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XBOPOBA ®ABPI B MPAKTULI NIKAPA-HEBPOJIOTA

BbonesHb ®abpun B NpakTUKe Bpava-HeBpoOsora

Fabry disease in the practice of a neurologist

XBopoba ®abpi (XD) — ue piakic-
Ha Ni3ocomMHa xBopoba HaKOMMYeHHS,
AKY CNPUUYMHAITL MyTauii B reHi GLA,
WO NpuU3BOAUTb A0 HEefOCTaTHbOI akK-
TUBHOCTI a-ranaktosupasn A (a-Gal A),
Ta YCnafKoBY€ETbCA 3a X-3UenyiieHnm Tu-
NMOM. 3HVKEHHA abo NOBHUI BpaK akTuB-
HocTi pepmeHTy a-Gal A cnpuunHse npo-
rpecHe HakoMUYeHHs rnikocdiHroninigis
y KNiTMHaX opraHiamy. 3 nporpecyBaHHAM
3aXBOpPOBaHHA BifbyBaeTbCcA CTpimKe
ypaKeHHA BHYTPILHIX OpraHiB (HUPOK,
cepus) Ta rofIoBHOro Mo3Ky. [atonoriyHi
3MiHM B LMX OpraHax € 4acTol npuyu-
HOW MepefyacHoi cmepTi noguHn 3 XO.
flkomora paHHe BuABneHHA XO Ta cBOE-
YacHo posnouyaTe fiKyBaHHA € 3anopy-
KOI0 3MEHLUEHHA KiNbKOCTi BUHWKHEHHA
Ba)KKMX Ta 3arpo3fMBUX ANIA XKUTTA J0-
OWHWN yCcKnagHeHb. B ycbomy cBiTi 30-
NOTUM CTaHJAPTOM JiKyBaHHA MaLi€HTIB
3 X® € pepmeHTHO3amicHa Tepania (O3T)
B MNOEAHAHHI 3 Tepani€lo Ansa 3MEeHLLEHHA
CynyTHiX cumnTomis. OgHUM 3 Takux 3a-
cobiB € arancupgasa 6eta (Pabpasnum®).
Mpenapat ®abpa3um® (komnaisa Sanofi)
€ CxBafeHUM y 6araTbox KpaiHax CBITY.
3 noasoto ®M3T 3HayHO MoOKpawwmnacb
AKICTb XKMTTA nauienTiB 3 XO Ta 3MeHwWun-
nacb nepegyacHa CMepTHICTb LIX XBOPUX.

Kniouoei cnosa: piokicHi 3axeoptosaH-
Hs, xeopoba Mabpi, Mo3kosul iHCyMLM,
Hesponamu4Hit 6inb
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BonesHb ®abpu (BO) — 370 penkas
NN30COMHan 60ne3Hb HaKoMMeHus, Bbl3bl-
Baemaa myTaumamu B reHe GLA, KoTopas
NPUBOAUT K HEJOCTaTOYHOW aKTUBHOCTU
a-ranaktosupasbl A (a-Gal A) u Hacnenyet-
ca no X-cuenneHHomy Tuny. CHuXeHue
UNy NoJsIHoe OTCYTCTBME aKTUBHOCTU dep-
MeHTa a-Gal A Bbi3biBaeT nporpeccupyiouiee
HaKomnneHne rMNKOCGMHIONUMNMAOB B KNeTKax
opraHusma. C nporpeccMpoBaHuem 3abone-
BaHMWA MPONCXOAMUT CTPEMUTENBHOE Nopaxe-
HUe BHYTPEeHHUX opraHoB (nouek, ceppua)
M roJIOBHOro Mo3ra. [atonornyeckme ns-
MEHEHWA B 3TUX OpraHax ABNATCA yacTomn
NPUUYNHON NpeXaeBpeMeHHO CMepTy Yeno-
Beka ¢ bO. Hanbonee paHHee BbiAsBneHne bO
1 CBOEBPEMEHHO HAuaToe JleyeHye ABnseTcs
3a/10rOM CHUXKEHUSA PUCKa BO3HVMKHOBEHMA
TAXENbIX U YrpoXaloWmnX XN3HN YyenoBeka
OCNIOXHeHWI. Bo Bcem Mupe 3010TbIM CTaH-
JApTOM nevyeHust nauneHToB ¢ bO AenaeTca
3amecTuTenbHas pepmeHTHasA Tepanua (30T)
B COYETAaHNM C CUMNTOMATMYECKOW Tepanunen.
OpHVM 13 Taknx cpeacTB ABnAeTcA 6eTa-aran-
cmpasa (Pabpazmm®). MpenapaTt Pabpazum®
(komnaHua Sanofi) ogobpeH Bo MHOTMX CTPa-
Hax mupa. C noasneHnem 3T 3HauUNTENBHO
YAYUYWNIOCh KauyecTBO KM3HW NauneHTOB
¢ B® 1 cHM3UuNack YacToTa NpexaeBpemeH-
HOW CMepPTHOCTM cpelun AaHHbIX 6OMbHbIX.

