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XBOPOBA I'OHIE: CYYACHI ITPOBJIEMH JIIKYBAHHA I JIATHOCTUKH

Xeopoba [owe € maxckum cnaoko8uUM 3axX80pI08AHHAM, AKe NOMPedy€ paAHHbO2 0 BUABLEHHA, YiMKO20 8UKOHAHHSA
cxemu 3ACMOCYBAHHA NIKAPCbKO20 3acoby ma noxcummege besnepepgue tioco nposedennsa. 1li0 yac nikyeanus
oppannoi Heoy2u Hemae Micys CamMoOniKYEAHHIO M HAPOOHUM memooam. Y pasi Oiaznocmyeéanns xeopobu lTowe
0cobi nompiben pemenvruil MeOUYHUl HA2I50 Npoma2om bazamvox poxie. OcKinbKu X80poba 8pasxcac pisni op2aHu,
MeOuuHy O00nOMO2Y HAOAE 2pyna NiKapie, ceped HUX 2eMamooz, peeMamosloz, Opmoneod, 2acmpoenmeponoes,
Hegeponoz, ncuxiamp. Cyuacha meduyuna 00360J8€ 3HAUHO NOKpawumu cman maxux nayieumis. Ocobauea poub
HANEAHC UMb MIJCOUCYUNTTHAPHOMY NIOXOOY MA 2EeHETMUYHOMY KOHCYIbMYSAHHIO POOUH.

Kniouosi cnosa: Xeopoba I[owe, Odegiyum ni30coManvbHo20 epmenmy, 2110Koyepedpo3udasd, 2eHemuyti
acnekmu Xx8opobu, 3amicHa pepmenmomepanis, cyocmpampeOyKyiiHa mepanis, CUMRMOMAMUYHE LiKYEAHHS,
npoginaxmuxa xeopoou Ioue.

XBopoba ['ome — 1e cnaakoBe nmaHeTHIYHE (OpdaHHE) 3aXBOPIOBAHHS, 10 3a3BHYail BUSBISETHCS y AUTHHCTBI Ta
oOyMoBIleHE e(IUTOM aKTHBHOCTI Ji30COMaibHOTO (pepMeHTy nmoxouepedoposuzasu [1]. XBopoba Tomre Bpaxae
omHy utuHy 13 50000 HOBOHAPOJ/DKEHUX Y CBIiTi, TOOTO € PIAKICHOIO TEHETHYHOI Heayroro. HalwacTimie BoHA
3YCTPIYaEThCSI cepesl €BPEiB alIKeHa3l CXiTHOEBPOIEHCHKOTO MOXO0PKEHHS (TPYIH €BPEiB, sIKi ICTOPUYHO POYKUBA X
Ha TepuTopii YKpainw): ojuH BHIAnok Ha 450 ocid. BBaxaeThcs, Mo WMOBIPHICTE HAPODKEHHS XBOPOI JUTHHH Y
JIBOX HOCIIB MyTallii TeHy cTaHoBHTh 25%. 3a3Budail, HOCil o/HieT KOl MyTamii He XBOPIIOTE.

Emionozin i namoczene3. YCUaIKOBYEThCS 3a ayTOCOMHO-PEIECUBHUM THIIOM, NPWYHHOIO € Jnedimut
J30COMaJbHOTO (EepMEHTy KHCIOi [-Dmoko3umasu (Dmoxorepedpos3umasu). Y HopMi Ied GepMeHT pO3IIeIuIoe
DIOKOTIEepeOpo3n — )KUPOTONOHY pedoBuHy [1, 2].

