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XBopo6a lNowe t1ny 1(GD1) € cnaAKoBMM 3aXBOPIOBAHHAM, BUKNKAHUM AehiILMTOM (DEePMEHTY FaokoLepetpo3maasu, Wo NPU3BOANTb A0 HAKO-
NVYEHHS MTIIoKOLEPeOpO3MaY B KNITMHAX, OCOONMBO B MAKpOQarax. 3axBOPIOBaHHS YPaxXYe CeNesinky, NeyiHKky, KICTKM | KICTKOBWI MO30K. OAHNUM
I3 KNIOYOBYIX [IarHOCTUYHNX MapKepIB € MIIOKO3UNCPIHIO3MH (Lyso-GL1), Akuii BInoOpaxae HakONM4eHHd riokouepetposnay | CBIiAYNTL Npo Ha-
ABHICTb GD1. Lyso-GL1 Bax/1BuiA ANs paHHbOrO BCTAHOB/IEHHS AIarHO3Y, MOHITOPUHIY NPOrpecyBaHHs 3aXBOPIOBAHHS Ta OLIHIOBAHHA eeKTnB-
HOCTI Tepanii. 3HMXXEHHA PIBHA LIbOro 6ioMapKepa nif Yac NikyBaHHA CBIAYMTL MPO MOro YCMIWHICT, WO Aae 3MOry KOperysaTu o3u npenaparis
I MPOrHO3YBaTH BIANOBIAL NALEHTA Ha TEPariio.

MeTa — BU3HaUNTV BaX/MBICTb AOCIIXKeHHA GioMapkepa Lyso-GL1y aiarHoctyBaHHi 1 MOHITOpUHIY GD1.

Marepianu Ta metoaum. [1p0aHasi3oBaHo pisHi Lyso-GL1y 27 aiteld i3 GD1 Bikowm Big 11 mic. 10 21 poky 3a 2014—2024 pp. ANg OUIHKN eheKTUBHOCTI
NIKYBAHHS, ONTUMI3aLT pe3y/1bTaTiB (hepMeHTO3amMiCHOT Tepanil IMIrIIoLEePasoto Ta BAOCKOHANIEHHS IHAVBIAYaIbHOT O MIAXOLY.

Pesynbtati. PiseHb Lyso-GL1 Moxe Oy NPOrHOCTUYHUM MOKa3HUKOM PU3NKY PO3BUTKY YPaXKEeHb OPraHis abo yCKNaaHeHb. [NauieHTn 3 BULLM
piBHem Lyso-GL1T MaloTb GinblUnii pU3nk pO3BUTKY HEAOCTAaTHOCTI KDOBOTBOPHOI CUCTEMM (@HEMid, TDOMOOLIMTONEHIH), CEPHO3HE YpaxeHHd Ak
BHYTPILLHIX OPraHis (30iMbLUEHHA NeYIHKY | CeesiHKkK), TaK | KICTOK (OI/1b Y KICTKaX | KICTKOBI KpY3K), WO CBIAYNTL NPO NepeBaxaHHs LibOro Mapkepa
He e AN MOHITOPUHIY Tepanil, ane i And NporHo3yBaHHsA nepeliry 3aXBOPIOBaHH4.

BucHoBku. PiseHb Lyso-GL1 € BaxnMBuM i HadIHNM IHCTPYMEHTOM A1 AlarHOCTyBaHH:A i NikyBaHHA GD1. 3aCTOCyBaHHA Takoro IHCTPYMEHTY B K/li-
HIYHIA NPaKTULI CYTTEBO BMIMBAE Ha TOYHICTb AlarHO3Y, Aa€ 3MOrY IHANBIAYaNI3yBaTV MIKyBaHHA | CNIPUAE TPUBANOMY MOHITOPUHIY 6€3 noTpetu
4acTOro NPOBEAEHHSA IHBA3UBHYIX NPOLEAYP.

JlocnifxXeHHs BUKOHAHO BIANOBIAHO A0 NPUHUUMIB ["e/1bCIHCLKOT Aeknapaull. [TpoToKoN AOCNIIKEHHSA YXBANEHO KOMITETOM i3 OI0ETVIKM Ta [J€OHTO-
Norii 3a3Ha4eHol B pOOOTI yCTaHOBK. Ha npoBefeHH: AOCNILXEHD OTPUMAHO IH(POPMOBAHY 3roAy NauieHTIB.

ABTOPV 389BN9I0Tb MPO BIACYTHICT KOHMAIKTY IHTEpeCiB.