Knioueesole cnoea: pedkue 3a6051e8aHus,
6onesHb ®abpu, mo32080U UHCY/1bM, Helpo-
namuyeckas 60s1b

Fabry disease (FD) is a rare ly-
sosomal storage disease caused
by mutations in the GLA gene that
results in deficient a-galactosidase
A (a-Gal A) activity and is inherited
in an X-linked manner. A decrease
or complete absence of the activi-
ty of the a-Gal A enzyme causes
a progressive accumulation of glyco-
sphingolipids in the cells of the body.
Due to progression of the disease,
thereis a rapid damage to the internal
organs (especially kidneys and heart)
and the brain, that is a common cause
of premature death in a person with
FD. The earliest possible detection
of FD and timely treatment is the key
to reducing the risk of severe and life-
threatening complications. Worldwide,
the gold standard of care for patients
with FD is enzyme replacement thera-
py (ERT) in combination with symp-
tomatic therapy. One of ERT remedy
for FD is beta-agalsidase (Fabrazyme®).
Fabrazyme?® is produced by Sanofi and
approved in many countries around
the world. With the advent of ERT,
the quality of life of patients with FD
has significantly improved and the
frequency of premature death among
these patients has decreased.

Key words: rare diseases, Fabry
disease, stroke, neuropathic pain

30aBHa BYEHi Ta flikapi Npuainann Bennky ysary
JOCNigXeHHI0 piaKiCHMX 3axBoptloBaHb. LLle 1898 poky
nikapi gepmatonoru IxxoH Qabpi Ta Binbam AHZepCoH,
He3asieXXHO OAVH Bil OQHOro, ONMcann O3HaKku TOro
X CamMoro 3axBOploBaHHA, AKe 3ropom 6yno Ha3Ba-
HO Ha ix yecTb — xBopoba Pabpi, abo xBopoba
AHpepcoHa — Qabpi. B cBoix HaykoBUX NpaLax BOHU
onucyBann NauieHTiB (xnonyuka Ta JOPOCOro Yo-
NoBiKa) 3 NPoABaMM LIKIPHOrO ypaXeHHA Yy Burnagi
aHriokepatom [1].

