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XBopoOa [fowe 1-ro tiny (XIM) € pIaKICHUM FreHETUYHUM 38XBOPIOBaAHHAM, LLLO NOPYLLUYE META00NI3M NINIAIB | MAE LWMPOKMIA CNEKTP KAIHIYHUX NPOSABIB.
Baxnneym acnekToM fikyBaHHA € MOHITOPWHT 3MiH Y AKOCTI XXUTTA NaLieHTIB, OCOONMBO AiTel, y npoueci (hepMeHTo3amMicHOT Tepanil. ToMy BUBYEH-
HA KOPeNALUIA Mix NabopaToOpHNMIN MapKepPamu i MOKa3HMKaMM AKOCTI XXUTTA € HEOOXIAHVM A9 BAOCKOHANEHHS TEPaneBTUYHINX CTpaTeriii.

MerTa — OLiHNTV B38EMO3B'A30K MiXK 1a60paToOpHUMIM Mapkepamut (reMor106iH, epUTPOLMTI, TROMOOUMTI, PO3MID CENEIIHKM, FIOKO3UACHIHIO3NH —
Lyso-GL1) i noKasHMKamu GKOCTI XUTTS (AKICTb CHY, 3aranbHa BTOMIIOBAHICTb, KOMHITUBHAE BTOMIKOBAHICTL) y AiTel i3 X[ ynpoaosX N'aTnpiuHoro
KypcCy hepMeHTo3amiCHOI Tepanil.

Martepianu i MeTOAW. Y NOCTIXKEHH] B3SM yHacTs 27 Aiteli 8IkoM A0 18 pOKIB 13 KNIHIYKO Ta MONEKYNAPHO-FEHETVYHO NIATBEPAXEHNM AlarHO30M
X1, TabopaTtopHi NOKasHKKM Ta NapaMeTpy SKOCTI XKUTTA OLIHIOBaNM 38 IONOMOr o0 Bi3yanbHO! aHanorosol wkanu (VAS). BumipioBanHA Nposoan-
N A0 NOYATKY MIKYBEHHS | LLLOPIYHO NPOTArOM M'AT1 POKIB.

Pe3ynbraTtn. BCTaHOBNEHO CTATUCTUHHO 3HAYYLLY KOPENALIIO MDK DIBHEM remMOrno0iHy Ta 3aranbHOoI0 | KOMHITUBHOK BTOMMIOBAHICTIO. HN3bKWIA
piBEHb TPOMOOUMTIB aCOUIOBABCA 3 NOMPLIEHHAM SKOCTI CHY. KpiM TOro, pO3Mip cenesiHkm i KoHueHTpauia Lyso-GLT BUaBUANCS BaXAVBYMU iHOW-
Katopamu Brn/MBY Ha 3arasibHy BTOMAOBAHICTL y Aiten i3 X[,

BucHOBKMU. /1a00paToOpHi MapKepu, Taki 9k piseHb reMoro0iHy, KibKiCTe TDOMOOUNTIB, KOHUEHTPaLIA Lyso-GLTiI po3mip cenesiHku, € BaxnmBumm
npeankTopamMn napameTpis AKOCTI xuTTa aiten i3 XI'. Lle gae 3Mory nporHo3yBaty e(eKTVBHICTL Tepanii Ta CBOeHacHO 1 koperysartu. oganbLui
OOCNIMKEHHA AOUINBHO CAPSAMYBATH Ha NOrNONEHNI aHaNI3 MeXaHi3MIB B3aEMO3B A3KY MiX LM MOKa3HUKaMM.

JocniokeHHa BUKOHaHO BIANOBIAHO A0 NPUHUMAIB [enbCiHCbKOT Aeknapauil. [poToKoN CXBaneHo MiCUEBUM €TUYHMM KOMITETOM. OTpUMaHo iHhOop-
MOBaHy 3roay 6atbkis adbo ONikyHIB AiTel.

ABTOpPKA 3a9BNAE NPO BIACYTHICTb KOH(/IKTY iHTEpeCiB.

KntouoBi cnoBa: xsopo6a [owe 1-ro tiny, hepmeHTosamicHa Tepanisa, 1abopaTopHi Mapkepy, AKICTb XWUTTH, Bi3ya/ibHa aHanorosa LWwkana, 3araflb-
Ha BTOM/IIOBAHICTb, KOTHITVBHA BTOM/IIOBAHICTb.

Prognostic significance of clinical and laboratory markers for assessing the quality of life of children with
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Type 1 Gaucher disease (GD1) 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, MO XapaKTEPU3YEThCSI XPOHIYHUM
Bopoba Tore 1-ro tTuny (XT'1) Hanesxuth  1nepebirom, ypakeHHsSIM PeTUKYI0eH0TeiaJlbHO]
[0 HAUTIOMMWPEHIMMUX CHaJKOBUX JIi30- CHUCTEMH, PO3BUTKOM TellaToCIIEHOMET a1, aHeMil,
COMHUX XBOPOO HaKOMUYEHHs. Y Tefia- TPOMOOIUTOIEH ], ypaKeHHSIM KiCTKOBOT TKAHUHU
TPUYHIN MPAKTHUIII TTepeBakKa€ MEePITUIT TUTI 3aXBO-  Ta BiZICTABAaHHAM y (Di3UTHOMY PO3BUTKY. 3aB/ISIKU
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BIIPOBa/KeHHIO (hepmenTo3amichoi Teparii (D3T)
iCTOTHO HOJIINIIYIOTHCS KIIHIYHI i 1aGopaTOpHi 110-
Ka3HUKU B TIAI[IEHTIB, OJHAK HABiTh 32 YMOBU TPUBA-
JIOTO JIiIKyBaHHS YaCTHUHA JIiTeil TPO/IOBKYE CKaPKU-
THUCS Ha BTOMY, PO3JIaIN CHY, 3HUKEHHS eMOITiITHOT
1 KOTHITUBHOI TPOLyKTUBHOCTI.

Tomy 3HauHO 3pOCTaE iHTEpeC 10 OIiHIOBAHHA
SIKOCTi JKUTTS SIK BaKJTUBOTO KPUTEPif0 ePpeKTUB-
HOCTI Tepartii Ta aflanTallii naifienTa 10 XpoHi4HOTO
3axXBOpIOBaHHA. BiloMO, 10 AKICTh KUTTS AiTEH i3
XT'1 3ayexuTh He JTUIIE BiJ KIIHIYHUX IIPOSIBIB, ajie
¥ BiJl piBHS TICUXOEMOITITHOTO HaBaHTAKEHHSI, KOT-
HITUBHOI BTOMJIIOBAHOCTI, TPUBAJIOCTI CHY, COIliaJIb-
HOI aKTUBHOCTI. Y JliTepaTypHUX JiKepeJiax He BiJl0-
OpaskeHi ycTasieHi miIxo/u 10 TPOrHO3yBaHHS 3MiH
IMX TTapaMeTPiB Ha OCHOBI JIaOOPAaTOPHUX MapKepiB.

