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XBopo6a Nowe trny 1(GDY) € cnaakoB1M 3aXBOPIOBAHHAM, BUKIMKAHUM AediUmMTOM hepMeHTy rokouepetposnaasi, o NPpU3BOANTL 40 HAKO-
MUYEHHS MIIOKOLEPeOpO3May B KITMHAX, OCOONMBO B MaKpOoMarax. 3axBOPIOBaHHSA YPaxye CeflesiHky, NediHKy, KICTKM | KICTKOBWI MO30K. OAHNM
I3 KNIOYOBMIX AIAarHOCTUYHNX MapKepIB € MIIoKO3UNCDIHIO3MH (Lyso-GLT), Aknii BinoOpaxae HakoNMUeHHd rakouepetposmay i CBiAUNTb Npo Ha-
aBHICTb GD1. Lyso-GL1 Bax/MBWiA A1 PaHHBOT O BCTAHOB/IEHHS [larHO3Y, MOHITOPUHIY NPOTrpecyBaHHy 3axXBOPIOBaHHA Ta OLIHIOBaHHA eheKTns-
HOCTI Tepanil. 3HWKEHHA PIBHA LibOro 6ioMapkepa Mif 4ac NikyBaHHA CBIAYNTL NPO MOro YCMILWHICTb, LLO A3E 3MOry KOperysaTtu 403V npenaparis
I MPOrHO3YyBaTV BIAMNOBIAL NaLiEHTa Ha Teparnio.

MerTa — BVI3HaUNTY BaXNMBICTL AOCNIAXKEHHA OioMapkepa Lyso-GL1Yy aiarHocTyBanHI i MOHITOpuHry GD1.

Martepianu Ta meToaum. [1poaHanizoBaHo pisHi Lyso-GLTy 27 aitelt i3 GD1 gikowm Big 11 mic. 40 21 poky 3a 2014—2024 pp. AN OUIHKN eheKTUBHOCTI
NIKyBaHHS, ONTUMI3aLil pe3ynsTatis PepMeHTo3amiCHOI Tepanil IMIriouepasolo Ta BOOCKOHANEHH:A IHAMBIAYaNbHOrO MiAXOAY.

PesynbraTtn. PiseHb Lyso-GL1 Moxe OyTh NPOrHOCTUYHIM NOKAa3HUKOM PU3KKY PO3BUTKY YPaXeHb Opranis abo ycknaaHeHb. MauieHTn 3 BULLMM
piBHeM Lyso-GL1 MatoTb GifblUnii pU3NK PO3BUTKY HEAOCTATHOCTI KDOBOTBOPHO! CUCTEMY (@HEMIA, TPOMOOLIMTONEHIS), CEPUO3HE YPaXEHHSA AK
BHYTPILWHIX OpraHis (30iNbLIEHHA NeYiHKM | cenesiHkm), Tak i KICTOK (Gib Y KICTKax i KICTKOBI KpY3K), O CBIAUMTL MPO NEPEBaxXaHHs LibOro Mapkepa
He e AN9 MOHITOPUHIY Tepanil, ane i 419 NPOrHO3yBaHHA nepeodiry 3aXBOPIOBaHHS.

BucHoBKMU. Piserb Lyso-GL1 € BaxnmsuM i HAAIMHNM IHCTPYMEHTOM AN AIarHOCTYBaHHA | NikyBanHA GD1. 3aCTOCYBaHHA TAKOrO IHCTPYMEHTY B K-
HIYHIV NPaKTULL CyTTEBO BM/IMBAE HA TOYHICTb AiarHO3Y, AA€ 3MOrY IHAVBIAYai3yBaTV NiKYBaHHA | CPUSAE TPMBAIOMY MOHITOPUHIY 6€3 notpetn
HaCTOro NPOBEAEHHS IHBA3UBHVX MPoLeayp.

JlocnipXeHHsA BUKOHaHO BIAMOBIAHO 40 NPUHLMNIB [ eNbCIHCLKOT AeknapaLll. [pOTOKON AOCNIMKEHHS YXBANEHO KOMITETOM i3 OI0TUKN Ta JEOHTO-
N0 3a3Ha4YeHOT B pOOOTI yCTaHOBW. Ha npoBeAeHHdA AOCNIAXKEHb OTPUMAHO IHPOPMOBAHY 3roay NaLieHTIB.