CboropfHi Bxe BigoMo, 1o xBopoba Pabpi (XP) —
Lue pigkicHa nisocomMHa xBopoba HaKOMUUYEHHsA, AKY
CMPUYNHAIOTb MyTaLii B reHi GLA, Lo npn3BoauTb 4O He-
JOCTaTHbOI aKTUBHOCTI a-ranakto3mpaasu A (a-Gal A),
Ta yCnagkKoBYeTbcCA 3a X-3uenneHum Tunom [2].
3HUXeHHA abo NoBHUI Bpak aKTUBHOCTI pepMeHTy
a-Gal A npu3BoAnTb [0 NPOrPecHOro HakonMYyeHHA
rnikocoiHroninifgis y KniTmHax opraHiamy. 3 KniHiu-
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HOT TOYKW 30pYy BefIMKe 3HaYeHHA Mae Ton ¢akT,
L0 HAKOMWYEHHA rikoninigis, a came rnoboTpiao3un-
uepamigy (GL-3) Ta oro geaueTunboBaHoi ¢popmu
rno6oTtpiaozmncoinrosnny (lyso-GL-3), 3geb6inblioro
BiAOyBa€eTbCA B eHAOTENiaNbHUX KNiTUHAX CYAWH, Kap-
JiomiouunTax, KniTMHax rnageHbknx m'asis aprepin,
nofgouunTax. TakoxK HakonMuYeHHs rnikoninigis Binbysa-
€TbCA i B 6araTbox iHWNX KNITUHaX HUPOK, LIeHTPaNbHOI
i nepnpepnyHOT HEPBOBOT CUCTEMU Ta iHLWINX TKAHMHAX
Ta opraHax. 3 YaCOM TaKe ypaeHHA € BeJIMKOI0 3a-
rpo3010 ANA PO3BUTKY NOJiOPraHHOT HeJOCTaTHOCTI
Ta nepepyacHoi cmepTi xBoporo [3—6].
YcnapkyBaHHA XO® BinbyBaeTbca 3a X-3uenneHnm
TUMNOM, OgHaK KNiHiYHI NPOABK 3aXBOPIOBAHHA MOXKNNBI
AIK Y YOJOBIKIB, TaK i y »KiHOK-HOCIIB. 3a JaHUMMK JOCNi-
[KeHb, NoHaga 69 % XiHOK — HociiB gedeKTHoro reHa
MaloTb KNiHIYHI NPOABKN 3aXBOPIOBAHHA, a Y 43 % — K-
HiYHI NPOABU Manm TAXKUI CTYMNeHb BUpaxeHocTi [2].
XBopoba Mabpi, SK BiAOMO, HanexuTb OO pia-
KiCHMX 3axBoptoBaHb. CTaTUCTUYHI JaHi cBiguaTh,
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Lo NOLWMPEHICTb XBOPOOM B 3aranbHilt nonynauii Moxe
ctaHoBUTU Big 1 Ha 40 Tmc. ao 1 Ha 240 Tuc. ocib [7—91.
HaHi HauioHanbHoro PericTpy nauienTis 3 X® CLUA cBig-
yaTb, L0 NOLIMPEHICTb 3aXBOPIOBAHHA Cepef YOJIOBIKIB
ctaHoBUTb 1 Ha 40—60 TUC. HaceneHHA, a NOWUpPEHICTb
MyTaLiln cepep XiHOK — BABiYi 6inblua. AKWo ekcTpa-
NONOBaTK Ui flaHi HA YMCeNIbHICTb HaceneHHA YKpaiHu,
Ha 1 ciuHA 2017 poKy KinbKicTb nauieHTiB 3 XO morna
CTaHOBMTM Bif 778 0o 1166 XBOPMX YONOBIKIB Ta XKiHOK
3 npoasamu X®. B nepiog 3 2005 go 2018 poky B YKpaiHi
6yno o¢iuiiHO 3apeecTpoBaHo 11 YoNOBIKIB Ta 3 XKiHKM
3 XO [10].

YHacnigok myTauii B reHi GLA, 3anexHo Big de-
HOTMNOBUX O3HAK, Y NIIOAUHN MOXe PO3BUHYTUCA
AK KNacUYHWIA, TaK i aTMNoBuin BapiaHT nepebiry 3a-
XBoOptoBaHHA [12—16]. KnacnuHomy BapiaHTy nepebiry
X® npuTamaHHWIA 3HaYHWUIA NoniMmopdi3mMm CMMNTOMIB.
lMepLui 03HaKM 3aXBOPIOBAHHA 3'ABNAIOTLCA Y PAHHbOMY
OUTNHCTBI, MepeBakHO Y BiLli A0 6 POKiB, ogHaK cama
XBOpOo6a NOUNHAETHCA e Ha eTani BHYTPILHbOYTPO6-
HOro po3BUTKY Mnofa. KnacnyHum Tmn 3axsoproBaHHA
3ymoBneHun 100 % naToreHHICTIO Ta XapaKTepur3yeTbCA
NONIOPraHHICTIO YpaXkeHHs, 3 TUMOBMMU CUMMTOMaMK
Ta ycKnagHeHHAMU. ATUNoBuMIA BapiaHT nepebiry XO
3yMOBNEHNIA MyTaLisMn 3 BapiabenbHO naToreHHic-
Ti0. [1nA uboro BapiaHTa nepebiry xapakTepHuii 6inbLu
Mi3Hi NOYaTOK KNiHIYHMX NPOABIB (HanyacTile Le Bia-
6yBaeTbca NicnaA ABaauATK pokis) [10].