Kmo4dosi crroBa: Gi0N0T4HWIA MBPKED, aHeMId, TDOMOOUWTONEHIA, renatoCneHoMerasnis, ypaKeHHs KICTOK, YPaKeHHA BHYTPILLHIX OpraHis.
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Gaucher disease type 1(GD 1) is a hereditary disease caused by a deficiency of the enzyme glucocerebrosidase, which leads to the accumulation of
glucocerebroside in cells, especially in macrophages. The disease affects the spleen, liver, bones and bone marrow. One of the key diagnostic
markers is glucosylsphingosine (Lyso-GL1), which reflects the accumulation of glucocerebroside and indicates the presence of GD1. Lyso-GL1is im-
portant for early diagnosis, monitoring disease progression and assessing the effectiveness of therapy. A decrease in the level of this biomarker
during treatment indicates its success, which allows adjusting drug doses and predicting the patient’s response to therapy.

Aim — to determine the importance of studying the Lyso-GL1biomarker in the diagnosis and monitoring of GD1.

Material and methods. Lyso-GL1levels were analyzed in 27 children with GD1aged 11 months to 21years from 2014 to 2024 to assess the effective-
ness of treatment, optimize the results of enzyme replacement therapy with imiglucerase, and improve the individual approach.

Results. Lyso-GL1levels can be a prognostic indicator of the risk of developing organ damage or complications. Patients with higher Lyso-GL1levels
have a higher risk of developing hematopoietic system failure (anemia, thrombocytopenia), serious damage to both internal organs (enlarged liver
and spleen), and bones (presence of bone pain and bone crises), which indicates the prevalence of this marker not only for monitoring therapy, but
also for predicting the course of the disease.

Conclusions. Lyso-GL1level is an important and reliable tool for the diagnosis and treatment of GD1. Its use in clinical practice significantly affects the
accuracy of diagnosis, allows for individualization of treatment and promotes long-term monitoring without the need for frequent invasive procedures.
The study was performed in accordance with the principles of the Declaration of Helsinki. The study protocol was approved by the Bioethics and
Deontology Committee of the institution specified in the work. Informed consent of patients was obtained for the study.
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Beryn 3, 11O TMPU3BOJAUTH 10 HAKOMUYEHHS TJTIOKO-
BopobGa Tomre tumy 1 (GD1) — 11e criazkoBe  11epeOpPO3ULY B KITITHHAX OPTaHi3My, 30KpeMa, B Ma-
3aXBOPIOBAaHHS, dKe BUHUKAE BHACTIZIOK  Kpodarax [2]. [le 3axBoproBaHHA TIepeBakKHO yPaKye
nedirury pepMeHTy rIoKonepedpo3uIa- — CeesiHKy, euiHKy, KICTKH i KiCTKOBHiT MO30K [5,11].
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[TosBa 9iTKUX AIAaTHOCTUIHUX MAPKEPIB € BAKJINBUM
€TaroM Yy CBOEYACHOMY BCTaHOBJIEHHI J[iarHO3Y, MOHi-
TOPUHTY KJIIHIYHOTO 11epebiry it e(heKTUBHOCTI Tepa-
mii [8,16].

Lyso-GL1 € oxanM i3 Kiro4oBrx GioMapKepiB mpu
GD1. Ile MmeTabouHUI TIPOLYKT TIIIOKOIIEPEOPO3H-
Iy, 110 HAKOTIMYYEThCST BHACHIAOK AedinuTy dep-
MeHTY rJoKoliepe6posuaasu [6,14]. Croroni Lyso-
GL1 posrasgaoTh SK OIWH i3 HailiH(OPMaTUBHITINX
6ioMapKepiB st IarHOCTYBaHHS il MOHITOPUHTY
JikyBauHs. J[iarHOCTUYHA POJIb I[Or0 GioMapKepa
MOJIATAE B YyTJAUBOCTI 1 crieninivHOCTI, OCKITbKHI
mizButieHi piBHi Lyso-GL1 giTko KopesioroTs i3 Ha-
sierictio GD1. Lyso-GL1 ocobmBo BaskinBmil y in-
(hbepentitinomy fiarHOCTYBaHHI MAITIEHTIB 13 HecTe-
nudivaumMu abo crabkumu cumnromamu [4,12].
BasksuBo, 1110 111 MapKep MosKe BUSIBJISITUCS BiKe Ha
PaHHIX CTa/lisIX 3aXBOPIOBAHHS, 1110 /IA€ 3MOT'Y 1T0Ya-
TH JIIKYBaHHS HA €Talll, KOJIU YPaXKeHHs OPTaHiB I11e
MO’KHA 3yTUHUTH a60 oM sikuTH. To6TO MOHITO-
PUHT TIepebiTy 3aXBOPIOBAHHS TIOJISITAE B 3MiHI PiB-
HiB Lyso-GL1, 1o 1a€ 3MOTY OIIHUTH CTYITiHb Ha-
KOIIMYEHHSI TTIOKOIepeOpPO3U/Iy B OpraHi3Mi, SKuit
BijloOpaskae nmporpecyBaHHs 3axBoptoBanus [9,11].