Hedinut hepMeHTy IpHU3BOUTE JI0 TPOTPECYI0UOTO
HaKOTIMICHHS HEPO3MICIUICHOTO cyOctpaty -
nroKoIepedpo3uay B Ji3ocoMax MakpogariB Ta iHIITUX
KJTAH, HANpPHUKIAJ, OCTeO0J]aCTiB. 3alOBHEHI JIITiTaMu
«xmtuHA [ome» akyMymOIOThCS B PI3HHX TKaHMHAX i
opraHax, ocoONMBO B CeJe3iHIl, MEeYiHIli, KICTKOBOMY
MO3KY, JETeHAX  Ta MO3KY. XBopoOa €
MYJIbTUCHUCTEMHOIO, TOOTO ypaska€ OJHOYACHO JACKiTbKa
OpratiB, 30KpeMa, TMEYiHKy, CEJle3iHKy, KICTKOBY
TKaHWHY Ta 1HOJAI — HEPBOBY CHUCTEMY, LIO 3YMOBIIOE
CHUMIITOMH 3aXBOPIOBaHHS.

Knacugixayis. Po3piBHAIOTL TpU OCHOBHI THITH

xBopo6u Iome [3]:

e Tun | (HexoHByNbCcHBHA, HeHelponaTuuHa ¢popma. Karanor dhenotunoBux mapkepis momuau (MIM) 230800)
— HalnommpeHimui (95 % mnaimieHTiB), He Bpa)kae HEHTPAJIbHY HEPBOBY CHCTEMY. MOKe TPOSBISITHCE y OYIb -IKOMY
BIIIi.

e Tum II (roctpa HeliponomatnyHa Gopma, MIM 230900) — pinkicHa, TSDKKa, 3 PaAaHHIM YPa)XCHHSIM HEPBOBOT
CHUCTCMHU; TOYNHAETHCS Y IUTUHCTBI, 4acToO JICTaJbHA.

e Tun III (xponiuHa HelipoHonmatnuHa popma, MIM 231000) — nporpecye MOBUILHO, BPaKa€ HEPBOBY CUCTEMY
y TUTIYOMY YU MIUTITKOBOMY  BIIIi.

B enextponniii  0a3i llentpy opdaHHUX 3axBopioBaHb HarioHambHOT JUTAYOT CreIiami3oBaHOl JIKapHi
«OXMAT/UT» cranom Ha xx0BTeHb 2021 poky HapaxoByBaJoch 75 mamieHT 3 xBopoboto [omie: 31 mutrHa Ta 44
nopociux namieHTiB. Cepen HUX 3 [-M THmom — 68 ocib (25 miteit, 43 nopocmix), lll-m Tnom — 4 oco6u (3 muTHHH,
1 mopocmmit). II-i1 (He#ipomaTnanmii) Tnn xBopobu I'ome Oyio miarHOCTOBaHO y 3 AiTeil, BCi HOMEPIHN y MepIIi pOKH
xutrt. Cepen HacenmeHHs 3aximHoi Ta CximHoi EBpomm wactota xBopobu I'omre tumy I cramosuts Bim 1:40000 mo
1:60000. HelipomatiuHUI THI HEAYTY 3yCTpidaeThcs 3HAYHO pimmie i ctaHoBUTH 1:100000 HaceneHHs.

I'enemuuni acnexmu xeopobu I'owe. XBopoba T'ome € TeHETHYHOIO MATOJIOTIEI0, SIKA YCIAJAKOBYETHCSA 3a
ayTOCOMHO-pEeleCUBHIM TUTIOM. OTKe, 3aXBOPIOBAHHS PO3BUBAETHCS TUIBKH 33 YMOBH TOMO3WUTOTHOTO HOCIHCTBA
MYTaHTHOTO ajielisl Te€Ha, TOJi SK TeTepO3UTOTH 3I0POBi, ale MOXKYTh IMEpeAaBaTH MYTAHTHUI TEH CBOIM [ITSAM.
XBOpifOTH HA IO MATOJIOTI0 0c0oOM 000X CTaTei.