ABTOPU 3a9BNSI0Tb MPO BIACYTHICTL KOHMAIKTY iIHTEpeCIB.

Kmo4voBi crroBa: GioN0riyRH1iA MBPKED, aHeMid, TPOMOOUMTONEHIA, renaToCnIeHoMeranis, ypaKeHHs KICTOK, YPaKeHHSA 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-GL1T), which reflects the accumulation of glucocerebroside and indicates the presence of GD1. Lyso-GL1 is 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-GL1 biomarker 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, 1[0 IPU3BOAUTH A0 HAKONMYEHHS TJII0KO-
BopoOa lorme tumy 1 (GD1) — 11e cmagikoBe  11epebPO3HUILY B KIIITHHAX OPraHi3My, 30KpeMa, B Ma-
3aXBOPIOBAHHS, SIKe BUHMKAE BHACTIIOK  Kpodarax [2]. [le 3axBopioBaHHS NepeBasKHO yPaKye
nediruTy (hepMeHTy TIIoKOIepedpo3uIa-  CeIe3iHKY, eUiHKY, KiICTKY i KiCTKOBHIT MO30K [5,11].
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[TosiBa 9iTKMX AiarHOCTUIHNX MapKEPiB € BAsKJIMBUM
€TarioM Y CBOEYACHOMY BCTAHOBJICHHI /1iarHO3Y, MOHi-
TOPHUHTY KJIHIYHOTO nepebiry it edhekTrBHOCTI Tepa-
mii [8,16].

Lyso-GL1 € ogaum i3 Kiro9oBUX GioMapKepiB mpu
GD1. Ie MmeTabomiaHUI TIPOAYKT IIIIOKOIIEPeOpO3u-
Ty, IO HAaKOTIMYY€EThCS BHACTIOK AediruTy dep-
MeHTY TroKoiepebposuaasu [6,14]. Croromani Lyso-
GL1 po3rasaaioTs K 0/IuH i3 HailiHGOPMATUBHITITIX
6ioMapKepiB JJIsT 1IaTHOCTYBAaHHS i MOHITOPUHTY
JikyBaHHs. /[iarHOCTUYHA POJIb IIOTO HioMapKepa
MOJISATAE B YYTJIUBOCTI 1 cIeTn(igHOCTI, OCKITBKA
mizutieni pisHi Lyso-GL1 4iTko KopesooTh i3 Ha-
sprictio GD1. Lyso-GL1 oco6mBo BaskIuByil y -
(bepentiiiiHomMy fiarHOCTYBaHHI MMAIi€HTIB i3 HecIe-
nudivaumMu abo cirabkumu cumnromamu [4,12].
Basxsnuso, 1110 11€#1 MapKep MOKe BUSBISATUACS BiKe Ha
PaHHIX CTa/lisIX 3aXBOPIOBAHHS, 1110 JIa€ 3MOTY 1104a-
TH JIIKyBaHHSI Ha eTalli, KOJIM ypaKeHHs OpraHisB 11ie
MOKHA 3yTUHUTH 200 oM sikiiTh. To6To MOHITO-
PUHT 11epebiry 3aXBOPIOBAHHS OJISTAE B 3MiHI PiB-
HiB Lyso-GL1, 1o n1ae 3Mory omiHuTH CTYTiHb Ha-
KOITMYEHHSI IJII0KOIepeOpO3nIy B OpraHisMi, SKuit
BijloOpaskae nporpecyBanus saxsopiosanus [9,11].

Ilix yac mpoBeneHHs (hepMeHTO3aMiCHOI Teparrii
a0b0 3aCTOCYBaHHS IHIIMX METO/IIB JIIKYBaHHS PIBEHb
Lyso-GL1 3umxyeTbes, 10 CBIYNTD PO eeKTHB-
HiCTh JTIKyBaHHs. Bincresxxenns pisaiB Lyso-GL1 no-
TmoMara€ KOperyBaTH /1031 MpermapaTiB i TPOTHO3Y-
BaTH Bi/IMIOBIIb TaltienTa Ha Tepariio [ 1,5,13].

Mema nociijizkeHHs — BU3HAUYUTHU BAXKJIUBICTD
nocikennst biomapkepa Lyso-GL1 y giarnocty-
BaHHi i MoHiTOpuHTY GD1.

