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PE3IOME

boneszns Humanna-Iluka — penkoe renerndeckoe 3a00aeBaHUE C ayTOCOMHO-PEIIECCHBHBIM
THUIIOM HACJI€A0BaHUs, KOTOPOE OTHOCUTCS K TPYIIIIE aTONIOTHiA, XapaKTEepU3YIOILUXCs HApyLIEHHEM
obmeHa cuHTOIHMIUIOB. [10 COBpEMEHHBIM JJAHHBIM M3BECTHO, YTO Oone3Hh HumanHa-ITuka,
tun B, obycnosnena mytanusmu B rene SMPD1, koTopblil HaxoquTess B KOPOTKOM 1iede 11-i
XpoMOCOMBI. MrucceHc-3aMeHa BEIeT K HeIOCTaTOYHOMN BHIPaOOTKe JM30COMAILHOTO (hepMeH-
Ta — KUCJIOM CPUHTOMHENNHA3bI, KOTOpasi OTBEYAET 3a pacileruieHne COUHTOMUENTNHA B KJIETKaX.
B pesynbrare cpuHrOMUEIIMH HAKAIIMBASTCS B KIIETKAX PETUKYIO3HIOTSIUAILHON CUCTEMBI,
YTO MPUBOAUT K MATOJOTUIECKUM MU3MEHEHUSIM B Pa3IMYHBIX OpraHax.

B 3710i1 cTarbe onucaH KIMHUYECKHI Cliydail IeBOUKH-TIOAPOCTKA ¢ Oose3Hbio Humanna-
Iluka Tuma B, y xoTopoif MeToaMu JTy4eBONW JUATHOCTHUKH OBLIN BBISBICHBI XapaKTEpPHBIC
U3MEHEHHMSI BHYTPEHHUX OPTaHOB.

KuroueBsle cioBa: 6one3nb Humanna-ITuka, Tun B, neduiut kucnoit cuHromuennna-
3bl, OJIUITy1a3a anb(a, TOpaKeHHe JIETKUX, JIN30COMaTbHbBIC OOJIe3HH

st uuTupoBanust: bogposa O.B., Mamenko U.A., Tpydanos I'E. u np. U3smenenust BHy-
TPEHHUX OpraHoB npu Oone3nn Humanna-ITuka, Tun B, o TaHHBIM MyJTBTUMOIATBHON JTyye-
BOH AUATHOCTUKH. Poccutickuil scypran nepconaruzuposanou meouyunol. 2025;5(5):420-425.
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ABSTRACT

Niemann-Pick disease is a rare genetic disorder with an autosomal recessive inheritance
pattern, which belongs to a group of sphingolipid metabolism diseases. According to available
data, Niemann-Pick disease type B is caused by mutations in the SMPD1 gene, which is located
on the short arm of chromosome 11. A missense substitution leads to insufficient production
of the lysosomal enzyme acid sphingomyelinase, which is responsible for the breakdown of
sphingomyelin. As a result, sphingomyelin accumulates in the cells of the reticuloendothelial
system, leading to abnormalities in various organs.

This article describes a clinical case of an adolescent girl with Niemann-Pick disease type B,
in whom typical changes in the internal organs were identified using several medical imaging
modalities.

Keywords: Niemann-Pick Disease type B, acid sphingomyelinase deficiency, olipudase
alfa, lung disease, lysosomal diseases
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Cnncok coKpaneHuii:

BHIT — 60ne3uas Humanuna-ITuka, JITIBIT — mumno-
npoTen ibl Beicoko minotHocTH, JITTOHIT — nunonpo-
TEUHbI OU€Hb HU3KOM MII0THOCTH, KT — KoMIbtoTepHast
toMorpadust, MPT — MarHuTHO-pe30HaHCHAS TOMOTPa-
¢us1, Y31 — ynasTpa3ByKOBOE UCCIIEIOBAHUE.