I'en rmokonepedpo3umazu 6eta (GBA), MyTalii SKOTO € IPHYNHOIO PO3BUTKY XBopoOu ['ormie, po3TamoBaHuii Ha
xpomocomi | y mimsHm 1q21-22. Ile# reH — HeBeymkuit 3a po3Mipom (11 ex30HIB), ale XapaKTepH3yeEThCS IyKe
BHCOKOIO CIIOHTaHHOIO MyTabemnbHicTio. Tak, Ha choromHi ineHTndikoBaHo mouan 300 myTamiit GBA, xoua Gimbmre
95% 13 HAX € HEHTPaJbHUMU UM 3 HU3BKUM PU3UKOM PO3BHUTKY 3aXBOPIOBAaHHS [4].

BcranoBneno, mo 50...60% BunamkiB xBopobm [ome y 3aranpHilf HOmymsmii CHOPUYMHAIOTH JIHMIIE II'SITh
myTaniit 'y reri GBA — N370S, [444P, 84GG, IVS2+1 1a R463C. HemosxmBo mnependaunTé KIiHIYHUI mepeir
xBopo6u ['omre Ha mincTaBi BUMIPIOBAaHHS aKTUBHOCTI epMeHTy. HaToMicTs HOCHTH e()EeKTUBHEM € IPOTHO3YBaHHS
Ha miAcTaBi imeHTHdiKanii MyTaniil reny GBA.

BBakaeTbcs, HampuKiIaa, MO TOMO3WIOTHE HOciiicTBO MyTamii N370S acomitoeTbcsi 3 HAMOUIBII JIETKHM
nepebirom xBopobu I'ome I mumy. ¥V rerepoanensHux HociiB miei mytamii (N370S/LA444P, N370S/84GG To1mo)
3a3BUYail OUIbII BUpaXKEH! BiCUEpasbHI MPOSIBY, YACTIlIE PO3BUBAETHCS aBACKYJIPHUNA OCTEOHEKPO3, paHime (ue y
JUTIYOMY BIlll) IATHOCTY€EThCS 3aXBOPIOBAHHS MOPIBHIHO i3 TOMO3UIOTHUMH HocisiMu N370S.

PanHiif movYaTOK 1 TDKKI ypaKeHHs LEHTpajbHOI HEpBOBOI cucteMu mnpu xBopobi [Nomre II Tuny HaituacTimie
MOB’sA3aHi 13 TOMO3HMTOTHHM HociicTBoM MyTarii [A444P. Takox I Tun 3axBopioBaHHS MOMKIMBHN TpH
TOMO3UTOTHOMY HoOCiHcTBI MyTanii D409H Ta KoMmayHI-TeTepO3UroTHOMY HOciicTBI MyTariii [444P/D409H.

XBopo6a T'omie Il Tumy, crenupivHUMHU O3HAKaMH sIKOi € (GOpMYyBaHHS CEPIEBO-CYIMHHUX KabIM]IKaTIB,
PO3BUTOK HEATePOCKIECPOTHYHOT KOPOHApPHOI XBOpOOW, Trifpoiiedanii Ta MIOKIOHIYHOI emiIerncii, HaidacTiie
3yMOBJICHa TOMO3HIOTHUM HociiictBoM myTamii D409H.

Kniniuni nposeu. 3a5exHo Bifl TUITY 3aXBOPIOBAHHS, IMAIIEHTH MOYXYTh MAaTH TaKi CHMIITOMHU:

® 30UTBbIICHHS TEYIHKU Ta CENIC3IHKU (TeraToCIUICHOM eTallis);

® aHeMist, TPOMOOIIUTOTICHIS;

® OiTh y KICTKaX, MaTOJOTIYHI MepeIoMu;

® 3aTpuUMKa POCTY y JiTel;

e HeBpoJorTiuHi nopymenHs (y tanax Il 1 III): purigmicTs, cyaoMu, TpyIHOIII 3 KOBTAHHSAM TOIIIO.

B okpeMux MaIi€eHTIB CIIOCTEPIiraloThCsA BaXKKi CHMIITOMH, B JeKOTO iX Hemae B3araji. CHMIITOMH TOCTYIIOBO
PO3BUBAIOTHECS 3 BIKOM.

