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BcTyn. JlisocoMHi XBOpobu HakonuyeHHs (JIXH) —
Le BEeNVKUIA Kiac cnagkoBux XBOPo6 0OMiHY pPeyYOBUH,
SKi 0OYMOBNIEHI TE€HETUYHUMWU 3MiHAMUK NIBOCOMHUX
bepMeHTIB, O KOHTPOJIIOTbL NPOLEC BHYTPILLHBbOKJII-
TUHHOMO PO3LLUENJIEHHSI TAKMX MAaKPOMOJIEKY, K MiKO-
3amiHornikaHun, rikoninign, rnikonpoTeinu [9]. Hacnig-
KaMu UUX 3MiH € BHYTPILUHbONI30COMHE HaKOMUYEHHS
Hepo3LLEeNIEHNX MakpOMOJIEKYS, WO NPU3BOAUTL 00
NMOPYLUEHHS HOPMAJIbHOrO (YHKLIOHYBAHHA KJIITUH Ta
dOpMyBaHHS NATONOMYHUX 3MiH B OpraHax ta cucrte-
Max [9]. JIXH xapakTepu3yloTbCs 3HAYHOIO FEHEeTUY-
HOIO FreTEPOreHHICTIO Ta KNiHIYHKUM NoAIMOP}Ii3MOM, L0
NPM3BOOUTbL A0 TPYAHOLLIB Y PO3MEXYBaHHi Pi3HMX 3a-
XBOPIOBaHb, AKi MaloTb NMOAIOHI 3MiHWN BioxiMiYHUX Map-
KEpPIB NpW Pi3HIN FreHEeTUYHIM NPpUPOoa;.

Came [0 Takux HanexuTb rpyna 3axBoploBaHb, Mpu
AKX OCHOBHI 3MiHM B OpPraHi3mi noB’a3aHi 3i 3HUKEHHSAM
aKTMBHOCTI NI30COMHOro GepMeHTy KUCHOi B—ranakTo-
314a3n. Ha CbOorofHiLHIN AeHb ONMMCaHO TPU KIIHIYHMX
3axBOPIOBAHHSA, NOB’A3aHUX 3 AediUNTOM NiB0COMHOI
B-ranakto3npasun: GM1-raHniosannos, ranakrocianigos
Ta mykononicaxapuao3 IV B (cuHapom Mopkio B) [8].

B-ranaktosnpasza (EC 3.2.1.23) - nizocomHui
depMeHT, WO BIAHOCUTBLCS 40 KNacy KUCAUX rigponas
i KOHTPOJIIOE BIiAWENNEHHS TEPMIHANbHOro 3asunLuUKy
necynbgartoBaHoi ranaktosn B pi3HUx BGiomonekynax
opraHiamy: mikoninigax (radurmiosng GM1, aciano-
GM1), WO MICTATLCA NepeBaKHO B HEPBOBIN TKaHWHI,
kepaTtaHcybdaTononibHuX rmiko3amiHornikaHax, Lo €
KOMMOHEHTaMM eKCTPakKNiTUHHOrO MaTPUKCY XPSLLOBOT
TKaHMHW Ta POriBKM, a TaKoX B MiKonpoTeiHax 3 Byrne-
BOLHUMKU nartepanbHumMn naHuoramun [11]. Jediunt
aKTMBHOCTI LbOro doepMeHTy Npu3BOauTb A0 HaKOMMU-
YeHHs1 MepepaxoBaHuX MeTaboniTiB B Nlid0coMax YCix
TUNIB TKaAHWH, WO CYNPOBOOXYETLCS LMTOTOKCUYHUM
edeKkToOM i NpU3BOAUTL A0 PO3BUTKY Y MALEHTIB He-
MpopaereHepaTnBHOI NATONOrii 3 NPOrpecyynm nepe-
6irom.
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MeTtaboniyHuin pedpekt npu GM1-raHrniosannosi ta
cuHgpomi Mopkio B 06ymoBneHunii myTauismm B CTPyK-
TYPHOMY reHi ni30COMHOI B-ranakto3mpasv — GLB1
[3,4]. Mpu ranakTocianigno3i mMetaboniyHuii pedekt
NMoB’sAI3aHUI 3 MyTaLi€0 CTPYKTypHOro reHa CTSA, wo
KOHTPOJIOE CUMHTE3 Binka — ctabinizaTopa ni30COMHUX
depmeHTiB B-ranakro3naasmn i HempamiHigasu, Ta npu-
3BOOMTb O0 BTOPUHHOIO AediunTy OCTaHHIX i, 9K Ha-
CNifoK, 00 HAKOMMYEHHS CiafloBMICHUX Oflirocaxapuiis
Ta cianoBuX KUCOT B Nidocomax [5,8,9]. Taknm 4nHom,
Ui TPV 3axXBOPIOBAHHSA MaloTb Pi3HY KAiHIYHY KapTUHY
Ta O0OYMOBMEHI PI3HUMMK ETioNOriYHUMYK dakTopamu,
ane BCi CyNpPOBOOXYKTbCHA BUPAXEHUM 3HUKEHHSM
aKTUBHOCTI B-ranakrosngasun. Came Le 0O3BOJSE BU-
KOPUCTOBYBATU TMOKAa3HWK MeTabosliyHOro mpedekty
B-ranakto3uaasu ons NnoCTaHOBKM NEPBUHHOMO AiarHo-
3y i naHyBaHHA Noganbluoi gudepeHuianbHoi giarHoc-
TUKN BKA3aHOi MaTonorii.

