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XBopoo6a [owe 1-ro tiny (XI') € pIgKICHUM reHeTUYHMUM 3aXBOPIOBAHHAM, LLLO NMOPYLLYE META00NI3M NIMNIAIB | MAE LUMPOKMIA CNEKTP KIIIHIUHUX NPOSABIB.
Baxxnneym acnekTom nikyBaHHs € MOHITOPWHI 3MiH Y AKOCTI XXUTTA NaLieHTIB, 0COOANBO AiTel, y npoueci hepmeHTo3amMicHOT Tepanil. TOMy BUBYEH-
HA KOPENALIA MiXX 1a00PaTOPHUMM MAPKEPaMM | MOKA3HUKaMU AKOCTI XUTTA € HEOOXIAHNM A/15 BAOCKOHAIEHHA TepaneBTNYHIX CTpaTterin.

MeTta — OLiHNTV B3GEMO3B A30K MiXX 1800PATOPHNUMK MapKepamut (reMor100iH, epUTPOLINTH, TDOMOOUUTY, PO3MIP CENE3IHKM, MTIOKO3UICHIHMO3UH —
Lyso-GL1) i noKasHMKamu GKOCTI XUTTS (AKICTb CHY, 3arasibHa BTOM/IIOBAHICTb, KOMHITUBHAE BTOM/IIOBAHICTL) Y AiTel 13 X[ ynpoAoBX MATUPIYHOrO
Kypcy dhepmeHTo3aMICcHOI Tepanil.

Martepianum i MmeToan. Y 10CNIIXEHHI B3A/1M y4acTe 27 AiTel BIKOM A0 18 POKIB 13 K/IIHIUHO Ta MONEKYNAPHO-TeHEeTUYHO NIATBEPXEHMM AiarHO30M
XIM. NlabopaTopHi NOKasHMKK Ta NapameTpu AKOCTI XMUTTSA OUIHIOBaM 3a AONOMOr o0 BisyabHOT aHanorosol Wwkanv (VAS). BumiptoBaHHA NpoBOAN-
SN 0 NOYATKY MIKYBaHHS | LLLOPIYHO NPOTHATOM M'ATN POKIB.

PesynbTtatn. BCTaHOBIEHO CTATUCTUYHO 3HAYYLLY KOPESIALIID MK piBHEM FreMOr/100iHY Ta 3arasibHo | KOrHITBHOIO BTOM/IIOBAHICTIO. HU3bKNI
piBEHb TPOMOOLMTIB @COLIOBABCH 3 MNOMPLIEHHAM AKOCTI CHY. KpiM TOro, pO3MIp CenesiHkm i KoHUeHTpauia Lyso-GL1 BUaBUANCS BEXNBUMU IHAW-
Katopamu BN/VBY Ha 3ara/ibHy BTOM/IIOBAHICTb Yy AiTel i3 X[,

BucHoBKM. /1a00paTopHi Mapkepw, Taki gk piBeHb reMor/I00iHy, KiNbKICTb TPOMOOLMTIB, KOHUEHTpaLid Lyso-GLTiI po3mMip cenesiHkm, € Baxmsnmm
NpeanKTopammn napameTpis akoCTi xuTTd aiteld i3 XM, Lle aae 3mMory nporHo3yBaTtv ehekTUBHICTb Tepanii Ta CBOE4acHO il koperysatu. [oaansLui
LOOCNIPKEHHA AOUINBHO CNIPAMYBATH Ha NOrNONEHNU aHa/MI3 MEXaHI3MIB B3aEMO3B A3KY MIXX UMMM MOKA3HNKAMM.

JocnifpKeHHs BUKOHAHO BIANOBIAHO A0 NPUHLMNIB [ebCIHCLKOT Aeknapalyil. [1poToKON CXBaNeHO MICLEBUM ETUYHUM KOMITETOM. OTPUMAHO IHHOpP-
MOB@aHy 3rofly 0aTbKis a00 OMikyHIB AiTel.

ABTOPKa 3aABNGE MNP0 BIACYTHICTE KOHMIKTY IHTepeciB.

Kniouosi cnosa: x80po06a [ oLe 1-ro 11y, thepmeHTo3amiCHa Teparis, 1a00paTopHi MapKepn, AKICTb XINTTH, Bi3ya/lbHa aHa/1orosa WKasa, 3arallsb-
Ha BTOM/IIOBAHICTb, KOMHITUBHAE BTOM/IOBAHICTb.
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Type 1 Gaucher disease (GD]) is a rare genetic disorder that disrupts lipid metabolism and has a wide range of clinical manifestations. An important
aspect of treatment is monitoring changes in the quality of life of patients, especially children, during enzyme replacement therapy. Therefore, study-
ing the correlations between laboratory markers and quality of life indicators is necessary to improve therapeutic strategies.

Aim — to evaluate the relationship between laboratory markers (hemoglobin, erythrocytes, platelets, spleen volume, Lyso-GL1) and quality of life in-
dicators (sleep, general fatigue, cognitive fatigue) in children with GD1 during a five-year course of enzyme replacement therapy.

Materials and methods. The study included 27 children under the age of 18 with clinically and molecularly confirmed diagnosis of GD1. Laboratory indi-
cators and quality of life parameters were assessed using a visual analog scale (VAS). Measurements were taken before the start of treatment and an-
nually for five years.

Results. A statistically significant correlation was found between hemoglobin levels and general and cognitive fatigue. Low platelet levels were associated
with poor sleep quality. In addition, spleen size and Lyso-GL1concentration were important indicators of the impact on general fatigue in children with GD1.

Conclusions. Laboratory markers such as hemoglobin level, platelet count, Lyso-GL1 concentration, and spleen size are important predictors of
quality of life parameters in children with GD1. This allows predicting the effectiveness of therapy and adjusting treatment in a timely manner. Further
research should focus on a more in-depth analysis of the mechanisms underlying the relationship between these indicators.

The study was conducted in accordance with the Declaration of Helsinki. The protocol was approved by the local ethics committee. Written informed
consent was obtained from the children’s legal guardians.

The author declares no conflict of interest.
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Beryn

pIOBaHHS, 1[0 XapPaKTEePU3YETHCS XPOHIYHUM
Bopoba Tome 1-ro Tumy (XI'1) HastexkuTh  1epebiroM, ypaskeHHsIM PETHKYJIOEHA0TeNiaaIbHOl
10 HAUTIOMUPEHIMUX CHAJIKOBUX JIi30- CUCTEMU, PO3BUTKOM TelaToCIIeHOMET a1, aHeMil,
COMHUX XBOPOO HaKOMUYEHHs. Y Telia- TPOMOOIMTOIIEH ], yPasKeHHSIM KiCTKOBOI TKaHUHH
TPUYHIHM MPAKTUIl TIEPEBAYKAE TEPITUH TUIT 3aXBO-  Ta BiJICTABAaHHAM Y (DiI3MIHOMY PO3BUTKY. 3aB/SKU
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BIIPOBAJKeHHIO (hepmenTo3amicHoi Teparnii (D3T)
iCTOTHO MOJTMIIYIOTHCS KT HIYHI if TaGOpaTOpHi 110-
Ka3HUKU B TAI[IEHTIB, OJTHAK HABITh 32 YMOBU TPUBA-
JIOTO JIIKyBaHHS YaCTUHA [IiTEl TPOJIOBKYE CKAPKU-
THUCST HAa BTOMY, PO3JIa/IN CHY, 3HUKEHHST eMOITiHO1
i KOTHITUBHOI IPOJLYKTUBHOCTI.