Os3HakM Ta CHMIOTOMH HeHelpomatndHoi ¢opmMu xBopobum lome y giTell BKIIOYAOTh CIICHOMETAIIO,
TernaToMeTalio, TPOMOOIMTOIICHII0, AHEMII0, BIICTaBaHHA y (I3MYHOMY Ta IICHXOJIOTIIHOMY PO3BUTKY, 3aTPUMKY
3pOCTy 1 CTAaTeBOTO [03piBaHHS, OCTCOICHiIO, IHTCHCHBHI 0oy y KicTkax (TocTpi KiCTKOBI KpH3M) Ta dYacTi
nepenomu. [Ipu HeHelponaTuuHii Gopmi XBOpoOH, IO YACTO HEBIPHO OMHUCYIOTH K MATOJIOTIFO JOPOCIOTO BIKY, ¥
OiTBIIOCTI MANiEHTIB CHMITOMH MPOSBIIOTECSA y JAUTHHCTBI, a JAarHO3 BCTAHOBIMOETHCA Yy Billi 70 20 poxkiB. Pannii
MOYaTOK 3aXBOPIOBAHHS ACOLIIOETHCS 3 OUBII TOKKUM IepeOdiroM Ta BHUCOKMM pPH3MKOM TMOSBH MATOJIOTTIHUX
ycknagHeHb. Y 75% TAalLli€HTIB 3 HAasBHICTIO CHMITOMIB, SKi He OTPUMYBajiMd TAaTOT€HETHYHY Tepamiko,
CIIOCTEPIraBcs CyOONTUMAaIbHUA PO3BUTOK OPraHi3My.

OCHOBHI XapaKTepUCTUKH PI3HUX TUMIB xBopoOu [omie mpeacTaBieHi y Tabmili.

Tabmmms 1
Kiiniyna kinacudikamis xsopobu ormre
I Tin II Tun I i
. 1:50000 y 3aranbHid | 1:100000 y  3arameniid [ 1:100000 'y  3arambHii
TlommpeHnicts
MO JISTLIT MOy JISLIT MOy JISILIi]
Je610T 3aXBOpIOBaHHS Y 6yap-skoMy Billi Bin 2 mic. lo 1 poky Y muTtsdomy Bili
TpuBaJicTh KHUTTS, POKIB 6...80 1o 2 2...60
IlepBuHHE YpaKeHHs Big serxkoro g0 TIKKOTO
Hemae Ts>KKOTO CTyNeHs
IIHC CTyHeHs
. Bin merxkoro g0 TKkoro | Bin CepeHbOTo mo | Bim nerxkoro [0 TIKKOTO
OpranoMeranist
CTyTIEHS TDKKOTO CTyTEHS CTyHeHsI
T'emartonoriuni Bin serkoro g0 TIKKOTO Big jerxkoro 0 TKKOIO
TsKKOTO CTyneHs
MOpYILIeHHS CTyTeHS CTyneHs
. Bin moBHO1 BiACYTHOCTI 10 Bin moBHO1 BiACYTHOCTI 110
VYpaxeHHs KICTOK Hemae
TSDKKOTO CTYIEHS TDKKOTO CTyHeHsI

Ipu xBopo6i I'ome I Tumy oCHOBHMMH HpOSBaMU € 3aTpUMKa POCTy Ta CTATEBOTO PO3BUTKY, OUTb Yy KiCTKaXx,

BUpaXXCHE 30UIbIIEHHS ICYIHKM Ta CENEe3iHKH, CXIWIBHICTh [0 KPOBOBHIMBIB Ta KpoBoTed. PaHHil ne6ioT
3aXBOPIOBAHHS aCOLIIOETHCA 13 OUTBII THKKUM HOTO mepebirom.
Mamnigecrarnis xsopobu [Nome II iy 3a3BHuail BinOyBaeThCs Ha MEPUIIOMY POIl XKUTTA, IPUIOMY B KIIHITHINA

KapTHHI TIepEeBaKAIOTh HEBPOJIOTIYHI (cTpadi3M, TpWU3M, NMPUTHIYEHHS CMOKTAIHLHOTO Ta KOBTAJILHOTO pediiekciB
TOIIO) Ta TEMATOJIOTIUHI MOPYIICHHS.

