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Pesrome

Jletikooucmpoii — ye epyna eeHemuyHux HeupoOe2eHepamueHux 3axX60pI06aHs, AKi 6pAICAIOMb NEPeBaAN’CHO OLLY peuosuy
201061020 MO3KY. [lowupernicms netikooucmpodiil y ceimi ckaaoae 1:40-100 muc., npome, yi 3axeoprosants maroms pamanbHi
HACTIOKU OJIsL HCUMMISL, CePUO3HI NPOSHO3U 01 300p08’ st ma coyianvrol adanmayii. Ceped 6cix ¢opm neiikooucmpodii
npugepmac y6azy 05l NPAKMUKYIOUUX 1ikapie Memaxpomamuina neuxkooucmpois. Lle pioxicne cnaokoge 3axeopiosants 3 2pynu
JH30COMHUX X60POO HAKONUYEHHS 3 AYMOCOMHO-PEYECUBHUM MEXAHIZMOM YCRAOKY8AHHS NOPYULeHb 00Miny ainidie. [Ipuuunoro ¢
Mmymayis 6 eeni, wjo kooye ghepmerm ARSA, siocymricme abo deghiyum k020 npu3600Umsb 00 NOPYUEHHS PO3UeNTIeHHS Ninioie —
cynvpamis. Hacniokom € Hakonuuenns memaxpomamudnol ninionoi cyocmanyii y nepeosiii cucmemi (mienuni, neuponax, 2nii),
wWo npu3eoouUms 00 OUQy3Hoi demieninizayii.

Y emammi npeocmaeneno kainiunuil GUnadok cnocmepedicents 3a OUMUHOI S poKie 3 Memaxpomamuynolo 1etkooucmpogicrio.
Xnonuuk Hapoouscs 0oHoweHum. Bazimuicms ma nonozu nepebieanu 6e3 ycxkiaouensb. CimeliHa cnaokosicms He 00msdicena.
Ha npomszi nepuio2o poky scummsi (isudnutl ma nCUXoMOMOPHULL pO36UMOK OUMUHU 8i0N08I0aIU 6iK0OGIU Hopmi. [lebrom
3ax60prO6ants cnocmepieaecs ¢ 1 pix 2 micayi npu nepuiomy 36epHerHi 00 He8pono2a 3i ckapeamu 6AmvKie Ha NOPYULEHHS X00U
npu cnpoodi oumuHyu X00umu, yacmi nadinus, M’ 51308y 2iNOMOHII0 3 nopywennsm nocmasu. Ha npomssi opyeoeo poxy sicummsi
OUMUHA TIKYBANACS 8 HEBPONIOZIYHOMY 8I00LIEHHI 3 NPUBODY YepedpalbHO20 CHACMUYHO20 napanapesy. Y 36’ 3Ky 3 HeeqhekmueHuM
JUKYBaHHAM Oumuna nHanpasiena na oocmedicerist 6 HIJCJI MO3 Yrpainu «KOXMATTHUT», 0e na nidcmagi Meouxo-2eHemuiHo20
mecmysannsi ma MPT 201061020 MO3KY gucmagienuil diachos: «Memaxpomamuuna 1etikooucmpodis, nizus ingpanmunvua gopma.

B anammnesi 3axeoproganns nicia 2-x pokie nouanocs piske no2ipulents HympumueHo2o cmamycy — nopyuieHHs QyHKyii
JUCYBAHHS A KOBMAHHS 3 Nepexo0oM 3 4-x poKie 00 30H006020 eHMepaIbHO20 Xapyyeanns. Bpaxoeyouu nasenicms 0inko6o-
enepeemuunoi neoocmamnocmi I cmynens 6 5 poxie — saea 9800 2 (deiyum 42 %), nposedeno pospaxynok 006060i nopmu
eHepeii ma OIIKY i3 3aCMOCYBAHHAM JIKYBAIbHOI CyMIiLi 3 NiOGUWEeHUM BMICTOM OIIKA Ma eHepeil, uo npu3eeno 00 NO3UMUEHOL
ounamiru 36inbwenns eazu (3a 6 mic. npubaexa 6 maci mina 1 k). B dunamiyi saxeopiosanis 6 5 pokis enepuie 3’ AGUIUCH
2EHePANi308aHI HANAOU CYOOM, 3 NPUBODY Y020 0OZPYHMOBAHA NPOMUCYOOMHA MEPANIs, KA NPU36end 00 NO3UMUBHOT OUHAMIKUL.
Opeaniz06ano HeoOXIOHICMb HAOAHHSA NATIAMUBHOT 0ONOMO2U OUHUHI MA NCUXONO02IUHA NIOMPUMKA CIM’T i3 30/yUeHHAM

