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Iu3odpeHus npeacrapisieT codoil MCUXUIYECKOe PACCTPONCTBO U XapaKTepu3yeTcsl HapyllleHueM Tepe-
nmayn podamMuHa B HelipoHaX. IlociiemHue maHHBIE MOKa3ajld, YTO JU30COMHBIE GOJE3HU HAKOILICHUS
(JIBH), conmpoBoxaawliunecs: CHIXKEHMEM aKTMBHOCTU (pepMEHTOB M COOTBETCTBYIOLIMM HaKOILJIEHUEM
cybcTpara B IM30COMaxX M3-3a MYTallMii B JIM30COMHBIX TeHaX, MOTYT MPOSIBJISITECS IIMPOKUM CITEKTPOM
KJIMHUYECKUX MPOSIBICHUI, BKIIIOUast IICUX03bl, aeKTUBHbBIE PACCTPOMCTBA, IEMEHLIUIO C pAHHUM Haya-
JioM 1 mm3odpenueit. Llemb HacToSIIIETo UCCIeOBaHUS 3aKJII0YaJIach B OLIEHKE YPOBHS JTU30C(HWHTOIUITA-
IIOB Yy MalIMEHTOB ¢ 1u3ogpeHueii, bonesnbio [lapkuHcona (BIT) u koHTposie. B nccienoBaHue BKIIIOYEHBI
52 manuenTa ¢ mmsodpenueit, 170 naurentos ¢ BIT u 166 HEBPOIOTUUECKU 300POBBIX JIULL (KOHTPOIbHAS
rpynma). KoHueHTpaluo JU30COMHBIX cyocTpaToB (rekcoswichunro3ud (HexSph), rmob6orpuaosui-
chunrosuH (LysoGb3), muszochunaromuenns (LysoSM)) onpenensuim BEICOKO3(MD(PEKTUBHOM KMAKOCTHOM
xpoMmarorpadueii B couyeTaHUU ¢ TaHIeMHO1 Macc-criekTpoMeTpueii (BBXKX-MC/MC) B kpoBu. Brisisie-
HO noBhIleHre KoHeHTpanuu LysoSM, LysoGb3, HexSph y nanneHTOB ¢ mm3ogpeHueii 110 cpaBHEHUIO
¢ KoHTposieM (p < 0.0001, p < 0.0001, p < 0.0001 cooTBeTcTBeHHO). Hamu pe3yabraThl MOATBEPXKAAIOT Ha-
pyIIeH’e JTU30CHOUHTOIUITUIHOTO COCTaBa KPOBY Y MAIIMEHTOB ¢ 30 peHmneid.

Karouessie crosa: mmzodppenus, mm3ochuHroaummabl, BO2KX-MC/MC, kpoBb.

DOI: 10.31857/S0016675823060085, EDN: SSPQEG

IIn3odpeHus, a TouHee paccTpoiicTBa mM30dpe-
HUYECKOTO CIEKTPa — OHO U3 HauboJiee TSXKENbIX 10
CBOVM TIPOSIBJICHUSIM UM TIOCJICACTBUSIM TICUXUYECKUX
pPACCTPONCTB, XapaKTepuaylollleecsl Ie3UHTerpaiueii
MCUXUYECKON AEeSATETbHOCTU, COUYETAHUEM IMO3UTUB-
HOH (TaJUTIOLIMHALIAY, Open, adpdeKT 1 ap.) U HETaTUB-
Hol1 (amaTusi, SMOLIMOHAJIbHAS 1 COLlMAJIbHAsI OTTOPO-
JKEHHOCTb U JIp.) CUMIITOMAaTUKU, MOBEIEHUYECKUX U
KOTHUTUBHBIX HapyiieHu# [1, 2]. B 3aBucuMoctu ot
MPUHSATHIX KPUTEPUEB UM MPUHLUIIOB perucTpaiuu
pacrpoCTpaHEeHHOCTh 1IM30(PEHUN ONPENLISIOT B

