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"HauioHOAbHUA MeAndHMIA yHiBepcuTeT iMeHi O. O. boromonbLig, KuiB
2 KniBCbKa MICbKQA KAIHIYHA AikapHsT N2 3

XBopo6a Papa. Oraga Aitepartypm
TA BACOCHE KAIHIYHE CNOCTepPEeXXEeHHS

KanbumikaList ©A3AAbHMX FAHTAITB — PAAIOAOMYHA 3HAXIAKQ, SIKY HOCTO BUSBASIKOTb BTOPUHHO AO LIAOT HU3KM NpU-
4YMH Q6O 30 YMOB IBIOACMYHOTO CTAPIHHS MO3KY. 30 AQHVMU AITEPATYPW, il YOCTOTA 3HOYHO BAPIKOE, LLO 3YMOBAEHO
BIACYTHICTIO MQCLUTABHMX MOMYASILLIMHUX AOCAIAKEHD MOLUMPEHOCTI KAAbLUMOIKAL, O TAKOX 3HAYHUM MOCTARIHHSIM
HaceAeHHs!. KAIHIYHI BUSIBU KOAbLMIKALLT ©A3AABHMX FAHTAIIB PIBHOMAOHITHI. [1ATEepPHM HENPOBI3YAAIZALMHX 3HOXIAOK BiA-
PI3HSIKOTECS B OMMUCOX KAIHIYHMX BUMNOAKIB.

laionatmyHa kaabLmdIkaLis 6A3AAbHUX TAHTAIB (xBopoba Papa) — 3AXBOPIOBAHHSI, CMPUYUHEHE MYTALLSIMM
MEBHWX FEHIB, MOE KAIHIYHI TO POAIOAOTIHHI OCOBAMBOCTI. OCKIABKM LLe PIAKICHE 30XBOPIOBAHHSI, BCi BUCHOBKM MOYHTYHOTb-
C$1 HO OMNMMCAX MOOAMHOKMX KAIHIYHMX BUMOAKIB, O AIQrHOCTUYHI KpUTEPIT € MpeAMETOM ANCKYCIi. B AiTepatypHUx axxepe-
AQX HEMOE YITKOTrO BU3HAYEHHSI TOTO, SIKY KAABLIMPIKALLKO BA3AABHX FAHIAIB MOMHA BBOMKATN xBOpo6oto Papa, a 5Ky Hi.
HeMae Hitknx AndepeHLinHO-AIQrHOCTUYHMX KPUTEPIIB 3AXBOPIOBAHHSI. CMEKTP reHETUYHX MYTALLIX NOCTIMHO MOMOBHIO-
€TbCsl. HAMYACTILLMMMN KAIHIYHUMK BUSIBOMM XBOPOGK Dapa, 3a ACHUMK AITEPATYPU, € PYXOBI PO3AAAM, SIKI BUSIBASIKOTECS]
Y BUIASIAT MOPKIHCOHI3MY, XOpei, TPeMOopY, AUCTOHII, aTeTody Ta OPODALIAABHOT ANCKIHESII. IHLLMMK O3HOKAMM € KOTHITMB-
Hi TQ MCUXIYHI MOPYLUEHHS], MO3OYKOBI CUMMTOMM, PO3ACAN XOAM, MOPYLLUEHHS MOBAEHHSI, MIPAMIAHI 3HOKW, YYTAVBI MOPY-
LLIEHHS TA MIFPEHO3HWI FTOAOBHUM BiAb. ANCKYCIMHUMK € MIAXOAM AO AIKYBAHHST 303HAYEHOT MATOAOTI.

HaBeAEHO OrAgA AITEPATYPU, MPUCBIYEHNN IAIOMATUYHIN KAAbUMDIKALLT ©A3AABHUX FAHTAIIB, ONMMCAHO ii reHe-
TUYHI OCOBAMBOCTI, KAIHIYHI BUSIBM TA PAAIOAOTIYHI O3HAKM. 3AMPOMOHOBAHO ANDEPEHLINHO-AIQrHOCTUYHI KpuUTepii
30XBOPIOBAHHS BIAMOBIAHO AO CYHACHUX AQHUX AITEPATYPU. HOBEAEHO BAQCHE KAIHIYHE CMOCTEPEXKEHHS NALIEHTKI
i3 xsopo6oto Gapa.

KAIOYOBI CAOBQ: iAIOMATUYHA KOABLIMGIKALLS GA3AABHMX FAHIAITB, XBopo6a Papa, cuHapoM Gapa, CTpio-NAAIAC-
AEHTATHUIN KOABLIMHO3.

ICHy€ LoHanMmeHwe 35 Ha3B, fKi BUKOPWUCTOBYIOTb
y niTepatypi 419 onucy ctaHy igionatuyHoi KanbLm-
dikauji 6asanbHux ranmiis (IKBl). HanvacTiwe Bu-
KOPWUCTOBYIOTb TEPMIiH «xBOpo6a Papar [19], aeuwo
pigwe — «ABOGIYHWIM CTpio-Nanifo-AeHTaTHUM Kalb-
LMHO3». Ha Hawy aymKy, IKBI € Hanbinbw BAanot
Ha3BOl A/19 3a3Ha4yeHoro craHy. [loBeeHo reHeTny-
Hy npupoay xBopobu Papa i BUSBAEHO HU3KY FrEHHMX
mMyTauin [3, 23].

