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H. M. HEBMEP)KHI]bKA*, B. B. OPKELIIKOBCHKHI? (Kuis)
XBOPOBA ®APA

"Hauionansuuii Mequunuii yHiBepcuret im. O. O. Boromonsiist; *HarioHaabHa MeU9HA aKaaeMis
micisiaumuiomuoi ocsitu im. I1. JI. Illynuka <vasyl.orzheshkovskyi@gmail.com>

B 021501 na niocmaesi ananizy oanux aimepamypu po3eiaHymo Kiou06i Momenmu emionoaii,
namomopghonozii ma KuiHiuHOI KapmuHu Karvyugirayii 6azarvhux eaneniie. Hoemovcs ma-
KOJMC Npo mak 36any (hizionociuny karvyugpikayiro yeHmpaioHoi Hepeosoi cucmemu. Onu-
CAHO 106CHINbHY MA CeHUTbHY POpMU X60pOOU T uacmomy GuUsGIeHHSA HO3010214HOI opmu.
Kopomro nagedeno icmopuuny 008i0Ky i munu cnaokysanus. Y cmammi po3eisHymo duc-
JIeHHI CUHOHIMU YbO2O 3AX60PIOGAHHS MA NPUYUHU BMOPUHHOT KATbYUDIKAYil 20106H020
MO3KY (cunopom @apa). Onucano womupu ceHa, N08 sA3aui 3 NePEUHHOIO KATbYUpiKayicio
b6asanvrux eaneniie: SLC20A2 i XPRI, wo xodyrome mpancmemoOpanui mpancnopmepu
Heopeaniunoco gocamy, PDGFB i PDGFRB, emscHeni 6 yinicHicms cemamoenyedaniu-
Ho2o Oap’epa ma eudcueanus nepuyumis. Hasedeno namozenemuyni Mexamizmu KAiHI4HUX
nposiei6 3axe0pro8anis. Bioobpasiceno ocobrusocmi Makpo- i MIKpOCKONIYHUX 3MiH Y 20106~
HOMY MO3KY npu OaHill HO30102ii. [{emanbHo 8UKIA0eHO XapaKmepHi 03HAKU NOYAMKOBOT
ma po3eopHymoi (hopm 3axe0pro6anHs 3 YpaxyeaHHAM 6iKy oebromy Karvyugixayii oasany-
Hux eaneniis. Takoxc po3ensitHymo 0CHOBHI I 000AMKOGI IHCMPYMEHMANbHI Memoou 0Ia2HOC-
MUKU YbO20 3AX60PIOEAHHS, HABECOCHO Pe3VIbmamu NO3UmMpOHHO-eMICiliHoT momoepagii ma
MAZHIMHO-PE30HAHCHOT CNeKMPOCKONIL, Wo Niomeepoicyoms namoq)iziono2iuHull MexaHiam
HEBPONOIUHUX NPOSAGIE XBOPOOU, N0 A3AHUL 3 0e30P2aAHI3AYIEI0 BPOHMO-CMPIAPHUX NPO-
GIOHUX WLAXIG Y OLIAHYI 3 6ANHOBAHUX Oa3anbHux eaneniie. Ilepepaxosano desxi dodamko-
6 3a2aNbHOKNIHIYHI 1aOOPamopHi i PYHKYIOHANbHI 00CAIONHCEHHS OISt NIOMEEPONCEHHS AOO
BUKTIIOUEHHSL OlaeHO3Y NEPEUHHO20 CIMeln020 1dionamuunoco epokarvyunosy (xeopoba
Dapa). HasedeHo oCHOBHI HaANpsMu 6 NIKY8AHHI Yici namonoeii.

Kurwuosi ciaoBa: xBopoba Papa; cunapom dDapa; kanbrugikanis 60a3aibHUX TaHIIITB;
KaJIBIIMHO3.

XBopoba dapa — pinKicHe HEHpPOACTCHEPATUBHE 3aXBOPIOBAHHS, 1[0 XapaKTePU3y-
€THCSI HAKOTIMYCHHSM KaJbIlil0 Ta 3ajli3a B Pi3HMUX IIJSHKaX TOJOBHOIO MO3KY, alie Ie-
peBaXHO B 0a3aJbHUX TAHMIIIAX 1 3y0YacTHX ApaxX MO30UYKY, a TAKOXK B CTIHKax APiOHUX
apTepiit it aprepion [5, 25].

IcHye GaraTo CHHOHIMIB JaHOTO 3aXBOPIOBAHHSA: CUMETPUYHA LiepeOpanbHa Kailb-
nudikaris, KarpIuQikaiis CMyracToro Tiia i 3y04acTux sjep, iaionaTnaHuil ciMeHHui
1epeOpoBaCKYIIPHUH (epOKaIbIIMHO3, CHMETPUYHHII BHY TPIITHLOYCPEITHHIA TPOrpecy-
I0YMH MCEBAOKAIBIUHO3, 11I0MaTHYHA HEeaTepOCKICPOTHYHA KalbLUU(DiKalisi MO3KOBUX
cynuH, cuaapoM Dapa, imiomarnyHa Kaneiudikamis 0a3albHUX TaHINIIB, CHMETPUIHA
Kanpudikalis CTOBOypOBUX TaHINIIiB, KanbludiKaiis cTpionaiigo3yduacToi cucTeMu,
MIPOTPECYOUUH 1i0MaTUYHUHN CTpiomnalifo3y0uacTuii KajablMHO3, CUMETPUYHA (CiMel-
Ha) Kaneiudikarmisa 0a3adpHUX TaHTII{B, CiMeHa 1iomaTndHa KaubIudiKaIlis TOJIOBHO-
rO MO3KY, iliomaTu4Ha Kanbludikaiiss MO3KOBHX KamiJisipiB, CiMeiHHA JTBOCTOPOHHS Cy-
IUHHA Kanblu@ikaris neatpanpHoi HepBoBoi cuctemu (LJHC) tomo [3, 15].

