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Pe3rome. XBopoba Ilemineyca-Meprbaxepa — piakic-
HE cHajgkoBe X-3ueIUIeHe peLecHBHE AeMieNiHi3yloue 3a-
XBOPIOBAaHHS LIEHTPAILHOI HEPBOBOI CHCTEMH, IO KIIHIYHO
NIPOSIBIISIETBCSL  HICTAarMOM,  CIIAaCTUYHOIO  TETPAILIETIEo,
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nino¢iniH, reH, HicTarM, JiTH.

aTaKCI€I0 Ta 3aTPUMKOIO ICHXOMOTOPHOT'O PO3BUTKY.

XBopoba Ilenineyca-Mepribaxepa — maroJoris,
omrcaHa HiMenpKuMH HeBpojoroM F. Pelizaeus
(1885) Ta TmcuxiaTpoM 1 TATOJOTOAHATOMOM
L. Merzbacher (1910), € cmragkoBoto ¢opmoro crac-
TUYHOTO IepeOpalbHOrO Tapaiidy, BUKIMKAHOTO
aruTas3iero miaKipKoBOi 01101 pEYOBUHU BEIUKHUX ITiB-
KyJIb TOJIOBHOTO MO3KY 3 JIEMi€JIiHI3aIli€f0 HEPBOBHX
BOJIOKOH [2]. Tun ycmaaxkyBaHHS — X-3ueIUICHHH
PEICCUBHU, a TOMY 3a3BHYail XBOPIIOTh OCOOH HO-
JIOBIYOT CTaTi.

OCHOBHMM KOMIIOHEHTOM MI€JIIHY HEPBOBHX
BOJIOKOH TOJIOBHOTO MO3KY € NPOTEOJINMiIHUI mer-
g (PLP 1), abo ninogimin. [laToreHeTHaHOIO TIpH-
YHHOIO TirmoMieninizamii mpu xBopobi [lemimeyca-
Mepubaxepa € MyTaris reHa, skaii koaye 0inox PLP
1. T'en po3ramoBanwmii y Xq 22.2 xpomocomi. Haitua-
CTimuM nedeKToM, KU Tpamiterscs y 50-70 %
BHIIA/IKIB 3aXBOPIOBAHHS, € AyIUTIKalis reHa PLP 1,
y 10-25 % — crualiciHr Ta TOYKOBI MyTarii [5, 9].
Hedinur PLP npu3Boauth 10 mopylieHHsS cTaliib-
HOCTi MIEJTIHOBHX MeMOpaH HEPBOBUX BOJIOKOH TO-
JIOBHOTO Ta CHMHHOTO MO3Ky. [IpoTe moBHa BincyT-
HicTh PLP, moB’s13aHa 3 nenerieto reHa, Ipu3BOAUTh
JI0 PO3BUTKY J0OpOsIKiCHOT (opMu mepediry 3axBo-
proBaHHs [5, 10].

Kimacmana ¢opma xBopobm Ileminmeyca-
Mepmoaxepa (I Tum) XapaKTepH3yeTbCS BOTHHIIIEC-
BOIO TilO- Ta TUCMIENiHI3aAIE (TUTPOITHUN THM),
npu Il Tumi crnoctepiraeTbcs MPaKTUYHO TOBHA Bij-
CYTHICTb Mieminy [1, 4].