Tomy 3HauHO 3pocTaE iHTEPEC 70 OIIHIOBAHHS
SIKOCTI JKUTTS K BaXKJTUBOTO KPUTEPilO eheKTuB-
HOCTI Tepartii Ta afianTaliii marienTa 0 XpOHITHOTO
3aXBOpIOBaHHA. BiloMoO, 1110 SKICTb KUTTH AiTel i3
XT'1 3amexxuTh He JIUIIe BiJl KJTIHIYHUX TIPOSIBIB, aje
1 BiJl piBHS TICUXOEMOIIITHOTO HaBaHTa)KEHHSI, KOT-
HITUBHOI BTOMJIIOBAHOCTI, TPUBAJIOCTI CHY, COITiaIb-
HOT aKTUBHOCTI. Y JliTepaTypHUX /KepeJiax He BiJl0-
OpaskeHi ycTasieHi miAX0Au 10 IPOrHo3yBaHHs 3MiH
I[IX IIapaMeTPiB Ha OCHOBI TaBOPATOPHUX MapKepiB.

Cepen HaliIIepCIEKTUBHIIINX ITOKA3HUKIB, SIKi MO-
JKYTb MaTH TPOTHOCTUYHE 3HAYEHHSI, PO3IJISIAI0Th Pi-
BeHb reMOTJI00iHY, EPUTPOIATIB, TPOMOOITUTIB, PO3MIp
CeJIe3iHKH, a TAKOK KOHIIEHTPAITIIO TJIIOKO3UIIC(HIHTO-
suny (Lyso-GL1) — cygacHoro 6iomapkepa ak TUBHOC-
Ti xBopo6u. OKpeMi aBTOPH 3a3HAYAIOTb, 1110 AHEMisT SIK
XPOHIUHWH TIMOKCUYHUT (PaKTOP MOXKe HEeTaTUBHO
BILIMBATH Ha KOTHITHBHY (yHKIIO [17,24], a TpomMbo-
[IUTOTIEHIST — ACOLIIOBATUCS 3 eMOIIITHOI0 HecTabib-
HICTIO 1 KOTHITUBHUMU TOpyTIeHHsIMU [ 8,13,22].

Ve 1€ 00IrPYHTOBYE JOLIIbHICT BUBYEHHS J1abo-
paTOpPHUX MapKePiB K MOTEHIIHHUX iIHANKATOPIB
3MiH Y TaKMX KJIIOYOBUX CKJIQIOBUX SIKOCTI JKUTTS,
SIK COH, 3arajibHa BTOMJIIOBAHICTD 1 KOTHITMBHA BTOM-
JIIOBAHICTB, y fiteli i3 XI'1, siKi OTpUMYIOTh TpUBaJe
JIIKyBaHHSI.

Mema nociijzkeHHsT — OIIHUTY B3a€EMO3B 30K
Mix slabopatopHuMU MapKepaMu (reMoTJ00iH,
ePUTPOIUTH, TPOMOOIMTH, PO3MIP CEJE3IHKH,
Lyso-GL1) i nokasamkaMu SKoCTi ;KUTTS (COH, 3a-
rajibHa BTOMJIOBAHICTh, KOTHITUBHA BTOMJIIOBA-
HicTh) y miTelt i3 XI'1 yrpo1oBx ' ATUPIYHOTO Ky P-
cy ®3T.

Marepiajiu i METOIM JOCI/IKEHHS

Jocmimxenns nmpoeeno y 27 miteli, XBOPUX Ha
XT'1, sixi iepeOyBaJI TIi1 HATJISIZIOM Y KJTiHIIT YITPO-
noBsk 2021-2024 pp. B ycix naiienTiB nmiaTBepke-
Ho miarHo3 XI'1 3a 0TTOMOTOI0 MOJIEKYJISTPHO-TEHE-
TUYHUX JOCHIKEeHb, 1110 BUSBUJIN MYTallii B reHi
GBA. Kosxnnii yaacuuk orpumysas M 3T npenapa-
TOM i3 BMiCTOM IMITJIIOI[€pa3y BiJITOBIIHO A0 MiXK-
HAPOJHUX cTaHAapTiB JiKkyBaHHsS XI'1.

Kpumepii sanyuenns do docidxcenns: migrsep-
mkennii riarno3 XI'1, mocriitne 3acrocyBanns @3T

(imirsoriepasa) MpoTATOM He MeHIie 1 poKy, MUCh-
MOBa 3T0/Ia HA yYaCTh y TOCJIi/KEHHI.

Kpumepii eunyuenns: intii cepiiosHi CymyTHI 3aXBO-
PIOBaHHS, TIO MOKYTh BIUTUBATH HA TIOKA3HUKH STKOC-
Ti kTt (IH(DEKITIT, TSKKI TopyTeHHs (PYHKITIN op-
ranis abo cucrem); HezacrocyBanus M3T abo ii
MPUTTMHEHHST; ICUXiYHI TIOPYIEHHS, SIKi He 1aI0Th
3MOTH 06’ EKTUBHO OIlIHUTHU TTAPAMETPH SIKOCTI SKUTTSL.

[l o1liHIOBAaHHS OCHOBHUX ITAPaMeTPiB SIKOCTI
JKUTTSI BUKOPUCTAHO Bi3yaJbHY aHAJIOTOBY HIKAJIy
(VAS). Ileit MeTo[ 1a€ 3MOTY TaIlieHTaM OIiHUTH
piBeHb BUPaKEHOCTI CUMIITOMIB 260 3MiH y (izny-
HOMY i TICUX0eMOTIiiHOMY cTaHi 3a 1mKkaJjoio Bizx 0 710
10 6axis. Y mpomy mocuimkenti VAS 3actocoBano
JIJIs1 BU3HAYEHHS: KOTHITUBHOI BTOMJIIOBAHOCTI —
CTYHiHb BUPAXKEHOCTI BTOMU Ta PO3CISIHOCTI yBaru
i/ Yac BUKOHAHHS PO3YMOBUX 3aB/laHb; 3araJbHO1
BTOMJIIOBAHOCTI — PiBEHb Bi/[YYTTsI BTOMU 3arajioM
IIPOTATOM [IHSI; CHY — SKICTh 1 TPUBAJIICTD CHY, OIi-
HIOBaHa 32 JIOIOMOTOIO MOKa3HUKIB, TAKHUX SIK 4aCTO-
Ta MPOOY/KEHb 1 3arajbHe BiIUyTTS BiIIOYHMHKY
MiCJIS CHY.

Jluist OIiHIOBaHHS BIUIUBY J1aOOPATOPHUX MOKAa3-
HUKIB Ha SKICTb )KUTTS 1OCJI/I5KEHO reMaToJI0Ti 4 1
napameTpu (reMorys06iH, epUTPOIUTH, TPOMOOIH-
TH) 3 BUKOPUCTAHHSAM CTaHIAPTHOTO aBTOMaTHY-
HOTO aHajizaropa «Sysmex XS-500i» (Smonis)
i 6iomapkep Lyso-GL1 (rmoko3uicdiHrosns) 3 Bu-
KOPUCTAHHSIM BUCOKOTOYHOTO G10XiMiTHOTO aHaJIi-
saropa «Selectra Pro XL» (Higepianmw). Posmip
cesie3iHKY BU3HAYEHO 32 JIOTIOMOTOI0 YJIBTPa3BYKO-
Boro gociuimkenns anapatoMm «Phillips Affinity
70G» (Amnonis). /ns npoBeeHHS MOHITOPUHTY
Teparlii 0OpaHo HailbiIbIINIT T HITHUI po3mip ce-
JIe31HKHU.