[Tix wac mpoBenenns hepMeHTO3aMiCHOI Tepartii
a00 3aCTOCYBaHHSI IHIITMX METO/IiB JIIKyBaHHS PiBEHb
Lyso-GL1 3umzky€ThCS, 10 CBITIUTH PO eDEKTUB-
HicTh JTiKyBaHHs. Bincresxxenns piBaiB Lyso-GL1 no-
IoMarae KoperyBaTH /1034 IIperapariB i IPOrHO3y-
BaTHU BiAMOBI/b alieHTa Ha Tepartiio [1,5,13].

Mema nocnijxkKeHHS — BU3HAUYUTH BAXKJIUBICTh
nocaimkerts 6iomapkepa Lyso-GL1 y giarsocty-
BaHHi i MoHiTOpuaTY GD1.

Marepianau Ta MeTOAU AOCTII>KEHHS

[lo mocimxeHHsI, TPOBEAEHOTO B TiCHIN CITiBIIpalIi
3 TO «Bceykpaincbke 00’eTHaHHS IHBAJII/IIB — XBOPHX
Ha xBopoOy Tomes, 3amydeno 27 xpopux i3 GD1. [lani
OTPUMAHO IJISTXOM BUBUEHHS BUTATIB 3 icTOPill XBO-
pob 'y 20142024 pp. Bik namienTis, AKKX criocrepira-
JI B KJIIHIYHUX BiJUIIJIEHHSX PI3HUX PETiOHIB YKpaiHu,
ctanoBuB Bifi 11 mic. 10 21 poxy. Cepen 27 maitieHTiB
i3 GD1 6y10 11 0cib YostoBiuoi cTaTi, a 16 — JKiHOYOI.
Bik Ha MOMEHT BCTaHOBJIEHHS JiarHO3y —
3,8+11,2 poky (miamason — Bizx 11 mic. 10 21 poky).

[TpoananizoBano piBenb Lyso-GL1, BusHauennii
Ha Gioximiunomy aHamizatopi «Selectra Pro XL»
(Hinepaanam), Sk Ha MOMEHT BCTAHOBJIEHHS JIIaTHO-
3y, TaK i Ha T 5-piyHOrO hepMEHTO3aMiICHOTO JIKY-
BaHHS iMiTa0Ilepa3oo (KOJWUBaHHS N03W — Bif
15 O/l /xr no 120 O/ /kr aBivi Ha MiCSIITb, CEPETHST

OPUTTHAABHI AOCAIAKEHHSI

nosa — 47,5£3,5 OJI /kr aivi Ha Micsinp). Buyeno
B3a€MO3B s130K piBHsT Lyso-GL1 i3 HasiBHICTIO KTiHIY-
HIX O3HAK aHeMii, TPOMOOIUTOIIEH]T, TenaToCILIEHO-
Meratii Ta ypaskeHHsI KicTKoBOI cuctemu (6inb y KicT-
Kax 1 KICTKOB1 Kpusm), a Takox myTaiigmMu GBA
(N370S/N370S,N370S/L444P,N370S /84GG).

3arajpHUii aHaJIi3 KPOBi y XBOPUX BUKOHAHO HA
amapari «Sysmex XS-500i» (Amowuist), a po3mip me-
YiHKM Ta CeJIe31HKY MAI[iEHTA OIlIHEHO 32 JI0MTOMOTOT0
YJBTPa3BYKOBOTO JIOCJI/IKEHHS YepeBHOI TOPOKHNU-
uu (Phillips Affinity 70G, dmnowis).

Cryminb ypaxkeHHs KicTok (6iJb y KicTKax i KicT-
KOBi Kpr3n) BU3HAUEHO 3a OAJIbHOIO IKAJIO0 Bijl
0 10 5, Kot 3pocTaHHs G6aJliB BKa3yBaJIo Ha BUPaKe-
HY TIPUCYTHICTH GOJIBOBOTO CHHIIPOMY.