XBopoba Tomre IIl Tumy manibecTye y pmiteli OUIbII CTAPIIOrO BIKYy, MPU IbOMY HEBPOJIOTIUHI MPOSIBH
3’IBJIIOTBCS 3HAYHO IM3HIIIE 3a TEeMAaTOJIOTIYHI MOPYIIEHHS YW OpPraHOMETaNilo, TOMY TakKi MaI[ieHTH MOXYTb
TpUBaJUi 9yac MaTu JiarHo3 xsopobu ['orre I Tumy.

JMiazcnocmuxa. AropuT™M MIarHOCTAKKA MPH Miao3pi Ha xBopoOy ITomie BKiIOYae KIHIUHE OOCTEKEHHS,

MopooriuHe, 6i0XiMiYHE Ta MOJIEKYISIPHO-TeHETUYHE JOCHIDKEHHs. 30KpeMa:




e DbioxiMiyHi aHami3W: 3HWKEHHS aKTUBHOCTI DIOKOIEepeOpo3umasu B Jelkonurax abo ¢idpodmacrax. Y
Jopociux i3 xBopoboto ['ome mei mokasHuk 3a3pudait He nepesurye 20...30% Bix HopMmHu, a y miteit wacto — 10%
Bill HOpMH.

e ['eHeTHYHE TeCTyBaHHs: BHSBJICHHA MyTaliid y reHi GBA.

e MopdoJoriuHi TOCTiHKEHH: BUABICHHS KITHH [ollle B KICTKOBOMY MO3KY a00 IHIMX TKAaHHHAX.

e Y3/ Ta MPT: mnst ouiHku 301IbLICHHS OPTaHiB Ta ypa)kKeHHS KICTOK TOILO.

Hiarnoctka xBopo6Ou ['o1e 3araqoM € CKIaJHUM 3aBJAHHSIM.

Jlikysanna. Ictopis eBosnouii JiikyBaHHS XxBopoOu lome mae moyatok y 80-TMX pOKax MUHYJIOTO CTOJHTTI 3
BIIKPUTTS TeHy DIOKoIepeOposupasu O0eTa i 3acTocyBaHHS (epMEHTO3aMiCHOI Teparii annTynepa3or, OTPUMAaHOI0
3 IUIAUEHTH JFOAMHH. 3rojoM, y cepeausi 1990-x pp., Ha 3MiHy LbOMY Mpemapary HOPUAIIOB (EepMEHT TeHHO -
IHKEHEPHOTO TMOXO/DKEHHST — IMinmoIepasa (Hepe31/1M® 400 Of). TTowyaTtox 2000-x 03HAMEHYBaBCS BIPOBADKSHHIM
e OJTHOTO HAMpsIMYy MAaTOTEHETHYHOTO JKyBaHHsS XBopoOu lomie — cybcTpatpenykyodoi Teparnii (MinTycTar), mo €
aJbTePHATABOIO JUIS MALIEHTIB 13 HEMIEPEHOCUMICTIO epMeHTo3aMicHOT Tepamii [5].

Ha cporomni nikyBaHHs xBopoOu [omre 0a3yeThcs Ha 3aMiCHIA Tepamii Ta iHIIMX MiIX0Jax, CIPAMOBaHUX Ha
KOPEKI[iI0 ()epMEHTATHBHOT HEJOCTATHOCTI Ta TOJETIICHHS cuMNTOMiB. OCHOBHI METOJM JIKYBaHHS CIPSIMOBaHI Ha
3HIKCHHS HAKOTIMYCHHSI JIIMIB Ta MiATpUMaHHs (yHKI[IOHYBaHHS OpPTaHiB:

