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GOPMYBAHHYA rPYN PUSUKY LLLOAO XBOPOBU NOLUE CEPEL NALIEHTIB,
AKI MEPEBYBAIOTb HA OBJ1IKY B AUTSAYIN MNOAIKJIIHILI m. IbBOBA

AY «lnctutyT cnapkosoi natonorii HAMH Ykpaiuu» (m. JIbBiB)

JaHa pobota € ¢dpparmeHtom HAOP: «Ponb reHe-
TWUYHOro nosiMopdiaMy MexaHi3MiB penapauii i MeTu-
nyeaHHa OHK B peanisauiji kniHiyHOro nonimopdiamy
3aXBOPIOBAHb JIIOANHU Ta BM3HAYEHHI CXUbHOCTI A0
BUHWUKHEHHSA COMATUYHUX | FePMIHATUBHUX MyTauin»,
Ne nepxaBHoi peecTtpauii 0114U001551.

BcTtyn. XBopob6a loule (kepa3nHoBUIA PETUKYTOEH-
[0TenNios) S ue CrnaakoBe 3aXBOPOBAHHSA i3 aBTOCOMHO-
PELLECMBHVM TUMOM YyCNaAKyBaHHS, O PO3BUBAETLCS
B pe3ynbTaTi HeAOoCTaTHOCTI GEepMEHTY rnokoLepebpo-
31aasu, ka B CBOK Yepry, NPU3BOANUTb 40 HAKOMUYEH-
HSl roKoLLepebpo3unaiB y TKaHMHaxX 6araTbOX OpraHis,
BKJIOYAOUM HacamMnepeq, cenesdiHky, NediHky, HUPKW,
JIereHi, roJIoBHUIM MO30K i KICTKOBWIA MO30K. 3axBOpIO-
BaHHS Ha3BaHO Ha YecTb PpaHLy3bKoro Nikapsa dinina
lowe, sknin nepwimm onuncas noro B 1882 poui [1-3].

XBopoba loLwe € HaNNOLWNPEHILLO 3 I30COMHUX
XBOPOO HakonmnyeHHsl. 3ycTpiyaeTbes, 3a AaHMMU pPi3-
HUX aBTopIB, i3 YacTtoTol 1:40000 — 1:60000 y Ginb-
wocTi EBponencbkmx nonynsauin [1], Ta 1:700 — 1:1200
cepep eBpeiB- awkeHasi [4,5].

Lle cnagokoBe 3axBOpIOBAHHS ABTOHOMHO-peLe-
CMBHOIO TUMy, k€ BUHMKAE BHACNIOOK MyTaui B reHi
GBA1. Ha cborogHiwwHiii oeHb onucaHo 6inbiue 300 my-
Tauin, Hanbinbw Yacto 3yctpivatoTbess N370S, L444P,
D409H, 84GG. B cycigHix i3 YkpaiHoto kpaiHax nom-
peHi HacTynHi reHoTunu: y Pocii s N370S, B MonbLui s
L444P/L444P, YropwmHi s N370S/RECNCI1. B reHo-
Tuni Ginbw, g9k 80% XBOPUX 3aPEECTPOBAHO MiHIMYM
1 anenb N370S. BigmiueHO KOpPeNsaTUBHUI 3B’ A30K MixX
reHOTUMNOM XBOPOro Ta BaXKiCTIO KJiHIYHOro nepebiry
3axBoptoBaHHs. Tak npu reHoTuni N370S/N370S pee-
CTPYETbLCS Nerkunii kniHiyHnii nepeodir, npu L444P/non
N370S s Baxkuin, a npm N370S/X s cepeHbOi BaXXKOCTi
[6,7].

OnucaHi Tpy OCHOBHI TMNW XBOPOOU loLwe.

Tun | (HeHelipoHonaTUYHKIA). XBopoba lowe | Tnny
3ycTpiyaetbca 3 4actototo 1/50000. HanuacTiwe s
cepen eBpeiB-awkeHasi. [lepwi CUMNTOMU MOXYTb
3’ABUTUCH AK Y ANTUHCTBI, Tak i B LOPOC/IOMY BiLli | BKJ1IO-
4aloTb 30iNbLUEHHS NMeYviHKKY, BUpaXeHe 30iNbLLIeHHs ce-
Ne3iHKK, WO B OKPEMUX BUNAaKax MOXe NPU3BOAUTU A0
il pO3pUBY i LOOATKOBUX YCKNALHEHb. Y XBOPUX BigMi-
YaeTbCA NiABULLEHA NAMKICTb KICTOK, MOXYTb BUHUKATU
CMOHTaHHI nepenomu. 3mMiHu, Lo BiabyBaTLCH B Opra-
HaX CUCTEMU KPOBOTBOPEHHS S CeNle3iHLi, KiCTKOBOMY
MO3KY BUKJINKAIOTb aHEMIO, TPOMOOLMTONEHIO Ta Nei-
KOMEHiIt0. MoXyTb BigMi4aTUCb 3MiHW 3i CTOPOHU IereHb
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Ta HUPOK. Y Taknx XBOPUX YaCTO BMHUKAIOTb FEMaTtoMMU,
L0 NoB’sA3aHi 3 TpoMboLMTOMNEHiElD. BoHM ckapxaTtbes
Ha 6oni B KiCTkax Ta MOCTiliHY BTOMY, NaTtOreHeTu4yHo
NnoB’A3aHy 3 aHeMieln. XBOPi i3 NepLUM TUMOM XBOPO-
6u lowe MOXyTb AOXMBATM 4O JOPOCOro Biky, a rnpu
NEerkiin KniHivrii Gopmi s cuMnToMn MoXyTb 6yTH Bifl-
CyTHi [8].