Cnig 3a3HaunTn, WO pepmMeHTaTUBHUIA aHani3 gyxe
YyTAMBUIA 00 OCOGMAMBOCTEN MpPOUEOYPU OTPUMAHHS
martepiany, 0o SKOCTi 6ionorivHOro Mmartepiany, a Takox
[0 YMOB MpOBeAeHHs1 OOCHiAXEHHs i 0cobnnBoOCTEN
GionoriyHoi BapiaLii GepMeHTaTUBHOI aKTUBHOCTI NeB-
Hoi nonynsauii [9]. Tomy ayxe BaXJIMBUM € BUSHAYEHHS
B KOXHili OjiarHOCTMYHIA nabopaTtopii BllacHUX creum-
diYHNX pedepeHCHUX 3HaYeHb aKTUBHOCTI IBOCOMHUX
depmMeHTiB B pisHOMY BioniorivHOMYy MaTepiani.

MeTolo Hawoi pod6oTu Oyo BCTAHOBJIEHHSA pe-
depeHCHMX 3HaYeHb aKTUBHOCTI f-ranakro3vpasv B
JNlerkoumnTax Ta nnasmi KPoBi y HaceneHHs YkpaiHm T1a
BM3HAYEHHSA aKTUMBHOCTI OAHOr0 eH3MMa y NauieHTIiB
3 GM1-raHmio3ngo3om, ranakrocianigos3om Ta CUH-
apomom Mopkio B Ta y uneHiB ix poavH, ans po3pootku
KpUTEPIiB OLIHKM pe3dynbTaTiB 6ioxiMiYHOro o6CcTexXeH-
HA NPV NPOBEAEHHI AndepeHLiNHOT OIarHOCTUKM LiET
naTosnorii B pOANHAX BUCOKOIO PUSKKY.

O0G’ekT i MeTOoaM pocnipgXeHHa. Martepianom
Ona focniokeHHs 6ynm 3pasku BEHO3HOI KpoBi 3 ELATA,
OTPUMaHOI y 27 nauieHTiB 3 Pi3HUX perioHiB YkpaiHu,
kM B nepiog, 3 2004 no 2015 pokn B CrneujanidoBa-
HOMY MeauKo-reHeTu4yHoMy LeHTpi (CMIL) i LeHTpi
opdaHHux 3axsoptoBaHb HAOC «OXMATAUT» MO3
Ykpainn (LLO3) 6yno BcTaHoBneHo paiarHo3 GM1-
raHrniosngos, ranakrocianigo3d ta cuHgpom Mopkio
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TaGnuus. kouuTiB Ta nnasmi nepu-

AKTUBHICTb $-ranakro3mgasu B sieiikouuTax Ta naa3mi Kposi y ¢depiiHoi  kpoBi B rpyni
nauieHTie 3 GM1-raHrnioannosom, rerepo3uroT i 34,0pPOBUX OCi0 KoHTpONIO (N=102) 3 pigHux
KOHTPOJILHOT rpyny 3 YKpaiHm perioHiB YkpaiHu ona Bu-
3Ha4YeHHd pedepeHCcHUX
e n ) 3HA4YeHb LMX MMOKA3HUKIB.
enxoumTA f1a3ma Kpos BpaxoBytoun  BiOCYTHICTb

MokasHUK (HMonb/rog,/mr 6inka) (HMonb/rog/mn nnasmm) |
BIKOBMX KONMBaHb aKTUB-
I'IaLI,iSHTI/I reTepo3nroTn | KOHTPOJb I'IaLLiSHTI/I reTepo3nroTn | KOHTPOJib HOCTi ﬂi3OCOMHV|X cbep-
CepepHe 186 75.9 182 0.34 15 2.04 MEHTIB, 0N BU3HAYEHHS
3Ha4eHHs pedepeHTHUX 3Ha4YeHb ak-
MakcumanbHe 7 115 595 07 28 45 TUBHOCTI [B-ranakro3ngasmu
3HayeHHA BMKOPWUCTOBYBa/In  3pas-
MiHimanbHe 0 30 20 0 0.9 0,94 Kun KF)OBI ',u,o6posmbr'4v|x
3Ha4eHHA OOHOPIB  PIi3HOro  BIKY.
PedepeHcHuit 0.08- AHanisa oTtpumaHux pe-
iHTepBan 0-4,6 47-112 118-290 0’ 64 0,9-2,7 0,98-3,8 3ynbTaTiB AKTUBHOCTI