OTpuMaHi 1afi oIpaIboBaHoO 3a JJOTIOMOTOIO IIPO-
rpamu «SPSS» (Version 27.0). 38’130k Mizk abopa-
TOPHUMU MTOKA3HUKAMU i TapaMeTpaMu SKOCTi KUT-
T4 OIliHeHo 3a Kopesstlieto Ilipcona /y1g KinbKicHUX
3MiHHUX. /JlOCTOBIPHICTh pe3yJibTaTiB OI[IHEHO 32
JIOTIOMOTOTO t-TeCTYy /11 MOPiIBHSHHS TPYII i3 PIBHEM
srauyocti p<0,05. Y pasi BusiBJieHHsI 3HaYHUX BiJI-
MiHHOCTEH MiX IpyIIaMy IIPOBE/IEHO 10/IaTKOBI Tec-
TYBaHHsI JJIs BCTAHOBJIEHH (haKTOPIB HaitO1/1bIIOro
BIJINBY HA Pe3YJIbTATH.

Hocanimxennsa nposeieHo 3a npuHiunamu lesanb-
ciHCBKOI fekapaiii Ta KonBenitii mpo mpaBa 1uTu-
Hi1. Ycima 6aTbkamMu a0 3aKOHHUMHE ITPe/ICTaBHUKA-
MU JIiTell HaJlaHO MUCHMOBY 3TO/ly Ha y4acTh
Y IOCJTIKEeHHI TTiC/Is OTPUMAaHHS TIOBHOI iHopMartii
Mpo Oro MeTy i MeTO/IH.
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YUntamrte Hac Ha cawuTi:

Pe3yabraTi JOCHiZKEHHS Ta X
00roBOpEHHS

3 MeTOI0 OIiHIOBAaHHS B3a€EMO3B’SI3KY MiX
n1a00paTOPHUMHY TTOKA3HUKAMU i MapaMeTpaMu
saKocTi KuTTA fitelt i3 XI'1 (n=27) mpoBezieHo Kope-
JATHHUI aHAMI3 MK PIBHSIME TeMOTJIO0iHY, epH-
TPOIUTIB, TPOMOOIUTIB, PO3MIPOM CeJIe3iHKH,
KoHilenTpaitieo Lyso-GL1 i TppoMa napamerpamu
SIKOCTI KUTTS (CHOM, 3arajibHO0 BTOMJIIOBAHICTIO
i KOTHITUBHOIO BTOMJITOBAHICTIO).

Pesysbrat kopesgiiiiHOTo aHai3y HaBeleHO
B Ta0JINII, y SIKil 32 KOJKHOI KOMOiHAIIi1 TTOKA3HUKIB
BKa3aHO 3HaueHHs KoeditienTa Kopesii [lipcona
(1) i BimoBiiHe P-3HAYEHHS /1715 OI[iIHIOBAHHS CTa-
TUCTUYHOI 3HAYYTIOCTI BUSIBJIEHUX 3B SI3KiB.

I[Tix gyac gocstiKeHHS BCTAHOBJIEHO YiTKI KOPEJIsi-
Ii1 MK PIBHSIMH TeMOTJI00iHY, €PUTPOIMTIB, TPOM-
GOLMTIB, PO3MIPOM CeJIe3iHKU, KOHLEHTPAIIE0
Lyso-GL1 i pisHumu napaMeTpamu SKOCTi JKUTTS,
30KpeMa, CHOM, 3aTaJIbHOIO BTOMJIIOBAHICTIO 1 KOTHi-
TUBHOIO BTOMJIFOBAHICTIO.

3a OTPUMaHUMU JJAHUMU BUSBJIEHO TO3UTUBHY
KOPEJISIIT0 MisK piBHEM TeMOTJIO0IHY 1 SIKiCTIO CHY
(r=+0,65), 1110 TATBEP/IKYE MPSIMUTI 3B’SI30K MixK
3a0€e311e4eHICTIO OPraHi3My KMCHEM i pe3y/IbTaTHiB-
HICTIO BifIHOBJIEHHS cuJ yBi cHi. Ha 1ymMKy aBTOpKH,
BHUKEHHSI PIBHS TeMOTJI00iHY CIIPUYNHSIE PO3BUTOK
a"eMii, IO, CBOEIO YeProi0, MPU3BOAUTH J0 TOPY-
IIIEHHST CHY, TiIBUTIIEHHS 3aTaJIbHOT BTOMJIIOBAHOCTI
i korniTuBHOI BromioBaHocri. Ie Bkasye Ha HeoO-

- =CoH

FAkicTe XMTTA 32 VAS (1-10 6anis)
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OPUTTHAABHI AOCAIAKEHHSI

XiJIHICTh PeTeIbHOTO KOHTPOJIIO 32 PiBHEM T€MOTJIO-
6imy B miteit i3 XI'1, 0CKiNbKH HOTO 3HIZKEHHS MO3Ke
Oy TH OZHIEI0 3 OCHOBHKX IPUYMH HOTIPIIEHHST SIKOC-
Ti IXHBOTO KUTTH (TabIL.).

Ha o0’eraroMy rpadiky [MHAMIKH TPhOX KJIIOUYO-
BUX [TaPaMeTPiB SIKOCTI JKUTTS (CHY, 3arajIbHOT BTOM-
JIIOBAHOCTI 1 KOTHITUBHOI BTOMJIIOBAHOCTI ) ITOKA3aHO
IXHIO 3aJI€KHICTD BiJl PiBHS reMOIJIO6iHY 1 KiJIbKOCTI
eputporuTiB y mitett i3 XI'1, sxi orpumysamn O3T
[epesumom mipotdarom 'ttt pokiB (puc. 11 2).

Bcranosieno, o mizg BrimBom M3T BupaxkeHo
MOJIITIIUINCS TTOKA3HUKH, TTOB’S3aH1 3 TPOsSIBAMU
aneMmii. PiBenb remMorio6iHy HigBUIIUBCS
387,0£1,3r/n1 10 110,0£9,2 v/71, a KiTBKICTH EPUTPO-
utiB — 3 2,97+0,17 T/n no 3,97+1,1 T /a. L1i 3miam
CYTTPOBO/IKYBJINCS 3HATHUM TIOTITIIIEHHSM SIKOCTI
cHy (3 4 10 8 6aunis 3a VAS; p<0,003 i p<0,013, Bizmo-
BIJIHO), 3HIZKEHHAM (hi3UIHOT BTOMJIIOBAHOCTI (3 7 710
5 6asiB; p<0,004) i KOTHITUBHOT BTOMJTIOBAHOCTI
(3 6 110 4 Gauis; p<0,012). TTo3uTUBHA KOPEJISIIis MisK
piBHEM €PUTPOIUTIB i siKicTio chHy (r=+0,58), a Takox
HeraTuBHa 3 piBHeM BTOMJOBaHOCTI (r=-0,50;

=-0,48) 3acBiguny poJsib HOpMaJTi3allii KHCHEBOTO
00MiHy y (hopMyBaHHi 3araibHOTO (Bi3UYHOTO i IICH-
X0eMOIIiiHOTO 106po0y Ty nartienTiB. OcobIMBO Bask-
JIUBO, M0 SKICTh CHY BUSIBUJIACS HAOIJIBII TiICHO
[OB’SI3aHOIO 31 3MiHAMU PiBHSI TeMOTJIO0IHY, 1110 3a-
CBITYMIIO 3HAYYTITICTD JIiKyBaHHs aneMii mpu XI'1 He
Jianie /71l 3MeHIIIeHHSI COMaTUYHUX CUMIITOMIB, aJie
i [T TIOMTITIIIIEHHS HEHPOTICUXOJIOTIYHOTO CTaTyCYy.