Mpwu xBopo6i Mowwe Il-ro Tnny (HeMpoHoONaTUYHWIA, iH-
baHTUNLHUIA) CepefHin BiK MaHidecTaLii 3aXxBOptoBaH-
HA 3-5 Mmic. HeBpOnoriyHi ycknagHeHHs (BaxkKi CyJOMHI
Hanagw, rinepToHyC, anHoe, BUPaXXeHa 3aTpumMKa po-
3YMOBOI0 PO3BUTKY) BUSIBNSIOTLCS 0 6 MiCAYHOr O BiKY.
B KniHiYHIN KapTUHI, OKPIM BMPaXeHOoi renaToCrnieHo-
mMeranii, LOMIHYE NPOrpecytoye MOLIKOAXEHHS MO3KY,
nopyLlieHa MOTOpuKa O4Yen, CXMNbHICTb OO0 cnasMmis,
CYOOM, PUrigHICTb KiHLIBOK. XBOPI 4iTV NOraHo CMOK-
YyTb i KOBTAIOTb; 3a3BMYar NOMUPalOThb Y BiLli Big 04HOIO
[0 ABOX poOKiB. HacToTa cepen HOBOHAPOAXEHMX CKNa-
nae 1/100000, 6e3 eTHiYHMX ocobnuBocTeit [9].

Tun 1l xBopo6w lowe Moxe NPOSIBUTUCHL SIK Yy Au-
TUHCTBI, Tak i y OOpocnux. Yactota 3axBOpPHOBaHHA
1/100000. Y 6GinbwocTi BMNAAKiB KNiHiYHWA nepeobir
XapaKkTepusyeTbCH MOBINIbHUM NPOrpecyBaHHAM i Mo-
MipKOBaHICTIO HEBPOJIOTYHUX CUMMTOMIB. [1epLuoto He-
BPOJIOMYHOIO O3HAKOIO €, IK MPaBUIO, OKYJIOMOTOPHA
anpakcis, posnan okopyxoBux GyHkLUin. B noganswiomy
NMPUEOHYETLCA aTaKCis, CNACTUYHICTb M’43iB, pO3ymMOBa
BigcTanicTb. lMopsg i3 renatocnieHomMeranieto BUSBAS -
I0Tb NATOJIONiYHI 3MiHW iHLLMX OpraHiB Ta cuctem. Cnne-
HOMeranito 3asBumyaln BUSABAIOTb BUMAAKOBO. XBOPi
[OXMBAIOTb A0 NigNiTkoBOro Ta gopocnoro Biky [10].

OpHieto 3 rofIoBHMX NPUYKUH iHBanianaauii npu I-my
Ta lll-my T1ni xBopOo6YK MOLLE € ypaKeHHSs KICTKOBOI Tka-
HUHW. MopyLLIEHHSA HOpMabHMX dI3i0N0riYHNX NPOLECIB
BiAOYBaETbCH Yepes HakoMMYeHHs NinigiB y octeoknac-
Tax Ta 3aMilleHHs1 HOPManbHUX €IEMEHTIB KiCTKOBOIO
MO3Ky iHinbTpatamu knituH lowe. Hessaxatoun Ha
36inbLUEHHS NeYiHkKM Ta 1i AUCHYHKLII, BUMNaaKn BaXKOi
MeYiHKOBOI HEQOCTATHOCTI 3yCTpivalTbCcda piako. Hain-
yacTiwe 3yCcTpivaeTbCs BiAHOCHA NopTasibHa rinepTeH-
3is sk Hacnigok dibposy [11].

LOCTOBIpHUM  METOAOM  AiarHOCTUKM  XBOPOOU
lowe € BM3HA4YeHHs aKTUBHOCTI rokouepebpo3na-
31 y nimpoumtax yn ¢pidpodnactax. Ans o6CTEXEHHS
[0CTaTHbO CYX0i NasiMM KPoBi. MeToa, BUSHAYEHHS ak-
TUBHOCTI GEPMEHTY Y CyXill NASIMi KPOBI € LWBNOKUM Ta
HapinHuMm. Ha TepuTopii YkpaiHu giarHocTuky xBopobu
lowe npoBoanTb LleHTp MeTtaboniyHnx 3axsBopioBaHb
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npu kniHiui OXMATOUT (KwniB) 3a niaTpyMkn KOMMNaHii
«[IxeHzarm». Y BUNaAKy BUSIBAIEHHA HU3bKOrO PiBHS
aKTMBHOCTI rntokoLepebposngasun, JoAaTKOBO NPOBO-
ONTBCS MONEKYNSPHO-TEHETMYHA AjarHocTtuka. [laui-
€HTW 3 XxBOPOOOIO MoLwe y NigniTKOBOMY BiLli NepeBaXHO
XapaKkTePU3YITbCH 3HUXKEHHAM akTUBHOCTI GepMeHTy
0o 10-30% Big Hopmu. Mpn BaXXKOMY KiiHIYHOMY ne-
pebiry y aiteit peecTpyBanu piBeHb aKTUBHOCTI HUXYe
10%. OpHak pi3KO 3HWXEHA aKTUBHICTb (EepMEHTY
HE 3aBXAu NoeAHYBaNach i3 BaXKMUM KIiHIYHUM nepe-
6irom 3axBOPIOBAHHS.

