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JleikosHLedaonarus
C IIPEMMYILIECCTBEHHbBIM MOPAKEHUEM
CTBOJIa MO3Ta U CIIMHHOI'O MO3ra
1 HOBBILIIEHHBIM JJAKTaTOM
1P MAarHUTHO-PE30OHAHCHOM
cinekTpockonuu (LBSL):
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Jeiikosnyedasonamus ¢ npeumyuecmeesbLM ROPANCEHUEM CIBOAA MO32a U CHUHHO20 MO32a U NOBbIUEHHbIM AAKMAMOM NPU MACHUMHO-De30HAHC-
Hoii cnexmpockonuu (LBSL) — pedkas u manouseecmuas popma HacaedcmeerHoll Aeiik0IHUepaIonamuu, cyuecmeeHHas 4acmy Komopoi, 6eposmHo,
CKpbIBaemces o0 MACKAMU NepeuyHo-npoepeccupyiouux Gopm paccesnnoeo ckaepoza. B cmamve npedcmasaen KaunuMecKuii cay4ai 63pocaoli opmol
LBSL u 0630p aumepamypsi no daxHomy 3a004e8anuro, 00cyscoaromes ocobeHHocmu nopajyicerus nupamuoroeo cunopoma npu LBSL u paccesunom
ckaepose, npedcmasnervt MPT-kpumepuu LBSL. Iloouepxusaemes mpyonocme duggepenyuanvroii duaenocmuxu c 6osesnvio Kpaboe. Kaunuueckoe
Habaodenue noomeepicdaem mpyorocms duaenosa LBSL u nedocmamounyio oceedomaerrocmo paveii o 0annom 3a004e8anul.

Kiouesbie ciioBa: seiikosnyeganronamus; nacredcmeennas aeikosnyeganronamus; LBSL; DARS2; nuycnuii cnacmuveckuii napanapes.
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Leukoencephalopathy with Brainstem
and Spinal Cord Involvement and Lactate Elevation
(LBSL) on Magnetic Resonance Spectroscopy:
A Clinical Observation

Alexander Yu. Kazantsev, Tatiana V. Matveeva
Kazan State Medical University, Kazan, Russia

Leukoencephalopathy with brainstem and spinal cord involvement and lactate elevation (LBSL) on magnetic resonance spectroscopy is a rare and little-known
form of hereditary leukoencephalopathy, a significant portion of which is probably obscured by the label of primary progressive multiple sclerosis. The article
presents a clinical case of an adult form of LBSL and a review of the literature on this disease, discusses the particular pyramidal syndrome lesions in LBSL
and multiple sclerosis, and presents the MRI criteria for LBSL. The difficulty in differential diagnosis with Krabbe disease is highlighted. Clinical observation
confirms the difficulty of diagnosing LBSL and the lack of medical awareness about this disease.
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Beenenne

JleiikosHuedanonatus (JIBTI) ¢ npeumyiiecTBeHHbIM MOpa-
KeHHMEM CTBOJIa MO3Ta M CIIMHHOTO MO3Ta M MOBBIIIEHHBIM
naktatom npu MP-cnektpockonuu (leukoencephalopathy
with brainstem and spinal cord involvement and lactate
elevation, LBSL, OMIM #611105)" — penkass ayTocoMHO-
peueccuBHast popma HaciencTBeHHbIX JIOII, oTHOCAIIMX-
Cs K TPYIIe MUTOXOHAPHWATBHBIX 3a00JeBaHUI, OOYCIOB-
JICHHBIX MYTallUSMU SAEPHOTO reHoma. 3abojieBaHUE ObLIO
Briepsble omucano B 2002 . M.S. Van der Knaap u coasr. [1]
KaK MsTKas MeljIeHHO mporpeccupylomas ¢opma JIDIT ¢
MIPENMYIIIECTBEHHBIM I€0I0TOM B IOBEHUJIBHOM BO3pacTe, Xa-
PAKTEPUIYIOLIASACS MEIJIEHHO IMIPOTrPECCUPYIOIEH aTaKCUEH,
CTMACTUYHOCTBIO U IeTeHEpallel 3aIHUX CTON00B CITMHHOTO
Mo3ra. [eHeTH9IecKoil 0CHOBOI 3a00JIeBaHUS SBJISICTCSI MyTa-
uus B reHe DARS2, pacnosioxeHHOM B 1 XxpoMocoMe, JIOKY-
ce 1925.1. DARS?2 xonupyeT hepMEHT MUTOXOHAPUATHHYIO
acnaptui-TPHK-cuHTeTasy, oTBevarolnyo 3a mpucoeInHe-
HUe acmaprata — OfHON u3 20 aMUHOKHUCIOT OpraHu3Ma,
Kk mosnekyie TPHK B nmpouecce Tpancnainuu 6enka. Y 60Jb-
Hbix ¢ LBSL akTMBHOCTP MUTOXOHAPWAILHOW acmapTuil-
TPHK-cuHTEeTa3H 1O CpaBHEHUIO CO 3MOPOBHIMU JTHIIAMU
3HAYUTENbHO CHMXeHa. OmucaHbl pa3iuyHble TUIBI MyTa-
uumii reHa DARS2: Jaie Bcero MUCCEHC-MYyTallMK, BEAYLIUE
K HapyLIeHWIO CIUIAfiCMHTa, peXe — HOHCEHC-MYTalluu U
nenerd. [TouTy BCe TMAIMEHTHI SBJISIOTCS KOMIAyH/I-TeTe-
po3uUroTaMu (Kaxmas U3 IBYX MYTAHTHBIX XPOMOCOM COJEp-
KUT pa3Hble MyTauuu B DARS2) ¢ camoit yacToil MyTalueii
228-20 —21delTTinsC Bo 2-M HHTpPOHE, YTO BEIET K BHIpE3a-
HUI0 3-T0 9K30HA, CABUTY PAMKM CYMTBIBAHUS U TIPEXKIEBPE-
MEHHOI OCTaHOBKe CHHTe3a Oeska [2—4].

