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Iu3odpeHus npeacrapisieT codoil MCUXUIYECKOe PACCTPONCTBO U XapaKTepu3yeTcsl HapyllleHueM Tepe-
nmayy podamMuHa B HelipoHaX. IlociiemHue maHHBIE MOKa3ajlu, YTO JIM30COMHBIE GOJe3HU HAKOILICHUS
(JIBH), conmpoBoxaawluecs: CHUXKEHMEM aKTMBHOCTU (pepMEHTOB M COOTBETCTBYIOIIMM HaKOILJIEHUEM
cybcTpara B IM30COMaxX M3-3a MYyTallMii B JIM30COMHBIX TeHaX, MOTYT MPOSIBJISITECS IIMPOKUM CITEKTPOM
KJIMHUYECKUX MPOSIBICHUI, BKIIIOUast IICUX03bl, aeKTUBHbBIE PACCTPOMCTBA, IEMEHIIUIO C pAHHUM Haya-
JioM 1 mm3odpenueit. Lleab HacToSIIIETO UCCIeNOBaHUS 3aKJTI0YaJIach B OLIEHKE YPOBHS JTU30C(HWHTOIUITA-
IIOB Yy MalIMEHTOB ¢ 1u3ogpeHueii, bone3nbio [lapkuHcona (BIT) u koHTposie. B nccienoBaHue BKIIIOYEHBI
52 manuenTa ¢ mmsodpenueit, 170 naurentos ¢ BIT u 166 HEBPOIOrMUECKU 300POBBIX JIULL (KOHTPOIbHAS
rpynma). KoHueHTpalro JU30COMHBIX cyocTpaToB (rekcoswichunro3ud (HexSph), rmob6orpuaosui-
chunrosuH (LysoGb3), muszochunaromuennt (LysoSM)) onpenensuim BEICOKO3(MD(PEKTUBHOM KMAKOCTHOM
xpoMarorpadueii B codeTaHUU ¢ TaHIeMHOi1 Macc-criekTpoMeTpueii (BBXKX-MC/MC) B kpoBu. Brisisie-
HO noBhIeHre KoHueHTpanuu LysoSM, LysoGb3, HexSph y nanineHTOB ¢ mm3ogpeHueii 110 cpaBHEHUIO
¢ KoHTposieM (p < 0.0001, p < 0.0001, p < 0.0001 cooTBeTcTBeHHO). Haimu pe3yabraThl MOATBEPXKAAIOT Ha-
pyIIeHVe JTM30CHOUHTOIUITMIHOTO COCTaBa KPOBY Y MAIIMEHTOB ¢ U300 peHMeit.

Karouesoie crosa: mmzodpenus, mm3ochuHroaummabl, BO2KX-MC/MC, kpoBb.

DOI: 10.31857/50016675823060085, EDN: SSPQEG

IIn3odpeHus, a TouHee paccTpoiicTBa mM30dpe-
HUYECKOTO CIEKTPa — OHO U3 HauboJiee TSXKENbIX 10
CBOMM TIPOSIBJICHUSIM W TIOCJICACTBUSIM TICUXUYECKUX
pPACCTpONCTB, XapaKTepuaylollleecsl Ie3UHTerpaiueii
TCUXUYECKON AEesATeTbHOCTU, COUYETAHUEM IMO3UTUB-
HOH (TaJUTIOLIMHALIAY, Open, apdeKT 1 ap.) U HETaTUB-
Hoi1 (amaTusi, SMOLIMOHAJIbHAS 1 COLlMAJIbHAsI OTTOPO-
JKEHHOCTb U JIp.) CUMIITOMAaTUKU, MOBEIEHUYECKUX U
KOTHUTUBHBIX HapyieHul [1, 2]. B 3aBucuMocTu ot
MPUHSATBIX KPUTEPUEB Y MPUHIUIIOB pEerucTpaluun
pacrpoCTPpaHEeHHOCTh MIM30(PEHUN ONPEEISIOT B