Marepiaiu Ta METOIH TOCII?KEHHS

o nocoimkenss, TpoBeIeHOTO B TICHIN CITiBITparti
3 T'O «BceykpaiHcbke 00’€iHAHHST IHBATI/IIB — XBOPHX
Ha xBopoOy Torie, 3amyueno 27 xgopux i3 GD1. [lani
OTPUMAaHO IJISTXOM BUBUEHHSI BUTSTIB 3 iCTOPili XBO-
pob6 'y 2014—2024 pp. Bik narfieHTiB, IKUX crioctepira-
JIV B KJITHIYHUX Bi/IZTJIEHHSX PI3HUX PeTiOHIB YKpainy,
craroBuB Bifi 11 mic. 10 21 poky. Cepen 27 naiieHTiB
i3 GD1 6y.10 11 0ci6 yos0Biuoi cTaTi, a 16 — KIHOUOI.
Bik Ha MOMEHT BCTAHOBJIEHHS J[iaTHO3Y —
3,8%11,2 poky (mianazon — Big 11 mic. 10 21 poky).

IIpoananizoBano piBenb Lyso-GL1, Busnauenuii
Ha GioxiMiuHOMY aHasizatopi «Selectra Pro XL»
(Hinepsanan), ik Ha MOMEHT BCTAHOBJICHHSI JIlarHO-
3y, TaK i Ha TJIi 5-piyHOro (hepMEeHTO3aMiCHOTO JIiKY-
BaHHA iMIiTJ0I[epa3oio (KOJUBAHHA 03U — BiJ
15 O/l /xr no 120 O/ /kr aBiui Ha MicsIIb, CEPEIHS
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nosa — 47,5£3,5 O/l /kr nBiui Ha Micstib). BuBueno
B3a€MO3B 130K piBHst Lyso-GL1 i3 HasgBHiCTIO KJTiHIY-
HUX O3HAK aHeMii, TpPOMOOIIUTOIIEH ], TeaTOCILIEHO-
MeraJIii Ta ypaskeHHsI KicTKoBoI cucteMu (6is1b y KicT-
Kax i KiCTKOBi Kpu3n), a Takoxk myTaiismMu GBA
(N370S/N370S,N370S/L444P,N370S /84GG).

3araJpbHUIT aHAJIi3 KPOBi Yy XBOPUX BUKOHAHO HA
amapati «Sysmex XS-500i» (fAmonist), a po3mip te-
YiHKU Ta CeJIe31HKU TaIli€EHTA OI[iIHEeHO 32 I0TIOMOT0I0
YIBTPa3BYKOBOTO JIOCTiIZKEHHS YePeBHOI TOPOKHU-
uu (Phillips Affinity 70G, Sdmowist).

Cryminb ypaxeHHs kictok (611b y KicTKax i KicT-
KOBi KpM31) BU3HAUEHO 3a OaJIbHOIO IKAJIO0 Bij
0 10 5, Kostu 3pocTanHs GaliB BKa3yBaJIo Ha BUPaKe-
HY [IPUCYTHICTH GOTBOBOTO CHHIPOMY.

[o0 MoJIeKyISIPHO-TEHETUYHOTO I0CII/IKEHHS, TO
redomuy /IHK excrparosano 3 sieiikonuTis mepude-
PUYHOI KPOBI 32 J0IIOMOI0I0 HabOPIB /IS BUILIEHHS
JTHK «PUREGENE>» (Gentra Systems Inc., Minnea-
nojic, Minnecora, CIIIA). KoxyBanbHy HiNsHKY
i hylaHKyBaJIbHI MiXKTreHHI TIocTiioBHOCTI rena GBA
(GenBank: NG _009783) cexBeHOBaHO 3a JOIIOMOTO0
reHeryHoro anasizaropa «ABI3130x]» (Applied Bio-
systems, @ocrep Citi, Kamidopnis, CIITA).

ocizkeHHs BUKOHAHO BIZITIOBITHO /10 TPUHITN-
niB [enbcincebkoi gexnapaitii. IIpoTokost gociken-
HS YXBaJIEHO KOMITETOM i3 6i0€THKH Ta I€OHTOIOTTi
3a3HavyeHoi B poboTi ycranosu. Ha nmpoBeneHst 10-
CJTiKeHb OTPUMAaHO iH(OPMOBaHY 3TOTY TTAIli€HTIB.