Cri TakoXK 3a3HAYNTH, [0 B MEAUTHIN JIiTepaTypi OMMCaHO TaK 3BaHY (i310I0TITHY,
SIK MPaBHJIO, ACUMETPUYHY, KalbLUU(iKalilo pi3HOMaHITHUX CTPYKTYp TOJIOBHOI'O MO3KY,
OB’ sI3aHy 13 CTapiHHSM, IO mepedirae Oe3CUMITOMHO, i i BaKIMBO BpaxOBYBaTH NpH
BCTAHOBJICHHI Aiarao3y. Ha Binminy Bifg dhiziomorigHoi kansiudikairii, mpu xBopoodi dapa
MEPEeBaXHO ypaKyIOThecsl Oa3aibHi TaHIIIl, 1 BOTHUINA ypakeHHsI CUMeTpHuHi [24].

3aXBOPIOBaHHS MOXeE OyTH CIOpaAMIHUM a00 CHAaJKOBUM, YACTIIlle 3yCTPIYAEThCS Y
YOJIOBIKIB (CIIBBIIHOIICHHS YONOBIKM/ KiHKM 2 : 1). [mionmaTtuyHa cimeitHa Kanbiiudikaris
0azanpHUX raHriiB (xBopoba Papa) HaJIESKUTH 10 PIAKICHUX 3aXBOPIOBAaHb 1 i1 MOMIM-
penHs craHoBHUThH 1 Bumamok Ha 1 000 000 HacenenHsa. CriakoBi BHITAIKH PO3BUBAIOTHCS
3a ayTOCOMHO-JIOMIHAHTHUM THUIIOM, PiJIIIIe 32 ayTOCOMHO-periecuBHUM [4, 45].
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VY tunoBux Bumagkax xBopoOa nmounHaetscsi B 40-50 pokiB, xoua Moxke MaHidec-
TyBaTH y Oydb-sKoMy Bimi. Jleski aBTOpH BUAISIOTH TaKOX }OBeHiJIBHy Ta CEHITbHY
dbopmu xBopobu [1, 7]. HpI/I IOBEHIJIbHIN (bole y IiTe#d Ta MiIITKIB 3’ SBJISIIOTHCS
Xopes, XOpeoaTeTo3, TUCTOHIs, I[I/I3apr15{ i eniienTUYHI NPUCTYNH. Y OESKUX XBOPHX
Ma€ Miclle PO3yMOBa BIJICTANIICTh, B 1HIIUX IHTEJICKT HOPMaJIbHUN. 3 BIKOM TilepKiHe-
TUYHI pO3JTaId 3aMiHIOIOTHCS MAPKIHCOHIYHUMHU cuMOTOMamMu. OCHOBHHUMH MPOSBAMHU
CEHINBHOT (hOPMH, IO CIIOCTEPIra€ThCS B OCIO CEPETHHOTO Ta MOXUIIOTO BiKY, € TAPKiH-
COHI3M, SIKMI MPOSBISIETHCS Y Timo- abo oJirokinesii, rinomimii, Mikpo6asii, Opaanianii
Ta (uIeKCcopHiil mo3i. Moxke TaKkoK CyNpOAKyBaTHCh IEMEHIII€I0, MO30UYKOBOIO aTaKCi€lo,
MipaMiTHUMHU TIOPYIICHHSIMH, CMISNITUYHUMHU PUCTYyIIaMHu 1 HeTpUMaHHIM cedi [27].

VY 1930 p. Kapn Teomop ®ap Brepie onucye §1-pidyHOro namieHTa 3 TPHBAIOIO
JNEMEHIII€10, SIKOTO TOCHITali3yBaly A0 MIMUTAIIO 3 JUXOMAHKOIO, KalllleM, POJIeKHS-
MH, «3HEpYXOMJICHHH 0Oe3 mapaidy»; uepe3 3 maHi BiH momep. Ha cexmii BusBieHO
VIIITbHEHY TPaHyJIsIpHY KOpPY, IITYHOUKH, 3allOBHEHI CEPO3HOIO PIJAMHOIO, Ta KaJbIIH-
(ikawiro HaMiBKOJIOBOTO LIEHTPY i cTpiaryMmy. BigToai iM’sl IbOro BUYEHOTO acOLIOETHCS
3 ycimMa ¢opMaMu ABOCTOPOHHKLOI Kanmbmudikallii 0a3aasHux TaHriiiB [43].

ETtionorito xBopoou ®apa BuBUYEHO HeJOCTaTHRO. B 0CHOBI ma-
TOTEHE3y JICKUTh MOPYLIEHHs OOMiIHYy PEYOBHH, 30KpeMa
(hocdopHO-KaIBITIEBOTO MeTabomi3My [38].

Kanpuiif — akTUBHHH MIKpOEJIEMEHT, L0 PEryJIoe MPOLECH CKOPOYCHHS M A3iB,
3cimaHHs KpOBi, Oepe ydacTp y MiHepalizallii KicTkoBoi TkaHWHU Tomio [35]. Conyku
KaJIBITII0 MICTSTHCA B KicTKax Ta 3y0ax. OOMiH KalbIlifo — CKJIAAHUN MpoIec, Mo pe-
T'YJIIOE€THCSI TOPMOHAMHM Ta 010JOTIYHO aKTUBHUMH PEYOBHHAMU. B KiacuuHoMy BapiaH-
Ti OOMIH KaJBIII0 PETYTIOTh KAJIBIUTPION, MapaTTOPMOH 1 KaIbIUTOHIH [14].