—3aranwHa sToOMa

=== KordiTMBHa BTOMa

3,4 3,6 3,8

Eputpouutn (I/n)

Puc. 1. AKicTb XUTTA AiTel i3 xBopoboto NoLe 1-ro Tnny 3anexHo BiA PiBHA epUTPOoLMTIB Nig Yac 5-pivyHOi eH3rMo3amicHoT Tepanil
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Puc. 2. fAKicTb XUTTS gitein i3 xeopoboto [oLe 1-ro Tnny 3anexHo Bif piBHSA reMorno6iHy nig Yac 5-piyHOT eH3rMMo3aMicHoI Tepanil

3arajioM, HopMaJisailist piBHiB reMorso0iHy Ta
€PUTPOIUTIB CBITUYUTD TTPO CUCTEMHE TOJiNIIeHHI
(iziosoriunoro cTany AiTel i MiIBULIIEHHS SIKOCTI
iXHBOTO KUTTS.

Y HaBeseHOMY JIOCJII/IKEHH] BUSIBJIEHO 3B’ SI30K
MiK piBHEM TPOMOOITUTIB 1 TAKUMU TIOKa3HIKAMH,
SIK AKICTb CHY, 3aTajibHa BTOMJIIOBAHICTb 1 KOTHITUB-
Ha BTOMJTIOBAHICTh, 110 CBITYUTH TIPO MOKJINBY POJIb
TpoMbonuTapHoi auchyHKINI y hopMyBaHHI He-
HPOIICUXOJIOTIYHOTO CTaTyCy MaIlieHTiB. 30KpeMa,
piBeHb TPOMOOIIUTIB MA€ TTO3UTUBHY KOPEJISIIITO
3 sikicTio cHy (r=+0,62) i HeraTUBHY — 31 BTOMJIIOBA-
Hictio. OKpim yuacTi B reMmocTasi, TpOMOOIIMTH MO-
JKYTbh OTIOCEPE/IKOBAHO BIIMBATH HA SKICTb KUTTS
niteti i3 XI'1. Ile c¢BiuuTh TPO BaXKJIWBICTh HOPMa-
JIi3ariii MbOro MOKA3HMKA JIJIST MOJIITIIIeHHS STKOCTI
KUTTS (TabIL).

Ha nymky aBTOpKH, MiiBUIIIEHA CXUTbHICTD /10
KPOBOTEY1 BHACJI/IOK MTOPYIIIEeHHS TePBUHHOIO Te-
MOCTa3y Yepes 3HUKEHHs TPOMOOIIMTIB MOKE [IPH-

3BOJIMTH JI0 IOZIATKOBOTO CTPECY JIJII OPTaHi3My XBO-
pUX, III0 HETaTUBHO [TO3HAYAETHCS HA 3araJlbHOMY
(hismuyHOMY CTaHi TAIIEHTIB.

Ha pucynky 3 HaBe/ieHO AMHAMIKY piBHS TPOMOO-
uutiB y aiteit i3 XI'1 va tii w’sarupiunoi @ 3T imi-
rioriepasofo. Tak, cepesiHiit piBeHb TPOMOOIUTIB
3pic i3 79,0+£2,7 T' /1 Ha MOMEHT BCTAaHOBJIEHHS Jlia-
rao3y 710 179,0+11,1 T'/n 3a T pOKiB JIiKyBaHHS,
1[0 Bi/ITIOBi[a€ 3pocTanHIo Ha 127 % BiJ| T0OYaTKOBOTO
piBus (p<0,05). [Tapasenbho B AuHAMII iCTOTHO TO-
JHTIIUICst cy6’ €KTUBHI TapaMeTPH SIKOCTi JKUTTSI.
Hanpuknan, SkicTb cHY, cepe/iHs OIliHKA SKOTO TijI-
Bummaacs 3 4 10 8 6aui 3a VAS, 3acBigunia HopMa-
JIi3aIiio apXiTeKTypHu CHY Ta CyTTEBE 3HUKEHHS
KUIBKOCTI HIYHUX TIPOOY/IKEHbD i CKapr Ha TPYAHOIII
i3 3acunanusaM (p<0,05). [llozo 3aranbhoi (iznanoi
BTOMJIIOBAHOCTi, TO cepelHs OIliHKa 3HU3UIACS
37 o 5 6amnis (p<0,007), Bkasyoun Ha 3MEHIIIEHHST
BUPAXEHOCTI BUCHAKEHHS B/IeHb, TTi/IBUIICHHS BU-
TPUBATOCTI Ta (hi3MYHOI aKTUBHOCTI AiTeil. KorHi-

Tabruys

KopensuiiHuii aHanis B3aEMoO3B’A3KYy MiXk Ta6opaToOpHMMM NOKaA3HMKaAMU | NapaMeTpaMu AKOCTi XXUTTS B AiTei
i3 xBopo6oto Nowe 1-ro Tuny (n=27)

n CoH 3aranbHa BToMoBaHicTb | KOrHiTMUBHa BTOM/IOBaHICTb
OKa3HUK
(r, p) (r, p) (r,p)
FemMorno6iH +0,65 (p=0,003) -0,60 (p=0,005) -0,55 (p=0,010)
EpuTpOLNTH +0,58 (p=0,012) -0,50 (p=0,018) -0,48 (p=0,030)
TpomGountm +0,62 (p=0,004) -0,58 (p=0,007) -0,53 (p=0,012)
O06’'M cenesiHkm -0,62 (p=0,002) +0,66 (p=0,001) +0,60 (p=0,004)
Lyso-GL1 -0,72 (p=0,001) +0,72 (p=0,0005) +0,68 (p=0,0008)
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Puc. 3. FKicTb XuTTA Aitel i3 xeopoboto [Mowle 1-ro Tuny 3anexHo Big piBHA TpoMOoUMTIB Nig Yac 5-pivHOT eH3mnMo3aMicHoI Tepanil

THUBHA BTOMJIIOBAHICTh TAKOK BKa3asra Ha 3MEHIIIEH-
HST cepe/IHbOol OIiHKH 3 6 10 4 6asi (p<0,004), 110
3aCBIIYMIIO TIOJIITIIIIEHHS KOHIIEHTPAIlil yBaru, 31a1-
HOCTI /10 HAaBYAHHS | 3HUXKEHHS CKAPT HA «PO3CIsTHY»
am’sITh.

BaxxsmBo 3a3HaunTH, 110 TO3UTUBHA IMHAMIKA
TPOMOOIUTIB MOsKe Oy TH 3yMOBJIEHA PELYKILIEIO a-
ToJsioriyHoi iH(inbTpailii Mmakpodaramu [orre B KicT-
KOBOMY MO3KY i ceJsie3iHili. Takox moJinIy€eTbes
CHCTEeMHA MiKPOTTUPKYJIAIiSA | 3SMEHITYEThCA CTYTIHD
TKaHWHHOI TiMOKCii. SHUKEHHS PiBHS CUCTEMHOTO
3arajieHHs oTlocepeIKOBaHO HOpPMaJi3ye HelipoBe-
reTaTUBHY PETYJIAIII0 CHY i KOTHITUBHUX (DYHKILIH.

OxpiM reMaToJOTIYHUX TTOKA3HUKIB, BAXKJIUBUM
MapkepoM Kiiniunoi Bigmosigi na @3T npu XI'1y
JITeH 3aIUIIAETHCS CTaH BHYTPIIIIHIX OpPraHiB, 30-
KpeMa, ceJie3iHKHU K OJ[HOTO 3 KJII0YOBUX OPTaHiB-
MillleHel mpu 1iii marostorii. Tak, 36i1bIIIeHHS PO3-
Mipy ceJie3iHKU TTO3UTUBHO KOPEJIIOE 3 PiBHEM
BTOMJTIOBAHOCTI (r=+0,66 — 71715 3araibHOT BTOMJTIO-
BaHocTi; r=+0,60 — 119 KOTHITUBHOI BTOMJIIOBAHOC-
Ti), 1[0 BKA3y€ Ha TICHUH 3B’SI30K Mi’K PO3BUTKOM
3aXBOPIOBAHHA 1 MOTIPIIEHHSM (Di3UYHOTO i KOTHi-
TUBHOTO cTany (Tabu.). Y miteii i3 6inbmum po3mi-
POM ceJie3iHKH OiJIbIIT BUPasKEHi CUMITTOMU BTOM-
JIIOBAHOCTi, 110 HeTaTUBHO BIIJIMBA€ HaA iXHIO
3/IaTHICTD /10 HaBYaHHA i comiasizartii. Ili ¢pakti
BKa3y0Th Ha HEOOXITHICTh KOHTPOJIIO PO3MipiB ce-
JIE3IHKM, OCKIJIBKY TaKi aHi MOXKYTh OYTH BasKJIK-
BUM iHIMKATOPOM MOTPeOU B KOPETYBaHHI TepareB-
TUYHOI CTPATeTii.