[iarHo3 niaTBepaXyloTb TakoX pe3ynbTaty Gioncii
CcenesiHkn Ta KiCTKOBOro MO3ky. lpu LbOMy BUSBAS-
I0Tb cneundiyHi KnitTnHu lowe, HaBaHTaxeHi ninigamm
TKaHUHHI Makpodaru, ki MatoTb XxapakTepHU BUMNNAA,
3MOpLLEHOI TkaHMHM abo nanepy [12]. MapanensHo
3 HM3bKMM PiBHEM aKTMBHOCTI Mtokouepebpo3naasu,
npu xBopo06i Mowe NpakTUYHO 3aBXAM CNOCTepiraTb-
CS NigBULLEHI PiBHI XITOTPiO3naasn (Mapkep akTuBoBa-
HUX Makpodaris), TapTapaT-pe3ncTeHTHOoI pocdarasn
(TRAP), aHrioTeH3nH-KoHBepTytoumnoro 0inky (ACE),
Nni303MMy Ta CMPOBATKOBOro GeppuUTMHY, CUPOBATKOBOI
naktataerigporeHasu (LDH) [13].

[JiarHocTtuka xBopo6u lowe Bce e BUKIMKAE 3Ha-
YHi TPYAHOLLi. 3 MOMEHTY BUHUKHEHHS NMEPLUNX CUMIT-
TOMIB O MOMEHTY NMOCTAaHOBKM MPaBUSIbHOIO AiarHo3y
npoxoauTb B cepeaHbomy Big 4 no 10 pokis. Mo ctatuc-
TULj KOXHOIO NaLieHTa KOHCYNbTyBanu nikapi 8 pisHux
creujanbHOCTer HanyacTiwe Taki XBopi noTparifioTb
no rematonoris [14]. Cepen 406 remaTonoriB TisbKn
20% 3anipo3punu xeopoby lowe 3a HasgBHOCTI y naLli-
€HTa uMTONeHii, renatocnneHomMeranii Ta KiCTKOBOro
6onio [15]. HayacTiwummm NnoOMUIKOBUMI AiarHo3amu
Oynu neikos (65%), nimpoma (36%) Ta MHOXNHHA Mie-
noma (22%) [12].

Y 1991 pouji Bneplie BNPOBaAXEHO MiXKHAPOOHUM
peecTp xBopux s ICGG Gaucher Registry, Wwo Ha noyaTt-
Ky HanidyyBaB 16 nauieHTiB Ta 8 nikapiB y4acHukis. [o
2012 poky y peecTpi 3ibpaHi gaHi npo 54000 nauieHTiB
i3 62 kpaiH cBiTy [16].

B Hawin gepxasi B 2004 poui 6yna cTBopeHa Ta
3apeecTpoBaHa B YCTAHOBEHOMY 3aKOHOM MOPSAOKY
BceykpaiHcbka rpomMagcbka oprarisadis «O6’egHaHHsS
iHBanigiB — xBopux Ha xBopoOy lowe», Wo 3aliHana
aKTUBHY NMO3ULLIO B YKPAIHCbKOMY CYCHiNbCTBI a5 3a-
XUCTY NpaB CBOix 4neHiB. Mpotarom 2004-2006 pokis
npo6nema NikyBaHHS XBOPUX Ha XBOpoOby loLwe Habyna
NONITUYHOrO 3Ha4YeHHs. [i PO3B’A3aHHS CTaNo NepLUo-
YyeprosuM AN NpencTaBHUKIB Marxe BCiX MONiTuy-
HUX MapTiin, wo 6ynu npencraenexi y BepxosHiin Pagi
Ykpainn. MNpoTe He3Baxaloun Ha NigTPUMKY Oep>XaBu
Ha HaMBULLIOMY PiBHi, iICHYIOTb CEpPIO3Hi Baau B opra-
Hi3aUiMHOMY MeXxaHi3Mi HafaHHa MeaMYHOI 4ONoMOorn
Lin kaTeropii XBOpmxX. ICHYIO4i HOPMAaTUBHI aKTu, Lo pe-
rMaMEeHTYIOTb HaAaHHA MeaU4HOI AOMNOMOrM 3a KO TN
nepxaBHoro OGwooxeTty YkpaiHu, npuaHadeHi nuvwe
nitam, To6To nauieHtam Bikom ao 18 pokis [17].

Y 2007 pouj B nikapHi «OxmatanT», M. Kunis, cTBO-
peHo LleHTp 3 nuTaHb OiarHOCTMKK Ta JliKyBaHHS XBO-
pobu lowe Ha nigcTaei Hakady MiHicTepcTBa OXOPOHU
3nopoB’sa Ne 116 Big 9 6epesHa 2006 poky «[Mpo yno-
CKOHaNeHHs MeAMYHOi O0MOMOrv AOiTaM 3 XBOPobOOoio
lowe». Ha ancnaHcepHomy o6niky cToiTb 31 naujeHT

3 xBopo6o1o lowe, 3 Aknx 24 oTpUMYIOTb PEPMEHTO-
3amicHy Tepanito. KniHiyHumin Ta 6ioXiMiYHMIA MOHITOPUHT
edeKTUBHOCTI NiKyBaHHS 3AINCHIOETLCS ABidi Ha pPiK
[18]. Ha cborogHiwHin geHb, 3a NigTPMMKK KOMMaHii
[>XeH3alim, CTBOPEHO peasnibHy MOXJIMBICTb HE TiNlbKK
BUSIBNATU XBOPOOY lOLle, a 1 HagasaT XBOpUM naTo-
reHeTnyHy depMeHTo3aMiCHy Tepanito pekoMOiHaHT-
HOIO rokoLepebposnaasoto. B YkpaiHi pekoMbiHaHT-
Ha rniokouepebpo3naasa nNpeacTaBieHa npenapaTom
«Llepeaum».