Cepej HalTIEPCTIEKTUBHIINX TOKA3HUKIB, SIKi MO-
JKYTb MaTH ITPOTHOCTUYHE 3HAYEHHSI, PO3IJISAIAI0TD Pi-
BeHb reMOrJI00iHY, EpUTPOLIUTIB, TPOMOOIIUTIB, PO3MIpP
CeJIe3iHKM, a TAKOXK KOHIIEHTPAITII0 TJIIOKO3UICHIHTO-
suny (Lyso-GL1) — cyuacHoro 6iomMapkepa ak THBHOC-
i xBopo6u. OKpeMi aBTOPH 3a3HAYAIOTb, 110 AHEMIST SIK
XPOHIYHUH TIOKCUYHUHN (PaKTOP MOKEe HETaTHBHO
BILIMBATH Ha KOTHITUBHY (yHKIIO [ 17,24], a TpOMOO-
IIUTOTIEHIsI — aCOIIIOBATICS 3 EMOIIITHOIO HeCTa01/Ib-
HICTIO 1 KOTHITUBHUMM TTopyIeHHIMH [ 8,13,22].

Yce 11e 00TPYHTOBYE JIOMITBHICTS BUBYEHHS J1a0O-
paToOpHUX MapKePiB SK MOTEHIIHHUX IHIUKATOPIB
3MiH Y TaKUX KJIOYOBUX CKIQIOBUX SKOCTI JKUTTS,
K COH, 3arajibHa BTOMJIIOBAHICTh 1 KOTHITHBHA BTOM-
JIIOBAHICTB, y miTeli i3 XI'1, IKi OTpUMYIOTH TPUBaJIe
JIIKYBaHHS.

Mema nociiikeHHs — OIIHUTYU B32EMO3B’ 30K
Mix sabopaTopHUMHU Mapkepamu (TeMori00iH,
epPUTPOIUTH, TPOMOOIIUTH, PO3MIp CeJe3iHKH,
Lyso-GL1) i mokazamkamu SKoCTi JKUTTS (COH, 3a-
raJjbHa BTOMJIIOBAHICTh, KOTHITMBHA BTOMJITOBA-
HicTh) y miTelt i3 XI'1 ynpo/1oBXx IT'ATUPIYHOTO KyP-
cy O©3T.

Marepiauu i METOIH 10CTIIZKEHHS

Hocnimxenns nposeseHo y 27 fiTeil, XBOPUX Ha
XT'1, axi nmepebyBasiu i HATJISAOM Y KJIIHII yIIPO-
noBx 2021-2024 pp. B ycix namieHTiB mizTBepsKe-
HO giarHo3 XI'1 32 101TOMOTOT0 MOJIEKYJISIPHO-TEHE-
TUYHUX JOCJTIKEHb, 0 BUABUJIN MYTallii B TeHi
GBA. Koxnwnii yaacuuk orpumysas D 3T npenapa-
TOM i3 BMiCTOM iMiTJIfoliepasu BiJIIIOBiIHO JI0 MiK-
HApOJIHUX cTaHapTiB ikyBanHs XI'1.

Kpumepii sanyuenns do docnioxcenns: miarsep-
mokenwii riarnos XI'1, mocriiine 3acrocyBanus M3T

(imirsoriepasa) MpoTsATOM He MeHIle 1 poky, M1ch-
MOBA 3r0/[a HA y4aCTh Y IOCJi/IKEHH].

Kpumepii eunyuenns: inii cepiiosHi CymyTHi 3aXBO-
PIOBaHHS, 1110 MOKYTb BIJIMBATH Ha IIOKA3HUKH SIKOC-
Ti KATTS (iHEKITi1, TSKKI TopyeHHs (DYHKITH op-
raniB abo cucrem); HesactocyBaruss M3T abo ii
MIPUNIMHEHHS; TICUXi4Hi TOPYIIEeHHS, SKi He AaI0Th
3MOTH 00’€KTUBHO OI[IHUTH TTAPAMETPU STKOCTI JKUTTSI.

151 o1liHIOBAaHHS OCHOBHUX TTapaMeTPiB IKOCTI
JKUTTS BUKOPUCTAHO Bi3yaJdbHY aHAJIOTOBY IIKATY
(VAS). Ileit MmeTOn 1a€ 3MOTY TMAIliEHTaM OIIHUTH
piBeHb BUPAKEHOCTI CUMIITOMIB a0 3MiH y (hizuu-
HOMY i IIcMX0eMOoLifHOMY cTaHi 3a 1kasoo Biz 0 10
10 6auis. Y oMy nocaimskenti VAS 3acrocoBato
JUJIs1 BU3HAYEHHS: KOTHITUBHOI BTOMJIIOBAHOCTI —
CTYITIHb BUPAKEHOCTI BTOMU Ta PO3CIAHOCTI yBaru
ITi/T Yac BUKOHAHHS PO3YMOBUX 3aB/IaHb; 3aTaJbHOT
BTOMJIIOBAHOCTI — PiBeHb BiIYyTTsI BTOMU 3arajioM
MIPOTSTOM JIHST; CHY — SIKICTh 1 TPUBAJICTh CHY, OIIi-
HIOBaHa 32 JIOIOMOTOI0 TOKa3HUKiB, TAKMX SIK 9aCTO-
Ta IPOOYIAKEHD i 3arajbHe BiUyTTS BiAIMOYNHKY
TTiCJISA CHY.

JList OIiHIOBAHHSI BIUIUBY J1aGOPATOPHUX MOKAa3-
HUKIB Ha IKICTb KUTTSI JOCJII/I>KEHO reMaTOJIOTiuHi
napameTpu (reMoryio0iH, epuTPOIUTH, TPOMOOTIH-
TH) 3 BUKOPUCTAHHSAM CTaHAAPTHOTO aBTOMATHY-
Horo anasizatopa «Sysmex XS-500i» (Amowist)
i 6iomapkep Lyso-GL1 (rimoko3nicdinrosnt) 3 Bu-
KOPUCTaHHAM BUCOKOTOYHOIO Gi0XiMIYHOIO aHaJIi-
saropa «Selectra Pro XL» (Hizepnanmau). Po3mip
ceJie3iHKM BU3HAUEHO 32 IOTIOMOTOI0 YJIBTPa3BYKO-
Boro gpocrimkerns amapatom «Phillips Affinity
70G» (Anonig). /Iyt npoBe/ieHHST MOHITOPUHTY
Teparii 0OpaHo HAMOIMbIINIT JTHHITHIT po3Mip ce-
JIe31HKU.

Orpumani f1aHi OTPAIbOBAHO 32 IOTIOMOTOIO TIPO-
rpamu «SPSS» (Version 27.0). 38’5130k Mizk J1abopa-
TOPHUMMU TTOKa3HUKAMU 1 TapaMeTpaMu SKOCTi JKUT-
TS OITiHEeHO 3a Kopessatieio [lipcona s KiabKicHUX
3MiHHUX. /OCTOBIpHICTH Pe3yJibTaTiB OI[IHEHO 3a
JIOTIOMOT OO0 t-TeCTy /IJis MOPIBHSHHS TPYII i3 piBHEM
suauymiocti p<0,05. Y pasi BUsiBJIeHHSI 3HAYHUX Bi/I-
MiHHOCTEH MiX IpyIiamMu MPOBeIeHO JI0/IaTKOBI Tec-
TYBaHHSI /IJIsl BCTAHOBJIEHHSI (haKTOPIiB HAO1/IBIIOTO
BILIUBY HA Pe3yJIbTaTH.