npenenax ot 0.5 no 1.6% Bo BceM mupe (20—45 MitH
oombHBIX). Ha cerogHammHMii IeHBb paccTpoiicTBa
U30(PPEHUYECKOTO CIIeKTpa SBJSIIOTCS 00JIE3HBIO C
HEU3BECTHOI 3THOJIOTUEH, UTO CTUMYJIMPYET UCCIIe-
JoBartesieil K CO3MaHNIO eaMHOM Teopun. B reHeTnke
MCUXUYECKUX 3a00JieBaHU TIPOYHO YTBEPAUIUCH
MpEeACTaBICHUS O IIOJIMTEeHHON U MHOTO(MaKTOPHOM
npupoae IMu3oPPEeHUN CO CJIOXHBIM B3aUMOJEH-
CTBUEM NOJIMMOPGHBIX BADUAHTOB '€HOB U YCJIOBUit
cpenbl, BKIIIOYAIOIINX KaK Ipe-, TaK U IIOCTHATaJlb-
HbI€ 0OCOOEHHOCTHY Pa3BUTHSI OpraHuU3Ma.
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Taomuna 1. [Ilemorpaduueckue xapaKTepuCTUKY CPaBHUBAEMbIX TPYTITT

Bospact Hauana £ SD, net | I[1oa My>XKYMHBI : JKeHIIITHBI

I'pymma Bospact + SD, ner
uzodpenuku (N = 52) 61.0 £ 11.1
IMamuenTs! ¢ BIT (N = 170) 63.5+9.2
Kontposs (N = 166) 61.2+6.9

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

Psn uccenoBanmii moka3pIBaeT acCOLMALIAIO IITH-
30(ppEHUHU C METAOOJMUECKUM CUHAPOMOM. Tak, Me-
TabOJIMYSCKUIT CMHAPOM BCTpeYaeTCsl Cpeay IMalu-
€HTOB ¢ IM30(ppeHNei B 2 pa3a Jyalle, 9eM B ITOITYJISI-
uuu  [3]. ChUHroaunuabl SIBASIOTCSI OCHOBHBIM
KOMITOHEHTOM KJICTOYHBIX MeMOpaH U IIPEBaJIMPYyIOT
B HepBHBIX KieTKax. [locnenHue naHHbIe CBSI3BIBAIOT
YpOBEHb C(PMHTOJUMIUAOB C BocrajgeHueM. O0CyxX-
JlaeTcsi, YTO BOCIajJieHUue, WHIAYIIUPOBAHHOE TTOBBI-
IIIEHHBIM YPOBHEM liepaMuaa, MOXET UTpaTh POJIb B
rnatoreHese musodpeHun [4]. BaxkHo Takke oTMe-
TUTh, YTO HEKOTOPHIC U3 BPOKICHHBIX 3a00IeBaHUI
oOMeHa BEIIEeCTB MOTYT IIPOSIBIISITHCS. B BUIE OCTPBIX
MIPUCTYIIOB MICUX03a UJIN XapaKTePU30BaAThCSI XPOHU -
YyeCKMM IIcuxo30oM. Ha ocHoBaHuM 0030pa iuTepary-
pBI U3BecTHO He MeHee 40 Takux 3aboneBaHuit [5].
HeckonbKo reHoOB, acCOLMUPOBAHHBIX C BPOXICH-
HBIMU 3a00JIeBaHUSIMI OOMEHa BEIIeCTB, ObLIM He-
JIIaBHO CBsI3aHBI C IMM30¢peHrell Ha OCHOBAaHUU
CpaBHEHUSI JaHHBIX 3K30Ma MexXay 2545 maieHTa-
MU ¢ mu3odpeHueit u 2545 konrtpods [5]. Cpenu 13
TEHOB, aCCOLIMUPOBAHHLIX ¢ mm3odpenneit, Y. Trakadis
1 COaBT. BBISIBUJIU MSITh, MyTallUX B KOTOPBIX IIPUBO-
JISIT K Pa3BUTUIO JIN30COMHBIX 00JIE3HEM HAKOTUICHUS
(JIBH), cBsizaHBI ¢ TM30COMHOI TUC(HYHKIIMEH 1 Ha-
KOIUTEHUEM JIM30C(HOUHTOIUIUAOB [6].