Y 2012 poui MiHicTepCTBO OXOPOHM 3A0POB’A B1aa-
1o Hakas Ne 574 «[Mpo 3aTBEPOKEHHSA KOHLENTYabHUX
3acaf, WOoAO0 CTBOPEHHS CUCTEMMU HAaJAHHSA KOMIIEK-
CHOI JOMOMOrn AiTAM, XBOPUM Ha PiAKICHI 3aXBOPIOBaH-
HA B YKpaiHi» [2].

CnapkoBi MeTaboniyHi 3aXBOPIOBAHHA BiAHOCATLCS
00 PiAKICHUX 3aXBOpPlOBaHb, TOOTO MOLUMPEHICTb KOX-
HOi okpemoi xBopobu mMae 4actoTy He Ginbiie 1:2000
HacefleHHsd, ane ix cymapHa MOWWPEHICTb CTAHOBUTb
1:600 - 1:700 HaceneHHs. XBopoba lole 3HaxoanTb-
CS1 Ha NepLUoOMy MicLi B neperiky piakicH1X (opdaHHMX)
3axBOPIOBaHb, fki 3rigHO Hakagdy Ne 525 MiHicTepcTBa
OXOpPOHU 300p0B’a Ykpainu Big 25.07.2014 poky, npu-
BOJSITb [10 CKOPOYEHHS TPMBANOCTI XXUTTS XBOPUX ab0 ix
iHBaniam3aau,ji [2]. OTxe, BHeCOK Liei naTonorii B CTPyK-
Typy 3axBOPIOBAHOCTI Ta CMEPTHOCTI HAaCeNeHHs, 0CO-
61MBO AMTAYOro Biky, € BaromMum. PO3BUTOK Takoro
Cy4aCHOro HanpsiMKy, kUM € MeTaboniyHa MeauLmHa,
Oyne CnpusTy BNPOBaaXKEHHIO HANCyYacHiLUMX MeToaiB
[iarHOCTUKKM Ta NPOMINaKTUKM LMX 3aXBOPIOBaHb, 3HU-
>KEHHIO MOKA3HWKIB ANTAY0I CMEPTHOCTI, CYyTTEBOMY MNO-
KPALLEHHIO IKOCTi XXUTTS XBOPUX Ta iX POAUH.

MeTa pocnipKeHHs: BUSBEHHS OiTEN 3 PU3NKOM
wono xsopobu lowe cepen nauieHTiB, ski nepebysa-
I0Tb Ha 00Ky B ANTSAYI nonikniHiui M. JibBoBa.

OG’eKT i MeToau AOCNIAKEHHS

OrnaHyto 36 Amiten, y a9Kux, B CUy XapakTepHOro
NOEAHAHHSA CMMMTOMIB, MOXHa 6yno 3anigo3puTn XBo-
po6y lowe y autayomMy nosnikniHivHoMy BigaineHHi 4-oi
MiCbKOI KOMYHanbHOI nonikniHiku M. JlbBosa. NpoaHa-
ni30BaHO Mean4yHy AOKYMEHTaLjlo, 3okpemMa s dopmun
112/y Ta iHWi poctynHi mxepena iHbopmauii, HagaHi
NMepCoHaNoM OUTSAYOI NONIKNIHIKK Ta 6aTbkamMu.

3a 4onoMoroto KiiHiYHOro, KJiHiko-reHeanoriyHoro
Ta MeauKo-CTaTUCTUYHOrO METOAIB NMPOBEAEHUN Bif-
Oip BMNaakiB NaTosorii i3 MMOBIPHUMK O3HAKaMMU XBO-
po6u lowe 3 MeTolo GOPMYBaHHS rpynu pu3nKy nai-
€HTIB N9 nofanblioi BepudikaLii Lboro cnagkoBoro
3axBoploBaHH4A. [laHi Npo Ui 3axXxBOPIOBAHHA BHECEHO
B eNIeKTPOHHY 0ady faHux, 3a AOMOMOrolo nporpamu
Microsoft Excel 2007.

PesynbraTn pocnigxeHb Taix 06roBopeHHs

llicnsa rpyHTOBHOrO iHGOPMYBaHHS LUMPOKOro Kona
nikapie (nepiatpis, racTpoOeHTEpPOsIOriB, remMaTosioris,
opToneniB-TpaBMaTosorie, JikapiB CiMernHoi npakTun-
K1) NPO naTeHTHi dopmMu xBOpobu loLe 3a 4OMOMOrow
po3pobreHMx aBTopamMu iHDOPMALIMHUX NUCTKIB Ta
NPOYUTAHHS NeKUii Ha JaHy TemaTuky 6yno npoaHa-
Ni30BaHO MeAVyHY LOKYMEHTALIO — PeecTpaLinHi me-
OWYHI KapTu naugjieHTie. OrngaHyTo 36 AiTen y outadomy
MONIKNIHIYHOMY BigAiNeHHi 4-0i MICbKOi KOMYHasnbHOI
MOJIIKNIHIKN M. JIbBOBa. Y CTBOPEHY ENEKTPOHHY aHKeTY
BHECeHo iHpopmaLijo Npo 6aTbkiB AUTUHM, iX BiK, MicLe
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HapPOXKEHHS!, HAsIBHICTb Yy HMX NOOYTOBMX Ta npode-
CillHMX LIKIOMBUX aKTopPiB, 3a3HA4YEHO onuc nepediry
BaAriTHOCTI Ta MOJOriB, PenpoaykKTUBHMA aHaMHe3 Mno-
OPYyxoksi, 0cOB6NMBOCTI CnagkoBOro aHamHesy. BHocu-
JINCb TakOX AaHi NPO COMATUYHWI CTaTyC, peadynbratu
KOHCYJbTaLin By3bKMX CneLianicTiB.