Icaye 6arato mpuuwH mopymieHHS (HocPOpPHO-KATBIIIEBOTO OOMIHY, IO MPU3BOIATH
1o HakonnueHHs Kajbuio B [IHC. ¥V pasi BusiBneHHs 11epeOpaibHOr0 KaibLUMHO3Y y Ha-
Li€HTa IPY HeHpOBi3yami3allii 3 pi3SHOMaHITHIMH KOTHITUBHUMH Ta PYXOBHMH TIOPYIICH-
HSMHU KIIiHIYHE IU(EpeHIiabHO-IarHOCTUYHE 3aBJlaHHs TIOJISIrae y BU3HAYCHHI, YU 1Ie
ciMeiiHa imionarnyHa Kanpuu@ikalis OazaabHUX raHriiB (ado xBopoba Papa), un e
BTOpWHHA Kamblindikartis (cuaapom dapa) cMyracToro Tiia i 3yduacTux smep, sSka 3y-
CTpidaeThcst pu Oaratbox xBopobax [21, 47]. lo Takux 3aXBOpIOBaHb HAJIEXKaTh CHJO-
KpHUHHI (Tiro- abo rineprnaparupeos, MceBIorinonapaTupeos, rnoTupeos, Xxsopoda Ami-
coHa, jehkoanpeHoxucTpodisn), inpeknittai (CHIJ, muromeranoBipycHa iH]eEKITis,
MEHIHTOCHIIe(aIiT, eXIHOKOKO3, HeHpoOpyLIenbo3, cudiiic, TyOepKy/Ib03, eHIeaiT npu
emiaAmapoTuTi, iH(EKIis, BUKINKaHa Bipycom Emmreiina — bapa, Tokcomna3zmos, Helpo-
Ooperio3, KpacHyxa, muCTHICpKO3) [18], HelpomereHeparuBHi (XBopoba Aubnreiimepa,
xBopoba [lapkincona, MynpTHCHCTEMHA aTpodisi, Mporpecyounii Hax IACPHUHN apaiv),
CYIWHHI (HaCiIKM TIEPEHECEHO1 MepuHaTaibHOl eHIledanonarii, TpaH3UTOPHUX IIIeMid-
HUX aTak Ta «HIMOTO iH(APKTY», TUCHUPKYIATOpHA eHIle]aonaris, TinepToHiYHa XBO-
po0a, imemMiyHa XBopoba cepis, IepedpanbHUN aHTIIT Ta aHrionaris, apTepioBeHO3Ha
Manbpopmartist) [44], cHCTEMHI 3aXBOPIOBAHHS CIIOYYHOI TKAHUHH (CHCTEMHHI YepBOHUI
BOBuYaK), merabosiuni (cunapom MELAS — Mitochondrial encephalomyopathy, lactic
acidosis, and stroke-like episodes, abo miToxoHApiadbHa eHIleanIoMiomnaTis, JaKTaTau-
1103, iHCYIpTOIONI0HI emizonun, cuaapoM MERFF — Myoclonic Epilepsy with Ragged Red
Fibers, abo MiokJOHIYecKa emiJerncis 3 pBaHUMH M’SI30BUMH BOJIOKHAMH Ta 1HII MITO-
XOHpialibHI UTONATI{, HEIOCTATHICTh AMTIAPONTEPUANHPENYKTa3H) [2, 9], TeHeTHUHI
XBOpoOU (TameTopeTnHandbHa mereHeparis, cuaapom COFS — cerebrooculofacioskeletal
syndrome, i3 cimeiHOIO TpaHcioKami€eto, abo Pena-Shokeir syndrome type 2, cunapom
Hayna, xBopo6a ["amepBopaena — lllnarna) i Bagu po3BUTKY, MiCIIs IEPESHECEHHS 1HTOK-
cUKamii (TuIFoMOi13M Ta OTPYEHHS MOHOOKCHIIOM BYTJICITIO 1 KOOAIETOM, ajKOTOJIi3M) Ta
poMeHeBoi Tepamnii (mpoMeHeBa eHuedanonaris, OTpyeHHSI METOTPEKCATOM H 1HIIUMHU
LUTOCTAaTHKAMH), TIPY Helpodibpomarosi i HelipooHKoJOTiT (acTporuTomMa, KpaHiodapus-
rioma, TamijoMa CyIMHHOTO cruteTiaas) [13].

Erionorig i marorenes
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CrniazkoBi BUNIAJIKK PO3BUBAIOTHCA 38 ayTOCOMHO-JIOMIHAHTHUM THUIIOM, X04a 3yCTpi-
YalOThCA 1 BUNAAKN 3 ayTOCOMHO-pPEIECUBHUM THIIOM criajiKyBaHHs [52]. Takox B mi-
Teparypi onucaHi cnopanuyni Bunagku [31, 50].