OrpumaHi pe3ysibTat o1fiHeHo TectoM Kpackesa-
Bouurica, sikuit 6a3y€eThesi Ha pAHTOBOMY BIIOPSIIKY -
BaHHI JIaHWX 1 /Ia€ 3MOTY TIPOAHAJII3yBATH BiJIMIHHOC-
Ti Mixk BuOGipkamu. MiKrpynosi BiAMiHHOCTI
SIKICHUX O3HaK OI[iHEHO 3a KpuTepieMm Xi-KBaapar
(¢?) Iipcona 3 goBipunm inrepBaiom 95% (p<0,05).

Pe3ybraTu A0CIiI5KEHHS
Ta iX 00roBOpPEeHHs

YV 27 nmauientis i3 GD1 Ha eramni BcTaHOBJIEHHS
niarHo3y op¢haHHOTO 3aXBOPIOBAaHHS CePeiHill pi-
BeHb Oiosoriuroro mapkepa Lyso-GL1 cranoBus
403,9%0,19 Hr/mu i3 MiHIMaJIBHUM i MAKCUMAJIbHIM
BigxuienuaM Bix 11,7 ur/mu 1o 1340 ar/Mmo.

IIpoananizosano BMmicT Lyso-GL1 y cuposarui
KPOBI 3 ypaxyBaHHAM KJIIHIYHUX IIPOSIBIB XBOPOOU —
ypaskeHHsI KPOBOTBOPHOI CUCTEMU, BHYTPITIIHIX OP-
ratis i kictkoBoi cucremu (tabu. 1).

3a oTpUMaHUMU pe3yabraTtamu, y maiteii i3 GD1,
dKa IPOSIBJIAIACS O3HAKAMU aHEMIYHOTO CUH/IPOMY
(n=13) it rpomGorurornenieo (n=20), cepenHe 3Ha-
gyennst Lyso-GL1 3pocrano no 357,3+0,13 ur/ma
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Tabnuys 1
Moka3Hukun 6iomapkepa Lyso-GL1y giteit i3 GD1
Biomapkep Lyso-GL1
_ (<10 Hmonb/n)*
KniHiyHa o3Haka - -
Ha yac nicnsa 5-pivHo-
piarHosy ro NlikyBaHHS
Arewmia (n=13) 357,3+0,13 39,640,117
(22-1270) (9-721)
TpomGountoneHia 334,6+0,21 51,3+0,19**
(n=20) (21-134) (11-551)
36iNbLIEHHSA NEeYiHKM 235,6+0,11 62,6£0,10™
(n=17) (29-1023) (13-17)
30iIMbLIEHHA CenesiHkn 386,6+0,15 63,3+0,18**
(n=25) (11-1131) (15-31)
Binb y KicTkax i KICTKOBI 346,7+0,19 59,1+0,12**
Kpn3au (N=16) (32-1340) (17-31)

[puMITKa: * — HOpMarbHe 3HaYeHHA 0I0N0rYHOro Mapkepa Lyso-GL1[12],
** — JOCTOBIPHE 3Ha4EHHR LLOAO CTapTy NikyBaHHs Ta fikyBaHHA GD1noHas 5 pokis

i1 334,6%0,2 Hr/mu, BinosigaHo. Pe3yibraT mopis-
HAHHSA ToKa3HukiB Lyso-GL1 y mamienTis i3 GD1,
Y SIKUX BUSIBUJIH 301/IbIIIEHHST TIEYIHKY 1 CEJIe31HKH,
3aCBiTYNIIN, 1[0 B OCTAHHBOMY KJIIHIYHOMY TPOSBi
XBOpOOU BoHM Oy HallBUIUMU. Tak, pu remnaTo-
meranii (n=17) Bmict Lyso-GL1 cranoBus
235,6+0,11 Hr/MmJL, TO/II SIK 31 301/IbIIEHHAM PO3MIpIB
cene3iHku (N=25) foro cepeiHe 3HAYEHHS CTAHOBUIIO
386,6+0,15 nr/mu. Baxxmiso, o B 16 giteii i3 GD1 3
ypakeHHSIM KiCTKOBOI CHCTEMHU, 30KpeMa, 3 OoJieM
Y KiCTKaX i KICTKOBUMU KPU3aMU, TAKOXK 3POCTAB I10-
kasHuK Lyso-GL1 10 346,7+0,19 ar/mu. Ciix 3a3Ha-
YUTH, 1[0 cCaMe 32 HASIBHOCTI TAKUX KJIIHIYHUX O3HAK
XxBopoOu B nauientis i3 GD1 Oyim HaliBUIIi K MiHi-
MaJIbHi, TaK i MAKCUMAJIbHI 1H/IUBI/lyaJIbHI 3HAYEHHST
Lyso-GL1 — 32 ar/mu i 1340 ur/ma, BiNoBiAHO.