Hacrosiiiee ncciaenoBaHue MOCBSIILIEHO OLIEHKE JIN-
30C(hMHTOJIMITMAOB KPOBM, HAKAIUIMBAIOIIUXCS IIpU
HanboJsiee pacnpocTpaHEHHbIX CUHIOIMIMI03aX, a
MMeHHO, 6oJ1e3HU [oure, 6one3Hu Padpu v 00Ie3HU
Humana-Tluka tvma A/B. IlpoBemeHHasi, cOOTBeET-
CTBEHHO, OLIeHKA KOHLIEHTPALIMU JIN30CHOUHTOUITUIOB
(rekcosuncdunrosuHa (HexSph) (mokosusichuHro-
3uH (GlcSph) + ramakrosminchunrosun (GalSph)),
mmobdoTrpuaoswicunrosnta (LysoGb3), nuzochuH-
romueanHa (LysoSM)) B KpoBU MAlIMEHTOB C IIA30-
dpeHneit MeTOonOM BBICOKOR((PEKTUBHOM KMIKOCT-
HOI xpomaTtorpaduu B COYETAHUM C TaHASMHOI
Macc-crnekrpoMmerpueii (BOKX-MC/MC) nokazana
accolMalUIO0 MOBBIIIEHHOIO YPOBHSI JIM30C(UHIO-
JIMTTUIOB C Pa3BUTUEM 3a00JIeBaHUSI.

MATEPHAJIBI U METObI
Xapaxmepucmuika epynn, 6KAI04eHHbIX 8 Uccaedoeanue

[ naHHOTO MCCclienoBaHusI Obuia chOPMHUPOBa-
Ha rpy1ma u3 52 60JbHBIX N30 peHNeH ¢ MO3THUM
HavajioM. Takxke B HacTosIIIee Mccilel0oBaHUe B Kaue-
CTBE TPYIIT CpaBHEHUSI OBLIM BKJIIOYEHBI TPyMIa 13
170 marmenToB ¢ 6one3nnio [Mapkuncona (BIT) u 166
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YyeJIoBeK 0€3 HEBPOJOIMYECKUX M MCUXWYECKUX pac-
CTPOICTB (KOHTpPOJIb). ¥ BCeX MAllUEHTOB, BKIIOUEH-
HBIX B KCCJEIOBaHNE, ObUI MCKIIOUYEHBI MasKOpPHBIE
myTtannu B TeHe GBA. CKpMHUHT MaKOPHBIX MyTallWit
BTeHe GBA (N370S, L444P) npoBoauicst COIJIACHO Me-
ToOVKe, onmcaHHol paHee [7]. Jlemorpacduyeckue xa-
PaKTEePUCTUKU UCCIIEAYEMbIX I'PYIIII IPEACTABICHEI B
Tabm. 1.

HccnenoBanre omoOpeHO JTOKATbHBIMUA 3THYE-
CKMMU KOMUTETaMU YKa3aHHBIX METUITMHCKUX yUpe-
XKIEHUH U MPOBOAUIIOCH TIPU MOANUCAHUU UHPOP-
MHMPOBAHHOTO COIJIacUs TalleHTa. BKiIlouyeHHBIE B
HCClIeIOBaHME TPYIIbI MAlMEHTOB ¢ In30MhpeHnein
u BIl He oTnuyasach OT KOHTPOJIbHOM TPYIMbI 1O
oy 1 Bo3pacry (p > 0.05).

Onpedenernue KoHyeHmMpayuu
AU30CPHUHE0AUNUO08 8 KPOBU

V Kaxaoro M3 y4acTHUKOB MCCJICAOBAHMST ObLIU
B3SIThI 0Opa3libl BEHO3HOM KpOBHU B ITpoorpKu ¢ DI TA.
KapTouku cyxux maTeH KpOBU TOTOBWIN ITyTEM ITH-
netrupoBaHus 40 MK IETBHOM KPOBU B KAXKIOE TTSITHO.
ITsTHA KpOBU BHICYIIMBAIU MPU KOMHATHOM TeMIie-
paType B TeUeHMe ABYX 4acOB, a 3aTEM XpaHWIN MpU
4°C po skcrpakumuu. KoOHILEHTpaluio cyocTpaToB
(rekcosuncdunrosuH (HexSph) (noko3uyicchMHro3nH
(GlcSph) + ranakroswicunrosuH (GalSph)), rmo6o-
tpraoswichuHrosuH (LysoGb3), mm3ochuHromMmmenia
(LysoSM)) ouenuBamu metongom BOXKX-MC/MC B
CYXUX IISITHAX KPOBH, KaK OIMKMCAaHO paHee [8].