[lepBruHHa cimeliHa KaibIUQiKaIlis MO3KYy 0OyMOBIIEHAa MYTaIlisIMU B OTHOMY 3 Jle-
KiIbKOX TeHiB. HUHI BiIOMO YOTHpHU I'eHH, MOB’s3aHi 3 MEPBUHHOK KaJbIH(IKAIIED
rosioBHOro Mo3ky: SLC20A42 i XPRI xonyooTh TpaHCMeMOpaHHI TpaHCIOPTEpU Heopra-
HiuHoro Qocdary; PDGFB i PDGFRB BTATHEHI B LUIICHICTH reMaToeHIe(anigaHoTro
Oap’epa i BwxkuBaHHS nepuuuty. PDGFB Oepe y4yacTb B aHTioreHesi, BUKHBaHHI Ie-
PULHTIB 1 MiATpUMII TeMaToeHIedarigHoro 6ap’epa [22]. Haifuacrimme MyToBaHWN TeH
HasuBawTh SLC20A2, BiH cTaHOBUTH npubin3Ho 40 % Bumnajakis, 3a HUM — reH PDGFRB,
AKUil MyTye npubauzno B 10 % Bunazaxi. HeBenukuii BicOTOK ypakeHHX 0ci0 Mae
3MiHH B iHIIUX TeHax (XPRI i PDGFB) [39]. [IpuOnu3HO y MOJIOBUHU OCI0 3 MEpBUH-
HOIO ciMeiHOI0 KasblIn(iKalieo MO3Ky reHeTHYHa pUYHHa HeBigoma. BBaxkaroTs, 1m0
i 0co0M MaroTh MyTallii B TeHaX, HE MMOB’sI3aHUX 3 JaHUM cTaHoM [11].

JIOCIITHUKY TPUITYCKAIOTh, [0 KaJbII€B] BIIKIAACHHS MPU3BOIATH 10 NEPBUHHOT
CiMEWHO1 KanpIH(iKaIlii TOJIOBHOTO MO3KY, TIOPYIIYIOUX 3B’ I3KHA MK 0a3ajJbHUMU TaH-
[JTISIMU Ta 1HITUMU JUITHKAaMU TOJIOBHOTO MO3KY, 30Kpema JIoOHuMHU vactkamu. Lli mi-
JISTHKY TIEPEeAHBOT0 MO3KY OepyTh ydacTh Y MIpKyBaHHi, IIJJaHyBaHHI, CyI)KEHHSX 1 BH-
pimeHHI TpoOieM. PerioHu Mo3Ky, M0 Peryliol0Th COIliallbHy MOBEIIHKY, HACTPIH i
MOTHBAILi}0, TAKOXK ypaxeHi [26].

I'en SLC20A2 3abesneuye cuHTe3 OiNKa, KU HA3WBAIOTh HATpil3anekHUM ¢oc-
(dataum tpancrnoprepom 2 (PiT-2). Lleii Oiok qyxe aKTUBHUN B HEPBOBUX KIIITHHAX
(neiipoHax), B SIKUX BiH Bifirpae BaKJIUBY POJib Y peryintoBanHi piBHs docdatiB (doc-
(haTHHIT roMeocTas3) MUIAXOM TpaHCIOpPTyBaHHA (ocdaTiB yepe3 MeMOpaHU KIIITHH.
Myrauii reniB SLC20A42 npusBoasaTh 10 oTpuManHs Oinka PiT-2, sxuit He Moxe edek-
TUBHO TpaHcmopTyBaTtu (ocdaru B xiituHu [22]. Sk Hachminok, piBeHs Qocdari y
KPOBI 30UIBIIYETHCS. Y MO3KY HaJUIUIIOK (hochary MOeIHYETHCS 3 KaJIbI[IEM 1 YTBOPIO-
10ThCsI POChHOPHO-KATBITIE€B] BiAKIAJCHHS B KPOBOHOCHUX Cy[IMHAX MO3KY [49].

PDGFRB KOJly€ perenTop Oera-dakTopa pocTy TPOMOOIUTIB, PELEIITOP THPO3HH-
KiHa3u Ha NOBEPXHIi KIITHHU. Bin eKCIIPECYEThCA B HEHPOHAX, XOPi0iTHOMY CILJIETiHHI,
KJIITUHAX DIAJICHbKUX M’SI31B CyIuH 1 MEPHUIUTAX FOJOBHOIO MO3KY JIFOJMHH, MEPEeBaX-
HO B 0azajpbHUX TaHIIisAX Ta 3yOuacTtomy sipi [41]. Bin Bigirpae BaxiuBy pojib B aH-
rioreHesi i B MiATPUMII HJIICHOCTI reMaToeHnedatiaaoro 6ap’epa. [lopymensas dyHk-
uii PDGFRB noripiiye igicHICTh remaToeHIedanigHoro 6ap’epa, a moTiM 1HAYKYE
CYIVHHI Ta MEepUBACKYJISIPHI BIIKJIAJeHHS Kabiito [41, 43].

BincyTHicTh cuaTe3y PDGFB B eHIOTeNIaNIbHIX KIIITHHAX MOXE OyTH KITFOYOBUM
(akTopoM, 10 MPU3BOAMUTH J0 MOpyueHHs (QyHKIii remaroeHnedaniynoro 6ap’epa i
MIepUBACKYIIIPHUX BiAKIaaeHb Kanbilito [30].

XPR1 komye perentop, sIKHi Bifirpae poib B eKCIOPTI GocdariB, TOMy Takox 0e3ro-
cepenHbO BIUTMBAE Ha (ocdarHuil romeocta3. MyTtoBanuii 610k XPR1 BuKIHMKae icTOTHO
3MiHEHY eKcIpecito KmiTruHHOI moBepxHi XPR1 1 mopymenns excniopry docdaris [32].

