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Aelikoducmpogis

Bctyn

V HeiipomeniaTpuuHii IIpaKTULI 9YaCTO JTOBOIUTH-
csl 3yCTpivyaTucs 3 BPOIXKEHUMU TTOPYIIEHHSIMU OOMiHY
PEYOBUH Y MiTE, 110 MPOSIBISIOTHCS 3aTPUMKOIO a00
perpecomM po3BUTKY Ta iHIIMMU HEBPOJOTIYHUMU TO-
PYLIEHHSIMU, TAKUMU SIK €IiJeNTU4YHi Hanaau, criac-
TUYHICTh, aTaKcisl a00 eKcTpallipaMiaHi MOpyIIeHHs, a
TaKOX MHOXWHHUMM ypaKeHHSIMU BHYTPIIIIHiX OpraHiB,
CXMJIBHICTIO IO TSIXKKMX iH(PeKLiiHUX 3aXBOpIOBaHb. Y
NesIKUX Malli€EHTiB MeTa0OodiuHi 3aXBOPIOBAHHS MOXYThb
MPOSBISITUCS MCUXIYHUMU MOPYIIEHHSIMHU, YaCTillle 3a
Bce (opMyBaHHSIM pO3JaJiB ayTUCTUUYHOTO CIEKTpa.
[lamieHnTu, sIKi cTpaXkaamOTh BiJl MPUXOBAHUX ITiA KIiHIU-
HUMU MacKaMM TMCUXOTATOJIOTii, oppaHHUX (pinKicHUX)
3aXBOPIOBaHb, SKUMHU YacTillle 3a BCE € TTOPYILIEHHS 00-
MiHY PEYOBUH, JIOBTi POKH 3aJIMIIAIOTHCS 0€3 HAIeXKHOTO
NiarHO3Y Ta JIIKYBaHHS.

3 kiaug XIX cTomiTTd y HayKOBiii JIiTepaTypi Imodaam
3’SIBJIATUCS OITMCH MALIi€EHTIB, SIKi CTPaXKIaau Bill IIpoOrpecy-
IOUMX ypaxkeHb HEPBOBOI CUCTEMHU, TIPU 1IbOMY Ha aBTOTICIT
BUSIBJISIBCSI TU(QY3HUM CKIIEpPO3 TOJIOBHOTO MO3KY BHAC]Ii-
oK JereHepailii 6isoi peyoBuHu. 1li 3axBoproBaHHS MPo-
TUCTABJISLIMCS JOCTiITHUKAMU PO3CISTHOMY CKJIEPO3Y, OMK-

caHomy B 1868 porri 2K.-M. Illapko. [Tounnaroun 3 1899 p.
npotsiroM HacTynHux 30 pokiB Oyau omucaHi XBopoOu
[Menineyca — Mepubaxepa (1899, 1910), Kpa66e (1916),
Kanasan (1928, 1931) ta MeTaxpoMaTuuHa JIelKOAUCTPO-
dis (MJIJ1) — 3axBOproBaHHSI, TIPO SIKEe HTUMEThCS B AaHii
pobori [1].

MeraxpoMaTtuuHa jeiikoguctpodis sBjisie co00I0
30ipHY Ha3BY T'eTepOTeHHOI I'pynu aTaIbHUX 3aXBOPIO-
BaHb, IO XapaKTepPU3YIOThCs NU(PY3HOIO TeMi€eTiHi3alli-
€10 HEPBOBOI CUCTEMHU 3 HAKOTIMYEHHSIM MeTaxXpoMaTud-
HO-pearyioJoi JilmigHoi cyocTaHIil y TIiaJbHUX KIIiTH-
Hax, Makpodarax, HelipoHax (0yigoro mapy, 3y04acToro
sapa MO304Ka, sapax YepenHUX HepBiB), a TAKOX KIi-
TUHAX BHYTPIillIHiX OopraHiB (HUPOK, >KOBYHOI'O Mixypa,
MiAILTYHKOBOI 3aJ1031M, HAAHUPHUKIB, mediHku). MJLJI
BUKJIMKAETHCS AediunuToM hepMeHTY apuicyiabdaTtasu
A (ARSA:EC 3.1.6.8) Ta BimHOCUTbBCS A0 Tpynu chiH-
TOJIiMiZ03iB — JAi30COMHUX XBOPOO HAKOMMUYEHHS, 1110
XapaKTepPU3YIThCS HAKOMMMUYEHHSIM y TKAHMHAX Oopra-
HiB-MileHe# chinromaininis. [HIII BimzoMi Ha3BM 3aXBO-
prOBaHHs: cyabdaTuaHUM Jinino3, cuHapom I[piHdin-
nma, xBopoba Illompia, xBopo6a [enHebepra, CMHAPOM
[Honbua — binbmoscbki — [enHebepra [2].
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IcTopis

OnHy 3i cBoix Ha3B — xBopobOa [lonbuma — MJIJ]
oTpuUMaJjia Ha 4eCTh HiMEIIbKOro HeBpOIaToJora Ta Tcu-
xiatpa Bimmi6anpna Ockapa Illoxpma (Willibald Oscar
Scholz), axuit B 1925 p. onucas ciMeiiHUII BUMag0K
IOBEHIJIbHOI (hopMU 11bOTO 3axBoproBaHHs. MJIJI 3a3Bu-
Yail ycriaKOBYETHCS 32 aBTOCOMHO-PELIECUBHUM TUIIOM,
npore poauHa, onucaHa lllosblieM, mMana, MOXJIUBO,
X-34enyeHy pelecuBHy (GopMy 1IbOTO 3aXBOPIOBaHHS
[3]. ¥ mopaneiiomy, B 1928 p., HimelbKi HeBposiorn Makc
Binemosceki (Max Bielschowsky, 1869—1940) ta Piuapx
Tenneoepr (Richard Henneberg, 1868—1962) onucanu te
3K caMe 3aXBOPIOBaHHS Ta BIEpIIE 3alpONOHYBalu Tep-
MiH «JefikoaucTpodis» A1 HelipoaereHepaTUBHUX 3a-
XBOPIOBaHb 3 MEPeBaKHUM YpaKeHHSIM 0iJI01 peUOBUHMU.
Takox y 1928 p. uuMu nociigHukamu Oysa 3aponoHO-
BaHa Tepiua Kiaacudikauis geiikogucTpodiii, 3acHOBa-
Ha Ha KJiHIYHUX, TATOMOPMOJOTiYHUX 1 TiCTOXiMiYHUX
KpuTepisix. 30Kkpema, 3a TiCTOXiMiYHUM KpUTepieM yci
Jnelikoauctpodii Oyau MmoaiyieHi Ha OpTOXpOMaTUYHI Ta
MeTaxpoMaTudHi. TepMiH «OpTOXpOMaTUYHUIT» 3aCTOCO-
BYETBCS V151 OTIUCY 3pa3KiB TKAHUHU, SIKi 32a0apBIIIOIOTHCS
B TOW CaMUii KOJIip, 1110 i BUKOPUCTOBYBAHU ISl 1IbOTO
0apBHUK, a «METaXpOMaTUYHUI» O3HAYA€ 3a0apBICHHS
TICTOJIOTIYHUX CTPYKTYpP Y KOJip, HE BJIACTUBUUN TaHOMY
OapBHUKY. Ha yecTh mux yuyenux oBeHinbHa MJIJ otpu-
MaJjla OAHY 3i cBOiX Ha3B — xBopoba lllonbua — Binb-
moBchbKi — IenHebOepra [4]. Makc BinblIoBChKiI TaKoxk
€ CIIiBaBTOPOM OIIMCY IT1i3HbOI iH(aHTUIbHOI (POPMU He-
MpOHaAIbHOTO LIEPOITHOIO Jimo(pyCIMHO3Y, BiTOMOTO K
xBopoba BibIIoOBChKi — AHCBKOrO.

