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AHoTauif. MarHiTHo-pe3oHaHcHa (MP) cnekTpockonis — aHaniTMYHUN METOA, KNI BUKOPUCTOBYIOTb AK OAATKOBUIA A0 GinbLu
MOLIMPEHOro MeToAy MarHiTHo-pe3oHaHcHoi Tomorpadii (MPT) na BrBYUeHHA MeTaboniuHMX 3MiH NPY Pi3HMX 3aXBOPIOBAHHAX
rONOBHOIO MO3KY, TaKuX siK CnagKoBi nenkoguctpodii. 06’ekm i Memoou docnidxeHHA. AHani3z npoTtokonis MP-cnekTpockonii
3 nauieHTiB 3 MP-03Hakamu nekoancTpodii. Pesynemamu. Y pesynbtati 3icTaBneHHA aHux MP-cnektpockonii Ta MPT 20-piu-
HOT NaLiEHTKN 3 eninenTUYHNUMK CyAoMamm, NPOrpPecyoumm KOrHITMBHUM AedilnToM Ta XUTKICTIO XOAM BigMIYaeTbCA Nigsu-
LeHHA NiKy NinigiB y naTonoriyHmx AinaHKax, Wo CBiAYnTb MPO MOXMBY MITOXOHApPIaNbHY eHuedanonarito. [eHeTnyHe gocni-
OXeHHA BUABWNO MyTauito B reHi MT-ND5. Y 23-piyHoro nauieHTta 3 NOMipHUM CNacTUYHUM HUXKHIM Napanape3om MPT-kapTuHa
BiANOBiAA€ KpUTepiam Steenweg LWOAO AiarHOCTUKY NierkoeHLedanonarii 3 NOWKOoAKeHHAM CTOBOYpa ronoBHOIO MO3KY i CMWH-
HOro Mo3Ky Ta niasuLieHHAM nakTaTy (LBSL). MP-cnekTpockonia He BUABMAa NiABULLEHHA MiKy NaKTaTy B MO3KOBIl peYOBUHI
(o € KpUTepiem NigTBepAXKEHHA diarHo3y LBSL), npoTe pe3ynbrati CBiguMnn Npo BMpa)eHi npoLecy akTBHOI feMieniHisauii.
[eHeTnYHe TecTyBaHHA BUABWUIO 2 NaToreHHWX BapiaHTy reHa DARS2. 3rigHo 3 gaHummn MP-cnekTpockonii 45-pivyHoi nauieHTKn
3i CnabKicTo HXKHIX KIHUIBOK, AN3apTpi€to, KOTHITUBHMM AediunTom Ta Andy3HUM ypaxeHHAM 6inoi pevoBuHn 060x niBKynb
ronoBHoro Mo3ky Ha MPT Bigmiuyanu nomipHe 3HMxeHHA N-aLeTunacnapTarty Ta NOMipHe NiABULLEHHA PiBHA XONIHY Y 3MiHEHNX
AinAaHkax pasom 3 gaHummn MPT, wo 6inblu XxapaKkTepHi Ana ayTOCOMHO-AOMIHaHTHOT nerikogmcTpodii fopocnux. BucHosok. MP-
CMeKTPOCKONiA Ma€ BeNvKe 3HaUYeHHA y BCTaHOBJIEHHI Ta Bepudikaulii AiarHo3y y nauieHTiB 3i cnafkoBumm nenkoanctpodiamm.
KniouoBi cnoBa: MarHiTHO-pe3oHaHCHa CNEKTPOCKOMiA, CMaiKoBi NeNKOANCTPOOIT, FreHeTUYHE AOCNIIXKEHHA.

Bctyn

MarHiTHo-pe3oHaHcHa (MP) cnekTpockonis — aHanitnu-
HWIA MeTof, KM BUKOPUCTOBYIOTb AIK AOAATKOBUI A0 GinbLu
MOLIMPEHOr0 MeToAy MarHiTHO-Pe30HaHCHOI ToMorpadil
(MPT) pns BMBUYEHHA METAbOMIUHMX 3MiH MPW Pi3HUX 3aXBO-
PIOBaHHAX rONIOBHOrO MO3KY, TakuX AK CNafjKOBi NIeNKoancT-
podii (C) [1].