Midicoucyuninaproi komanou gaxieyie (Hedpono2ie, ncuxono2ie, peabinimonozis).
Knrouoei cnoea: nizocomni x60podu nakonuuenns; Memaxpomamuyna 1eiukooucmpois; 0iaznocmuka; naiiamuena

odonomoza.

BcTyn

JletikogucTpodii BiZTHOCATHCS 0 cragkoBUX opdan-
HUX (PiZKICHUX) 3aXBOPIOBAHb, SIKi HE YBINIILTH 10 CITHCKY
CKpHHIHT-J[IaTHOCTHKHU B YKpaiHi Ha eTari ChbOTOICHHS.
[Momupenicts nefikoaucTpodiit y cBiTi HeBenuka (ckiamae
1:40000-100000), ripoTe 11i 3aXBOPFOBAHHS HAHOITBII HEKEPO-
BaHi, MalOTh POTPECYIOUHI IepeOir 3 ypaKeHHSIM OCHOBHIX
(yHKIIIH HEPBOBOI CHCTEMH, 1110 IPU3BOANTH 10 (paTaTbHUX
Haciakis. Bee e Bu3Hauac HeoOX1IHICTh CBOCYACHOTO BCTa-
HOBJICHHS [IIarHO3Y, B TIEPIIy Yepry, IJIsl POIMHHI XBOPOTO,
1100 1m030aBHUTH 11 BUTpadyaHHS 9acy Ha Hee(heKTUBHE TOPOTe
TiKyBaHHsI 6e3 IPaBIIBHOTO mMiarHosy» [1, 2].

JletikomucTpodii (uCMieTiHi3y0Ui 3aXBOPIOBAHHS) — I1€
rpyrna reHeTHYHHUX 3aXBOPIOBAHb, SIKI BPAXKAIOTh IIEPEBAKHO
6ity pedoBHHY (HEPBOBI BOJIOKHA a00 aKCOHM) IEHTPATBHOT
HEPBOBOI crcTeMu (TOJOBHUIA Ta CTUHHMI MO30K). [Topy-
LICHHS] CHHTE3Yy 3aXHUCHOTO IOKPHUTTS HABKOJIO HEPBOBUX
BOJIOKOH (MieniHy) — i € nefikomguctpodist. Jleiikoguctpodii
OXOIUTIOIOTh IIMPOKUI CIIEKTP CHaJKOBUX HEHpOAETreHepa-
TUBHUX 3axBoproBaHb. CydyacHa kimacudikarlis JIeHKoan-
cTpodiit 6a3yeTbcs Ha 0COONMBOCTSX MAaTOTEHE3Y, a caMe,
TIePEeBAYKHOTO ypa)keHHs IEBHOTO KOMITIOHEHTY 011101 pedo-
BunH [3]. Buninsarors: mieninomnarii (BHaCTiIOK TUIUTY
MieniHy a0 ONiroMeHAPOIHTIB); JeikoaucTpodii 3 Ba-
KyOIi3ami€io MieTiHy; aCTpOIUTONATI{; JIeHKOaKCOHOTIATIT;
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Mikporionarii Ta Jieliko-Backysosonarii. Koxkna kareropist
neiikomucTpodiii Mae BiIMIHHI KITIHIYHI, 010XIMIYHI, TTATO-
JIOTIYHI Ta PaioJoriuHi 0COOTMBOCTI.