Ha nanwuii yac ernonim «xBopo6a Illonblia» Maiixe He
BUKOPUCTOBYETHCS, 1110, HA HAITY IYMKY, TTOB’sI3aHe 3 Jie-
SKUMHU dakTaMu Oiorpadii IbOro AOCIiTHUKA, TIPO SKi
UTUMETBhCSI HUXKYE.

B. Ioabir (1889—1971) oTpuMaB CTyIiHb JOKTO-
pa B 1914 p. y €Hi, mi3HilIe 040JUB KJIiHIKYy HEpBOBUX
i meuxiaHuX XxBopo6 y M. Jlewmmury. 3 1935 mo 1961 p.
ouojioBaB HaykoBo-nmociigHuil iHCTUTYT mcuxiaTpii y
M. Mionxewi. Ilix gac JIpyroi cBitoBoi BiitHu B. Illoabix
ony0J1iKyBaB He MeHIIe 11 poOiT Ha OCHOBI JOCTIIKEHHSI
MO3KY 194 0ci6 — XepTB mporpam HallUCTChbKUX MTPOrpam
eBTaHasii «T4», ake npoBoauiaocs B HaykoBo-gocminHo-
My iHCTUTYTI ncuxiatpii M. MionxeHa. [Iporpama ymept-
BiHHS «T4» («Axuisa TiprapreHiutpacce 4») — ogiliiiHa
Ha3Ba €BreHiYHOI MPOrpaMu HiMelLbKMX HALIMCTIB i3 cTe-
puJjizalii, a B mogaablioMy i i3M4HOTO 3HUILEHHS Ay~
LIEBHOXBOPUX, PO3YMOBO BiAICTAJIMX Ta CIIaJKOBO XBOPUX
oci6. B iHcTuTyTi M. MI1oHXeHa iioro KoJieroto 0yB Bi0-
muii nikap KOmiyc lanneBopaeH, SKuii, BAKOPUCTOBYIOUM
npernapaTy ToJI0BHOTO MO3KY XepTB nporpamu «T4», Bu-
BYaB IIPUYNHU aTpodii MO30YKa, pO3CisSTHOTO CKJIEPO3yY Ta
xopei [enrinrrona. Bimomo, mo lamieBopaeH ocobucrto
OyB MPUCYTHI# MpU 3HUIICHHI AESIKUX XEPTB Ta CaMO-
CTifHO BUJIy4aB TOJIOBHMI MO30K ITicjisg eBTaHa3zii. Ha-
ToMmicTh Lllombll 1IikaBUBCS MEepPeBaKHO MOIIYKAMU €Tio-
Jorii xBopo6u Jlitia, mcuxo3iB Ta CeHiIbHOI meMeHii. B
1956 p. Illosbll CTaB TOJOBHUM PEIAKTOPOM Ta aBTOPOM
HEeBPOJIOTIYHOTO po3ainy dyHaametaabHoro «IlocioHuM-

Ka 3i creliajJbHOI IaTOoJOTiYHOI aHATOMil Ta TiCTOJIOTii»,
KyI{ BBIAIIUIM OMUCU JESIKUX MOTO CITIOCTEPEXEHD, 3PO-
OJIeHi 3a yaciB Bjaay HALUCTIB [5—7].

B 1964 p. amepukaHcbKuii HeBpoJor JIxeiimc OcTiH
3i CIiBaBT. BCTAHOBWJIM HasiBHicTh nipu MJIL nedexry Ji-
30COMaJIbHOTO (pepMeHTY apuicysibdaTazu A, SKUN MpU-
3BOJIMThH /10 HAKOMUUYEHHSI KUCIUX JIMiAiB Yy TKAaHUHAX
MaILli€HTIB Ta 00yMOBIIOE e(peKT MeTaxpoMasii [§].

EniaemioAorisa

[ommpenicts MJIL ctanoButs 1 : 40 000 — 1 : 100 000
0ci0. 3HaYHO BUIIOIO € 3aXBOPIOBAHICTb y JAESIKHUX i30-
JIbOBAaHUX MOMYJISILISIX, 30KpeMa B €BpeiB XabbaHa, 1mo-
nysasiiii €BpeiB, sKi eMirpyBanu 3 €MeHy no [3painio,
MO PEHICTh CTAHOBUTH 0;1M3bKO 1,3 % momyssii [9].
Cepen iHmianniB HaBaxo — Oau3bko 1 : 8000. IMomm-
peHiCTh Mi3HBbOI iHGAHTUIBLHOT (OPMU OLIHIOETHCS Y
1:400000 — 1:170 000 HoBoHapomxkeHux [10]. 3a owiH-
KaMu, HapaxoByeTbcst 3600 HoBoHapomkeHUX i3 MJIJI
mopiuHo Ta 49 000 oci6 y cBiTi, siki xkuByTh 3 MJIJI, cepen
axux 1900 —y CIIA, 3100 — B €Bpomi [11].

EtioAoria Ta naroreHes

CoiHroninigo3u, A0 SIKMX BiIHOCSATBLCS BCi Ji30COM-
Hi XBOpOOM HAKOIMUYEHHS, XapaKTepu3ylOThCsl HAKOMU-
YeHHSAM Cc(iHTOJIMiAIB y TKAHMHAX OopraHizmy. Bukim-
KarThCs 11i 3aXBOPIOBaHHS Ae(DillUTOM JIi30COMaTIbHUX
(bepMeHTIB, 3allydyeHUX 10 KaTaboJi3zMy CiHTOJIMiIiB.
Y 3B’S13Ky 3 TUM, III0 METaXpOMaTUYHOIO PEYOBUHOIO €
nepebpo3na-3-cynbdar, MJI/1 € cyabdaTUI-inigo30M.