OcobenHocthio LBSL siBNsieTcs OTCYTCTBHE XapaKTepHOM st
MUTOXOH/IPUAIBHOW TIATONOTUM TIOJMCUCTEMHOCTH TOpaXe-
HUA [2]. DTO MOXKET ObITh 00BSICHEHO, BO-TIEPBBIX, pa3HOM YyB-
CTBUTEJLHOCTBIO KJIETOK OpraHu3Ma K myTaimu reHa DARS2.
IToxazaHo, YTO K HapylIEHWIO CIUIAICMHIAa B 3-M 3K30HE U
CUHTe3y JAe(GeKTHONH MuTOXOHApUaNbHON acmapTun-TPHK-
CHHTETa3bl HauboJee YyBCTBUTEIbHBI UMEHHO HEPBHBIE KITET-
Ku. Bo-BTOpbIX, HaHHass MyTalMsi, Kak MHOTIa ObIBAaeT Mpu
MYTALASX CAWTOB CIUIAMCHHTA, SBJISETCS <«HEMOJHOW», T.e.
MIPOUCXOIUT OTPENeTCHHBIN 00beM MPABUIBHOTO BKIIOUEHUS
3-ro ak3oHa B MPHK ¢ cuHTe30M nonHoLeHHoro 6eska. I1po-
LIEHT «3I0POBOTO» OEJiKa BBIIIE B HE «HEPBHBIX» KJIETOUHBIX
KyJbTypax. JAByMs yKa3aHHBIMU BbILIE OCOOEHHOCTSIMM 00DB-
SICHSICTCS Upe3BHIYAiiHAs «PAaHMMOCTb» HEPBHOM TKaHM IpPU
LBSL, a TakxXe OTCYTCTBUE XapaKTEPHOI U1t MUTOXOHAPUANb-
HOi MAaTOJIOTUHY MTOJIMCUCTEMHOCTH TOpakeHus [2].

B c¢Bs131 ¢ peiKocThI0 06CyknaeMoro 3a001eBaHuUsI TOUHbBIE JaH-
HBIE O €T0 PAcIpOCTPaHEHHOCTH OTCYTCTBYIOT. BeTpeyaemoctn

" B pyccKosi3bI4HOI NUTepaType Takke BCTpevaroTcs abopesuatypsl JICCN m N13-CCH,
aBTOPbI ,ElaHHOI7I CTaTbi UCNONb3YHT Aasiee aHrnoA3bI4HOE Ha3BaHNe 3a60/1eBaHNA.
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LBSL menee, uem 1:1 000 0002, B ¢huHCKO#M MOMy/ISALUKA MyTa-
s reHa DARSZ2 oOHapyxuBaeTcs ¢ yactoroit 1:95 [5]. B Poc-
CHHM OIy0OIMKOBaH 0030p neTckoit popmbl LBSL Ha ocHOBaHUM
31 xknmHnyeckoro HadmoxeHus [6] u B3pocioit popmer LBSL
Ha ocHoBaHuu 10 HabmoneHwuii [7]. Bosbiias yactoTa BcTpeva-
eMoct Mytanusi teHa DARS2 B pUHCKOI MOTYJIAINM O3B0~
JISIeT npeanojarath, uto LBSL B GonbIIMHCTBE cliyyaeB ocTa-
eTCsl HeTMarHOCTHPOBAaHHOM M CKPBIBAETCS IO MACKOM APYTUX
Ho3ojoruii. CornacHO OTeYeCTBEHHBIM NaHHBIM, Ham0ojee
yacTo 601bHBIM ¢ LBSL BhIcTaBnsiercst auarto3 «PaccessHHBbI
ckirepo3» (PC) 1 Ha3HauaeTcs My IbC-Teparms KOPTUKOCTEPO-
unamu. OIUH MalKeHT ¢ OIIMO0YHBIM ArarHo3oM PC miuresb-
Hoe BpeMms nofydan [TUTPC [7].

JlaHHbIe O cpemHeM Bo3pacTe 1e0ioTa 3a00yeBaHKs Pa3HATCS.
CorracHo KpyIHeiilei 3apyoexHoi BRIGOpKe (7 = 66 maiueH-
TOB), CPEMHUII BO3PACT Havyana 3a00eBaHus COCTABMSET 8 JieT
[7]; B poccuiickoii Beibopke u3 10 mareHtoB — 27 net. Cpe-
JIM HUX ObUT 3a(h)MKCUPOBAH MAIMEHT C HAYAJIOM 3a00IeBaHUs
B 40 ner [7].

LBSL sapnsercs msrkoit dopmoit JIDIT — maumeHTsl 1IuTenb-
HOE BpeMsI COXPaHSIOT CIIOCOOHOCT K TIEPEIBIDKCHUIO U IMEIOT
HOPMAaJIbHbI KOTHUTMBHBIA CTaTyC. 3aMEYEHO, YTO YeM TO3Xe
TIPOSIBUTCS 3a00JIeBaHMe, TeM boJiee MATKO OHO TIpoTekaer [7, 8.
VYV MHOIMX MalMEeHTOB MPONOXKUTEIbHOCTh KU3HU, OCOOCHHO
NpY MOSIBJIEHUH TiepBbIX ipr3HakoB LBSL y w1y ctapiue 18 fer,
He OT/IMYAeTCS OT TAKOBOM Y TpPEACTaBUTENICH JAHHOTO PETHOHA.
OnHako nipu fe6roTe 3200/1eBaHKs B MJIAIEHUECTBE MPOLIECC HO-
CHT 3T0KAUeCTBEHHBII XapaKTep 1 OBICTPO IPUBOIUT K CMepTH [8].