® 3amicua ¢epmenmomepanisi (ERT) — BBeneHHS pekoMOiHaHTHOrO (GepMeHTy (Hampukiaa, IMinTolepasa,
BeJIANIIOIepasa), MO KOperye HU3bKUH piBeHb (EepMeHTy y MAaIli€eHTiB, TOMY iXHilf OpraHi3M 3HOBY 3JaTHHUH
po3memnoBati mmokoepedposun. [NanieHToBi MOTPiOHO POOUTH BHYTPINIHBOBEHHI iH(Y3il MPUOIM3HO KOXKHI JIBa
TIDKHI JIOBIYHO.

Ha cporonni HaiOLIBIIMK KIHIYHUA NOCBiI Ta JO0Ka30BYy 0a3y y JikyBaHHI xBopoOu ['ome mae mpemapar
Iepesum® 400 OJI. Horo mnpusmawarots B iHmBigyamsHiii 1031 (10 240 Om/kr) oauH pa3 Ha aBa TWKHI 3a
pesyibTatamu TpuBasioro (6ymm3pko 10 pokiB) criocTepekeHHst 557 mamieHTiB i3 xBopoOoto ['oure, siki OTPUMYIOTH
iMirTFOIIepasy, BCTAHOBJICHO ICTOTHE 3HIDKCHHS 4YAacTOTH YCIX TpOSsBIB 3axBopioBaHHS. OCTaHHIMH pPOKaMH
3’SIBIJIOCS IIE JCKUIbKa HOBHX NperapaTiB — TalINIonepasa, BeJarironepasa.

o Cyb6cmpampedykyitina mepanisi (SRT) — mokasaHa JOpOCIMM JIOOIM 3 MEPIIAM THIIOM XBOPOOH SIK
ampTepHaTiBa ERT (MimiycTaT, enimiycrtat), CIpUs€ 3MCHIICHHIO KUIBKOCTI DIOKOIEPEOpO3uay, KU BHUPOOIIOTH
KJIITHHU, TOMY BiH HE HAKOMUYYETHCS. A 3 HEBEIMKOIO KIIBKICTIO DIIOKOLIEPEOPO3UILy OpraHisM Mojke posibpatucs
caMOCTIiiHO. € aTbTepHATUBOIO UTS TMALEHTIB 13 HEMEPEHOCUMICTIO (hepMEHTO3aMICH 01 TepalTii.

Iepmmm mpemapatoM I cyOcTpaTpenyKyrouoi Tepamii xeopobu ome OyB MinTycTat, mo € KOHKYpPEHTHHM
HTIOITOPOM DIIOKO3WIIIEpPaMiICHHTETa3H, BIANOBINANBHOI 3a MEpUIMHA eTalm CHHTE3y OUIBIIOCTI DIKOC(IHTOMIMIAIB.
Ieit 3acid xapakTepHu3yeThCs HE NyXKe XOpommM TpodineM mepeHocuMocTi (miapes — y 85% mallieHTiB i BTparta
Macu—y 65%), ToMy € aJbTepHAaTHBOIO TUIBKH JUI1 THX TMAIEHTIB, y SKHX He MOXe OyTH BHUKOpPHCTaHa
¢depmenTo3amicHa Tepamis. HemonasHo OyB BIpoBa/DKEHMI HOBHIT Ipemapar miel rpynu 31 3HAYHO KPaIluM, aHDK Y
MinTycTata, mpodiieM MepeHOCUMOCTI — eIy CTat.

o Cumnmomamuyne NiKy8aHHs: ICPEIMBAHHS KPOBI, 3HEOOIOBANIBHI, OPTOICANYHI BTPYYaHHS.

Ilpozno3s. 3anexutsh Bin tany xBopoOu. Ilpu tumi I — cnpuATIMBUN 32 YMOB BYACHOT JIArHOCTHKH 1 JIIKYBaHHS.
Tunu II 1 Il MmaroTh ripimumii TporHo3 uepes3 ypakeHHs! HEPBOBOI CUCTEMU.