Y BCix 3apeecTpoBaHMX BUNaaKax He BUSIBIIEHO BU-
COKMX 4acToT HecneundiyHnx dakTopiB pu3nky nepu-
HaTanbHOro nepiony. JocuTb 3HavyHUMU (36%) Gynu
NOKA3HMKN XPOHIYHOI NaTonorii MmaTtepis XBOpuX AiTen
(3axBOpIOBaAHb  LLTYHKOBO-KMLLIKOBOrO TpPakTy, Ce4o-
BMBIOHOI CUCTEMMU, CEPLEBO-CYOMHHOI CUCTEMU Ta
eHpokpuHonarin). Y 39% matepiB nepebir BaritHOCTI
npunagae Ha BikoBuin nepion, G6inbwe 30 pokis. Y 56%
npoaHanisaoBaHux BUNaakiB 6aTbkn XBOPUX Aitel 3n0-
BXMBanM naniHHaMm. XoaeH i3 6aTbkiB XBOpUX AiTen
He 6paB yyacTi y nikBigauii HacnigkisB YHopHOOUNBCLKOI
katactTpodu i He byB nepeceneHnM i3 3abpyaHeHuX Te-
puTopin. He BUABNEHO XOAHOIrO BUMaAKY HAPOOXKEHHS
OUTUHW Y cnopigHeHoMy LWooi.

AHanis nirepatypHux aHux 0O3BOAMB BU3HAYUTU
CMNekKTp, Tak 3BaHNUX MapKEPHNX 3aXBOPIOBAHb Ta CUMIM-
TOMIB y AiTen AN NoAasNbLIOro CENEKTUBHOIO CKPUHIH-
ry womao xsopo6u lNowe. Cepen HanbinbLL XapakTepHNX
nnst xgopobu lowe, nonepeaHbo BMBYEHUX CKapr Ta
KiHIYHWX NPOSIBIB, BUSIBNEHUX Y AiTeN [OCAigHOI rpynn,
MW BM3HA4YUNIN aHEMIIO SIK NaTosorito, fka 3ycTpivana-
cs HaryacTiwe (g = 1.0). 3Baxatoun Ha BiANOBIAHICTb
BUSIBJIEHMX MOKA3HUKIB JaHUM fliTepaTtypu, came aHe-
Mii 6ynn oBpaHi HamMK 32 OCHOBY A/ CEJIEKTMBHOMO
CKPWHIHIY w000 xBopoOu lowe. Y 6aratbox BMBYE-
HUX BUMaZKax aHemii HaryacTilwe CcynpoBOAXYBanMCs
ckapramu Ha 6oni B xunBoTi (g = 0,22), 36inblUeHHAM
nimpatnyHmx By3niB (g = 0,20) Ta 3aranbHUMKU CUMII-
TOMaMu MNiaBULLLEEHOI BTOMJTKOBAHOCTI, FONMOBHOIO 601110
i nopyweHHsa cHy (q = 0,20). Baxnusi BuaBneHi y naui-
€eHTiB cumnTomMn renatomeranii (g = 0,06) Ta cnneHo-
meraniii (g = 0,03) 6ynn Takox BU3HAYEHi K MMOBIPHI
Mapkepwu LLoao xsopobu lowe. MNicns aoknagHoro Kii-
HIYHOrO OBCTEXEHHS L€l rpynu AiTei pi3HOro BiKy BU-
SIBNIEHi MapKepHi BUNaaKy NaTonorii Ta cumntTomu 6ynm
BHECEHI 10 HOBOCTBOPEHOI 6a3n AaHuXx i BigobpaxeHi
y Tabnuui.

AHania gaHux, npeacTaBieHnx y Tabnuui, nokasas,
wo i3 36 aHeMill y XBOpUX, SKi 3HAXOQUIUCH Ha OUC-
naHcepHOMy 00Ky y ANTAYOMY BiaAineHHi 4-0i MiCbKOi
KOMyHasibHOI nikapHi micTa JIbBoBa S GifblUy YaCTUHY

BUMNAAKIB 3apeecTpoBaHo y xnonuis s 20 (56%) 3axso-
ploBaHb, y AiByart, BignosigHo, s 16 (44%) 3axBopto-
BaHb. BikoBa CTpykTypa BUSBNEHNX aHEMI KONMBanach
B MeXax Bif, MepLUmx MicsiLiB XUTTS 00 nybepTaTtHOro
nepioay. AinbHWYHI NneaiaTpw Ta ciMenHi nikapi giarHoc-
TyBanu aHemii y gitei Bikom Big, 1 micausa oo 3 pokisy 14
(39%) Bunapkax; Big, 3 0o 7 pokiB sy 12 (33%) Bunaa-
kax; Bif, 7 0o 12 pokis s y 6 (16%) Bunaakax ta B nybep-
TaTHOMY BiULisy 4 (11%) .