[Mpuunnoro MJIJI € nedimut pepMeHTy apuiacyiabdara-
3u A (ARSA:EC 3.1.6.8), sikuii BigmoBinae 3a Tixpoti3 rii-
KocdiHroniniaiB (cyabdaruaib), Takux K 1epedpo3ui-
3-cynbpdar abo 3-O-cymbdoranakTo3mwiliepaMia I0 ra-
JIaKTOLepeOpo3uay Ta CyabdaTy. YChoro BimoMmi 3 TUIIU
apuicyinbdarazu — A, B (irisocomanpni) Ta C (Mikpo-
coMmalibHa). YCHIIIHICTh TiApOi3y HUX C(IiHTOMiMmiaiB 3a
JIIOIIOMOTOI0 apuJicyibdaTasu 3aJeXXUThb Bil HasIBHOCTI
carno3uny B. IlaTosoriuHe HaKoNMMYeHHS CyabGaTUuIiB y
HEpBOBIi cucTeMi (MieJliHi, HelipoHax i IJIii) BUKIUKAE
ypaxxeHHs 6inoi peyoBuHM 1eHTpanbHoi (LITHC) Ta me-
pudepruIHOi HEPBOBOI CUCTEMU, 1110 TPU3BOIUTH O MPO-
rpecyrodoi 1eMeHIlii, HEBPOJOTiYHUX BiIXWJIEHb Ta CIi-
rnmotu. MeraxpoMaTUUHi TPaHYJIU, sIKi HAKOMTUYYIOTHCS Y
IHHC, € BUCOKOTOKCMYHUMU, TIPU3BOSTH JI0 IeTeHepallii
Mi€JliHy Ta BTpaTH akCoHiB [12].

HundysHa nemieniHizaltist BinOyBaeThCsl MEPEBaXKHO Y MiB-
KYJISIX BEJIMKOTO MO3KY, TP 1IbOMY Cipa peuoBMHA HE ypa-
XKy€eThcs1. TakoX BimOyBa€ThCSI CeTMEHTapHA JeMi€lTiHi3aIis
nieprepuIHNUX HEPBIB | HAKOMTUYEHHST METAXPOMATUIHUX
rpaHyJl y IIBAHHIBCbKUX KJTIITMHAX, 1110 BUKJTUKAE CEHCOMO-
TOPHY ITOJIiHENMPOIIATiI0, MOPYIISHHS XOI1 Ta aTaKCilo.

IIpu ubomy 3aXBOpIOBaHHiI pO3BUBAETHCSA AUdY3HA
CUMeTpUYHA AeMi€eiHi3allisg MiBKYJIb BEJIUMKOTO MO3KY i
MO304YKa B pe3yabTaTi pyHYBaHHS OJiroAeHAPOTJIii, 1110
MPU3BOJIUTH 10 AKCOHAJTBHOTO YIIKOMXKEHHS, AereHepalii
MmipaMigHUX HUISIXiB 3 i30MOP(MHUM TJ1i030M i JeMieiHi-
3yI0UO0I0 MoJliHeliponaTieto. 30epeKeHUMHU 3aTUILIAI0ThCS
Juie cyokoptukaiabHi U-BoJIOKHA.
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Takox MeTaxpoMaTU4Hi TpaHYJIU, SKi MICTIThb CYyJb-
daTuau, HaKONMMYYIOTHCS B iHIIMX TKAHUHAX OPTaHi3MYy,
30KpeMa XKOBYOBUBITHUX MPOTOKAX MEUYiHKM, S KOBUHOMY
Mixypi, TTediHli, MiAITyHKOBIN 3aJ103i, S€UHUKAX, JTiM-
daTuyHUX By3Jax, o4yax, 3yOHili MyJbIli Ta AUCTATbHUX
KaHaJblsIX HUPOK. [linBuIllleHn#1 piBeHb LIMX CIOJIYK Ta-
KOX BUSIBJISIEThCS Yy cedi [13].

VY nesikux pinkicHux Bunankax MJIJI BUKIUKa€ETbCS
nedinuTom caro3uHy B — 6inka — akTuBatopa chiHro-
nmiminis (Sap-B) [14].

HedexTHuit ren ipu MJIJ po3TamoBaHuii Ha OOB-
romMy miedi 22-i xpomocomu (22q13.31-qter), mpu Hemo-
CTaTHOCTI Oilika — akTuBaTopa CGIiHTOJiMiAiB — Ha KO-
potkoMmy Iuiedi 10-i xpomocomu (10q21-q22); Tun cnan-
KyBaHHSI — aBTOCOMHO-peLleCUBHUI [2].

Kopensiisg Mixk reHOTUIIOM i (D€ HOTUIIOM 3aJI€KUTh
Biz piBHs akTUBHOCTI hepmeHTy ARSA, 1110, B CBOIO Uep-
Ty, 3aJIeXKUTh Bill HASSBHOCTI y MalliEHTa OAHOTO 3 JBOX
TUITiB MyTallii: MyTallisg 1-ro TUy KOAYE MOBHICTIO iHAK-
TuBHY ARSA (O-anenb), a MyTaiiist 2-ro TUITy — YaCTKOBO
aktuBHU# pepmeHT (R-anenn) [15].

KAiHiYHi npossu

Kuniniuna xaptuna MJIJl moxe OyTu 3HaA4uHO Bapia-
OGEeJIbHOIO y Pi3HUX MALli€EHTIB, 1110 MOB’SI3aHO 3i 3HAYUHUM
nosimopdizmom BapiaHTiB gedinuty ARSA.

Ycboro 10 Tpynu MeTaxpoMaTUIHUX JIeHKoauCTpodiii
BXOMSITh 5 ajieIbHUX (hOPM.

1. [TizHg iHdanTUIBHA (cuHApOM [piHdinga) — Haii-
OiJIBIIN YacTa Ta TsKKa dopma, sika BigMivaeTrscsa y 50—
60 % BumnankiB Ta nebloTye y 1—2 pokwm (4acrime y Billi
12—18 wmic.), pinme — y Biui 2—4 poku. Ilicast nepiony
HOPMaJIbHOTO PO3BUTKY MOYMHAETHCS perpecyBaHHS MO-
TOPHUX HABUYOK i MOBJICHHS. JINTHHA CTa€ ApaTiBIUBOIO,
MOTaHO ICTh, MTOPYIIYETHCS X0/a, 3’ ABISETHCS i HAPOCTAE
TITTIOTOHIA M’SI3iB, BiAMidarOThCS YacTi MaJiHHSI, HEUiT-
KiCTh MOBJIEHHSI, BTpaTa pedieKciB (Ha paHHIX CTamisx),
KOCOOKICTb, HicTarM, MO304YKOBi IOpPYILIEHHSs, aTpodis
30poBUX HepBiB. Ileplili mposBU 3aXBOPIOBaHHS MOXYTh
3’IBIISITUCS TIiC/Is TepeHeceHoi iHdeKIlii abo 3acTocyBaH-
H$1 HapKo3y, MicJs 4YOoTo 3HUKAIOTh Ha Kijlbka TUXHIB, a
MOTiM 3HOBY MOBEpPTAIOThCS. Y OUIBIIOCTI BUMAIKIB Xa-
paKTEepHUM € IIBUAKE MPOrpecyBaHHSI 3aXBOPIOBaHHS
3 TIpUEIHAHHSIM TaKUX HEBPOJIOTIYHUX YCKIAJIHEHb, K
CMACTUYHICTD (B TOEMHAHHI 3 03HaKaMU ypaxkKeHHS Mepu-
¢depUYHMUX HEPBIiB), BTpaTa MOXJIMBOCTI XOIUTH Ta CTOSI-
TH, eMiJIENTUYHI Hamaau (MiOKJIOHIUHI, TapiliajibHi abo
reHepasiizoBaHi), KipKoBa CJIinoTa, 3HUXEHHS iHTeJIeKTY
Ta CIIyXy, IICeBAOOYIpOapHUI CUHAPOM, i HAa DoHi merme-
peopaLiifHOI pUTiMHOCTI 3 OITICTOTOHYCOM HACTa€ CMEPTh
(3a3Buuaii yepe3 2—4 poku IIicis nedIoTy).