[ocnimxenHsa MpoBeieHo 3a NpuHIuamMu lesib-
CiHCBHKOI fektapaitii Ta KonBeH1ii mpo rnpasa 1uTu-
Hu. Ycima 6aTbkaMu ab0 3aKOHHUMMU [IPEACTaBHIKA-
MU JIiTeil HaJlaHO MUCbMOBY 3TOJYy Ha y4acTh
y IOCJTi/KEeHHi TicJid OTPUMaHHS TIOBHOI iH(hopMartii
1IPO 1OTO METY 1 METO/IN.
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Pe3ysbTaTH JOCJi[?KEHHS Ta X
00roBOpeHHs

3 MeTOI0 OIiHIOBAaHHS B3a€EMO3B SI3KYy MiX
Ja60paTOPHUMHU MOKAa3HUKAMU 1 MapaMeTpaMu
aKocTi KuTTs fiTeit i3 XI'1 (n=27) mposeieHo Kope-
JIAMIAHWIT aHATI3 MisK PIBHSIMU reMOTJIO0iHY, epu-
TPOIUTIB, TPOMOOIUTIB, PO3MIPOM CeJle3iHKHU,
koHIeHTpanieto Lyso-GL1 i Tppoma napamerpamu
SIKOCTI KUTTS (CHOM, 3arajibHOI0 BTOMJIIOBAHICTIO
1 KOTHITUBHOIO BTOMJIIOBAHICTIO ).

Pesynbratu kopessanifiHoro anajisy HaBeJeHO
B Ta0JINIL, Y SKil 32 KOKHOI KOMOIHAIIIT IIOKa3HUKIB
BKa3aHO 3HaueHH: KoedittienTa kopesttii [lipcona
(1) i BiAMIOBi/IHE P-3HAYEHHS /7151 OI[iIHIOBAaHHS CTa-
TUCTUYHOI 3HAUYTIOCTI BUSBJICHUX 3B SI3KiB.

iz yac gociKeHHS BCTAaHOBJIEHO YiTKi KOPeJis-
1i1 Mi)k PIBHSIMU TeMOTJIO0iHY, EPUTPOIHTIB, TPOM-
OGOLUTIB, PO3MIPOM CeJie3iHKM, KOHIIEHTPAIi€o
Lyso-GL1 i pisaumu napameTpaMu SKOCTi JKUTTH,
30KpeMa, CHOM, 3araJIbHOIO BTOMJIIOBAHICTIO i KOTHi-
TUBHOIO BTOMJIIOBAHICTIO.

3a OTpUMaHNMU JTAHUMW BUSBJIEHO TO3UTUBHY
KOPEJISIIIII0 MisK PiBHEM TeMOTJI00iHY i SIKiCTIO CHY
(r=+0,65), 1110 MiATBEP/KYE TMPAMUI 3B’ 130K MiK
3a0€31eYeHiCTIO OPraHi3My KHCHEM i Pe3yJIBTaTHB-
HIiCTIO BiIHOBJIEeHHS cuJ yBi cHi. Ha nymMKy aBTOpKH,
3HUKEHHSI PIBHS TeMOTJIO0IHY CIIPUYUHSIE PO3BUTOK
aHeMii, 1110, CBO€EIO Y€proio, NPpU3BOJUTD /10 TIOPY-
IMIEHHS CHY, MiJIBUIIEHHS 3araJbHOI BTOMJIIOBAHOCTI
i korniTuBHOI BromsioBanocTi. Ile Bkasye Ha HeoO-
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XiTHICTD PETEIHHOTO KOHTPOJIIO 32 PiBHEM T€MOTJIO-
6iny B miteit i3 XI'1, 0CKiJIbKY HOT0 3HUKEHHST MOKe
OyTH OIHIEI0 3 OCHOBHUX MPUYKH TOTIPIIEHHST SIKOC-
Ti IXHBOTO JKUTTS (TabIL.).

Ha 06’etHanomy rpadiky JMHAMIKE TPHOX KJIFOYO-
BUX MTaPaMeTPiB SKOCTI JKUTTS (CHY, 3araJIbHOI BTOM-
JIIOBAHOCTI 1 KOTHITUBHOI BTOMJIIOBAHOCTI ) TIOKa3aHO
iXHIO 3aJIEKHICTD BiJl PiBHS reMOTJIO0iHY 1 KiJTbKOCTI
eputponutiB y aiteii i3 XI'1, sixi orpumysBanu O3T
[lepesnmom ipoTsrom 1'sith pokiB (puc. 11 2).

Bcranosieno, mo iz BimmBoMm M3 T BupakeHo
HOTINNINANCS TOKAa3HUKY, TIOB’sI3aHi 3 MTPOSBAMHA
anemii. PiBeHb remMorio6iHy HiABUIIHUBCS
387,0+1,3r/mn 1o 110,0+£9,2 v/, a KisbKicTb €pUTPO-
uTiB — 3 2,9720,17 T/n no 3,97=1,1 T /. L1i amiam
CYITPOBOJIKYBAJIMCS 3HAUHUM ITOJIIIIIEHHSAM SIKOCTI
cHy (34 1o 8 6aumis 3a VAS; p<0,003 i p<0,013, Bizmo-
BiJTHO), 3HIZKEHHSIM (DI3UIHOI BTOMJIIOBAHOCTI (3 7 710
5 6amniB; p<0,004) i KOTHITUBHOI BTOMJIIOBAHOCTI
(3 6 110 4 6anis; p<0,012). ITosuTrBHA KOPEJISIIis MiK
piBHEM epUTPOITUTIB i siKicTio cHy (r=10,58), a Takox
HeraTWBHA 3 piBHeM BTOMJIOBaHoCTi (r=-0,50;
r=-0,48) 3acBifunsm poJb HOpMaJi3allil KHCHEBOTO
0OMiHy y (hopMyBaHHi 3araJbHOTO (PI3UYHOTO 1 IICH-
X0eMOITiitHOro 106po0yTY mamienTiB. OcobMBO BakK-
JIMBO, IO SKICTh CHY BUSIBHJIACS HailOiIbII TICHO
OB sI3aHOIO 31 3MiHAMU PiBHST TEMOTJIO0IHY, IO 3a-
CBIJIYMJIO 3HAUYIIICTD JIiKyBaHHs aneMii mipu XI'1 ve
JIUTIIE JI7IST 3SMEHTIIEHHS COMAaTUYHUX CUMIITOMIB, aJie
i JI7151 TOJTITIIEHHS HEMPOTICUXOJIOTIYHOTO CTaTYCY.

= 3arankLHa BTOMa

=== KOorHiTMBHa BTOMA

3,4 3,6 3,8

Eputpouutn (I/n)

Puc. 1. AkicTb XunTTS AiTen i3 xeopo6oto [MoLe 1-ro Tuny 3anexHo BiA PiBHA epuUTpOUMTIB Nig Yac 5-pivyHOl eH31MMOo3aMmicHOT Tepanil
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Puc. 2. SkicTb XUTTS giten i3 xeopoboto [owwe 1-ro Tmny 3anexHo Bif PiBHS reMorno6iHy nig Yac 5-pivHOT eH3MmMo3amicHOoI Tepanil

3arasiom, HopMaJiisallis piBHIB TeMorio6iHy Ta
€PUTPOITUTIB CBITUUTD TIPO CUCTEMHE TTOTITIIITIEHHS
(hiziosoriunOTO CTAHy /AiTEN 1 MiBUIIEHHS SKOCTI
IXHBOI'O JKUTTSL.