O/ - (o) )

(5%-95%) B-ranaktosnpasu B nerko-
KinbkicTb 0Ci6 25 38 102 25 38 102 LMTax Ta B Mia3Mmi KPOBi

B, Ta ix 6atbkiB (38 0cCi0), a TakoX 3pasku KPOBi rpynu
KoHTponto — 102 nobpoBinbHi LoHOPK Bikom Big 18 oo
60 pokiB 6e3 HassBHOCTI KJTiHIYHMX O3HAK Ji30COMHOI na-
TONOrii, AKi Aann 3roay Ha NPOBEAEHHS OOCNIOKEHHSA Ta
cKnanm rpyny KOHTPOJIO.

Bci mocnipxeHHs npoBoaunucs B nabopartopii me-
An4HOoi reHeTnkm CMITL, 3 BUKOpMCTaHHSAM aTECTOBAHO-
ro nabopatopHoro obnafHaHHs Ta PeakTuBIB 3 YACTO-
TOMO «yaa» i BULLE.

[na  BU3HAYEHHA akTUBHOCTI [-ranakro3ngasu
B ni3aTi NenkouuTiB BUMKOPUCTOBYBanM GIOOPOreH-
HUn cybcTtpat  4-metunymbenidbepun (MY®D)-B-D-
ranaktonipaHo3vay (MU-B-Gal; MW 338,3; SIGMA)
[6]. PeakuiiHa cymiw cknaganacb 3 20 MK PO34YMHY
cybetpaty (2 MM 4- MY®-B-D-ranaktonipaHo3ung, B
0,1M/0,2M umnTtpat dochatHomy 6ydepi, pH 4,0 3 go-
nasaHHam 0,1 M NaCl) Ta 20 mkn nizaTy neikouuTiB 3
po3paxyHky Ha 30 Mkr 6inka. Peakujto npoBoamnm npo-
Tarom 30 xB npu 37eC Ta 3ynuHANM OoOaBaHHAM A0
peakuinHoi cymiwi 600 mkn 0,2 M NaOH-riunHoBOro
6ydepa, pH 10,6.

B fakocCTi cTaHOapTHOro po3dunHy ans obox dep-
MeHTiB BukopucToByBanm 500 MkM po3uuH 4-metuny-
mMenidpepoHy (Sigma). dnioopecueHL;iio 3BiNbHEHOO
4-meTunymbenipepoHy BUMIpIOBaNM 3a A0MNOMOMOL0
GaratodyHkUioHaNnbHOro aHanizatopa Victor (Wallac
Oy) npw LOBXUMHI XxBUAI 30yaKeHH: 365 HM Ta emicii 448
HM. OTpMMaHi pe3ynbTaTtv akTUBHOCTI B-ranakro3ngasuv
HaBoAunach y HMoJb/roa/mr Ginka.

CratuctmyHa obpobka pe3ynbTaTtiB A0CHioKEHHS
NPOBOAMNACH 32 [OMOMOI 00 ENIEKTPOHHUX Tabnuue MS
Excel Ta nakeTy ctatucTmMyHmx nporpam Statistica 10.0.
HopmanbHicTb po3noainy oaHux B-ranakro3ngasHoi ak-
TUBHOCTI 6yN0 BU3Ha4eHo 3a kputepiem LLlanipo-Yinka.
[nga rpynn nauieHTiB 3 ranakTocianigo3om 1a CUHAPO-
moMm Mopkio B, 6yno 3actocosaHo nonpasky Metca ana
Manoi Bnbipkun. Jns OuiHKW AOCTOBIPHOCTI PIBHULL MiX
-ranakTosnaasHo akTUBHICTIO Yy 340POBKMX OCi6, re-
TEepOo3uroT Ta NauieHTiB 3 AediunTom B-ranakro3ngasu
Oyn0 BUKOPUCTAHO KpuUTepin MaHHa-YiTHi.