BasxmBo, 1110 30iJIbIIIEHHST PO3MIPY Cee3iHKN
B ztiteti i3 XI'1 € He sintire MOPOJIOTITHOIO 03HAKOIO
AKTHBHOCTI 3aXBOPIOBAHHS, aJie i hakTopoMm, 1o 00-
Meskye 00'€eM 4epeBHOI MOPOKHUHE, CIIPUIMHSIE
KOMIIPECiIO CyMizKHUX OPraHiB, BAHUKHEHHS 060JIbO-
BOTO CUH/IPOMY 1 3HMKEHHS (Di3NIHOT aKTUBHOCTI.
i 3MiHU, CBOEIO YEPTOIO, ACOIIIOIOTHCS 31 3HUKEH-
HSM SKOCTi CHY Ta HiJIBUIEHHAM PiBHS (Pi3udHO1
BTOMJIIOBAHOCTI i KOTHITUBHOI BTOMJIIOBAHOCTI.

Y HaBezieHOMY JIOCJII/IZKEHHI ITPOAHaIi30BaHO 3a-
JIEXKHICTb 3MiH TPhOX TTAaPAMETPIB SIKOCT1 JKUTTS, 30-
KpeMma, CHY, 3araJbHO1 BTOMJIIOBAHOCTI 1 KOTHITUBHOI
BTOMJIIOBAHOCTI, BiJl PO3MIPY CeJIe3iHKU B JIiTel i3
XT'1 va tai warupiunoi @3T (puc. 4).

OtpuMani pe3ysbTaTéi MAlOTh TIE€BHI 3aKOHOMIP-
HOCTI. 30KpeMa, BCTAHOBJIEHO 3MEHIIIEHHS PO3Mipy
cenesinku 3 132,6£7,3 mm 10 32,2+2,1 MM, acortiiio-
BaHe 3 ICTOTHUM MOJINIIEHHSIM SKOCTI cHY (OIliHKa
nigBunmiacs 3 4 1o 8 6anis; p<0,012). Pisens 3a-
raJIbHOI BTOMJIIOBAHOCTI 3MEHIIUBCA 3 7 710 5 6ais,
1110 BKA3aJI0 Ha Bi/THOBJICHHS €HEePreTUYHIX MOKJIU-
BOCTel OpraHi3aMy, a KOTHITUBHA BTOMJIOBAHICTh
3Hm3mIacd 3 6 10 4 6aJiB, 110 3aCBiTYNIIO TIOJTIIIIITCH-
Hs HelipokorHiTuBHUX GyHKIIH (p<0,02).

OTxe, cTa€ OUEBUIHUM, TTIO TIOCTYTIOBA PEYKITisT
PO3MIpy cesle3iHKH Ha TJIi JIIKyBaHHSI MOsKe 3HMKYBaTH
MOPTAJIbHUN TUCK, HOPMaJIi3yBaTh CUCTEMHUI KPOBO-
06ir i ToJTiTIIIy BaTH IocTavaHHst TKaHWH KucheM. [le,
CBOEIO Yeprolo, 3yMOBJTIOE 3HAUHE 3HUKEHHS COMaTHy-
HUX CUMITTOMIB, TIOJTiTIIEeHHS (hi3UIHOTO CAMOTIOUYTTST
13araJIbHOTO €HePreTUYHOTO CTaHy AUTHHU.
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Puc. 4. SKicTb XuTTa giten i3 xsopo6oto [MoLle 1-ro Tmny 3aneXxHo Big po3Mipy CenesiHkm nig Yac 5-pivHoi eH3umo3amicHOI Tepanil

Lyso-GL1 € kimouoBuM 6ioMapKepoM aK THBHOC-
Ti XT'1 i Bizlirpa€e BaXKJIUBY MaTOT€HETUUHY POJIb:
TOKCUYHO BIJIMBA€ HA KJIITUHU, BUKJIUKAIOYN aK-
THBaIIi0 Makpodarip, TOCUJIEeHHS 3alaJbHOI Bif-
MOBi/li Ta PO3BUTOK TKAHMHHOI AUCOYHKII.
Y 3B’43Ky 3 IIUM y JOCJiJ’)KeHHI BUBUYEHO
B3A€EMO3B’I30K Mix OioXiMiuHMM MapKepoM
Lyso-GL1, mporaoctTiaHOI0 aKTUBHICTIO 3aXBOPIO-
BaHHS 1 IKICTIO JKUTTH.

BusBneno mo3uTuBHI KOPEJIAIIil i3 3araJbHOIO
BTOMJTIOBAHICTIO i KOTHITUBHOIO BTOMJIIOBAaHICTIO
(r=+0,72, r=+0,68) Ta HETaTUBHY KOPEJISIIIIO 3 SIKiC-
Ti0 cHy (1=-0,70). IluM migTBep/KeHO, 110 BUCOKUA
piBEHD I[bOTO MapKepa € iHAUKATOPOM aKTUBHOCTI
XBOpOOU 1 OripuIeH s 3araJbHOTO CaMOIIOYyTTS
namienTiB. Konnentpartia Lyso-GL1 € mepcriekTus-
HUM TIPOTHOCTUIHUM MapKepOM, SKUH JIa€ 3MOTY He
JIVIITE OI[iHIOBATH CTaH XBOPOOH, aJte i mepeabadaru,
SIK 3aXBOPIOBaHH4 BILTMBAE Ha AKICTh AKUTT. Le mae
3MOTY IIBUJIIE i SIKiCHIiIIIe MOHITOPYBATH JIiKyBaH-
H#, CIIPSIMOBYBATH MOTO Ha 3HWKEHHST aKTUBHOCTI
XBOPOOU 1 MiIBUINEHHS SIKOCTI JKUTTS MAIli€HTIB
(tabu.).

Y nocaiJikeHHi TaKoX MMPOaHali30BaHO 3MiHY
TPHOX BAKJTUBUX MOKA3HUKIB SIKOCT1 JKUTTS — STKOC-
Ti CHY, 3araJibHOlI BTOMJIIOBAHOCTI i KOTHITUBHOI1
BTOMJTIOBAHOCTI — 3aJIe5KHO BiJl KOHIIeHTpaItii Lyso-
GL1y miteit i3 XT'1, axi orpumyBanu M3T npots-
TOM IT’SITU POKiB (pucC. J).

3a OTPUMAaHUMHU IAHUMH, 3HUKEHHS KOHIIEHTPa-
i Lyso-GL1 3 180,9+00 ur/ma 1o 14,4+00 ur/ma

CYTPOBOJIKYBAJIOCS MOJITIIIEHHIM SIKOCTI CHY 3 4 710
8 6auis 3a VAS (p<0,010). Onnak piBeHb 3araibHOi
BTOMJIIOBAHOCTi 3MeHIIUBCS 3 7 70 5 GauiB
(p<0,004). [Ilo10 KOTHITUBHOI BTOMJIFOBAHOCTI, TO
ii piBeHb TaKoXK 3HU3KMBCS 3 6 10 4 GaJIiB, 1[0 BKA3aJI0
Ha MOJITIIIeHHST HEUPOTICUXOJIOTIYHUX (QDYyHKITIHN 1i-
teit (p<0,012).