OBOCHOBAHUME

Boneszns Humanna-11uka (BHIT) — opdannoe ayto-
COMHO-PEIIECCHBHOE HACIIE/ICTBEHHOE 3a00JIEBaHHE, KOTOPOE
OTHOCHUTCSI K OOJIE3HSIM HaKOIUICHHUS. BBIIENIIOT HECKOIBKO
(eHOTUIIOB 3200JIeBaHNS, OJTHUM M3 BAPHAHTOB SIBIISICTCS
U B, KOTOPBI 00YCITOBIIEH MyTaIuei B TeHe c(huHTO-
muerH-(ochommacTepassl 1 (SMPD1), pacronoxeHHOM
Ha KopoTkoM Iuiede 11-it xpomocomsl. Hemocrarounoctsb
JaHHOTO (pepMeHTa (Tarke U3BECTHOTO IO Ha3BaHUEM
«KHCTIasi COUHTOMUEITMHA3) ) BBI3BIBACT HAKOTLICHHE CPUH-
TOMHEIINHA/XOJIECTeprHA B Makpodarax, 9To MPUBOIAHUT
K YBEITMYEHHUIO UX PA3MEPOB 32 CUET MEePEIIOTHEHHBIX JIUTTH-
JIaMH BaKyoJIel 1 HAKOTUICHHUIO TaK Ha3bIBAEMBIX TIEHUCTBIX
KJIETOK B PA3/IMYHBIX OpraHax 1 TKaHsX (B [IEYEHH, CENIe3eHKe,
TOJIOBHOM MO3T€, JISTKUX U T. 1.) [1, 2].

[Ipn naGoparopHOM HCCIIETOBAHUH Yy MAIIUEHTOB
¢ BHII, tur B, 00b14HO 00HAPYKUBAIOTCS MUKPOITUTApHAS
aHEeMHUsl, ICMKOTIEHHsI, TPOMOOLIUTOTICHUS], TOBBIILICHHE
AKTHBHOCTH TICYCHOYHBIX ()EPMEHTOB, TUCITUITHICMHUS
(TIOBBIIIEHUE YPOBHS aTePOTEHHBIX JIMITHUOB — XOJIe-
crepuna JIITHII, TpurmunepuaoB, CHUXKEHUE YPOBHS
xosnecrepuna JIIIBII), runepounupybunemus, rumo-
KOATyJIsILIUsl, KOTOPBIE SIBJISIFOTCS CJICICTBUEM OPAKEHHS
PETHKYIIO-3HO0TEINATBHON CHCTEMBI KOCTHOTO MO3Ta,
TIEYeHH 1 CEJIe3EHKU.

Huarnoctuxa BHII Tuma B Bkitodaet B ceOst orpe-
JIEJIEHUE CHIYKEHHOW MITH OTCYTCTBYIOIEH aKTUBHOCTH
KHCJIOW C(OMHTOMHENIMHA3bI B BBICYIICHHBIX IMSITHAX
KpoBH. JlJIsi MOATBEPKACHUSA TUAarHO3a MPOBOAUTCSA
MOJIEKYJISIPHO-TEHETUYECKOe MCCIETOBAHNE C TEIBI0
BbIsIBNICHUS MyTaluil B rene SMPD1 [3-5].

[Ipn nmpuMeHeHnn METO/0B JTyueBOi TUarHOCTHUKU
MOTYT BBISIBIISITHCS TUITUYHBIC JUIS TAHHOM (OpPMBI 3a-
OoreBaHnsl N3MEHEHNS BO BHYTPEHHUX OpraHax.

Llesb10 HACTOSTIICH PaOOTHI SIBUITACH TEMOHCTPATIHS
MaTOJIOTMYECKUX WU3MEHEHUH BO BHYTPEHHHMX OpraHax
y Aesouku-nogpocrtka ¢ bHII, Tun B, BeIsSBIEHHBIX
C TIOMOIIIbI0 METO/0B MEIUIIMHCKONW BU3yaTU3alluu,
a Tak)Ke aHAJIN3 TOJTYYEHHBIX JIaHHBIX B CPAaBHCHUH
C pe3yabpTaTaMy HayYHOH JINTepaTyphl.

