO, CBA3AHHOE C JIeYEHMEM.
Haunbonee pacnpocTpaHeHHbIM U3 HUX Oblfia roloBHas 60/b —
y 10/35 yenoBekK (29%). HexenatenbHble aBneHuns (n = 101),
KnaccudurLMpoBaHHbIE KaK peaKkums Ha HDY3KUIO, B B60MbLUIMH-
cTBe cnyyaeB (62%) 6bIn11 3aperncTpMpoBaHbl B NepBble 6 mec
NIeYeHNs, U HU ogHO — nocne 18 mec. Y 4YeTbipex YenoBeKk
6blfI0 HECKOMbKO BPEMEHHbIX MOBbILEHWIA MEYEHOUYHbIX TPAHC-
amMKuHa3, 1 BCe OHM paspeLmnanck 6e3 A0NONHUTENBHOIO neye-
HMS. HY OAMH NaLMEHT He NpeKpaTUa NeYeHns U3-3a N060YHbIX
addekToB [27]. B Hawem cnydyae B TedyeHMe 5 mec Tepanuu
HexenaTeNnbHbIX IBAEHWUI HEe 3aperncTpMpoBaHo.

ABTOpbI ABYX UCCNefoBaHUM ¢ yd4actuem aeten [18, 19]
W OAHOro KIMHMYECKOro HabnwogeHuss pebeHka B TevyeHue
ofHoro roga [20] TaKkKe yKa3blBaloT Ha BbICOKMK Npoduib
6e3onacHoCTM onunygasbl anbda. HexenatenbHble sBfe-
HUSI PErUCTPMUpPOBaNM PeaKo, 6ONMbWNHCTBO — pPeakLuu Ha
MHOY3MK NpenapaTa B Havyase Tepanuu Ha atTane ackanauuu
[03bl. B panbHenwem, ¢ OOCTUKEHUEM MNOAAEPKMBAtOLLEN
[03bl OHM yXKe He BO3HMKanu. B ogHOM ciydyae y B3pOC/ioro
60/1bHOr0 C paHee JOKYMEHTUPOBaAHHOW KapauomuonaTtuen
6blna BbiSiBNIEHa aKcTpacuctonua [27]. Nocne npoBeAeHHOrO
Nle4EeHUs OTMEeYann CHUMXEHME KOHLEHTPaLIMK XONecTepmHa,
aKTMBHOCTM TpaHCaMMHa3, yMEHblLIeHWe renatocnieHome-
ranuv, BOCCTAHOBNEHWE TEMMNOB (GM3MYECKOro pPasBUTHS,
BOCCTaAHOB/IEHME KOonMyecTBa TpomboumTtos [18—-20].

B npeacraBaeHHOM HamK cinyydae TakKe MOoATBEepXKAaeT-
CS MONOXKUTENbHbIN 9QPEKT NPUMEHEHNS onunyaasbl anbda.
MnaHupyeTca nNpoaonKeHne Tepanuu B O6LLEN CNOXKHOCTH
B TeyeHue 2 net. Nocneaytollas TakTMKa nocne nposeaeHus
24-meca4Hon 3T noKa He pa3paboTaHa. 3To ABNSeTCs nep-
CMEKTUBOM JafbHENLWNX UCCNIEeJOBAHUN.

3AK/IIOMEHME

CoyeTaHue B aebtote BHI, TN B renatocnaeHomeranuu,
BbICOKOW @aKTMBHOCTM TpaHCaMMHa3 U KOHLIEHTpaLuMK Xone-
CTepUHa, racTPO3HTEPONOrMYECKMX CUMMTOMOB, MIOXON NpU-
6aBKM Maccbl Tena AO0/IKHO HaCTOPOXWTb Bpayvyen B OTHO-
LWEHUN Hannumg y pebeHKka opdaHHOro 3aboneBaHus. 31o
NO3BOSIUT COKPATUTb CPOKU AMArHOCTUKM BGONE3HU U UHM-
LMMpOBaTb NaTOreHEeTUYECKYIO Tepanuio Ha pPaHHWUX CPOKax
ee pa3BuTus. B onucaHHom Hamu cnydae ©3T onvnyaason
anbda HavaTa B Bo3pacTte 3 net 10 mec B go3e 0,03 mr/Kr
Maccbl Tena. B 4 roga 3 mec Bo BpeMs 11-1 MHOY3MK OOCTUT-

HyTa nonHasa go3a — 3 Mr/Kr Macchl Tena. HexkenaTenbHbIX
ABEHWN He 3aperucTpupoBaHo. B xoge npoBoamMmon tepa-
nun HabngannM OCTaHOBKY MporpeccupoBaHus 3abone-
BaHWa: cTabunuaupoBanacb renaTocnjieHoMeranuns, otme-
YyeHbl HOpManu3auus naabopaTopHbIX Mpu3HakoB bBHI
W Mef/JieHHOe BOCCTaHOBMieHWE (UINYECKOrO pPa3BUTUSA
pebeHKa. 3annaHuMpoBaHO MNPOAOIKUTL BBEAEHME Oonuny-
fasbl anbda B noagaepxuBatollen go3e 3 Mr/Kr maccol Tena
1 pa3 B 2 Heq.

WHO®OPMUPOBAHHOE COINIACUE

OT poauTens naumneHTa noay4eHo NMCbMeHHOE UHPOPMU-
poBaHHOE O6POBOSILHOE cornacue Ha NybanKauuto pesysnb-
TaTOB ero o6cnefoBaHUs W NledyeHus (daTa MNOAMNMCaHMS:
06.06.2024).
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