Ortxe, xporiuanii BriiuB Lyso-GL1 cipuunasie
(boHOBY Helpo3anaibHy aKTUBHICTb, SKa TTPOSIBJIS-
€THCS BTOMOIO, TIOTIPIIEHHSIM CHY i KOTHITUBHOIO
HecTabiTbHICTIO HABITH Y /iTEl i3 CyOKIIHIYHOIO He-
BPOJIOTIUHOIO cCUMIITOMaTHKOI0. CaMme ToCTyIoBe
3HMKeHHs KoHIeHTparii Lyso-GL1 na tii @3T
3MEHIIY€E aKTUBAIlii0 MaKpodariB, HOPMaTi3ye KJIi-
TUHHUNA MeTabOoIYHUI CTaH 1 BiJTHOBJIIOE HEHPOTJIi-
aJIbHY PiBHOBArY, 1110, CBOEIO YeProlo, 04eBU/HO, T10-
3UTUBHO BIJIMBAE Ha COH, (Pi3UUHY aKTUBHICTh
1 KOTHITUBHI (DYHKITii.

OTiKe, pe3y ibTaTi aHaIi3y KOPeJIsIliil Mixk 1a00-
pPaTOPHUMHU MapKepaMu Ta MOKa3HUKAMU STKOCTi
sx&uTTs giteit i3 XI'1 ¢BiguaTh, 110 piBHI reMOTI06iHYy,
ePUTPOIUTIB, TPOMOOIUTIB, KOHIIEHTpaIlist Lyso-
GL1, a Takosx po3Mmip cesie3iHKA MOXKYTb CJIYyTyBaTH
He JInTIIe I MOHITOPUHTY aKTUBHOCTI 3aXBOPIOBaH-
Hel, ajie ¥ 717151 TPOTHO3YBAHHS 3MiH Y SIKOCTI KUTTS
naitieHTiB. Lle BilkprBae MOKIUBOCTI 17151 CBOEYAC-
HOTO KOPETyBaHHA Teparlil Ta BIPOBAI;KEHHS 1HIH-
Bi/lyasli30BaHUX JIiIKyBaJbHUX cTpaTeriii. MoHiTO-
PUHT IIX MapKePiB CIIPHUSIE 3MEHIIEHHIO HeTaTUBHIX
MIPOSIBIB XBOPOOH, 30KpeMa, TIOPYIIeHb CHY i MiIBH-
MIeHOT BTOMJIIOBAHOCTI, & TAKOXK MOJITIIEHHTO (hyHK-
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Puc. 5. Fkictb xuTTa Aiten i3 xBopoboto Nowe 1-ro Tmny 3anexHo Bif KoHueHTpauil Lyso-GL1 nig yac n’atmpiyHOi eH3MMO3aMiCHOT

Tepanil

I[IOHAJIBHOTO CTaHY i 3aTaJIbHOTO CAMOIIOYYTTS JliTeH.
OTpuMaHni aHi € BAXKJIUBUMU JIJIS OIiHIOBAaHHS
edeKTUBHOCTI Tepartii Ta po3po6JIeHHS HOBUX JIKY-
BJIBHUX IIIXO/iB.

[ocipkeHHs 3a3Ha4eHUX MapKePiB y KITHIYHIN
MPAKTHUII ONITUMI3y€ TTPOIeC TPUUHATTS PillleHb
I0/I0 BeZIeHH naIllienTiB i3 XI'1, 1o 3pentroio cpu-
SI€ T ABATIIEHHIO IKOCT1 IXHBOTO JKUTTS. Pe3yibraT
I[bOTO JIOCJTI/PKEHHS T ITBEPIKYIOTh, 110 JJabopa-
TOPHI MOKa3HUKU MOXKYTb BiJlirpaBaTu BaKJIUBY
POJIb B OIIIHIOBaHHI KJIIHIYHOIO CTaHy Ta IIPOrHO3Y-
BaHHI 3MiH y KOCTi KUTT AiTeit i3 XI'1.

XBopoba Torre 1-ro TuIy € HAMTOMUPEHITIO0
(hopMOI0 J1i30COMHOT HAKOITYYBaJIbHOI XBOPOOH, 1110
XapaKTepU3yeThCs nedimuToM (hepMeHTy B-TII0KO-
11epebpo3nIa3n, YHACTIIOK Y0T0 B MaKpodarax Ha-
KOITMUYEThCS roKonepebposu. Lle mpusBoanTh 10
ypakeHHsI MTeUiHKH, CeJie3iHKU, KICTKOBOTO MO3KY,
a B JIESIKMX BUTIAJIKAX — JiereHb. OCTaHHIMU POKaM#
y oKyci focmigHuKiB nepedysae He juiie Mopgo-
(hyHKITIOHAIbHUI CTaH OPraHiB, ajie 1 IKiCTh JKUTTS
TAITi€HTIB, KA 3aJI€KUTh K BiJl KITIHIYHOTO CTaHy,
TaK i Bijt Gi0XIMiYHUX MapKepiB aKTHBHOCTI XBOPOOH.

JocaigxeHHs IKOCTI KUTTA namienTis i3 XI'1
PO3TJISIIAIOTD SIK IHCTPYMEHT, 1110 BifoOpaskae (ismd-
He, eMOIliliHE 1 KOTHITUBHE 6JIar0moJIyYust AUTHHH.
3okpema, 3a ganumu J.T. Weinreb ta cmiBasr.
(2021), HaBiTh 3a cTabiIbHNUX JAOOPATOPHUX MTOKA3-
HUKIB, TAIIEHTA MOKYTh CTPAX/IATU HA XPOHIUHY
BTOMY, PO3JIa/l1 CHY i TOPYIIeHHsI KOHIIEHTpallii yBa-

u [23]. Ie cBiguuTh PO HEOOXIAHICTH HOUIYKY
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3B’SI3KiB MiK Cy0O'€KTUBHUMHY TTapaMeTPaMU SIKOCTI
JKUTTSE Ta 00’ €KTUBHUMM OioMapKepaMu XBOPOOH.

Y nocaimkenni A.G. Alioto ta criBasr. (2020) Bu-
SABJIEHO, 1110 B ZiTel i3 XI'1 3HaYHO HUKY1 IIOKA3HUKHU
SIKOCTI1 KMTTS MOPIBHSIHO 31 3/[TOPOBUMU OJITHOJIITKA-
M. OcobIMBO T1€ CTOCYETHCST (Pi3UIHOTO Ta EMOITIH-
Horo GJiaromnoJiydysi. BaTbKu Takoxk BifzHavyaoTh
TIOTIPIIEHHS IKOCTI JKUTTS iXHIX IITEH, 10 BKa3y€ Ha
HeoOXi{HICTh BIIPOBAKEHHS OLIHIOBAHHS SAKOCTI
JKUTTS B KJIIHIYHY MPAKTUKY I CBOEYACHOTO BU-
SIBJIEHHST TPOOJIEM 1 KoperyBaHHs Teparrii [ 1].