Kmanueckas kaptuHa LBSL BkiiouaeT mupaMuIHBINA, MO3-
JKEUYKOBBIN, MOTUHEAPONIATUIYECKUIA CUHAPOMBI, KOTHUTUBHBIC
HapyuieHus [8]. [TupaMunHbIii CUHAPOM, KaK MPaBUIO, TPea-
CTaBJIeH HIDKHMM CITACTUYECKUM Tapanape3oM. OmucaHbl Tak-
K€ AMWIENTUYECKUE TIPUTTANKHU, TPOTPECCUPYIONIEe CHUXEHHE
OCTPOTHI 3peHMs. XapakTepHO MOpPaKeHWE CIMHHOTO MO3ra C
MpeUMYLIECTBEHHOI JAeTeHepalueil 3aIHIX CTOJ00B U CEHCU-
TUBHOU aTaKCUEH.

Yamie Bcero 00sie3Hb A€OIOTUPYET C MO3XKEYKOBOM aTaKCuu.
Juarno3 LBSL ycranaBnuBaeTcs Ha OCHOBaHUM KITMHUYECKOM
KapTuHbl, faHHBIX MPT-nccnenosanust u MP-criektpockonuu
[8]. TloBHImIeHMe ypoBHA JaKTata, OOHapy:xeHHOe Ipum MP-
CIIEKTPOCKOIIMHY, SBISIETCS XapaKTePHBIM, HO HE OOJIUTaTHBIM
cuMntoMoM. Onucanbl ciydyau LBSL Ge3 moBbllieHus JJakTata
[9]. JTakTaT MOXET MOBBIIIATHCS U TIPH APYTUX MUTOXOHIPH-
aJIbHBIX 3a00JIEBaHUSIX, UTO CHUXAET CHeLM(DUIHOCTD JaHHOTO
KPHUTEPHSL.

MPT-KkapTriHa UTpaeT BaxHelilyto posb B iuarHocTrke LBSL.
[Mono6Ho Hekortopsim JIBII, maHHoe 3abojeBaHHME MMeEET

2 Leukoencephalopathy with brain stem and spinal cord involvement-high lactate syndrome.
URL: https://www.orpha.net



KIMHUYECKWA PA3BOP

XapaKTEePHYI0 UMEHHO TS TAHHOM TaTOJIOTUN HePOBU3Yyaln-

3alIMOHHYIO0 KapTHHY:

1) 6oavuwue MPT-kpumepuu LBSL — Hanuuue M3MEHEHHOTO
CHUTHAJA OT:

* 0eJioro BeuecTBa OOIBLIMX MOJTYyIIAPUI (JIeKoapeos) ¢ OT-
HOCHUTENBHO COXPAaHHBIM CyOKOPTMKANBHBIM OeNbIM Bellle-
CTBOM;

* 3a[HUX CTOJOOB U/WIK JATEPATbHBIX KOPTUKOCTIMHATBHBIX
TPAKTOB B CTMHHOM MO3I€;

* MUpamMKA W/WIK TIepeKpecTa MUPaMUI B TIPOIOJITOBATOM
mo3re [10].

2) noddepacusarowue MPT-kpumepuu LBSL — Hanuuue usme-
HEHHOTO CUTHAJIA OT:

* BaJKKa MO30JIMCTOTO TENA;

* 3aqHEll HOXKY BHYTPEHHEN KarCyJibl;

* BEpPXHEM HOXKM MO3XKEUKa;

* HWKHEH HOXKM MO3XeuKa;

* HMHTpanapeHXMMAaJbHOM YaCTU TPOMHUYHOTO HEPBA;

* Me3eHledaTbHON YaCcT! TPUTEMUHATIBHOTO TPAKTa;

* TEePEeqHETO CIIHOLIEPEOeIIPHOTO TPAKTA B IPOIOJITOBATOM
MO3re;

* 0€JIOoro BelIeCTBa MO3XKEUKa.

JInst MOCTAaHOBKM AMarHo3a TpedyloTcsl Bee 3 OO0JbIINX M, KaK
MUHUMYM, 1 nogaepxupatomuiit MPT-kpurepuid.

Hecmotpst Ha MPT-kpurtepun, nuarnoctrka LBSL tpymHa, u
IMATHO3 HEPENKO YCTAaHABIMBAETCS TOJBKO TP MPOBENCHUU
MOJIHO9K30MHOTO CEKBEHMpOBaHus [11].

Komnmyeckwuii cryqai

[MaumenTka A., 19 net, obpaTuiach ¢ xaaobaMu Ha «CyIoporu»
B HOTax, KOTOpbIE COIMPOBOXIAIOTCSL CTMOAHUEM HOT B KOJICH-
HBIX CYCTaBaX, MHOT/IA MajieHUeM, TIPOIoJIKaloTes 1—2 MuH, 3a-
TeM IalMeHTKA BCTAaeT U MPOAOKaeT Xoab0y. [Ipoxoaur HeoO-
XOJMMBIE PACCTOSIHMUS, HO mocJie Toro Kak npoiizer 300—500 m,
TpeOyeTcst HENMPOIOJLKUTEBHBIN OTIIBIX.