Ha nouaTtky 3axBopioBaHHA MpU KNacuyHin Gopmi
HambinbWw XapakTePHUMU CUMNTOMAMU, AKi Hacam-
nepepn NOBMHHI HACTOPOXKYBATU KNIHILWCTIB, € HaABHI
y NaLi€HTa aHriokepaTomu, akponapecTesii, rinorigpos,
WNYHKOBO-KMLWKOBI po3nagn Ta BOpOHKoNofibHa
KepatonarTia [13].

AHriokepaTomu ABNAOTb COO0I0 NiAHATI HaA piBHEM
LWKipW TEeMHO-4epPBOHI NAAMN PO3MIPOM O 2 MM B fia-
meTpi. 3aebinbworo Ui yTBOpOBaHHA po3TalloOBaHi
B MiCUSAX HaMbGiNbIOro MexaHiYHOro HaBaHTaXeHHA
Ha WKipy Ta 3 YaCOM MOXYTb NPVBECTN JO BUHVKHEHHSA
KposoTeui [1, 14, 15].

CMNTOMUN ypaKeHHA HEPBOBOI CUCTEMU Xapak-
TepHi ans 6inbwoi YacTuHM nauieHTiB 3 XO. bonbosi
NPOABUN Y XBOPUX LLIEI rpYNKn CNOCTepiraloTbCa y BUrnAgi
akponapecTesiii. MoaBa 601bOBMX BiAUYTTiB Nepeaycim
MoB’'A3aHa 3 YparkeHHAM HEBENMKNX BOSIOKOH nepude-
PWUYHOI HEPBOBOI CUCTEMU BHACMIAOK HAKOMMWYEHHA
B HelpoHax rnikoninigis GL-3 Ta lyso-GL-3. Ha nouatky
3aXBOPOBAHHA MaLi€HTIB HEMOKOITb HEBPOMATUYHIN
6inb, AKNIN Ma€e NepiognyHUI XapaKkTep. XBopi ckap-
KaTbCA Ha HAJUYTAMBICTb, BiAYyTTA MOKOMIOBAHHA
Ta neuii B KiHuiBKax. [Mepwi npoaBu akponapecTesii
3’ABNAIOTLCA B ANCTaNbHUX Bigfdinax KiHLiBOK Ta 3 ya-
COM PO3MNOBCIOAXYIOTbCA B HaNPAMKY BiJ nanbuis
o Tyny6a. XpOHiYHMI HeBpoNaTUYHUIA Binb moxe
NPOABNATUCS Y BUFNALI TAXKUX eni3oanyHmX 601boBUX
Kpu3iB, AKi TpWBatOTb Bif AEKINbKOX roAvH Ao AHiB [16].
Mig yac Takoro Kpusy y xBopux moxke 3'aButnca 6inb
B M'Ai3ax Ta cyrnobax, AKNN He 3MeHLWYETbCA Nif fdi€o
HecTepoigHUX NpoTM3ananbHux 3acobis [17—19].
HalivacTiwnmmn npoBoKaLuintHUMK pakTopamu BUHMK-

HeHHA 60n1boBOro cMHApoMy y oci6 3 XO € 3miHa Tem-
nepaTypu HaBKOJINLLHbOIO CepefoBULLA Ta TiNa, BEUKI
di3nYHi HaBaHTa)KEHHA, CTPEC, BXKMBAHHA aNKorosto
Ta iHwe [19, 20]. 3 nporpecyBaHHAM 3aXBOPIOBAHHA
Y HEPBOBUX BOJIOKHaX BiibyBaloTbCA HE3BOPOTHI 3MiHK
i XBOPi NOYMHAIOTb Bif3HaYaTV 3MEHLLEeHHA TPMBaNoCTi
Ta KiNbKOCTi 60NbOBUX KPKM3iB aX 40 X MOBHOMO 3HUK-
HeHHA [17, 18, 20, 21].