[TpoanasisoBaHO MUTAHHS PO3POOJIEHHS CIIEIH-
(piuHMX IHCTPYMEHTIB /17151 OIIHIOBAHHST SIKOCTI SKUT-
T miteit i3 XT'1. Tak, D. Elstein Ta criBast. (2022)
PO3p006JIEHO Ta BaJIiIOBAHO CrielnpivHi OIUTYBaIb-
Huku s namienTis i3 XI't — Gaucher Disease-
Patient Reported Outcome Measures (GD1-
PROMs), sgki BpaxoBYIOTb YHiKaJbHi CUMITOMHU
i BILTMB 3aXBOPIOBaHHS Ha OBCAKAeHHE KUATTS. L1i
IHCTPYMEHTH JIAf0Th 3MOTY 06’ €KTHBHO OIIHIOBATH
SIKICTD JKUTTSI TAII€EHTIB Ta e(peKTUBHICTD TepaIrii,
10 € BAXKJIMBUM KPOKOM Y TTePCOHI(DiKOBAHOMY ITi/I-
XO/Ii /10 TiKyBaHH [6].

Cutijt 3a3HAaUNTH, TIIO OJTHUM 3 IHCTPYMEHTIB OITiHIO-
BaHHSI TaKKX ITapaMeTPiB, IK Oi/Ib, BTOMA, IKiCTh JKUT-
T, HacTpiit Toto, € VAS. 1le — He cnienndivna mkana,
pospobuiena ausg XI', ognak y my6aikaiisx 2020—
2025 pp. BoHa Hait4acTile 3raJlyeThCs, SIK YaCTHHA
KOMIIJIEKCHOTO OT[iHIOBaHHS CTaHYy MAIliEHTIB i3 ITI€I0
Hexyroto. Y mocmimkennsx D. Elstein ta crmiBaBbr.
(2022) VAS BuKopurcTaHO /11 OIIHIOBAHHS BTOMU Ta
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600 sik yactuHy cropertsst GD1-PROMs [6].
J.T. Weinreb Ta ciBasr. (2021) Takosx 3acTocOBaHO
VAS sk tomaToBUT TTapaMeTp OIiHIOBAHHS TeparieB-
TUYHOI BiATIOBi/l, 0COOINBO MIOZ0 CUMIITOMIB BTOMU
[23]. ¥ kminiuniit npaktuii VAS kopucHa TUM, 110
J1a€ 3Mory nanieHTosi (200 Horo GaTbKam, SKILO J1-
THHA JIy>Ke MaJia) TBU/IKO TIOBIZIOMUTH TIPO ITHAMIKY
CHMIITOMIB 1 IKICTb JKUTTS, 1[0 BYKJIMBO JIJISI OLIIHIO-
BaHHS e(PeKTUBHOCTI Tepartii.

Takox 3a VAS o11iHEHO SIKICTh KUTTS AiTEH i3
XT'1. Tak, BioMo, 1110 reMOTrJI00iH i epUTPOIUTH € iH-
JIMKaTOpaMu OKcureHartii i sskocti cuy [10,15]. Ane-
Mis 3 il HOpMOXPOMHUM XapaKTE€POM YacTo CIIoCTe-
piraetbcd gk yckuaanHenHss XI['1, a piBeHb
ePUTPOLIUTIB i TeMOTJIO6IHY TPaAUIiTHO PO3IJIsiIa-
€ThCA K 6a30BHIT MapKep TSKKOCTI XBOpoOu. 3a
nanumu P.K. Mistry ta ciiiBaBt. (2021), 3HUKEHHS
reMoryio0iHy CIPUYMHSE CHCTEMHY TilTOKCit0, 110
BIIMBAE HA AKICTb CHY, KOTHITUBHY (DYHKILIO 1 BU-
tpuBamticts [15]. Y agiteii i3 Hopmasizaiieto piBHs
epuTporuTiB micys noyatky M3T nosinmryeTbes
SJKIiCTh CHY 1 3MEHIIYIOTHhCS MPOSIBU BTOMU
(D.A. Hughes Ta cnisasr., 2023) [12].

3a OTPUMaHUMU B HABEJIEHOMY JIOCJIi/[PKEHHI JIa-
Humuy, y aireit i3 XI'l nepen nouatkom A 3T Busis-
JIEHO HU3BKUW PiBEHb ePUTPOIMTIB i TeMOTIO0IHY.
Ha nymKky aBTOpKHU, BiH acOIIIOETHCSA 3 PO3BUTKOM
XPOHIYHOI TKAHWHHOI TiTTOKCIi, SIKa MOTIPIIYE SKiCTh
CHY Uepe3 aKTUBAIlif0 CTPECOBUX BiJ[IOBiIell HEPBO-
BOI CUCTEMU 1 OPYIIIeHHSI HOPMaJIbHOI apXiTeKTYpH
cHy (ckopoueHHs (hasu rInboKoro cHy). XpoHiuHa
TiMOKCisg TaKOX MPOBOKYE MiIBUIIEHY BTOMJIIOBA-
HICTh | KOTHITUBHY HecTabiIbHICTh Yepes MopyIIeH-
Hs eHeprozabesnedertst HelpoHiB. OHaK MOCTYIIO-
Ba HOpMaJii3allisi KiJIbKOCTi €pUTPOIIUTIB i PiBHS
remoryio6iny BHaciok w'stupiyroi M3 T npusso-
JIUTH 710 3MEHIITEHHS TITIOKCii, Bi/[THOBJIECHHS eHepTe-
TUYHOTO OOMiHY B TKaHUHAX, 1[0, CBOEIO YeProio,
3HUKYE PiBEHD K 3arajbHOl, TaK i KOTHITUBHOI
BTOMJICHOCTI.

OzHuM i3 KJIiHIKO-1a00paTOPHUX TaPaMETPiB MO-
Hitopunry mepebiry XI'l € piBeHb TPOMOOIUTIB.
3MeHIeHa IXHs KiJIbKicTh pH 11iit XBopobi acortiro-
€ThCS He Jiullle 3 KpOBOTeUaMHU, ajie i i3 3arajJibHuM
(hisuynnM aECKOMGMOPTOM, CTPAXOM aKTUBHOCTI,
a OT)Ke, 31 3HUKEHHSAM SIKOCT1 KUTTA. B ormani
J.T. Weinreb ra crisasr. (2021) BKazaHo, 1110 HI3b-
KWi1 piBeHb TPOMOOIUTIB 3HAYHOIO MipPOIO BILINBAE
Ha piBeHb TPUBOKHOCTI B /IiTel, a HOPMaJTi3allis 11bo-
T'O TTOKA3HWKA MO3UTUBHO KOPEJTIOE 3 IO TIIIEHHIM
(hizmunOi akTMUBHOCTI Ta AKOCTI cHY [23]. OTpuMaHi

20

HaMU Pe3yJIbTaTU 3aCBITUYIOTD, 110 Ti/IBUIIIEHHS PiB-
Hst TpomOoIHTiB Ha T/1i D3 T MOKHA PO3TIISAIATH K
YYTJIUBI MapKePH 3aTaJIbHOTO KJIIHIYHOTO MOJTIIIeH-
Ha B miten i3 XT'1.

Ha nymKy aBTOpKH, IO3UTHBHA JMHAMIKA TPOM-
601MTiB BimoOpaskae peAyKIlifo MaToJ0TiuHOI iH-
(insrparii makpodaramu l[orire B KicTKOBOMY MO3KY
i ceJie3iHIli, MOJIMIIIEHHS CUCTEMHOI MiKPOITUPKYJIS-
11ii Ta 3MEHIICHHS CTYIIeHs TKAaHUHHOI III0KCii, 3HU-
JKEHHsI PIBHSI CUCTEMHOT0 3allaJieHHs, 110 oTocepe/l-
KOBaHO HOPMaJli3y€ HePOBereTaTUBHY PeryJidilio
CHY 1 KOTHITUBHUX (DYHKITIH.