BiTun3Hsni ¢axiBli BUAIISIOTS HACTYITHI CTafii i€l
dopmu MJIJI Ta HABOAATS iX mAeTaabHUi omuc [16].

Ilepma cragia — 3a3BUuail pO3MOYMHAETHCS Y Billi
2—3 poKM, AUTUHA MOCTYIIOBO BTpayae 3[aTHICTh CaMO-
CTilHO cimaTu Ta yTpUMyBaTU MO3Y NPU CUIiIHHI, iHOI1
PO3BUBAETHCS eMieNTUYHUI cuHApoM. CyXOXXUJIKOBI
pedJieKCu Ha paHHIX CTalisiXx 3aXBOPIOBAHHS JACIIO 3HU-
JKeHi, M’130BU I TOHYC Ma€ TeHAEH1iI0 10 TiMOTOHii, cro-

CTepiraeTbCsi pO3BUTOK KOMILJIEKCY MATOJOTiUHUX CTOTI-
HUX 3HakiB. [lepia cTamisi TpuBa€ Bil KiIBKOX MiCSIIIiB
IO POKY.

Jlpyra KJiHiYHA cTagia — XapaKTepu3yeThCS 3HAUHUM
po3yMoBUM perpecoM. BuHukaioTs qu3apTpis Ta adasis.
Crocrepiralorbcs HereHepaTUBHI 3MiHM HA OYHOMY OHi,
3’IBsIEThCS HicTarM. ToHyC M’s13iB Yy HOTaX IiIBUIIYETh-
csl, MOXXYTb BUHMKATU 00JIi B KiHIIiBKaXx, 110 00yMOBJIE-
HO ypaxkeHHsM InepudepuuHux HepBiB. IlporpecyBaHHs
CUMIITOMIB IIBUJKE, IIPOTSTOM KiJIbKOX MiCSI1IiB.

TpeTs KiHiYHA CTadisi — XapaKTepU3YETHCS PO3BU-
TKOM TeTparuierii, nceBaooyap0apHUMU Ta OyJIb0apHUMU
nopymeHHsIMU. [IposiBu nemMeH11ii 3Ha4HO BUpaXKeHi, ajne
NUTHUHA 111e 3JaTHa ITocMixaTucs i Bi3HaBaTU 0aTbKiB.

Yerepra (TepMiHANBHA) CTAAiI — TO3HAYAETHCH
BTPATOIO OYIb-SIKOTO KOHTAKTY 3 XBOpUM. Po3BUBa€eThCs
aMaBpoO3, TAIliEHTU HE PO3YMilOTh 3BEPHEHOTO MOBJICHHSI
i HE MOXYTbh PO3MOBJIITU Ta pyXaTUCh. [OAyBaHHS TaKUX
TMali€HTIB MTPOBOIUTHCS 3a IOTIOMOTOIO TaCTPaIbHOTO 200
Ha30racTpajJbHOro 30H1a. TpuBaicTh i€l cTamii Bix Kiab-
KOX MICSIIIiB 10 KiIbKOX POKIiB.

2. FOBeninbHa popma (xBopoba lllonapiia) BUHUKAE y
20—30 % Bumnankis. JeGioTye y Biui 4—16 pokiB, mouu-
HaIOYMCh 3 MOPYIIEHb XOAU, €eMOLIMHUX i MOBEAiHKOBUX
posnanis. [IposBu nmoiiHelpomnaTii MeHIII BUpPaXKeHi, oll-
HakK Bil3HAYa€TbHCS IMOsIBa HAPOCTaY0i IyXoTH, adasii,
MPOTpPecyroyvoi CIIMOTH; 3rOA0M 3’ SIBJSIOTHCS i MOCUITIO-
IOTbCSI O3HAKM CJIa00OyMCTBa, HETPUMAaHHS cedi i Kamy,
CMACTUYHICTh M’SI3iB, aTakcCisi, MUMOBIJIbBHI pyXu; iHOM]
BUHUKAIOTh CYy[IOMHi Hamaau; cepeaHiii TEpMiH XUTTS
CTaHOBUTH 7 POKIB, OUIBIIICTh MAIiEHTIB TOMUPAIOTH 0
Biky 10 pokiB. OmgHaK BimoMi BUMAAKK, KOJU 3aXBOPIO-
BaHHs TpuBaio 20 pokiB i OinbIe.

3. ®opma popociux (cuHapom BaH borapra — Hic-
cena — I[ldaiidpdepa). 3ycrpivaernes pigko. JIeboTye y
Bii 16—60 pokiB. XapakTepu3yeThCs MOBOJIi HAPOCTAIO-
YOI0 IeMEHIIi€I0, ICUX03aMU, aTpodi€lo 30pOBUX HEPBIB,
aTtakcielo, mipaMigHO-eKCTpamipaMiZHOIO CUMITOMATH-
KOlI0, IOJIiHelponarielo. Y JiTepaTypi € MOBiTOMJIEHHS
Mpo BUMAIKU, 1110 TPOSBISIOTHCS BUKIIOYHO MOJIHEH-
pomnarielo.

4. YacTKoBa HEOCTATHICTD LIepeOpo3uaCyIbdaTasu.

5. TceBnoHenoCTaTHICTh apuiicyibdaTasu A — CUH-
JIPOM, 1110 XapaKTepU3YEThCS BUPAKEHUM 3HUKEHHSIM aK-
TMBHOCTI apwicyibdara3y A Mpu BiICYTHOCTI KIiHIYHUX
MpOSIBiB.

Kpim Toro, BUmiIsSIOTh KiJibKa HeaJleJIbHUX BapiaHTIiB
3aXBOPIOBAHHS: HEAOCTATHICTh aKTUBATOPA LIEPEOPO3U/I -
cynbdarazu — cano3uHy B; oBeHinIbHUI cynbdhaTnmsos
(MHOXMHHA CyJlb(MaTa3zHa HeAOCTaTHICTh; BapiaHT OcTi-
Ha; O-BapiaHT) — 3aXBOpPIOBaHHS, IO MOEIHYE O3HAKU
MYKOTIOJlicaxaprua03y i MeTaxpoMaTUYHOI JJEMKOIUCTPO-
¢ii; MeTaxpoMaTuuHa JIEUKOAUCTPOGisa 3 MIrMEeHTHUM
peTuHiToMm Ta iH. [2, 15].

XBopoba OcriHa € HeaneabHUM BapianToM MJI/, mpu
SIKOMY Ma€ Miclle HeJOCTaTHE BUPOOJIEHHS SIK MiHIMyM 7
JlizocoMaibHUX cyabdaTas. Jledinut apuiacynbdaTasu A,
B, C Ta iHmux ¢epMeHTIiB TPU3BOAUTh A0 HAKOTTUYECH-
Hs1 cysbdaTuaiB, CiHTOMIMIAIB, TIUKOJIMIAIB Ta iIHITUX
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PEYOBMH y TKaHMHAaxX i piamHax opraHizmy. KiiHiuHO
Haraaye KoMOiHalilo MyKonoicaxapuao3y i Mi3HbOI iH-
daHTUIbHOI hopMU MeTaxpoMaTUUHOI JeiikoaucTpodii
(cungpom IpiHdinma); xapaKTepHO TaKOX HAsIBHICTh iX-
Tiosy [2, 15].