TpyaHoui giarHOCTMKK nonAarailoTb y Tomy, wo CJ1 gyxe
reTeporeHHi AK y CBOIX KMiHIYHMX NpoABax, TaK i y Bili Ma-
HidecTauil, WwWo 3ymoBneHo noniMopdHicTio reHoTUNiB L€l
rpynu xsopob6. [aHi MPT 3a3Bnuaii € cynepeunvBrmu i xa-
pakTepPHUMW ANA BENUKOI KiNbKOCTi 3aXBOPIOBaHb 3a YMOBMU
BIICYTHOCTi Y Nauji€HTa NaTOrHOMOHi4YHMX MP-03HaK nerko-
anctpodii [2].

Mpwn Tomy wo MP-cneKTpocKkonifa 4acTo Tako»K He O3BO-
JIA€E OCTAaTOYHO MiATBEPAUTM AiarHo3, ii AaHi pa3om 3 faHu-
MU iHLWUX JOCAIAXEeHb JaloTb 3MOTrY 3 BMCOKOI BiporifgHic-
TIO 3aNiJ0O3PUTN HAABHICTb TOrO YN iHLIOFO 3aXBOPIOBaHHS,
O CMPOLLYE KNiHIYHUIA NowyK. [HWwa npobnema AiarHoCcTn-
ku CJ1 nonsra€ B TOMy, WO YacTo iCHYE HEOOXigHICTb pobu-
TW BEJIMKY KiflbKiCTb JOPOroBapTiCHUX FeHeTUYHUX [OCi-
DKeHb, Toai AK MP-cnekTpockonia [O3BONAE NOTEHLUINHO
3BY3MTU MOLWYK Ta BMKOPUCTOBYBATWU MPULINbHI reHeTUYHi
TEeCTyBaHHA 3anA MPULWBUALWEHHA Ta CMPOLWEHHA LbOro
npouecy [3].

06’eKkT i meTOaM pOCNiAXKEHHA
AHani3 npotokonie MP-cnekTpockonii 3 nauieHtis 3 MP-

O3HaKkaMu nenkoancTpodi.
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PesynbraTti Ta ix 06roBopeHHs

KniniyHnin Bunapgok N2 1

Y 20-piyHoi NaLieHTKN 3axBOPOBaHHA MaHipecTyBano eni-
NenTUYHUMW Hanagamu B PaHHbOMY MigniTkoBomy Biui. MNpo-
rpecyBaHHA CynpOBOKyBanoca 3aranbHo cabKicTio, emo-
LiiHOIO NAbiNbHICTIO, MOCTYMOBUM 3HUMEHHAM KOTHITUBHUX
dyHKUiN. Takox BigsHauanu nopyleHHA yHKLi nMcbma Ta
xoau. TOHIKO-KMNOHIYHi Hanaay ycniwHo nikyBanu KombiHaLjieo
[BOX MPOTMENiNenTUYHNX Npenaparis, ane epagmKaLii Miokno-
HiYHOro cTaTycy He gocArHyTo. Cepep CynyTHiX 3aXBOPIOBaHb
y NaLiEHTKN TaKOX BUABJIEHO riNOTMPeo3 Ta KapAiomionarito.

MPT-ckaHyBaHHA NOKa3ano nepeBakHO KOPTUKasIbHi rine-
PiHTEHCUBHI ypaXkeHHA Ha nocnigoBHocTax T2 (puc. 1) i FLAIR
(pnc. 2-4) B 060X MiBKYNAX rofioBHoro Mo3ky (M), 6a3anbHux
raHmiax, cepegHbOMy MO3KY Ta MO304Ky. BignosigHi 30HuK
6ynu rinoiHTeHcBHUMK y T1 6€3 KOHTpacTy. Y NopiBHAHHI fO-
cnipgxeHb 2018 Ta 2021 p. BiAMiYEHO HEraTUBHY AVHAMIKY.