Ha croromni cyvacHe JlikyBaHHS OTPUMYIOTh BCl yKpalHCHKI MalieHTH (IiTH Ta gopocii) i3 xBopoboto [ome, sk
3a JepKaBHUM KOIIT, TaK 1y paMKax rymMaHitapHoi nporpamu Sanofi Genzume.

Bucnoeku. XBopoba l'onre € TDKKMM CIaJKOBUM 3aXBOPIOBAHHSAM, SIKE IOTPEOy€e PaHHBOTO BHUSIBICHHS, YITKOTO
BUKOHAHHS CXEMH 3aCTOCYBaHHS JHKapCHKOTO 3aco0y Ta TMOXHTIEBE Oe3mepepBHe Woro mpoBeneHHs. [lin wac
JKyBaHHA Op(aHHOT HEIYyTH HEMa€e MICIl CaMOJIKyBaHHIO Ta HAPOJHUM MeEToJaM. Y pasi JiarHOCTyBa HHS XBOPOOH
Tome 0co0i MOTPiOEH peTeabHUN MEAUYHHMN HADIAI MPOTIroM 0arathbox pokiB. OCKUTbKH XBOpoOa Bpaxkae pizHi
OpTraHW, MEIUYHYy JOTIOMOTY HaJae Tpyma JIKapiB, cepe HUX IeMaTojIoT, peBMAaToJIOT, OPTOIE, TaCTPOCHTEPOJIOT,
HEBPOJIOT, TICHXIATP.

CyyacHa MeIMIMHA [O03BOJSE 3HAYHO TMOKPAIIMTA CTaH TakuX mamieHTiB. OcoOinBa poJb  HAJCKHUTH
MDKIMCHUIUTIHADHOMY MIX0Jly Ta TEHETUYHOMY KOHCYJIbTyBaHHIO POJMH.

Ilpoginaxmuxa. Tlpodinaktuka xsBopodbu l'omre € cxiaaHow vepe3 il FeHETUYHY TPHUPOY, ajle MOKIMBI 3aX0A1
MOXYTb JOTIOMOITHA 3HHU3UTH PHU3UK HAPOJ/DKEHHS JMTHHHU 3 UM 3aXBOPIOBAaHHSAM a00 MOM ’SKIIUTH HPOSIBU Y THX,
XT0 Mae migBumieHnit pusuk. IpoditaktudHi 3ax0M CIpsIMOBaHI HAa BUSBICHHS HOCIB Ta IJIAHYBaHHS POIUHU!

e ['ecHeTHYHE KOHCYNIBTyBaHHSA. OcOOM 3 BHCOKHM DPH3HKOM IIepesadi 3aXBOPIOBaHHSA, 0COOIMBO 3 POJWH, J¢ €
BUITAJKH XxBopoOm [ome, MaroTh NPOXOMWTH TEHETHYHE KOHCYIBbTYBaHHA [UI1 OINIHKM IHMOBIPHOCTI mepexpadi
XBOPOOU JITSIM.

e [IpenataspHa miarHocTHKa. [T map 3 MiOBUINCHHM pPH3WKOM HApOJUKCHHS WMTHHH 3 xBopoOoio ['omre
PEKOMEHYETHCS IPEHATAIBHE TCCTYBaHHSA, SKE MOXE BU3HAYUTH HasBHICTH MyTalii B reHi GBA y muona.

e CKpUHIHIT HOBOHAPO/UKCHHMX. Y JeSKUX pErioHaX MOJXJMBE TIPOBEICHHS PAaHHBOTO  CKPHUHIHTY
HOBOHAPO/KECHUX Ha (DEPMEHTATUBHY AKTUBHICTh JUIS CBOEYACHOTO BHUSBIICHHS XBOPOOW Ta MOYATKY JIKyBaHHS IIE
JI0 TIOSIBU CUMTITOMIB.