KJIMHWYECKOE HABJIFOAEHUE

[TarmenTka A., 14 met. PeGeHOK OT mepBoii 6epeMeH-
HOCTH, KOTOpas mpotekana 6e3 ocobenHocreit. C nep-
BOTO TOJ]a OTMEUAIOCh OTCTaBaHUE I10 BECO-POCTOBBIM
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MOKA3aTeNsIM, K JIByM ToflaM — yBeJIMUeHIE 00beMa SKHBO-
Ta 1 TeNaToCIICHOMET alIHs, TOBBIILICHUE YPOBHS IICIECHOY-
HBIX pepmenToB (AJIT 46 en/n, ACT 78 en/m). B Bozpacte
TISITH JIET peOeHKY ObLT TeHETHYECKH TIO/ITBEPIK/ICH JHar-
Ho3 BHII, Tun B, 00ycnoBnerHO# KOMOMHAITHEH 3aMEHBI
¢.1468T>A (p.Tyr490Asp) B TeTepO3UTOTHOM COCTOSTHAN
U nonuMop¢usma p. Val36Ala B roMO3UTOTHOM COCTOSIHHH.
Kpome Toro, 3aduKcHpOBaHO 3HAYUTEILHOE CHUKEHHUE
AKTUBHOCTH KUCJIOH chuHromuesnuasbl 10 0,42 HMOIIb/
Mmr/174 (Hopma — 0,56—4,62 amons/mr/174). Jlo mon-
POCTKOBOTO BO3pacTa MallMCHTKa He HaOIIoaaIach U B
Bo3pacte 14 net oOpartuiach K cienuanicty gpeaepanb-
HOTO IIEHTPA C KaJ00aMu Ha OTCTaBaHUE B (PU3NUECKOM
U TI0JIOBOM Pa3BUTHUHM, YACTbIE HOCOBBIE KPOBOTEUEHUS,
yBEJIMUEHHE PAa3MEPOB JKUBOTA, BSUI0CTb. [Ipn o6cnenosa-
HHH BBISIBJICHO NOBBIIICHUE YPOBHS JIN30C(HUHIOMUETNHA
10 79 ur/ma (Hopma — 0,2—15 Hr/MIT), pe3Koe CHUIKEHHUE
AKTUBHOCTH KUCIJION chuHroMuesnHasbi 10 0,02 MxM/n/a
(mopma — 1,5-25 MxM/n/q).

[Ipu duzukanbHOM 00CIEIOBaHUU: Macca Teja —
34,5 kr, poct — 134 cm, UMT=19,5 cM*/KT, Beco-pOCTOBOM
nokazarens — 0,21 SD. o Temy onpeaemnsmcs yMepeH-
HOE KOJIMYECTBO IKXUMO30B, HAPYIIIEHHE ITOBEPXHOCT-
HOH YyBCTBUTEJIBHOCTH M0 IOJIMHEBPUTUIECKOMY THILY.
Juddy3Has MpIIeuHast THIOTOHWUS, THITOTPOMUS MBIIIIIT
KOHEYHOCTEH, HapylIeHHe OCAHKH B BUJIE CITIA)KEHHOCTH
HICHHOTO M IOSICHUYHOTO JIOPJI030B, YIUIOIIEHHS TPYITHOTO
kno3a, CHHIPOM KOpOTKOii mien. [ Ipr3HakoB mopaskeHns
HEpPBHOM CHCTEMbI WJIM KOTHUTHBHBIX HAPYLIEHUH HET.
[Ipu manpnanyy >KMBOTa — IeYeHb +8 cM oT pebepHoi
JUyTy, HUKHUM Kpall CEeNe3eHKU — 5 CM HUXKE ITyIIKA.