[lepiii HeBpoONOrivyHI MPOSBU 3 SBISIOTHCS Y
Billi 4-6 MicaiB. JJo HUX BiTHOCATH HiCTArM, TPEMOP
TOJIOBH, TIOPYLIEHHS MOBH, CIIACTHYHI Mape3u Ta
napaiivi, 4acto OyBae arpodis JUCKy 30pOBOTO HEp-
Ba, BiJICTaBaHHA Y IICUXOMOTOPHOMY PO3BHUTKY [1, 4,
6]. Kumimiuna xkaptuHa xBopoOm Ilemimeyca-
Mepmdaxepa MOKe BapiloBaTH BiJ TSDKKAX HEOHATa-
JHHUX BUMANKIB JO BiTHOCHO «M’SKHX» IOPOCIHX
¢opm [3]. o 6-pidHOro BiKy 3aXBOPIOBAaHHS IPO-
rpecye MBHIKO, Y TOAATBIIOMY Hepedir CIIOBITbHIO-
€ThCA 1 CTaH OITEH MOJKE 3QIHINATHCS CTAOIILHUM.
Jlo mi3HIX CHMIITOMIB BIAHOCATHCSA I1HTEHLIHHUI
TPEeMOp, MacKOMoAiOHe 00JIMYYs, XOpPEOaTeTO3HI
rinepkiHe3u, BiJICYTHICTh Y€peBHHUX pedliekciB, ma-
pe3 M’si3iB CHMHM, Tasa, TpodidHi 3MIHM cKenera y
BUTJISIJII OCTEONOPO3y Ta octeoMasinii. Enexrpuyna
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30y/UIMBICTE M’SI3IB 3QJIMINAETHCS HOPMAJIbHOIO. 3
4acoM HapOCTa€, NPOTE HEBHPAXKEHO, 3HIDKCHHS
inTenekTy. YyTmBicTs i poboTa ciHKTEepiB HE CTpa-
KIaroTh [7, 8].

3a mannmu OMIM (aBtop Cassandra L. Kniffin),
JI0 TIEPETiKy TUMOBUX KIIHIYHUX O3HAK 3aXBOPIOBAH-
Ha Ilemineyca-Mepiibaxepa BiIHOCATBCS MiKpoIe-
(auisi, MOpyIIEHHS CIIyXy, 3HIXKEHHS a00 BIACYT-
HICTh BUKJIHMKAHHUX CIyXOBHX MOTEHIIIAIIB, POTATOP-
HUI HicTarM, aTpodis TUCKY 30pOBOTrO HEPBA, TUXa-
JIbHI PO3JIa/IN Y BUIIISLAL CTPUIOPY, HEKOHTPOJIbOBaH1
KOJIOBI PyXH T'OJIOBOIO, TillO- YU aTOHIs M’S3iB, TiMo-
g apedIeKcis, aTakcisi, CIaCTUYHICTh M sI31B KiHIIi-
BOK, IpOTpecyrodi MipaMigHi Ta MO30YKOBiI TOpY-
IICHHS, TUCTOHIs, XOPE0aTeTo3, 3aTPUMKa IICHXOMO-
TOPHOTO PO3BUTKY Ta pO3yMOBa BifcTaiicTh. Po3mo-
YHUHAETHCS 3aXBOPIOBAHHS B AUTAYOMY Billi Ta TOBi-
JIBHO Tporpecye. Hictarm mMae TEHAEHINIO 10 3HUK-
HEHHS, a TOCTPOTA CIIyXY — JI0 IMOKpAILEHHs y i yTi-
TKOBOMY BIlIIi.

CepenHsi TPUBAIICTD XKUTTS OCi0 13 XBOpoOOIO
[Nenineyca-Mepidaxepa CTaHOBUTH B CEpEIHLOMY
16-20 pokis [1].

3a maHuMH 1a00paTOPHOTO OOCTE)KEHHS BCTa-
HOBJICHO, IIIO PiBeHBb C(IHTOMIETIHY B €pPUTPOIUTAX
3HIDKCHHH, y IJIa3Mi KpOBi — IIiIBHUINCHUH, PiBeHb
BIJIBHOTO XOJIECTEPHHY 1 B €pUTPOLIUTAX, 1 B IJIa3Mi
KpOBI1 — MiBUIIEHUI. Y MALi€HTIB i3 AYIUTIKAIIEO —
MiABUIEHUH piBeHb N-alleTHi acmapraTy, rIoTaMi-
Hy, IHO3UTOJIy Ta KpeaTHHY, IPH TOYKOBUX MYTalisiX
— 3HIDKCHUH piBeHb X0uiHy [4].