Caiz TakoK 3BEpHYTH yBary Ha MaTOrCHETHYHI MEXaHI3MH MPOSBiB 3aXBOPIOBAHHS: Y
3BallHEHUX CTPYKTypax rOJIOBHOTO MO3KY BiOyBaeThcs 3HM)KEHHS nepdy3ii MO3KOBOI TKa-
HUHU (110 BepudikyeTbes npu nposenenHi [11P), sxe mpu3BoanTh 10 XpoHIYHOT inremii
MO3KOBOiI TKaHMHH, a 1Ie, B CBOIO YEPry, CIIPUsi€ BUHUKHEHHIO EKCTpalipaMiHUX Ta KO-
HITUBHHUX CUMIITOMIB 3axBoproBaHHs [17]. Takoxk CITif BIiIMITHTH, 11O PO3BUTOK KOTHITHB-
HUX MOpYLIeHb 00YMOBJICHHH S€KCTEHCUBHUM THUIIOM KaJIBIIUHO3Y, & BXKE MOTIM MOPYILIEH-
HAM MeTalo0J1i3My MO3KOBOi TKaHMHH. BTOpUHHE ypakeHHS MO3KY BHUKJIMKAHE SIK
BIZIKJIAZICHHSIM COJICH KaJbI[if0 B CYJMHHIN CTIHI 1 EpUBACKYSIPHUX MPOCTOpax, Tak i
PO3BUTKOM BUIBHOPaIMKAIbHIX OKUCHHUX TpoleciB. HaBKomo KanblHATIB HAKONYYIOTHCS
TaKOXX 1HI MIKPOEIEMEHTH Ta MYKOTOIiCaXapyuan, 0 BUKIUKAE TIPOTPECyBaHHS Iepe-
OpanbHOTO KalbIMHO3Y 1 CYHNPOBOMXKYETHCS MEXaHIYHMUM CTUCHEHHSM CyAWH MO3KY Ta
3MEHIIEHHSM 1X KPOBOHAMOBHEHHS [34] . 3HMKEHHS MO3KOBOTO KPOBOOOITY B 30HaX Kajlb-
LIWHO3Y 1HJYKYE TIOPYILICHHS ayTOPETYJsIii MO3KOBOTO KPOBOOOITY i1 3amycKae Kackaj
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IIIeMIYHUX TPOIIECiB, 110, B CBOKO YEPry, IHIMIIOITH MOMIKO/KEHHS ypakKeHOI 30HHM 1 3a-
MUKAIOTh «XMOHE KOJIO». Ba)IMBO 3a3HAUUTH Ie OJWH TATOTCHETHYHUN MEXaHi3M I0-
LIKOJPKEHHS LiepeOpalibHOT TKAHHHU — CUHTE3 TIEPOKCHHITPUTY T4 MOHOOKCHIY a30TY, SIKi
TPOYKYIOKOTECS Bcima ximitnHamu [{THC, B Tomy umcmi HeﬁpOHaMI/I DJTabHUMH 1 €HI0-
TeNialbHUMA [49 51]. I[aH1 PEYOBMHH CHHTE3YIOThCA B pe3ynbrarti aii (bepMeHTlB — CHH-
TETa3 y BiAMOBIIb Ha MiABHUIICHHS PiBHS BHYTPILIHbOKJIITHHHOTO KaJIBIiIO, IO MAa€ MicIle
pu OKUCHOMY cTpeci. e mpu3BoauTh 10 MOPYIIEHHS MO3KOBOTO KPOBOOOITY Ta CHHAI-
TUYHOI Mpeadi HepBOBOTO IMITYNbCY, EKCTpanipaMiHAX 1 KOTHITUBHUX po3JaiiB [6].
MakpOCKOIIYHO B TOJIOBHOMY MO3KY IIPH PO3THHI BUSBIISIOTH
IIUIBHI OUISICTI CyAMHM, IO MAaOTh CHEIU(IYHUN XPYCKIT Mij
JIe30M HOXa, AKi JIesKi aBTOPU ONMUCYIOTh «... HIOM B TKaHWHI MO3Ky 0e3liu ApiOHHX
KprkuHOK» [33]. Coui KanbIlilo BiIKJIaJAaIOThCSA MEPEBAXHO B apTEPisiX CEPEIHBOIO,
nOpiOHoro kamiOpy 1 B IiNSHII KamijspiB, BEHH ypaxyloThecs Tysxke piaxo [18]. Kanbum-
HO3 CyIWH MOKe OyTH Pi3HOTO CTYICHS BUPAKEHOCTI — BiJl MIUIOMTOAIOHOTO BKITFOUCHHS
COJICH KaJIbIIIF0 B TOBIIY CTIHKU JI0 TIOBHOTO 3aMIIl[EHHS CyAMHHUX CTIHOK KaJbI[MHA-
tamu [42, 48]. KpiM TOrO0, BigOyBaeThcs Kajablu(ikallis pe4OBHHHU TOJIOBHOTO MO3KY B
JOUISTHII TIepeBa)xHO 0a3allbHUX TaHTUJIIiB, KOpU Ta 3y04acTHX sijiep MO304Ka. Takox B
MO3KOBill TKaHUHI BHABISAIOTH CIiAM aytOMiHiI0, ¢ocdopy, Milli, CBHUHIIO, MapraHLIo,
K0OaIbTy, MyKOTIONIiCaXapuIiB, cpibia i iHmUX MikpoereMeHTiB [12, 36].