[To maHHBIM 00IIEro aHaM3a KPOBH OTMEYAIOCh
YTHETEHHE BCEX TPEX POCTKOB IeMoIo33a (MUKPOLU-
TapHasi aHeMusl, JIHKoIeHus1, TpomoonuTonenus). Ilpu
OMOXMMHYECKOM aHAJIN3€ KPOBH BBISIBIICHO MOBBILICHUE
AKTUBHOCTH IEYCHOYHBIX TpaHCAaMHUHA3, JUCIUIUIC-
Mus (TOBBIICHUE YpOoBHS Tpurmunepunos, JITOHIT
u camwkenne JIIIBII). [To pe3ynasraraM KoaryimorpaMMbl
OTMEYaJIUCh IPU3HAKU TUIIOKOATY/ISILKH.

[Tpu npoBeieHNH YIBTPa3BYKOBOTO MCCIIEIOBAHHMS
(Y3W) opranoB OpIOITHOMN MOJIOCTH OMPEACISIIICH TIPU-
3HAKH TeMaTOMErajiiy, PEaKTHBHBIX H3MECHECHUH TIeUeHH
B BHJIC ITOBBIIIEHHS SXOI'€HHOCTH ITApEHXUMBIL, TU(PPy3-
HBIX U3MEHEHUH MOKETYI0YHOH JKeIe3bl HeCICIH-
¢ugeckoro xapakrepa, CIJICHOMETralus, 00pa3oBaHus
ceneseHku. [1o anactorpaduu neyeHu Oblia yCTaHOBJICHA
F2 cragns ¢pubposza mo mxare METAVIR.

ITo pe3ynsraram Y31 opranoB Majioro Ta3a ycTaHOBJIE-
HO, YTO Pa3Mep MaTKH CYIIECTBEHHO MEHbIIIE BO3PACTHOM
HOPMBIL. SIMYHHUKN JIOUPYIOTCSI YACTUYHO, (POJUTHKYIIBI
Bu3yasmzupyrores. [Tonosoe passutue Tennep L.

[To maHHBIM MAarHUTHO-PE30HAHCHOW TOMOTpaduH
(MPT) opranoB OpronIHOW TOJOCTH BHISIBJICHBI TeIla-
TOCIUICHOMETaJlHsl, 00pa30BaHUsl CEJIE3EHKU pa3MepaMu
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ot 3x4 MM 110 35x36 MM (Hanbomee KpyrmHoe — B 001acTh
BOPOT CEJIE3EHKH ), YTOJIICHNS HAIIOYEYHUKOB (pHC. 1).

Puc. 1. MarauTHO-pe30HaHCHAs TOMOTpad s OpraHoB
OprOMIHOI ToNIocTH y pebeHka ¢ 6one3Hpio Humanna-I1nka,
tun B

Ilpumeuanus: na T1 onpenensercss K3OTUIIOUHTCHCHB-
HOe 00pa3oBaHue B BOpoTax cene3eHku. Ha T2 onpenensier-
Csl THIIONHTEHCUBHOE 00pa30BaHUE C THIEPHHTEHCHBHBIMHU
BKITIOUCHUSIMH.

Figure 1. Magnetic resonance imaging of the abdomen
in an adolescent with Niemann-Pick disease type B
Notes: TIWI shows a iso-hypointense lesion in the splenic
hilum. T2WI shows a hypointense lesion with hyperintense
inclusions.