Y HaBenmeHOMY OCJIIKEHH] BUSIBJIEHO 3B 130K
Mi piBHEM TPOMOOIIUTIB i TAKUMU ITOKa3HIKAMHU,
SIK SIKICTb CHY, 3arajibHa BTOMJIIOBAHICTh 1 KOTHITUB-
Ha BTOMJIIOBAHICTB, 1[0 CBI/TYUTD IIPO MOKJIUBY POJIb
TpomborTapHoi AuchyHKIT y (hopMyBaHHI He-
HPOICUXOJIOTIYHOTO CTATyCY MAIIEHTIB. 30KpeMa,
piBeHb TPOMOOIUTIB MA€ MO3UTUBHY KOPEJIAILII0
3 saKicTio cHy (r=+0,62) i HeraTuBHY — 31 BTOMJIIOBA-
Hictio. OKpiM y4acTi B reMocTasi, TpOMOOIMTH MO-
JKYTh OMOCEPEKOBAHO BIJINBATH HA IKICTh KUTTS
niteit i3 XI'1. Ile cBiquuTh PO BasKIUBICTh HOPMa-
JIizallii boro MOKa3HMKa JJIs MOJIIIIIeHHS SIKOCTI
KUTTSE (TabIL.).

Ha nymky aBTOpKH, IiZIBUIIIEHA CXUJIBHICTD 10
KPOBOTEYi BHACJII/IOK TIOPYIIEHHS TIEPBUHHOTO Te-
MOCTa3y yepe3 3HUKEHHsT TPOMOOIUTIB MOJKe TIPH-

3BOJIMTH [I0 IOZIATKOBOTO CTPECY JIJIsI OPTaHi3aMy XBO-
pUX, III0 HETATUBHO MO3HAYAETHCA HA 3aTaTbHOMY
GizuyHOMY CTaHI AIlIEHTIB.

Ha puicyHky 3 HaBe/IeHO IMHAMIKY PiBHSI TPOMOO-
uTiB y aiteit i3 XI'1 na i w'stupiunol 3T imi-
riotepasoto. Tak, cepesitiil piBeHb TPOMOOIIUTIB
3pic i3 79,0+2,7 I’/ Ha MOMEHT BCTaHOBJIEHHS [lia-
rao3dy a0 179,0£11,1 I'/x 3a ’aTh POKIB JTIKyBaHHS,
110 BizinmoBiae 3pocTantio Ha 127 % Biji TOYaTKOBOTO
piBust (p<0,05). [Tapasesbho B ArHAMII iCTOTHO TIO-
Jinmmancst cy6 eKTHBHI TapaMeTpy IKOCTi JKUTTSI.
Hanpukmian, skicTs CHY, cepe/iHs OIliHKa SKOTO ITi]-
Buiuiacs 3 4 10 8 6asis 3a VAS, 3acBiqunia Hopma-
JIi3aIliio apXiTeKTypHu CHY Ta CyTTEBE 3HWKEHHS
KIJIBKOCTI HIYHUX TIPOOYIKEHB i CKapT Ha TPYAHOIIL
i3 sacunanusam (p<0,05). [llomo 3aranbHoi hizuaHOI
BTOMJITOBAHOCTi, TO CepPeNHS OIliHKAa 3HU3UIACS
37 o 5 6anis (p<0,007), BKazyroun Ha 3MEHIIECHHS
BUPAKEHOCTI BUCHAKEHHS B/IEHD, TiABUIIICHHS BU-
TPUBAJIOCTI Ta (Pi3NUHOI aKTUBHOCTI iTelt. KorHi-

Tabnuus

NAUIAHMIA aHani3 B3aEMO3B’A3KY MiX N TOPHUMMU NOKa3HUKaMMU i N MeTpaMu AKOCTi XXUTTA B Aiten
Kope aHanis B3aEMO3B’A3 abopaTo oKas a apameTpa ocC el
i3 xBopo6oto MNowe 1-ro Tuny (n=27)

n CoH 3aranbHa BTOM/IOBaHiICTb | KorHiTuBHa BToM/loBaHicTb
OKa3HUK
(r, p) (r, p) (r, p)
[femornobin +0,65 (p=0,003) -0,60 (p=0,005) -0,55 (p=0,010)
Eputpoumntn +0,58 (p=0,012) -0,50 (p=0,018) -0,48 (p=0,030)
TPOMGOLMTH +0,62 (p=0,004) -0,58 (p=0,007) -0,53 (p=0,012)
O6'M cenesiki -0,62 (p=0,002) +0,66 (p=0,001) +0,60 (p=0,004)
Lyso-GL1 -0,72 (p=0,007) +0,72 (p=0,0005) +0,68 (p=0,0008)
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Puc. 3. FKicTb XnTTA AiTel i3 xBopoboto [oLe 1-ro Trny 3aneXxHo Big piBHA TPOMOOUMTIB Nifg Yac 5-piyHOl eH3MMo3aMicHOI Tepanil

THUBHA BTOMJIIOBAHICTh TAKOK BKa3aJsa Ha 3MEeHIIIeH-
HsI cepeiHboi OIliHKH 3 6 110 4 6amis (p<0,004), 110
3aCBIIYNIIO TTOTITIIIEHHS KOHIIEHTPAIlil yBaru, 371aT-
HOCTI /10 HAaBYAHHS 1 BHUKEHHSI CKapT Ha «PO3CisIHY»
Tam ' siTh.

BaxauBo 3a3HauunTH, 1110 TO3UTUBHA JUHAMIKA
TPOMOOTINTIB MOsKe Oy TH 3yMOBJIEHA PEMYKITIETO TTa-
ToJIOTiYHOI 1H(iBTpaItii Makpodaramu [orre B KicT-
KOBOMY MO3KY i cesie3iHi. TakoX MOoMiNIyeThCs
CUCTEMHA MiKPOITUPKYJIAIIiS | BMEHIITYEThCS CTYITiHbD
TKAaHWUHHOI TiMTOKCii. SHUKEHHS PiBHS CUCTEMHOTO
3allaJIeHHs OTI0CEPEIKOBAHO HOPMAJIi3y€ HelpoBe-
reTaTUBHY PETYJISIIIO CHY | KOTHITUBHUX (DYHKITIT.

OxXpiM reMaToOJIOTIYHUX TTOKa3HWKIB, BAXKJIUBUM
MapkepoMm kiriHiuHoi Biganosiai Ha @3T npu XI'1y
JIiTEl 3aJINIIAEThCS CTaH BHYTPITIHIX OPTaHiB, 30-
KpeMa, ceJie3iHKM K O/IHOTO 3 KJII0OYOBUX OPTaHiB-
Miteneit pu 1iiit marosorii. Tak, 301/1bIIeHHST PO3-
Mipy ceJie3iHKM MO3UTUBHO KOPEJIE 3 PiBHEM
BTOMJITOBAHOCTI (1==+0,66 — /17151 3araTbHOI BTOMJTIO-
BanocTi; r=+0,60 — /11T KOTHITUBHOI BTOMJIIOBAHOC-
Ti), 1110 BKA3y€ HA TICHUH 3B’I30K Mi’K PO3BUTKOM
3aXBOPIOBAHHS 1 MOTIPIIEHHAM (DiI3UIHOTO i KOTHi-
TUBHOTO cTany (TabJ.). Y [iTeil i3 OLIbIIMM PO3Mi-
POM ceJie3iHKH OiJIbIll BUPAsKEHI CUMIITOMM BTOM-
JIIOBAHOCTi, MO HETAaTUBHO BIIJIMBA€E HA IXHIO
3/IaTHICTD 10 HaBYaHHs i comiasizamii. [1i paktu
BKa3yI0Th Ha HEOOXIIHICTh KOHTPOJIIO PO3MIpIB ce-
JIE3IHKH, OCKITIBKY TaKi faHi MOKYTh OyTH BasKJIH-
BUM iHMKATOPOM IOTPeOU B KOPEryBaHHi Teparies-
TUYHOI CTpaTeTil.