PesynbraTn AocnigXXeHHs Ta X 0OroBOpEeHHS.
Mepwum etanom Haworo AochigkeHHst Gyna oLujiHka
piBHA aKTMBHOCTI (-ranakro3npasv B 3paskax Jemn-

300poBUX OCIO NpeacTaBs-
neHo B Tabnuui. Ans BU3HAYEHHA pedepeHCHUX 3Ha-
YeHb PB-ranakTo3maasHoi akTUBHOCTI Y 3A0POBMX OCIO
Oyn0 po3paxoBaHoO pedepeHCHUI iHTepBan Mixk 5-M Ta
95-m nepueHTUnaMM (Tadn.), Sk pekomeHagosaHo IFCC
Ta NCCLS [7,10]. Lli 3Ha4yeHHsa 6ynu NpuiiHATI HaMK K
KpUTEpPIi HOPManbHOi akTUBHOCTI B-ranakrosnaasv B
nervikouuTax Ta naa3mi KpoBi A4Na HaceneHHsa Ykpainu.

Ha gpyromy eTtani Hamu 6yno npoaHanisoBaHoO 3Ha-
YeHHs1 aKTUBHOCTI -ranakro3ngasu B nenkoumtax ne-
pudepunyHoi KpoBi Ta y nnasmi B 25 nauieHTiB, k1M
Ha nigcTaBi KOMMMAEKCY KAIHIYHUX OAHUX, MO3UTUBHUX
pes3ynbTaTtiB CEeNeKTUBHOIMO CKPUHIHFY METOAOM BWU-
ABNEHHS onirocaxapuais cedi [1], eH3nmoaiarHoCTUKM
Ta MOJIEKYJISPHO-TEHETUYHUX JaHUX Oyno niaTeepaxe-
Ho giarHo3 GM1-raHrmio3naos, a Takox ix 6artbkis (38
ocib).

Ona ycix nauientie 3  GM1-raHmio3ango3om
Oy/fi0  XapakTepHUM pPi3Ke 3HMKEHHSI aKTUBHOCTI
B-ranakTo3npasu B nemnkoumtax Ta nnas3mi Kposi, pe-
depeHCcHMN iHTepBan AKMX HE NMepekpmBaBCs i3 3Ha-
YEHHSMW B-ranakTo3maasun y KOHTPOAbHMX 3paskax Ta
y 3paskax ix 6aTbkiB (Tabn.).

Poanogin nokasHukiB akTMBHOCTI B-ranakro3ngasu
B rpyni nauieHTtiB 3 GM1-raHrniosango3om Ta ix 6aTbkis
He BigMNoBigaB kputepiam HopmanbHocTi (p = 0,011,
p<0,05), TOMYy ANS OUIHKM OOCTOBIPHOCTI PISHULI MiX
HUMUW Ta aKTMBHICTIO Yy 300p0OBUX 0ci6 6yno BuKopuUCc-
TaHO kpuTepin Mana-YiTHi. AHanis nigTBepauvs, WO
aKTUBHICTb B-ranakro3vgasn B Nerkoumtax nauieHTis

300
275
250
25
200
175
150
125
100 I

75

50 | |
25

0

HMOIIB/TOI/MT Oika

EI—]'aIlaKTOZiI/I}lEBHa
AKTHUBHICTH B J'Iei/'lKOIIPITaX,

Tanientu (n=25) Tereposuroru (n=38) Kourpous (n=102)

Puc. 1. AKTUBHICTb 3-ranakro3ugasu B ieiiKouuTax KpoBi
y nauieHTie 3 GM1-ranrnioannosom, ix 6aTbkie (retepo3n-
roT) Ta y KOHTPOJIbHIN rpyni.
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AKTHUBHICTh B HeﬁKOIIPITaX,

B-ranakrosunazua
HMOJIB/TOZY/MI Oiska

o| e

GM | -rannmiosumo3

TamaxTocianio3 Mopxio B

Puc. 2. AKTUBHICTb B-ranakro3ugasu B IeiKouuTax KpoBi y
nauieHTiB 3 GM1-ranrniosupo3som, ranakrocianinosom ta
cuHapomom Mopkio B.

3 GM1-raHmio3ngo3oM OOCTOBIPHO Biopi3HANACh Bif,
aKTMBHOCTI y 6aTbkiB, siKi ABNSIOTLCS reTepo3nNroTHUMM

HOCisIMM Ta 30,0PO0BUX OCIO (puc. 1).

OTxe, 3Baxarwuu Ha OTpPUMaHi pes3ynbTatu, BU-
3HAYeHHS aKTUBHOCTI B-ranakro3maasu B nemnkoumtax
KPOBI O0LiIbHO BUKOPUCTOBYBATU, SIK NiATBEPAXKYOUNIA
MeTopa B giarHocTumui GM1-ranrnio3ngosy.