OpHe i3 ANCKYCIMHUX MUTaHb — YM 3aBXAM KalbLy-
diKkaLito CTPYKTYp MO3Ky Cnii BBakaTv XBOPOOOIO
®dapa. BHyTpillHbOMO3KOBa KanbUMdiKauia Ha
KOMIM'IOTEPHMX TOMOrpamax rofloBHOr0 MO3Ky € 4acToo
3HaxigKoto [14, 18]. BenuKi gocnigrKeHHs, npoBeaeHi
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B 1980-x pokax y 3aranbHin nonynsii, NoOKasanu, Lo
6113bKo 1,1 % nauieHTiB MatoTb CUMETPUYHY KanbUUdI-
KaLlito CTPyKTyp MO3Ky [14, 16]. M. Yamada Ta cniBaBT.
y nonynauinHoMy AOCHIIKEHHI BUABUIN CUMETPUYHY
KanbumdiKaLito Mo3Ky y 20,6 % obcTexeHux [28]. Taki
PO36IXKHOCTI Y laHMX MOXKYTb YaCTKOBO MOSICHIOBATUCA
nocTapillaHHAM HaceneHHs Ta GifblIo AOCTYMHICTIO
KoMmm'toTepHoi Tomorpadii (KT), a Takox noTpebyoTb
YiTKILLOro PO3YMiHHS MOHATTS «xBopo6a Papar.

MpnunHn Kanbumikayii 6a3anibHux raHmiis [9]
= disionoriyHa
- MNoxunui Ta cTapednn BiK
(NnepeBarkHO yparKaeTbCs 61iga Kyns)
= |pionatnyHa
- XBopob6a Papa
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= TOKCHU4YHa
- OTpyeEHHS YagHMM ra3om
- OTpYEHHS CBUHLEM
= PapiauinHa Tepanis
= XimioTepanis
= [HdeKuirHa
- TORCH-iH®eKUji LueHTpanbHOi HEPBOBOI CUCTEMMU
(LWHC), Ty6epKynbos, CHIA, Tokconnasmos
= MeTaborniyHa
- Posnagu npuwmtonoaibHoi 3an03u: rinonapatu-
peos, ncesaorinonapaTtMpeos, NceBgo-nceBao-
rinonapaTuMpeos, rinepnapatnMpeos
= [NOKcis HOBOHAPOMXKEHUX
= BpookeHa
- MiToxoHapianbHi XBOPO6GM, TaKi 9K MITOXOHIPI-
anbHa eHuedanonarigd 3 NaKToaunao3oM Ta iH-
cynstaMun (MELAS), cuHapom KoKKenHa, naHTo-
TeHaT-KiHa30-acolioBaHa HenpoaereHepadlis
(PKAN)

Kanbumdikauis moxe 6yTM K 0AHOBGIYHOW, Tak
i ABOGI4YHOIO, OXOM/OBATU Pi3HI CTPYKTYpU. Y niTepa-
Typi 6yab-AKy Kanbuudikauilo 6as3anbHUX raHmiie
4yacTo HasmBatloTb XBOpPo6oto (cMHaApomoM) Papa. Lle
NMOSICHIOETLCY, WO [aHi NepeBa*KHO MPYHTYIOTLCHA Ha
onucax NOOAMHOKMX KNiHIYHMX BUMNAAKIiB, Y 6inbLIOCTi
niTepaTypHUX [OXKepen BIACYTHI KpuTepii xBopobu.
B ocTaHHix 3 poku 6inblicTb aBTOPiB Ny6AiKaLiv ao-
TPUMYIOTbCS IYMKMU, L0 XBOpo6oto dPapa cnif BBarka-
TW nuwe igionatuyHy CUMETPUYHY Kasnbuudikauito
[19, 26]. OagHaK, He3Bakalo4u Ha Ha3BY «igionaTuny-
Ha», ileHTUdIKOBAHO AeKiNlbKa reHiB, sKi BigirpatoTb
posib Y BUHUKHEHHI IKBT.

leHeTuKa Ta natodizionorivyHi MexaHiamm

PosyMiHHS naTtodigionorii IKBIN 3Ha4yHO 3MiHUMO-
€Sl 3a yac, WO MUHYB nicas onucy Teogopom Papom
«ocudikauii» cyamH ronoBHoro Mo3ky [11]. 3 po3Bu-
TKOM FreHETUYHOr o aHani3y BUSIBJIEHO rEHETUYHY Heo-
[HOpiAHICTb xBopoObu Papa. 3a AeaKUMKU axepena-
My, IKBI" moxke maTn aBTOCOMHO-AOMIHA@HTHY, CiMeWn-
Hy Ta cnopaaunyHy ¢opmu. CnopaguyHa popma Moxe
BMHWKaTKW BHacnigoK de novo MmytaLin abo nepenasa-
TUCb Bif, aCUMNTOMHMUX BATbKIB, Y IKMX HE BCTaHOB/E-
HO TakuK giarHos [8, 12]. [eHeTU4YHMI aHani3 y cim’ax
3 aBTOCOMHO-[OMiHAHTHUM TUMOM yCraAKyBaHHSA BU-
ABWB [EKiNIbKa JIOKYCiB XpOMOCOM, SKi BignosigatoTb
3a IKBT. MNepuoto B niTepatypi 6yna onncaHa MmyTauis
reHa SLC20A2 y 218 nauieHTiB i3 29 cimen [6, 17].
Y 2013 p. noBigomneHo npo Mytauito reHa PDGFRB
y xBopux Ha IKBI™ uneHiB aBox cimen [21]. [eHETUYHUI
aHanisy 6 cim’ax 3 IKBI BuaBuB MyTtaito reHa PDGFB
[2, 15]. Mi3Hiwe ineHTMdIKOBaHO MyTauito reHiB XPR1
[1] Ta MYORG [24]. ToMBa€ NOLLYK iHWWX MyTaLlil, AKi
MOXYTb BifirpaBaTv ponb Y PO3BUTKY XBOpo6bu dapa.
Lli 3HaxigKu crnpusaoTb rMMU6LLIOMY PO3YMIHHIO naTore-
He3y XBOPO6M i BCTAHOBIEHHIO MOXJIMBUX Tepanes-
TUYHUX MilleHen Ansa 3anobiraHHa Nporpecy Kasbliu-
dikaLii 6a3anbHux raHrniie y xsopmx 3 IKBTI.