CneuundivuHumm npossamm gna XO € HaaBHi opTanb-
MOJTOTiYHI MOpYLWeHHA Y BUrMAAI KepaTonarTii, BaCKyno-
NaTii KOH IOHKTMBM Ta CiTKIBKW, KaTapaKTu, 3MEHLLEHHSA
C/IbO30BUAINEHHA Ta iHWe. KepaTonarTia cnocTepira-
€TbcA BGinbwe HiX y 70 % XBOpUX Ta NPOABNAETLCA
y BUIMAQI BOPOHKOMOAIGHOrO MOMYTHIHHA Bif 3iHMLI
[0 HUXHbOTO Kpato poriBku [26].

MauieHTn 3 XO TaKOX MOXKYTb CKapKUTUCA Ha NOpPY-
LeHHA 3 6OKY LUNYHKOBO-KMLLIKOBOIO TPAKTY: HalyacTi-
We — 34yTTA XKUBOTAa, Aiapen Ta 6inb y xkunBoTi. OgHieo
3 OCHOBHUX MPUYMH LMX NOPYLIEHb € HAKOMUYEHHA
GL-3 y BeretaTMBHUX raHmiax KMwWeYyHUKa, Hakonum-
yeHHA GL-3 B eHpgoTenii MIKpOCyAuH, WO NpU3BOANTb
[0 3BY>XEeHHA Me3eHTepiaNbHUX KPOBOHOCHUX CYAMH,
ypaxeHHA Me3eHTepianbHOro Ta Nigcan3oBoro cnne-
TiHHA Ta iHWe. XBOpi 3 NpoABamMU LTYHKOBO-KNLLKOBUX
po3nafiB B AUTUHCTBI MatoTb 3HaYHi Npobemn 3 Habu-
paHHAM Macu Tina [27, 28]. BctaHOBNEHO, WO NPOBOKa-
LiHUM GaKTOPOM BUHUKHEHHSA LUTYHKOBO-KMLLIKOBUX
po3nafiB AnA TakMX NALiEHTIB MOXe CTaTU BXMUBAHHA DXKi
3 BUCOKMM BMICTOM XUpiB. TOMy 3 MeTOI0 NPOodinakTuKku
LNA XBOPUX L€l rpyny peKOMEHA0BAHO OOMEXNTU BXKK-
BaHHA XKMPHOT i>Ki Ta 36iNbWNTY CNOXMBaHHA NPOAYKTIB
3 OCTATHIM BMiCTOM KNiTKoBUHK [29, 30].

3 nporpecyBaHHAM 3aXBOpPKOBaHHA BigbyBaeTbCA
CTPiMKe YpakeHHA BHYTPILHIX OpraHis (HNpoK, cepus)
Ta rONOBHOMO MO3KY. [1aTONOrivHi 3MiHU B LMX OpraHax
€ 4acToI0 MPUUYNHOIO NepefyacHoi cmepTi nognHy 3 XO.

HakonunuyeHnHa GL-3 B nogouwnTtax Ta iHWWUX BUaax
KNiTUH HUPOK, @ TaKOX B eHJOoTeNii MiKpOCYANH HNPOK,
€ OCHOBHWM YMHHUKOM, AKUA CNPUYNHAE PO3BUTOK
HUPKOBUX NopyLeHb Yy nauieHTiB 3 XO. AnbbymiHypia
Ta NPOTEiHypiA 3a3BMYal BUHUKAIOTb e Y MOJIOgOMY
BiLli i MOXYTb 6YTM NepWIMMM O3HaKaMU MOPYLUEHHSA
bYHKLUIT HUPOK, @ BXe B 6inbLu Ni3HbOMY BiLji, 3a3BMYai
NicNA COPOKa POKIB, Y TAKNX XBOPUX MOXKE PO3BUHYTUCb
rIomepynocknepos Ta HUPKoOBa HefoCTaTHICTb [31].

