(%)}
(o]

BectHuk CyplY. MeauuyumHa. N° 4 (46), 2020

Y/IK616.831-073.7
DOI 10.34822/2304-9448-2020-4-58-62

OB30P CJTYYAEB JIEMKOSHLUEDAJIOMNATUN
C MOPAYKEHMEM CTBOJIA MO3TA,
CIMMHHOTIO MO3TIA U NMOBbILUEHHbIM
JIAKTATOM MO JAHHbIM MATHUTHO-
PE3SOHAHCHOW TOMOIPA®UN
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Llenb — nokasaTb BO3MOXHOCTU 1 NPENMYLLECTBA MarHUTHO-PE30HAHCHOW TOMOrpaduy rofIOBHOMO 1 CMIMHHOTO
MO3ra B BbIAIBIEHUW NeNKo3HLedpanonaTum C NnopaxeHrem CTBoMa Mo3ra, CrIMHHOIO MO3ra 1 NOBbILEHHbIM aKTaTOM.
Marepuman n meTtoapl. B pabote npefcraBneHbl HECKONbKO KNMMHWUKO-ANArHOCTUYECKUX HabnogeHnn pegKkoit Gopmbl
afipeHonenkogncTpodry ¢ NopakeHnem CTBOJSIA MO3ra, CMIMHHOIO MO3ra U MOBbILEHHbIM flakTaToM. Pesynbratbl.
[laHHble MarHUTHO-pe30HaHCHOM ToMorpadurm Cbirpany 3HauNTeNbHYO POSb B MOCTAHOBKE AMarHo3a v onpeaesneHnn
JanbHeWwen TakTUKN BEAEHMWA NaLNEHTOB BBMAY BbICOKOWN cneundUYHOCTA BbISIBNAEMOrO NOPakeHNA FON0BHOMO
1 CMYHHOTO MO3ra.

KnioueBble cnoBa: agpeHonenkogmctpodus, HacnenctseHHoe 3abosieBaHne HEPBHOWM CUCTEMbI, MOBbILLEHHbI
YpPOBEHb NaKTaTa, MarHUTHO-Pe3oHaHCHaA ToMmorpadus.

Wndp cneumnanbHocTh: 14.01.13 JlyueBas fMarHoCTuKa, nyyeBas Tepanus.

ABTop ana nepenuckn: [lonruii Ceprein BaneHTnHosuy, e-mail: dolgiys-mri@mail.ru

BBEJEHUE

NenkosHuedanonaTna c NnopakeHnem CTBoMa Mo3-
ra, CIMHHOIO MO3ra W MOBbILEHHbIM JlaKTaTOM, U MU-
ToxoHApuanbHaa acnaptun-TPHK cuHTeTasHaAa HepgocTa-
TouHOCTb (Leukoencephalopathy with brainstem and
spinal cord involvement and lactate elevation; LBSL;
Mitochondrial aspartyl-tRNA synthetase deficiency), as-

nAeTcA pefKUM HacneCTBEHHbIM 3ab0/ieBaHNEM HepB-
HOW CCTeMbI, OTHOCUTCA K rpynne afpeHoenkoancTpo-
¢un [1]. B natoreHese 3aboneBaHnA MHOrOe OCTaeTCA He-
ACHbIM. YCTaHOBJIEHO, UTO Y 60JIbHbIX OTMEYaeTCs HU3KUI
YPOBEHb akTUBHOCTU $pepMeHTa acnapTun-T-PHK-cuHTe-
Ta3bl, HAPYLLAIOTCA OKNCITNTENTbHO-BOCCTAHOBUTESIbHbIE
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npouecchl B KNeTKe, B pe3ynbraTe Yero nponcxoauT Ha-
KOnseHve naktata — MPoAyKTa aHa3poOHOro oKncneHuns
rnoKo3bl [1-3].