Cepen Bcix opm Jeiikonuctpodiii mpuseprae ypary
JUTSl IPaKTHKYIOUHUX JIKapiB METaXpoMaTH4Ha JISHKOUCTPO-
bist (MJIJT), sika € THITOBMM 3aXBOPIOBAHHSIM 3 YPAKCHHIM
Mi€eNiHy y BUDISLI ieMientini3anil. MeraxpoMariudyHa JIeHKo-
nuctpodis (arrm. Metachromatic Leukodystrophy-MLD) —
1Ie PIIKICHE CIAaJIKOBE 3aXBOPIOBAHHS 3 TPYIIHN JII30COMHHUX
XBOPOO HAKOITUYCHHS 3 Ay TOCOMHO-PEIICCHBHIM MEXaHI3MOM
yCHaAKyBaHHS NOPYyIIeHb 0OMiHY JinifiB. [HIIi Ha3BM 3a-
XBOPIOBaHHSI: Cy/Ib(GaTuAHUMN JiMiio3, cuuapoM I pindinsaa,
xBopo6a [losnbira, xBopoda ['enHebepra, cunapom Ilonbira-
Binsmoscki-I'ennebepra [4, 5]. Yei Hassw 11iel xBopobu oT-
pUMaHO Ha YecTh JIKapiB-HEBPOJIOTIB Ta IICHUXIaTpiB, SKi
ONMCaJIM CIMEIHI BUTIa/IK! 3aXBOPIOBaHHS. TepMiH «IeHKOIU-
crpodis» BIiepliie 3aIpoIoHyBaIN HIMEIIbKI HeBposiorn Maxkc
binbioscki Ta Puyapa lennedepr y 1928 p. i nocnignuku
3aPOIOHYBAJIH 1 TIepITy Kiacu(ikailito, 3aCHOBaHy Ha KJIi-
HIYHUX, TATOMOP(OIIOTYHUX 1 MICTONOTYHUX KpuTepisx. Tep-
MiH «METOXPOMATHYHA» 3aCTOCOBYEThCS JUIS ONUCY 3pa3KiB
TKaHWUHH (TiCTONOTIYHUX CTPYKTYP), sKi (hapOyroThCs B KO,
HE BJIACTHBUII 1IbOMY OapBHHKY. Ha BinMiHYy, TepMiH «OpTO-
XpOMaTH4yHa» 03Ha4ae (papOyBaHHs TICTOJIOTTYHUX CTPYKTYP
B TO#1 7K€ KOJTIp, 110 1 BUKOPHCTOBYBAHHH /IS [IbOTO OapBHUK.
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[prunroro MJIJ] € MyTarrist B TeHi, 1[0 pPO3TAMIOBAHUHA
Ha JJOBromy ruiedi 22-i xpomocomu (22013.31-qgter) a6o npu
HEJIOCTAaTHOCTI O1IKa-akTHBaTopa CIrHOMIMiIIB — Ha KOPOT-
xomy turedi 10-1 xpomocomu (10021-922), 1o koaye dep-
MeHT apuincynbdarazy A (ARSA). [eHeTnyHa MyTaIlist pu-
3BOAMTH JI0 BiZCyTHOCTI abo medimuty pepmenty ARSA,
SIKF BiJITIOBITa€ 32 PO3MICTUICHHS JIITiTiB-CYTb(aTiB, TAKIX
SIK iepedpo3ua-3-cynpdar adbo 3-O-cymborarakrosiiie-
pamij 10 ranakTonepedpo3uIy Ta cyabdary. Hacmigkom €
M1aTOJIOTIYHE HAKOMMYECHHS! METaXpOMaTHYHOI — pearyoJoi
nimiHol cyOcTaHil y HepBOBill cucTeMi (MieniHi, Heipo-
Hax, i), [0 NPU3BOAKTH 10 Au(y3HOT AeMieniHi3arii
MEPEBAXKHO Yy MIBKYJSX BEJIMKOTO MO3KY, NP IIbOMY Cipa
pedoBHHA He ypaxaeTbes [1-2, 4].