e Tectm Ha HociiictBo. OcobaMm 3 Tpym pH3HKY, 30KpeMa €BpEsM amlkeHa3i, peKOMEHIOBAHO IIPOXOJUTH
TeCTyBaHHS Ha HociiictBo MyTalii B reHi GBA, mo0 BU3HAYNTH TOTEHIMIHI PH3UKH T MaiOyTHIX MOKOJIHE.

e [HhopMyBaHHS Ta IPOCBITHHIBKA poboTa. [limBHIIeHHS 00i3HAHOCTI cepe HaceJIeHHs Moo xBopoou ['omre
Ta 1i TEHEeTMYHOI NPUPOAM MOXKE JONOMOITH 3HU3UTU IIOIIMPEHICTh 3aXBOPIOBAHHS IUIIXOM CBOEYACHOTO
BUSIBJICHHS HOCIIB Ta IUIAHYBaHHS POJMHU 3 ypaxXyBaHHSM PU3HKIB.

e Xapuosi go6asku. [Tauientam 3 xBopoGoto T'ome mMoxe OyTH peKOMEHIOBAHO JIOJATKOBE BXKMBAaHHS BITaMiHIB
D ta K w1 miatpuMKd KICTKOBOT MacH Ta MiHEpadiB, TakUX SIK KaJbLid 1 Mardid, s 3HIKEHHS PU3UKY
0CTEOTIOpO3y. AMIHOKUCIIOTH, Taki K L-kapaTH, MOXYTh CHOPHSITH €HEPTETHUHOMY METa0O0i3MY, IO BaXKIUBO IS
MiITPUMKH 3aTalbHOTO CTAaHY 37I0POB’S.
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GAUSCH DISEASE: CURRENT PROBLEMS OF TREATMENT AND DIAGNOSIS

Gaucher disease is a serious hereditary disease that requires early detection, strict adherence to the medication
regimen, and lifelong continuous treatment. There is no room for self-medication or folk methods when treating an
orphan disease. If diagnosed with Gaucher disease, a person needs close medical supervision for many years. Since
the disease affects various organs, medical care is provided by a team of doctors, including a hematologist,
rheumatologist, orthopedist, gastroenterologist, neurologist, and psychiatrist._Modern medicine allows to
significantly improve the condition of such patients. A special role belongs to the interdisciplinary approach and
genetic counseling of families.

Keywords: Gaucher disease, lysosomal enzyme deficiency, glucocerebrosidase, genetic aspects of the disease,
enzyme replacement therapy, substrate reduction therapy, symptomatic treatment, prevention of Gaucher disease.

BigomocTi npo aBTopa / Information about the Author
Hickant Makcum, ctynent 181 rpymu, cremiambhicts 227 «Tepamis Ta peadimramis» YHY im. Iletpa Morumm,
M. MuxonaiB, Ykpaina. E-mail: diskantmaksimd@gmail.com
Diskant Maksym, student of group 181, specialty 227 «Therapy and Rehabilitation» of Petro Mohyla National
University, Mykolaiv, Ukraine. E-mail: : diskantmaksimd@gmail.com

Hepuucekuit O. [, kaHIMmaT TeXHIYHMX HayK, JOIEHT Kadenpu dapmanii, Qapmaromnorii, MemIHO],
Gioopraniunoi Ta Giosoriunoi xiMil, YHY im. [Tletpa Morwm, M. Muxonais, Ykpaina. E-mail: nevinsky54@ukr.net

Nevynskyi O.G,, PhD in Technical Sciences, Associate Professor of the Department of Pharmacy, Pharmacology,
Medical, Bioorganic and Biological Chemistry, Petro Mohyla National University, Mykolaiv, Ukraine. E-mail:
nevinsky54@ukrnet, ORCID: 0000-0002-7168-0299

© M. Jlickaum, O. Hesuncokuii Cmamms ompumana pedaxkyicio
29.05.2025.


mailto:diskantmaksim4@gmail.com
mailto:nevinsky54@ukr.net