JUis 11bOoro 3aXBOPIOBaHHS XapaKTepHa JMCOLiallisd KIiHIYHOI
KapTHHU 3 MOpdonoriuHumMu ganumu. Lle o3Havae, mo npu Ma-
CUBHIN Kanbnudikanii MOXyTh OyTH MiHIMallbHi MATOJOTIYHI MPOSBH 3aXBOPIOBAHHS
[32, 53]. [nomi kiiHIYHI CHMIITOMHU XBOPOOMW B3araii BiJICYTHi, i TUIBKU IijJ 4ac po3-
THUHY 1 TIpY BUTOTOBJICHHI BIiJIITOBIJIHUX IpenapariB TOJOBHOTO MO3KY BCTaHOBIIOIOTH
niarao3 [10]. Takox OUIBIIICTh aBTOPIB BBaXKAIOTh, 1[0 HEBPOJOTIUHI PO3JIAU JIUIIE
JaCcTKOBO ITOB’sI3aHi 3 JIOKAJi3aIli€io i po3MipaMu BOTHHUII. XBopoba dapa He Mae Ia-
TOTHOMOHIYHHMX CHUMIITOMIB, 4acTo Iepebdirae 6escumnromuo [16, 20].

[lepmri cumnToMu XBOPOOHM TMPOSBISIOTHCS y BUMIIAI JESKOT HE3TpaOHOCTI, BTOM-
JIFOBAHOCTI, HECTIMKOT XO/H, TIOBUIBHOT a00 JeIo He3po3ymisiol MOBH, aucdarii, MEMO-
BUTBHUX pYXiB a00 M’530BUX cra3MiB. HelporncuxiyHi cuMOTOMH, HalvacTinle mepiui
a00 HaHOUTBII BUPAXKEHI, BAPIiIOIOTH BiJl JICTKUX TPYIHOIIIB 3 KOHIICHTPAIII€IO TA ITaM’ ITTIO
JI0 3MiH 0coOHMCTOCTI Ta/abo MOBEAIHKHU, 10 Mcuxo3y 1 AemeHiii [28, 46]. [lorim
3 SIBIISIFOTHCST €KCTpamnipaMiaai po3naau. B OCHOBI KIIiHIYHUX TPOSBIB JIEKATh €KCTpa-
nipamigai nmopymenHs [8, 37]. B oci6 momomoro BiKy Ie pi3Hi TiMEpKiHE3U: aTeTO3 —
MHUMOBIJIBHI 4epBONOAIOHI PyXH B MaJbLSIX KUCTEH, XOPEOaTeTo3 — MOEJHAHHS aTeTO3y
3 MBUIKUMH HACHJIBHUIIPKUMH PYXaMH B KiHITIBKax, TOPCIOHHA JAUCTOHIS — TOHIYHI
M’S130B1 CIIa3MH, 10 HAJAKOTh TUTY HEMPUPOIHOI MO3H. Y JOPOCIHX CIIOCTEPIraEThCs
BTOPUHHUN TapKiHCOHI3M: aMiMisi, OpaauKiHe3is, yHOBIIbHEHI CKYTi pyXH, YOBraro4a
X0/1a, mocTypaibHuit Tpemop [19]. CumnToMaTrKa MapKiHCOHI3MY YacTO MOETHYETHCS 3
MO30UYKOBOIO aTaKCi€lo (AMCKOOpAMHALIiS, HiICTAarM), mipaMiJHOI0 HEAOCTATHICTIO (CIabicTh
B KiHITIBKaX, MiABUIIEHI CYXOXKIIbHI pedaekcH, maToNoridHi CTOMHI 3HAKH). MOXITHBI
ou3aptpis, aucdaris, HetpumanHs ceui [40]. EninentuyHi napokcu3Mu OibII Xapak-
TEpHI IS FOBEHUIBHOT (DOPMHU 3aXBOPIOBAHHS, X04a MOXYTb 3yCTPI4aTUCh 1 Y AOPOCIHUX.
CynyTHi nipu xBopoOi Papa KOTHITHBHI MOPYIIEHHS XapaKTEPHU3YIOThCS 3HHKECHHSIM
rmaM’siTi Ha TIOTOYHI 1 MUHYJI MOAil, CIIOBUTbHEHUM MUCIICHHSM, HECTIUKOI YBaroro,
3HIKCHHAM 3[IaTHOCTI 0 aHAITHYHOI 1 CHHTETHYHOT IHTEJIEKTyaIbHOI MismibHOCTI. [Ipo-
rpec po3najiB KOTHITHBHOI cepH y IiTell MpU3BOAUTE A0 OJiropeHii, B 0poCiIoMy
BiIli — JIO PO3BUTKY KipKOBO-ITIKIPKOBOT IE€MEHIIii 3 elleMeHTaMu arHo3ii, armpakcii, anek-
cii [29]. Y yacTUHU XBOpPHUX 3 IOBEHUIBHOK (hopMOrO 30epiraeThcs MHUCICHHS. YacTo
MAaIOTh MICIIe TIPOSIBH Tirep- abo TimoTHpeo3y: MO3UTHBHI cuMnToME XBocTeka i Tpycco,
TETaHIYHI CTIa3MHU KiHITIBOK, JIOKalbHI cygomu [23].

['0J10BHMM METOIOM AiarHOCTHKH, IO J03BOJISIE BUSBUTH BOTHHU-
112 KaJBIIMHO3Y B MO3KOBIl TKaHWHI, € KOMIT FOTepHa ToMorpadis
rojoBHOTO MO3KY [30]. Ilpn 11b0My HOCTIPKCHH] BHUSBILIIOTh YACICHHI CHMETPHYHI BOT-