[Tpu MJIJ1 nemieninizarist nepudepuaHIX HEPBIB BH-
KITMKA€ CEHCOMOTOPHY IOJIHEBPOIIATIiIO, TIOPYIICHHS XOAN
1 aTaKciro. TAKOX JIMIU-CYIIb(aTH HAKOTMYIYIOTHCS B HIITNX
TKaHWHAX OPraHi3My (KOBYOBHBIJHHX MPOTOKAX MEUiHKH,
JKOBYHOMY MIiXypi, ICUiHIIi, IiJILTYHKOBIH 311031, S€YHU-
Kax, o4ax, JUCTAJIBHUX KaHAJBISIX HUPOK, JTiM(aTHIHUX
By3nax, 3yOHii mynemi) [6,7]. Kniniuna kapruna MJIJ]
BapiabiipHA, IO OB’ SI3aHO 31 3HAYHUM MOIIMOP(iZMOM
reHa, mo xoxye pepment ARSA. o rpymu MJIJL BXoasTh
5 anenpHux opm: 1-a—mizHs iHdanTIIEHA (cHHIPOM [ piH-
¢binna) — HanbLeI mommpena (y 50-60 % Bunazakis), 3 ne-
6rotoMm B mepii 1-2 poku XUTTS; 2-a — FOBEHUIbHA (hopMa
(xBopoba Iosnbia) —y 20-30 % Bumnaxis, 3 1e0OTOM y Billi
4-16 pokiB, TOYHHAIOYHCH 3 MTOPYIICHb XOIU, EMOIIHHUX
1 HOBEAIHKOBUX PO37a/IiB; 3-a— opma J0pOCIuX (CHHAPOM
BaH borapra-Hiccena-I1daiiddepa) —3ycrpivaerbes piaxo,
3 gebrotoM y 16-60 pokiB, XapakTepu3yeThes 3p0CTAIOU0I0
JIEMEHIII€10, aTaKCi€l0, OMIHSHPOATIEF0, ICHX03aMH, aTpo-
(iero 30poBHX HEPBiB; 4-a —YacTKOBa HEJOCTATHICTB Iepe-
Oposuacynbgarasu; 5-a — ICeBIOHET0CTATHICTD ApHIICYIb-
¢darazu A — CHHAPOM, IIO0 XapaKTEPHU3YETHCSI BUPAKCHUM
3HI)KEHHSIM aKTHBHOCTI (pepMeHTy apuiicynbdarasu A mpu
BIZICYTHOCTI KJIiHIYHUX nposiBiB [3].

Kniniyna giarnoctuka Beix ¢opwm neikoauctpodiit 3a-
JIMIIAETHCS CKIIQJHOIO TIPOOIEMOI0, TaK SIK 11l XBOPOOH I1e-
peOiraroTh i KINIHIYHIMHI MAaCKaMH 1HIINX HEBPOJIOTTYHHX
Ta MCHUXiaTpUIHUX po3naaiB. Y xiteir MJIJ] moxe nepe6i-

TaTH MiJ] JiarHO3aMH: Tinporedatis, Meranomedatis, CHMII-
TOMATHYHA CIIJICIICisl, TUTAYUHN 1epeOpaTbHUi mapanid
a0o rcuxiaTpuyHi 3aXBOPIOBAHHS (30KpeMa, MU30(ppeHist)
3 IPOrPECYIOYNM TSDKKHUM Iiepedirom. MJIJ] moxe Oyt 3a-
TTiI03peHa Y TAIi€HTIB 13 TPOTPeCyIOYNMHA HEBPOJIOTTIHIMHI
MOpYIICHHSIMU. BaXKJTMBUM METOJIOM ISl HIATBEPXKEHHS
JiarHo3y € MarHiTHo-pe3onancua tomorpadis (MPT) ro-
JIOBHOTO MO3KY, KOJIW Y TUIIOBUX BHIIaKaX XBOPOOH BHUSIB-
JISIOTHCS AM(Y3HI CUMETPUYHI TilepiHTEeHCHBHI BOTHHUINA,
MIEPEeBaKHO Y TiM SHO-TIOTHJIOYHHUX IisHKaX 0inoi pedo-
BUHH, SKi 3TOZIOM ITOIIUPIOIOTHCS B HANPSIMKY JIOOHUX [i-
JISTHOK, MO3OJIUCTOTO TiJla Ta IEPUBEHTPUKYIAPHOT 01107
pedoBrHu. Ocratounuii niarHo3 MJIJ] BcraHOBIIOETCS 32
JIOTIOMOTOI0 MOJICKYJISIPHO-TEHETUYHOTO TECTYBAHHS, SKE
BUSIBIISIE MYTAIlif0 TeHa, 1o koxye hepment ARSA [1, 5].
Ha cyyacnomy etami MJI]/] BBaka€ThCsi HEBUITIKOBHIM
3aXBOPIOBaHHAM i3 (haTamsHUM mepediroM. IcHye nekimpka
MIXO/IIB 10 JIIKYBaHHS, SIKi 3HAXOSATHCS I1IC HA CTaIil po3-
POOKH: TpaHCIIAHTALSI KICTKOBOI'O MO3KY IEPEBaXKHO €
KOPHUCHOIO Y TAIIEHTIB 3 gopocioro Gpopmoro MJI/I, 3acto-
cyBaHHsI pekomOiHaHTHOTO (epmenty ARSA (mpemapar
JUTsL 3aMicHOI Teparmii «MeTtasum») abo Me3eHXiMaTbHUX
CTOBOYPOBHX KIJIITHH, Tepallis HalpapJjcHa Ha 3MEHILICHHS
CUHTE3Y C(IHTOIIIIIB 32 TOTIOMOTOI0 HEMPSMOTO Bapda-
piHy, @ TAKOX I'eHHA Teparlis, HalpaBJieHa Ha BYXUBJICHHS /10
OprasizMy HOpPMaJIbHOTO TeHy, sikuii koaye pepment ARSA,
3amicTh JeeKTHOTO (TecTyeThest Ha TBapuHax) [8, 9, 10].