BuaBneHi MyTauii pi3HUX reHiB 3yMOBIOOTL Bij-
MIHHOCTI y naToreHesi xBopobu Papa, GKUN MOXKe
6yTV NOB’A3aHUN K 3 MiABULLEHHAM NPOHUKHOCTI re-
MaTto-eHuedaniyHoro 6ap’epa i HeLOCTaTHLOK GYHK-
LiEl0 MepULUMTIB, TaK i 3 MOPYLIEHHAM IOHHMUX KaHaniB
3 HaKOMUYEeHHAM HeopraHiyHoro ¢ocodaty B TKAHUHaX
MO3Ky, WO MNPU3BOAWTL A0 HaKOMWYeHHA docdaty
Kanbuito [22], i NOACHIOOTb, YHOMY KasbLii Ta iHWi Mi-
HepanbHi PEYOBUHM (Y CMiJOBUX KOHLIEHTPAUiaX) Ha-
KOMWYYIOTbCA B CTiHLi Kaninapie, apTepion, APiOHUX
BEH Ta Y NepuBacKyNspHUX NpocTopax, WO YCKIaaHo-
€TbCS HEMPOHAaNbHO AereHepalieto Ta rnio3om [10,
13, 27]. OTxke, xBopob6a Papa He € MOHOTEHHUM PO3-
nagom.

KniniyHa maHidecTauis

Y niTepaTypHUX jKepenax HaBeAeHO BENNKY Kinb-
KiCTb KNiHIYHUX BUABIB XxBOpoOu Papa. Lle nosicHio-
€TbCA AeKiNnbKoMa npuynHamu. MNo-nepuie, pigKicHic-
TIO 3aXBOptoBaHH4A. o-apyre, TUM, WO OMUC CUMITO-
MaTUKK B3ATO 3 KIIHIYHUX BMNAAKIB, 3 KMX BESIUKA
yacTWMHa € BTOPUHHUMMU LWLOAO0 BaraTbox €TiONOrNYHUX
npu4ynH [25, 26]. MNo-TpeTe, xBopoba Papa € reHeTny-
HO reTeporeHHolo, CnpuYynHeHa PiSHUMKU MaToreHe-
TUYHUMU MeXaHi3Mamu. [o-4eTBepTe, HaBITb Y MEXax
OJHi€el ciM’i, YleHM FKOi € HOoCiAMM NaToNOriyHoro
reHa, BMSBM MOXYTb BapiloBaTu Big NOBHOI BiACyT-
HOCTi CMMMTOMIB (He3Baxal4yuM Ha Kanbuudikalito,
niaTBepXKeHy padionoriyHo) 4o piSBHOMaHITHUX pyXo-
BUX Ta/ab0 HEMPOMCUXONOTNIYHMX BUSBIB [26].

HanyacTiwnmmmn KnidiyHumu suasamu IKBrl, 3a ga-
HUMW ABOX MeTaaHasisiB, € PyxoBi po3nagu y BUrnagi
napkKiHcoHiamy (57 %), xopei (19 %), Tpemopy (8 %),
AWCTOHIT (8 %), aTeTo3y (5 %) Ta opodaLlianbHOT AUCKI-
He3ii (3 %). Piglue TpannsioTbCa KOTHITUBHI Ta NCUXIYHI
NMOPYLIEHHSA, MO304YKOBIi CUMMNTOMMU, pPO3nagu Xoaw,
NopYyLUEHHA MOBJIEHHS, MipaMifHi 3HaKW, YyTInBI Nno-
PYLUEHHS Ta MIrPEHO3HUIM FON0BHUI 6inb [23, 25].

KniHi4Hi 03HaKM, 9Ki Han4yacTile cnocTepiratTb
y XBOpPWMX 3 MNIATBEPMKEHMMM MyTalUiAMKW y TreHax
SLC20A2, PDGFB ta PDGFRB HaBegeHo y Tabn. 1.

I3 yOOCKOHaNeHHAM TreHETUYHUX [OCNIgXKEHD,
MOX/IMBO, OyaAyTb BUSABAEHI iHWI MyTaLii reHis, siKi
CnpU4YMHAIOTL XBOpobYy Papa.

PapionoriyHi o3Haku

Mpun npoBeaeHHi HenposidyanizauinHoro Aocri-
KEeHHS xBopobu Papa nepesary cnig sigaasatu KT,
fKa JyytmBiwoto Big MPT 3a uiei natonorii [7]. Pagio-
JIOTiYHI 3HaxiaKKW, 9K i KniHivYHi o3Haku IKBT, € retepo-
reHHMMU. HanvacTiwe cnoctepiratoTb CUMETPUYHY
Kanbuundikauito 6a3anbHUX raHriie (BKIOYHO 3 G-
OMMU KynsiMu), Tanamyca Ta 3y6yactux aaep [7, 9l,
piawe — KanbuMdiKauito ctoB6ypa rofloBHOro MO3Ky,
MO304Ka, CYOKOPTUKanbHOI 6inoi pedoBuHu [7, 9, 26].