npenenax ot 0.5 mo 1.6% Bo BceM mupe (20—45 MiTH
OombHBIX). Ha cerogHammHuii neHb paccTpoiicTBa
IU30(PPEHUYECKOTO CIIeKTpa SBJSIIOTCS 00JIE3HBIO C
HEU3BECTHOI 3THOJIOTUEH, UTO CTUMYJIMpPYET UCCIIe-
JoBaTtesieil K CO3MaHNIO eInHOM Teopuu. B reHeTnke
MCUXUYECKUX 3a00JieBaHUI TIPOYHO YTBEPAUIUCH
MIpEACTaBIICHUS O IIOJIMTEeHHON U MHOTO(MaKTOPHOM
npupoae IMu30MPEeHUN CO CJIOXHBIM B3aUMOIEH-
CTBHUEM NOJIMMOPGHBIX BADMAHTOB '€HOB U YCJIOBUit
cpenbl, BKIIIOYAIONINX KaK Ipe-, TaK U IIOCTHATaJlb-
HbI€ OCOOEHHOCTHY Pa3BUTHSI OpraHMU3Ma.
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Taomuna 1. [Iemorpaduueckue xapaKTepuCTUKU CPaBHUBAEMbIX TPYTITT

Bospacrt Hauana *+ SD, net | I[1oa My>KYMHBI : KEHIIITHBI

Ipynna Bospact + SD, ner
uzodpenuku (N = 52) 61.0 £ 11.1
IMamuenTst ¢ BIT (N = 170) 63.5+9.2
Kontpons (N = 166) 61.2+6.9

51.1 £ 11.5 20:32
55.6 £ 8.1 73:97
— 70:96

Psn uccrenoBanmii moka3pIBaeT acCOLIMALIAIO IITH-
30(ppEHUH C META0OJIMUECKUM CUHAPOMOM. Tak, Me-
TabOJIMYSCKUIT CMHAPOM BCTpEYaeTCsl Cpeay Malu-
€HTOB ¢ IM30(ppeHNEi B 2 pa3a Jyalle, YeM B ITOITYJISI-
uuu  [3]. CohUHroIUnuabl SIBASIOTCSI OCHOBHBIM
KOMITOHEHTOM KJICTOYHBIX MeMOpaH U IIPEBaJIMPYIOT
B HepBHBIX KieTKax. [locnenHue naHHbBIe CBSI3BIBAIOT
YpOBEHb C(PMHTOJUMNUAOB C BocrajeHrueM. O0cyxk-
JlaeTcsi, YTO BOCIaJieHUue, WHAYIIUPOBAHHOE TTOBBI-
IIIEHHBIM YPOBHEM liepaMuaa, MOXET UTpaTh POJIb B
rnatoreHese musodpeHun [4]. BaxkHo Takke oTMe-
TUTh, YTO HEKOTOPHIC U3 BPOKICHHBIX 3a00IcBAHUI
oOMeHa BEIIeCTB MOTYT IIPOSIBIISITHCS. B BUIE OCTPBIX
MIPUCTYIIOB MICUX03a UJIH XapaKTePU30BaThCSI XPOHU -
yeCKMM IIcuxo30oM. Ha ocHoBaHuM 0030pa turepary-
pBI U3BecTHO He MeHee 40 Takux 3aboneBaHUid [5].
HeckonbKo reHOB, acCOLMUPOBAHHBIX C BPOXICH-
HBIMU 3a00JIeBaHUSIMU OOMEHa BEIIeCTB, ObLIM He-
IaBHO CBsI3aHBI C IMM30¢peHreldl Ha OCHOBAHUU
CpaBHEHUSI JaHHBIX 3K30Ma MexXny 2545 maiueHTa-
MU ¢ mu3odpeHueit u 2545 konrtpods [5]. Cpenu 13
TEHOB, aCCOLIMUPOBAHHBIX ¢ m3odpenuneit, Y. Trakadis
1 COaBT. BBISIBUJIU MSITh, MyTallUX B KOTOPBIX IIPUBO-
JISIT K Pa3BUTUIO JIN30COMHBIX 00JIe3HEM HAKOIUICHUS
(JIBH), cBsi3aHBI ¢ TM30COMHOIT TUC(hYHKIMEH 1 Ha-
KOIUTEHMEM JIN30C(HOUHTOIUIMAOB [6].

