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B paborte mnpencraBieHbl HECKOJBKO KIMHUKO-THArHOCTUYECKUX HAOIOICHUIM
penkoi (GopMbI aIpEHONICHKOIUCTPOGUH C MOPaKEHUEM CTBOJIa MO3ra, CIIMHHOTO
MO3Ta U MOBBIIICHHBIM JIakTaToM. Oco0oe BHUMaHue yaeneHo MPT-cemuoTtuke 3Toit
MaTOJIOTHHU, TaK KaK 3TO MPECTaBIISIET OOJBIITON KIMHUYECKUNA HHTEPEC.

KawueBble cjoBa: AnpeHoneldkoaucTpodus, HaclIeACTBEHHOE 3a00jIeBaHUE
HEPBHOW CHUCTEMBI, TOBBIIICHHBIM YPOBEHb JIAKTAaTa, MAarHUTHO-PE30HAHCHAs

tomorpadus (MPT).

The paper presents several clinical and diagnostic observations of a rare form of

adrenoleukodstrophy with damage to the brain stem, spinal cord and increased



lactate. In this paper, special attention is paid to the MRI semiotics of this pathology,
as it is of great clinical interest.
Key words: Adrenoleucodystrophy, hereditary disease of the nervous system,

elevated lactate levels, magnetic resonance imaging (MRI).

BBenenue. JleiikosnuedanonaTusi ¢ mopax€eHUEM CTBOJIA MO3ra, CHMHHOTO MO3ra M
MOBBIIICHHBIM JIAKTATOM WM MUTOXOHApHanbHas acnaptui-TPHK cuHTeTaznas
HenoctatouHocTh (Leukoencephalopathy with brainstem and spinal cord involvement
and lactate elevation; LBSL; Mitochondrial aspartyl-tRNA synthetase deficiency)
SBJISIETCS PEIKUM HACJICJICTBEHHBIM 3a00JICBAHUEM HEPBHOW CUCTEMBI, OTHOCUTCS K
rpynmne aapeHoneikoauctpoduii. KinnmHudeckn 3TOT THIT aapeHOJeHKOaucTpodun
MPOSBIISIETCS MPOTPECCUPYIOMIMMH MO3KEYKOBBIMU, TUPAMUIHBIMU PACCTPONCTBAMU
U HapYIICHUSIMHU, CBUCTEIbCTBYIOIIUMHU O TOPAXKEHUU 3aJHUX CTOJOOB CIIMHHOTO
Mo3ra.

B renetruxe 3a0oneBanusi BbisiBIsieTcss myTtanuss reHa DARS2, konupyroiero
MUTOXOHIpUaNIbHYIO0 actiaptui T-PHK cuHTETa3y, 3TOT reH kapTupoBaH Ha JUIMHHOM
mwiede 1 XpoMOCOMBI, TIEPBOM cyOcerMeHTe 5 cermenTta 2 peruona (Jiokyc 1025.1.),
TNl HACJIEJOBAaHUS ayTOCOMHO-PELIECCMBHBIM. B pe3ynbprare 3TOM MyTaluu Yy
OONBHBIX OTMEUYaeTCs HU3KUH ypOBEHb aKTHUBHOCTH (epmeHTta acmaptui-T-PHK-
CHUHTETA3bl, HAPYIIAKOTCS OKUCIUTEIbHO-BOCCTAHOBUTEIIBHBIE MPOIIECCH B KJIIETKE, B
pe3ynbTaTe 4Yero NPOUCXOIUT HAKOIUIGHWE JaKTaTa - MPOJIyKTa aHa’poOHOTO

OKHUCJICHUA I''TFOKO3bI.

Heab: Ilokazarh BO3MOXHOCTM UM NOPEUMYIIECTBA MATrHUTHO-PE30HAHCHOU
TOMOTpauu TOJIOBHOIO M CIIMHHOTO MO3Tra B BBISIBJICHUU JICMKOAHIE(aIonaTuu c

IMOPaXCHUCM CTBOJIa MO3Td, CIIMHHOT'O MO3T'a Y ITIOBLIILICHHBIM JIAKTATOM.

O0beKTBI Haﬁ.]IlOIleHI/Iﬂ: B pa60Te MMpEACTABJIICHbI KIMHHUKO-IHUArHOCTHUYCCKHC

HaOIIOACHUS TPEX MAIMeHTOB, 1 XK. 1 2 M.