CUMNTOMM yparkeHHA cepus 3a3BUYail AebloTyoTb
Yy Billi COPOK-N'ATAECAT POKIB, ane MoXyTb crocTepira-
TUCA i B 6inblu paHHboMy Biui [32]. YacTolo npuymnHoio
NopyLeHHA cepLeBoi fianbHOCTI cTaE rineptpoodia
NiBOro WyHOUKY, AKa B NofanblloMy NpuU3BOAUTb
Zo rineptpogdiyHoi Kapaiomionarii Ta ¢ibpo3y miokapay.
MepwyrMn 03HaKamMmM ypaXkeHHA cepusa MOXKYTb CTaTu
BiAUyTTA NepeboiB Ta 3HWKEHHA NepPeHOCMMOCTi Gi3uny-
HUX HaBaHTaXeHb. B niTepatypi onucaHi HeMOOANHOKiI
BMNafKW panToBoi cepueBoi cmepTiy ocib 3 XD [27, 33].

OpHuM 3 xapakTepHux nponsis XO € LepebpoBacky-
NAPHI NopyLweHHA. HanbinbLw nowmpeHnmMmn ycknagHeH-
HAMW, AKI BUHUKAIOTb BHACNiAOK NOPYLUEHHA MO3KOBOro
KpoB0oobiry y nauieHTis 3 X®, € iwemiuHnii iHcynbT (1)
i TpaH3MUTOpPHa ilemivyHa aTaka (TIA), HabaraTo pigwe
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cnocTepiraloTbCA BUNAAKN remopariyHoro iHcynbTy
(1), uepebpanbHoro BeHo3Horo Tpombo3y Ta po3Lua-
PYBaHHA WMNHOIO CermMeHTa COHHOI apTepil. AHani3
ZaHux PericTpy nauieHTiB 3 xBopo6oto Pabpi nokasas,
Lo B KOropTi 3 2446 xBopux y 6,9 % vonosikis Ta 4,3 %
XiIHOK 6yno 3apeecTpoBaHO NPUHaNMHI OAUH BUNAfoK
MO3KoBOro iHcynbTy (MI), 3 Hux 87 % Bunapkis npu-
nano Ha Il Ta 13 % Ha Il [34]. Pe3synbTatn gocnigxeHb
MoKasyloTb, WO pU3nK BUHNKHeHHA Ml y oci6 3 XD Ta-
KOX fIK i B 3arasibHiii nonynsauyii 36inbWy€eTbCa 3 BiKOM.
OpHak, B npoueci aHanisy gaHux Perictpy nauieHTiB
3 xBopoboto Oabpi BCTaHOBNEHO, WO Y 22 % 0cib, siKi ne-
peHecnn MI, nepwwnin Bunagok 6yno 3apeecTpoBaHo
y nauieHTa Bikom fo 30 poKiB, a Lie 3HaYHO nepeBuLLye
Liell MOKa3HMK B 3aranbHin nonynauii He Tinbkun y CLUA,
aneiB 6araTboX iHWMX KpaiHax CBITy. ¥ 38’A3Ky 3 uym XO
BapTO Nifo3ptoBaTu B yCix Bunagkax Ml cepep nauieHTis
MOJI0ZOro BiKy Ta 0CO6/IMBO HAaCTOPOXYBATUCh, KOMU
iHCYNbT HaNeXnTb A0 KpunToreHHoro Tuny [39].