[To manHBIM KOMTIBIOTEpHOU ToMOTpaduu (KT) op-
TaHOB TPYIHOW KJIETKH BU3yallU3UPOBAIHCH OKPYIIIbIC
nepuuMpaTHIecKue O4ard ¢ YeTKUM POBHBIM KOHTYPOM,
Xa0TUYHO PACIIONIOKEHHBIE TT0 BCEM JICTOUHBIM ITOJISIM,
C MaKCUMAaJIbHBIM THaMeTpoM 110 10 MM, «BO3IyITHBIE
JIOBYIIKHY, YTONIICHNE MEKIOIBKOBBIX TIEPETOPOIOK —
CHMITOM «OyJIBDKHON MOCTOBOI», YINIOTHEHHE BHY TPH-
JIOJIBKOBOTO MHTEPCTHIMS C HAPACTAaHUEM HHTEHCHBHOCTH
YIJIOTHEHUSI B KPAaHNOKAYAIbHOM HaIlpaBJIeHUH, YTOJI-
MIEHUE MEXIO0ICBON TUIEBPHI 0 3—3,5 MM. YBEITHUCHHE
muMpaTHYeCcKuX y3JI0B KapauoanadparMaibHOTO yria
U TIOIMBILICYHBIX TUM(ATHUECKUX y370B (puc. 2, 3).

Puc. 2. KomnbtorepHas ToMmorpadusi OpraHoB rpyiaHON
KJIETKH y TOJIpOCTKa ¢ Oone3nbio HumanHna-ITuka, Tun B
Tpumeyanus: nepummdaTdecKie OKpyTible odary (Oemas
CTpeJIKa), YTOJIIIEHUE MEXKIOIbKOBBIX TIEPETOPOIOK M BHY-
TPHUIOJILKOBOTO MHTEPCTULHS (Y€PHAs CTPEIIKA), yTOIIICHUS
MEK/I0IEBOI MJIEBPHI (CUHSS CTPEJIKA).

Figure 2. Chest computed tomography scan in an
adolescent patient with Niemann-Pick disease type B
Notes: perilymphatic round nodules (white arrow),

thickening of the interlobular septa and intralobular interstitium
(black arrow), thickening of the interlobar pleura (blue arrow).

Puc. 3. KommerotepHast ToMmorpadus OpraHOB TpYyIHON
KJIETKN (MSTKOTKaHOE OKHO) Y MOAPOCTKA ¢ O0JIEe3HBI0
Humanna-ITuka, Tun B

Ilpumeuanus: yBeMUEHHBIC MOAMBIIICUHbIE JUMpATH-
YecKue Y3756l 10 14 MM 1Mo KOPOTKO# ocH (Oenasi cTpernka).

Figure 3. Chest computed tomography scan (soft tissue
window) in a patient with Niemann-Pick disease type B
Notes: enlarged axillary lymph nodes up to 14 mm in the
short axis (white arrow).

[To manHBIM peHTreHOrpaduu KUCTEH OTMedaInch
MPU3HAKK OTCTaBaHMS OT MACIIOPTHOTO BO3pacTa Ha 5
neT (puc. 4).

[Ipu nencuToMeTpun Z-KpUTEPUl HIKE 0KUIAEMbIX
BO3pacTHBIX NoKa3zareneil. Z-kputepuit L1-L4=-3,4 SD.
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Puc. 4. Pentrenorpamma KUCTeH MOPOCTKA C OOIE3HBIO
Humanna-ITuka, Tnn B
Ipumeyanus: TEHU TOPOXOBUIHBIX KOCTEH HaKJIaIbIBa-
I0TCSI Ha TEHH TPEXTPaHHBIX KOCTEH ¢ 00enX CTOPOH (UepHast
CTpEIKa), CECaMOBHU/IHBIE KOCTH MEPBBIX MSICTHO-(haJIAaHTOBBIX
CYCTaBOB He BH3yalu3upyroTcs (Oemas cTpenka).

Figure 4. X-ray exam of the hands of an adolescent patient
with Niemann-Pick disease type B
Notes: the shadows of the pisiform bones overlap the
shadows of the triquetral bones on both sides (black arrow);
the sesamoid bones of the first metacarpophalangeal joints are
not visible (white arrow).

