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TEHETUYHI JJOCHIIXEHHS XBOPUX HA TTAPKIHCOHI3M B YKPAIHI

Koaaoa O. K.
Incmumym leponmonoeii HAMH Ykpainu, Kuis, Ykpaina

Beryn. XBopo6a Ilapkincona (XI1) BimHOCHTBCSI D0 4mciia HaiiOUIII BaXKMX i ITOIIMPEHUX HEpo-
JlereHepaTUBHUX 3aXBOPIOBAHb JIIOAMHU, XapaKTePU3YEThCSI XPOHIYHUM ITPOrpeCyourM nepediroM, mopy-
IIeHHSIM (YHKLi1 6a3aIbHUX TFaHIJIiIB i BaXXKO0 iHBaliau3aulielo xBopux. I1pu aHamizi BeIMKMX BUOIpOK
XBOpMX OYyJI0 TOBEAEHO, 1110 HASIBHICTb IMTO3UTUBHOTO CIMEMHOr0 aHaMHe3y € OJHUM 3 NPOBiTHUX (PaKTOPiB
pu3uKy po3BuUTKy XII. {1 mapKiHCOHiI3My € 4iTKa TeHACHLiS A0 BHYTPIllIHbOCIMEMHOIO HAKOMWYEHHIO
BUITIAJIKiB 3aXBOPIOBAHHS, a MO3UTUBHUI CiMEMHMI aHaMHe3 OyB 3HaineHuil y 10-24% xBopux, IpuyomMy
PU3UK BUHMKHEHHS XBOpOOU cepell pOAUYiB IEPIIOro CTyMeHs CIIopiafHeHHSs Bapitoe Bif 4 10 10%, 3HauHO
nepeBuILyoun (B 2-7 paziB) 3arajibHO MONYJSLiAHUI, 1110 TOBOPUTh MPO aKTYyaIbHICTh IMOIIYKY T€HiB 110
MpUIMAaIOTh y4acTh Y PO3BUTKY 3aXBOPIOBAHHSI.

MeTo10 pOOOTH € OOCIiAKEHHS POJIi MOJiMOP(HUX BapiaHTIB psAy IeHiB Ta JOBXKWHU TEJIOMEDP Y PO3-
BUTKY XBopobu ITapkiHCOHa.

Marepianom a1 JoCTiIKeHHs O6yau 3pa3ku KpoBi 216 manienTiB 3 XI1 Ta 300 ocib 6e3 HeBPOJIOriYHUX
3axBoproBaHb. [eHoTUIYBaHHA poBoawin Metomamu [1JIP®, I1JIP B peasibHOMY 4aci Ta CEeKBEHYBaHHSI.

Pe3syabrati. B pesyabraTi podotu crBopeHo 6aHk JIHK manieHTiB 3 BctaHOBIeHUM AiarHo3oM XII ta
JIIoAei BiAMOBIAHOIO BiKy 0€3 HEBPOJOriYHUX MOpPYIIeHb 3 YKpaiHu. Briepiiie B YKpaiHi mpoBeaeHO reHo-
TUITyBaHHS 32 Ma>KOpPHMMU MYTallisIMU T€HiB ClTaaKoBoO-ciMeiHux ¢opm napkiHcoHizmy (PRKN, LRRK2,
SNCA, GBA) ta reniB CYP1A1l, GSTMI1, ta APOE cepen naHoi rpynu mauieHTiB. Boepiie y namieHTiB
3 YKpaiHy BU3HAUYEHA JOBXMHA TEJIOMEPHUX AUISIHOK B JIEMKOLMTAX Ta KIITUHAX OYKKAIbHOIO €MiTeJIilo.

BucHoBku. 3a pe3yabraTaMy poOOTH MOXKHA 3pOOUTH BUCHOBOK MpPO Te, 110 B YKpaiHi HasIBHi CHEL-
¢iuni MmaxxopHi MyTaliii B reHi PRKN ta GBA 110 npu3BoasTh 10 po3BuTKy XII, B TO# yac sIK NOLIMpPEHi B
€sponi MyTalii B reHi LRRK?2 He 3ycTpiyaloTbcs B yKpaiHChKiil monyJsuii. BusiBieHo niagBUILIEHUN pU3UK
po3ButKky XI1 y HociiB HyiaboBoro aneinto 3a reHoM GSTM 1 Ta rereposuror e3/¢4 3a renom APOE. BctaHoB-
JIeHa KOpeJsiiis MixK HasiBHICTIO KOPOTKMX TEJIOMEPHMX MOBTOPiB B KJIITMHAX OYKaJIbHOTIO EIiTeNilo Ta Bi-
KOM TposiBy cuMIiToMiB XII, B TOIf yac sIK TaKO1 3aKOHOMipHOCTi He BUSIBJICHO MPW BUBYEHHI JICHKOLIUTIB.