Hacrosinee rcciienoBaHue MOCBSIIEHO OLIEHKE JI-
30C(hMHTOJIMITMAOB KPOBM, HAKAIUIMBAIOIIUXCS IIPU
HambOosiee pacIpOCTpaHEHHBIX C(UHTOIUIIMAO3aX, a
MMeHHO, 60J1e3HU [ore, 6one3Hn Padbpu 1 60IE3HU
Humana-Iluka tvma A/B. IlpoBemeHHasi, cOOTBET-
CTBEHHO, OLICHKAa KOHIIEHTPAaILMU JIM30C(OUHTOIUIIUIOB
(rekcosuncdunrosuna (HexSph) (mmokosusichuHro-
3uH (GlcSph) + ramakrosmichunrosun (GalSph)),
rmobdorpuaoswichuHrosua (LysoGb3), nuzochuH-
romuenuHa (LysoSM)) B KpoBU TAIlMEHTOB C W30~
dpeHneit MEeTOIOM BBICOKO3((MEKTUBHOM KMIKOCT-
HOI XxpomaTorpadmMM B COYETAaHUM C TaHIEMHOMN
Macc-crnekrpomerpueil (BO2KX-MC/MC) nnokazana
accolMalnuIo MOBBLIIMIEHHOIO YPOBHSI JIM30C(UHIO-
JIMIIUIOB C pa3BUTUEM 3a00JIeBaHMSI.

MATEPHAJIBI U METOJbI
Xapaxmepucmuika epynn, 6KAHOHEeHHbIX 8 Uccaedoeanue

i naHHOTO McclienoBaHus 6buia cOpPMHUPOBa-
Ha rpyImia u3 52 60JpHBIX N30 peHNeH ¢ MO3THUM
HavajioM. Takxke B HacTosI1Iee UcClel0BaHUeE B Kaue-
CTBE T'PYIII CpaBHEHUSI OBLIM BKJIIOUYEHBI TPyIMIa 13
170 naumeHToB ¢ 6one3Hblo [TapkuHcona (BII) u 166

TEHETUKA Ne 6

TOM 59 2023

yeJIoBeK 0e3 HEBPOJOIMYECKMX M IICUXMYECKUX pac-
CTPOICTB (KOHTPOJIb). ¥ BCeX MAlMEHTOB, BKIIOUEH-
HBIX B MCCJEIOBaHNE, ObLUI MCKIIOUEHBI MasKOpPHbBIE
MyTtanni B TeHe GBA. CKpMHUHT MaKOPHBIX MyTaIlIit
BreHe GBA (N370S, L444P) mpoBoauJicsl COIIaCHO Me-
TOHVKe, onmcaHHol paHee [7]. Jlemorpacduyeckue xa-
PaKTepUCTUKU MUCCIEAYEMbIX TPYIIII IIPEACTABICHBI B
Tabma. 1.

HccnenoBanrie omoOpeHO JIOKATbHBIMU 3THYE-
CKMMHU KOMUTETAMU YKa3aHHBIX METUITMHCKUX yUpe-
KIEHUH M MPOBOAUJIOCH TIPU MOANMUCAHUU UHPOP-
MHUPOBAHHOTO COIJIacUs TaleHTa. BKiIoyeHHbBIEe B
HCClIeIOBaHMe TPYIIIBLI MAIMEHTOB ¢ Ir30dhpeHnein
u BIl He oTnMyanack OT KOHTPOJIbHOI TPYIMbI 1O
oy u Bo3pacrty (p > 0.05).