Pomunachk B cpok OT HEOIM3KOPOICTBEHHOTO OpaKa ¢ HOpMaJib-
HBIM TeUeHHEM OepeMeHHOCTH 1 ponoB. OTHAKO C 5-JIETHETO
BO3pacTa Haboanach y OETCKUX HEBPOJOTOB C JUATHO30M
«[lepunaransHoe mopaxenue [THC B dopme nBycTopoHHEi
MMpPaMUIHON HeJ0CTaTOUHOCTH». Hukakoro nuckoMdopTa 10
12 jleT manMeHTKa He Ollyiiana, B (YU3MIECKOM Pa3BUTHU OT
CBEPCTHUKOB HE OTCTaBajIa, XOPOIIO MepeHOCHIa (PU3NIECKUE
Harpy3Kku, YCIelHO yYuIach B 001Ie00pa30BaTeIbHOM MIKOJIe
(a 3aTteM B MHCTHTYTE), TaXe 3aHMManaach TaHIaMu. OT pus-
KYJIBTYPHI B LIIKOJIE HE 0CBOOOXIAIach, HO HOPMATUBHI C1aBa-
JIa C TPYIIOM, Pe3YJIbTaThl BCEeTaa ObUTH XyXe MO CPABHEHUIO C
pe3ynbratamu cBepcTHUKOB. C 12 JieT cTanu 6eCrIOKOUTD «Cy-
JIOpOTH» B HOTaX, KOTOpble HUYEM He JIMMHUTHPOBATHA OOJb-
Hyto. [TosIBUIMCh HEYCTOMYMBOCTD M 3aTPYIHEHUS B IBIIKE-
HUSIX, CBSI3AaHHBIX C HEOOXOMUMOCTBIO COXPAHSTh PABHOBECHUE,
B 13 et 3aMeTnIa M3MEHEHHE TOX0aKU. OpTOoIeIoM BBISIBICHO
YKOpOUEHMeE JIEBOIi HOTY Ha 1,5 cM, ueM B TO BpeMs 1 OObSICHSI-
J1ach HEYCTOMYMBOCTD ¥ HEYJAUX TIPY BBITTOJTHEHUH YIIPasKHE-
HUI Ha 3aHATUAX QU3KYILTYpoil. B mocnenyiomnem crana uc-
MBITHIBAT 3aTPYAHEHMS TIPU CIYCKE C JIECTHUIIBI, TOSIBUIIACH
MOTPEOHOCTh B OTHBIXE TIPH TEPEIBIDKCHUSIX Ha HEOOJIBIINE
quctaHuuu. C 17—18 jeT malnMeHTKa cTaja 0TMeYaTh JIETKYIO
HIATKOCTh IPU X0omb0e. B ¢BA3M ¢ HammumeM y MalueHTKH Je-
(bopmarnmu crom mo TUIy «(ppUAPEHXOBCKOI CTOMbBI» ObLIa 3a-
nomo3peHa atakcust Opuapeiixa, HO TIOMCK YAaCTBIX MYyTallMid
B TeHe FXN He oOHapyXwmi oTKiIOHeHM#. Ouaru y OOJIBbHOIA
B 0€JI0M BelleCTBe OOJIbIINX MOMYIIAPUI, CTBOJIE MO3Tra U MO3-
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Puc. 1. MPT ronosroro Mosra namuentku A. (2018 r.).

A, B — mpenMyliieCTBEHHO CUMMETPUYHBIIA Jieiikoapeo3; C — u3Me-
HEHHBII CUTHAJ OT 3aHUX Oelep BHYTpeHHel Kamcyabl; D — u3me-
HEHHBII CUTHAJI OT CTBOJIa MO3Ta M BEPXHMX HOXeK Mo3xkeuka; E — us-
MEHEHHBII CUTHAJT OT MeAMAIbHOM TIeT/H (1), MHTpanapeHXMMaIbHOI
YacTH TPOMHMYHOTO HepBa (2), mupamuan Mocta Mo3ra (3); F — usme-
HEHHBII CUTHAJT OT TIMPaMU TIPOIOJITOBAaTOTO MO3Ta

Fig. 1. Brain MRI of patient A. (2018).

A, B — predominantly symmetrical leukoaraiosis; C — abnormal signal
from the posterior limbs of the internal capsule; D — abnormal signal
from the brainstem and the superior cerebellar peduncles; E — abnormal
signal from the medial loop (1), intraparenchymal part of the trigeminal
nerve (2) and the pyramids of the cerebral pons (3); F — abnormal signal
from the pyramids of the medulla oblongata

xkeuke Ha MPT ros0BHOIo MO3ra MOC/IyXIIM OCHOBAHUEM [IJIsI
nguarHoctuky PC, ¢ yeM GonbHast 1 Obl1a HampapJieHa K HaM.

[Manuentka penko 6Gonena OPBU, xakumu-n1mb0 XpoHUYe-
CKMMU 3a0oneBaHMsIMU He cTpanana. [lanueHTka u ee poau-
TeJIU OTPULIAIM HaluuKe reHeTUYEeCKIUX 3a00JIeBaHMIA B CEMbE.
Marepu 1 0TIy B MOMEHT OcMOTpa 0bL10 45 1 48 J1eT cooTBeT-
CTBEHHO, ¥ OHM CYHUTAJIN CeOsI 3MOPOBEIMMU.