KniHiuHun Bunagok

VY crarTi npencTaBiIeHo BIACHUI BUIAIOK CIIOCTEpe-
KEHHS 332 TUTHHOIO 5 pokiB 3 MJI/I, axuii motpedye Ha
ChOTOZICHHSI MaiaTUBHOI gonomoru. Xiomuuk O. 5 pokis,
HapOIMBCS Big 2-i BariTHOCTI, 2-X MOJOTiB, Ha 38 THXHI
npupoxuuMm nuisxoM. Bara 3400 r, 3pict 51 cm. Jlana Ba-
TITHICTB Ta Moyiory nepebdiranu 6e3 yckiaaaHeHb. Janii
BariTHOCTI IepeayBaio Oe3IIi A, He3BAKAIOUH Ha TIEPIITy
BaritHicTh B 16 pokiB (lonbka 23 pokw, 310poBa). Jluruna
BiZI pyroro nuto0y, 0axkana. CraKkoBicTh B ciM’i He 00Ts-
xeHa. Ha npors3i nmepiioro poxy suttst Gpi3u4Hui Ta 1cu-
XOMOTOPHUI PO3BUTOK IUTHHH Bi/IITOBIIaIH BIKOBill HOpMi
(puc. 1). 3 HapOMKEHHS — Ha MITYYHOMY BUTOJIOBYBaHHI.

Puc. 1. Bik go 1 poky
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B 1 pik 2 micsitii 0aTbKy BIiepIiie 3BepHYIIHCS 38 KOHCYITb-
TaIi€lo 10 HEBPOJIOTa 31 CKapraMy Ha MOPYIIEHHS XOH MU
crpo0i INTHHU XOAWTH, TIPH XOJIi BITUPAETHCS HA MEPEaH]
BIJUIUTH CTOIIH, YaCTi A iHHS, M’ s[30BY TIMIOTOHIIO 3 TTOPY-
IIEHHSIM TTOCTaBH. Y 3B’5I3KY 3 JaHUMH HEBPOJIOTTYHUMH T10-
PYLICHHSIMH TUTHHA Ha MTPOTS31 IPYTOro POKY KUTTS HEOAHO-
Pa3oBo MPOXOHIIa OOCTEKEHHS Ta JIIKYBaHHs B HEBPOJIOTiU-
nomy Bijminenni KHIT «Mickka autsaa mikapsst Ne 5 3MP»
M. 3anopixoks. Ha mifcraBi KOMITICKCHOTO JIa00paTOpHOTO
Ta iHcTpyMeHTansHoro obcrexxeHHs (EXO-EIL MPT ronos-
HOTO MO3KY Ta HIMIHOTO, MONEPEKOBO-KPH>KOBOTO BiJILTY;
enekrpoMiorpadis: enekrponelpomiorpadiuHi maTepHH 1o-
MipHO BHPa)KEHHX PO3MIpiB (AKCOHATBHHUX) Y HEPBaX HIKHIX
KIHI[BOK (3@ paxyHOK ITi/IBUIIICHHS JTATEHTHOCTI aMILTITyIN
M-BiAMOBI/Ii), IOMiIHYIOTh CIIACTHYHI SIBHUIIA B M’s13aX) OYB
BUCTaBIEeHUH JiarHo3: LlepeOpanpHuii ciacTHIHMIA Maparia-
pe3 (Ha doHi neiikomucTpodidHoro nporecy?). JAntiHa oTpu-
MyBaJa JIiKyBaHHS: HelpoMmiauH, Hykieo LIMB, Bitamin B1,
KapyioHat. PexoMeH10BaHa KOHCYIIBTAIlisl TCHETHKA.