Onpedenernue KoHyeHmpayuu
AUBOCPHUHEO0AUNUO08 8 KPOBU

VY Xaxmoro M3 y4aCTHUKOB HCCJICIOBAHUSI ObLIN
B3SIThI 00pa31Ibl BEHO3HOI KpOBH B pooupku ¢ DA TA.
KapTouku cyxux msTeH KpOBH T'OTOBWIN IYTEM ITH-
netTrpoBaHust 40 MKJI LIETbHOM KPOBH B KaXIO€ MSITHO.
ITaTHa KpoBY BBICYIIUBAIM TP KOMHATHOI TeMIIe-
paType B Te4eHHUE ABYX YacOB, a 3aTeM XpaHWJIN IIPpU
4°C po skcrpakuuu. KOHILEHTpalLUio cyocTpaToB
(rexcosuicouHrosuH (HexSph) (noko3uichuHrosnH
(GlcSph) + ranakrosunchdunrosuH (GalSph)), mobo-
tpraoswichuHro3uH (LysoGb3), mm3ochuHromMmmenia
(LysoSM)) ouenuBaimu metongom BODXKX-MC/MC B
CYXMX IISITHAX KPOBU, KaK OIMCAaHO paHee [8].

Cmamucmuueckasi 06pabomka pe3yibmamos

IMonyyeHHbIe TaHHBIE TPOBEPSIIM HA COOTBETCTBUE
HOpMaJIbHOMY pacrpeneneHuo MeronoM Illamupo—
VYuiika, cpaBHeHUE BapUMallMOHHBIX PSIIOB MEXIy HC-
cJieayeMbIMU TpynaMu — MeTonoM Kpyckana—Yosu-
ca. CpaBHeHMe BapHMallMOHHBIX PSIIOB MEXIY ABYyMSI
rpyrnmnamMy NanreHTOB MPOBOIUINA C UCIIONIb30BAaHUEM
Kkputepust ManHa—YutHu. Bce pacdeTsl ObLIU TPO-
BEIEHBI C UCITOJIb30BAHUEM BCTPOEHHBIX MakeToB R
(Bepcust 4.2.0). Mcnonb3oBaach NoIpaBKa Ha MHOXKE-
CTBEHHYIO IIPOBEPKY TMIIOTE3 — IMorpaBKa boHdeppo-
HU. 3HAYMMBIMU cuuTaiy pazmmaus mmpu p < 0.05.
KinnHunueckue xapakTepUCTUKU MPEACTaBIEHbI B BU-
Jle CpelHero 3HayeHusl + cTaHAapTHOe OTKJIOHEHUE
(SD), skcnepuMeHTalbHBIE OAHHBIE — MeauaHa
(MUH—MaKc).
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KOITBITOBA wu np.

Taomuna 2. KoHueHTpanust 1M30CcUHTOIUTIUIOB B KPOBU BO BCEX UCCIIEIYyEeMbIX IpyTIax

KoHueHTpaius (Hr/mi) JIM30ChHUHTOJIUITUIOB, MeIruaHa (MUMH—MaKC)

Ipynma
HexSph LysoGb3 LysoSM
IMauueHTs! ¢ mm3odpenueit (N = 52)|6.04 (1.68—15.40) 1.21 (0.38—2.42) 5.55(2.35-24.29)
p=4.8e-09* p=4.2e-10* p=3.9e-07*
p=17e-10** p=4.2e-08%* p = 3.3e-12%*
[MaumenTsr ¢ BIT (N = 170) 2.49 (0.86—3.23) 0.78 (0.04—3.73) 3.47 (0.72—7.91)
p=0.00063*
KonHtpons (N = 166) 2.97 (0.57—15.36) 0.78 (0.03—2.31) 3.97 (0.59—11.60)

IIpumeuaHue. * — 10 CpaBHEHUIO C KOHTPOJIeM, ** — 110 cpaBHEHUIO ¢ nalueHTamu ¢ BI1.

PE3VIIbTATHI

KoHleHTpaluo Ju30c(hUHTOIUITNIOB OlICHUBA-
JIN B CYXUX IISITHAX KPOBH B TPYIITIE TTAITMEHTOB C K-
3o0¢penueii, narmeHToB ¢ bIT u koHTpoIIs (TAbd. 2).
BrIsiBiIeHO MOBBIILIEHUE KOHIIEHTpAIUU BCEX UCCIe-
nyeMbix Jm3ochuHrommnumoB: LysoSM, LysoGb3,
HexSph y manmeHToB ¢ mm3odpeHnueil mo cpaBHe-
HUIO KaK C KOHTpoJieM, TaK U ¢ namueHTamu ¢ BIT
(p <0.0001) (tabm. 2, puc. 1).