KnuHunyeckn 3aboneBaHmne NposiBAsSETCA HapacTato-
MMM MO3XKEUYKOBbIMU, MUPAMUAHBIMU PacCTPONCTBAMN
M HapyLWeHUAMU, CBUAETENbCTBYOLWNMM O NOPAXKEHNN
3afHUX CTONBGOB CNMHHOIO Mo3ra [2-3]. OgHuM 13 nep-
BbIX CUMNTOMOB OObIYHO ABAAETCA TUMMYHOE HapyLUeHne
NMOXOA KM B pe3yfbTaTe M3MEHEHNA MbILLIEYHOro TOHyca no
cnacTuyeckomy Tuny B Horax. [NporpeccrpoBaHue 3abo-
neBaHNA MefNeHHOe, HTeNNeKTyanbHaa cdepa rpybo
He M3MeHEeHa, HO HapacTaHue ABMraTeNlbHbIX HapyLLUEeHNI
NPVBOAWUT K 3HAUNTENIbHOW NHBANMAN3ALWM NALNEHTOB
KO BTOPOMY-YeTBepTOMY AeCATUNETMIO XN3Hn [1].

Kak oTmeueHo B paboTe [4], aHHOe 3aboneBaHne
BbIABIEHO OTHOCUTENBHO HEJABHO HECKOJIbKMMM Fpynna-
MU yuyeHbIx B fonnaHaum, Poccun n CLUA (Van der Knaap,
F. Barkof et al., 2003; C. B. Cepkos, /. H. MNpoHUH 1 co-
aBT,, 2003; T. Linnankivi et al., 2004) He3aBrcMMO gpyr oT
apyra. HassaHue 6onesHn npeanoxeHo Van der Knaap
B 2003 r. [5]. MarHMTHO-pe30HaHCHaA KapThHa 3aboneBa-
HUSA ABNAETCA OTYET/IMBO MATOrHOMOHUYHOM, C HalnYmMem
XapaKTepPHbIX N3MEHEHWI, HE OMMCAHHbIX PaHee HKU Npu
oaHoM 3aboneBaHuu 6enoro BellecTsa [4-5], a NOCTaHOB-
Ka amarHo3a 6e3 ncnonb3oBaHWA METOLOB IyYeBOW ANa-
FHOCTVKM OKa3blBaeTCA fOCTAaTOYHO C/IOXKHO.

B reHeTnKe 3aboneBaHNsA BbIABAAETCA MyTaLWA reHa
DARS2, kogupylowero MUTOXOHAPUanNbHY0 acnapTun
T-PHK cnHTeTasy, 3TOT reH KapTMpOBaH Ha A/IMHHOM nJe-
ye 1-i XPOMOCOMbI, MEPBOM CYyOCErMeHTe CEerMeHTa 2-ro
pervoHa (nokyc 1g25.1.), Tun HacnefoBaHMA — ayTOCOM-
HO-peLeccnBHbIN [6].

Lienb — noka3aTb BO3MOXHOCTV U NpenMyLLecTBa Mar-
HUTHO-PE30HAHCHOW TOMOrpadu roSIOBHONO U CMIMHHOTO
MO3ra B BblIBIEHWM NeKo3HLUepanonaTnm c nopaxkeHnem
CTBOJ1a MO3ra, CMMHHOIO MO3ra M NOBbILLEHHbIM TaKTaTOM.

MATEPUAN U METOAbI

WccnegoBaHue 66110 0406PEHO JIOKaIbHbIM 3TUYe-
CKMM KOMUTETOM OKPY>KHOIO KapAMonornyeckoro gmc-
naHcepa «LleHTp AMarHOCTUKN N cepaeyHO-CoCyanCTOmn
xupyprumn» (CypryT). MauneHTbl N NX 3aKOHHblE Npea-
CTaBuTenn nognucany nHGoOPMMpoBaHHOE cornacue Ha
npoBeAeHne nccnefoBaHna U NybnuKaLunio matepuanos.

B paboTe npefcTaBieHbl KNMHUKO-AMArHoCcTnyeckue
HabnilogeHnA Tpex NauMeHTOB — 1 XKEHLLMHbI U 2 MY>KUVH.

MauueHTka J1., 1988 r. p., 06paTMNach Ha NpUeM K Bpa-
Uy-HEeBPOJIOTY OKPY>KHOMO KapAVONOorMyeckoro ArucnaHcepa
«LeHTp gnarHocTukn 1 cepaeyHo-cocygucTon Xmpyprm»
(OKO «Lia n CCX») ¢ xanobamu Ha AnuTesibHoe Nporpeccu-
pytoLiee HapyLUeHre NOXOAKN 3a CYET U3MEHEHMSA MblLUEY-
HOro TOHYCa MO CrMacTUYeCKOMyY TWMYy B HOrax, HapacTaHue
MbILLEYHOrO TOHYCa B pyKaX, 6e3 CyLLecTBeHHOro HapyLlle-
HWA KOTHUTUBHBIX GYHKLMIA HA MOMEHT obpaLLeHus.