[opyiieHHss MO3KOBOi MPOBIIHOCTI BHKJIHMKA-
HHX 30POBHUX Ta/ab0 CIyXOBHMX HOTEHIIATIB 1 TUQy3-
Hi JUISHKM TiNEpPiHTEHCUBHOTO CHTHAy Ha MarHiT-
HO-pe3oHaHCHiH Tomorpadii B T2-pexumi (Big HeMi-
€IIIHI30BaHUX CTPYKTYp OLI0i PEeYOBHHU TOJIOBHOTO
MO3KY) € XapaKTepHHUMH JiarHOCTUYHUMH O3HAKAMH
3axBoproBaHHs [ 1] (puc.).

Kainiunmii Bunagok. Xmnomuuk M., 01.12.2010
poky HapokeHHs, Bin III moHomenoi BariTHOCTI,
CTPOKOBHUX ToJjoriB (38 Trk. recrarlii,) MIIsIXOM Ke-
capeBoro po3tuny. [lepriia guTiHa B poJuHI — XJIOII-
YUK, roMep (AiarHo3 — MNpPUPOJDKEHA ITHEBMOHIA),
Apyra aIdTuHa — COMATHUYHO SHOpOBMﬁ XJIOIIYHK.
Xnomuuk M. micns HapoJUKEHHS 3aKpH4aB oJpasy,
peaHIMalifHUX 3aXOJiB Ta KUCHEBOI IMIIATPUMKHA HE
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Puc. Ha MPT-3niMKy B T2-pexkuMi moMipHE IiJBHIIECHHS
CHTHAJIy NIEPUBEHTPUKYILIPHOI 61101 pedoBHHH (32 JaHUMH
Jean Aicardi, 2013)

noTpe0yBaB, 3arpoKylOUUX CTaHIiB HEOHATAIbHOTO
nepioy He OyJi0, aHOMaJIii pO3BUTKY BiACYTHI.

bartbku BBaXarOTh XJIOMYHKA XBOpUM 13 2-
MICSYHOTO BIKYy, KOJM MOMITHJIM, IO OYi JUTHHHU
MOCTIHHO «OIraloTh» y rOpU30HTANIBHIN IITOMIKHI 63
¢ikcanii mornsmy Ha npeaMerax. Y IOAAIBIIOMY
HApOCTAIM O3HAKH Bi[CTaBaHHS Y CTaTO-KiHETHY-
HOMY pO3BHUTKY. JIMTHHA Mpoxoamiia KOMILUICKCHE
oOcTexxeHHs (M. UepHiBIli), 1Bl OTpUMyBaja Kypcu
nikyBarag B OXMATAUTi (m. Kuis), Oyna ormsaHy-
Ta reHetukoMm. [lomepenuiii aiarHo3: miomnaris Bepa-
nira-I'opdmana.

3 meroro BukiroueHHs: TORCH-iHdekii nari-
eHTy M. Oys10 mpoBeneHO JabopaTopHE JOCIIHKEH-
HSl KpOBI Ta OTPUMaHO HEraTWBHHUU pe3yJbTaT MpU
Bu3HaueHHi piBHA Ig G ta Ig M no Toxoplasma gon-
dii, Bipycy kpacuyxu ta HSV 1/2, no3urusnuii pe-
3ynbTaT NpH BU3Ha4YeHHI piBHA Ig G 10 muromerano-
Bipycy (6,1 ME/mn npu N<0,4 ME/mi), mpote pi-
BeHb Ig M 1o CMV He nepeBumlyBaB pedepeHTHIX
TTOKA3HUKIB.

[Tpu npoBeseHHI 0IOXIMIYHOTO aHaJi3y KpoBi 3
METO0 BU3HAYCHHS PiBHS KpeaTuHiH(POCHOKIHAZH Ta
JIAKTaTAETiApOreHa3n OTPUMAHO HETaTUBHUI pe-
3yJIbTAT I 000X (PEPMEHTIB.