Hesponornyeckuii cratyc 2018 L.: BBICOKMIT MaHAMOYISIPHBINA
peduekc, HeyOeaUTeIbHASI TUTIEPECTE3US C IBYX CTOPOH TIO T10-
JIMHEBPUTUYECKOMY THITY OT KOJIEHHBIX CYCTaBOB. MEIIIEUHO-
CYCTaBHOE UyBCTBO He HapyiueHo. OO0beM IBIKCHUI B pyKax
TIOJTHBIM, TEMIT BHITTOJTHEHUS OOBIYHBIN, CUJIa B pyKax 5 0anioB
TI0 BCEM MBIIICYHBIM rpymmmaM. O0beM IBIDKEeHHI B HOTax: TIpa-
BYIO HOTY TIOMHAMAET HaJl yDOBHEM ToCTeNu Ha 60°, ieByto — Ha
50°. Temm mBUKeHUU 3aMeieH. PeTpakiiusi axuiloBbIX CYXO-
i, Crjia MBI TI0 MBIIIEYHBIM TPYIIIaM B HOTaX paBHO-
MEpHO CHIXeHa 1 Kosebnetcs ot 4,0 1o 4,5 6ania. UckimoueHue
COCTABIISIIOT CTHOATENN TOJIEHEH CIIpaBa U ClieBa, CHJIa KOTOPBIX
3 6ana. Pedhekch ¢ pyK BBICOKME, 03 YeTKOI pa3HUILIbI CTOPOH.
KonenHble — ¢ TOMMKMHETMYECKAM OTTeHKoM, D=S. Axuiio-
BBl pediekchl ¢ kimonycom, D=S. JIByctoponnuii peiexc ba-
ouHckoro. Iloxomka cracTuKo-TapeTyeckas. Heycroitumpa.
IMpm crmycke ¢ JIECTHUIIBI UCTIBITHIBACT 3aTPYTHEHMS M3-3a He-
BO3MOXHOCTH Pa30THYTh HOTY, HEYCTOMYMBOCTb MPU 3TOM YCH-
JIUBAETCSI, BEIHYX/IEHA TIPUIECPKUBATHCS 3a Tiepiia. ToHyc B py-
Kax cJierka CHIKeH. TOHyC B pa3rubaTensix HOT M MPUBOISIINX
MBIIIIAX TTOBBIIIEH 10 MUPAMUIHOMY THUITY. JIETKWiT MHTEHIIH-
OHHBII TPEMOp ITPY BHITIONTHEHWH TAJIbLIe-HOCOBOI MPo0BI S>D.
HeybenurenbHblii AuCIManoXoKWHe3 cieBa. Ipyrve Mo3xked-
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KOBbI€ poObI (acuHeprust babuHcKoro, UMUTALMOHHbBIE IPOOHI,
npoba Ilunpaepa, Crioapra—XoiaMca U Ip. — OTPULIATETIBHEI).
B noze Pomb6epra ycroituna. Beicokuit cBof cton. KorHuTus-
HBIX HAPYIICHUH Y MAIIMEHTKH He OTMEUAIOCh (YCIICIITHO YIUTCS
B BhIcIIeM yueOHOM 3aBeneHnn). MOCA-Tect — 30 OawioB.

Ha MPT ronoBroro mo3ra (puc. 1) BeisiineH aundy3HbIi neii-
K0apeo3, U3MEHEHHBIN CUTHA OT 3aJHUX HOXEK BHYTPEHHUX
Karcyi1, MIpaMu] IPOI0JITOBaTOTO MO3Ta, OYard B MO3XKEUKe.
Bce naMeHeHus1 UMEIOT CUMMETPUYHBIN XapakTep (puc. 1) u
KOHTpacT He HakaruuBaloT. [To nanusiM MPT cimHHOTO MO3ra
OBLIX BBISIBJIEHBI IPU3HAKY aTpO(P UM CIIMHHOTO MO3ra 0e3 oya-
rOBOT0 MopaxeHusl (He MpeacTaBiaeHo Ha puc. 1).

[To pe3ynbrataM uronbuaToit MUOrpauu BO BCeX UCCIEI0BaH-
HBIX MBIIIIAX HIDKHUX KOHEYHOCTeH (TepeqHue 6obimeoep-
LIOBbIE MBILIIBI, YETHIPEXIJIABAs MBIIIIA Oeapa CrpaBa, UKPO-
HOXHAs MBIIIIA CJIeBa) MOTEHIWANbl IBUTATEJBHBIX SIMHUIL
M3MEHEHbI 110 HeiiporeHHOMYy Tumy. [Ipu CTMMYJIALHMOHHOK
Muorpabyy BHISBISIIOTCS TIPU3HAKKM aKCOHAJIBHOTO M30JIMPO-
BaHHOTO TIOPaXKeHUSI MOTOPHBIX BOJOKOH HIDKHUX KOHEYHO-
CTeii 6e3 BOBJICUCHUS CEHCOPHBIX.

Takum o6pa3zom, Ae0I0T 3a001eBaHUs Y TALIMEHTKU OTHOCUT-
sl K MOJPOCTKOBOMY BO3pAcTy; 3a00JeBaHME UMEET MEIEHHO
MIPOTPECCUPYIOILIEE TEUEHNUE; AP0 KIMHUIECKON KapTUHBI CO-
CTaBJISIET HYDKHUM CIIACTUYECKUI Taparapes; UMEET MECTO CO-
YyeTaHWe MUPAMUAHOM, MO3XKEUKOBOM M MOJMHEBPUTUYECKOI
CUMINTOMATUKU. MoO3XeuKoBasi CHMIITOMAaTMKAa BbIPAXEHA
MUHUMAJBbHO, MOJUHEBPUTUYECKAS! CTAHOBUTCS JOKAa3aHHOM
TOJIBKO IIPY MUOTPA(UH.

[MupaMumHBEI CMHAPOM B HallleM HAOMIONCHWM HEOOBIYCH.
B pykax oH npeacTaBlieH TOJIbKO TOBBIIIEHUEM [TyOOKHX ped-
JIEKCOB 03 IPM3HAKOB HAPYIICHMS IBUTATeIbHOM (PYHKIINH; B
HOTrax Xe OHa HapyllleHa, 1 CTeIleHb BHIPAXXEHHOCTH MUPAMMII-
HBIX 3HAKOB 0oJjiee sipKast. MEBIIeuHast cria Ipy TPOBEPKE ee
10 MBIIIEYHBIM IPYIIIAM B BEPXHMX M HUXHMX KOHEUYHOCTSIX
3HAYMTEJILHO He pa3inyaeTcs. MckinoyeHreM BsieTcs Ciila B
crubaTesnsix rojieHu, rae ¢ 00erx CTOPOH OHa paBHsieTcs 3 Oa-
naMm. He onpenensieTcst pa3HUIIBI B XapaKTePUCTUKE MBIIIEYHON
CHJIBI B TIPABBIX 1 JIEBBIX KOHEUHOCTSIX. BRICOKMIT MaHIMOYIISIp-
Hbl1 pediekc, XapaKTepUCTHKA MBIILIEYHOM CHJIBI B BEPXHMX U
HYDKHUX KOHEYHOCTSIX, OCOOEHHOCTH JIBUTaTeIbHBIX HapyIIe-
HUIA, OTCYTCTBME HAPYILEHUH (PYHKIMU TA30BBIX OPTaHOB CBU-
NETENbCTBYIOT O CUCTEMHOM, HO HE MHOTOOYaroBOM IOpaxe-
HUY TTMPAMIITHOTO TTyTH.