ISSN 2663-7553 Cyuacua nexgiatpisi. Ykpaina 8(152)/2025

BaskuBo, 1110 361/bIIEHHS PO3MIPY CeIe3iHKN
B ftiteli i3 XI'1 € He jintiie MOP(OJIOTIYHOIO 03HAKOIO
AKTMBHOCTI 3aXBOPIOBAHHS, ajie i hakTopoM, 1110 00-
MexKy€e 00'eM 4epeBHOI IOPOKHUHY, CIIPUYUHAE
KOMITPECIIO CyMIsKHUX OPraHiB, BAHUKHEHHSI 00JThO-
BOTO CUH/IPOMY 1 3HM)KeHHS (Pi3MUHOI aKTUBHOCTI.
[1i 3MiHN, CBOEIO YEPTOIO, ACOIIIOIOTHCS 31 3HMKEH-
HSM SIKOCTI CHY Ta TiIBUNIIEHHSAM PiBHS (hi3UIHOI
BTOMJTIOBAHOCTI i KOTHITUBHOI BTOMJIIOBAHOCTI.

Y HaBeseHOMY JIOCJII/IZKEHHI TTPOAHAII30BaHO 3a-
JIESKHICTB 3MiH TPHOX TTapaMeTPiB AKOCTI KUTTS, 30-
KpeMa, CHY, 3araJibHOI BTOMJTIOBAHOCTI 1 KOTHITUBHOI
BTOMJIIOBAHOCTI, Bijl PO3Mipy ceJie3iHKHU B /iTel i3
XT'1 ma tai warupivaoi @3T (puc. 4).

OTtpumaHi pe3yJibTaTh MatOTh TIEBHI 3aKOHOMIP-
HOCTi. 30KpeMa, BCTAaHOBJIEHO 3MEHIIIEHHS PO3Mipy
cenes3inku 3 132,6+7,3 mMm 110 32,2+2,1 MM, acoriiio-
BaHe 3 ICTOTHUM TOJTITIIEHHSM SKOCTi cHY (OIliHKa
migBuimaacs 3 4 10 8 6anis; p<0,012). PiBens 3a-
raJIbHOI BTOMJIIOBAHOCTI 3MEHIINUBCA 3 7 710 5 6aliB,
110 BKA3aJI0 HA BiJTHOBJIEHHS EHEPTETUIHUX MOKJITHU-
BOCTEl OpTaHi3aMy, a KOTHITHBHA BTOMJIIOBAHICTh
sunsmacd 3 6 10 4 6aJis, 10 3aCBITYNIIO TTOJIIIIIICH-
H4 HelipokorHiTuBHUX (yHKIiN (p<0,02).

Otixe, cTa€ OYEBUHUM, IO TTOCTYTIOBA PEAYKITiS
PO3MIpy CeMe3iHKH Ha TJIi JIIKyBaHHS MOKe 3HUKYBAaTH
MOPTAJIbHUHN TUCK, HOPMAJIi3yBaT CUCTEMHUI KPOBO-
00T i TOJIIIIIyBaTH [IOCTAYaHHs TKaHKH KucHeM. 1le,
CBOEIO YEPTOI0, 3yMOBJTIOE 3HAUHE 3HIKECHHS COMATHY-
HUX CUMITTOMIB, TIOJIINTIEHHS (Pi3UTHOTO CAMOTIOUYTTS
i 3aTaTbHOTO €HEePTeTUYHOTO CTaHY JUTHHMU.
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Puc. 4. SikicTb XuUTTs Aiten i3 xsopo6boto Nowwe 1-ro Tmny 3anexHo Big po3Mipy cenesiHkum nig yac 5-pivHoi eH3rMMo3aMicHoI Tepanil

Lyso-GL1 € kio4oBuM 6ioMapKepoM aKTHBHOC-
Ti XI'1 i Biflirpa€e BaXXJIUBY TAaTOT€HETUYHY POJIb:
TOKCUYHO BIJINBAE HA KJITUHU, BUKJIUKAIOYN aK-
THBAIlit0 MaKpodariB, MOCUJIEHHS 3aMaTbHOL BiJl-
MOBiJli Ta PO3BUTOK TKAHUHHOI AUCHYHKILII.
Y 3B’43Ky 3 UM y JOCJiJI’KEHHI BUBUYEHO
B3a€MO3B’I30K MiK GiOXIMiYHMM MapKepoM
Lyso-GL1, nporHOCTUYHOIO AaKTUBHICTIO 3aXBOPIO-
BaHHS 1 IKICTIO JKUTTS.

Busgsieno nmo3auTuBHI KOpeJIsAIlii i3 3araJbHOIO
BTOMJIIOBAHICTIO i KOTHITUBHOIO BTOMJIIOBAHICTIO
(r=+0,72, r=+0,68) Ta HeTaTUBHY KOPEJISAIIIIO 3 SIKiC-
Ti0 cHy (1=-0,70). ITuM mirTBEpKEHO, IO BUCOKUIA
piBeHb 1IbOTO MapKepa € iIHAUKATOPOM aKTUBHOCTI
XBOPOOU i MOTIPIIEHHS 3aTaIbHOTO CAMOIOYY TTS
nartienTiB. Konnentparisg Lyso-GL1 € nepcriekTus-
HUM ITPOTHOCTUYHUM MapKePOM, SIKHH 1a€ 3MOTY He
JIVIIIE OI[IHIOBATH CTaH XBOPOOH, aJie ii epeabadyaru,
SIK 3aXBOPIOBAHHS BIIMBAE HA SKIiCTh skUTTs. Lle mae
3MOTy HMIBUJIIIIE i AKiCHIillle MOHITOPYBaTH JIiKyBaH-
H, CIPSIMOBYBATU MOTO HA 3HWKEHHS aKTUBHOCTI
XBOPOOU 1 MiJIBUIEHHS IKOCTI )KUTTS NaIli€HTIB
(Tabu.).

Y nocaiipkeHHi TaKoK MPOAHATI30BAHO 3MIHY
TPbOX BLKJIMBUX TTOKA3HUKIB SIKOCT1 KUTTS — SIKOC-
Ti CHY, 3araJibHOI BTOMJIIOBAHOCTi 1 KOTHITUBHOI
BTOMJIIOBAHOCTI — 3aJI€3KHO BiJl KOHITeHTpaIlii Lyso-
GL1 y nireii i3 XI'1, axi orpumysanu O 3T npotsi-
TOM IT’SITH POKiB (pHC. J).

3a OTpUMaHUMU JAHUMU, 3HUKEHHST KOHIIEHTpa-
mii Lyso-GL1 3 180,9+00 ar/mu 1o 14,400 ar/ M

CYTIPOBOJIKYBAJIOCS TIOJITIIIIEHHSIM SKOCTi CHY 3 4 710
8 6auis 3a VAS (p<0,010). OgHak piBeHb 3aragbHO]
BTOMJIIOBAHOCTi 3MeHIIUBCS 3 7 10 5 GauiB
(p<<0,004). [Ilo/10 KOTHITUBHOI BTOMJIIOBAHOCTI, TO
ii piBeHb Takox 3HU3UBC 3 6 710 4 GaJIiB, 1[0 BKa3aJlo
Ha TOJITIIIeHHST HEWPOTICUXOJIOTIYHUX (DYHKITIH Ti-
teit (p<0,012).