JNlabopaTopHi JOCNiAXeHHA BUABWIN auuaypito, 3HUKEH-
HA KapHITUHY B Mna3mi KPOBI, MiABULLEHHA NaKTaTy Yy KpPOBi
Ta CNMHHOMO3KoBIl pianHi (CMP) Towo. MPT-ckaHyBaHHA Ta
nabopaTopHi MOKa3HWKM AO3BONWAV NMPUMYCTUATH, WO Y NaLli-
EHTKN MOXe ByTn miToXxoHApianbHa natonoria. leHeTUYHMI
aHani3 nokasas MyTauito B reHi MT-ND5. OcTaHHin xapaKkTep-
HUn gna cnHppomy MERRF, MELAS i cungpomy Jles, 3 akux
cuHgpom MERRF 6yB Haibinblu MMOBIPHMM fiarHO30M, cyas-
4n 3 KNiHIYHOT KapTnHWM [4]. Ha »kanb, nauieHTKa BiamoBumnaca
Bif Gioncii m'A3iB AnA NigTBepAXeHHs AiarHo3y [5].

Y pe3ynbrari 3icTaBneHHsa gaHnx MP-cnektpockonii ypaxe-
HUX BiNAHOK TiM'AHOI YacTKM M Ta He3MiHeHOT MO3KOBOI peyo-
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Pucynok 1 MPTTMYy pexumi T2, akcCianbHa NpoeKUin
Pucynok2  MPTTM Yy pexumi FLAIR, akcianbHa npoekuia
Pucynok3  MPTTM Yy pexumi FLAIR, caritanbHa npoekuis

Pucynok4  MPTTIMYy pexumi FLAIR, caritanbHa npoekLuis

BUHW TUX CaMKX BinAHOK Ha MPT BigmiueHO nigBuLLEeHHA Niky
ninigiB y NatonoriyHnx AinAHKax, Wo CBigunTb Npo MOXINBY
MiTOXOHZpianbHy eHuedanonarito.

KniHiyHnin Bunapgok Ne 2

Y 23-piyHOro naui€eHTa NPOTArOM POKY BigMivanu npo-
rpecytody cnabKicTb HUXHIX KiHLiBOK. [py HeBposioriyHoMy
06CTEXEHHI BUABNEHO NErkni CNACTUYHUIA HUXKHIM napana-
pe3, BTpaTy BiGpaLiliHOI YyTAMBOCTI HVXKHIX KiHLIBOK, Mif-
BULLEHHA pedneKkciB 3 BepXHiX KiHLiBOK. KOrHITMBHUX nopy-
LeHb abo CyaOM He BUABIIEHO.

MPT npu pocnigeHHi M B cariTanbHii, akcianbHin,
dpOHTanNbHIM naowmHax Ha T1-, T2-, FLAIR-3Ba)keHUx 306pa-
XKeHHAX, AndysinHo-3BaxeHnx 306paxeHHaAx, SWI BuasneHo
CMMETPUYHI rinepiHTeHcmBHI Y T2 (puc. 5) Ta FLAIR (puc. 6, 7)

2

NeprBEHTPUKYNAPHI BOTHMLIA, a TakoX MOAiGHI BOrHuLa
KOPTUKOCMiHaIbHUX LUAAXIB MOCTa, 6inoi peyoBMHN MO30YKa,
nipamif 4OBracToro Mo3ky, 3afjHix CToBniB i 6iYHNX KOPTUKO-
CNiHaNbHUX LWAAXIB LWMWHOTO BiAAiINY CMMHHOMO MO3KY.

Kpim TOro, BuWABMEHO ABOCTOPOHHI riNepiHTEHCUBHI
y T2 Ta FLAIR ypaeHHsA HaniBoBasbHOrO LIeHTPY 3 06MexeH-
HAM audysii 'y pexumi DWI. BuwenepeniveHi 3miHu cBigyaTtb
Npo HasiBHICTb NnelnkoeHuedanonaTii 3 ypaxxeHHsM cTOBOypa
'M i cnuHHOrO MO3KyY Ta NiABULLEHHAM piBHA nakTaty (LBSL).