OBCYXIEHUE

B HacTogIIee BpeMsl IIUPOKO OOCYKAAETCS POb
HapylIeHUs MeTabonu3Ma C(OUHTOIUIIIOB B Heiipo-
nereHepauuu [9]. Xopoliio 3BECTHO, UTO JIUITUIKI (B
TOM 4YHCJIe LIepaMUIbl) COIepKaTcs B HEPBHBIX TKa-
HSIX W BaXXHbI IS (GYHKIMOHUPOBAHUS KIIETOK TO-
JoBHOro Mo3ra [10].

IIpenpioyive maHHbIe Moka3anu, yto JIbH, ta-
Ku1e Kak 0osie3np Candwmmmnmo moarurios A, B, C,
D, mykononucaxapunosz (MIIC tuna 3 A—D), 60-
ne3nb Xantepa (MIIC tuna 2), anbha-MmaHHO3MO03
u B-mMaHHO3MI03 U Gose3Hb HumanHa—ITuka tumna
C1, C2, oonesnp Mabpu, MeTaxpoMaTudeckasi Jieii-
Komuctpodus, ranrmuosugo3 GM?2 (6onesnu Tes-
Cakca u Cannxogda) xapakTepusyIoTcs psIIOM pas3-
JIMYHBIX NCcUXUYecKux mposiaeHuit [11]. Cnemyer
OTMETUTh, 4TO Bce obcyxmaemble JIBH saBiasgrorcs
ayTOCOMHO-PEIECCMBHBIMM 3a00JIeBAHUSIMHU. MBI
MOXEM MPEAIOJ0XKUTb, UTO B COYETAHUU C IPYTUMU
HEU3BECTHHIMU (DaKTOpaMU 3T BapUaHTHI MOT'YT Ha-
pylIaTh padoTy JIM30COM M TAKUM 00pa30M BIUSITh Ha
GYHKIMIO HEHPOHOB. DTO TIPEAIIOJIOXKEHUE MOXKET
OBITh IIOATBEPXKACHO IIPUMEPOM POIU IUCHYHKIINU
JIU30COMHOTO (QdepMeHTa ITIKoIepeOpo3nIa3bl
(GCase) B martoreHe3e bII. Myranuu B reHe GBA,
KOIMPYIOUIEM 3TOT (DEPMEHT, IIPUBOISIT K HanuboJjee
qactoit popme JIBH — 6one3nm I'ome u B TO 3Ke Bpe-
Ms1 MyTaliuu B TeHe GBA yBennuuBaiot puck bBIT B 7—
8 pa3 Bo Bcex monysiumsx [7, 12]. HocuteabCTBO My-
Tanuii B reHe GBA MpUBOIUT K CHIDKEHUIO aKTUBHO-
ctu GCase u HakorieHUIo cyoctpara HexSph nipu
BII [13]. B HacTos1IeM HCCaeOBaHMM HAMY ITOKa3a-
HO TMoBBIIIeHNEe KoHIeHTpauunm HexSph B kposBm

TOJILKO Y MAaIIMEHTOB ¢ IMU30(MPEHUEN, HO HE Y Malu-
eHToB ¢ BII. CrnenyeT OTMETUTb, YTO B HACTOSIIIEe
HccaeaoBaHue Obljla BKJIIOUeHa rpyrnria naiueHToB ¢
BII, ¢ orcyrctBueM MaxopHbix MyTauuii (N370S,
L444P) B rene GBA.