OCHOBHY YacCTVHY BUSIBNIEHUX Y AaHi rpyni aHeMil
BilHECEeHO [0 nerkoro (I-ro) cTtyneHss BaXKOCTi, npu
SIKOMY piBeHb reMornobiHy (HB) 3HuxyBaBcs o 100 r/n.
Takux y gitein 6yno 3apeecTtpoBaHo 24 BMMNAOKW, LLO
CcTaHoBUTb 67%, abo OGinblie Hix 2/3 Big, 3aranbHOi
KinbKOCTI BUsAIBNEHOI natonorii. AHemii cepeaHboro (II)
CTYMNeHs1 BaXKOCTi, Npu AKMUX piBeHb remornobiHy (Hs)
3HmxyBaBcsa go 80 r/n 6ynu giarHocToBaHi y 8 (22%)
niten, a aHemii Baxkoro (Ill) ctyneHs 3 pisBHeM remorso-
6iHy (HB) Huxu4e 80 r/nsy 4 (11%) xsopux (Tabn.).

Cnig 3a3HaunTy, WO nepeBaxatoya BiNbLUiCTb XBO-
pux AiTen [OoCnigHOoi rpynu, B SKUX AiarHOCTyBaau
aHewmii cepenHboro (Il) i Baxkoro (lll) ctyneHis, 6ynm
CKkepoBaHi A0 3axifHOYKPaiHCbKOro cnewjianisaoBaHOro
ONTAYOro MeANYHOro LEHTPY | OTpUManu KOHcynbTauii
remaTonorie. AHewmii lll ctyneHs, 3pebinbworo, 6ynm
BTOPUHHUMM, BUHMKaNW Ha QOHi BaXKKOT OHKOMOriYHOI
naTonorii, 3okpema s HelmpobdnacToMn NpPaBoi HUPKN,
eMbpioHaNbHOT NYXJIMHN YePEBHOT MOPOXHUHU, NiIMPO-
M XopxkiHa Il Ta HelipobnacTomMu 3a04€PEBUHHOIO
npocTopy. B 3-x Bunagkax (8%) BOHM CynpoBOAXyBa-
JNINCS1 BAXKOKD TPOMOOLMTOMEHIED, BUKJIMKAHOK XiMi-
oTepanielo. BunagkiB noegHaHHA TPOMOOLMTOMEHil,
nenkoneHii Ta aHewmii | Ta Il ctyneHiB B gocnigHin rpyni
He BUSBNEHO. [prMyrvHa BUHUKHEHHSA aHeMil Nerkoro
CTyneHs, 3aebinbworo, 6yna posuiHeHa NikapsaMu [k
aniMeHTapHa.

lenatomerania Ta cnneHomerania y 3 (8%) sunag-
kax 6yna BusIBNieHa y fjite, XBopux Ha fimdomMum Xoax-
kiHa Il Ta HelipobnacToMy 3a04EPEBMHHOIO NMPOCTOPY.
Bci xBopi 6yn1 NpoOKOHCYNbTOBAHI BY3bKMMMU CrieLiianic-
Tamu, oTpuMasnv HeobxigHy Tepanitio Ta 3anvaKTbCs
nig, CnoCTepPEeXeHHAM Yy ANCNAaHCEPHIn rpyni.

oM iHwmMm gitam (5,5%) i3 cumntomamn rena-
TocnneHomeranii nicnsa KniHiYHoro ornsaay, nornuoéne-
HOro nabopaTopHOro 0OCTEXEHHA Ta HEOAHOPA30BOI
KOHCy/bTauii ¢axiBuiB BiANOBiAHOro npodino (ra-
CTPOEHTEepPOnoriB, iHMEKLIOHICTIB, remMaTtosioriB, Xi-

Tabnuua.

MapkepHi 3axXxBOpIOBaHHSA Ta CUMIMTOMM Y AiTei 3 pU3MKOM 040 XBopoou MNowe

Naronoria AHemisq Tpomb6o- Fenatomeranisa MepBuHHa
uuTONEeHia Ta Ta CynyTHS
CraTh i BiK I cTyniHb llctynine | lllcTynine | TaneikoneHia | cnieHomeranis nartonoris
Cratb Xnonui 14 (39%) 4 (11%) 2 (5,5%) 2 (5,5%) 3 (8%) 2 (5,5%)
aiten LiByaTa 10 (27,7%) 4 (11%) 2 (5,5%) 1(2,8%) 2 (5,5%) 1(2,8%)
Jo 3 pokiB | 12(33,3%) 2 (5,5%) - - - -
3-7 pokiB 7 (18,8%) 4 (11%) 1(2,8%) 1(2,8%) 1(2,8%) -
Bik piten | 7-12 pokis 5 (13,8%) - 1(2,8%) 2 (5,5%) 3 (8%) 2 (5,5%)
gsgﬂé - 2(55%) | 2(55%) - 1(2,8%) 1(2,8%)
Bcboro Bunagkis 24 (67%) 8 (22%) 4 (11%) 3 (8%) 5 (13,8%) 3 (8%)
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pypriB Ta iHWKx) 6yno NnocTaBsieHo AiarHo3 igionatmy-
Horo renatuty. B ogHoro xnonyuka (2,8%) 3 uiei napu
BUNaakiB Oyfno BUSBMEHO MNOEAHAHHSA renartocnie-
HoMeranii Ta aHeMii cepegHboro (ll) ctyneHsa Baxko-
CTi, a B iHWOro (2,8%) — aHewmii nerkoro (l) ctyneHs.
3a BigCYTHOCTI MO3UTUBHOT AVHAMIKN B CUMMTOMATUY-
HOMY NiKyBaHHi i BUKOPUCTOBYIOHYM BULLE3raaaHi Kpu-
Tepii, ui ABa BMNaaky NaTosorii O40NnAn rpyny pusmnky
o0 xBopobu lMowwe.