[omo MONEKYIAPHO-TEHETUIHOTO JAOCTIKEHHST, TO
renomHy /IHK excrparoBano 3 siefikouTis nepude-
PUYHOT KPOBI 3a I0IIOMOTOI0 HAOOPIB VISt BUIIJICHHST
[THK «PUREGENE» (Gentra Systems Inc., Minnea-
noxic, Minnecota, CIIIA). KoxyBanbHy nilsiHKY
i prankyBasnbHI MixkrenHi mocizoBHocTi reHa GBA
(GenBank: NG _009783) cexBeHOBaHO 3a JIOIIOMOTOI0
rerernaHoro anasizatopa «ABI3130x1» (AppliedBio-
systems, @ocrep Cirti, Kamidopnis, CIIIA).

ocikenHs BUKOHAHO BiITOBIIHO JI0 TTPUHITHU-
miB lembcincebkoi aekmapartii. [IpoTokos qocimkeH-
H$1 yXBaJIEHO KOMITETOM i3 610€THKH Ta JIEOHTOJIOTTi
3a3HaveHoi B po60Ti ycraHoBu. Ha mposeneHHs 10-
CJTi/IKEHb OTPUMAHO iH(OPMOBAHY 3TO/ly MAIli€HTIB.

OTtpumaHni pe3yssraTy omineHo TectoM Kpackeda-
Bouurica, sikuii 6a3y€eThcsi HA pAHTOBOMY BITOPSIIIKY -
BaHHi IaHUX 1 /Ia€ 3MOTY TTPOAHAJi3yBaTU BiIMIiHHOC-
Ti Mik Bubipkamu. MiKXTpymoBi BigiMiHHOCTI
SAKICHUX O3HaK OI[iHEHO 3a KpuTepieM Xi-KBaapaT
(¢?) Mipcona 3 goBipunm inTepBasom 95% (p<0,05).

Pe3ysbraT 4OCHIIKEHHS
Ta iX 00roBOpPeHHs

Y 27 namtientiB i3 GD1 Ha eTari BcTaHOBJIEHHS
JliarHo3y op¢aHHOTO 3aXBOPIOBAHHS CePeHill pi-
BeHb Giosoriuroro mapkepa Lyso-GL1 cranoBuB
403,920,19 ur/mu i3 MiHIMATBHUM i MAKCUMATTBHUM
Biaxunenusm Big 11,7 ar/ma go 1340 ur/mi.

[TpoananizoBano Bmict Lyso-GL1 y cuposartiti
KPOBI 3 ypaxyBaHHSIM KJTiHIYHUX TIPOSIBIB XBOPOOU —
ypaxKeHHSI KPOBOTBOPHOI CUCTEMHU, BHYTPIIIIHIX Op-
ratis i kictkoBoi cuctemu (tabJr. 1).

3a oTpuMaHUMHU pe3dyJbratami, y miteit i3 GD1,
SKa MPOSIBIISJIACS 0O3HAKAMU aHEMIYHOTO CHH/IPOMY
(n=13) it TpombonIMTONIEHIETO (N=20), Cepe/HE 3Ha-
yerHst Lyso-GL1 3pocrano go 357,3+£0,13 ur/m
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Tabruys 1
MokasHukun 6iomapkepa Lyso-GL1y piteit i3 GD1
Biomapkep Lyso-GL1
.. (<10 Hmonb/n)*
KniHiuHa o3Haka . 3
Ha 4yac nicnsa 5-pl‘-IHO-
fpiarHosy ro nikyBaHHSA
AHewid (n=13) 357,3+0,13 39,640,117
(22-1270) (9-721)
TpombounToneHia 334,6+0,21 51,3£0,19**
(n=20) (21-134) (11-551)
30IMbLUIEHHA NEYIHKY 235,6+0,11 62,6+0,10"
(n=17) (29-1023) (13-17)
30I/bLIEHHA CeNe3iHKM 386,6+0,15 63,3+0,18™
(n=25) (11-1131) (15-31)
Binbk y KiCTKax i KICTKOBI 346,7+0,19 59,1+0,12*
Kp¥3aw (N=16) (32—1340) (17-31)
]

[puMiTKa: * — HopManbHe 3HaueHHs 6ionoriYHoro mapkepa Lyso-GL1[12];
** — NOCTOBIPHE 3HaYEHHA WOAO CTapTy NikyBaHHA Ta NikyBaHHa GD1noHan 5 pokis.