3rigHo 3 KpuTepiamn Steenweg 3 giarHocTuku LBSL, Bu-
3HaYalOTbCA OCHOBHI YMHHUKM: XapaKTepHe ypaKeHHA cyrnpa-
TeHTOpianbHOI 6iN0i PeUOBUHY, YparkeHHs Mipamif 4OBracToro
MO3KY, 3a[IHiX CTOBMIB i GiYHVX KOPTUKO-CMIMHHOMO3KOBVIX LUIS-
XiB CMMHHOIO MO3Ky, @ TaKOX OiNbLUICTb AOAATKOBUX KpuUTepiiB
(BOTHNMLLEBI 3MiHM 3afHbOI HIXKKM BHYTPILLHBOI Kancynu, y Ai-
NAHUI MeAianbHOI NeTni JOBracToro MO3Ky, iHTpanapeHximaTos-
HOI YaCTUHW TPINYacToro HepBa, Me3eHuedanbHUX TPINYacTX
TpaKTaX, H/XKHIX HPKKax MO304Ka, 6iniil peuyoBrHi MO30YKa, Lo
MOKe ByTu JoCTaTHIM Ans BepurdikaLii giarHo3y LBSL.

AHanis KpoBi noka3aB MiABULIEHHA PiBHA JlaKTa-
Ty po 25mmonb/n (Hopma 0,5-2,2 mmonb/n) [6]. MP-
CMeKTPOCKOoNiA He BUABMUIIA TUMNOBOIO MiABULLEHHA MKy Nak-
TaTy B MO3KOBI/l peUOBUHI (O € KpUTepiEM MiATBEPAKEHHA
giarHo3y LBSL), npote Bigomo, 1o YacToTa MOro BUABNEHHA
MOXe 3HM>KYBaTMCA NpU NisHboMy po3BUTKY LBSL. HaTtomicTb
BUAB/IEHEe NOMipHe MiABULLEHHA PiBHA XOMNiHY. Y AinAHui ri-
nepiHTeHcBHOro y DWI curHany nisoi no6HOT yacTKu B13Ha-

PucyHok 5

MPT My pexunmi T2, akcianbHa npoekLuia

Pucynok 7 MPT My pexumi FLAIR, KopoHapHa NpoeKuia
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YaETbCA TeHAEHUIA A0 NiABULEHHA PiBHIB MiO-iIHO3MUTONY Ta
rnyTamaTt-rnyTamiHy, Lo, BipOrigHO, BifNOBIiAA€E BUPaXeHM
npouecam akTUBHOI AemieniHizauii. 3 ypaxyBaHHAM BigcyT-
HOCTi NiABULEHHA PIBHA NaKTaTy pPeKOMeHAOBaHO MpoBe-
[eHHA andepeHUinHOi AiarHOCTVKM 3 iHWMMKW 3aXBOPIOBaH-
HAMY, WO MOXYTb OyTW 3yMOBNEHI HaABHICTIO NMaTOreHHUX
BapiaHTiB reHiB DARS, wo maioTb cxoxXy MP-KapTuHy, 30Kpema
3a BiiCYTHOCTI NiABULLEHHA PiBHA NakTaTy, npoTe AaHi MPT Ta
Ni3Hil MOYATOK 3aXBOPIOBAHHSA € 6inbL TMNoBMMM ana LBSL.