Bifomo, Lo yparkeHHA eHAOTeNito CyanH, Ake Bigby-
BaeTbcA npu XD, moxke 6yT OQHUM 3 MAaTOreHeTUYHUX
MEXaHi3MiB BUHUKHEHHA LepebpoBaCKyNAPHUX Mo-
pyweHb. KpiMm LbOro, NopyLeHHA cepLeBoro putMy,
ypaxeHHA KnanaHiB cepus, HUPKOBa HefOCTaTHICTb
Ta iHWi ycknagHeHHA XO cami co60t0 MOXKYTb CTaTh Npu-
UMHOI PO3BUTKY MO3KOBOI KaTacTpodu. BUTOHUEHH:A
CYAVHHOT CTiHKK, fiKe BifbyBa€eTbcA 3 NporpecyBaHHAM
3aXBOPIOBaHHA, MOXe NPU3BeCTN [O BUHUKHEHHA
MiKpOaHeBpPM3M Ta AK HacNigok — po3BuTKy 1 [22,
24]. OgHaK OCTaTOYHOro MmexaHi3my po3sutky Mly umnx
XBOPUX e He BCTaHOBMEeHO [37]. AnA 6inbwocTi 3 HXX
MI cTtaB nepwnm ceprnos3HnUm ycKnagHeHHAM 3axXBOplo-
BaHHA [22].

HocnTb nowmnpeHnM LepebpoBacKynspHUM Npos-
BoM X®, 3a JaHUMW HelipoBi3yanisauii, € HiMi iHpapKTK
ronoBHoro Mo3ky. FNnonepdysis, ska po3BMBaeTbCA
BHaCNigoK BacKynonartii, NpM3BOANTb A0 YpaMeHHA
6inoi peyoBUHU MO3KY | GoOpMyBaHHA HE3CUMNTOMHUX
BOTHWLY ypaxkeHHA [38]. 3 nporpecyBaHHAM XBOpobu
36inblyeTbCA KiNbKiCTb HiMMX iHPapKTiB MO3Ky. MNicna
N'ATOECATN POKIB Taki BOrHMLA YpaXKeHHA MO3KY
CNoCTepiraloTbCA MamKe y KOXXHOro xsoporo [23].
B niTepatypi onncaHo gekinbka BUNagKiB BUABMEHHA
6€3CMMNTOMHUX BOTHULL, YpPaXkeHHA 6inoi peyoBunHU
y giten 3 XO Bikom Big 8 go 10 pokis [25].

36inblUeHHA KiNbKOCTi HIMUX iHbaPKTIB HeYXUbHO
NpY3BOAUTb O PO3BUTKY KOTHITUBHMX Ta NCMXOEMO-
LifHMX nopyLweHb. YacTunin HeBponaTUUYHMiA 6inb moxe
CTaTV NPOBOKALiNHNM GaKTOPOM PO3BUTKY TPUBOXKHUX
i fenpecnBHUX po3nagis y nauieHTis 3 XP [35].

MpoTtarom 6aratbox pokiB He 6yno cneyndiyHmx
meTogis aiarHocTuku XO, a nikyBaHHA Mano BUHATKOBO
CUMNTOMATUYHUI XapaKTep. 3HaYHUI nonimopdiam
KniHiYHUX npossie X noTpebye AOTPUMAHHA eTanHOCTI
nig yac NpoBefeHHsA AiarHOCTUYHMX 3aXOAiB LbOro 3a-
XBOPI0OBAHHA. Ha nepBUHHOMY eTani KNiHiLncTa mae
HaCTOPOXUTN MYSIBTUCUCTEMHICTb YpaXKeHHA Ta HasAB-
HICTb TaKMX XapaKTepHUX O3HaK: akponapecTesin,
aHriokepaTtom, KepaTtonartii. Ha gpyromy Tta TpeTbomy
eTani liarHOCTUKM Y YONOBIKiB 3 Nifo3poto Ha XD BrKoO-