it 334,6+0,2 ur/mu, BiamosigHo. Pe3yabraT mopis-
HAHHS NToKa3HUKiB Lyso-GL1 y mamientis i3 GD1,
y SIKUX BUSABUJIM 301JIbIIIEHHS TIEYIHKY 1 CeJIe31HKH,
3aCBiIYMJIN, IO B OCTAHHBOMY KJIIHIYHOMY TTPOSBI
XBOpoOU BoHM Oy HallBUIMMU. TaK, Ipu renaTo-
Meranii (n=17) Bmict Lyso-GL1 cranoBus
235,6£0,11 Hr/MJ1, TOI SIK 31 30iJIbIIEHHSIM PO3MIPIB
cese3inku (n=23) Oro cepeiHe 3HAYEHHS CTAHOBUIIO
386,6+0,15 ur/mu. Baskuso, mo B 16 giteii iz GD1 3
ypaskeHHsIM KiCTKOBOI CHCTEMHU, 30KpeMa, 3 0oJieM
Y KiCTKax i KiICTKOBUMU KPU3aMH, TAKOXK 3POCTaB TO-
kazuuk Lyso-GL1 1o 346,7+0,19 ur/m. Coiz 3a3Ha-
YUTH, [0 CaMe 32 HATBHOCTI TAKUX KJIiHIYHIX O3HAK
XBOpoOu B nanieHTiB i3 GD1 Oy HaitBuII SIK MiHi-
MaJIbHi, TaK i MAKCUMaJIbHI IHAWBITyaTbHi 3HAYCHHSI
Lyso-GL1 — 32 ur/mu i 1340 5r/ma, BiTOBIAHO.

Ha oco6.i1BY yBary 3ac/IyroBye Te, 110 Ha TJIi JIKY-
BaHHS iMITTIONepa3olo SIK ejeMeHToM (hepMeHTO3a-
MicHOI Teparii BIPOZOBK 5 POKiB 3a OYIb-SIKOTO
KJIHIYHOTO 11epebiry XBopoou (aHeMmist/TpoMOOIUTO-
TIeHist, TeraToCIIeHOMeTatist, 6iJTb Y KicTKaxX i KicTKO-
Bi kpu3n) pienb Lyso-GL1 cyTTeBo 3HM3UBCS TOPIiB-
HSTHO 31 CTapTOBUMU 3HAYEHHIMH, TOOTO Ha eTari
BCTAHOBJIEHHS IiarHO3Y. Y JKOTHOTO 3 TIAIIEHTIB BiH
He I0CATaB HOPMAJbHUX BEJIMYNH 1| MAKCUMATbHO
yTpuMyBaBcst y Tux namientis i3 GD1, y sikux Gya
renatociieHoMerasiss — 62,6+0,10 ur/mia (p<0,05)
it 63,3£0,18 ur/mua (p<0,05), Bignmosigxo. Hesna-
4HOIO OyJIa PI3HUISA B CEPEIHIX MMOKa3HMKaX Lyso-
GL1 3a HasiBHOCTI 60JTIO B KiCTKaX i KICTKOBUX KPU3iB
IPU TIOPIBHAHHI 31 301/IbIIEHUMI PO3MIiPaMU [IEYiHKH
i cenesinku (59,1+0,12 ur/mir; p>0,05). Ha mpomy
eTari OCi/UKeHHsT HAHIKIUMU OyJIH TOKa3HIKU
Lyso-GL1 y nireii i3 mepebirom GD1 3 ypakeHHSIM

72

KPOBOTBOPHOI CUCTEMU 1 HASIBHICTIO TTPOSBIB aHEMiU-
HOTO CUH/IPOMY i 3HWKEHHSM PiBHS YePBOHUX
KpoB’sitnux Tisens — 39,6+0,11 ur/ma (p<0,05)
it 51,3+0,19 ur/mu (p<0,05), BignosiaHo (tabur. 1).

[IpoananizoBano BmicT Lyso-GL1 y naitienTis i3
GD1 gx 3 orJisity Ha KJTiHIYHI O3HAKU XBOPOOH, TaK i Ha
HAsIBHICTb OKPEMO BCTaHOBJIeHUX MyTaitiii — N370S/
N370S,N370S/L444P,N370S /84GG (Tabu. 2).

OrpumaHi fani 3aCBiUNIIH, 110 32 OY/b-SKOI My-
taitii 3 kriaiyaEuMY ipogBamMu GD1 (anemist, TpoM-
GOIUTONEHIst, 301TBIIIEHHST PO3MIPIB CeIe31HKH i rme-
4iHKH, Oi7b y KicTKaxX i KICTKOBI KpU3u) PiBEHb
Lyso-GL1 3pocras.

3okpema, 3a HasiBHOCTI MyTaitii N370S/N370S
HatiBumuit BMicT Lyso-GL1 crioctepiraBcst y matien-
TiB i3 BUPQKEHUMU [TPOSBAMY AHEMIYHOTO CUH/[POMY
(378,1£0,16 ur/mu) i 36i1bIIIEHHSIM PO3MIpIB ceJie-
3inku (405,3+0,15 ur/mur). Xova B MarieHTiB i3 rerna-
TOMeTaJIi€in, 60JIeM y KicTKax i KiCTKOBUX KpH3ax
nokasuuky Lyso-GL1 6yJi MeHIuMu, 0co6JI1MBO 3a
YMOBU 3HIKEHOTO PiBHST TPOMOOTIHTIB (Tabr. 2).