Kpim TOro, cepegHsi akTMBHICTb [-ranakro3vgasuv
B JIENKOLUMTAX reTepo3nUroTHMX HOCIIB JOCTOBIPHO Big-
Pi3HSAETLCS Bif, LIbOrO NMoKa3HMKa y 300POBMX OCI0, L0
[03BONSIE MOMNepeaHbo 3anigo3puTy FreTEPO3UrOTHE
HOCINCTBO reHeTU4YHOro gedekTy B-ranakro3npasv B
xo4i BiOXiMIYHOrO OOCTEXEHHS Yy YeHiB poanH 06Ts-
XXEHUX LLIE NaTonorietn. Ta 0CTaTo4HMIN BACHOBOK MPO
HasIBHICTb reTEPO3UTOTHOIO HOCINCTBA MOXHa 3p0dunTU
NnLe Npu NPoBeaeHHI MONEKyNSAPHO-reHeTUYHOro 00-
CTEXEHHS.

Y ogHoro i3 nauienTis (M.11.) npn H13bKOMY PiBHI aK-
TUBHOCTI -ranakrosnpasu B nemkoumtax kposi — 2,32
HMonb/rog/mr Ginka crnocTtepiranacb HopmasibHa ak-
TUBHICTb B-ranakro3vgasu B nnasmi Kposi — 2,4 HM/
roa/min niaasmu, WO He Cnisnagano 3 HU3bKMM PIBHEM
NOKa3HMKIB aKTUBHOCTi 4aHOr0 eH31UMY B Naasmi KPoBi
y naujenTiB 3 GM1-ranrmio3ngo3om (puc. 2, 3). Takuin
pes3ynbTaT CBiAYMB HAa KOPUCTb HAABHOCTI Y MaujieHTa
[1.11. Takoro NiS30COMHOro 3axBOPIOBAHHS, K ranakTo-
cianipos [5,8,9].

Mig yac npoBedeHHs BGiOXiMIYHOrO CEenekTUBHOIO
CKPWHIHIY NauieHTamM 3 Nigo3poto Ha HasaBHICTb JIXH,
MeToAaMM TOHKOLLAPOBOiI xpomaTorpadii onirocaxa-
puais cedi Ta riko3amiHornikaHie cevi [1,2], y naujeHTta
C.C. 6yno BusIBNEHO HOpMasibHUIA BMICT onirocaxapu-
[iB Ta BUCOKUI BMICT KepaTaHcybdaTty B Cedi, Wo xa-
pakTepHo gns cuHgpomy Mopkio [2,4,8]. MNMpoTe pos-
MeXyBaHHS NiaTunis cnHgpomy Mopkio A i B moxnnee
nne Npy BU3HAYEHHI NEPBUHHOIO GEePMEHTATUBHOIO
nedekTty. B nerkounTtax ta nnasmi KpoBi 4AaHOMo nauieH-
Ta NOKa3HMKM aKTUBHOCTI B-ranakro3unaasu 6ynm Hn3b-
kmmMm Ta ctaHoBunn 1,9 HMonb/ron/mr 6inka, i B nnasmi
- 0,33 HM/rog/mn nna3mu, WO pas3oM 3 pesynsTaTamm
KNiHIYHOro 06CTEXEHHS JaN0 MOXI/IMBICTb BCTAHOBUTU
nauieHTy C.C. giarHo3 — cuHapom Mopkio B.

[MopiBHiOIO4M pesynsratn AKTUBHOCTI
B-ranakrosnpasn B nerkoumTax Kposi npu GM1-
raHrniosngo3si, ranakrocianigosi ta cuHgpomi Mopkio
B, 6yno nokasaHo, L0 aKTUBHICTb AaHOr0 eH3MMy Npu
BCiX TPbOX MaToOrigX AOCTOBIPHO HE BiAPI3HAETLCS,
L0 He aae 3Mory oM epeHLitoBaTy L TPY 3aXBOPIOBAH-
HS1, BUKOPUCTOBYOYM AJ19 AAaHOr0 METOAY NNLLE NENKO-
LMTN KPOBI (puc. 2).

HMOJIB/TO/MII IIJ1a3MHU

0.5 T
[

GM1-raumio3no3

B-ranakro3uazHa
AKTUBHICTH B IIa3Mi KPOBi,

lanakrociaminos

Mopkio B

Puc. 3. AKTUBHICTb B-ranakro3naasm B niasmi Kposi y
nauieHTiB 3 GM1-ranrniosupo3om, ranakrocianinosom ta
cunapomom Mopkio B.