VY 2 poku nutrHa Oyita HanpaBIieHa Ha o0cTexxeHHs B Ha-
LHiOHAJBHY ANUTAYY crienianizoBany jikapHio MO3 Ykpainn
«OXMATUT». Ha mincrasi oocresxenss — MPT romoBHOTO
MO3KY BUSIBIICHHSI BEJIMKOTO CHMETPUYHOTO ypaKeHHsI 011101
peYoBHHHU 000X reMicdep MO3Ky Ta MO3OJIMCTOTO Tilla, JaHO
3axsmrodensst: MJI/] 3 Hait6iboro BiporiaaicTio. OcTarouHuii
niaraosz MJIJ] OyB minTBepmKeHUI Ha TiICTaBi MOJICKYIISIPHO-
reHeTHYHoro tectyBaHHs. Kiiniuna opma — mizHs iHdaH-
tiibHa (cunapoM ['pindinga). Ha mpotsasi 1 micsig 3Haxo-
JOKCHHSI B KJTiHII «OXMaTIUT» JUTHHA BTPATWIA 4 KT Bard.

[Ticnst 2-X pokiB movasocst pi3ke MOTipIICHHS HyTpH-
THUBHOTO CTaTyCy — HOpYIIEHHS (yHKII{ )KyBaHHS Ta KOB-
TaHHS 3 IEPEX0/IOM Y 4 POKH J0 YaCTKOBOTO 30HJIOBOTO
SHTEPAJILHOTO Xap4yyBaHHsI, 10 IPU3BENO JI0 PO3BUTKY
6inkoBo-eHepreTuuHoi HenocrarHocTi (BEH) III ct. Bara
MUTHHU B MuHaMimi: y 2 poku — 12 kr, y 3 poku — 10 k1, y 4
pokn —9,5 k1, y 5 pokiB — 9,8 kr. 3 3 pokiB ANTHHI BrepiIe
NpU3HAYeHa JiKyBaibHa cymim Peptamen Junior, ane HeoO-
XiJJHOT IO3UTHUBHOI TUHAMIKHU HE criocTepiranocs (puc. 2).

Puc. 2.

[pu nmocrymnenni qutnan y KHIT «Mickka autsda -
kapHs Ne 5» 3MP vy Bini 5 pokiB autuHi 3 BEH 111 ct. H=amu
OyII0 IPOBEIEHO PO3PAXYHOK H0OOBOI HOPMHU €Heprii Ta
6iyky, 3rigHO €Bporneiichknx pekomenartiii (puc. 3). lo6osa
HOpMa Kayopiit ckiana 1532, no6oBa Hopma Oinka — 18,6 .
XapuysanHus apobHe — 10-12 pazis Ha 100y; 80 % — eHre-
paspHe 30H10Be XapuyBaHHs, 20 % — opajibHe Xap4yBaHHS
(romorenHa koHcTuTeHIs). JlikyBamsHa cymint — 100 Mt x
8-9 paszis na 106y (800-900 xkan). [HImi poxyKTH Xapuy-
BanHs (Kalir, OBOUEBE IMope, M’SCo, prOa, SIS B OEHAHHI
3 cymitmro (400-500 kkair). B SKOCTi TOYaTKOBOI JIIKYBaIBHOT
cymitmi 3actocoBaro Hytpini (Hecte) — pinka popma, mami
3 TIepexonoM Ha cyxy (opmy — cymimn Hytpizor-Tlaynep, sixi
MAarOTh BHCOKHI BMIiCT OiTKa Ta eHeprii. 3a 3 MicsIIi TiKyBab-
HOTO Xap4dyBaHHS TUTHHA HaOpana y Ba3i 4 xr 200 .