AiarHoctuka

MJIJI moxxe OyTu 3amigo3peHa y IMali€HTiB i3 Iporpe-
CYIOUMMMU HEBPOJIOTIYHUMU MTOPYIIEHHSIMU Ta 3 O3HAKaAMU
JereHepallii 01101 peYOBMHM 3a TaHMMU MarHIiTHO-Pe30-
HaHcHOI Tomorpadii (MPT). ¥V TunoBux Bumagkax Ha
MPT BusBasaoTbcsa n1udy3Hi CUMETPpUYHI TilepiHTEeH-
cuBHi Ha T2 BorHuia rnepeBaxkHo y TiM’ STHO-TIOTUJIMYHUX
HOiIsTHKaX 0i710i peyoBUHM, SIKi 3roJA0M MOIIMPIOIOTHCS Y
HanpsaMKy JJOOHUX OUISTHOK, KOMiCypajJbHUX BOJOKOH
MO30JIMCTOTO TiJla Ta MePUBEHTPUKYISIPHOI OiJol pevo-
BUHU. B Mipy nporpecyBaHHSI 3aXBOpIOBaHHS aHOMaJIil
MPT cTaoTh Bce OUIbII BUPAaXEHUMU BHACJiIOK pOC-
TpaJIbHO-KayaJdbHOI Mporpecii; po3BUBAETHCS aTpodist
MO3KY. YpaXXeHHS TepeaHiX BilIijiB MO3KY MepeBakHO
XapaKTepHe /IS MAli€HTIB 3 Mi3HIM TTOYaTKOM 3aXBOPIO-
BaHHA [1, 17].

limoiHTeHCUBHI pamiadbHi CMYXKM ITiIBUIICHO-
ro MP-curnany Mix rinepiHTeHCUBHUMU MiJITHKAMU
0inmoi pewoBuHu popmyoTh MP-cuMnTom «TUrpoBOi
mKipu» Ha T2-3BaXeHHUX akciaabHUX 3pizax. 30epe-
KeHi OiAsSHKU 017101 MepuBacKyJsIpHOi 0iJloi peyoBU-
HU NIEPUBEHTPUKYJISIPHUX IiSIHOK Ta HAMliBOBaJbHOTO
LHeHTPY (GOPMYIOTh T'iMOIHTEHCUBHI IUISIMU, 11O Hara-
NYIOTh LIKipy jeomnapaa. CUMITOM «IIKipyd TUrpa Ta
Jieonapaa» TaKoXX MOXe BUSBIISITUCS ITpU XxBopobi [le-
nineyca — Mepubaxepa [18].

BaskimBUM 17151 BCTAHOBJIEHHS 1iarHO3Y € BUSIBJICHHSI
3HIKEHHS akTuBHOCTI ARSA He MeHte HixX Ha 10 % Bix
HOPMHM Y JIeliKouMuTax KpoBi abo KyJabTypi (iopobdiacTiB
mwKipu. OgHaK MpU BUKOPUCTAHHI JIMIIE OLIHKWA aKTHUB-
HocTi ARSA MOXJIMBI MOMWJIKM Y TiarHOCTUILi, OCKIJTIbK1
3yCTPivaloThCs MAILliEHTH 3 TICeBAOAeDIIMTOM LILOTO (hep-
MmeHTy. [1pu Takux craHax akTuBHICTh ARSA 3HMXeHa Ha
piBHi 5—20 % Bim HOpMU, oHAK KJIiHiuHI mpossu MJI]
BigcyTHi. Takox piBeHb akTUBHOCTI ARSA He Moxke OyTu
BUKOPHUCTAHUM SIK MPEAUKTOP TSKKOCTI repediry MJI/I,
OCKIiJIbKY He 3aBXIU BUPaKeHUI 1ehiuuT GepMeHTy Cy-
MPOBOXYETHCS TSXKKUMU KIIHIYUHUMU MTPOSIBAMU.

OctatouHo aiarHo3 MJIJ] moBuHeH OyTH MiaTBEp-
JKEHUW 32 JOMTOMOTOI0 MOJIEKYJISIPHO-TEHETUYHOTO TeC-
TyBaHHSI, SIK€ BUSIBJISIE MyTallilo reHa, 1o konye ARSA.
Takox MoxnuBa Bepu@ikallisi AiarHO3y HIJISXOM BUSIB-
JIEHHSI eKCKpellil cynbdaTuaiB Ce40I0 METOIAMU IIapOBOi
xpomaTorpadii abo Mac-CreKTpOCKOTii, TAKOX MOXKJIUBE
BUSIBJIEHHSI METaXpOMaTUIHUX JIiIiTHUX TpaHya y 0io-
nTaTax HEpPBOBOI TKAHUHM, 1110 € MATOTHOMOHIYHUM JJIsI
MJIL [19].

IIpenaTanpHa AiarHOCTUKA € AYKE€ BaXJIMBOIO Yy TeTe-
PO3UTOTHUX TIap, OCOOJIMBO TUX, SIKi BXe MalOTh TUTUHY
3 MJIJI. 3anmpomoHoBaHi METOOM aMHiOlLeHTe3y Ta 0io-
Mcii BOpCMHOK XopioHy. BioIicisa BopcuHOK XOpioHY BU-
KOHYEThCS MiX 8—9-M THKHEM BariTHOCTi. AMHIOLEHTE3
BUKOHYEThCS Ha 14-My THXKHi BariTHocTi. JliarHo3 min-

TBEPXKYETHCS IIJISIXOM BU3HAUEHHs aKTUBHOCTI ARSA 'y
KJIiITUHAX aMHIOTUYHOI PiAHU 200 MOJIEKYJISIPHO-TeHEe-
TUYHUM METOJIOM.

AiKyBAHHS

Ha croromni MJI/l BBaXkaeTbCsd HEBUJIIKOBHUM 3a-
XBOPIOBaHHSM i3 haTtajibHUM 1epedirom. IcHye nexinbka
ITiIXOMIB 1O Tepalrii, 110 3HAXOISITHCS Ha CTaldil po3pOoOKU.

TpancriaHTalisi KicTKOBOTO MO3KY MEPEBaXHO € KO-
PUMCHOIO Y MaLieHTiB 3 gopocioio opmoro MJI. [Tosimo-
MJISIETHCS PO HOpMaJli3allito piBHsS akTUBHOCTI ARSA ta
3HUXKEHHsI PiBHS CyJIb(MaTUAIB MicC/as LIbOTO BTPYYaHHSI.
PiBeHb BUKMBAHOCTI MiCJsl TpaHCIUIaHTallii CTAHOBUTh
6m3bKo 77 % [20]. CripoOu migBUIeHHS ¢(heKTUBHOCTI
TpaHcIaaHTalii KictkoBoro Mmo3ky (BMT) BkioyaioTh
KOMOiHallit0 3 BBEJEHHSIM PeKOMOIHAHTHOTO (DEpMEHTY
ARSA [21] a60 Me3eHXiMalbHUMU CTOBOYPOBUMMU KJTiTH -
Hamu [22].