Omsxe, xponiuauii BB Lyso-GL1 cipuunnsie
(honoBy Helipo3anaabHy aKTUBHICTD, IKA TIPOSIBIIS -
€THCS BTOMOIO, TTOTIPIIEHHSIM CHY i KOTHITUBHOIO
HecTabiIbHICTIO HABITh Y 1iTeil i3 CyOK/IIHIYHOTO He-
BPOJIOTIUHOIO cUMIITOMaTnKot0. CaMe oCTyImoBe
3umkenns konrmenrpaiii Lyso-GL1 wa tiai 3T
3MEHIITy€ aKTUBaIli 0 MakpodariB, HOpMasi3ye KJIi-
TUHHWI MeTaboIIYHIIi CTaH i BiZIHOBJIIOE HEHPOTJIi-
aJbHY PiBHOBATY, 110, CBOEIO YeProio, 0UEBU/HO, TIO-
3UTUBHO BIJIMBAE HA COH, (PI3UYHY aKTUBHICTH
1 KOTHITUBHI (DyHKIII.

OTiKe, pe3yJIbTaTit aHATI3Y KOPEJISIIiit MixK J1abo-
paTOpHUMHU MapKepaMy Ta MOKa3HUKAMU SIKOCTI
sxutTs aiteit i3 XI'1 ¢BiguaTs, 110 piBHi reMOrI06iHy,
epUTPOIUTIB, TPOMOOIMTIB, KOHIIEHTpallist Lyso-
GL1, a Takosx po3mip cesie3iHKNA MOKYTD CIYTYBaTH
He JINTIIE [T MOHITOPUHTY aKTUBHOCTI 3aXBOPIOBAH-
Hs, ajie i JI71 IPOrHO3YBaHHS 3MiH Y SKOCT1 JKUTTH
naiienTis. e BiiKpuBae MOKIMBOCTI /1711 CBOEYAC-
HOTO KOperyBaHHS Tepallii Ta BIIPOBa/IKeHH 1H/1-
Biflyasi3oBaHuUX JIiKyBaJibHUX cTpateriii. MoHiTo-
PYHT IIMX MapPKEPiB CIIPHUSIE 3MEHIIEHHIO HETaTUBHITX
IIPOSIBIB XBOPOOH, 30KpeMa, IIOPYILEHb CHY 1 IiBK-
MIeHOi BTOMJTIOBAHOCTI, @ TAKOJK MOJIITIIIEHHIO (hyHK-
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Tepanii

I[IOHAJTBHOTO CTAHY i 3aTaJIbHOTO CAaMOTIOUYTTS IiTeH.
OTtpumaHni faHi € BaXKJIUBUMU /T OIIHIOBAHHS
eeKTUBHOCTI Teparrii Ta po3po0JIeHHST HOBUX JIIKY-
BaJIbHUX MI/IXO/IIB.

Hocniskenns 3a3HaueHNX MapKePiB y KITHIYHIN
MPaKTUIll ONITUMI3Yy€ MPOIleC MPUUHATTSA PillleHb
10710 BeieHHs matfienTiB i3 XI'1, o 3pemiToro cripu-
€ TABUIIEHHIO GKOCT1 IXHbOTO KUTTS. Pe3yibraTu
I[bOTO JOC/IIKEHHS i ATBEPIKYIOTh, 1110 Jabopa-
TOPHI MOKAa3HUKU MOXKYTbh BiJ[iTpaBaTu BAKJIUBY
POJIb B OIIHIOBAHHI KJIiHIYHOTO CTaHY Ta MPOTHO3Y-
BaHHi 3MiH y 9KOCTI kUTTs fiteit i3 XI'1.

XBopoba Tomre 1-10 THITY € HARIIOUINPEHIIIOIO
(HOPMOIO J1I30COMHOI HAKOIIMYYBaIbHOI XBOPOOH, 110
XapaKkTepU3yeThes AedimuToM (hepMeHTy B-TII0KO-
1iepebpo3uIasu, YHACIIOK Y00 B Makpoarax Ha-
KOMUYYEThCS ToKoIiepedoposut. Ile mpusBoauTs 10
ypaskeHHs MeYiHKHU, ceJie31HKU, KICTKOBOTO MO3KY,
a B JIESIKNX BUTIAJIKAX — jieredb. OCTaHHIMU POKaM#
y dhoKyci gocriHuKiB epebyBac He e Mopgo-
(bynKITiOHATEHUT CTAH OPTaHiB, aje i AKICTh JKUTTS
MAIEHTIB, 9Ka 3AJIEKUTD SIK BiJl KITHIYHOTO CTaHYy,
TaK i Bi 610XiMiYHIX MapKepiB aKTUBHOCTI XBOPOOU.

Hocnimxeans SKOCTi JKUTTS namienTiB i3 XI'1
POBIJISIIAIOTH SIK IHCTPYMEHT, 1110 BioOpaskae ¢isny-
He, eMOIIiiTHe i KOTHITUBHE 6JIaromno ydds JuTHHH.
3okpema, 3a ganumu J.T. Weinreb ta criBaBT.
(2021), HaBiTh 3a cTabiIBHUX JTAGOPATOPHKX MTOKA3-
HUKIB, TAIIEHTH MOXKYTb CTPAXIATA HA XPOHIUHY
BTOMY, PO3JIaJIU CHY 1 TOPYIIEeHHS KOHI[eHTpaIlil yBa-
ru [23]. Ile cBig4uTH MPO HEOOXIAHICTD MOIIYKY
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3B’I3KiB MK Cy0'€KTUBHUMM IIapaMeTPaMu IKOCTI
KUTTS Ta 00’ EKTUBHUME OioMapKepaMu XBOPOOH.

Y nocaimkenni A.G. Alioto ta criiBasr. (2020) Bu-
SIBJIEHO, 1110 B aiTelt i3 XI'1 3HAUHO HIKYI TOKA3HUKHI
STKOCTIi JKMTTsI TIOPiBHSIHO 31 3/TOPOBUMU OJ[HOJIITKA-
mut. OcobBJIMBO 11€ CTOCYETHCST (DI3UIHOTO Ta EMOTII -
HOrO GJtaronosiyudss. baThbKu TaKOX Bifi3HAYAIOTDH
MOTIPIIeHHS SIKOCTI JKUTTS iXHIX IiTelA, [0 BKa3y€ Ha
HEeOOXiZHICTh BIPOBA/KEHHS OLIHIOBAHHS AKOCTI
JKUTTS B KJIHIUHY IIPAKTUKY /11 CBOEYACHOTO BU-
SIBJICHHST [TPOOJIEM 1 KoperyBaHHst Teparrii [ 1].

[TpoanasizoBaHo MUTaHHS PO3POOTIEHHS CIIEIH-
(biuHMX IHCTPYMEHTIB JIJI5T OIIHIOBAHHST STKOCTI JKUT-
ts1 miteit i3 XI'1. Tak, D. Elstein ta cmisasr. (2022)
PO3po6JIeHO Ta BaJIioBaHO crielindivHi OMUTyBaIb-
Huky aud nanientis i3 XI'l — Gaucher Disease-
Patient Reported Outcome Measures (GD1-
PROMs), ski BpaxoBYIOTb YHiKaJbHI CUMITOMU
i BIUTUB 3aXBOPIOBAHHS Ha TOBCAKAeHHE KUATTS. L1i
iHCTPYMEHTH JIaf0Th 3MOTY 00'€KTUBHO OIliHIOBATH
SAKICTD KUTTS MAII€EHTIB Ta e(heKTUBHICTH Teparii,
110 € BAXKJTMBUM KPOKOM Y TIepCOHI(iKOBAHOMY TIijI-
XO7Ii 10 JTiKyBaHHs [ 6].