OTxe, NpencTaBeHi y Tabnuui Bunaakn 3axsoplo-
BaHb Yy AiTel pi3HOro BiKy, ski nepebdyBatoTb Ha AncnaH-
cepHoMy 00Ky y AUTAYOMY BigdineHHi Micbkoi KoMy-
HaJsIbHOI NikapHi, € OCHOBOIO A1 HOBOCTBOPEHOi 6a3un
OaHMX MaLieHTIB 3 METO nofanbworo GopmyBaHHS
rpynu pusnky Woao xsopodbu lMowe. Apa (5,5%) suai-
NEeHi BMNagKm NnaTonorii i3 CuMnTomMamm renatocnsieHo-
mMeranii B NOEAHAHHI 3 aHEMIEIO 3 L€l rpynu, Ha Hawy
OymKky, notpebyBatumyTb Bepudikauii 3 3anyyeHHs M
aHanisy akTMBHOCTI depMeHTy rokouepedbpo3naasv
05 nigTBEpOKEHHS ab0 BUKIIIOHEHHSA XBOpobu lowwe.

BucHoBKu

1. 3Baxaloun Ha niTepaTypHi AaHi, BMBYEHI ckapru
i KNiHiYHI NposiBM B 0GCTEXeHil rpyni aitei 6yno Bu-
3HAYEHO CMEeKTP, Tak 3BaHUX, MAPKEPHUX CUMMTOMIB
i 3aXBOPIOBaHb Yy MaLieHTIB, ski nepebyBaloTb Ha 00Ky
B OMTAYIM NONiKAiHIUI M. JIbBOBa A1 CTBOPEHHSA rpynm
pu3KKy Woao XxBopobu lowwe.

2. 3anoyaTkoBaHO 6a3y AaHVX XBOPUX, Y SKUX Bynn
BUSIBIEHI MapKEPHiI CUMMTOMMW Ta 3aXBOPIOBAHHSA, Xa-
pakTepHi ana xsopobu lowe, 3okpema s renatocnne-
HoMeranii B NoeaHaHHi 3 aHeMiI€elo Y1 TPOMOOLMTOMNEHI-
et0. [Ba (5,5%) BusaBneHi BuNagku naTonorii, Ha Hawly
OymKky, notpebyBatumyTb Bepudikauii 3 3anyyeHHs M
aHanidy akTUBHOCTI (pepMeHTy MkoLepedbpo3naasmn
ONs NiogTBepAXeHHs abo BUKIMIOYEHHS XBOpoOu loLwe.

3. BBaxaemo pouinbHUM Hapani npoaoBXKyBaTw
NpoBeAEHHS CEJIEKTUBHOIO CKPUHIHIY cepef, NaLieHTiB,
aKi nepebyBaloTb Ha 00Ky B Pi3HUX NiKyBaslbHUX yCTa-
HoBax M. JIbBOBa, 3 METOIO MOMOBHEHHSA rPyNu PU3nKy
XBOPUX AiTeN Ta HACTyrnHOW Bepudikauielo aiarHosy
XxBopo6u Mowwe.

MepcnekTnBu noganbLUUX AOCHIAXKEHb. BuBYeH-
HA NiTepaTypHUX OXepen, OaHUX CBITOBOrO [O0CBIgyY
Ta BNACHUX CNOCTEPEXEHb CMOHYKAE A0 PO3LUMPEHHS
rpynu pu3uky nauieHTiB Woao xBopobu lowe 3a paxy-
HOK aHanizy nepebiry iHWMX 3axBOPKOBaHb, 30Kpema
naTonorii ONOPHO-PYXOBOro anapary, a came — XBOpO-
6u MNMepTeca y xBopux, siki nepedyBatoTb Ha 06J1iky B pi3-
HUX OUTS4MX NikyBalbHMX 3aknagax M. JlbBoea. OTxe,
BMNazky xBopobu MNepTeca y pitein, ocobavBo B Noen-
HaHHI 3 BU3HAYEHNMM paHille MapkepHUMM 3axXBOPIO-
BaHHAMW Ta cUMNTOMaMu (3MiHaMu GopMynn KpoBsi Ta
renaTocnjaeHoOMeranisimMmm), NOBUHHI pPo3rnagaTmcs K
MOTEHLINHI [N1 BHECEHHSA Y rPyny pU3KKy LLLOOO XBOPO-
6u lowe.
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YAK:616.411-006.32-053.2] — 07-08

dOPMYBAHHSA NrPYNU PU3UKY LWLOAOO0 XBOPOBU NOLWIE CEPEA NALIEHTIB, 9KI NEPEBYBAIKOTb
HA OBJ1IKY B AUTSYIA NOJIIKJIHILI M. JIbBOBA

Ocapuyk 3. B., NeyeHuk C. O., AkonsaH I. P., Kosanie l. B., Kiuepa H. I.

Pesiome. 3aBOsiku BM3HAYEHOMY KOMIJIEKCY MapKepHMX CUMMNTOMIB i 3axBOplOBaHb, Oyna cTBOpeHa 6asa
[aHVX nauieHTiB, siki nepebyBatoTb Ha 06J1iKy B AUTAYIV NONiKNiHILi M. JTIbBOBa 3 pU3MKOM LLLOA0 XBOpobu lowwe. MNep-
wnMmn o uiei rpynm 6ynm 3apaxoBaHi ABa BUnaaku NaTonorii i3 renatocrnjieHoMeranieto B NoegHaHHi 3 aHeMielo, aki
noTpelbyoTb Bepudikauii 3a LONOMOroio BU3HA4YEHHS PiBHA depMeHTy rokouepedposnaasu. NpoaoBXeHHs ce-
JNIEKTMBHOIO CKPUHIHIY cepef, NauieHTIB Pi3HMX NiKyBaJIbHMX YCTAHOB Hafasli JacTb MOXIIMBICTb PO3LIMPUTU rpyny
pU3KKY Woa0 xBopobu lNowe.