[InA yTOUHeHHs fiarHo3y Ta gudepeHUinHOoI fiarHOCTUKM
Mix LBSL, nelikoeHuedanonatieto BHaCNiAoK rinomieniHisauii
cToBbypa 'M Ta cnuHHOro mMo3Ky Ta 60KoBoro amiotpodiu-
HOrO CKNepo3y BMKOHaHe NpuLiibHe reHeTUYHe TeCTyBaHHA,
L0 BUABMIIO 2 NaTOreHHUX BapiaHTu reHa DARS2.

lfeH DARS2Ha xpomocomi 1g25.1 kKogye MiTOXOHApPianb-
Hy acnaptun-TPHK-cnHTeTasy. LBSL cnpuuvHAE 3HMKEHHA
AKTVBHOCTI LbOro GepmeHTy, WO NepeLlKoaXae AoAaBaHHIo
acnapariHoBOi KUCIOTK 10 MiToxoHApianbHuX 6inkis. DARS2,
o acouitoeTbes 3 LBSL, ineHTMdiKoBaHUI Y KinbKoX MaLjieH-
TiB Y KOMMNayHA-reTepo3nroTHOMY CTaHi 3 iHWKM BapiaHTOM
y DARS2.BinbLuicTb 3apeecTpoBaHux nauieHTiB i3 LBSL e reTepo-
3UrOTHMMM CaMe 3a LM BapiaHTOM. KomnneKkcHa retepo3urot-
HiCTb BapiaHTiB Morna 6 NOACHWUTM KNiHIYHY KapTUHY NaLjieHTa
[7]. AHani3 nocnigoBHOCTI 3 BUKOPUCTAHHAM MaHeni nemnko-
anctpoodin Ta nelikoeHuedanonatiii ineHTUdIKyBaB retepo-
3UFOTHWI IHTPOHHUI BapiaHT DARS2 ¢.228-21_228-20delinsC,
LLIO XapaKTepu3yeTbCA AeneLielo ABOX nap ocHOB T i BCTaBKM
opHiei C, i reTepo3urotHuin miceHc-BapiaHT DARS2 c.455G>T,
p.(Cys152Phe). O6uaBa BapiaHTU Ha OCHOBI HaABHKX Ha Lei
MOMEHT [10Ka3iB KNacnQikyroTbCA AK MaTOreHHi.

QeHoTtun LBSL pyxe reteporeHHui. AK npaBmno, 3axeBo-
plOBaHHA MOYMHAETbCA B AMTMHCTBI abo nigniTkoBomy BiLi
Ta XapaKTepu3yeTbCA MOBINIbHO MPOrpecyyod MO30YKO-
BOIO aTaKCi€lo Ta CMACTUYHICTIO 3 ANCPYHKLiEI AOPCaNbHOIO
CTOBMAa, iHOAI 3 NIErKUM KOTHITUBHUM AediunTom; GinbluicTb
niofielt i3 3aXBOPIOBAHHAM Y JUTUHCTBI CTaloTb YaCTKOBO abo
NOBHICTIO 3aNeXHNMN Bif iHBaNiAHOro Bi3Ka B NigNiTKOBOMY,
20-piuHoMy abo cTaplwomy Bili. OfHaK KRiHIYHWMIA CNeKTp
3axBOpPIOBaHb, NOB'A3aHNX 3 DARS2, WMPOKUI, NOYMHAUM
3 Cepno3HMX BUMNaAKiB HEOHATaNIbHOrO PO3BUTKY 3 MiKpoO-
Ledanieto, 3aTPUMKOIO PO3BUTKY Ta PaHHbOIO CMePTIO 10 BU-
nagKiB pPo3BUTKY y AOPOCIOMY Billi 3 HOpMaslbHOK TpUBa-
nicTio XnTTA. Takox ana LBSL onncaHa BHYTpillHbOCIMenHa
deHoTUNOBa HEOAHOPIAHICTD [8, 9].