Cnnenomeradmist € XxapakTepHoIo o3Hako0 X1'1.
Hocnimkennassm G.A. Grabowski ta cmiBasr. (2025)
BCTAHOBJICHO, 110 3HAUHE 301JbIIeHHS CeJle3iHKN
ACOIIII0ETHCS He JINIIIE 31 BHUKEHHSAM TPOMOOIHTIB,
aJie i1 3 MiJIBUIIIEHUM PiBHEM BTOMU, 6OJIIO B JKUBOTI
i BiguyTTam TsKKocTi. Ile 0co6amMBO HOMITHO B 1i-
Tell, sIKi BTpayaroTh iHTepec 10 PyXJUBUX irop abo
MaloTh TPY/HOIII B HABUaHHI Uepe3 3arajibHe BUCHA-
xenns [ 10]. Kopessitii Misk po3MipoM cesie3iHKu Ta
MOKa3HUKAMU TICUXO0EMOIIITHOTO cTaHy BUBYEHO
B poborax N. Rosenberg N Ta cmiBasr. (2023). ABTO-
paMM KOHCTATOBAHO, 1110 HaBiTh YaCTKOBE 3MEHIIIEeH-
HS OpTaHa CyIPOBO/IKYETHCS TOJIIIIEHHSIM CaMO-
nouyTTs [18].

3HavHa crieHoMeradid B fiteli i3 XI'1 cymnposo-
JUKYETHCS JIEKITbKOMA MaTo(di3i0OTTYHIME ITPOTIe-
caMU: IIOCUJIEHOIO CeKBeCTpalli€lo KJIITHH KPOBi
(epuTporuTis, TPOMOOIUTIB), PO3BUTKOM aHEMii,
MOPYIIEHHSIM MOPTATHHOTO KPOBOTOKY i XPOHIYHOTO
IMYHHOIO aKTHUBAIII€IO0.

Y nocmimkerH] TaKOK BUSHAYEHO PO3MIP cesie3iH-
ku B aiteti i3 XI'1. Ha crapri criertudpiunoro JiikyBas-
HsI BeJIMKa cesie3inka (pisudyHo oOMeKyBaja 06’eM
YyepeBHOI TOPOKHIUHH, 3yMOBJIIOI0YN KOMIIPECiio Ha-
BKOJIUIIHIX OPraHiB, AUCKOMQOPT, Oi/Ib i BMEHIIEHHST
(hizmuHOI aKTUBHOCTI, 1110 TOTIPITYBAJIO 3araJbHUI
CTaH MAIlEHTA, SIKICTh CHY 1 IPUBEJIO 10 PO3BUTKY
BroMu. Ha mymMKy aBTOpKH, TOCTYTIOBA PEyKITist PO3-
MipiB ceJIe3iHKY Ha TJIi I SITUPIYHOTO JTiKyBaHHS ITPH-
3BeJIa 710 3HIKEHHS TTOPTATbHOTO THCKY, HOPMaJTi3a-
ii cHCTEMHOro KpoBOOOGiry i moJjimimeHHs
IIOCTayaHHs KUCHIO 10 TKAaHWH. YHACJIIIOK I[bOr0 3Ha-
YHO TTOCTa0II0BAIACS COMAaTHYHA CUMITTOMATHKA,
noJminiyBaiocs (hisudHe CaMOTIOUyTT i 3araTbHUN
eHepreTUYHUH cTan autuan. OTprUMaHi AaHi nepe-
KOHJIMBO 3aCBIIYMJIH, 1110 Pe/IYKIIisl ceJIe3iHKU € Bax-
JINBUM MapKEPOM KJIIHIYHOTO TOJIITIIIIEHHS B [IiTEH i3
XT'1. 3MeHIIeHHST pO3MipYy Cee3iHKY TICHO acoIliiio-
BaHe 3 TIOJIIIIEeHHIM SAKICHUX XapaKTEePUCTUK JKUTTS,
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Y TOMY YHCJTi CHY, (hi3UUHOI BATPUBAJIOCTI | KOTHITHUB-
HOI cTabilTbHOCTI, 1110 BKa3y€ Ha BasKJIMBICTh MOHITO-
PUHTY CILJIEHOMeTaJlii K iHTerpajJbHOro MOKa3HUKa
e(eKTUBHOCTI TeparTii.

Ha croromni Lyso-GL1 Bu3Hano oH1M i3 HaifiH-
dhopmaruBHinmx 6iomapkepis aktuHOCTI XT'1. 3rig-
HO 3 tocatijizkeHHsIM V. Murugesan Ta criBasrt. (2024),
BHCOKa KoHlleHTpaiiis Lyso-GL1 npsamo nos’s3ana
3 MPOSIBAMYU CHCTEMHOTO 3allaJIeHHsT, METab0JIIIHOTO
CTpecy, i M0 BaXKJIUBO — 13 TICUXOEMOITIITHUM HaBaH-
taxkeHHsIM [16]. Ileit Mmapkep Tokazye HaltBHIILYy KO-
PEJISALIi0 31 BTOMOIO Ta IMOPYIIEHHSIM CHY ITOPIBHSIHO
3 IHIIMME JTaOOPATOPHUMU MOKA3HUKAMI. Y TIaIli€H-
TiB, SIKi TOCSATJIN CTIMKOTO 3HM;KEHHS KOHIIEHTpaIlii
Lyso-GL1, icToTHO MOJIMIITIYEThCA K KOTHITUBHA
(byHKIIis, Tak i MiABUIITYETHCS PiBEHDb €HEPTii.

Y nocijpkeHHI TPoaHai30BaHO 3MiHY TPhOX BasK-
JINBUX TTOKA3HUKIB SIKOCTi JKUTTS — CHY, 3arajibHOl
BTOMJTIOBAHOCTI i KOTHITUBHOI BTOMJITOBAaHOCTI — 3a-
JiexxHo Biff koHnentpaitii Lyso-GL1 y apireii i3 XT'1,
siki orpuMyBasin @ 3T npoTsrom m'siTi poKiB. 3HU-
KeHHs KoHTeHTpattii Lyso-GL1 cymnpoBokyBanocs
MOJIIIIIEHHAM SIKOCTi CHY, BOJTHOYAC 3MEHIITyBaBCs
piBeHb 3araJIbHOI BTOMJIIOBAHOCTI, & 3HV>KEHHS PiBHS
KOTHITUBHOI BTOMJIIOBAHOCTI BKa3yBaJIO Ha TOJIiTI-
IIEHHST HeWPOTICUXOJIOTTUHUX (PYHKITIH fiTet i3 XT'1.

Ortske, aKTyaJbHUM TATAHHSIM CY9aCHOI AU TSIOT
TeMaToJIOTii € He JINIIIe JTIKyBaHHs 32 Ta00OPaTOPHIM-
MU 3MiHAMU, aJie i IHTerpailist ITuX 3MiH y KOHTEKCT
(dynkmionanpHOTO CTaHy 3/10poB’s nmaiienTa. Ctpa-
Terii mepcoHaIi30BaHoI Teparrii mepeg6avyaoTh ajar-
taitito 103 D 3T 3 orJisaty He JMIIe HA KOHIIEHTPAITIIO
Lyso-GL1 uu piBeHb TpoMOOIIUTIB, aje i Ha cTaH
BTOMU, CHY, COI1aJIbHOI aKTUBHOCTI. SIK 3a3HaYeHO
B pekomenzaiiax European Working Group on
Gaucher Disease (EWGGD, 2022), nocmikeHHst
GioMapKepiB CJIiJ 3aCTOCOBYBATU B OEAHAHHI 3 1H-
CTPYMEHTaMU OI[iHIOBAHHS SIKOCTi KUTTS (HAIIPH-
kiaz, PedsQL a6o Child Fatigue Scales) [7].

Ananiz HayKoBux 1my0iKaliiiii BKasye Ha 4iTKuii
3B’SI30K MizK JTaOOPATOPHUME MapKepaMu aKTHBHOC-
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GL1 i k10o90BUMU TTapaMeTpaMu SIKOCTI JKUTTS
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