KniouyoBi cnoea: metaboniyHa MeauumHa, MiToxoHapianbHa XBopoba HakonnyeHHs, piokicHe (opgaHHe) 3a-
XBOPIOBaHHS, CrNafKkoBa naToJsioris, xsopoba lowwe.

YAK:616.411-006.32-053.2] — 07-08

dOPMUPOBAHUE rrynnbl PUCKA OTHOCUTEJIbHO BOJIESHU NOLWUE CPEAU NALMEHTOB, CTOS -
LLIUX HA YYETE B AETCKOW NOJIMKJ/IMHUKE I". IbBOBA

Ocapuyk 3. B., NeyeHuk C. O., AkonsaH I'. P., Koanue U. B., Kuuepa H. U.

Peatome. bnarogaps onpeneneHHoMy KOMMIekCcy MapkepHbIX CMMATOMOB 1 3aboneBaHuin, Obina cosnaHa 6asa
OaHHbIX MALMEHTOB, KOTOPbLIE COCTONAT Ha yYeTe B AETCKOM MNOMNKIMHNKE ropoga JIbBOBa C pUCKOM OTHOCUTESTIbHO
6onesHu lowe. MNMepBbiMY B 3Ty rpynny Oblav BHECEHbI ABa Cllydasi NaTonorny ¢ renatocnieHomMeraamein u aHemm-
e, KOTopble He0OXOANMO BEPUPULIMPOBATL C MOMOLLLIO ONpPeaeneHns ypoBHSA pepMeHTa rmokoLepedpo3naassbl
MpoponxeHne cenekTMBHOro CKPUHUHIA Cpean NaumMeHToB Pa3HblX JIe4ebHbIX yYpexaeHuin BnocnencTemm gact
BO3MOXHOCTb PaCLLUNPUTL FPYMny pucka OTHOCUTENbHO BonesHu folue.

KnioueBble cnoBa: meTabonuueckas MeguuviHa, MUTOXOHOPWasibHas O0Nie3Hb HaKOMeHus, peakue
(opdaHHble) 3aboneBaHus, HacneacTBEHHas naTtonornsa, 6onesHs fowe.

UDC:616.411-006.32-053.2] - 07-08

RISK OF GAUCHER DISEASE IN PATIENTS WHO ARE TREATED IN THE CHILDREN’S CLINIC OF LVIV

Osadcuk Z., Pechenyk S., Akopyan H., Kovaliv I., Kitsera N.

Abstract. Gaucher disease is an inherited disorder, the most common metabolic disease with accumulation.
Taking into account the world experience studied clinical manifestations in the examined group of children was
determined range of so-called marker symptoms and disease in patients who are registered in the children’s clinic
m. Lviv for the establishment of a risk of Gaucher disease. Due to the complex specified marker symptoms and
diseases in creating a database of patients who are registered in the children’s of Lviv clinic risk of Gaucher disease.
Examined 36 children who were treated in Lviv communal clinic and in which, by virtue of the characteristic combi-
nation of symptoms that could be suspected Gaucher disease.

Medical records were analyzed, including form 112/y, and other available sources of information provided by
children’s clinic staff and parents. Using clinical, family and medical-statistical methods of selection conducted
pathology cases with Gaucher disease grounds likely to form risk patients on this hereditary disease. In an elec-
tronic questionnaire was made about the child’s parents, their age, birthplace, presence of domestic and occupa-
tional hazards. Stated description of pregnancy and childbirth, reproductive history of the couple, especially the
ancestral history. Made, also, data on somatic status, the results of the consultations of narrow specialists. In all
reported cases were found high frequency of non-specific risk factors for perinatal period. Quite significant (36%)
had chronic disease indicators mothers of sick children (diseases of the gastrointestinal tract, urinary system, car-
diovascular system and endokrynopatiy). In 39% of mothers during pregnancy age period accounted for more than
30 years.

Among the most characteristic of Gaucher disease previously investigated complaints and clinical manifesta-
tions found in the experimental group of children we identified anemia as a pathology that is often met (100%). In
view of the matching parameters identified by this literature is anemia have been chosen as the basis for selective
screening on disease Gaucher. The bulk of the group identified in anemia classified as mild (I th) severity. Anemia
degree, for the most part were secondary, occurred against a background of severe cancer pathology.

In many cases studied anemia often accompanied by complaints of abdominal pain (22%), lymphadenopathy
(20%) and general symptoms of fatigue, headaches and sleep disorders (20%). Important symptoms found in pa-
tients hepatomegaly (6%) and splenomegaly (3%) were also identified as possible markers of Gaucher disease on
two other children (5.5%) with symptoms hepatosplenomegaly after consulting various specialists was diagnosed
with idiopathic hepatitis. One boy (2.8%) of this pair of cases were found hepatosplenomegaly and anemia combi-
nation of average (Il) severity, and other (2.8%) — mild anemia () degree. In the absence of positive dynamics in the
symptomatic treatment and using the above criteria, the two cases led pathology group at risk of Gaucher disease.
Continued selective screening among patients of different hospitals continue to widen on risk Gaucher disease.

Keywords: metabolic medicine, mitochondrial storage disease, a rare (orfanne) diseases, hereditary diseases,
Gaucher disease.
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