BIOXIMIYHUY ®EHOTUII XBOPUX HA «<ACIIIPUHOBY TPIALY»
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Beryn. I'inepuyTauBicTh a00 HEMEPEHOCUMICTh A0 aleTUICATIMIOBOI KUCAOTHA A0 OCTAHHBOIO 4Yacy
MOSICHIOBAJaCh HEIMYHOJIOTIYHUMM MeEXaHi3MaMM, OCKiUJIbKM BU3HAUYMTU CEHCHUOiNTi3allilo 40 BKa3aHOIO
npenapary Hi npu BA, Hi mpu PC He BraBanock. Taky nmapamoKcallbHY Ail0 acIlipiHYy OB’ SI3yBaIH i3 IIOpY-
LLIEHHSIM MeTabo0J1i3My apaxiTloHOBOI KMCJOTH, a IIPUYMHOIO IOro MOpyIleHHS BOaYyalIu y NpUiioMi acripu-
Hy abo0 iHIIMX He CTepOiAHMX NpoTU3anaibHuX npenapartis (HIT31IT).

ChOrofHilHiA KoHLEeNTyaabHUM miaxig 1o AT moJisirae y morisiai Ha 1i eTiornaToreHes, ik MeTadboJiv-
Hoi xBopoOu (eH3umonmnarii). IIpuHuMmoBa no3ulist maroreHedy AT, K MeTaboJiyHOI XBOPOOU, TOJISIrae
Yy IEPBUHHOMY, TEHETUYHO-IETepPMiHOBAHOMY Ne(EKTi KIIOYOBOTO (DEPMEHTY METa001i3My HEHACUYEHUX
KMPHMUX KHUCJIOT, 30KpeMa apaxiToHOBOI — LMKiIooKcureHasu (puc. 1). Kiiniko-0ioxiMiuamii MeTom 103B0-
JIMB BU3HAUYUTU OioxiMiuyHUI (heHOTUIT OpraHiamy mpu AT — Biig mepBMHHOro MpOAYKTY reHa ((pyHKILis
IOT) no xiHueBUX MeTabOJIiTiB.

Pesyasrati Ta 0ob6rosopennsa. Po3mumdpoBka 0ioxiMidHOro eHOTUITY XBOPOOM majla MOXKIMBICTh BH-
JIITUTU TOJOBHY JIAaHKY MaTOreHe3y — “reHeTHYHui 6J10K” (iziosoriuHoro merabdosizmy AK 3 HacTymHUM
MOPYLIEHHSIM JlaHLora 0ioxiMiyHUX mpoleciB. AK Hacaimok nopyueHHs dyHkuii LHOI, 6i1oKyeTbesd 1u-
KJIOOKCUTEHA3HUI LUISIX METa0O01i3My XXKUPHUX KUCTOT (30KpeMa apaxinoHoBoi). HakonnuyeHHsT mpoayK-
TiB OOMiHY pe4OBUH BUILIe TeHETUYHOI OJIOKAaAU MPUBOAUTh A0 iHaKTUBallil pocdoJiinas, sIKi IpuitMaroThb
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Puc. 1 Cxema «bioximiunoeo chenHomuny» X60po2o Ha acnipuHo8y mpiady