[omo myTarttii N370S /1.444P, To cepenni 3HaUEH-
s Lyso-GL1 criocrepiranucs B naitienTis i3 GD1,
y IKMX Haivacriire OyJim MposiBU TPOMOOIMTOIIEHI
(325,6+0,17 ur/mu). Maiizke oHaKOBi OyJiu moKas-
HUKH I[HOTO Gi0JI0TIYHOTO MapKepa XBOpoOH B TIalli-
€HTiB i3 00JILOBUM CHHIAPOMOM Y KiCTKax
(293,1+£0,11 ar/mMma), aHeMiYHUM CUHIPOMOM
(247,3+0,12 1r/mun) i 361/IbIIIEHHSIM PO3MIPIB ceJIe3iH-
ku (230,3%0,13 ur/ma). Bucokumu, ajie HAaMEHTTAMA
B I1i{1 Tpyi, Oysm mokasuuky Lyso-GL1 y xBopux i3
GD1 3 rematomerasieio — 109,7£0,09 ur/mi (Tabir. 2).

CJij 3a3HaYUTH, 110 13 BUABJJIEHHIM OXHi€El 31
ckaagaaux myrtaniit N370S/84GG Binznavanucs
HatiBui mokazuuku Lyso-GL1 B ycix rpymax marti-
€HTIB 3 OrJIsity Ha KiiHiuHi o3Haku GD1. Haii6isb-
Ml BMicT 6i0JI0TiYHOrO MapKepa CIiocTepiraBes 3a
HasiBHOCTI TpomboIuronenii (562,5+0,21 Hr/mi)
i 36ibInenns cenesinku (561,7+0,21 ur/mir). Bax-
JIBO, 1110 B O/IHI€T ANTHHU JTaOOPATOPHO T ATBEP/IH-
Jii HaitBuui piBenb Lyso-GL1 cepen ycix 27 maiti-
enris i3 GD1, 3okpema, 1371 ur/mi (tabu. 2).

3 ypaxyBaHHAM MyTallilHOTO cTaTycy IpH
GD1 3acrocyBatHs iMirJionepasu BIPOJOBK 5 POKIB
CYTTEBO BIJIMHYJIO Ha 3HM>KeHHS piBHA Lyso-GL1.
Binpin funamivHi mpoiiecu crioctepiraaucs B Malli€H-
TiB i3 myTamismu N370S /N370S i N370S /1444 P. Ha-
CTOPOIKYE, 10 3a ckyaHol myTaitii N370S/84GG
y TAIiEHTIB 31 BCTAHOBJIECHUMU HAWBUIIIUMU TTOKA3-
aukamu Lyso-GL1 guHamivHi iporiecu Oy cyTTEBO
cnioBuIbHeHUMU. Harpukiiaz, 3a HassBHOCTI aHeMiy-
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Tabnuys 2
MokasHuku 6iomapkepa Lyso-GL1y giteit 3 GD1 3 ypaxyBaHHAIM MyTaLiiiHOro cratycy
BionoriuHnin mapkep Lyso-GL1 (<10 Hmonb/n)*
N370S/N370S N370S/L444P N370S/84GG
Kniniuna osHaka Ha vac nicns Ha vac nicns Ha vac nicna
aiarHosy 5-piyHOro piarHosy 5-piyHOro aiarHosy 5-piyHoro
nikyBaHHSA niKyBaHHSA nikyBaHHSA
Aremia (n=13) 378,1+0,16 32,011 247,3+0,12 44,2+0,11* 447,2+0,26 129,6+0,17**
(37-1Mm2) (9-87) (22-721) (19-117) (98-1270) (66-31)
TpombounToneHida 117,3£0,19 28,1£0,09* 325,6+0,17 51,1+0,13* 562,5+0,21 74,2+0,26"
(n=20) (21-873) (1-56) (45-1340) (19-117) (51-973) (81-551)
36iNbLEHHS NeYiHKM 221,6£0,1 49,5+0,10** 109,7+0,09 34,9+0,17* 374,1£0,19 104,8+0,17**
(n=17) (29-507) (13—69) (49—746) (19-117) (52-1023) (19-147)
30iNbLIEHHSA CeNesiHkN 405,3+0,15 37,2+0,08™ 230,3+0,13 18,7+£0,12** 561,7+0,21 134,1£0,20*
(n=25) (21-607) (15=71) (11-505) (19-117) (77-1371) (66-31)
Bink y KicTkax i KICTKOBI 229,7+0,19 26.5+0.11 293,1+0.1 32,4+0,17* 519,4+0,23 119,740,18™*
Kpu3n (N=16) (32-1001) (17-53) (45-1340) (19-117) (58—-673) (66-311)
[pUMITKK: * — HOpManbHe 3Ha4eHHsa 6ionoriyHoro mapkepa Lyso-GL1[12], ** — nocToBipHe 3Ha4eHHs Woao pisHA Lyso-GL1 Ha yac BCTaHoBNeHHs AiarHosy GD1.