VY 6-mics'YHOMY Billi JUTHHI POBEIEHO MarHiT-
HO-PE30HAHCHY TOMOrpadilo TOJIOBHOIO MO3KY.
OTpUMaHO HACTYIHHUI Pe3yJbTaT: CepeIUHHI CTPYK-
TYPH HE 3MillIeHi, IUTyHOUKH MO3KYy 3BHYaifHOI (op-
MU Ta po3MipiB, OiuHi nuTyHOUKHM cuMeTpuuHi. [Tix-
MABYTHHHUHA TIPOCTIp HE3HAYHO pO3IIMPSHUH Ha
PpiBHI JIOOHMX Ta TiM’SHUX YacTOK. [TapeHxiMa MO3KY
0e3 MaToJOriYHNX BOTHUIL. MO30JIMCTE TIJIO OTOH-
mene. ['imodis, xiasma He 3MiHeHi. MicT, qoBracTuii
MO30K, KpaHioBepTeOpasibHa IiITHKA 0€3 0COOIHBO-
creit. Ouni s101yKa, 30pOBi HEPBH 0€3 OCOOIMBOCTEH.
PerpoOynbbapHa KIITKOBMHA BiIbHA. BHCHOBOK:
MPT-03HaK BOTHHUIIEBUX, 00’ EMHUX 3MiH, aHOMAJTiH
PO3BUTKY TOJIOBHOTO MO3KY HE BUSBIICHO.

VY pesynbrari NpoBEAECHHS CTUMYJISIIIHHOT Mior-
padii HIKHIX KiHIIBOK y 8-MiCSYHOMY Billi MaIi€eHTa
3apeectpoBaHo: N. Peroneus, N. Tibialis sin et dex —
3HIDKCHHS aMIDNTyOd TucTanbHOi M-BimmoBinmi Ta
IIBUAKOCTI TpoOBeneHHA 30ymkeHHA. Cuia CKOpO-
YCHHS TUCTAJIbHUX M S31B: PO3TMHAYIB ClpaBa —
JocTaTHs, 31iBa — 85 %, 3ruHa4iB maubiiB — 62 Ta
75 %. Y nuTHHM 3aI11i103peHa IPUPOPKEHa MiomaTis.
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31.01.2012 p. xmomyuk M. rocmiTaai3oBaHU
JI0 HEBPOJIOTIYHOIO BIJIUICHHS MiChKOI JIMTSYOl
KJIiHIYHOT JikapHi M. UepHiBLi 3 NpUBOy BificTaBaH-
HS Yy CTarOKIHETHYHOMY Ta IICHXOMOBJICHHEBOMY
po3ButKy. Ilpu orsiai BCTaHOBJIEHO, 110 AUTHHA HE
YTPUMYE TOJIIBKH, HE IOBEPTAETHCS, HE CUANTD, OII0-
pa Ha ctonu BiAcyTHs. [Ipu 00’ekTMBHOMY OOCTE-
JKCHHi: IWTHHA B CBIJOMOCTI, IIKipHI NMOKPUBHU Ta
BUIVMMI CJIH30Bi OOOJIOHKH YHCTi, OJiJ0-pPO’KEBOTO
KOJBOPY, nepudepuyHi TiM(POBY3IH HE MANBITYyIOTh-
cs. HocoBe nuxaHHs He yTpyAHEHE, Haj JIETEHAMHU
BE3UKYJSIPHE AUXAHHS, XPHUIIM HE BHCIYXOBYIOTBCS.
I'pynna xmiTka He neopMoBaHa, TOHH CEpLsl pUTMi-
YHI, T'y4Hi, MEXI1 Cepls BiINOBIAaI0Th BIKOBUM 0CO0-
nuBocTsM. JKUBIT paBUiIbHOT (POpMH, M SIKUIT Ta HE
OONFOUMI TIpHM MajbIIallii, MeYiHKa He 301IbIICHA,
cene3iHKa He naiblyeThest. HeBposoriunumii cratyc:
(opma royIoBH NpaBUIbHA, BEJMKE TiM’ SYKO 3aKpH-
Te, YeperHi IIBH B 3aJ0BUIBHOMY CTaHi, YeperrHo-
MO3KOBi HEpBH — HIOX 30€peKeHHIA, IpsiMa Ta CITiB-
IpY>KHS peakiii Ha CBITIIO 30epeeHi, OYHi IUIHHY 1
3iHMIl cuMmeTpuyHi, D=S, pyx ouHux si0nyk He 00-
ME)KEHHUH, aKT KOHBEPIeHIIil Ta akoMoallii 30eperxe-
Hi, HICTarM MOCTIHHUI TOPU30HTAIBHUMN, APIOHOPO3-
MaIIUCTUH, JIMIIE CUMETPUYHE, TOJIOC 3BUYAWHUH,
SI3MK 10 CEpeHIN JIiHii, KOBTAHHSI HE MOpPYILICHE,
cMak 30epexenuit. HanOpiBHul, KOH FOHKTUBAJILHUH,
HazoabiabHU Ta MigdopiaHuN peduieKcH BUKIHNKa-
oThes.  PyxoBa Ta peduiekTopHa cdepu: 1mo3a
<«OKaOKM», KMCTI PO3KPHTI, CTOIHU IUIACKI, CYIrJIo0n HE
3MiHEHi, PyXJHMBiCTh 30epexeHa, 00’ eM aKTUBHHX Ta
TIACHBHUX PYXIiB Y OBHOMY 00’€Mi, M’SI30BHif TOHYC
D=8, nudy3Ho 3HMKEHHUIT HA BEPXHIX Ta HIKHIX KiH-
iBKax, CyxoxmibHI pediekcu D=S BifncyTHi B pykax
1 Horax, matoiyoridni peduiekcu HeratuBHi. UyTiu-
BICTb HE MopyieHa. MeHiHreabHi 03HaK/ HEeraTHUBHI.
[MonepexaHiit AiarHo3: MpUpopKeHa Mionarist?, 3aTpu-
MKa CTaTO-KiHETUYHOTO PO3BUTKY.