Ha ocobuiBy yBary 3acsiyroBye Te, II0 Ha TJIi JIKy-
BaHHS IMITJIIOIEPA3010 SIK eJleMeHTOM (hepMEeHTO3a-
MiCHOI Tepartii BIIPOJIOBK 5 POKIB 3a OY/b-sIKOTO
KJIHIYHOTO TIepebiry XBopoou (aHeMist/TpoMOOIITO-
IIeHis, TeraTocIieHoMeratis, 6ijib y KicTKaxX i KiCTKO-
Bi kpu3n) piBeHb Lyso-GL1 cyTTeBo 3HU3UBCS 1TOPiB-
HSTHO 31 CTapTOBMMM 3HaYEHHSIMHU, TOOTO Ha eTari
BCTAHOBJICHHS JIiarHO3Y. Y JKOAHOTO 3 TAIlIEHTIB BiH
He JI0CSITaB HOPMAJbHUX BEJWYNH 1 MAaKCUMAJIbHO
yTpUMYyBaBcs y Tux marientis i3 GD1, y sikux Oyma
renatociieHomerasist — 62,6+0,10 ur/ma (p<0,05)
it 63,3+0,18 ur/ma (p<0,05), Bianosigno. Hesna-
qHOTO OyJIa PI3HUIA B CEPeHIX MMOKa3HMKax Lyso-
GL1 3a HassBHOCTI 60JTI0 B KiCTKaX i KICTKOBUX KPU3iB
[PV OPIBHSTHHI 31 301/IbIIIEHUMHU PO3MiPAMU TTEYiHKH
i cenesinku (59,1£0,12 ur/mi; p>0,05). Ha nibomy
eTarl J0C/Ii[KeHHS HAlTHIKYUMEU OyJIM TOKa3HIUKI
Lyso-GL1 y zireii i3 nepebirom GD1 3 ypaskeHHsIM

72

KPOBOTBOPHOI CCTEMH i HASIBHICTIO TIPOSIBIB aHEMiU-
HOTO CUHAPOMY U 3HUKEHHAM PiBHS YePBOHUX
KpoB’sHux tinenb — 39,6£0,11 ur/ma (p<0,05)
i1 51,3£0,19 ur/mu (p<0,05), BianosiaHo (Tabr. 1).

[TpoanamizoBano BmicT Lyso-GL1 y martienTis i3
GD/1 51K 3 orJIstity Ha KJIiHIYHI O3HaK1 XBOPOOH, TaK i Ha
HasBHICTb OKPEMO BCTaHOBJIEHUX MyTarliit — N370S/
N370S,N370S/1.444P,N370S /84GG (1abu. 2).

OTpumaHi JaHi 3acBiAYMIIN, 1110 32 OYIb-AKOI My-
tarii 3 kriaigyauMu posBamMu GD1 (aneMist, TpoM-
6o1MTOIIEHIsI, 301/IbIIEHHST PO3MIPiB CEJIE31HKM i I1e-
yinku, Oib y KicTKax i KICTKOBI KpU3u) piBeHb
Lyso-GL1 3pocras.

3okpema, 3a HagBHOCTI MyTaiii N370S/N370S
Haiiumuii BMicT Lyso-GL1 criocrepirases y namien-
TiB i3 BUpa’)KeHUMHU [TPOSIBAMU aHEMIYHOTO CUH/IPOMY
(378,1+0,16 1r/mun) i 36i1bIIEHHSIM PO3MIpIB ceJie-
sinku (405,3+0,15 ur/mur). Xova B Malie€HTiB i3 rerna-
TOMerasi€lo, 60JieM y KicTKax i KiICTKOBUX KpU3ax
nokazunky Lyso-GL1 6yu Mentmnmu, ocobJIiBO 3a
YMOBH 3HIZKEHOTO PiBHST TPOMOOITHTIB (Tabur. 2).