HOTO CUHIPOMY I 301/IbIIIEHHST CEJIe3IHKM TOPILAHICTH
JIMHaMiky yTpuMmyBasia piBeHb Lyso-GL1 i3 cepennim
3HadeHHam 129,6+0,17 ur/mi i 134,1+0,20 ur/m,
BiZITIOBIZTHO. 3BiCHO, 1110 32 TAKOi MyTallii B MAIIEHTIB
i3 TpombormToneHieio BMicT Lyso-GL1 6yB HaltHuK-
yuM (74,2+0,26 HT/MIT), TPOTE HE TOCATHYB MiHi-
MaJIbHUX HOPMATUBHUX 3HaY€Hb, SIK 1 3arajioM y BCiX
naitienTis i3 GD1 (n=27) (1abu. 2).

XBopoba Tore Tuiy 1 — 11 HAWMONMPEHI T Bapi-
AHT FeHeTHYHOI XBOPOOK HAKOIIMYEHHST JII30COMA/Ib-
HUX (hepMEHTIB, CIIPUYNHEHO] 1einuToM hepMeHTy
rirokoriepe6posuasi. Lle mpu3BOANTS 10 HAKOITTYEH-
H# TJIIOKOLIEPeOPO3ULY B JIi30cOMax Makpodaris, 0co-
6JIMBO B TAaKUX OpPraHax, K IIeUiHKa, CeJle3iHKa, KiCTKO-
BUI MO30K i Jeredi. GD1 mae mupoxuii cnexktp
KJTIIHIYHUX TTPOSIBiB, 30KPEMA, 3 TETTATOCTITIEHOMETAJTi-
€10, aHEMI€10, TPOMOOIMTOIIEHIETO, YPaKEHHSIM KiCTOK
Ta iHIMX opraxiB [4,7,12]. BaxsmBoio ckaoBoio mia-
THOCTYBaHH$I i MOHITOPUHTY JIIKyBaHHS € 3aCTOCYBaH-
Hs1 GioMapKepiB, TAKKX SK J1i30(hOPMEHHUI IJIIOKO-
susnchinrosun (Lyso-GL1 a6o Lyso-GB1).
Lyso-GL1 BUABASETHCS SIK BaKJINBUN AIaTHOCTAYHUT
i nporaoctuunmii 6Giomapkep ipu GD1. Y Hopwmi et
MapKep € MeTabOJITYHUM ITPOLYKTOM TJTIIOKOIIEPeOpPO-
3WLy, aJie 32 HasIBHOCTI eIty roKonepedposnjia-
31 MOT0 piBeHb 3HAYHO THiiButyeThes [ 1,13].

Jlesiki HayKoBII, siKi BUB4asn posib Lyso-GL1 ipu
GD, marosorytoTh Ha HOTO BaXKJIUBOCTI B JIIATHOCTY-
BaHHI 1 MOHITOPUHTY JIiKyBaHHs. BOHU 3a3HAYaIOTh,
o Lyso-GL1 € oxgtum i3 Haitbibr crierudivnmx
6iomapkepiB aust GD. ITigBuniennst pisus Lyso-
GL1 4iTKO KOPEJIoE 3 TIKKICTIO CUMIITOMIB 1 ypa-
JKEHHSIMI OPTaHiB, 110 POOUTD Iell MapKep BayKJIMBUM
JIJIs MOHITOPUHTY CTaHy MaIli€eHTiB. BumiptoBanus

I[bOTO HioMapKepa JAa€ 3MOTY JiKapsM KOPeryBaTh
JIKYBaHHsI B peaJIbHOMY 4aci Ta 3armobiratn yckJa-
HeHHM [3,9,14].