HesHauwnrenbHast pa3HULIa B MBILIEYHOM CUJIE B BEPXHUX U HUX-
HUX KOHEYHOCTSIX MMEET IBOSKOE 00BSICHEHHE:

1) HepaBHOMEpPHOE pacrpeaeneHue TOHyca — OH MpeodagaeT
y MAIMEHTKH B HIDKHUX KOHEYHOCTSIX M B CTUOATEISAX ToJie-
HU (TMAIMEHTKA XOIUT Ha TIOYCOTHYTHIX HOTaX, MCIIBITBIBACT
3aTPYIHEHMUS TIPH CITYCKE C JIECTHUIIBI);

HepaBHOMEPHOE CTpajaHMe CaMOTo IMUPAMUTHOTO ITYTH.
B nupaMuaHbIX MyTSIX BOJOKHA AJI BEPXHUX M HIKHMX KO-
HEYHOCTeH MAYT pa3ne bHO, MIMEIOT Pa3TNUHYIO ITPOTSDKEH-
HOCTb (IIPOBOJHUKY IJIs1 HOT OoJee ANMHHEIE), U TI0 aHaJIOo-
TUU C 0OCOOEHHOCTBIO TIOPAXEHUSI ABUTATEILHOTO TTyTH TIPU
neprdepruIecKoM IMOpakeHUH MPOBOTHUKH IS HOT MOTYT
cTpazath B OoJjibleil cTerieHu. M306upartenbHOe CHIDKEHUE
CHUJIBI B Pa3ru0aTeIsIX TOJIeHN MOXET OBITh OOBSICHEHO TIpe-
o0JIaiaHieM TOHYCa B CTHOATENSIX TOJICHHU.

2
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CBou maneHust bonbHast 00BACHSET «cymoporamu». [Ipu sTom
BO BpeMs CyIopor O0JIbHAs He OLIYLIAeT 00T M HANPSKEHUS

9%

MbI. OHM Bceraa BOHMKAIOT IIOCIE TOTO, KakK MallMeHTKa
MIPOMMIET KaKOe-TO PACCTOSTHUE, U COMTPOBOXIAIOTCS CTUOAHMU -
€M HOT B KOJICHHBIX CYCTaBaX, HO He CIIa3MUPOBaHMEM MBIIIII,
uHorna nageHueM. OmucaHHas XapakKTepUCTUKA «CyI0OpPOT» He
MO3BOJISIET OTHECTH MX K Kpammu. Hanmaue y 601bHOM MO3-
KEYKOBOM CHMITOMATHKH, OCOOCHHOCTH ITMPAMHUIHOTO TO-
Hyca, JUIT KOTOPOTO THITMYHO YMEHBIIEHNE HAMPSLKECHUS TIPH
TOBTOPHBIX PUTMUYHBIX IBIKCHUSAX, ITO3BOJISIIOT ITOJIATath,
YTO «CYIOPOTU» y OOJIbHOM SBISIOTCS MPOSIBACHUEM CHIXEHUS
TOHYCAa B MBIIIIIAX BO BpeMsI IBUTATEIFHON HATPY3KU.

Huddeperunanbubii auarHo3 LBSL cnoxen. CouetaHue y
00JIBHOI HIKHETO CIIACTUYECKOTO Iaparnape3a ¢ MO3:KeUKOBOIA
CUMIITOMaTUKOW U JieliKoapeo3oM, MpPOrpefueHTHOCTb Teue-
HUS CAeNaTi HeoOXOIMMBIM HCKITIOUCHHE OCTIOXHEHHBIX (POpM
HACJIENICTBEHHBIX CITACTUYECKUX MAPAIJIETUA CO CXOXeH KIu-
Huyeckoii kapTuHoii: ARSACS (ayTocoMHO-pelieccuBHasI Cria-
ctnueckas atakcus [llapneBya—Carene), ARSAL (ayrocomHO-
peueccuBHas criactuyeckas atakcus ¢ JIBII), AVED (atakcust
¢ nedunuToM ButamuHa E). [Ipn Bcex BHIIIENepedncIeHHBIX
3a00J1€BaHUAX MO3KEUKOBasi CUMIITOMATHKA MpeolianaeT Haj
MUpaMUTHON. Y Hallleil MalMeHTKH, HANpOTHB, Ha IICPBBIA
TUTIaH BBICTYIAJIO TOpaKeHUE MUPAMUTHOTO IYTH, MO3XKEUKO-
Basl XKe CUMITTOMATHKa OblJIa MUHIMAJTbHOI.

HeiipoBusyanuzalmoHHas KapTHHa 3acTaBUIa POBECTH AUD-
(hepeHIMATBHBIN OMATHO3 C TEPBHYHO-TIPOTPECCUPYIOIIEH
dopmoii PC, a Takke ¢ HacnenctBeHHbIMU JIDII, B yacTHOCTH
B3pociioit popmoii 6one3nn Kpadoe (BK).