IMaTtomopdouorist

Kaniniyna kapTuna

JliarHoCTHYHI MeTOaU
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HUIIIA 3BalHiHHA 0a3ajbHUX TaHMIIiB Ta (a00) 3y04acTux sijgep Mo304Ka. Y TSHKKHX BH-
MMagKax Coji KajbIlif0 BIIKIAAAIOTHCS B IUISHIN TajaMyca, KOpi BEJIMKHX MiBKYJIb Ta
MO30uKa, OUTil peduoBHHI. [HTEeHCHBHICTH 3a0apBIEHHS BOTHUIL HA TOMOTpaMi BifoOpakae
piBeHBb KOHIIEHTpAIlii KambIlifo [7, 15]. MeHm iHpopMaTHBHUM METOAOM AOCIIIKCHHS €
MarHiTHO-pe30HaHCHa ToMOrpadisi, aje npu IbOMY BHJI MOKHA OI[IHUTH CTYIiHb BHpa-
YKEHOCTI CYIyTHIX JIETeHepaTUBHUX MPOIIeCiB. J[Ist miTBepIKEHHS 1/110TTaTHYHOTO Xapak-
Tepy 3aXBOPIOBAHHS MPOBOJISTH PSIJ] AOJATKOBHX 3arallbHOKIIHIYHUX JIOCIIKEHb, TAKUX
K O10XIMIYHMIA aHaJli3 KPOBi, BU3HAYCHHS PIBHS MApaTropMOHy Ta TOPMOHIB IIUTOMOI0-
HOI 3aJI03W, YJIETPa3ByKOBE JOCIIHKCHHS IIUTOIMOMIOHOT 321031, TpaHCKpaHiallbHA YiTb-
TpasBykoBa jaomuieporpadist nepedpanpaux cyaus i [P, ciipsmoBaHa Ha BHSIBICHHS
TOKCOIUTa3MH, IIATOMETAIOBIPYCY Ta iHIMNX iH()EKIIHUX areHTiB, sIKi MOXKYTh BUKIIUKa-
TH 3alajibHi 3MIHH MO3KOBHX TKaHMH 3 (OpMyBaHHSM Kaibiudikati [53].

[Ipn mo3uTpoHHO-eMiciiiHIi ToMorpadii i MarHiTHO-pe30HaHCHIN CIEKTPOCKOMii
BUSBIISIOTH YIOBUIRHEHHS META00J1i3My TITIOKO3H B IIISHIN 06a3adbHUX TaHTIIIIB 1 PpoH-
TaJbHOI KOPH, a TAKOXK PEECTPYETHCS YIOBUIbHEHHS IepeOpaibHOT0 KPOBOOOITY 1 3MEH-
meHHa nepdy3ii MO3KOBOI TKAaHWHU B 30HaX, IO BIiAMOBIAIOTh 30HAM BiIKJIaJICHHS
kanpiito [31]. e miarBepmkye narodi3iofoTiuHui MeXaHi3M HEBPOJIOTTYHHUX MPOSBIB
XBOpOOM, MOB’si3aHUI 3 Ae30pranizauico GPOHTO-CTpiapHUX MPOBIAHMX LUISIXIB Ha
piBHI 3BaTHeHWX Oa3albHUX TaHTIIiB [4, 28].

InenTudikartis TeTepo3UToTHOTO MaroreHHoro Bapianta B PDGFB, PDGFRB, SLC20A42
abo XPRI, nmpoBesieHa IIITXOM MOJICKYJIIPHO-TEHETUIHOTO TECTYBAHHS, T ITBEP/KYE KITiHIY-
HUIA JTIarHO3 TIEPBUHHOI CIMEWMHOT KabImikallil 0a3aibHUX raHniiiB (xeopoda dDapa) [14].
Huni Hemae edexTUBHUX MeTOAIB JiKyBaHHS xBopoOu Papa,
TOMY ISt il I[bOTO BUKOPHCTOBYIOTH CUMIITOMATHYHI 3aCO0H.
VY pasi cuMnTOMiB MapKiHCOHI3MY JOLIJIBHIIIE BUKOPUCTOBYBATH Mpenaparu JIeBOJOMH
(Mamomap, cHHEMET, HaKoM), Hi’k modamiHoBi aroHicTuku [17]. Sk maroreHeTHdIHE JIi-
KyBaHHSI PEKOMEH/IOBAHO MPHU3HAYCHHS aHTUOKCHIaHTiB, MO3KOBMX METa0ONITIB Ta HO-
oTpomnHux npemnaparis. Ilpu eninenTHYHUX OPUCTYNax MPU3HAYAIOTh AHTUKOHBYIJIbCAH-
TH, TIPY HETPUMAaHHI Ce4l — aHTUXOJIHEPTivHI Mpenaparm.

Takox mamieHTaMm TPOBOISITH 3aXO[U 3 MOKpallaHHsS OOMiHY KajbIlito 1 Gochopy
JUISL 3aI00IraHHs TOJAbIIOMY YTBOPEHHIO KalbIIMHATIB Y MO3KOBii TKaHuHI [37, 48].
[IporHo3u npu xBopoOi Papa HeoqHO3HAUHI. 3aXBOPIOBAHHS MPOTPECY€E MOBUIBHO, 3
BIKOM BiKJIaJIEHHS KaJbI[it0 30UTBITYIOTHCS. 3BHUAHO, 1€ BiOyBa€ThCS HE TPOTATOM
OJTHOTO DiKy. SIK IpaBMIIO, HEHPOereHepaTUBHI 3aXBOPIOBAHHS MIPOTPECYIOTH JEKIIbKa
JECSTUIITD.
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BOJIE3Hb ®APA
H. H. Heemeporcuykas, B. B. Opocewroscruti (Kues)