MaumeHT M., 2003 T. p., 06PATUNICA B MPUEMHOE OTaEe-
neHvie CypryTcKon ropoACcKon KNMHNYeCKon 60bHMULbI
Nno HanpaeneHNIO 13 NONINKIIMHUKM C XKanobamu Ha no-
CTeneHHOe HapyLleHWe NOXOAKM 3a CYET N3MEHEHMA Mbl-
LLIeYHOro TOHYyCa No cracTuYyeckoMy Ty B Horax, 6e3 Ha-
pYyLWEeHWA KOTHUTUBHBIX GYHKLWIA Ha MOMEHT obpalleHus.

MauneHT [., 1989 r. p., 06paTUIICA Ha NPUEM K Bpa-
uy-reHeTnky OKJ] «LI1 n CCX» c xanobamu Ha pe3koe
N3MeHeHNe MblLLEeYHOro TOHYCa No CnacTUYeckomy Ty
B HOrax 1 pyKax, Mpu 3TOM NepeaBuranca oH Ha MHBanng-
HOW KonsAcke. Ha MOMeHT obpallieHns y naumneHTa oTme-
Yyanocb HebosbLIOE HapyLleHNe KOTHUTUBHbBIX GYHKLNIA.

Bcem nauueHTam 6bIO Ha3HauyeHO MpoBefeHue
MarHMTHO-pe3oHaHcHoM Tomorpadun (MPT) ronosHoro
M CMUHHOIO MO3ra C KOHTPACTUPOBAHMNEM.

Ob6cnepgoBaHne NPoOBOAMIOCH HA MAarHUTHO-Pe30-
HaHcHOM Tomorpade Achieva pupmbl Philips HanpsaxeH-
HOCTbIO MarHUTHoro nonsa 1,5 Tecna ¢ ncnonb3oBaHUEM
16-KaHanbHOW HenpoBacKynAapHon KaTywkn Head-Neck
1 8-KaHanbHOW CNnHanbHOWM KaTywku Spine. MNpu cKa-
HMPOBAHUX FTONIOBHOIO MO3ra MCMOoJIb30BaNnUCh UM-
nysnbCcHble nocnegoBatenbHoctn T2, Flair, T1, DWI, npu
CKaHMPOBaHUN CMUHHOIO MO3ra — MMMYNbCHblE Noce-
posartenbHoctu T2, T1, Stir B Tpex B3auMHO nepneHan-
KYNAPHbIX MNOCKOCTAX. [JNA KOHTpacTMpoBaHNA B OGHOM
cnyyae BHYTPUBEHHO CTPYNHO BBOAWCA rafONMNHNIA-CO-
Jepxawmn npenapat «JoTtapem» n3 pacyeta 0,2 ma Ha Kr
Beca, 1 B ABYX CyYasax — ragonvnHNn-cogep<awinn npe-
napat «fagoBuct» 13 pacyeta 0,1 mn Ha Kr Beca.

PE3YJIbTATbl U UX OBCYXKAEHUE

Mo pgaHHbIM MPT natonornyeckne namMeHeHua y Bcex
naumneHToB Gbln CXOXK. B 06erx remrchepax ronoBHOro
Mo3ra Obl10 BbisiBIEHO ANdPY3HO-0UaroBoe nopakeHve
6eoro BelecTsa Mo TUMY CJIMBHbIX 30H, FTMNEPUHTEHCMB-
HbIX Ha T2, Flair n runonHTeHcnBHbIX — Ha T1 (puc. 1), c ns-
GupaTesibHbIM MOPAXXeHNEM MO30MINCTOrO Tesla U KOpTu-
KO-CMMHaNbHbIX TPAKTOB Ha YPOBHE TanamMyCoB.