B monw3y mepsuyHo-mporpeccupyromeir dopmel PC mormu
CBUJIETEIbCTBOBATh TaKWe MPH3HAKW, KaK MHOTOOYArOBBI
XapakTep MOpakeHUs HEPBHOW CUCTEMBI, HATMYUE CUHAPOMa
KJIMHUYECKUX TUCCOLMAIMIA, a TaKXe MUCCEMUHALMS OYa-
rOB JeMHUEIMHU3ALU B MPOCTPAHCTBE IO pe3yibratamM MPT.
KiuvHuyecku BreyaTieHWe MHOTOOYArOBOCTH MOPAXEHUS Y
00JIbHOI CKIAIBIBANIOCh 3 PA3HON CTETICHU TTOPAXEHUSI IBU-
raTelbHOro MyTH BEPXHUX U HUXHMX KOHeuHocTel. Kazanoch
OblL, BBICOKUI MaHIUOYISIPHBI peduiekc, MOBbILeHKE pedek-
COB Ha pyKax CBUJETENbCTBYIOT O LiepeOpabHOM YPOBHE MO-
PaXeHWsI; CIMHATBHbI YPOBEHb ITPeICTaBIECH TBUTATETbHBIMU
HapyleHusiMU B Horax. OHaKo MPUBENECHHbINA BBIIIE aHATU3
JIBUTATebHBIX HApYIICHUI CO BCel OUEBUAHOCTBIO JOKa3bIBa-
eT y 0OJIbHOI CCTEMHOCTb, HO HE MHOTOOYAaroBOCTh MOpaXe-
HUS OBUTATeNbHOrO MyTH. [Ipy MHOroOYaroBoM MopakeHUU
y GombHBIX PC CHMXXEHWE MBIIIEYHOM CUJIBI IO MBIIIEYHBIM
TpyNIaM OTJIMYAETCS] ACUMMETPUYHOCTBIO M HEPABHOMEPHO-
CThI0 IOPaXEHUS IaXe B pefiesiaX OAHO KOHEYHOCTH: B OJTHOIA
TPYIIIe MBI, HAPUMEp, B Pa3rubaTeNsiX TOJeHH, CUIa MO-
KeT ObITh paBHOI 4 OajiaM, B crubarensix — 2 [12]. B Hawem
HAOJTIONEHNN TTOKA3aTe N MBILIEYHO CUITBI B PA3HBIX MbIIIIEY-
HBIX TPYMIAaX OTIMYAIOTCS CUMMETPUYHOCTBIO.

BoipaxeHHOe TOBbILIEHUE TOHYCA 110 MUPAMUTHOMY TUTY C
hopMHpoBaHMEM KOHTPAKTYp B cycTaBax HOT' y 60ibHBIX PC
OOBIYHO COYETAETCS C TPYOBIM HUKHUM Tapamnape3oM, pes-
KUM OTpaHMYEHMEM JABUTaTeNbHON (QyHKUMU. Y MalueHTKu
K€ UMEITCS MPU3HAKKA DPA3BUBAIOLICHCS KOHTPAKTYpHl —
eil He yfaeTcsi OJTHOCThIO Pa30THYTh HOTY B KOJIEHHOM CyCTa-
BE, XOAUT Ha MOJYCOTHYThIX HOTaX. B To e BpeMs ABUratesb-
Hast GYHKIUST HOT COXpaHHA (TIPOXOIMT C OTABIXOM JHOObIE
pPacCTOSHUS ).

[Tpy HMXHEM LieHTpaTbHOM Maparnape3e y 60JbHbIX PC MOBBI-
IICHHE TOHYCA, KaK IIPABIJIO, KACACTCs Pa3rOaTeIEHOM TPYIIITET
MBIIIIII, PABHOMEPHO OXBATHIBasK TPOKCUMAJIBHBIC U TUCTATBHBIC
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Puc. 2. MPT npu BK u LBSL.
A—C — BbK Ha npumepe naHHbIX auTepatyphl [13, 14]; D—F — LBSL
TALIMEHTKU A

Fig. 2. MRI in Krabbe disease and LBSL.
A—C — Krabbe disease based on examples from the literature [14, 15];
D—F — LBSL in patient A

OTHeNbl. Y Hallell MaluueHTKU B OOJIblLel cTerneHu cTpagaeT
MPUBOJSLIAS TPYIINA MBILILL U CTUOATe M TOJeHEH.

Pesynbrarel MPT B HalleM HabM0neHUM TPOAEMOHCTPUPOBA-
JIU pacpoCTpaHeHUe TPoLecca B MPOCTPAHCTBE — OYaru jie-
MUEIMHU3ALUYI PETUCTPUPOBAIICE U B OOJIBIIUX MOJTYIIAPHUSIX,
U MHPPATEeHTOPHATBLHO B MO3Xeuke U cTBosie. OJHAKO UMe-
JIUCh NpU3HAKU, oTanvaioinre MPT-kaptuny 6onbHOI OT Ta-
KoBo# 60/1bHBIX PC; Hamuuie M3MEHEHHBIX CUTHAJIOB B 3aJJHEM
Oempe BHYTpEeHHEl KaIlCyJIbl U B CTBOJIE, CBUICTEIBCTBYIOIINE
0 TIOpaXEHUM KOPTUKOCIMHAIBHOTO IYTH; CUMMETPUYHOE
pacToNoXeHWEe 0YaroB feMuenuHu3anuu. OTCyTCTBOBAIO Xa-
paktepHoe 1151 PC cyOKOpTHKaIbHOE PACIIONOXEHNE 0YaroB U
0yYaru, HakariMBalolue KoHTpact. [lepeyncieHHoe oTanyaeT
MP-KapTuHYy roJloBHOro Mo3ra 00JIbHOM OT TaKOBOM OOJbHBIX
PC. He xapaktepHo mig PC u BoneyeHue B pouecc nepudge-
PUYECKON HEPBHOW CUCTEMBI.