07.08.2012 poky [j1si BUKIIFOUEHHS JIEHKOAUCT-
podii mpoBeny AOCHIIKEHHS M’S30BOTO OiomraTy
(OXMATIUT, m. KwuiB): Bigmiuaerbcs nudysHa
KIITHHHA aTpoQis 3 OKPYTJICHUMU KOHTYPaMH M s-
30BMX BOJIOKOH, 3MEHIIIEHMMHU B 00’€Mi, 3 IIOOIMHO-
KAMH TinepTpooBaHUMH M’SI30BHMH BOJIOKHAMHU.
BuCHOBOK: JaHi 3MIHM MPH BIAMOBIAHUX KITIHIYHHX
JaHUX BIAMOBINAIOTH CHiHANBHINA amioTpodii Bepa-
Hira-I'opdmana.

25.12.2012 poky xymomyuk M. OyB IPOKOHCYJIb-
TOBaHHUH Y MEIUKO-T€HETUYHOMY HayKOBOMY LICHTpI
PAMH (M. MockBa) 3 METOI0 YTOYHEHHS J[1arHO3Yy.
Ha ocHOBI 1aHnX aHaMHe3y Ta pe3yJbTaTiB yCixX I0-
TepeiHiX 00CTeXeHb BiporiiHUM OYyJI0 3aXBOPIOBaH-
HA TpymH neiikoauctpodiii. [IpoBeneno Bu3HAUEHHS
piBHsA N-ameTmnacmapTary B cedi, SKHid 3HaXOIUBCS
B MeXax pedepeHTHUX moka3HukiB (31 MM/M kpea-
tuniny, N=0-100 MM/M kpeatuniny) BpaxoByroun
BIZICYTHICTh Y AWTHHU Makpoiiedaiii Ta piBeHb N-
alleTHIIACTIapTaTy, B IEpIIy 4epry OyJio BHKIIOYEHO
xBopoOy Kanapan.