[MpoTe, iHWa cuTyauis BiAMIYAETLCS NPU BU3Ha-
YeHHi aKTMBHOCTI (-ranakro3vgasn B nnas3Mmi Kposi,
[e Yy naujeHTa 3 ranakTtocianigo3om criocTtepiranach
HOpMaJibHa aKTUBHICTb B-ranakro3vaasn, Toai K npu
GM1-ranrniosngosi Ta cuHapomi Mopkio B akTUBHICTb
[AaHOr0 E€H3MMY 3Ha4yHO 3HMXeHa (puc. 3), Wo nae
3MOry BMKOPUCTOBYBaTU AaHuii 6iomapkep npu amde-
peHuianbHin AjarHOCTUL LMX TPbOX MaTOSIOrIN.

OTxe, MeTon, BU3HAYEHHS aKTUBHOCTI
B-ranakto3npasu B roMoreHati erkoumTiB Ta nnasmi
KPOBi Ma€ BENMKY AiarHOCTUYHY 3HAYMMICTb B NMPOLECI
GioximiyHoi giarHocTMkn GM1-raHrmio3nnoay, ranakro-
cianigosy Ta cuHgpomy Mopkio B. ICHye 4iTke po3mex-
YBaHHA 3HA4Y€Hb aKTMBHOCTI LbOro GepMeHTy B Nen-
KOUMTaxX KPOBi MaLEHTIB 3 3a3HAYE€HO NaToNOori€etlo, y
reTepo3nroTHNUX HOCIB Ta y 3a0poBux ocid. PiBeHb ak-
TUBHOCTI 3-ranakro3vuaasu B rnaasmi KpoBi Mae BeNvKe
[iarHOCTUYHE 3HAYEeHHS A1 NoNepeaHbOoro BiLOKPeM-
JNIEHHS MAaLUEHTIB 3 ranakrocianigo3oM Bif, NALEHTIB 3
GM1-ranrniosanno3om Ta cuHgpomom Mopkio B. Ane
0N OCTaTo4HOI gmdepeHuialii OKpemMmx HO30M0rin
[aHOi rpynn 3axBoploBaHb y NaLieHTiB 3 edilunToM ak-
TMBHOCTI 3-ranakro3ngasu, € HeoOXiAHM NPOBEAEHHS
MOJIEKYNIPHO-TEHETUYHUX METOAIB AiarHOCTUKM.

BucHoBku

1. Bu3HayeHHs akTUBHOCTI 3-ranakro3vnaasun B nem-
KoumMTax Ta niaasmi KpoBi A0LiINIbHO BUKOPUCTOBYBATU B
niarHoctuui GM1-ranrnio3ngosy, ranakrocianigosy Ta
cuHgpomy Mopkio B.

2. Onsa ycix nauieHtiB 3 GM1-raHrnio3ango3om Ta
cuHgpoMoMm Mopkio B xapakTtepHe pi3ke 3HUXEHHS
aKTUBHOCTI B-ranakro3ungasmn gk B ienkoumTax, Tak i B
nnaasmi KPoBi.

3. Mpwu ranakTocianifosi piske 3HMXXEHHS aKTUBHOC-
Ti B-ranakTo3mgasun xapakTepHe nuvile Ans NenkoumTiB
KPOBIi, TOAi AIK B nia3Mi KPOBi CMOCTEepiraeTbCs HOP-
MasibHa aKTUBHICTb €H3VMY, TOMY O BUOKPEMIIEHHS
ranaktocianigo3dy Big GM1-raHrnio3anaoosy, Ta CuHApPO-
My Mopkio B 000B’A3KOBVM € BU3HAY€HHSI aKTUBHOCTI
B-ranakto3npasn He nviie B nerkouuTax, a i B nnasmi
KPOBI.

4. lMpwn npoBeneHHi andepeHLuiansHOi AiarHOCTUKN
GM1-ranrniosnao3sy ta cunigpomy Mopkio B, kpim pe-
3yNbTaTiB BU3HAYEHHA aKTMBHOCTI f-ranakro3vpasu,
HeoOxigHO BPaxoByBaTW TaKOX Pe3ynbTaT CenekTuB-
HOIO CKPUHIHIY Ni30COMHMX XBOPOO HAKOMWYEHHS, a
came, OLIHKY eKCKpeLLii rMiko3aMiHOorikaHiB Ta ofiroca-
Xapuais 3 cevelo.
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5. CepenHs aKTUBHICTb B-ranakro3vgasuv B Nemnko-
LmMTax reTepo3nroTHMX HOCIiB OCTOBIPHO BiAPISHAETb-
CS1 BiJ, LibOro NokasHuKa y 340p0BuMX 0Cib, Lo J03BONSE
nonepeaHbo 3anigo3puTn reTepo3nroTHE HOCINMCTBO
reHeTnyHoro aedekrty B-ranakro3vaasu B xodi 6io-

3UroTHE HOCINCTBO MOXHa 3pobuUTM No peaynbratam
MONEKYNAPHOI AiarHOCTUKMN.