y4acThb B MeTa0o0J1i3Mi (ochOIimmiaiB KIINTHHENX MeMOpaH. st MeTa0oj1i3sMy HAKOIMMYCHUX IIPOIXYKTIB
BKJIFOYAIOTHCST OOXimHI mursaxy. HaitOinmbIn BaxkinBi 3 HUX - aKTHBAIIis JIIIOOKCUTeHA3 Ta (PEpMEHTIB IIe-
PEKUCHOro oKuciaeHHs. Lle 3aKiHuyeThcss HAKOMMYEHHSIM BEJIMKOI KiJIbKOCTI JieikoTpieHiB (JIT), BinpHuIX
pagMKaliB, JirmonepekuciB i iH. B ¢izioforiyHux ymoBax iHTEHCUBHICTb OOXiZHMX MpPOLIECiB HEBEIMKA, B
KpOBi BU3HAYAETHCS TiJAbKM CJIiIOBi 3HaUYeHHs iX MeTa0oiTiB. JIT, IK MpOoayKTH JiMOKCUTeHAa3HOTO 1S -
XY, TIPOSIBJISIIOTh BUpa3Hi 06i00riuHi epeKTh, BOHU ITOCUTIOIOTh TPOHUKHICTb CYAMH i iIHAYKYIOTb YTBOPEH-
Hs cau3uctoro cexpery. Kpim Toro, JIT € moTy>kHUM €03MHOMIIBHUM XeMOAaTPAKTaHTOM — €0TaKCHUHOM.
EorakcuHu BimirpaloTb OCHOBHY poJIb B BUOIpKOBil Mirpailii €03MHOMLIIB in vivo Ta in vitvo. ®akTUYHO,
B KOHTEKCTi XpOHIYHOTO 3aMaJeHH i MOJiMO3HOro pocTy 0yJO MPOAEeMOHCTPOBAHO, 110 €0TaKCUHU Bif-
MOBiJalOTh 32 HAKOIMYEHHSI €03MHOMDIiB B 3anajbHUX TKAHMHAX, OCOOJIMBO B TKaHWHax Oaratux IJI-5.
IIpocouyBaHHS i HAKOITMYEHHS IJIa3MEHHMX O1JIKiB B TKAHMHAX ITOPSII 3 €O3MHOMIBHIM 3allaIeHHSIM, SIK
nposiBaMUy 0i0I0T YHKUX €(DEKTIB JEUKOTPiEHIB, € OCHOBHOIO MTATOr€HETUYHOIO JIAHKOIO MOJIIMO3HOr0 POCTY.
Kpim Toro, HakonmuyeHHs1 ¢pocdoimniaiB i eoTaKCUHIB (30KpeMa JEHMKOTPiEHIB) peadi3oBye MeXaHi3MU 3a-
TPUMKH aIloIITO3Y, a caMme Lii IIPOoLEeCH € IPOBIAHUMU B (POPMYBaHHI MOJIIMTIO3HOTO POCTY.

Oco06aMBICTIO MAaTOreHe3y MeTabOJIiYHUX XBOPOO € HE TUIbKM iHTOKCHKALLis MeTaboJiTaMU BUILIE TeHe-
TUYHOI 0J10Kaau i 00XiZHOIO HUISIXY, a i AedilUT OUiKyBaHUX ITiCJisl TeHEeTUYHOI OJIoKaau MPOAYKTiB, 30Kpe-
Ma npoctariaHauHiB. [Tocunerne HakonuuyeHHs JIT npu BiacyTHOCTI aHTaroHicTUYHOTro BIUIUBY 1T, cripusie
IIBUIKIA peanizalii ix 6ionoriyHuX e¢peKTiB B TKAaHMHAX, 0COOJMBO B CJU30Bili 000JIOHLII pecHipaTOpHOIo
TPaKTy. ¥ XBOpUX PO3BUBAETHCS KapTrHa PC, crmoyaTKy He MpOAyKTUBHOTIO, a IMOTiM MOJ1iMo3HOro. bpoHxi-
ajibHa acTMa, siKa sIK MpaBuJIo po3BUBa€EThes Ha ¢oHi PC, HabyBae HENMPUPHUBHO-NPOrPEIiEHTHOrO nepedi-
Ty i3 CXMJIBHICTIO 10 YaCTUX acTMaTUYHMX cTaTyciB. [TatoreHe3 AT sk MeTab0JIiYHOrO 3aXBOPIOBAHHS YiTKO
OOI'PYHTOBYE MPOrPECUBHUM, TSLKKUM, peUIUBYIOUMIA TTepebir K MoJino3y, Tak i OpoHXiaabHOI aCTMH,
KM TIOB’SI3aHUI 3 Oe3MepepBHUM HAKOMUYEHHSIM arpeCMBHUX MeTaboJliTiB. BracHe myumu mpolecaMmu
1 MTOSICHIOETBCS PE3UCTEHTHICTh 3aXBOPIOBAHHS A0 TPAAULIIHHUX METOIIB JIiKyBaHHSI.
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B nepebiry a11060ro MeTaboiuHOro 3aXBOPIOBAHHS € METa0OJIiuHi KpU3H, SIKi TPOBOKYIOTHCS TaK 3Ba-
HUMH iHimitorounMu ¢pakropamu. [1pu AT TaknM YMHHUKOM € alleTUJICAJILIIIIOBA KICI0Ta. 3arajJbHOBIIO-
MO, 110 1l IpUIiOM 3HAYHO TIOTipIIIy€E Iepedir 3aXBOpIoBaHHS, 30KpeMa 3aKJIadaHHs Hoca i OpoHXOCIa3M,
aX 10 PO3BUTKY TSKKOTO aCTMAaTUYHOTO CTaHy. ¥ Malli€HTIB, B AIKUX AiarHO3 AT He BCTAHOBJICHUIA, IpUIAOM
acnipMHy BUKJIMKAE KJIiHiYHY MaHiecTalilo 3aXBoproBaHHS. BpaxoBytouMn 0COOJIUBY TSKKICTb CUMIOTOMIB
PC i BA B Takux BUnagkax, Tpeba TOBOPUTH IIPO PO3BUTOK Y XBOPHUX META0OIIYHOTO KpHU3Y, SIKIIA Ha XKaJlb
PO3LIIHIOETHCS CHOTOIHI SIK peaKlisl rinepuyTJIMBOCTI HA MPUITOM acipUHY.