Cmamucmuueckas o6pabomka pe3yabmamoes

IMonyyeHHble TaHHbBIE TPOBEPSIIM Ha COOTBETCTBUE
HOpMaJIbHOMY pacnpeneneHuo MeronoM Illanmupo—
VYuiika, cpaBHeHUE BapUallMOHHBIX PSIIOB MEXIy HC-
ceayeMbIMU TpyTiniamu — MeTonoMm Kpyckana—Yosuim-
ca. CpaBHeHMe BapUallMOHHBIX PSIAOB MEXIy IBYMSI
rpynmnamMy NaluueHTOB MPOBOIWINA C UCIIONIb30BaHUEM
kputepusi ManHa—YutHu. Bce pacdeTsl 661U TPO-
BEIEHBI C UCITOJIb30BAHUEM BCTPOEHHBIX MakeToB R
(Bepcusi 4.2.0). Mcnonb3oBaiach NorpaBKa Ha MHOXKE-
CTBEHHYIO ITPOBEPKY TUIOTe3 — norpaBka boHbeppo-
HU. 3HAYMMBIMU cuuTanu pazmmausa mpu p < 0.05.
KinnHuueckue xapakTepUCTUKU MPEACTaBIEHbI B BU-
Jle cpelHero 3HayeHusl + cTaHIapTHOe OTKJIOHEHUe
(SD), skcmepuMeHTalnbHBIE OAHHBIE — MeaudaHa
(MUH—MaKc).
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Taomuna 2. KoHueHTpanus 1M30cUHTOIUTIUIOB B KPOBU BO BCEX UCCIIEIYyeMbIX IpyTIax

KoHueHTpaius (Hr/Mi) JIM30ChHUHTOJIUITUIOB, MeIruaHa (MUH—MaKC)

Ipynma
HexSph LysoGb3 LysoSM
IMaumeHTs! ¢ 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%*
IMaumenTsr ¢ BIT (N = 170) 2.49 (0.86—3.23) 0.78 (0.04—3.73) 3.47 (0.72—7.91)
p=0.00063*
KoHtpomas (N = 166) 2.97 (0.57—15.36) 0.78 (0.03—2.31) 3.97 (0.59—11.60)

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

PE3VIIbTATHI

KoHleHTpaluo Ju30Cc(hUHTOIUITUIOB OlICHUBA-
JIN B CYXUX ITSITHAX KPOBU B TPYIITIE TTAITMEHTOB C K-
3o0¢penueii, nanmeHToB ¢ bIT u koHTpoIIs (TAbd. 2).
BrisiBiIeHO MOBBIILIEHUE KOHIIEHTPAIUU BCEX UCCe-
nyeMbix Jm3ochuHrommnuaoB: LysoSM, LysoGb3,
HexSph y manmmeHToB ¢ mm3odpeHnueil Mo cpaBHe-
HUIO KaK C KOHTpoJieM, TaK U ¢ namueHTamu ¢ BIT
(p <0.0001) (tabm. 2, puc. 1).

OBCYXIEHUE

B HacTogIee BpeMsl IIUPOKO 0OCYKAAETCSI POb
HapylleHUs MeTabonu3Ma C(OUHTOIUIIIOB B Heipo-
nereHepauuu [9]. Xopollio U3BECTHO, UTO JIUITUIKI (B
TOM 4YHCJIe LIepaMUIbl) COIepKaTCs B HEPBHBIX TKa-
HSIX W BaXXHbI ST (PYHKIMOHUPOBAHUS KIIETOK TO-
JoBHOro Mmo3ra [10].

IMpenpinyine nanHble nokasanu, yto JIBH, ta-
Kre Kak 0osie3Hp Candwmmmnmo moarurios A, B, C,
D, mykononucaxapuno3z (MIIC tuna 3 A—D), 60-
ne3nb Xantepa (MIIC tuna 2), anbda-maHHO3MOI03
u B-mMaHHO3MI03 U Gose3Hb HumanHa—ITuka tumna
Cl1, C2, oone3np Mabpu, MeTaxpoMaTudeckas Jieii-
Komuctpodus, ranrmuosnno3 GM?2 (6one3nu Tes-
Caxkca n Cangxodda) xapakTepru3yroTcsl psSiIoM pas-
JIMYHBIX NCcUXUYecKux mposiaeHuit [11]. Cnemyer
OTMETUTh, 4TO Bce obcyxnaemble JIBH saBisrorcs
ayTOCOMHO-PEIECCMBHBIMM 3a00JIeBAHUSIMU. MBI
MOXEM MPEAIoJOXKUTh, UTO B COYETAHUY C IPYTUMU
HEU3BEeCTHLIMU (DaKTOpaMU 3T BapUaHTHI MOT'YT Ha-
pyiIaTh padoTy JIM30COM M TAKUM 00pa30M BIUSITh HA
(YHKIIUIO HEMPOHOB. DTO MPENNOJI0XKEHUE MOXKET
OBITh ITOATBEPXKACHO IIPUMEPOM POIU IUCHYHKIIUN
JIU30COMHOTO (QdepMeHTa IIIOKOoIepeOpo3nIa3bl
(GCase) B matoreHe3e bII. Myrauuu B reHe GBA,
KOIUPYIOILIEM 3TOT (hepMEHT, IPUBOAST K HauboIee
qactoit popme JIBH — 6one3nm I'omme u B TO 3Ke Bpe-
Ms1 MyTaluu B reHe GBA yBennuuBaiot puck bITB 7—
8 pa3 Bo Bcex monyysiumsx [7, 12]. HocurenbcTBO My-
Tanuii B reHe GBA MpUBOIUT K CHIKEHUTIO aKTUBHO-
ctu GCase 1 HakormeHUto cyocrpata HexSph nipu
BII [13]. B HacTos1IEM HCCIeIOBAHMY HAMY ITOKa3a-
HO TIOBBIIeHME KoHUeHTpauun HexSph B Kposm