MepcnekTnBu noganblinx Aocnig)XeHb. B no-
OanbllioMy, OJ19 OCTaTOYHOI AndepeHLiaLii okpemMmx
HO30J10ri AaHOi rpynu 3aXBOPIOBaHb Y NALEHTIB 3 ge-

XiMiYHOrO 0OCTEXEHHS YNEHIB POOVH OOTXEHUX L€t
naTonorieto, NPoTe OCTaTOYHMIA BUCHOBOK NPO retepo-

dIiUMTOM aKTUBHOCTI B-ranakros3ngasun, € HeobxigHUM
NpoBeaEHHS MONEKYNSPHO-FEHETUYHOT AiarHOCTUKN.
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YOK 616-056.7-07

OCOBJINBOCTI OUIHKN AKTUBHOCTI B-TAJIAKTO3UAA3U B AIAFHOCTULI JTISBOCOMHUX XBOPOb
HAKOMWYEHHSA CEPEZ HACEJIEHHSA YKPAITHU

Muuuk H. /., Onbxoeuu H. B., foposenko H. .

Pesiome. Cepep, Ni30COMHMX XBOPOO HAKOMUYEHHS BaXIMBE MICLLE HANEXUTb rpyni 3aXBOPIOBaHb, MOB’A3aHMX
3 nediynToM Nis0COMHOI B-ranakrto3naasun: GM1-raHnio3anaos, ranakrocianigoa ta mykononicaxapuao3 IV B (CuH-
apom Mopkio B).

MeToto Hawoi poboTn 6yno BCTaHOBNEHHS pedepeHCHUX 3Ha4YeHb aKTUBHOCTI B-ranakro3upasv B Nenko-
uMTax Ta nnad3mi KPoBi y HaceneHHs YKpaiHM Ta BU3HAYEHHS aKTMBHOCTI AAHOro eH3uma y nauieHtiB 3 GM1-
raHrnio3nao30Mm, rasakTocianifo3om Ta cuHapomoM Mopkio B Ta 'y 4neHis ix poayvH, Ans po3pobku KpUTepiiB OLLiH-
K1 pe3ynbTaTiB 6ioxXiMiYHOro 00CTEXEHHS NPU NPOBEAEHHI ANDEPEHLINHOT AiarHOCTUKM LLiET NaTosorii B poanHax
BNCOKOIO PU3UKY.

Ha niagctasi npoBeaeHOro OOCNIAXEHHSI BCTAHOBMIEHO, LLIO BU3HAYEHHS aKTUBHOCTI 3-ranakto3vngasu B nemnko-
umMTax Ta naa3mi KPoBi AOLIIbHO BUKOPUCTOBYBATU B AiarHocTuui GM1-ranrnio3naosy, ranakrocianigosy ta CUH-
npomy Mopkio B, 3a yMOBU BpaxyBaHHS pe3y/bTaTiB CENEKTUBHOIO CKPUHIHMY NI30COMHMX XBOPOO HaKOMUYEHHS, a
came, ekcKpeuji rniko3amiHorMikaHiB Ta oflirocaxapupiB 3 cevelto.

Kniouogi cnoea: 3-ranakro3ugasa, GM1-raHrmiosnnos, ranakrocianinos, cuHapom Mopkio B.

YAK 616-056.7-07

OCOBEHHOCTU OLEHKN AKTUBHOCTU B-TAJIAKTO3UAA3bI NPU OAUWATHOCTUKE JINSOCOMHDbIX
BOJIEBHEN HAKOMJIEHUA CPEAU HACEJIEHUS YKPAUHbI

Mbiupbik H. U., OnbxoBud H. B., lopoBeHko H. T.

Pesiome. Cpeayn NM30COMHbIX OONE3HEN HAKOMIEHUS BaXXHOE MECTO MPUHAONIEXUT rpynne 3aboneBaHui,
CBSAI3aHHbIX C AePULMTOM IM30COMHOM B-ranakto3unaadbl: GM1-raHnnosngos, ranakrocnanmaos n Mykononamca-
xapunos IV B (cuHgpom Mopkuo B).

Llenbto Hawel paboTbl 66110 onpeneneHe pedepeHCcHbIX 3HaYEHNIA aKTUBHOCTU B-ranakro3naasbl B 1enko-
uMTax 1 nnasmMe KpoBu y HaceneHus YKpauHbl 1 onpeaeneHns akTMBHOCTY AaHHOro 3H3uMa y nauyeHTos ¢ GM1-
raHrmmo3nao30M, ranakTtocuannao3omMm u cuHgpoMom Mopkno B 1y 4neHoB nx cemeit, ans paspaboTku kpuTe-
pUEB OLLEHKW pe3ynbTaToB BUOXMMNYECKOro 06CnefoBaHNS NpY NPOBeAEHN AP dEPEHLMANBHON ANAarHOCTUKN
3TOV NATONIOrMM B CEMbSIX BbICOKOIO pycka.