Puc. 1. Jugpgpy3Ho-o4azosoe nopaxkeHue 6es1020 gewecmaa obeux 2emucehep 20/108H020 M032a
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NHbpaTeHTOpranbHO onpefenanocb TUNMUYHOE MO-  HOrO HepBa Ha YPOBHE MOCTa MO3ra U CpefHUX HOXeK
paxeHvie MeAnanbHOW NeTnn, CPefHEMO3roBOro NyTn,  MoO3XeukKa (puc. 2).
a Tak»Ke BHYTPUCTBONIOBOM NOPLUN KOpPeLLKa TPONHWNY-

Puc. 2. 36upamenbHoe nopaxeHue MeduadsbHoU nemu (ONUHHASA CMpesiKa), cpedHeM0o3208020 NymMu U 8Hympucmaosnosol nopyuu
KOpewKa mpoUHUYHO20 HEPBA HA YPOBHE MOCMA M0O32a U CPeOHUX HOXeK MO3XedKd (KopomKue Cmpesiku)

TakXke OTMeuanocb crneynduyHoe n3dupatesbHoOe  HblX TPAKTOB Ha YPOBHE NPOAOMTOBaTOro Mo3ra (puc. 3).
nopakeHune NMPaMULHbIX U 33AHUX CMUHHO-Lepebennap-

Puc. 3. MopaxeHue NupamuoHeix U 3a0HUX CNUHHO-UepebesIApHbIX MPakmos Ha yposHe npodos1208amozo Mo32d
(OnuHHbIE U KOpOMKUe cmpesiKu)

Ha ¢oHe anddysHo-ouaroBbix M3MEHEHUI B Mapa-  JICb MHOMECTBEHHbIE YYACTKN C aKTUBHBIM OrpaHnYeHu-
BEHTPUKYNAPHbIX oTAenax remmcdep ronoBHoro mosra  em anddysnm co 3HaveHrem b-daktopa 1 000 (puc. 4).
1 B 06N1acTV CpefHUX HOXEK MO3XKeuKa BU3yanm3npoBa-

Puc. 4. Yaacmku c akmusHsiM o2paHuyeHuem ouggysuu (b 1.000)



Mpn nccnegoBaHMM CNMHHOMO MO3ra OTMEeYaNuchb
anddysHble M3MeHeHUA gopconaTtepasnbHbiX OTAENOB
C n36upaTtenibHbIM MOPAKEHMNEM faTepPasbHbIX KOPTU-
KO-CMMHasbHbIX TPAKTOB U 6OKOBbIX CTON6GOB (puc. 5).

Mocne BBeAEHNA rafONNHNN-CONEPKALLErO KOHTPACTHO-
ro BeLecTBa BbIABIEHHbIE MATONOMMYECKNE N3MEHEHNS
He HaKanMBanu KOHTPaCTHOE BellecTso.

Puc. 5. M36upameanoe nopaxeHue jiamepasibHblX KOPMUKO-CNUHAJ/IbHbIX MpAdKmos u 60K08bIX CMOJI608 CNUHHO20 MO32d

3AKJNIOYEHUE

Mocne KOMNAEKCHOTO KIMHUKO-AMArHOCTUYECKO-
ro obcnefoBaHuA BCceM 3 naumeHTam Obin BbICTaBIEH
OMarHos «nenkoaHuedbanonaTna c nopakeHnem cTBo-
Nla MO3ra, CMMHHONO MO3ra U MOBbIWEHHbIM JTAKTaTOM».
HdaHHble MPT cbirpanu 3HauuTenbHy posib B NocCTa-
HOBKe AuarHo3a u onpegeneHnun ganbHenwen TakTu-
KV BeleHWA NaLMeHToB, a B ABYX C/lyYyasax nepBuyHoe
npeanosioyKeHne 0 BO3MOXXHOM Hannyum faHHoro tmna
agpeHonenkognctTpodmm 6610 BbiCKazaHO MMEHHO

JINTEPATYPA

BPAYOM-PEHTIEHONIOrOM BBUAY BblICOKOW crneunduyHo-
CTU BbISIBJIIEMbIX CTPYKTYPHbIX M3MEHEHW FONIOBHOTO
W CMUHHOTO MO3ra.

B nocnepytowwem y Bcex 3 nayneHToB JaHHOe 3abone-
BaHMe OblJI0 MOATBEPXKAEHO NYTEM rEHETUYECKOTO aHa-
n13a B BUAe BbISBNEHMA CNeunduyeckon mytaLum reHa
DARS2.

KoHnuKT nHTepecoB. ABTOpPbI 3aABNAIOT 06 OTCYyT-
CTBMM KOHNUKTA MHTEPECOB.
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