[Ipenapat ajis1 3aMicHOI Teparii MeTa3uM SIBJISIE CO-
0010 peKOMOiHAHTHUMII (epMEHT, aHAJOTIYHUN JIIOJ-
CbKOMY, SIKHUil OyB po3poOJIeHU# 1JIsl OiTeil 3 Mi3HBOIO
iHpanTUIbHOW hopmoro MJIJI. KniniuHi mocmimxeHHs
BHYTPIIIHLOBEHHOTO PeKOMOIHAHTHOTO (hepPMEHTY JIIO-
nuHU Oyno nmpunuHeHo B 2010 poiri micis Toro, sIK Io-
cinimkeHHs | dhas3u He mokaszanau 3HaYHOTO TMOJIIMIIEHHS
3aMmicHa Teparis ¢hepMeHTaMU Ha CbOTOIHI PO3TIISIAA€Th-
cd SIK MaJIoTepcrieKTUBHA yepe3 MpobjieMu JaHUX Mpe-
napartiB 3 IPOHUKHEHHSIM 4epe3 remaToeHedatiyHunii
bap’ep [23].

3anponoHOBaHO TaKoOX Tepamilo, HalpaBleHy Ha
3MEHIIEHHSI CUHTE3y C(iHrOJiMiIiB 3a TOITOMOIOK He-
MPSIMOTO aHTUKOATYJISIHTY BapdapuHy [24].

[eHHa Tepamisi, HampaBjieHa Ha BXXKUBJIEHHS 0 Opra-
Hi3My HOpMaJIbHOTO reHa, sikuii kogye ARSA, 3amictb
nedeKTHOro, Ha ChOTO/HI TeCTYEThCSI Ha TBapuHax [25].

KAiHiYHMX BUNOAOK

IntocTpyrouu HaBeaeHi BuLle ¢pakTH, HABOAMMO OMKUC
KJIIHIYHOTO BUMAAKY IOBEHIJTbHOT (hOPMU METaxpoMaTHy -
HOT JieiikoaucTpodii 3 mur30ppeHonoaioHUM 1e0I0TOM.

Xnormeup K., 16 pokiB, HamiiAlIOB Ha 0OCTEXEHHS 10
BiIIiJIeHHS TICUXOHEBPOJIOTII IJISI IiTel 3 TTepuHaTaJIbHOIO
MaToJIOTi€l0 Ta ophaHHUMU 3aXBOPIOBaHHSIMU 3i CKapra-
MU Ha HasIBHICTb €TMUJIENITUYHUX HaTlaiB reHepasizoBa-
HOTO XapaKTepy, 110 BUHUKAIOTh 1—2 pa3u Ha IIiBpOKY, a
TaKOX MpOorpecyoye 3HMXKEHHS KOTHITUBHUX DYHKIII.

3 aHaMHe3y BiZIOMO, IO XJIOIIeLlb HapoAuBCs Bim 1-i
BariTHOCTI y Matepi BikoM 19 pokiB, 1o nepebiraia Ha
¢oHi paHHBOTO recTo3y (HYIOTHU) MPOTIArOM MEPIINX
TUXHiB. Ilogorn TepMiHOBi, (i3i0MOTiYHUM IIISIXOM,
YCKJaIHEHi TYTUM OOBUTTSIM ITYIIOBMHM HAaBKOJO IIHUI.
HagskosorutinHi Boau MekoHiaibHi. Maca Tina npu Ha-
pomxkeHHi 3850 1, 3picT 54 ¢cM, OKPYXKHICTh TOJ10BU 36 CM,
OKPYXHIiCThb TpynHoi KIiTku 35 cMm. 3a mkanow Anrap
orpumaB 7/8 GaniB. 3akpuyaB Bigpasy, NPUKJIAICHUI 10
rpyaei Bigpasy. BunucaHuii 3 mojoroBoro 0yaMHKY Ha
4-1y no0y. Ha 1-11y noOy XXutts 0yB HecrnokKinHuM. [pyn-
He BUTONOBYBaHHs 10 1 Mic. PaHHiii po3BuUTOK 6€3 0CcO-
GJIMBOCTEI1: TOJIOBY YTPUMYBaB y 3 Mic., CUIIB Y 6 Mic., TIi-
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PucyHok 1. MPT ros1i0BHOro MO3Ky AUNTUHU 3 MeTaxpoMaTUYHOIO sielikoaucTpodgieto. binarepasibHo,
cumMeTpu4Ho y 6inivi pe4oBuUHI NiBKYIb MO3KY, AeLlo binbLie y JIOGHUX i TIM’SHUX YacTKax, a TakoXX y BCix
BiaAinax Mo301MCTOro Tina Bi3yani3yloTbCs MOLNPEHIi 30HU nigBuweHHss MP-curnany 6e3 o3Hak 06’°eMHOT
Aii Ta HaKoNU4YeHHs1 KOHTPAacTy (kopoHapHwuii (A), akcianbHuii (B), caritanbHuii (B) 3pi3un 'y pexxumi T2,
akcianbHuii 3pi3z y pe>xxumi FLAIR (T))

woB Yy 1 pik. ¥ 1-i1 xyac mimoB y 6 pokiB, Ha TO MOMEHT
BMiB unTaTH, paxyBaTtu, nucatu. CiMeiiHuI aHaMHe3 He
OOTSIKeHUIt, MA€ 310POBY MOJIOAIILY CECTDY.