He onucaHo YiTKUX KIHIYHKUX KOpensuin Mix
paaionorivHMMM Ta KIiHIYHMMKU O3HaKamu. HaBiTb
y MeXax OfHI€i CiM’'i 3 FeHeTMYHO MiATBEPAXKEHOO
IKBI" Ta noai6HMm natepHoM Kanbuudikalii Ha KoOM-
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Ta6aAauuga 1

OCHOBHI KAiHI4YHI O3HOKM, ONUCAHI Y NALieHTiB 3 xBopo6oto Papa Ta NiATBEPAXKEHUMU MYTALLISIMU

reHiB PDGFRB, PDGFB a6o SCL20A2 (13, 27)

KniHiyHa o3HaKa

MyTauia reHa PDGFB a6o PDGFRB

MyTauis rena SLC20A2

[onoBHMM 6inb

Y 15 oci6 i3 2 cimen

Y 24 oci6 i3 8 cimen

ATtakcis

Hemae paHux y nitepatypi

Y 20 oci6 i3 6 cimen

McuxiaTpuyHi posnagm

Y 8 oci6 3 3 cimen

Y 28 oci6 3 11 cimen

MapKiHCOHI3M

Y 4 oci6 i3 3 cimen

Y 54 oci6 i3 15 cimen

Xopes

Y 3 o0ci6 iz 1lcimi

Y 13 oci6 i3 4 cimen

bazanbHi raHrmii

BasanbHi raHrmii Bnigi Kkyni
Mo3o4oK Tanamyc
Kanbuuodikauisi, BigyanizoBaHa Ha KT Tanamyc 3y6yacTi aapa

bina peyoBnHa MO3Ky
3y6uyacTi 9apa

CToBGYpP MO3KY
bina pe4yoBrHa MO3Ky
CKpoHeBa 4YacTKa MO304Ka

N'IOTEPHUX TOMOrpamMax OfiHi YeHU MaloTb BUPaXKEHi
pyXxoBi po3naaM Ta ncuxiaTpiyHi CUMMTOMM, iHWI
€ aCMMNTOMHUMU [23, 26].

[LiarHocTtnyHi 3axoam
npu Kanbumndikauii 6a3anbHUX raHmiie

Hemae eanHOi AyMKHM LWOAO AiarHOCTUYHMX KpUTe-
piiB IKBI. 3a3Buryain fikap Moxe 3anigo3puTn XBOpo-
6y dapa y pasi pagionoriyHoi 3Haxigku y BUrASAi
KanbUudiKaLii CTPYKTYp MO3KY, 0C06MBO 6a3aibHUX
raHrniis [5, 26]. Ans niagTBEpPAXKEHHS AiarHO3y peKo-
MEHAYTb OTPUMYBATUCS MEBHOI NOCNIAOBHOCTI AiN.
MNo-nepuue, cnig 3BepHYTU yBary Ha BiK NOYaTKY KIiHi4-
HUX cMMNTOMIB. Y nauieHTiB monogwe 40 poKiB iMo-
BipHILLOIO € BTOPMHHa KanbUudikauis. Baxkinee 3Ha-
YEHHS1 Ma€e peTenbHO 3i6paHMi aHaMHE3 WOoA0 TOK-
CUYHUX BMIMBIB (LWKIQUBI PEHOBMHU, BaXKi MeTanu,
HaAPKOTUYHI PEYOBUHU, padio/ximioTepanis), iHbeKLii
LHC, meTtaboniyHmx posnagis [26]. 30BHilHiN ornag
JOMNoMOXe iaeHTUdIKyBaTU HenpodibpomMu Ta iHWiI
dpaKkomaTtosun, aedeKTn PO3BUTKY CKeneTa, Taki §K
BKOpoYeHi 4-i Ta 5-i nanbui (posnaau napawmrono-
Ai6HMX 3an03) [20, 25]. HasBHi ncuxiyHi po3naau Big
NMOMIPHOrO YTPYAHEHHSA KOHLIEHTpaUii 40 3MiHW 0OCO-
OWCTOCTI, NCMX03iB abo AeMeHLii 6ifbll XapaKTepHi
AN BTOPUHHOI Kanbuudikauii, ane onucaHi Takox
npu xBopobi Papa [16].

BaxnunBolo fiarHOCTUYHOK O3HAKOLO € pafionoriy-
HUM natepH Kanbuudikauii. Tak, He3Ha4yHa 6Ginarte-
panbHa KanbuubiKalig 6a3anbHUX raHriis, obMexe-
Ha nepeBa*KHO 6MiAMMU KynaMu, 3a3Bmyan € ¢isiono-
rivHoto [7]. MOXyTb 3anydyaTncsl TaKOX LUMLIKONOAi6-
Ha 3an03a, danbKc, apaxHoiganbHi rpanynsLii, xopio-
ilanbHi cnneTeHHs. AKWO KanbUMdiKaLlis CMMETPUY-
Ha Ta LWinbHa, OXOM/OE Tanamycu, 3yb4acTi a4pa,
MOXe 3ay4aTn CToBOYpP MO3KY, MO304OK, Biny peyvo-
BWHY MO3KY, TO BOHa BignoBigae xsopo6i d®apa [5, 7].
ACUMETPUYHI 30HU KanbuUuiKkaLii MOXHa BUABUTU
y OiNgHKax nonepeaHix MOWKOMXKEHb MO3KY BHachi-
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[IOK TpaBM, XipypriyHOro BTpy4aHHS, ilueMiyHoro a6o
remopariqyHoro iHcynbty [14]. Kanbuunodikauis, crnpu-
YyMHeHa daKomaTo3aMu, Mae cneundiyHuUn naTepH,
O Aa€e 3MOry BCTaHOBUTU JiarHo3 (Hanpuknag, cyo-
erneHanMManbHa By3noBa Kanbuudikauiga npu Tybe-
pPO3HOMY CKJIEpO3i abo BY3/NMKOBa Kanbuudikauid
Yy MO304KY, MEPUBEHTPUKYNAPHUX AiNSHKAxX Ta Xopioi-
JallbHUX CMeTEHHSAX Npu Henpodibpomartosi) [14].
Mpu BpogKeHux iHdekuiax LLHC TMnoBoto € nepmBeH-
TPUKYNApHa Kanbuudikauisa. JlenTomeHiHreanbHa
Kanbuundikalia xapaKTepHa A5 KPMATOKOKO3Y abo
Ty6epKynbo3y [4, 9]. KanbLMHOBaHI rpaHy1bOMU BHa-
CNigoK Ty6epKynbo3y, HEMPOLIMCTULIEPKO3Y abo cap-
KOI403Y MOXYTb OYTW pPO3TalloBaHi B 6yab-AKUX AiNsH-
Kax MO3Ky, afie HauTUNoBIlWi AiN9HKWM — 30pOoBa Xias-
Ma Ta WuLWKonoaibHa 3ano3sa [4, 7].