Crenyer OoTMETUTD, YTO paHee HapyLIEHUSI aKTUB-
HOCTM JIM3O0COMHBIX (PepMEHTOB, YYacTBYIOIIMX B
MeTabosin3Me 1IepaMuioB, ObLIA MPOAEMOHCTPUPO-
BaHBHI IIpU criopagudeckoit popme BIT, a Takke y mma-
LUEHTOB C APYTMMU CUHYKJIEMHOMATUSIMU (IeMEeH-
s ¢ TenbliaMu JIeBu, MyJIbTUCUCTEMHAs aTpodust)
[14, 15]. UHTEpECHO OTMETUTh, YTO CUHYKJICMHOIIA-
TUU B HEKOTOPBIX CIy4yasix MOTYT paccMaTpUBaThCs
KaK COITyTCTBylolllee 3a0oJieBaHWE Yy TallMEHTOB C
mmsodpenueit [2, 16—18]. MceaenoBaHust ayromnTa-
TOB MO3ra MalueHTOB ¢ KU30dppeHueil MpoaeMOH-
CTPUPOBAJIU yBEJUUYEHUE CONEPXKaHUS LIEpaMUIOB B
BUJIE TUIPOKCULIEPAMUIOB, (pUTOLIEpAMUIOB, FEKCO-
3WILEPaMUAOB, JIAKTO3WJILIEPAMUIIOB U LIEepaAMU]I-
¢dochosTaHOIAMUHOB U IPYTUX B OCJIOM BEIIECTBE U
JIoGHoI1 Kope mo3ra [19, 20]. Kpome Toro, HegaBHue
HUCCclieNOBaHUS MOKa3aiu, YTO B TJIa3Me KPOBU ObLIU
noBbieHbl KoHLeHTpauuu Cer (d18 : 1/16 : 0), Cer
(d18 : 1/18 : 0) u Cer (d18 : 1/24 : 1) y nameHTOB C
1m3o¢peHue Mo CpaBHEHUIO C KOHTPOJbHOM IPyII-
noii [9]. PaHee coob1iaiock, YTO HapyllleHUs] MeTa-
Oor3Ma 1iepaMHuIOB MOTYT OBITh CBSI3aHBI C KOTHU -
TUBHBIMU HapylIEHUSIMU y MAlIMEHTOB C 1u30¢pe-
Huein [21]. LlepamMuabl yd4acTBYIOT B pa3IMIHBIX
du3nonornyeckux M MaToOJOTMYECKUX KIIETOYHBIX
npoieccax [22] U MOTYT OBITh YacThlO ITaTOTeHE3a
1M30(hpeHuU, B YaCTHOCTU U3-3a HAPYLIEHUST MUe-
JIMHU3allUM U AUCHYHKIMU OJIMTOJNECHAPOLIMTOB U
HelipoBocnajieHus [23—25].

bonesnpr Humana—ITuka gBisgercsa peakoit ayTo-
comHo-penieccuBHoil JIBH, xapakrtepusytonieiics
nedpuumtom cpruHrommennHasbl (ASMase), npuBo-
ISIM K HakoruieHuto cuHromueanHa (LysoSM),
MOXKET XapaKTepU30BaThbCsl TCUXOTUYECKUM TMOBeAe-
HUEM, COMaTUYECKMH TaJLTIOLMHALIMSIMU, TTPUBOIISI-
MMM K JIHArdHo3y IMmM30(ppeHNEnog00HOTO TICHX03a
[26]. C. Zhuo ¢ coaBT. NPEAITOIOXIWINA, YTO HOPMAaJIU-
3anust abeppaHTHOM cucteMbl ASMase/1iepaMun winu
CHIDKEHUE YPOBHS IIepaMHIa ITyTeM UCTIOIb30BaHUSI
TEHETHKA Ne 6

TOM 59 2023
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OHOOpEeHHBIX  (PYHKUIMOHAIBHBIX  MHIUOMTOPOB
ASMase, Taknx Kak (pJIyBOKCaMHWH U pPO3yBacTaTUH,
MOTYT YAYYIIUTh KIMHUYECKOE TeUCHUE Yy ITallieH-
TOB ¢ mm3odpenueit [27]. dedpnont apyroro am3o-
coMHoOro (hepMmeHTa anbda-ragakrosunassl (GLA) uz-
3a MyTaluu B reHe GLA Bbi3biBaeT 60je3Hb Pabpu 1
MPUBOIUT K HAKOIUICHUIO HEUTPaJbHBIX INIMKOC(HUH-
roymnaoB (LysoGb3) B mm3ocoMax B pa3IMIHBIX TKA-
HSIX, BKJIIOUasi HepBHY10 cuctemy [28]. B npenpiayiiem
WCCJIEIOBAaHMM HaMU BIIEPBBIC II0KA3aHO CHIDKCHUE
akTUBHOCTH ASMase B KpOBHU ITallMEHTOB C HIM30dpe-
Hueii [29]. B HacTosieM uccienoBaHUM Mbl HaOJTIO-
JlaJI OBHILIEHIE KOHIIEHTpAuy cyocTpaTa TaHHO-
ro ¢pepmerTa LysoSM B KpoBU MallMeHTOB C IIIM30-
dpeHnueii, Ho He Tipu bIT.