Hawubonee cnoxHol, Ha Hall B3IJIsI, SBSETCS DU depeHIm-
anbHag muarHoctuka LBSL u B3pocnoit ¢hopmel BK (rmo6o-
UIHO-KJIEeTOuHas Jeiikoauctpodus). IlepBoHavaabHO Hallleit
TAIIMCHTKE BBICTABIISIICA JaHHBINM auarHo3. BK B Hamem Ha-
OJTIONEHUU COOTBETCTBOBAIM KakK HEHpPOBM3Yalu3allMOHHBIE
JaHHblE — CHMMETPUYHOE PACTIONIOXEHWE 0YaroB MEMUEITH-
HU3AlMY B 3a0HMX Oeapax BHYTpeHHEH KaIcyle, CTBOJIE MO3-
ra, Mo3zxeuke (puc. 2); Tak M KIMHUKO-aHAMHECTUYECKHE
TaHHBIC — COYETAHWE HIDKHETO CITACTMYECKOTO IIapamapesa,
MO3XEYKOBOM CUMNTOMATUKY W MoJuHelponatuu [15]. Dtu
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CHMIITOMBI SIBIISTIOTCSI CAMBIMU YaCTHIMU KIMHIIECKUMH TIPO-
seneHusaMu bK. OnHako nmouck yacteix MyTauuii B rene GALC
He BBISIBUJI JAaHHOM Matoioruu. IToMrMo 3Toro, B OTIMUME OT
LBSL, nns B3pocnoit dopmbl BK xapakTepHa 6osbliias mojiu-
CHCTEMHOCTD KIIMHIIECKUX TIPOSIBIICHAN — HaJM4IKe aTpohun
3PUTEILHOTO HEpBa, KOTHUTHBHBIC M Ta30BbIe HAPYLICHHUS,
dacuuxynsauuun s3bika [14, 15]. IlepeuncieHHoe MO3BOIUIO
uckmounth bK.

Havano 3aboneBaHust B OTpeneNeHHOM BO3pacTe, MeEIJIEHHO
Mporpeccupyloliee TeyeHue, CUCTEMHOCTb MOPaXeHUsl C BO-
BJICUEHHUEM B TPOIIECC MUPAMMIHOTO, MO3KEUYKOBOTO TYTEH,
nepudepuueckoil HEpPBHOI CHCTEMbl, OCOOEHHOCTH JABUTa-
TENbHBIX HAPYLIEHWH, Halnyhe y OOMbHON OONMBLIMX M TMOA-
nepxusatoiiero MPT-kpurepues LBSL nosBonunu B Hatem
HaOJI0ICHNM OCTaHOBUThCS Ha auarHo3e LBSL. [luarHos mo-
TBEPXIEH PE3YJILTATOM T€HETUYECKOTO MCCIeNOBaHUs — TIPU
MPOBEACHUM TTOMCKA YacThiXx MyTaumii B reHe DARS2 y ma-
IUEHTKY OOHapyXeHa OMMCaHHAas paHee B MEXTYHapOIHOI
0asze reTepo3uroTHas MyTalusl B HauboJee TUIMTUYHOM JIOKYCe
228-20_-21delTTinsC.

3akmouenue

[MpencraBneHo HabmoneHUEe OONBHOM € JOKAa3aHHBIM TeHE-
TUYECKUM MccienoBaHueM auvarHozoM LBSL. TpymHoctu
JIVAaTHOCTUKU TaHHOW HO30JIOTMM 3aKJIIOYAIOTCSI B PEOKOCTU
3aboNieBaHuUs, HEOOCTATOYHON MHMOPMUPOBAHHOCTH Clielna-
JICTOB 00 €ro KIMHIMIECKUX IposiBIeHusIX. HeobxommMo Ha-
KOILJIEHUE KJIMHMYECKOIO OINbITa, BBIACICHUE OMOPHBIX ITyH-
KTOB A8l auarHoctuku LBSL, onpeneneHue Kpyra OonesHeit
Uil TIpoBefeHMs IuddepeHIanbHOi auarHocTuku. Opu-
eHTUpaMU JUIs MocTaHOBKU auarHo3za LBSL sBnstorcs nedoot
3a00JI€BaHUS B ONPEICICHHOM BO3pacTe, IPOTPeINeHTHOCTh
TeYEHUs ¢ MeJJIEHHBIM HapaCTaHWEM HEBPOJOTMYECKOTO Jie-
(hexTa, acCOIMMPOBAHHOTO C CCTEMHBIM TOpakKeHUEM IIpa-
MUIHOM 1 MO3XeukKoBoii CTpyKTyp. [Ip1 olieHKe MMpaMUIAHOTO
CUHAPOMa HEOOXOAUMO YIUTHIBAT OOJBIIYIO TOABEPKEHHOCTh
K MTOBPEXICHUIO 00JIee ITMHHBIX IIPOBOTHUKOB I PAMUIHOTO
MyTH ¥ HEOIMHAKOBOE paclpelesieHUe TOHYCa B MBIIIEYHBIX
rpymnmax. UMeHHo 310 ompemensieT 6ojee BEIpaXXeHHBIC TBUTA-
TeJIbHbIE HAapYIIeHMs] B HMXXHUX KOHEYHOCTSIX M CO3IaeT BIle-
YaTJeHUe O MHOTOOYAarOBOM XapaKTepe MOPaKeHUS IBUTaTe b~
HOTO ITyTH.

Ha B03MOXHOCTb CHCTEMHOTO TIOPaXXEHUS CTPYKTYPHI MOXKET
YKa3bIBaTh U «HEOOBIYHOCTb MPOSIBICHUIA», UTO MPENCTaBICHO
B HallleM HAOMIONEHUN INPY aHAIN3¢ ABUTATEIbHBIX HapyIe-
HUii. B JaHHOM ci1ydae mocTynar «Haiay U 00bICHI» HEOThEM-
neM. OkoHuaTenbHbIN uarHo3 LBSL cTaBuTCcs Ha BbIsSIBIEHUU
myTtaiyu B reHe DARS2 ¢ ydeToM OONBIINX U MOAIEPKUBAIO-
mmx MPT-xputepues LBSL. Kpyr 3a0o01eBaHuii, Tpebytommx
middepeHMansHoro auardo3a ¢ LBSL, BkmowyaeT ocnmox-
HEHHbIE (DOPMBI HAC/IEICTBEHHBIX CIIACTUYECKUX Maparierui,
HacnenctBeHHble JIDII, B wacTHocT B3pociyio (opmy BK.
B npaxTuke HeBpoJjiora HauboJjiee 4acTo BOZHUKAET HE0OX0a1-
MocTh TuddepeHManbHoii nuarHoctuku LBSL u PC.
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