Cutift 3a3HaYNTH, 1110 OIHAM 3 IHCTPYMEHTIB OIIiHIO-
BaHHS TAKMX [TapaMeTPiB, SIK OiJib, BTOMa, SIKICTh JKHT-
TSI, HACTPiit To1I0, € VAS. e — He crienniuna mkaia,
pospobuena mist XI'1, ognak y myb6utikartisix 2020—
2025 pp. BoHa HaifyacTillle 3raflyEThCs, IK YaCTHUHA
KOMIILJIEKCHOTO OIIHIOBAHHS CTaHY MAII€HTIB 13 €10
Hexyroio. Y pocruimpxkennsx D. Elstein ta ciiBasbr.
(2022) VAS BuKOpHCTAHO /7151 OTIHIOBAaHHS BTOMU Ta
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600 sk yactuny crBoperrss GD1-PROMs [6].
J.T. Weinreb Ta criasr. (2021) Takosk 3acTOCOBaHO
VAS sx omaTkoBuii mapamMeTp OIliHIOBAaHHS TeparieB-
TUYHOI BiJIITOBi/Ii, 0COOJIMBO MO0 CUMIITOMIB BTOMU
[23]. Y kiniuniit npakTtuiti VAS KopucHa THM, 1110
J1a€ 3Mory marieHToBi (200 foro 6arbKam, SIKIIO K-
THHA JIy>Ke MaJia) TBU/IKO TIOBIIOMUTH ITPO ITHAMIKY
CUMIITOMIB 1 IKICTb JKUTTS, 1[0 ByKJIMBO JJISI OIIHIO-
BaHHS e(DEKTUBHOCTI Tepartii.

Taxosx 3a VAS oriHeHO GKiCcTh KUTTS AiTeEH i3
XT'1. Tak, BiztoMo, 1[0 reMOTJIO0IH i epUTPOIUTH € iH-
JAMKaToOpaMu OKcureHartii i sikocti cuy [10,15]. Ane-
Mis 3 T HODMOXPOMHUM XapaKTEPOM 4acTo CIocTe-
piraetbcda gk yckuaanHenns XI'1, a piBeHb
€PUTPOIIUTIB i TEMOTJIOOIHY TPAIUIIITHO PO3TJIs/Ia-
ETHCS SIK OA30BUIT MapKeP TSKKOCTI XBOpoOH. 3a
nannmu P.K. Mistry ta criBaBrt. (2021), 3HMKEeHHS
reMOTJI00IHY CIIPUYMHSIE CUCTEMHY TilTOKCi0, 10
BILTUBAE HA SAKICTh CHY, KOTHITUBHY (DYHKIIIIO i BU-
TpuBamicTh [15]. Y miteii i3 HopMmastizatieto piBHs
eputponuTiB tmicss moyatky 3T nominmryerbest
AKICTh CHY 1 3MEHIIYIOTHCSI MPOSBU BTOMU
(D.A. Hughes Ta ciBasr., 2023) [12].

3a OTPUMaHUMU B HaBeJIEHOMY JIOCJIi/KeHH] a-
numu, y aireit i3 XI'1 nepen nouatrkom M3 T Busis-
JIEHO HU3BKUI PiBEHb ePUTPOIIMTIB i TeMOTI00IHY.
Ha gymKy aBTOpPKHU, BiH aCOITIIOETHCS 3 PO3BUTKOM
XPOHIYHOI TKAHMHHOI TIMOKCIi, sIKa MOT1PIIYE IKiCTh
CHY Yepe3 aKTUBAIlil0 CTPECOBUX BifIIIOBizIeil HEPBO-
BOI CUCTEMU 1 MOPYIIEHHS HOPMAJIbHOI apXiTeKTYpPH
cHy (ckopouentst ¢asu ranboKoro cHy ). XpoHiuHa
FIOKCig TaKOK MPOBOKYE IMiAIBUIIIEHY BTOMJIIOBA-
HIiCTh i KOTHITUBHY HecTabiIbHICTD Yepes MopyIieH-
HsT eHepro3abesneueHns HelipoHiB. OHAK TOCTYIIO-
Ba HOpPMaJli3allisl KiJIbKOCTi epUTPOIMTIB i PiBHS
remorsio6iny BHacigok ' stupivaoi 3T npusso-
IIUTH 710 3MEHIIIEHHS TiTIOKCii, Bi/[HOBJIEHHS eHepTe-
TUYHOTO OOMIHY B TKAHWHAX, 1110, CBOEIO Y€PTOIO,
3HUIKYE PiBEHb SK 3arajibHOi, TaK i KOTHITUBHOI
BTOMJIEHOCTI.

OHuM i3 KITTHIKO-7Tab0paTOPHKX MapaMeTPiB Mo-
HiTopunry 1epebiry XI'l € piBeHb TPOMOOIUTIB.
3MeHIIeHa IXHsI KiJIbKiCTb IIPH I1iii XBOPOOi acortifo-
€THCS HE JInIIe 3 KPOBOTEYaMU, ajie 1 13 3arajlbHUM
(hismuHUM HMCKOMMOPTOM, CTPAXOM aKTUBHOCTI,
a OTiKe, 31 3HMKEHHAM AKOCTI KUTTA. B orasai
J.T. Weinreb ta cisasr. (2021) BkaszaHo, 1110 HU3b-
KMii piBeHb TPOMOOIUTIB 3HAYHOIO MiPOIO BILIMBAE
Ha PiBEHb TPUBOXKHOCTI B JIiTEH, a HOPMaJsIi3ailis 1{bo-
IO TTOKa3HUKA MO3UTUBHO KOPEJTIOE 3 MOJITIIIEHHSIM
(ismuHOI aKTUBHOCTI Ta IKOCTi cHY [23]. OTpumani

20

HaMU Pe3yJIbTaTH 3aCBIIUYIOTh, IO T ABUIIEHHS PiB-
st tpomOoruTiB Ha T D3 T MokHA PO3TIIAAATH SIK
YYTJIMBI MAPKEPH 3arajibHOTO KJITHIYHOTO TTOJIITIIIEH-
H4 B fiTeit i3 XI'1.

Ha nymKky aBTOpKH, TO3UTUBHA JIMHAMIKA TPOM-
601UTIB BioOpaskae peAyKIlio MaToa0TiqHOI iH-
dinwrparii makpodaramu [orire B KicCTKOBOMY MO3KY
i cesie3iHIli, MOJIIIIEHHS CUCTEMHOI MiKPOITUPKYJISI-
11ii Ta 3MEHIIIeHHS CTYTeHsI TKAHUHHOI T1TI0KCii, 3HU-
JKEHHS PIBHSI CUCTEMHOTO 3aITaJIeHHs, 1110 O1T0CePei-
KOBaHO HOpMaJi3ye HeiipoBereTaTUBHY PeryJisiio
CHY 1 KOTHITUBHUX (DYHKITI .