[omo myTarttii N370S /L444P, To cepenHi 3HaueH-
Ha Lyso-GL1 criocrepiranucg B nattienTis i3 GD1,
y SIKUX Haityacriie GyJiu posiBU TPOMOOIUTOTIEH]T
(325,6+0,17 ur/mur). Maitke oHakoBi OyJIu TIOKa3-
HUKH 1[bOT0 Gi0JI0TIYHOr0 MapKepa XBopoOu B I1alli-
€HTIB i3 6GOJILOBMM CHUHAPOMOM Yy KicTKax
(293,1+0,11 Hr/Ma), aHEMIYHUM CUHIPOMOM
(247,3+0,12 1ur/mun) i 361IbITIEHHSIM PO3MIPIB Cestesin-
ku (230,3£0,13 ur/mn). Bucoknmu, ae HatMeHITUMHI
B I1ii1 rpyi, 6ysmm mokasHuky Lyso-GL1 y xBopux i3
GD1 3 renaromeraiero — 109,7+0,09 ur /M (tabir. 2).

Ciix 3a3Ha4UTH, 110 13 BUABJIEHHAM OJHI€ET 31
ckaanaux mytaiiit N370S/84GG Bigznauanmcs
HatiBuIi nokazunku Lyso-GL1 B ycix rpymax maiti-
€HTIB 3 orvIsity Ha KJiHiuHi o3aku GD1. Haiibiib-
Kt BMicT 6i0J10rYHOr0 MapKepa criocTepiraBes 3a
HasgBHOCTI TpoMboITONeHii (562,5+0,21 Hr/Ma)
i 36imbInenns cesnesinku (561,7£0,21 Hr/mir). Bax-
JIMBO, 10 B OHIET IUTUHU JJaOOPATOPHO MiITBEPAU-
s HaviButuii piBeHb Lyso-GL1 cepen ycix 27 marti-
entiB i3 GD1, 30kpema, 1371 ur/mu (tabor. 2).

3 ypaxyBaHHAIM MYTallifHOTO cTaTycy TpH
GD1 3actocyBamHs iMirJTiolepasu BIPOIOBIK d POKIB
CYTTEBO BIUIMHYJIO HA 3HMKeHHs piBHA Lyso-GL1.
Binbin auHamMivHi mpoiiecu crioctepiraiucs B Maii€H-
TiB i3 myTamismu N370S /N370S i N370S /1.444P. Ha-
CTOPOJKYE, 1O 3a ckyagnoi myrarii N370S/84GG
y MAIEHTIB 31 BCTAHOBJIEHUMU HAWBUIIUMHU TTOKA3-
Hukamu Lyso-GL1 auxamiuHi iportecu Oyiu CyTTEBO
crioBiTbHeHNMMU. Hammpukimaz, 3a HasgsBHOCTI aHEMIY-
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Tabnuys 2
Moka3Huku 6iomapkepa Lyso-GL1y giteit 3 GD1 3 ypaxyBaHHAM MyTaUiiHOro cratycy
BionoriyHuin mapkep Lyso-GL1 (<10 Hmonb/n)*
N370S/N370S N370S/L444P N370S/84GG
KniniuHa osHaka Ha 4yac nicna Ha Yac nicna Ha 4Yac nicna
piarHosy 5-piuHOro piarHosy 5-piuHoro piarHosy 5-piuHoro
NiKyBaHHSA nNiKyBaHHA nikyBaHHA
Anemia (n=13) 378,1£0,16 32,1101 24731012 44 240,11 447240,26 129,64£0,17*
(37-1M2) (9-87) (22-721) (19-117) (98-1270) (66-311)
TpombountoneHia 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) M-56) (45-1340) (19-117) (51-973) (81-557
30iNbLIEHHA NEeYiHKM 2216101 49,54+0,10* 109,7+0,09 34,9+0,17* 3741019 104,8+0,17**
(n=17) (29-507) (13-69) (49-746) (19-117) (52-1023) (19-147)
30iNbLIEHHA cenesiHkn 405,3+0,15 37,2+0,08* 230,340,13 18,7+0,12** 561,740,21 134,1+0,20**
(n=25) (21-607) (15=71) M-505) (19-117) (771371 (66-31)
Binb v KiCTKax i KICTKOBI 229,7+0,19 26.5+0.11" 293,1+0,M 32,4+0,17* 519,4+0,23 119,7+0,18**
Kpw3n (N=16) (32-1001) (17-53) (45-1340) (19-117) (58-673) (66-31)
[MpUMITKI: * — HOpManbHe 3HaueHHs 6ionoriyHoro mapkepa Lyso-GL1[12], ** — 4oCTOBIpHE 3HaUEeHHA WoAo piBHA Lyso-GLT Ha yac BCTaHOBNEHHS AiarHo3y GD1.