VY Biui 8—9 pokiB y IUTUHU MOYATUCS MOPYLIEHHS JIO-
TiYHOrO MMCJIEHHS Ta APiOHOI MOTOPUKM, 3aMKHYTICTb,
colliajibHa Ae3ajanTallisi, TOPYLIEeHHS MOBEIiHKU, TsIX-
KO OYyJ10 BUKOHYBATH JIOMaIlIHi 3aBIaHHS, ME€pPecTaB ca-
MOCTIl{HO po30MpaTH WIKiJbHI 3aBAaHHS, MOTipLIKIACh
npioHa Motopuka. CtaH moripmuBcs micias 13 pokiB —
3HU3WJIACS IKiJIbHA YCITIIIHICTD, 3’sIBUJIacs 0aiayXicTh
IO 3aHATh, 3HUXKEHHSI ITaM’SITi Ta yBaru, 3a0yBaB pPO3KJia
YPOKIiB, IHI TUXKHSI, HA3BU MICS11iB, BiIMiUyaiocs yroBijib-
HeHHs mucyieHHs. [ToctynoBo npuenHanacs iHaHTUIb-
Ha MOBeIiHKa, Y CTOJIOBill JOigaB HEIOIAKM Ta IOIIMBAaB
HaIoi Iicjs iHIIMX YYHIB, pUBCSI y CMITTi. Y Kiaci OyB
i30JIbOBAHUM, Maiike He CITJIKYyBaBCs 3 iHIIUMU OJTHO-
JIITKaMH, CTaBUBCS 0 COLIiaJIbHOI 1301111 Y K1aci 6aimy-
xKe. O0cTexxeHui y o0JlacHil TICUXiaTpU4Hil JTiKapHi, e
BCTAHOBJICHO J1iarHO3 «IIPOCTa IKU30(PeHisT». Y BimaiieH-
Hi OYB MacUBHUM, Oailay>K1MM, OTpMMYBaB TepaIlilo apu-
ninpasojioM, Ha ¢oHi sikoro 0yB 3araibmoBaHuii. TTicis
BUIMCKM 3 BilAiIEHHS 0(POPMJIEHO COlliaJbHY TOMTOMOTY
3 MpuBoAy 1M30¢peHii. Y nmoaanblioMy KilbKapa3zoBo
OTPUMYBAB KYPCH PUCIIEPUAOHY O€3 CYTTEBOTO MO3UTHUB-
Horo edexry. Y xoBTHi 2015 p. Brepiie y XXKUTTi BUHUK
reHepaizoBaHUii enienTUYHUI Hana. Jpyruit eminern-
TUYHUI Hamaa — y 6epe3ni 2016 p., micjis 4oro nmpusHa-
yeHo BajbrpokoM 750 Mr 2 p/mno0y. 3a mepioj crocTte-
pexeHHst MPT rojioBHOTO MO3KY MPOBOAUJIOCS TPUYi:
2014 p. (1 T) — MP-xaptuna rimomia3sii MO30J1CTOrO
Tijla, MOCTTIMOKCUYHUX TTEPUBEHTPUKYISIPHUX BOTHUIIL
IJ1i03y, MOBHO-BEHTPUKYJISIPHOI BHYTPIlIHBOI Timpolie-
damnii; 2015 p. (1,5 T) — o3HaKM MEPUBEHTPUKYISIPHOT
JIeiKoMaJIslii, Tirmoruia3ii MO30JKMCTOTO TiJila, IIOMipHO
BUpaXkeHOi 30BHIllIHbOI rigpouedanii; 2017 p. (1,5 T) —
MP-kapTrHa 1MCMi€JIOreHHOTO 3aXBOPIOBaHHS, TiIoria-
3ii MO30JIMCTOTO Tijla, IOMipHa 30BHIlIHS perioHapHa rii-
pouedarid. [licasa npoBeaeHHs Tpetboro MPT rojsoBHoro
MO3KYy OyB HaIlpaBJeHUI 10 BiAIiJIEHHS ICUXOHEBPOJIOTii

Y «ITTAI' HAMH» 3 niarHOo30M «CUMIITOMaTU4Ha eIli-
JIETICisl 3 BTOPMHHO-TeHepani3oBaHMMU Hanagamu. Llu-
30(peHist, mpocrta popma. Jleiikonuctpodisa?» njst yrou-
HEHHS iarHO3Y.

[Tix yac oryisiay 3arajibHU CTaH IUTUHU HE TTOpYIIIe-
Huit. CoMaTUYHMU cTaTyc 6€3 CyTTEBUX BiIXUJICHb.

KonTakTy gocTynHmii, BillIOBiga€ Ha 3alIUTaHHS, ITilI-
TpuMye hopManbHUI dianor. MUCIEHHS yIOBiJbHEHE,
ram’siTb 3HUXeHa. 3HUXKEeHi KOTHITUBHI (yHKIiT. OKpyX-
HicTh rojoBu 57 ¢cMm. Ha miKipi cimHM Ta Iuieda ciipaBa
3HAYHUX PO3MIipiB MIrMeHTHUI HeByC. 3iHMIII OKPYTIIOl
dopmu, cuMmerpuuHi. PoTopeakiis KMUBa, CIIBAPYKHSI.
Hictarm BincyTtHiii. MiMmiuHa iHHepBalisi CUMEeTpUYHa.
KoBTanus, ¢onaliss He mopyiuieHi. M’s30Buil TOHYC
3a10BiIbHUM, cuMeTpuuHuii. Xoaa He mopyiieHa. Cy-
XOXWJIKOBI peiekcH 3 HUXHIX XuBi, D = S, 3 BepxHix
KUBI, cUMeTpu4Hi. MoTopHa He3rpabHicTh, Xo/aa 3 efie-
MeHTaMu aTtakcii. IlaTtojioriudi ctonHi pedJekcu Bif-
cyTHi. YepeBHi pediekcu xui. KooparuHaTopHi nmpoou
BUKOHYE MpaBuJibHO. Po3manu yytauBocTi BiacyTHi. [1o-
pylieHb (yHKILif TA30BUX OPTaHiB HEMAE.

3araabHOKIIIHIUHI aHaJi3W KpOBi Ta cedi Oe3 Bigxu-
JIEHb.

MPT eonosnoeo mosky (1,5 T) 3 6/6 konmpacmy-
éanHam (puc. 1) — OimarepalbHO, CUMETPUYHO Yy Oi-
JIii peYOBUHI ITiBKYJIb MO3KY, IeII0 OiIbIIe Y JOOHMX i
TiM’SIHAX 9aCTKaX, a TAKOX Yy BCiX BiIaiJlax MO30JIMCTOTO
Tija Bi3yai3ylOThCs MOIIMPEHi 30HU MiaBuUIIeHHSI M P-
curHany Ha T2 ta FLAIR 6e3 o3Hak 06’eMHO1 1ii Ta Ha-
KOIIMYEHHS KOHTpacTy. M030J11CTe TiJIO HEPiBHOMiIPHO
CTOHIIIEHE Ha BCbOMY IIPOT3i (MiHiMaJbHO 10 2 MM).
MP-kapTuHa BianoBigzae o3HakKaM MeTabOJiuHOI Jeii-
Koauctpodii, iMOBIipHO, METaXpOMAaTUYHOI, TiMoreHesii
MO30JIMCTOTO Tija.

Yavpaszeykoee docaidicenns opearie uepesHoi nopoICHU-
HU: peaKTUBHI 3MiHU NapeHXiMU MEYiHKHU.

Enexmpokapoioepaghis (EKT): cuHyCOBUiA pUTM, He-
rnoBHa OJiokana npaBoi Hixkku nydyka [ica. EKI'-o3Haku
BaroTOHii, 4acTOTa CepleBUX CKOPOUEeHb — 62 yI/XB.
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PucyHok 2. lNMirmeHTHnii HeByc bekkepa y antuHun
3 MeTaxpomMaTU4HOIO sielikoancTpogietro

Enexmpoenyeghanoepagis. BucHoBOK: eninentudopm-
Ha aKTUBHICTb He BUsiBJIeHa. BupaxeHi 3MiHu Gioput™mi-
KM Y BUTJISIAL TillepCUHXPpOHM3AaIlii 3 TIepioAMIYHNIM yIIO-
BiJIbHEHHSIM KipKOBOI1 PUTMIKH.