3a HasfBHOCTI Kanbuudikalii CTPYKTyp MO3Ky 060-
B'A3KOBO Cif 3anepe4ynTn MeTabosivyHi po3naau, oco-
611MBO NOPYLWEHHA MeTaboNi3My Kanbliito (Tabn. 2) [20].

FAKLLO aHani3u KpoBi He NiATBEPOKYIOTb €HAo-
KPWHHY OUCOYHKLUiO Ta MopyLleHHs MeTaboniamy, To
MOXHa 3anigo3puTH igionaTMyHy Kanbuudikauiio. le-
HETMYHE TecTyBaHHA XBopo6u Papa HUHI MOXKIMBE,
ane He € [OCTYMHWUM PYTUHHO. AKWO € MOXIIMUBICTb
NPOBECTWU TaKe TeCTyBaHHA, TO Cnifg AOCNIAUTU HasAB-
HiCTb N'ATK BigOMKX MyTauin [3].

Ha nigcraBi gaHuX nitepaTypy MOXHa 3anporoHy-
BaTW TaKi KpuTepii giarHogy IKBT:

= 1BO6IYHa KanbLUMdikaLia 6a3anbHUX raHMmiiB, BU-
sIBleHa 3a [I0NOMOrol0 HenpoBidyanizauii. Kanbuuoi-
Kauis iHWKX OiNSTHOK MO3KY TaKOX MOXe MaTh MicLe;

= BiK NOABM CMMMTOMIB 3a3BM4YaKn Ha 4-11 abo 5-¢
neKafi XuTrs;

= MPOrpPecylYnn xapaKTep HEBPOOTiYHOT aAuc-
dYHKLIT (pyxoBi po3nagn Ta/abo HewponcuxiaTpidHi
BUSIBN);

= BiACYTHICTb 6iOXiMiYHMX NOPYLIEHb Ta COMaTUY-
HUX O3HaK, AKi BKa3dylTb Ha MiTOXOHApianbHi abo
MeTaboNi4yHiI XBOPOOMU, iHLWi CUCTEMHI po3naau;

17
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TabaAavuga 2
3MiHM NOKA3HUKIB KPOBI Y pa3i PO3ACAIB METAGOAIZMY KAAbL,tO (20)

18

Po3anag Kanbuin docoatu MapatropmoH Kanbuutpion
linonapatnpeos 3HUKEHUN MigBuLeHU 3HUKEHUN 3HUKEHUI
MceBporinonapaTtnpeos3 3HUKEHUN MigsuLLeHnn 3HUKEHUN MigsuiLeHUR
[ceBpo-ncesgorinonapartMpeos Hopma Hopma Hopma Hopma

= BIACYTHICTb iHOEKUiMHMUX, TOKCUYHUMX i TpaBMa-
TUYHUX YUHHUKIB;

= CiMeHlHa icTopia BignoBigae aBTOCOMHO-AOMi-
HaHTHOMY TUMY yCraaKyBaHHS.

JlikyBaHHA

He icHye nikyBaHHA, fiKe MOIMMo 6 CMOBINbHUTK
nporpecyBaHHs xBOpo6u. Cpobu 3MEHLLNTU HAKOMK-
YeHHs KanbLlito abo BMBEAEHHS WMOr0 3 PeyvyoBMHU
MO3Ky 6ynu HeBAanumMn. ONMcaHo BUKOPUCTAHHS €Th-
[OpOoHaTy HaTpito B OQHOro XBOPOro 3 AOCATHEHHAM
CUMMTOMATUYHOrO MOJIiNWeHHs, ane 6e3 padionoriy-
HUX 3MiH [26]. BuKopuctaHHa HimoauniHy, LIHC-
cneundiyHoro 61oKaTopa KanblLiiEBUX KaHaniB, BUS-
BUNIOCA HeedbeKTUBHUM [23].

AKWO Mae micue cumnToMaTUyHa abo BTOPUHHA
KanbuundikaLia 6a3anbHWX raHrmiis, To NOTPIGHO NiKy-
BaTW OCHOBHE 3axBOpoBaHHS. MaLiieHTH 3 XBOpo6Ooto
dapa nicng BCTAHOBMEHHS AiarHO3y NignsaratTb An-
HaMi4YHOMY CMOCTEPEIKEHHIO HEBPOJIOrOM AJ19 MOHITO-
PUHIY NOSBW HOBUX CUMMTOMIB Ta Nporpecy Xxsopoou.
[ns noninweHHs aganTalii Ta SKOCTi XUTTS XBOPMX
BMKOPUCTOBYIOTb HEMEAUKaMEeHTO3HY Tepanito (obi-
3WYHy Tepanito Ta eprotepanito) [25].