Ha ocHoBaHMKM NPOBEAEHHOrO UCCNE0BaHMS YCTAHOBEHO, YTO ONpeaefieHne akTMBHOCTU B-ranakro3unaasbl
B JlerikoumMTax 1 nnasme KpoBu LenecoobpasHo Ncrnonb3oBaTth B anarHoctnke GM1-raHrnmosnposa, ranakrocu-
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anupo3sa v cuHgpomMa Mopkuo B, npy yCnoBumM yunTbiBaHUS Pe3ybTaTOB CENEKTUBHOIO CKPUHUHIA IN30COMHbIX
Oone3Hen HaKOMIEHUS, @ UMEHHO, SKCKPELMMW MIMKO3aMUHOMIMKAHOB 1 ONIMrOCaxapuaoB C MOYOA.
KnioueBble cnoBa: 3-ranakrosngasa, GM1-raHrnmmo3nnos, ranakrocnannaos, cuHapom Mopkuo B.

UDC 616-056.7-07

FEATURES EVALUATE THE ACTIVITY OF B-GALACTOSIDASE IN THE DIAGNOSTICS OF LYSOSOMAL
STORAGE DISORDERS AMONG UKRAINIAN POPULATION

Mytsyk N. Y., Olkhovych N. V., Gorovenko N. G.

Abstract. Lysosomal storage disorders (LSD) are a large class of hereditary metabolism disorders,
conditioned by genetic changes of lysosomal enzymes, which control the process of intracellular breakdown of
such macromolecules as glycosaminoglycans, glycolipids, glycoproteins. A relevant place among lysosomal
storage disorders is attributed to the group of diseases, related to the deficiency of lysosomal 3-galactosidase:
GM1-gangliosidosis, galactosialidosis and mucopolysaccharidosis IV B (Morquio B syndrome). In this respect,
the problem of differential diagnostics of this group of lysosomal diseases, characterized by common metabolic
deficiency, is very urgent.

The aim of our work was to determine reference values of 3-galactosidase activity in leukocytes and blood
plasma for Ukrainian population and to determine the activity of this enzyme in the patients with GM1-gangliosidosis,
galactosialidosis, and Morquio B syndrome and their family members, with the purpose of elaborating the criteria
of evaluating the results of biochemical examination while conducting differential diagnostics of this pathology in
high risk families.

Materials and methods. The samples of venous blood of 27 patients from different regions of Ukraine with
confirmed diagnosis of GM1-gangliosidosis, galactosialidosis, and Morquio B syndrome, as well as those of their
parents (38 individuals) and of 102 healthy individuals, who consented to participate in the investigation and served
as a control group, were used as the materials of the investigation.

The activity of p-galactosidase in the lysate of leukocytes was determined using fluorogenic substrate
4-methylumbelliferyl (MUF)-B-D-galactopiranoside.

Results and discussion. The reference interval for healthy people was calculated in the range between the 5th
and 95th percentiles, which amounted to 115-288 nmol/h/mg of protein for leukocytes and 0.98-3.8 nmol/h/ml
plasma for plasma. These values were accepted by us as the normal activity criteria of f-galactosidase for Ukrainian
population.

All the patients with GM1-gangliosidosis were remarkable for sharp decrease in the activity of B-galactosidase
in leukocytes and blood plasma, the reference interval of which did not overlap the values of -galactosidase
in the control samples and in the samples of their parents. The activity of -galactosidase in the leukocytes of
heterozygous carriers was considerably different from this index for healthy individuals, which allows for preliminary
assumption on heterozygous carriage of the genetic deficiency of 3-galactosidase in the families, suffering from
this pathology. In case of galactosialidosis, the decrease in the activity of f-galactosidase was remarkable only for
blood leukocytes, whereas normal activity of the enzyme was observed in the blood plasma, thus, the differential
diagnostics of GM1-gangliosidosis, galactosialidosis, and Morquio B syndrome requires the determination of
B-galactosidase activity both in plasma and in the leukocytes.

Conclusions. The determination of B-galactosidase activity in the leukocytes and blood plasma should be used
as a confirmatory method in the diagnostics of GM1-gangliosidosis, galactosialidosis, and Morquio B syndrome,
after the selective diagnostics methods, in particular, the determination of the level of oligosaccharides and
glycosamines in urine.

Keywords: -galactosidase, GM1-gangliosidosis, galactosialidosis, Morquio B syndrome.
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