Tunosi pesynbratii MP-cnekTpockonii npu 3aXBOPIOBaHHAX,
nos'A3aHnx 3 DARS2, BKNOYaOTb NiABULLEHHA PIBHA NaKTaTy
B 6iniit peyoBUHI, a xapakTepHi aHoManii BigmivatoTb Ha MPT
M Ta cnuHHOro mMo3ky. OfHaK aTvMnoBi NPoABM Gyny onucaHi
B AEAKMX BMMAAKax TAXKKOro aHTeHaTtasbHoro abo paHHbOro
iHGaHTUMBHOIO PO3BUTKY, LLO XapaKTepu3ylTbcA MrOoKo
uepebpanbHoto atpoodieto abo nelkoeHuedanonatielo 3a Bia-
CYTHOCTi TUMOBOTO YpaXKeHHA LUAXIB CTOBOYpPa rOIOBHOMO Ta
CMVHHOTO MO3KY. TakUM YMHOM, 0COBU 3 PaHHIM NMOYaTKOM 3a-
XBOPIOBAHHA MOXYTb He Biagnosigatu kputepiam MPT [10].

KniHiyHni Bunagok N2 3

Y 45-piyHoi NauieHTKM 3axBOPIOBaHHA MaHidbecTyBano
3i CNabKOCTI HUXKHIX KiHLIBOK, AN3apTpii Ta KOrHITUBHOrO fAe-
diunTy, WO nporpecysany NPOTArom 6 POKiB.

Ha MP-306paxeHHAx BuaBunu AndysHe MigBULLEHHSA
iHTEHCMBHOCTI curHany Bif 6inoi peyoBrHM 060X MiBKYNb
'M (puic. 8-10) Ta CTOHLEHHA Mo3oaKcToro Tina (puc. 11), wo €
MaTOrHOMOHIYHOIO 03HaKOK ayTOCOMHO-AOMIHAHTHOI NenKo-
anctpoddil. 3rigHo 3 gaHuMn MP-cnekTpocKonii NaLieHTKN Bia-
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3HayeHo nomipHe 3HMKeHHA N-aleTnnacnapTaTty Ta NOMipHe
NiABULLEHHA PiBHA XONiHY B AiNAHLI TOKaNbHUX 3MiH.

3 ypaxyBaHHAM MP-KapTvHM fJaHi 6inblw XapaKTepHi
AnA  ayTOCOMHO-AOMIHaHTHOI nekoancTpodii  gopocnmx
(ADLD) [11], pe3ynbTrati MP-cnekTpockonii 4O3BONATL BU-
KNIOYNTM NpoLecn napaHeonnacTMYHOro Ta 3anasbHOro xa-
paKTepy, BOHW He € TMNOBUMY AnA cuHapomis Jlea Ta MELAS,
xBopobu KaHaBaHa, LBSL, cungpoma LerpeHa — JlapcoHa,
METOXPOMATUUYHOI NenKoancTPodil.

O6roBopeHHs

OcHoBHO MeTol poboTn 6yno AOCAIAUTA NOTEHLINHY
MOXNUBICTb CNPOCTUTK Npouec giarHoctuku CJ1 3a gonomo-
roto MP-cnekTpockonii, LWo 3a3Bu4yali BUKOPUCTOBYETbCA A0-

Pucynok 8  MPTTIMy pexumi FLAIR, akcianbHa npoekLuis

Pucynok 9  MPT My pexumi FLAIR, caritanbHa npoekuis
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[aTKOBO A0 6inblw nowwupeHoro metogy MPT gna BUBYEHHS
MeTaboNiIYHNX 3MiH NPU Pi3HMX 3aXBOPOBaHHAX M.

3rigHo 3 OTpPMMaHVMK pe3ynbTaTamu, Y NepLIoMy BUMNAAKY
MaemMo AaHi MP-cnekTpockonii, LWo CBigYaTb NPO MOXNMBe 3a-
XBOPIOBaHHS, WO NiATBEPIKYETbCA reHETUYHM TECTYBaHHAM.
Y ppyromy Bunagky MP-cnekTpockonis fana 3mory oTpvmati
[aHi, L0 MOXYTb CBIiAUUTU TifIbKM NPO MOXKMBY HAaABHICTb CMaj-
KOBOrO 3aXBOPIOBaHHSA, MPOTe CNPOLLYE NOLLYK, YMOXNBIIOL0-
UM NPOBELEHHA NPULINIbHOMO reHETUYHOIO TECTYBaHHSA 3aMiCTb
BMKOPUWCTaHHA JOPOroBapTiCHMX OBLUMPHMX FrEHETUYHIMX MaHe-
nen. TpeTin Kenc AeMOHCTPYE NiATBEPAKEHHA AiarHo3y 3a AOMNo-
moroto MP-cnekTpockonii, ika pa3om 3 gaHnumm MP-306paeHb,
LL|O AEMOHCTPYIOTb MNAaTOrHOMOHIYHI O3HaKM 3aXBOPIOBaHHSA, Aa€
niACTaBy 3 BUCOKOIO BipOTiAHICTIO Mifo3ptoBaTh y NaLiEHTKM fia-
rHO3 ayTOCOMHO-AOMIHaHTHOT nenkogucTpodii gopocnux.