HOTO CHHIPOMY I 301JIbIIIEHHST CEJIE31HKM TOPITIAHICTD
IMHaAMiKK yTpuMyBasia piBeHb Lyso-GL1 i3 cepennim
3HaueHHsaM 129,6+0,17 ar/mir i 134,1+0,20 ar/mu,
BI/IMIOBIZIHO. 3BiCHO, 1110 32 TAKOI MyTallil B AI[IEHTIB
i3 rpomOoItToTeHieio BmicT Lyso-GL1 6yB HaitHmK-
ynm (74,2+0,26 Hr/MT), TPOTE HE JIOCSTHYB MiHi-
MaJIbHUX HOPMaTUBHUX 3HAUEHb, SIK 1 3arajioM y BCiX
narienTis i3 GD1 (n=27) (Tabu1. 2).

XBopoba Tome Tuiry 1 — 11e HalHOMMPe i Bapi-
AHT T€HETHYHOI XBOPOOW HAKOTTMYEHHST JII30COMAITh-
HUX (DEPMEHTIB, CTPUUMHEHOI JIeilluTOM (hepMEHTY
rimokotepedbposuasn. [le mpusBoauTh 10 HAKOTIMYEH-
HsI TJTIOKOTIEpeOPO3ULY B JIi30cOMax Makpodaris, 0co-
6JIMBO B TAaKMX OpPraHax, sik IIeUiHKa, cele3iHKa, KiCTKO-
BU# MO30K i JiereHi. GD1 ma€e mmpokuii criekTp
KJTIHIYHUX ITPOSIBiB, 30KPEMa, 3 TeIaTOCIIIIeHOMeTaJTi-
€10, AHEMI€10, TPOMOOITUTOTIEHIETO, YPAKEHHSIM KiCTOK
Ta IHNIMX OpraHiB [4,7,12]. BaxmBoI0 CKIAI0BOIO Tia-
HOCTYBAHHS 1 MOHITOPUHTY JIIKYBaHHSI € 3aCTOCYBaH-
Hs1 GioMapKepiB, TaKUX SK Ji30(OPMEHHMIA TJIIOKO-
susncdinrosun (Lyso-GL1 ab6o Lyso-GB1).
Lyso-GL1 BugBISI€THCS K BAXKJIMBUN JIATHOCTUYHUI
i nporHoctnurmii 6Giomapkep pu GD1. Y Hopwmi et
MapKep € MeTabOJIYHIM IIPOLYKTOM IJIIOKOLEPeOpo-
3UJLY, aJie 32 HasiBHOCTI IeiluTy TIII0KOIIepeOpo3uia-
3U FIOT0 piBeHb 3HAYHO TiiBUIIyeThC [ 1,13].

[lesxi HaykoBIli, siki BuBuasiu poJib Lyso-GL1 pu
GD, narosiomyioTs Ha OTO BasKJIUBOCTI B IIarHOCTY -
BaHHI 1 MOHITOPUHTY JIiIKyBaHHA. BoHu 3a3Ha4aroTs,
o Lyso-GL1 € ogaum i3 HaitbibIn crierudivHmx
6iomapkepis miast GD. ITigsuienns pisas Lyso-
GL1 4iTKO KOpEeJIoE 3 TSKKICTIO CUMIITOMIB 1 ypa-
JKEHHSIMU OPraHiB, 110 POOKTH Ieil MapKep BaKIMBUM
JIJI1 MOHITOPUHTY CTaHy HalienTis. BumiproBanusa
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IIbOTO GioMapKepa JIa€ 3MOTY JIiKapsiM KOPEryBaTu
JIKYBaHHS B pealbHOMY 4aci Ta 3arobirat yekia-
Henuam [3,9,14].

[nmi gocmigauky BKa3yioTh Ha Lyso-GL1 gk va
Mapkep, 10 MepeBepIrye TpaaulliiHi MeTou Jlia-
rHOCTYBaHHs. BoHM BBa)KaIOTh, 1110 BiH 3a0e3meuye
OLJIBIIL TOYHE 1 CBOEYACHE BUSIBJIEHHS XBOPOOU Ha-
BiTh y TAIIIE€HTIB i3 JIETKMMU CUMITOMaMHU abo aTH-
[IOBUMMU IIPOSIBAMMU. IxHi gocipKents cBiuaTh, Mo
nicas epMmenTo3amicHoi Teparii piBeHb Lyso-
GL1 3Ha9HO 3HUIKYETHCA, IO CBIAUUTD TIPO edek-
TUBHICTD JTiKyBauHs [2,11,15].