01.09.2014 poxy nauieHT M. OyB TocmiTaiizo-
BaHUH y BIIIUICHHS MaTa0OJi4YHOI MATONOTIi JAUTS-
4oi JiikapHi «Bambino Gesu» (M. Pum), 3 niaraozom
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— migo3pa Ha jerkoauctpodiro. JuTHHA TpoMIuIa
JetanbHe obcTesxeHHs. [Ipu ynbTpa3ByKOBOMY JOC-
JIJDKEHHI OpraHiB YepeBHOI MaToJIorii 3MiH HE BHUSIB-
neHo. Komm’torepra tomorpadisi TOJIOBHOTO MO3KY
BUSBWIA JICMI€NiHI30BaHI JUISHKA Oi101 pevYOBHHU
TOJIOBHOTO MO3Ky. Enekrpoermedanorpadis — 06e3
O3HaK MOPYIIEHHS 010€JIeKTPUYHOI aKTUBHOCTI I'OJIO-
BHOTO MO3Ky. EnexTpokapaiorpama B Meax BiKOBHX
ocobimBoCTell. 3MiH Ha OYHOMY JIHI HE BHSBIICHO.

VY 3B’A3Ky i3 3aTPUMKOI0 TICHXOMOBIICHHEBOTO
PO3BUTKY JAWTHHH, TOPU3OHTAIBHUM HICTarMOM,
TMOTOHIEI0 BEPXHIX KIHIIBOK OYJI0 PEKOMEHI0BAHO
3pobutn xpomocomHuid anamisz. 30.09.2014 poky
OTPUMAHO pe3yJbTaT AOCHIPKEeHHS reHa PLP [y
LEHTPI IIarHOCTUKU TeHETUKH 1 010XiMii MeTaboIiu-
HHUX 3axBoproBaHb HaykoBoro iHctutyTy JKnaniHa
laznini, Itanis. ['eHeTH4YHE HOCTIIKEHHS MiATBEPIH-
1o xBopoOy [lenineyca-Meprdaxepa.

BucnoBok

XBopoba Ilemineyca-Mepubaxepa — pigkicHe
X-3yerieHe 3aXBOPIOBAaHHS, SAKe HEOOXiTHO Bpaxo-
BYBATH IIiJ 9ac MPOBEACHHS TU(epeHIiiHHOI qiarHO-
CTHKH M’S130BOI TIOTOHII B ITO€HAHHI 3 HICTarMOM,
SIK1 3’SIBIISIFOTBCS Yy XJIOMYUKIB rpyaHoro Biky. Ckia-
JHICTh JIarHOCTYBaHHS JTAHOTO 3aXBOPIOBAHHS 3Y-
MOBJICHE BiJICYTHICTIO AaTOTHOMOHIYHUX KITIHIYHUX
Ta JIaOOPaTOPHO-IHCTPYMEHTAIBHUAX O3HAK Ta MOX-
JIUBICTIO MiATBEPKESHHS JIUIIE 3 TOTIOMOTO0 MOJIe-
KYJISIPHO-IIUTOTCHETUYHOTO MeToay. Ha kamb, B
VYkpaini moku mo He npoBomuthes JHK-
JIarHOCTUKA NI BCTAaHOBJICHHS [IarHO3y XBOpOOH
[Memineyca-Mepmbaxepa.
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KJIMHUYECKHUM CJIYYAM BOJIE3HH IEJUIEY CA-MEPLIBAXEPA
HU.B. Jlacmuexa, J1.IO. Xnynoeckasn

Pe3tome. bonesns Ilennueyca-Meprbaxepa — peikoe HacaeACTBEHHOE X-CIETIICHHOE PELECCUBHOE TEMUCIUHU3UPY-
1omiee 3a00JeBaHNE LIEHTPAIbHOM HEPBHOI CHCTEMBI, KOTOPOE KIIMHUYECKH MPOSBIAETCS HUCTArMOM, CIIAaCTHYECKON TeTpa-

mjeruel, aTakcuen 1 3a7iepKKoi ICUXOMOTOPHOT'O Pa3BUTHS.

Kiouessble ciioBa: 6onesns [lenmuneyc-Meprdaxepa, TUMOQHUINH, TeH, HUCTarM, ACTH.

CASE REPORT OF PELIZAEUS-MERZBACHER DISEASE
LV. Lastivka, L.Yu. Khlunovska

Abstract. Pelizacus-Merzbacher disease is a rare X-linked recessive demyelinating disease of the central nervous
system, it is characterized clinically by nystagmus, spastic tetraplegia, ataxia and mental retardation.
Key words: Pelizaeus-Merzbacher disease, lipophilin gene, nystagmus, children.
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