MeagmMkameHTO3Ha Tepanis € CUMMMOTOMAaTUYHOIO.
OCHOBHOIO METOI KOPEKLLiT € BMEHLLEHHS BUSBIB pY-
XOBMX po3nagis. MNauieHTam i3 cuMnToMamMu NapkKiH-
COHiI3MYy peKOMeHAyloTb Npu3HayaTu npenapartu ne-
BOZOMWU. AroHictn godamMiHOBKX peLenTopiB MOXYTb
noripwyBati ctaH nauieHtiB 3 IKBI [26]. Jesikoro
NONIMNWEHHS Y NaLiEHTIB 3 AUCTOHIEIO MOXHa AOCATTH
NPU3HAYEHHAM TpurekcudeHiainy abo niKyBaHHAM
dOoKanbHUX CMMNTOMIB 3a AONOMOIOl0 BBEAEHHS 60-
TYNOTOKCHHY [23, 26]. CUMATOMM XOPET KOHTPOOTh
npu3Ha4yeHHAM cynbnipnay abo TeTpabeHasunHy. XBo-
pUM 3 MCUXIYHUMW po3nafaMn MOMKHa MpuU3HavyaTm
aHTUMNCUXOTMYHI 3acobu Ta aHTugenpecaHtTu [16].
MoninweHHs PO3YMiHHSA rEHETUYHOI CKNafoBOi naTo-
reHe3y xBopobu Papa cnpusaTUMe MosiBi HOBUX MOX-
JINBOCTEWN NiKYBaHHS.

KniHiyHuM# BUNnagokK

MauieHTKka C., 62 poKK, HE NpaLIE, B MUHYIIOMY —
6yxrantep, MelKaHKa M. Kuesa. [ocniTanisoBaHa
B NJaHOBOMY MOPSAAKY Y CyNpPOBOAI AOHbKMW 3 AiarHo-
30M: [ucumpKynatopHa eHuedanonatia nepeBaxHo
y CyauHax BepTebpobasnnsapHoro 6acenHy 3 BeCTMoy-
NI0-aTaKTUYHUMK MopyLeHHsaMKU. CKapru npu rocnita-
Ni3aLlii Ha 3HWMKEHHSA NaM’aTi Ha NOTOYHI nogii, yTpya-

HEHHA MOBW Y BUMIAAI CKNaAHOLLIB npu nigbopi cnis,
a TaKOX «BigpuBYacTy» MOBY, NEPIOANYHY XUTKICTb NpPU
xofi. BBarkae cebe xBOpoto 6IM3bKO 3 POKiB, OCTaHHiI
6 Mic npo6iemMur 3 MOBOIO CTaNM NOMITHILLMMM, LLO 06-
MEXYE coLianbHi KOHTaKTW. CTpaKaae Ha rinepToHivHy
XBOPOOY, NnpurMmae eHananpwi. lpoonepoBaHa 3 Npu-
BOJY KaTapaKTW NpaBoro oka 3 pokun TomMy. TpaBM, iH-
lWKX orepauin, nepeHeceHux iHGeKUin B aHaMHe3I
(OKpiMm BITPSIHOI BiCNK Y AUTUHCTBI) He Byro.

HeBponoriyHmi cTaH npu rocniTanisauii: nauieHT-
Ka NPUTOMHA, OpiEHTOBAHa B MicLi, Yaci Ta BnacHin
ocobucTtocTi. EnemeHTM amHecTMyHoi adasii. MoBa
cKaHgoBaHa. lNamM’aTb Ha NOTOYHI NOoAiT 3HUXKeEeHa. 3i-
HuUui D =S, poTopeaKuii 36eperkeHi. Pyxu o4HMX 9671yK
He o6MexKeHi. COHTaHHUI FOPU30HTaNbHUI HiCTarm.
06711449 CMMETPUYHE, KOBTAHHA | GpoHaLia He nopy-
LeHi. 43MK no cepepaHin niHii. Cuna B KiHLiBKax — 5
6aniB. ToHyC He 3MiHeHMI. PedneKeun 3 KiHLiBOK no-
*BaBneHi, D=S. laTonoriyHnx pednekcis Hemae.
YytnueicTb He nopylieHa. KoopauHaTopHi npobwu
(manbLe-HoCoBY, M'ATKOBO-KOJMiHHY) BUMKOHYE YiTKO.
B no3i Pombepra xutaeTbes, xoaa aTaktuyHa. MeHiH-
reanbHMX 3HaKiB HemMae. PyHKLii Ta30BUX OpraHis
KOHTPOJIOE.

AHania KpoBi: remorno6iH — 128 r/n, epuTpo-
uMtm — 3,6-10%2/n, nehkouutn — 8,51-10°/n
(eo3nHodiInM — 1 %, nannykosaepHi — 1 %, cermeHTo-
aaepHi — 63 %, nimoountn — 27 %, MOHOLUTU —
8 %), TpomGoLnTH — 250-10° /0, LLOE — 12 mm/roga.
[noKo3a B KpoBi — 5,8 mMmonb/1.

JocnigpxeHHa Kposi Ha BIJT — HeratneHe.

Ha o4HOMYy [Hi: rinepToHiYHa aHrionaria CiTKiBKM.