BucHnosok meduurozo ncuxonoea: Npu OrJsi OpieHTO-
BaHUI MpaBUJILHO Y MiCIIi, Yyaci Ta BJIaCHili OCOOMCTOCTi.
YBara HecTiiiKa, TSKKO KOHLIEHTPYETHCS Ta Mepekoya-
€TbCS, BUIKO BUCHAXYETHCSI. MUCIEHHS YIIOBiIJIbHEHE,
orepallii aHali3y Ta CUHTE3y ociabyieHi. 3 TSKKIiCTIO BU-
NiJiss€ OCHOBHI O3HAaKM, 3 TSKKICTIO MPOCTEXYE JOTIUH
3B’S13KM MixX siBUIIAMU. [1amM’sITh 3HMIKEHA MepeBaKHO
3a paxyHOK 3amam’siToByBaHHs. BepOanbHUil iHTEIeKT
3HUXKEHUIH (3a naHuMu TecTy Bekcinepa). Takum unHOM,
Ha TIepIINii TUTaH BUCTYITAIOTh MOPYIIEHHST KOTHITUBHHUX
GYHKIII.

Koncyavmauyis depmamonoea. BUCHOBOK: MirMeHTHU
HeByc bekkepa.

BpaxoBytoun naHi aHaMHe3y, KJITiHIYHOTO 00CTEXEHHSI Ta
pe3ynsratiB MPT romoBHOro Mo3Ky, 0yJ10 3amimo3peHo Ha-
SIBHICTD Y XJIOIILISI METaXPOMATUYHOI JIeliKonucTpodii, mist
MiATBepIKEHHSI SIKOI MalliEHT OyB HaIlpaBJIeHUM 10 Meau-
ko-reHetnuHoro ueHTpy HACJT «Oxmataut» MO3 Ykpainu.

JIMTHHA KOHCY/IbTOBAHA TEHETUKOM, SIKWIA TiATBEpAUB
MoTepeHill AiarHo3 MeTaxpoMaTUUHOI JieiikoaucTpodii.

Ilpu depMeHTHOMY OOCHIIKEHHI BUSIBJIECHO pi3Ke
3HUXKEHHST aKTUBHOCTI apuiicyiabdaTtazu A — 10,2 HMoJb/
ron/mr 6inka (Hopma — > 71 = 1 HMoJb/Ton/Mr 6inka).

BpaxoBytouu ckapru, JaHi aHamHe3y, nepeodir 3axBo-
proBaHHs, naHi MPT rosoBHOTO MO3KYy Ta TéHETUUHOTO

JOCJIKEHHS (3BHUKEHHSI aKTUBHOCTI apuJicyibdarasu),
BCTAHOBJICHO MIiaTHO3 «MeTaxXpoMaTUIHa JIEUKOIUCTPO-
¢is1, 1oBeHiIIbHA (hopMa, aBTOCOMHO-PEIeCUBHUI THUII
yCITanKyBaHHS».

V BigmisieHHi XJIOMYMK OTPUMYBaB aHTUKOHBYJILCUBHY
(BaJpmpoaTr HaTpilo) Ta HEHPOMPOTEKTOPHY (IipalieTam,

Bitaminu BB, B ,, L-kapHiTtun) Tepariro.

BUCHOBKM

Po3BUTOK cydyacHMX TeXHOJOTi HelipoBi3yasi3aliii,
30kpemMa MPT romnoBHoro Mo3ky, 3HauHO IOKpallluB
NiarHOCTUKY HelipoaereHepaTUBHUX 3aXBOPIOBaHb, SIKi
paHillle yacTo 3aJMIIaJMCs HEPO3MiZHAHUMMU, mepedi-
ralouu mijg MackaMu NCUXiYHUX 3axBopiloBaHb. [IpoTe,
He3Baxkalouu Ha 3pocTtatouy pojib MPT y miarHocTu-
i geiikoguctTpodiit, MeToa KJIiHIYHOTO 0O0CTEXEHHS
Ta JAeTajJbHUI 30ip aHaMHe3y A03BOJISIIOTh MPABUIBHO
iHTepIpeTyBaTu OTPMMAaHi pe3yJbTaTU HeWpoBi3ya-
sizauii. Ponp kiiHinucTa mosisirae y MopiBHIHHI KJi-
HIYHOT KapTUHU MPOTPECYOUYOTro 3aXBOPIOBAHHS 3 BU-
sBjeHoto Ha MPT martosnorieto 6i10i pedyoBUHU MO3KY
Ta CBOEYACHOMY HallpaBJIeHHI MallieHTa Ha OioXiMiuHi
Ta reHeTU4YHi o0cTexXeHHsI. HaBeneHMiI HaMu BUITaJ0K
NIEMOHCTPYE CKJIAAHUM LIISIX, IKa MPOWIILIa TUTUHA 3
MEeTaxXpoOMaTUIHOIO JICMKOIUCTPO(PIi€I0 10 BCTAHOBIEH-
H$l IPaBUJIBHOIO AiarHO3Y, a TaKOX BaXKJUBIiCTh y3ro-
JIKEHUX Iiid MyJTbTUAMCIUIIIIHAPHOT KOMaHIM y CKJIafdi
HeBpoJioTa, Hellpopanioysiora Ta reHeTUKa y AiarHoc-
TUYHOMY TIPOLIECi.

KondaikT iHTepeciB. ABTOpu 3asBISIIOTH MPO Bil-
CYTHICTh KOHQIIIKTY iHTepeciB Mpu MiAroToBIli AaHOI
CTaTTi.
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KIT «XepcoHcKast AeTCKast OBAQCTHAST KAMHUYECKASt BOAbHMLIO», . XepPCOH, YKpanHQ

MeTtaxpomatnyeckas AeMKkoAnucTpodpus ¢ wmnsoPpeHonoA06HbIM AeBGHOTOM
(0630p AUTEpPATYPbI U KAUHUYECKUI CAYHQ)

Pe3iome. B craThe npuBeneHbl COBpEMEHHEIE ITPENCTABIEHUS 00
3TUOJIOTUH, TTATOTeHe3e, KIMHUYECKUX MPOSIBJICHHUSIX, MOIX0AaX K
JIMarHOCTUKE U JICYEHUIO PEIKOTO HeipoaereHepaTMBHOIO 3a00J1e-
BaHMSI U3 TPYIIIIBI JIM30COMHBIX O0JIe3HEN HAKOTUIEHUST — METaxpo-
MaTHU4eCcKoi JielikonucTpodun. Takke MPUBOIUTCS OMTMCAHUE KW -

HUYECKOTO CJTyvast IOBEeHMIbHOM (HOPMBbI METAXPOMATUIECKOM JIeki-
KoaucTpoduu ¢ 1e0I0TOM B BUIE MICUXUATPUUECKOTO 3a001eBaHMSI.

KnroueBbie ciioBa: neiiponerenepaTuBHble 3a001€BaHUA; K-
30COMHBIEC 00JIE3HU HAKOIUIEHUS; MeTaxpoMaThuyecKast JIeHKoau-
cTpodust
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Metachromatic leukodystrophy with schizophrenia-like onset
(literature review and clinical case)

Abstract. The article presents modern concepts of etiology, patho-
genesis, clinical manifestations, approaches to the diagnosis and
treatment of a rare neurodegenerative disease from the group of ly-
sosomal storage diseases — metachromatic leukodystrophy. A case

report of the juvenile form of metachromatic leukodystrophy with
schizophrenia-like onset is also presented.

Keywords: neurodegenerative diseases; lysosomal storage diseases;
metachromatic leukodystrophy
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