CrireHoMerasist € XapakTepHoo o3Hakomo XI'1.
Hocimkennsm G.A. Grabowski Ta cmiiBasr. (2025)
BCTAHOBJIEHO, 1[0 3HAYHE 301/IbITEHHST CEJe31HKN
ACOIIIIOETDCSI He JIHIIIE 31 3HUKEHHSIM TPOMOOIIHTIB,
aJie i 3 MiIBUIIEHUM PiBHEM BTOMH, OOJIIO B KIBOTI
i BimayTTsim TssKKocTi. [le 0co6mBO IOMITHO B 1i-
Teil, IKi BTpavyaioTh iHTepec 10 PyXJAUBUX irop abo
MaIOTh TPYTHOTII B HABYaHHI yepe3 3arajibHe BUCHA-
ke [10]. Kopesditii Misk po3mipoM cesie3iHKu Ta
MTOKa3HUKAMHU TICUXOEMOIIMHOTO CTaHy BUBYEHO
B poborax N. Rosenberg N Ta cmiasr. (2023). ABTO-
paMu KOHCTATOBAHO, 1[0 HaBiTh YaCTKOBE 3MEHIIEH-
Hs OpTaHa CylpPOBO/IKYETHCS TOJITIIEHHSIM CaMO-
mouyTTs [18].

3HayHa crieHoMerautis B iteit i3 XI'1 cymposo-
JUKYETBCS JIEKITbKOMA 1MaTodi310J0TITHUMU TIPOIIe-
CaMU: ITOCUJIEHOIO CEKBECTPAIIi€I0 KJIITUH KPOBI
(epuTpONMTIB, TPOMOOIUTIB), PO3BUTKOM aHEMil,
MOPYIIIEHHSAM TTOPTATHBHOTO KPOBOTOKY 1 XPOHIYHOIO
IMYHHOIO aKTHBAILI€IO.

Y nocaipkeHHi TakoK BU3HAUEHO PO3MIip cesle3iH-
ku B fiTeit i3 XI'1. Ha crapri criertudpivnoro jrikyBan-
HSI BeJIMKa cesie3inka (isndHo obMeskyBajia 06’ eM
YepeBHOI MOPOKHUHU, 3yMOBJTIOIOUN KOMITPECITo Ha-
BKOJIMIITHIX OPTaHiB, ANCKOMMOPT, O1JIb i SMEHITIEHHST
Gi3nIHOT AaKTUBHOCTI, IO TIOTiPITYBAJIO 3aTAJIbHUNT
CTaH NAII€NTA, AKICTb CHY 1 IPUBEJIO 10 PO3BUTKY
BroMu. Ha rymMKy aBTOpKH, IOCTYTIOBA PeLyKILisl PO3-
MipiB Cesle3iHKM Ha TJIi I ATUPIYHOTO JIiKyBaHHS IPU-
3BeJIa JI0 3HUKEHHS I0PTaJIbHOIO TUCKY, HOpMaJIi3a-
il cMcTeMHOTO KPOBOOOIry i TOJIMIIEeHHS
MOCTAYaHHS KUCHIO /I0 TKAHWH. YHACJII/IOK TIbOTO 3HA-
YHO MOCTA0II0OBATIACS COMATHYHA CUMITTOMATHKA,
ToJTiIIIyBasiocs (pisuyHe caMOTIOUYTT 1 3arajbHUN
eHepreTUYHUN cTad auTuHU. OTpUMaHi 1aHi nepe-
KOHJIMBO 32CBiTUWJIN, TII0 PELYKITiS CeJIE31HKN € BaXK-
JIMBUM MaPKEPOM KJIIHIYHOTO MTOJTITIIEHHS B IiTel i3
XT'1. 3meniieHHs po3Mipy cesie3iHKU TiCHO acoIliiio-
BaHe 3 TIOJIMIIEeHHSIM SKiCHIX XapaKTePUCTUK KUTTH,
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Y TOMY YHCJIi CHY, (hi3MYHOI BUTPUBAJIOCTI 1 KOTHITHB-
HOI cTabi/IbHOCTI, 1110 BKa3y€ Ha BasKJIMBICTh MOHITO-
PUHIY CIIJIEHOMeTaJil K iIHTerpaJbHOro IOKa3HUKa
e(heKTUBHOCTI Teparrii.

Ha cvoromni Lyso-GL1 Bu3nano ogHuM i3 Haifif-
dhopmarusHinmx 6iomapkepis akrusHocTi XT'1. 3rij-
HO 3 focikennaM V. Murugesan Ta crriasT. (2024),
BUCOKa KoHIleHTpaiis Lyso-GL1 npsimo nioB’s13aHa
3 MPOSIBAMY CHCTEMHOTO 3arlaJIeHHsI, METabOJIIYHOTO
CTPECY, 1 IO BaKJIUBO — 13 TICUXO0EMOITIMHUM HaBaH-
taxkeHHAM [ 16]. Ileit Mmapkep nokazye HalBUIILY KO-
PEJISIIIo 31 BTOMOIO Ta ITOPYIICHHSIM CHY ITOPiBHSIHO
3 IHIUME JTAOOPATOPHUMU TIOKA3HUKAMU. Y Malli€H-
TiB, AKi JOCATJIA CTIMKOTO 3HUKEHHS KOHIIEHTpaIllii
Lyso-GL1, icToTHO noJINIIy€eThes SIK KOTHITUBHA
(byHKIid, TaK i TABUIYETHCS PIBEHD €HEPTII.

¥ nocrikeHHi TpoaHasi30BaHo 3MiHY TPhOX BasK-
JINBUX ITOKA3HUKIB SIKOCTI JKUTTS — CHY, 3arajbHO1
BTOMJIIOBAHOCTI 1 KOTHITUBHOI BTOMJIIOBAHOCTI — 3a-
JiexxHo Biji koHnenTpanii Lyso-GL1 y pireit i3 XTI'1,
ski orpumyBasiin M3T nporsirom 1m'situ pokis. 3Hu-
skeHHsI KoHTleHTpartii Lyso-GL1 cynpoBomkyBaocst
HOJIITIIEHHAM SIKOCTI CHY, BOZIHOYAC 3MEHIIyBaBCs
piBeHb 3araIbHOI BTOMJIIOBAHOCTI, @ 3HUKEHHS PiBHS
KOTHITMBHOI BTOMJIIOBAHOCTI BKa3yBaJIO Ha MOJIII-
HIeHHs HelPoIIcuXoJoTiuHuX GyHKIH aiteit i3 XI'1.

Ortixe, aKTyaJbHUM TATAHHSIM CY4aCHOI JINTSTYO1
remMaroJIorii € He JINIIIe JTIKyBaHHS 3a JabopaTOpHU-
MU 3MiHAMU, ajie i iHTerpailist IuX 3MiH y KOHTEKCT
(hysKITIOHANBHOTO CTaHy 3/10poB’d naiieHTa. Ctpa-
Terii epcoHaslizoBaHoi Tepariii nepeabayaroTh ajiar-
taitiio 103 M 3T 3 orJisty He Jiuiie Ha KOHI[EHTPAITIO
Lyso-GL1 uu piBerb TpoMOOLIUTIB, ajie i Ha cTaH
BTOMU, CHY, COIIaTbHOI aKTUBHOCTI. JIK 3a3HaAUEHO
B pekomenaaiisx European Working Group on
Gaucher Disease (EWGGD, 2022), nociiKenns
GioMapKepiB CJIi/1 3aCTOCOBYBATH B MOEAHAHHI 3 1H-
CTPYMEHTaMU OI[iHIOBAHHS SKOCTi JKUTTS (HAIIpH-
kiaz, PedsQL a6o Child Fatigue Scales) [7].

AnaJrisz HayKoBuUX 1y6JIiKaliil BKazye Ha 4iTKuii
3B’SI30K MiK JTaOOPATOPHUMHU MapKepPaMu aKTUBHOC-
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