MarHiTHO-pe3oHaHCcHa Tomorpadis roJI0BHOMO
MO3KYy — MiABULLEHHSA curHany Ha T2WI Ta FLAIR
y 30Hi NiAKIPKOBKX A4ep Ta LeHTpanbHUX Biadinis nis-
Ky/lb MO304Ka, AKi Ha TAWI He BidyanisyioTbea (puc. 1).

MauieHTtui npoBeaeHo KT ronoBHOro Mo3Ky. Bu-
ABJIEHO CUMETPUYHY KanbuudiKauito NigKipKoBUX
anep, 6inoi pe4oBMHW, KOPX FONOBHOIO MO3KY, 6inoi
peyvyoBMHM Ta 3y64acTux saep Mo304Ka (puc. 2).

Micng pagionoriyHoro nNigTBEPAKEHHS HaKOMUYeH-
HA KasbLilo y NiAKIPKOBMX raHrmigx ta 3y64yacTux
aapax ans 3anepeyeHHs iX BTOPUHHOT KanbUMdiKaLii
NPOBEAEHO OLHKY MeTaboni3aMy KasnbLiito.

Kanbuin 3aranbHum — 2,51 mmonb/n (Hopma —
2,2—2,55 mmonb/n), Kanblih iOHI30BaHUM —
1,28 mmonb/n (Hopma — 1,16—1,32 Mmonb/n),
docoop — 1,18 mmonb/n (Hopma —
0,81—1,45 mmonb/n) napatropmMmoH — 61,9 nr/mn
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Puc. 1. MPT roAOBHOIro Mo3ky

(Hopma — 15,0—65,0 nr/mn), 1,25-aurigpoKkcuBsita-
MiH D — 28,0 Hr/mn (Hopma > 30 Hr/mn).

[iarHo3 xBopobu Papa ycTaHOBMEHO BiANOBIAHO
[0 KpUTEPIiB: Nporpecyoynin nepebir (npotarom 3 po-
KiB), MOYaTOK Ha 5-M AeKafi *WUTTS, HAgBHICTb KITiHIYHMX
03HaK (KOMGiHaLlii KOFHITUBHMX NOPYLUEHb | MO30YKO-
BWX pPO3MafiB) Ta paaionoriyHnx (CMMeTpuyHa KasnbLm-
dikauia 6azanbHUX raHmiie, 6iN0i pe4oBUHM Ta 3y6-
YacTux saep Mo304Ka, 6if0i pe4oBMHM Ta KOpW ronoB-
HOrMO MO3KY) 03HaK 3a BiACYTHOCTI MeTaboMivyHMX, iH-
GEeKLiMHNX, TOKCUYHUX | TPaBMaTUYHUX YAHHUKIB.

KoHpniKTy iHTepeciB HEMAE.

Puc. 2. KT roAOBHOro MO3Ky

3 ornagy Ha aBTOCOMHO-AOMiHAHTHWI TUN Hachigy-
BaHHA reHHUx mytauin IKBlI yTo4HeHo cimenHuin
aHamHes. MaTtu XBopoi noMepna paHo Bif paKy Mo-
JIOYHOI 3an03K1, 6aTbKa BOHaA He 3Hana. Y nauieHTKH
€ CWH Ta [OHbKa, AKi KNiHiYHO 3a0poBi. OgHaK nicns
pekomeHaaLii nposect KT ronoBHOro MO3Ky B CMHa
BUABWIM CUMETPUYHY KanbUMdiKalilo 6Gas3anbHUX
raHriis, Wo NiATBEPAXKYE AiarHo3 xBopobu Papa.

MauieHTKy BMMMCaAHO 3 BiadiNeHHs 6e3 3Ha4yHoi
OWHaMiKKU. PeKoMeH[oBaHe AWHaMiyHe crocTtepe-
YEHHS y HeBposora ii Ta cuHa.

Y4acTb aBTOPIB: KOHUEMNLIS | AW3arH JOC/IAKEHHS, HannucaHHs TEKCTY, pejaryBaHH — J1. [1.;

306ip i onpautoBaHHs matepiany — J1. M., C. 4., C. I1.
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A.B. MAHTEAEEHKO ", C. B. AEPKAY 2, C. P. TTIEAELLOK 2

"HALMOHOABHbIN MEAVLIMHCKNIA YHBEPCUTET UMEeHU A. A. BoromoabLd, Knues
2 KeBCKas FOPOACKAS KAMHUYECKAS GOAbHMLIA N2 3

BoaesHb ®apa. O630p AuTepaTypbi
U COGCTBEHHOE KAMHNYeCKOe HaOBAIoAeHne

KanbLMPMKALMST 6GA3AABHBIX TAHIAVEB — POANOAOTMHECKOST HOXOAKQ, KOTOPYHO YACTO OBOHOPYXKMBOKOT BTOPUYHO
K LLEAOMY PSIAY MPVHNH A YCAOBUIA GUBMOAOTMHECKOTO CTAREHSI MO3ra. 10 AQHHBIM AUTEPATYPI, €€ YACTOTA 3HAYNTEAL-
HO BAPBUPYET, HTO OBYCAOBAEHO OTCYTCTBMEM MACLUTABGHBIX MOMYASILIMOHHBIX UICCASAOBAHN PACTPOCTOROHEHHOCTU KOAb-
LMOMKALMM, O TAKKE 3HAYUTEABHBIM CTAPEHMEM HACEAEHWS. KAVHUYECKME MPOSIBAEHMST KAABLIMOUKALMM BO30ABHBIX FTAH-
TAVEB PA3HOOBPA3HBI. [TATTEPHBI HEMPOBM3YAAM3ALMOHHbIX HOXOAOK OTAUHQAKOTCS B OMMCAHMSIX KAMHYECKX CAYHOEB.