PUCTOBYIOTb TECTYBaHHA aKTUBHOCTI depmeHTy a-Gal A
B GionoriuHomy cepepoBuLi (Mnasmi KpoBi, BUCyLle-
HOMY 3pa3Ky KpOBi, C/IbO3i, NTefKoLuMTax Ta iHWoMmy),
a BXKe 3 MeTO0 IOKNAHILLIOro AOCHiA>KeHHA Ta BCTAHOB-
neHHa GeHOTMMY 3aXBOPIOBAHHA MPOBOAATb MOJEKY-
nApHe reHeTnYHe AoCNigXeHHsn. Y XiHoK 3ae6inboro
AKTMBHICTb pepMeHTy a-Gal A B KpOBI € B MeXXax HOpMU
ab0o He3HauHO 3HMXKeHa, TOMY A1A BCTAHOBNEHHA fiar-
HO3Yy NOTPIGHO NPOBEAEHHA MONEKYNAPHOIO reHeTnY-
Horo pocnigxeHHa [36]. B pa3i notpebu y nauieHTis
3 HEBM3HAYEHVM AiiarHO30M, KON HeMa€ GeHOTUNOBMX
03HaK Ta 6ioXiMiUHMX 3MiH, ane € HecneyundiyHi KNiHiYHi
nposswu (iHcynbT, rinepTpodia NiBOro WnyHo4Ka, CUMn-
TOMM YpaxKeHHA HUPOK Ta iHLWe) NPOBOAATbL FiCTONOri Y-
He foCNigXeHHA yparkeHoro opraHa [10].

flkomora paHHe BuABneHHA XO Ta CBOEYaCHO po3-
nouare JlikyBaHHA € 3aNOPYKOI 3MEHLUEHHA KiNbKOCTi
BMHWKHEHHA BaXXKMNX Ta 3arpOo3NMBUX ANA XUTTA NoAN-
HW YCKnafgHeHb. B ycbomy CBIiTi 30nN0TMM CTaHAapTOM
nikyBaHHA nauieHTiB 3 X € pepmeHTHO3aMicHa Tepanis
(®3T) B MO€nHaHHI 3 Tepani€o ANA 3MEeHLEeHHA CynyT-
HiX cumnToMmiB. Ha cborogHi B YKpaiHi 3apeecTpoBaHoO
Aekinoka npenapartie gna O®3T. OgHuMm 3 Taknx 3acobis
€ arancmpasa 6eta (Pabpasznm®). Mpenapat Gabpasnm®
(komnaHia Sanofi) € cxBaneHUm y 6aratbox KpaiHax
cBiTy. TepaneBT1YHa Jo3a arancmpasa 6eta CTaHOBUTL
1,0 r/kr macu Tina oAWH pas Ha ABa TUXHI y BUrnAgi
BHYTPILUHbOBEHHOT iHPY3ii [10].

XBopoba Pabpi — nporpecytoye Ta 3arposnvse
ANA KNUTTA NIOANHN 3aXBOPIOBAHHA 3 LWUIMPOKUM CNeKT-
POM HEBPONOTiYHUX, KapAianbHUX, HUPKOBUX Ta iHLWNX
nposgiB. [TOMUNKOBI AiarHoO3mM Ta HeCBOEYacHa fiar-
HOCTMKa NPU3BOAATb 4O NPOrpecyBaHHA HE3BOPOTHUX
3MiH B OpraHi3mi 1lognHnN. KpUnTOreHHUM iHCYNbT y Mo-
nopomy BiLi, KpU3N HeBpoNaTUUYHOro 60 NOBUHHI
3aBXAN HaCTOPOXyBaTy NiKapA-HeEBPOJiOra 3 MeTo
BUKIOYEHHA giarHo3sy XO. Akomora paHiwe po3no-
yaTe cneuundiyHe nikyBaHHA € 4O6POIO 3aMoOpPyKoto
3anobiraHHA NporpecyBaHHI0 3aXBOPIOBAHHA Ta PO3-
BUTKY NOro yCKnagHb, AKi AOCUTb YacToO NPU3BOAATb
[0 nepepyacHoi cmepTi xBoporo. 3 nosasoto O3T npe-
napatom Qabpasvm® 3HaYHO NOAIMLLMAACD AKICTb XUTTA
nauieHTis 3 XO. Pabpasnm® gae 3mMory 3HU3UTU PUNK
BMHUWKHEHHA 3arpo3fiMBUX ANA XNUTTA ABMLL, cTabinisye
byHKUi0 HUPOK, Noninwye ¢yHKLilo mioKkapaa Ta 3ano-
6irae po3suTky Ml.
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