TOJILKO y MAIMEHTOB ¢ IU30(MPEHUEN, HO HE Y Malu-
eHToB ¢ BII. CrnenyeT OoTMETUTb, YTO B HaCToOsIIEe
uccaeaoBaHue Obljla BKJIIOUeHa rpyrra naiueHToB ¢
BII, ¢ orcyrctBueM MaxopHbix MyTauuit (N370S,
L444P) B rene GBA.

Crenyet OTMETUTD, YTO paHee HapyIICHUST aKTUB-
HOCTU JIM30COMHBLIX (PEPMEHTOB, YYaCTBYIOIIUX B
MeTaboan3Me LepaMUuIoB, ObUIA IPOAEMOHCTPUPO-
BaHBI pU criopanuyeckoii popme bII, a Takke y na-
IIUEHTOB C APYTMMU CUHYKJIEMHOMATUSIMU (IeMeH-
nus ¢ TenbiaMu JIeBu, MyJIbTUCUCTEMHAs aTpOdus)
[14, 15]. UHTepecHO OTMETUTh, YTO CUHYKJIEMHOTIA-
TUHM B HEKOTOPKIX CIydasiX MOTYT paccMaTpUBaThCS
KaK COITyTCTByIOIllee 3a0o0jeBaHME y ITAlIMEHTOB C
mn3odpenueit [2, 16—18]. MccnenoBanus ayromnTa-
TOB MO3ra ITallMeHTOB C IIN30(ppeHneil IIPOAESMOH-
CTPUPOBAJIN YBEINYCHUE COMEPKAHMS LIEPaMUIOB B
BUJIE TUAPOKCUILIEPAMUIIOB, (DUTOLIEPAMUIOB, TEKCO-
3WILEPAMUIOB, JIAKTO3WILIEPAMUIOB U liepaMUII-
(bochosTaHOIAMUHOB U IPYTHUX B OEJIOM BELIECTBE U
JI0OHOI Kope Mmo3ra [19, 20]. Kpome Toro, HemaBHUE
HUCCIeAOBaHMS TT0KA3a/IM, YTO B IIa3Me KPOBU OBLIU
noBbIeHbl KoHLeHTpauuu Cer (d18 : 1/16 : 0), Cer
(d18 : 1/18 : 0) u Cer (d18 : 1/24 : 1) y namyeHTOB C
mu3odpeHneii o cpaBHEHUIO ¢ KOHTPOJIBHOI IPyII-
noii [9]. Paree coobI1ranoch, 4YTo HapyIIEHUST METa-
60J11M3Ma LIepaMUIOB MOTYT ObITh CBSI3aHBI C KOTHU-
TUBHBIMY HapYLICHUSIMU Y ITAlIMEHTOB C IIKU30¢pe-
Huein [21]. Llepammabl y4acTBYIOT B pa3IMIHBIX
(GUBNOIOTUYECKUX UM TTATOJOTMYECKUX KIIETOYHBIX
mpolieccax [22] U MOTYT OBITh YacThlO MaToOreHe3a
mu30(ppeHnn, B YaCTHOCTY M3-3a HAPYILIECHUS MUE-
JIMHU3AUUU U AUCHYHKIIMM OJUTONCHAPOLIUTOB U
HelpoBocnajaeHus [23—25].