Lyso-GL1 € BaxauBuM /17151 TOBTOCTPOKOBOTO MO-
HiITOPUHTY XBOPUX, OCKIJIbKU MapKep He JIhIle Kope-
JIIO€ 3 KJIIHIYHUM 11epebiroM 3aXBOpIOBaHHs, ajie
€ TIPOTHOCTUYHUM (haKTOPOM PU3UKY YCKJIATHEHD,
a peryJsipHuil MOHITOPUHT PiBHIB Lyso-GL1 mormo-
Marae OonTUMi3yBaTH /1031 Tepallii Ta MiHIMi3yBaTH
nobiuni epexrm [11-13].

Oxpema rpyma aBTOpiB BKAa3y€ Ha MOTEHIiAT
Lyso-GL1 ns mosinimeHHs IKOCTI JKATTS TAIiEHTIB
i3 GD. Bonu HarosionrytoTh, 1110 3aCTOCYBAHHS 11HO-
ro 6iomMapkepa 3HUKY€E MoTpedy iIHBa3UBHUX METOJIIB
00CTeKEeHHSs, TAKUX K OIOIICid, 1 1a€ 3MOI'y TOUHiIIe
OI[IHIOBATH TEPANeBTUYHY BiAmoBib [4,10].

3a oTpUMaHUM¥ HaMU JIAaHWMU, Y TIAITiEHTIB i3 Be-
JIMKVUMU PO3MipaMHM ceJIe3iHKY I TIeYiHKH CITIOCTePi-
raeThes miBuIerni pisenb Lyso-GL1, mo kopesioe
3 PiBHEM ypaxKeHHs IUX OPraHiB. ¥ XBOPHX i3 KiCTKO-
BUMU KPU3aMU BUSIBJIEHO MIBUIIIEHNH piBeHb Lyso-
GL1, 1o Bka3ye Ha HAKOTIMIEHHS cyOCTpaTy B KiCT-
KOBIil TKaHWHI. AHeMist i TPOMOOIMTOIIEH ST TaKOXK
noB’s13aHi 3 migBuiennmu pisasamu Lyso-GL1, mo
BijloOpakae 3arajibHe ypaKeHHs KiCTKOBOTO MO3KY.
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[TamienTn, sKi OTpUMYIOTh (hepMEHTO3aMICHY Tepa-
Ti10 iMiTJTI011ePa30lo, IEMOHCTPYIOTh 3HAYHE 3HUKEH-
Hs piBHs Lyso-GL1 mpoTsirom 'siTi poKiB JTiKyBaH-
Hs, 1[0 CBITYUTH PO 3MEHIIIEHHS HAKOIWYEeHHS
[aTOJIOTIUHKX MeTaboiTiB y KiaitTunax. e Kopesoe
3 TIOJITIITIIEHHSIM KJTIHIYHOTO CTaHy, 30KpPeMa, 31 3MeH-
HIEHHSIM PO3MipiB CeJIe3iHKU, IOKPAIIEHHSIM KPOBO-
TBOPHOI (DYHKIIii Ta 3BMEHIIIEHHAM YPakKeHb KiCTOK.
Ortxe, Lyso-GL1 € BaskyiiBUM i HaZ[ITHUM iHCTPY-
MEHTOM JIJIS1 JiarHocTyBaHHs it gikysanusa GD. Moro
BIIPOBA/PKEHHS B KJIIHIUHY ITPAKTUKY 3HAUHO [OJIIIIILYE
TOYHICTD JIiarHO3Y, ZIa€ 3MOTY IHANBITyaTi3yBaTH JKYy-
BAHHsI i CIIPHISIE JIOBTOCTPOKOBOMY MOHITOPHHTY 6€3 T10-
TpebH YacTOro MPOBE/ICHHS iIHBA3UBHUX TPOIIE/LYP.

BucnoBku

Lyso-GL1 € BaxiuBuM GioMapKepoM y JiarHoc-
TYBaHHi, MOHITOPWHTY TIPOTPeCyBaHHs Ta OIliHIOBaH-
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