[Tarimentka JI. 1988 r.p. obpatunace Ha mpueM K Bpady-HeBposory bY XMAO
«OK]I «IIJ] m CCX» ¢ xanmobamMu Ha JUIMTEIBHOE, MPOTPECCUPYIOIIEE HAPYIICHUE
MOXOJIKM 33 CYET U3MEHEHHUS MBIIICYHOTO TOHYCA MO CIIACTUYECKOMY THUITY B HOTax,
Ha HapacTaHWE MBIINIEYHOr0 TOHyca B pykax. Ha MomeHT oOpaieHus
CYILIECTBEHHOT'0 HAPYIICHHS] KOTHUTUBHBIX (DYHKIIUIA HE BBISBIICHO.

[Manment M. 2003 r.p. obpatmica B npuemMHoe otaeneHue KI'b-1 r. Cypryra no
HalpaBJICHUIO W3 TMOJUKIMHUKA C JKajo0aMHu TPOTPECCHPYIOIIEe HaPYIICHHUE
MOXOJIKM 32 CYET U3MEHEHHUS MBIIIEYHOTO TOHYCA MO CIIACTUYECKOMY THUITy B HOTaX,
Ha HapacTaHWE MBIIIEYHOr0 TOHyca B pykax. Ha MomeHT oOpaieHus
CYIIIECTBEHHOTO HapYIIICHHsS] KOTHUTUBHBIX (DYHKIIUN HE BBISIBJICHO.

[Manment J[. 1989 r.p. oOparuncs Ha mnpueM K Bpauy-reHetuky bY XMAO
«OKJ«IJuCCX» ¢ xamobamMu Ha pPe3KOE HU3MEHEHHUE MBIIIEUHOr0 TOHYyca IO
CIIAaCTUYECKOMY THITy B HOTaX M B PyKax, IPU 3TOM MEPEABUTAIICS OH HA MHBAIUIHOU
kossicke. Ha MoMeHT oOpaliieHusi y TalydeHTa OTMe4Yarioch HEOOJBIIOe HapYIICHUE
KOTHUTUBHBIX (PYHKIIUM.

BcemM marmentam ObIIO Ha3HaueHO TmpoBenaeHue MP-toMorpaduy rojgoBHOTO H

CIIMHHOTO Mo3ra ¢ koHTpactupoBanueM Ha 6aze BY XMAO «OKJ«IIJuCCX».

Metoabl U TexHuuyeckue ycjaoBusi: OOciieoBaHME MPOBOAMIOCH Ha MarHUTHO-
pe3zonancHoM Tomorpade Achieva ¢upmbr Philips HampsbkeHHOCTBIO MarHUTHOTO
nosist 1,5 Tecna ¢ ucnonp3oBaHueM 16-TH KaHaIbHOM HEHMPOBACKYJISIPHOM KaTyLIKA
Head-Neck u 8-mu kanHanpHO# crnvHaIBHON Karymiku Spine. [lpu ckaHMpoBaHUU
rOJIOBHOT'O MO3Ta MCIIOJIb30BAINCh UMIYJIbCHBIC mocieaoBaTenbuocTr T2, Flair, T1,
DWI, npu ckaHupOBaHWU CIIMHHOTO MO3ra MMITYJbCHBIE MOCIEA0BATEILHOCTU T2,
T1, Stir B Tpex B3auMHO MEPICHIUKY/ISPHBIX TUIOCKOCTAX. J{JIs1 KOHTpacTUPOBaHUS B
OJHOM CJIy4a€ BHYTPUBEHHO CTPYMHO BBOAMWJICS TaJIOJMHHUN-COAEPKALIMNA Mpernapar
JHotapeMm u3 pacuéra 0,2 M Ha KI Beca M B JIByX CIy4dasX raJ0JdMHUI-COEp KAl
npenapat ['agoBuct u3 pacuéra 0,1 mi Ha Kr Beca. O1ieHKa YpOBHS JJaKTaTa METOJA0OM

MP-crieKTpoCKONHH HE POBOAMIACH. \



Pesyabrarsl: [lo ganasiM MP-ToMorpadgum maronoruueckue M3MEHEHHUs y BCeX
MalMeHTOB OBLIM CXO0XH. B Temmcdepax TOJOBHOTO MO3Ta OBUIO BBISBICHO
nuddy3Ho-0o4aroBoe MOpaKEHHE OeJoro BeIleCTBa IO THUITY CIMBHBIX 30H
runepuHTeHCHBHBIX Ha T2, Flair m runmomnTencuBHbpix Ha T1 (puc. 1), ¢

I/I36I/IpaTCJIBHI>IM MMOPAXKXKCHUCM MO30JIUCTOIO TCJId U KOPTHUKO-CIIMHAJIBHBIX TPAKTOB

Ha YPOBHE TaIaMyCOB.