ITonyyeHHbIE B HACTOSIIIEM MCCIETOBAHUU JaH-
HBIE€ TOATBEPXKIAIOT CEJIEKTUBHOE HAKOIUICHUE JIV-
30C(UHTOJUIIUAOB B KPOBU MAILIMEHTOB C IIM30(ppe-
HUeEl, ipearnosarasi BOBJI€YeHUE B MMaTOTeHE3 1IU30-
¢peHnn Kak curHajibHoro nmytu ASMase-1iepamMu,
Tak 1 GLA-11epamMui, 1 HaXOISITCS B COOTBETCTBUU C
TUITOTE30 LIEPAMUI-ONIOCPENOBAHHOTO BOCTIAJICHUS
B maToreHese mu3odpeHuu [4].

ABTOpPBI BBIpaXKalT 0JarogapHOCTh 3a PYKOBOI -
CTBO 1 KpUTUKY pykonucu Esrenuto MBanosuuy Po-
raeBy.

PaboTa BeIMToTHEHA TpU (DMHAHCOBOM MOMIEPXKKE
Poccuiickoro HayyHoro (poHaa B paMKax Hay4yHOTo
mpoekTta Ne 19-75-30039.

Bce mipouienypbl, BHITOJTHEHHbBIE B MCCIIEAOBAHUN
C y4acTUEeM JIIOIei, COOTBETCTBYIOT STUYECKUM CTaH-
JapTaM MHCTUTYLIMOHAIBLHOTO Y/WJI HAIlMOHAJIBHOTO
KOMUTETA MO UCCIIEAOBATENIBCKOI 3TUKE U XETbCUHK-
cKoit gexiapanuuu 1964 roga v ee moCISAYOIINM U3Me-
HEHUSIM WJIA COTTIOCTABUMBIM HOPMaM 3TUKU.

OT KaXmoro M3 BKIIIOYECHHBIX B MCCIeIOBaHUE
YYaCTHUKOB OBbUIO IIOJYyY4eHO HH(GOPMUPOBAHHOE
JTOOPOBOJIBHOE COTIACHE.

ABTOpBI 3asIBJISIIOT, YTO Y HUX HET KOH(IUKTA UH-
TEepPECOB.
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Elevated Level of Blood Lysosphingolipids in Patients with Schizophrenia
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Schizophrenia is a mental disorder with a prevalence of 0.7—1% of the general population and is characterized
by impaired dopamine transmission in neurons. Recent data have shown that lysosomal storage disorders
(LSD), characterized by a decrease in enzyme activity and a corresponding accumulation of substrate in ly-
sosomes due to mutations in lysosomal genes, can manifest a wide range of clinical symptoms including psy-
chosis, affective disorders, early onset dementia and schizophrenia. The purpose of this study was to assess
the level of lysosphingolipids in patients with schizophrenia, Parkinson’s disease (PD) and control. The study
included 52 patients with schizophrenia, 170 patients with PD patients and 166 neurologically healthy indi-
viduals (control group). Concentration of lysosomal substrates (hexosylsphingosine (HexSph), globotriao-
sylsphingosine (LysoGb3), lysosphingomyelin (LysoSM)) were measured by high-liquid chromatography
with tandem mass spectrometry (HPLC-MS/MS) in blood. An increase in the concentration of LysoSM,
LysoGb3, HexSph was detected in patients with schizophrenia compared to control (p < 0.0001, p < 0.0001,
p <0.0001, respectively). Our results confirm a violation of the lysosphingolipid composition of the blood in
patients with schizophrenia.

Keywords: schizophrenia, lysosphingolipids, HPLC-MS/MS, blood.
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