BuchoBku. Iloganbliiie BUBYEHHST 0COOIMBOCTE 0i0OXiMiYHOTO (PeHOTUITY, a BiIMOBIIHO i 3aKOHOMIp-
HocTelt hopmyBaHH: Ta repediry AT, ik MeTabo1iYHO1 XBOpOOU, AACTh 3MOTY PO3POOKM €TiomaToreHeTuy-
HO OOIPYHTOBAHUX METO/iB €(peKTUBHOIO JIIKyBaHHS Ta PAaHHbOI JiarHOCTUKU L€l TSIXKKOI iHBaJIiAN3YI0UOL
XBOpPOOM.

JIKYBAHHA XPOHIYHUX PUHOCUHYITIB,
ACOIIIMOBAHUX I3 TIOPYIIEHHAM TPAHCMEMBPAHHOTI'O ITEPEHOCY XJIOPY
vV IITEA
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Betyn. B ocTaHHI poKM 30i1bIIYETBCS KiJIBKICTb AiT€ii, XBOPUX HA XpPOHiYHi rHiliHi, THiiHO-Tinepriac-
TUYHI PUHOCUHYITH, IIPUYOMY YaCTO 3aXBOPIOBAaHHS HaOyBa€ IPOrpecylouoro xapakTepy Ta MOTaHO IIii-
JMAETbCS TPaIULIIHHUM MeToAaM JiKyBaHHS. B 0aratbox Bumagkax mpuunMHolo € nucgyHkuis 6inka CFTR
(Cystic Fibrosis Transmembrane Regulator), 1o Biamosigae 3a TpaHCTIOPT iOHIB XJIOPY Yepe3 MeMOpaHU
KJiTuH. 3HayHa KijibKicTh CFTR 3HaiigeHa B cyOMyKO3HUX 3a/103aX AuxaabHUX 1sixiB. [TopylleHHs TpaH-
CIOPTY XJI0PY OPOBOAUTH 10 3MiHU IIPOHUKHOCTI MeMOpaH JJIs MOJIEKYJI BOAU i, IK HACJIiIOK, AerigpaTanil
Ta 3ryLIEHHIO ceKpeTy. B’s13kmii i rycTHil ciau3 napaiizye podoTy MmykoluiaiapHoro TpaHcrnopty (MTC). Bi-
pYCHi i BipycHO-0akTepiajibHi acouialii Ha (oHi pizkoro nopyueHHss MTC npuBoasTh 10 (popMyBaHHS
XPOHIYHOTO PEeLANBYIOUOTO 3aI1aJIbHOTO IIPOLIECY.