Puc.1 qud¢y3no-ouaroBoe nopa:kenue 0eJ10ro Bemecrsa odeux remucdep
rOJIOBHOT'O MO3ra.
HNu¢parenropuanbHO OTIPEAETSIOCH HopaxeHHe MeAUATbHOM neTIy,
CPEIHEMO3TOBOTO MYyTH M BHYTPUCTBOJIOBOW MOPLIMU KOpEIIKa TPOWHUYHOIO HEpBa
HA ypOBHE MOCTa MO3Ta U CPEIHHMX HOXEK Mo3keuka (puc. 2). Taxke oTMedanaoch
crnenu@uuHoe NIl 3TOro 3aboseBaHMs W30MpaTeNbHOE MOPAKEHUE MUPAMUAHBIX U
3aJJHUX CIIMHHO-LIEPEOCIUISIPHBIX TPAKTOB HA YPOBHE MPOJIOJITOBATOrO Mo3ra (puc. 3).
Ha ¢one nuddy3Ho-oyaroBblx HU3MEHEHHH, B MapaBEHTPUKYISPHBIX OTIENaX
reMuc@ep TOJIOBHOTO MO3ra M B OOJACTH CPEIHUX HOXKEK MO3XKEUKa, BBISIBICHBI
MHO>KECTBCHHBIC YYaCTKH C aKTUBHBIM OTpaHUYeHHEeM IudQy3un co 3HaYeHHEM D
dakropa 1000 (puc. 4). Ilpm wuccnenoBaHWM CIMHHOTO MO3ra OTMEYaUCh

auddy3Hble  HW3MEHEHHS  JOpCOJIaTepalbHBIX  OTAECIOB C  M30MpaTeabHBIM
4



MOpaXCHUEM JIaTEPaTIbHBIX KOPTUKO-CIUHAIBHBIX TPAKTOB M OOKOBBIX CTOJIOOB (pHC.
5). [Ilocme BBemeHUs TaJIOJIMHUI-CONEPKAIIETO KOHTPACTHOTO  BEIIECTBA

BBIAABJICHHBIC ITATOJIOTHYCCKUC N3MCHCHUS HC HAKAIIJIMBAJIM KOHTPACTHOC BCIICCTBO.

Puc. 2 U30upartebHOe mOpakeHue MeIMaaIbHOM NMeTJIH (KpacHasi CTpeska),

CPEeIHEeMO3Ir0BOI0 IIYTH U BHYTPHCTBOJI0BOM NOPUHH KOPEUIKa TPOMHHUYHOI0

HEpPBa HA YPOBHE MOCTA MO3ra M CPeTHUX HOKEK MO3KeUKa (3eJieHble CTPEJIKH)



Puc. 3 IlopaxeHnne nMpaMuJIHbIX U 32 JHUX CIIUHHO-Lepede/UIIPHbIX TPAKTOB HA

YPOBHE IPOA0JIr0BATOr0 M0O3ra (CHHHE M YePHbIe CTPEJIKH)

Puc 4. Y4acTKu ¢ akTHBHBIM orpanndyennem auddysuu (b1000).



Puc.5 U30upartebHOE OpaskeHHe JaTePaIbHbIX KOPTHKO-CIIMHAJIbHBIX

TPAKTOB ¥ 0OKOBBIX CTOJI00B CIIMHHOTO MO3ra.

3akiaouenue: Ilocie KOMIUIEKCHOrO KIMHHUKO-IUATHOCTHYECKOIO OOCIEIOBaHUSA
BceM TpEM TanmMeHTaM ObBLI  BBICTaBICH JWArHo3 JICHMKodHIedamonatus ¢
MOpak€HUEM CTBOJIA MO3ra, CIIMHHOTO MO3Ta W TOBBIIMICHHBIM JIAKTaTOM. JlaHHBIE
MarHUTHO-PE30HAHCHOW TOMOTpa(uu ChHIrpaM 3HAYUTEIBHYIO POJIb B IOCTAHOBKE
JIMarHo3a W OINpEJEJCHUU AalbHEHIEed TAaKTUKU BEJICHHS MAIlUEHTOB, a B JBYX
ClydyasX TEpPBUYHOE TMPENOJIOKEHHE O BO3MOXKHO HAJWYUs JAHHOTO THUIIA
aapeHoneKoaucTpodrun OB BBICKA3aHBI UMEHHO BPAauyOM PEHTIE€HOJIOTOM BBUY
BBICOKOW CHENU(PUIHOCTH BBISIBJISIEMBIX CTPYKTYPHBIX HW3MEHEHHM TOJIOBHOTO U
CIMHHOT'O MO3Ta.

Y Bcex Tpex TaIlMEHTOB JaHHOE 3a00JieBaHUE OBLIO TIOATBEPKACHO ITyTEM

T€HEeTUYECKOT0 aHajiu3a B BUJIC BhISIBJIEHUS crieruduueckoi myTtanuu rena DARS2.
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