[Hmi gocmignnky BKa3yoTs Ha Lyso-GL1 gk Ha
MapKep, 1110 IepeBepIIye TPAAUIIIHI METOIH [Tia-
rHOCTYBaHHs. BoHUM BBa)KaloTh, 110 BiH 3a0e3meuye
GiJIBII TOYHE 1 CBOEYACHE BUSIBJIEHHSI XBOPOOH Ha-
BiTh y IALIIE€HTIB i3 JIETKMMU CUMITOMaMU ab0 aTy-
[TOBUMU ITPOSIBAMU. TxHi mocmimkerHs CBI/I4aTD, 1110
micyst hepMeHTO3aMiCHOT Tepatii piBeHb Lyso-
GL1 3H2a9HO 3HUKYETHCS, O CBiYUTD TIPO edek-
TUBHICTb JlikyBants [2,11,15].

Lyso-GL1 € BaxkamBUM 17151 TOBTOCTPOKOBOTO MO-
HITOPUHTY XBOPHX, OCKIJTBKA MapKep He JINIIe Kope-
JIIOE 3 KJIHIYHUM 1epebiroM 3aXBOPIOBAHHS, ajie
€ TPOTHOCTUYHUM (haKTOPOM PUBUKY YCKJIA/HEHD,
a peryJIsipHuil MOHITOPUHT piBHIB Lyso-GL1 pomo-
Marae ONnTUMi3yBaTH /103U Tepallii Ta MiHiMi3yBaTu
no6ivni epexrn [11-13].

Oxpema rpyna aBTOpiB BKa3ye Ha MOTeHIiaJl
Lyso-GL1 a1 nmosinimeHHs SIKOCTI JKATTS TAIIEHTIB
i3 GD. Bonu HarosomuryioTs, 110 3aCTOCYBaHHS ITbO-
ro 6GiomMapkepa 3HIKY€ MoTpedy iHBa3UBHUX METO/IIB
00CTEKEHHST, TAKUX sIK OIOTICis, 1 /1a€ 3MOT'Y TOUHiIIe
OTIiHIOBATH TepPaNeBTUYHY BiAmosiab [4,10].

3a OTpUMaHWMU HAMU JIAHWMU, y TIAITIEHTIB i3 Be-
JINKUMU PO3MipaMHU ceJie3iHKU U MeUiHKU CIIoCTepi-
raeThes TmiaBuIeHni pisenb Lyso-GL1, mo kopestoe
3 piBHEM yPasKeHH4 I[UX OPTaHiB. ¥ XBOPUX i3 KiCTKO-
BUMU KPH3aMU BUSIBJIEHO ITiIBUTIIEHUH PiBeHD Lyso-
GL1, o Bka3ye Ha HAKOTIMYEHHsI cyOCTpaTy B KiCT-
KOBIii1 TKaHWHI. AHeMist i TPOMOOITUTOTIEHIST TAKOK
noB’s13axi 3 niziBuinennMu pisasimu Lyso-GL1, mo
BizloOpakae 3arajbHe ypaKeHHs KiCTKOBOI'O MO3KY.
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[TartienTn, sIKi OTpUMYIOTh (DepMEHTO3aMiCHY Tepa-
M0 IMITJTIOIIEPA3010, IEMOHCTPYIOTh 3HAUHE 3HMKEH-
Hs piBHs Lyso-GL1 npoTsirom 1'siti poKiB JIiKyBaH-
Hs, TIIO CBIYUTH PO 3MEHIIEHHS HAKOTTUYEeHHS
HaTOJIOTIYHIX MeTaboIiTIB y KiaiTuHax. Ile Kopesoe
3 TIOJIITITIIEHHSIM KJIIHIYHOTO CTaHy, 30KpeMa, 3i 3MeH-
IIEHHSIM PO3MIipiB CeJIe31HKH, IOKPAITIeHHSIM KPOBO-
TBOPHOI (DYHKIIi1 Ta BMEHIIIEHHSIM YPaskeHb KiCTOK.
Otxe, Lyso-GL1 € BaxsimBUM i HAIiiTHUM iHCTPY-
MEHTOM /17151 AjarHocTyBaHHs it tikysanns GD. Voro
BITPOBAIZKEHHS B KJTIHIUHY TIPAKTUKY 3HAYHO MOJIIIIITYE
TOYHICTb JIIATHO3Y, /IA€ 3MOTY 1HJIVBI/[yaTi3yBaTH JIKY-
BaHHSI 1 CIIPHSIE ZIOBIOCTPOKOBOMY MOHITOPUHI'Y O€3 110~
TpeOU YacToTo MPOBeIeHHST IHBa3MBHIX TIPOTIEYP.

BucHoBku

Lyso-GL1 € BaxxsimBuM 6ioMapKepoM y JiiarHoc-
TyBaHHi, MOHITOPUHTY IIPOTPECYBAHHSI TA OIIHIOBAH-
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