Puc. 3. PospaxyHok [o60Boi HOpmu eHeprii Ta 6inky
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3 aHaMHe3y JKUTTS: micis epereceHoi B kinti 2020 porri
KOopoHOBipycHOi xBopobu (Covid-19), nuTrHa MocTiiHO
XBOpi€ Ha PelUIUBYIOU] iHQEKIIT BEpXHIX Ta HIKHIX JTU-
XalbHUX NUIAXiB. Bripomorxk 2022 p. 3HaX0nWBCS Ha CTa-
IOHAPHOMY JIIKyBaHHI 3 MIPUBOJIY 3aTSHKHOTO Tepeodiry
ro3ajikapHsHoI cermeHTapHoi maeBMoHii 3 BOC ta IH
2ct. CynyTHIiH iarHO3: rocTpa Bupaska nulynuun 12- tn
a0l KAIIKK, TeMOpariaHii racTpHUT, €pO3UBHUM €30(arit.
VY 2023 p. (mutuHi 5 pokiB) NOTpanuB y BiIUIICHHS peaHi-
Marii Ta iIHTeHCHBHOI Teparlii 3 TOHIKO-KJIOHIYHUMH Cy/10-
MaMH, SIKi TIPOSIBUIINCS BIIEPIIE, 3 MOPYIICHHAM JMXaHHS
Ta CBIZIOMOCTI Ha Ui ITiIBHILCHHS Temieparypu 10 37,7°C.
[Ticas crabinmizamii cTaHy MepeBeACHNN y HEBPOJIOTiUHE
BinmirenHs KHIT «Micbka nutsda mikapas Ne 5 3MP» wm.
3anopixoks Uit 00CTEXKEHHS Ta MMiI00py MPOTUCYIOMHOT
Teparii. BuctaBnenuit giarao3: CHMITOMaTHYHA SIUICTICIS,
TeHepalizoBaHi Hamau. [Ipu3HadcHe JTiKyBaHHS: JICTaKiH,
KapOaMa3eriH, KJIOHa3eTaMm.

VY TenepimHiil yac TUTHHI 5 pokiB 9 Mic., 3HAXOTUTHCS
TiJT CIIOCTEPEKEHHSM JIiKapiB B JOMaMIHiX ymoBax. OTpu-
MY€ CUMIITOMaTHYHE JIIKYBaHHS Ta JIIKYBaJIbHE XapuyBaHHSI.
Cran qutunu crabinpuuii. Bara—19 xr 500 r (3a 9 mic. —
npubaeka 9 kr) (puc. 4). Cynom 10 TenepilHboro yacy He
CIIOCTEPIraeThesl.

Beranosnennst autuni giarnosy MJIJL, 6e3ymoBHO, €
TSDKKOIO TIOJIEI0 HE TIJIBKY ISt POAMHH, ane i Juisd Meaud-
HUX TPaliBHUKIB, 110 OMIKYIOTHCS Heto. CydacHa MeTUIIMHA
HE JI03BOJISIE BITHOCUTH 1€ 3aXBOPIOBAHHS JI0 KypaOeIbHHX.
3aBnaHHs JIiKapiB, HE TUTHKH MTEiaTPiB, B IIEPITY YEPry, AU-
TSIYMX HEBPOJIOTB, 3aITiI03PUTH 1€ 3aXBOPIOBAHHS Y ANTHHA
3 HETUTIOBOIO KapTHHOIO YPa)XKEHHsI HEPBOBOI CHCTEMHU abo
TIPY BiZICYyTHOCTI €(eKTy BiJ] MPU3HAUYCHOTO JIKyBaHHS, Ta
CBOEYACHO PO3IOYATH IarHOCTUYHHH TOIyK. J{iTh 3 TakuM
3aXBOPIOBAHHSM ITOTPEOYIOTH MOBHOLIHHOT MAJIIaTHBHOI J10-
TIOMOTH, sIKa BKJIFOYA€E HE TUTBKH CIIOCTEPEKEHHS 32 XBOPHM
Ta MOBHUH JIOMVIS 32 HOTO TIJIOM, ajie # po3paxyHOK Xap-
YyBaHHS 33 KAJIOPIMHICTIO Ta CUMIITOMAaTHYHE JIIKyBaHHS,
SIKI MOJKYTB ICTOTHO ITOJOBKHTH XKUTTS. AJie HEOOXITHUM €
TICHXOJIOTIYHA MiITPUMKA CiM T IIPH MPOBEACHHI MaJliaTHB-
HOI JIOTIOMOTH 13 3aJTyYeHHSIM MDKANCIUILTIHAPHOT KOMaHIN
(axiBLiB (HEBPOJIOTiB, IICUXOJOTIB, PeabiTiTONOTIB).