bone3snpr Humana—ITuka saBisercs peakoit ayto-
coMHo-peneccuBHoit JIBH, xapakrepusytouieiics
nedpuumTom cuHrommennHasbl (ASMase), npuBo-
JISIIUM K HakoTuieHW1o chuHromuennHa (LysoSM),
MOXKET XapaKTepU30BaTbCsl TCUXOTUYECKHMM MOBee-
HHEM, COMaTUYECKMMU TLTIOLMHALISIMU, TTIPUBO/ISI-
MU K JUArHo3y IIM30(ppeHUEITION00HOro Mcuxo3a
[26]. C. Zhuo ¢ coaBT. IPEAIIOIOKIN, YTO HOPMAJIH-
3anus abeppaHTHOM cucteMbl ASMase/1iepaMun winu
CHUXXEHME YPOBHS LiepaMu/ia MyTeM UCTIOIb30BaHUS
TEHETHKA Ne 6

TOM 59 2023
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OHOOpEeHHBIX  (PYHKUIMOHAIBHBIX  MHIUOWTOPOB
ASMase, Taknx Kak (QJIyBOKCaMMH U PO3yBacTaTUH,
MOTYT YAYYIIUTh KIMHUYECKOE TeUCHUE Yy ITallieH-
TOB ¢ mm3odpenueit [27]. dedpnont apyroro am3o-
coMHoOro (hepMmeHTa anbda-ragakrosunassl (GLA) uz-
3a MyTaluu B reHe GLA Bbi3biBaeT 060jie3Hb Pabpu 1
MPUBOIUT K HAKOIUIEHUIO HEUTPAIbHBIX TIMKOCHUH-
roymnaoB (LysoGb3) B mm3ocoMax B pa3IMUHBIX TKA-
HSIX, BKJIIOUasi HepBHY10 cuctemy [28]. B npenpiayiiem
WCCIENOBAHNM HaMM BIIEPBBIE IT0KA3aHO CHIDKCHUE
akTUBHOCTU ASMase B KpOBU TTallEHTOB C IIM30ppe-
Hueii [29]. B HacTosIieM uccienoBaHUM Mbl HaOJIIO-
JTaJI OBHILIEHNE KOHIIEHTpaluy cyOcTpaTra TaHHO-
ro ¢pepmenTa LysoSM B KpoBUM MallMEeHTOB C IIIM30-
dpeHueii, Ho He npu BII.

ITonyyeHHbIE B HACTOSIIIIEM MCCJIETOBAaHUU JaH-
HbI€ MOATBEPXKIAIOT CEJIEKTUBHOE HAKOIUICHUE JIV-
30C(HUHTOJIMITUIOB B KPOBU MALIMEHTOB ¢ 1IM30¢pe-
HUel, ipearnosarasi BOBJI€YeHUE B MMAaTOTeHEe3 1IU30-
¢dpeHnn Kak curHajibHoro nytu ASMase-niepamu,
Tak 1 GLA-11epaMu1, 1 HaXOJSITCS B COOTBETCTBUU C
TUITOTE30 LIEPAMUI-ONIOCPENOBAHHOTO BOCTIAJICHUS
B maTtoreHe3e mmu3odpeHun [4].

ABTOpPBI BBIpaxalT 0JarogapHOCTh 3a PYKOBOI -
CTBO 1 KpUTUKY pykonucu Esrenuto MBanosuuy Po-
raeRy.

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

Bce nipouienypbl, BEIITOJTHEHHbBIE B KCCIIEAOBAHUN
C y4acTHEeM JIIOIei, COOTBETCTBYIOT 3TUYECKUM CTaH-
JapTaM MHCTUTYLIMOHAIBLHOTO Y/UIW HAIlMOHATBHOTO
KOMUTETA TI0 MCCIIeN0BATEIbCKOM 3TUKE U XeJTbCUHK-
cKoit gexiapauuu 1964 roga v ee moCIeAYOIINM U3Me-
HEHUSIM WJIA COITIOCTABUMBIM HOPMaM 3TUKU.

OT KaXmoro M3 BKIIOUEHHBIX B MCCIEeIOBaHUE
YYaCTHUKOB OBbUIO IIOJYy4eHO HH(GOPMUPOBAHHOE
JTOOPOBOJIBHOE COIIACHE.

ABTOpBI 3asIBJISIIOT, YTO Y HUX HET KOH(IUKTA UH-
TEepPECOB.
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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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