MyKoJiTUYHA Tepallisl € HeBil’éMHOI YaCTUHOIO JIIKyBaHHSI pUHOCUHYITiB. CUHYIIPET, IMTONpPU CEKPO-
JIITUYHY [il0, KA CIiBCTaBUMa 3 IE€SIKMMU CUHTETUYHUMMU IpernapaTamMu, BOJIOJIE 1lie MPOTU3AIaIbHOIO,
iMYHOMOJYJTIOIOYOI0, MMPOTUBIPYCHOIO Ta aHTUOAKTEPiaIbHOIO Mi€10. 3TiAHO HOBITHIX faHMX CUHYIIPET IMia-
Bullye npoHukHicTh CFTR-kaHaniB, mokpalilye MpOHUKHICTb i CEKPELilo XJOPHUIiB peCIipaTOPHUM €ITiTe-
JIiEM, 1110 MOCUJIIOE TigpaTallito 30J1b (pa3u, HopMaJi3ye B’SI3KiCTh ceKpeTy i aktuBye MTC.

MeTolo nociiakeHHs1 0ya0 noCaimKeHHs e(eKTUBHOCTI CUHYIPETY y OiTeil 3 XpOHIYHUM THiAHUM Ta
THiAHO-TiNepIUIaCTUMHUM PUHOCUHYITOM, acoLliiiloBaHUM 3 (PyHKIiIOHAJbHOIO HEMOBHOLIIHHICTIO XJIOPHUX
KaHaJiB.

Marepiamu i metoau. KiliHiuHMI AiarHo3 y BCiX Malli€EHTIB BU3HAYaBCS Ha IMICTaBi CKapr, aHaMHE3Y,
KJTiHIKO-€HJIOCKOITiYHOr0, paaiojoriYHOro MTOCIiIKEeHHSs, JOMOBHIOBABCS JJA0OPAaTOPHUMM MTOCiIKEHHSI -
mu. OyHKIiOHAJPHA HETIOBHOIIIHHICTh XJIOPHMX KaHAIB BU3HAYalIach 3a JOITOMOTOIO «IIOTOBOTO» TECTY.
KiiHiuHO 3HAYMMOI0 BBaXKajlach KOHIIEHTPAIlis XJIOPUIIB ITOTY IMoHaa 30 MMOJIb/JI.

PesynbraTi i 0OroBOpeHH:I.

JocaimKyBana (0CHOBHA) rpyna: 7 XBOpMX AiTeii y Billi Big 3 1o 17 pokiB, 1110 oTpuMmyBaiu «CHHYIIpeT»
B 3BUYAiHOMY BiKOBOMY J03YBaHHi 3 pa3u Ha IeHb B KOMILIEKCi 3 0a30BOI0 Tepami€io (TyaleT, aHeMi3allis
HOCOBOI1 ITOPOXXHWHMU, ipuraliifHa Teparisi COJbOBUMU PO3YMHAMM, TOMiYHi TOPMOHAIbHI Ta aHTHUOAKTeE-
piayibHi 3aco01). KOHTPOJIb: peTPOCIIEKTUBHI JaHi LIMX XK€ XBOPUX, SKi 40 BCTAHOBJEHHS (DYHKIIiIOHAJIbHOL
HEMOBHOLIIHHOCTI XJIOPHMX KaHaJliB B KOMILIEKCi 3 6a30BOI0 Tepami€lo OTPUMYBAIM CUHTETUYHUIA ceKpe-
toiTuK. KiiHiyHa oliHKa e(heKTUBHOCTI Mpenapaty «CuHymnpeT» npoBoauaach Ha 3-id, 10-ii Ta 14-i1 neHb
JIiKyBaHHSI. /IaHi MOPiBHIOBAJIMCH i3 CTAHOM A0 JIiIKyBaHHSI.

YTpyaHEeHHSI HOCOBOIO IUXaHHS i 3Ha4YHA KiIbKiCTh BUAJIEHb B MEPLIMIA IeHb JIIKyBaHHSI BiIMidaaoch
y BCix 0e3 BUHATKY XBopuX. IToyaTok perpecii iux cCMMOTOMIB BiiOyBaBCs BXe Ha TPETIO A00Y JIiKyBaHHSI.