NMiTepatypa

Puc. 4.

Hagenenuii Hamu Bunajgok aemMoHcTpye, mo MJIJ] mo-
TpeOye T0CTaTHBOI IHPOPMATHBHOCTI MENIaTPUIHOT CITLITb-
HOTH JUISI CBOEYACHOT MIarHOCTUKH Ta HEOOX1QHOCTI CTBO-
PEHHS TIPOCTOPY AL OOMiHY JOCBIIOM MiX JKapsMH Ta
POIMHAMH TAII€HTIB, aKTHBHOTO iX 3aTy9eHHs 10 00TOBO-
peHHS IpodIieM miTel 3 OppaHHUMHU 3aXBOPIOBAHHAMH Ha
JIepyKaBHOMY DiBHI.

Barpku nutHE Hajganu iHGOPMOBaHY 3TOAY IIOIO ITy-
Orikamii JaHOTO KIIIHIYHOTO BUITAJIKY.

KoHdonikT iHTepeciB: BiacyTHiii.

Oxepena cdiHaHCyBaHHA: camodiHaHCyBaHHS.
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Summary.

Leukodystrophy is a group of genetic neurodegenerative diseases affecting mainly the white matter of the brain. Spread of
leukodystrophies in the world is 1:40-100 thousand, however, these diseases have fatal consequences for life, serious predictions for
health and social adaptation. Among all forms of leukodystrophies, metachromatic leukodystrophy attracts the attention of specialists.
It is a rare hereditary disease from the group of lysosomal storage diseases with autosomal recessive inheritance mechanism of lipid
metabolism disorders. It is caused by a mutation in the ARSA gene, the absence or deficiency of which leads to impaired degradation
of lipids — sulfates, which results in accumulation of a metachromatic lipid substance in the nervous system (myelin, neurons, glia),
leading to diffuse demyelination.

This article describes the case history of a 5-year-old child with metachromatic leukodystrophy. The boy was born at term. Pregnancy
and delivery were without any abnormalities. The family heredity is not burdened. During the first year of life the child’s physical and
psychomotor development corresponded to the age. The onset of the disease was noticed at the age of 1 year and 2 months during the
first visit to the neurologist, when the parents complained about gait disturbances when the child tried to walk, frequent falls, muscular
hypotension with postural disturbances. In the second year of his life, the child was treated in the neurology department with the diagnosis
of cerebral spastic paraparesis. Due to the ineffective treatment, the child was referred to the National Specialized Children’s Hospital
of the Ministry of Health of Ukraine <OKHMATDY T» for examination, where he was diagnosed with metachromatic leukodystrophy,
late infantile form MPT on the basis of medical-genetic tests and MRI of the brain.

In the past medical history, since the age of 2 years the child’s nutritional status has significantly deteriorated — impairment of
chewing and swallowing functions, and since the age of 4 years the child has been prescribed nutrition through a feeding tube. Taking
into account the fact that at the age of 5 years the child suffered from protein-energy deficiency of the III stage (total weight was 9800 g),
the doctor calculated the daily energy and protein intake with the use of therapeutic high-protein and high-energy mixture, due to which
the child gained weight (he gained 7 kg in 6 months). In the course of time, at the age of 5 years, epilepsy with generalized seizures
was diagnosed for the first time and anticonvulsant therapy was prescribed and showed positive dynamics. The doctors discussed the
need for palliative care for children with this pathology and psychological support for families, involving an interdisciplinary team of
specialists (neurologists, psychologists, rehabilitation therapists).

Key words: Lysosomal Storage Disease; Metachromatic Leukodystrophy; Diagnostics; Palliative Care.
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