Takum unHom, MP-cneKkTpocKonia Aa€e 3Mory 3By3uTK re-
HETUYHUIA NOLWYK i pO3B'A3aTn Npobnemy HeobXifHOCTI Npo-
BeAieHHA BENMKOI KiNIbKOCTi [OPOroBapTiCHUX FeHETUYHUX
JocnigeHb, WO MOTEHUINHO NPU3BOAUTb A0 HEAOCTaTHbOI
giarHoctukn CJ1. MP-cnekTpockonia TakoX CKOpOuYye uac,
HeoOXigHWI ONs BUSBNEHHA 3aXBOPIOBAHHS, [O3BOJIAYM
AKOMOra paHille BCTAHOBUTW NPaBUAbHUI JiarHO3 i YHUKHY-
TV 3aiBYX AOCAIAKEHD Ta HEMOTPIOHOI ANA NaLieHTa Tepanii.

BucHoBoK

MP-cnekTpockonia Ma€ BenmKe 3Ha4YeHHA y BCTaHOBJIEH-
Hi Ta Bepudikauii giarHo3y y nauienTis 3i CJ1 Ta fO3BONAE 3BY-
3UTU FeHETUYHUIA NOLLYK.
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The value of magnetic resonance
spectroscopy in the diagnosis

of hereditary leukodystrophy.

A series of own observations

D.l. Hnatovska, Yu.O. Solodovnikova, A.S. Son
Odessa National Medical University, Odesa, Ukraine

Abstract. Magnetic resonance (MR) spectroscopy is an ana-
lytical method used as an adjunct to the more common
method of magnetic resonance imaging (MRI) to study meta-
bolic changes in various brain diseases, such as hereditary
leukodystrophies. Object and methods of the study. Analysis
of MR spectroscopy protocols of 3 patients with MR signs
of leukodystrophy. Results. As a result of comparing MR spec-
troscopy and MRI data of a 20-year-old patient with epileptic
seizures, progressive cognitive deficit and unsteadiness of gait,
an increase in the lipid peak in pathological areas is noted,
which indicates a possible mitochondrial encephalopathy.
Genetic study revealed a mutation in the MT-ND5 gene.
In a 23-year-old patient with moderate spastic lower parapa-
resis, the MRI pattern meets the Steenweg criteria for the di-
agnosis of leukoencephalopathy with brainstem and spinal
cord damage and increased lactate (LBSL). MR spectroscopy
did not reveal an increase in the peak lactate in the medulla
(which is a criterion for confirming the diagnosis of LBSL), but
the results indicated pronounced processes of active demy-
elination. Genetic testing revealed 2 pathogenic variants of the
DARS2 gene. According to the MR spectroscopy data
of a 45-year-old patient with lower limb weakness, dysarthria,
cognitive deficits and diffuse damage to the white matter
of both cerebral hemispheres, a moderate decrease in N-
acetylaspartate and a moderate increase in choline levels in
the affected areas, together with MRI data more characteristic
of autosomal dominant adult leukodystrophy. Conclusion. MR
spectroscopy is of greatimportance in establishing and verify-
ing the diagnosis in patients with hereditary leukodystrophies.

Key words: magnetic resonance spectroscopy, hereditary
leukodystrophies, genetic research.
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