VAMONaTMYeCKas KOABLMPUKALIMS BA3AABHBIX TAHMIAKEB (6oAe3Hb Papa) — 3a6OAEBAHME, BbI3BBOHHOE MYyTALM-
SIMI OMPEAEAEHHBIX TEHOB, UMEET KAUHUYECKME N POAAMOAOTMHECKME OCOBEHHOCTU. NOCKOABKY STO PEAKOE 3060AE-
BAHWE, BCE BbIBOABI O 3000AEBAHMN OCHOBBIBAKOTCS HO OMMCOHMSX OTAEABHBIX KAHUYECKMX CAYHOEB, O AVIArHOCTUYEC-
KME KPUTEPUM SBASIKOTCSI MPEAMETOM AMCKYCCUM. B AUTEPATYPHBIX MCTOYHUKAX OTCYTCTBYET HYETKOE MOHUMAHME TOTO,
KOKYIO KOABLIMOUKALMIO BA3AABHBIX TAHIAVMEB MOYKHO CUYMTATE 60AE3HBIO Dapa, a KAKYIO HET. He CyLLeCTByeT YeTkmxX
ANODEPEHLMAABHO-ANATHOCTUHECKNX KPUTEPUEB 3060AEBAHMS. CREKTP rEHETUHECKMX MYTALMIN MOCTOSIHHO MOMOAHSI-
eTcs. HacTbiMy KAMHNYECKUMY MPOSIBASHUSIMU GoAe3HK Dapa, Mo ACHHBIM AUTEPATYPbI, SBASKOTCST ABUTOTEAbHbIE PAC-
CTPOWCTBA, KOTOPbIE MPOSIBASIOTCSI B BUAE MAPKUHCOHN3MA, XOPEU, TPEMOPA, AUCTOHMM, ATETO3A U OPODALIMAABHOM
ANCKUHE3NN. APYTVIMU MPUSHAKAMU SIBASIKOTCSI KOTHUTVBHBIE 1 MCUXUYECKME HOAPYLUEHMS], MO3XKEYKOBBIE CUMMTOMbI,
POCCTPOWCTBA MOXOAKW, HOPYLUEHVE PEeYr, MUPAMUAHBIE 3HAKK, YYBCTBUTEABHBIE HOPYLLUEHMS 1 MUMDEHO3HAST FOAO-
BHOS1 6OAb. AUCKYCCUOHHBIMU FBASIKOTCS] MOAXOABI K ACHEHMIO ACHHOW NATOAOTAN.

MpueeAeH 0630P AUTEPATYPbI, MOCBSILLEHHBIN MAMONATHECKOWN KAABLUMOUKALM BA3AABHBIX TAHIAMEB, ONMCO-
Hbl ee reHeTnYecKkne OCOOEHHOCTU, KAVHUYECKME MPOSIBAEHUS U POAANOAOTMYECKME MPUSHAKW. [TpepAoKeHbl aAndde-
PEHLMAABHO-ANATHOCTUYECKME KPUTEPUM 306O0AEBAHMSI B COOTBETCTBUM C COBPEMEHHBIMU ACQHHBIMN AUTEPATYPDI.
MpviBeAEHO COBCTBEHHOE KAUMHNYECKOE HOBAKOAEHME NALUMEHTKM C 6oAe3Hbo Dapal.

KAloueBble CAOBA: MAMOMATUYECKAST KAABLIMGUKALMS BA3AABbHBIX TAHIAMEB, 6oAe3Hb Papa, cuHapom dapa,
MPOrPECCUPYIOLLA MAMOMNATUHECKNIA CTPUO-MAAAMAO-AEHTOTHBIN KOABLIMHO3.

L. V. PANTELEIENKO ', S. V. DERKACH 2, S. R. PELESHOK?

0. O. Bogomolets National Medical University, Kyiv
2Kyiv City Clinical Hospital N 3

Fahr’s disease. Literature review and clinical case observation

Calcification of basal ganglia is a radiological finding that is offen secondary to a variety of conditions or
physiological aging of the brain. According to the literature data, its frequency varies greatly due to the lack of
modern large-scale population studies of the prevalence of calcification, as well as significant aging of the
population. Clinical manifestations of basal ganglia calcification are variable. Patterns of neuroimaging findings
also differ in clinical case descriptions.

Idiopathic basal ganglia calcification (Fahr’s disease) is a disease, caused by mutations of certain genes, that has
specific clinical and radiological features. Since it is a rare disease, all conclusions about the disease are based on
descriptions of single clinical cases and diagnostic criteria for the disease remain a debatable issue. Nowadays, there is no
clearunderstanding of what basal ganglia calcification can be considered as Fahr’s disease. There are no clear differential
diagnostic criteria for the disease, and the described spectrum of genetic mutations is constantly being updated. The most
common clinical manifestations of Fahr’s disease, according to literature data, are movement disorders, which are
manifested in the form of parkinsonism, choreq, tremor, dystonia, athetosis and orofacial dyskinesia. Other signs include
cognitive and psychiatric disorders, cerebellar symptoms, gait disorders, speech disorders, pyramidal signs, sensitive
disorders and migraine headaches. Possible approaches to the treatment of this pathology remain debatable.

This article presents a review of the literature on idiopathic basal ganglia calcification, describes its genetic
features, clinical manifestations, and radiological findings. Differential — diagnostic criteria of the disease according
to the current literature data are offered and clinical case observation of the patient with Fahr’s disease is given.

Key words: Fahr's disease, Fahr's syndrome, idiopathic basal ganglia calcification, strio-pallido-dentate
calcinosis.
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