[TanmeHTKa KOHCYTBTHPOBAaHA O(PTATEMOIOTOM: TIPH
OCMOTPE MaKyIbl BU3yalTU3NPYETCsI XapaKTePHBIA CHM-
IITOM «BHITHEBOW KOCTOYKHWY, IMATHOCTUPOBAHA MaKy-
nomucTpodus oboux rna3, muonus. [Ipu nmpoBeneHUM
OLICHKU (DYHKIIMHU BHEIIHETO JbIXaHHsI OTMEYAETCs JISTKOES
CHI)KEHHE )KU3HEHHON €MKOCTH JIETKHX.

Ha ocHOBaHWH 1TOTy4€HHBIX JAHHBIX MTAITHEHTKE IO
TBepkAeH nuarHo3: bHII, Tun B, Buctiepanbras Gpopma.
B cTpykrype 3a00ieBaHus TeaTOMEralids ¢ UCXOI0M
B (pubpo3 neuenu craguu F2 no mkane METAVIR,
CIUTCHOMET AU, CHHAPOM THUIICPCIJICHU3Ma, HHTEP-
CTULIHAJIbHAs OOJIE3HB JIETKUX, MOPaXKEHNE KOCTHON
CHUCTEMbI — OCTECONEHHUSI, HU3KOPOCIOCTD, 3aJCPKKa
ny0Oeprara, Makyinoauctpopus OU.

OBCYXKAEHUNE

B nacTosmieil crarbe NpeacTaBlIeHO KIMHUYECKOE
HaOJIIOICHUE JICBOYKHU-TIOIPOCTKA ¢ TCHETHYECKH TIO/I-
tBepxaeHHoM BHIT, Tun B, y koTOpOoii 10 1aHHBIM MYJIb-
TUMOAAIFHON JTy4eBOW BU3YATH3AINY OBLITH BHISIBICHBI
00pa3oBaHUsl B CEIIE3EHKE, FeMaToCIIEHOMET AN, YTO-
[IEHUE HAATIOUYEYHUKOB, OTCTaBaHNE KOCTHOTO BO3pacTa
OT MaCropTHOI'0, CHUKCHUEC ITJIIOTHOCTHU KOCTHOM TKaHH,
yBenu4ueHne TuMQOoy3II0B, TATTHYHBIE TPH3HAKH HHTEP-
CTHIIHAJIBLHOTO TIOpaskeHus ierkuX. [lonoOHbIe n3mMene-
HUSI BHYTPEHHUX OPraHOB, BBISBISEMBIC C ITOMOIIBIO
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METO/IOB JIy4€BOH AUArHOCTUKH, OTIMCAHBI B HECKOJIBKUX
3apyOeKHBIX MyOIMKAIMAX Y IeTel C TAKUM K€ TUIIOM
3aboneBanus [3, 6-10].

HuddepennnansHblii [MarHo3 Mpy MOA03PEHUN
Ha BHII, Tumr B, momkeH BKIOYATh npyTHe O00IE3HU
HaKOIUIeHHUs (HarpuMep, 6ose3ns [omre u ap.), ocTphIid
PECIMPaTOPHBII UCTPECC-CHHIPOM, OCTPbIE HH(PEKIINOH-
HbIC 3200JICBaHUs], TAKHE KaK THEBMOIIMCTO3 U JICIITOCIIN-
P03, a TaroKe TMM(PaHTHOKAPIIMHOMATO3 U AlTbBEOJISIPHBIH
mporenHo3 [6-8].

3AKJTIO4YEHUE

IIpencraBiieHHbIN KIMHAYECKUM Cilydail JEeMOHCTPH-
PYeT BaXHOCTh MYJIBTHAUCITMIUIMHAPHOTO U TIEPCOHAITH-
3MPOBAHHOTO MOAX0AA K KKIO0MY MALMEHTY 1 BKIIIOUEHHUE
op¢aHHbIX OoJe3Hel HakoIIeHus B AuddepeHnraib-
HO-/IMarHOCTHYECKHUH PSJI TPH BBISBICHUN XapaKTePHBIX
W3MEHEHHI BO BHYTPEHHHUX OpraHax 1o pe3yibTraTaM
MYJIBTUMOAAIEHON JHATHOCTUKH.
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