B 0030pe Ha OCHOBaHUM aHAU3a JAaHHBIX JIUTEPATypPbl PACCMOTPEHBI KIFOYEBbIE MOMEHTHI 3THO-
JIOTHH, TATOMOP(OJIOTHH U KIMHUYECKOW KapTHHBI KaNbIH(UKAIMK 0a3albHBIX raHmneB. Peus Takke
UAET O TaK Ha3bIBAEMOH (DM3HOIOTMYECKON KalbIM(pHUKALUK HEHTPAIBLHON HEpBHOW cucTeMbl. Omnu-
CaHbl IOBEHWIbHAS M CEHWIbHAsE GOPMBI OOJIE3HU M YAaCTOTA BCTPEYAEMOCTH JaHHOH HO30J0THYECKON
¢dopmel. [IpuBeaeHs! kpaTkas HCTOpUYECKas: CIIPaBKa M TUIBI HACJIENOBaHUs. B cTaTbe paccMOTpeHbI
MHOTOYMCJICHHbIC CHHOHHUMBI JJAHHOTO 3a00JIeBaHUS M NMPUYMHBI BTOPUYHOW KaJblIM(DUKALUU TOJIOB-
Horo mo3ra (cunapom dapa). OnucaHbl YeThIpe reHa, CBA3aHHBIC C IMEPBUYHON KajblUpUKaLuen
0azanbHbIX TannmeB: SLC20A42 n XPR1, kopupyrolye TpaHcMeMOpaHHbIe TPAHCIOPTEPBI HEOPTraHH-
yeckoro ¢ocdara; PDGFB u PDGFRB, BoBieuéHHBIC B 1EJIOCTHOCTh reMaTodHIEPaIndeckoro o6a-
pbepa U BbDKUBAHUA NEPUIMTOB. [IpuBeieHbl MaTOreHeTHYEeCKEe MEXaHU3MbI KIMHUYECKUX TPOsBIIe-
HUM 3a0oneBanus. B craTbe 0TOOpa’keHbI OCOOCHHOCTH MAKpO- U MHKPOCKOIIMYECKUX M3MEHEHHH B
TOJIOBHOM MO3Tr€ MPH JAaHHOHW HO30JI0THH. J[eTalbHO W3II0KEHBI XapaKTePHbIC NPU3HAKH HAYaJIbHOU 1
pasBépHyToii (opm 3abosieBaHUs C y4€TOM Bo3pacra aelroTa KaiblUu(pUKauy 0a3ajbHBIX AHIJIUEB.
Taxke pacCMOTPEHBI OCHOBHBIE U BCIIOMOTaTeJIbHbIE HHCTPYMEHTAJIbHBIE METO/Ibl IMArHOCTHKH JlaH-
HOTO 3200JIEBaHHS, ONHMCAHBI PE3YJNbTAThl MO3UTPOHHO-IMHCCHOHHOW TOMOTpapuu W MarHUTHO-
PE30HAHCHOW CHEKTPOCKOIUH, KOTOPbIE MOATBEPKAAIOT MaTO(PU3HOIOTHISCKIH MEXaHH3M HEBPOJIO-
THYECKUX NPOSBICHUIN OOJIe3HHU, CBS3aHHBIN C Ae30praHu3anueil GpoHTO-CTPUAPHBIX MPOBOASIINX
nyTel B 00acTi 0OBI3BECTBICHHBIX 0a3albHBIX TaHIIMEB. [lepeuuciieH psiji IOTOJHUTENLHBIX 001I1e-
KJIIMHUYECKUX J1a00paTOpHBIX U (DYHKIMOHAIBHBIX UCCIEIOBAHUN JUIS TIOATBEPKACHUS MM UCKIIIOYE-
HUSl TUArHO3a MEPBUYHOTO CEMEWHOTO MAMONaTH4eckoro ¢eppokainbsiuHosa (6onesnp dapa). [Ipu-
BEJICHbl OCHOBHBIEC HAIPABJICHUS B JICYUCHUH ONMCHIBAEMOW MAaTOJIOTHH.

KuroueBblie ciioBa: 6osie3np Papa; cunapom Papa; kanbiudukanus 6a3albHbIX FAHITIHNEB; Kajlb-
IIMHO3.

FAHR’S DISEASE

N. M. Nevmerzhytska®, V. V. Orzheshkovskyi’ (Kyiv, Ukraine)

"Bogomolets National Medical University; *Shupyk National Medical Academy of Postgraduate
Education

The scientific review based on an analysis of the literature examines key points in the etiology,
pathomorphology and clinical picture of basal ganglia calcification. It also involves the so-called phys-
iological calcification of the central nervous system. Juvenile and senile forms of a disease and fre-
quency of occurrence of this nosological form are described. The historical information and modes of
inheritance are briefly provided. The article considers the numerous synonyms of this disease and the
causes of secondary calcification of the brain (Fahr’s syndrome). Four genes are described associated
with primary calcification of the basal ganglia: SLC2042 and XPRI coding transmembrane conveyors
of inorganic phosphate; PDGFB and PDGFRB which are involved in integrity of a blood-brain barrier
and survival of pericytes. Pathogenetic mechanisms of clinical displays of a disease are presented. The
article displays the features of macro- and microscopic changes in the brain with this nosology. The
characteristic signs of the initial and advanced forms of the disease are described in detail, taking into
account the age of the debut of calcification of the basal ganglia. The main and auxiliary instrumental
methods for diagnosing this disease are also considered, the results of positron emission tomography
and magnetic resonance spectroscopy are described, which confirm the pathophysiological mechanism
of neurological manifestations of the disease associated with the disorganization of the front-striatal
pathways in the area of calcified basal ganglia. A number of additional general clinical laboratory and
functional studies are listed to confirm or exclude the diagnosis of primary family idiopathic ferrocal-
cinosis (Fahr’s diseases). The main directions in the treatment of the described pathology are given.

Key words: basal ganglia calcification; Fahr’s disease; Fahr’s syndrome; calcinosis.
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