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JlerikoaHuedanonatus ¢ npenumyLLeCTBEHHbIM MOParxKeHMeM CTBOJIa MO3ra, ClIMHHOIo MO3ra M MoBbILIEHHbLIM COAEPIKaHNMEM
nakTtata rnpu MP-CrneKTpoCcKonumn — 370 HacaeACTBEHHOe 3a60/1eBaHMe, XapaKTepu3yroLeecss MEAIEHHO MPOrPeCcCHpyoLm-
MU MOSIKEYKOBLIMU, MUPAMUAHBIMMU PACCTPONCTBaMM, HapyLIEHNAMU, CBUAETENLCTBYIOLMMU O NOPaXKEHMMU 3aHMX CTO/I608B
CMMHHOIO MO3ra, U BbICOKOCMNELMPUYHBIMU U3MEHEHUSIMM 0 AaHHbIM MPT n MP-crneKTpoCKonuu roJloBHOro U CAMHHOMo
mogara. 3aboneBaHue U3 rpynnbl SAEPHO HacaeqyeMbiX MUTOXOHAPUAbHbIX 3HLedasomuonaTnin, 06yci0BAEHO MyTaluUen
B reHe DARS2, xapaKTepun3yeTcsi HeOCTaTOYHOCTbO MUTOXOHAPHUaabHoNU acnapTua-TPHK-cuHTeTassl. B ctaTee npeacras-
JIEHbI UICTOPUS ONMCcCaHUsi 3a60/1eBaHMs1, €r0 FreHETUYECKME OCHOBbI, 0COGEHHOCTH KIIMHMYECKOM KapTUHbI, KOUTepUK aAuarHo-
CTUKM, a TaKXKe onncaHbl 2 KIMHUYECKMX cry4asi 3ab01eBaHMs y A€BOYEK B Bo3pacTe 9 u 17 nerT.

Knro4yeBble cnoBa: feTu, NeiKo3HLedasonat1s ¢ NpenmMyLecTBeHHbIM NopaXKeHMemM CTBoJia Mo3ra, CIMHHOro mMoara M
MOBbILEHHbIM 1IaKTaToM rnpnu MP-CMeKTPOCKONNKM, KIMHMYECKas KapTuHa, AMarHoCTHKa.

(Ans untnpoBaHus: KonecHukosa E.[1., KyseHkoBa J1. M., CaBocTbsiHOB K. B., lNo6a 0.B., NoakneTtHoBa T. B. KnuHuyeckue
cnyyYau nevkoaHuedanonaTMu ¢ NpenmMyLecTBEHHbIM NOPaXeHWEM CTBOA MO3ra, CMIMHHOIMO MO3ra U NOBbILWEHHbIM NlaKTa-
ToM npu MP-cneKkTpocKonuu (MUTOXOHAPHanbHasa acnaptun-TPHK-cuHTeTazHas HeLoCTaTO4YHOCTb). Bonpockl coBpeMeHHOH
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Clinical Cases of Leukoencephalopathy with Predominant
Lesion of the Brain Stem, Spinal Cord and High Blood Lactate
in the MR Spectroscopy (Mitochondrial Aspartyl-tRNA-
Synthetase Deficiency)

Leukoencephalopathy with predominant lesion of the brain stem, spinal cord and high blood lactate in the MR spectroscopy is a hereditary
disease characterized by slowly progressing cerebellar, pyramidal disorders, disorders involving the lesion of posterior columns of the
spinal cord and highly specific changes according to the data of MRI and magnetic resonanse spectroscopy of the brain and spinal cord.
This disease is one of nuclear inherited mitochondrial encephalomyopathies, caused by mutations in the DARS2 gene and characterized
by mitochondrial aspartyl-tRNA-synthetase deficiency. This article presents the record of the disease description, its genetic basis, clinical
features and diagnostic criteria. The article describes two clinical cases of the disease in 9-year and 17-year old girls.
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BBEAEHUE

MWTOXOHAPUU — 3TO YHUKaNbHbIE OpraHensbl yKapuo-
TUYECKOM KNETKM, OCYLLECTBASIOLLIME MPOLECCHI IHEPreTH-
4ecKoro metabonnama, KoTopble HaxoAaTcs Nog ABOMHbLIM
FEHETUYECKUM KOHTPONIEM — MUTOXOHAPWUaNbHOW U aaep-
Hon AHK. MuToxoHApHWanbHbIM reHom KoaupyeTt 13 cybbe-
JMHUL, KOMNNEKCOB AbixaTenbHon uenu, 22 TPHK u 2 pPHK,
HEO6X0AUMbBIX AN CUHTE3a MUTOXOHAPUANbHbIX GENKOB.
Bbonee 99% MuTOXoHApManbHbIX 6EIKOB KOAUPYHOTCS Saep-
HbIM reHoOMOM. 3JTO GaKTopbl TPAHCKPUMUMK, TpaHCNs-
LMK U penanKaunmn MutoxoHapuanoHon AHK, KOMOOHEHTHI
TpaHcnopta 6enKoB B MWUTOXOHAPWUWU, GENKU-MEPEHOCUU-
KW 3M1EKTPOHOB, MUTOXOHAPUWaNbHbIE TPAHCIOKa3bl. TakKUM
06pa3oMm, MUTOXOHApWaNbHble 3abofieBaHUs MOryT ObiTb
cBsi3aHbl ¢ 1ePEKTOM KaK MUTOXOHAPMUANBLHOTO, TaK U 9aep-
HOro reHoma.

OAHUM M3 OpraHoB-MULIEHEN MPU MUTOXOHAPWUANbHbIX
3abo0neBaHUNAX ABNSETCA HEpBHas cuctema [1, 2]. B nocnea-
HMEe roAbl B KayecTBe 0o6Lero npuaHaka MUTOXOHAPWaNb-
HbIX 3a60/ieBaHUI YKa3blBaloT pofb MopaxeHus 6enoro
BellecTBa rosoBHOro mosra [3—-5]. JlenkoaHuedpanonatus
C NPENMYLLECTBEHHBLIM MOPaXeHWem CTBOMA MO3ra, CMWH-
HOMO MO3ra W MOBLIWEHHbIM COAEPXKaHWeM nakTaTa npu
MP-cneKTpocKkonuu (aHrn. Leukoencephalopathy with Brain
stem and Spinal cord involvement and Lactate elevation,
LBSL), unn mutoxoHapuanbHas acnaptun-TPHK-cuHTeTasHas
HeJOCTaTO4YHOCTb, — 3TO Sf4EPHO Hacneayemass MUTOXOH-
ApuanbHasa aHuedanoMmonaTus, KoTopas xapakrepuayercs
MeANeHHbIM MPOrpeccMpoBaHNEM MOIKEYKOBLIX, MMpamMua-
HbIX PACCTPOMCTB, HapYLWEHUSMU, CBUAETENLCTBYIOLMMM
0 NopaxeHnn 3agHnx cTonboB CMMHHOINO MO3ra, U BbICOKO-
cneumdUyYHbIMU UBMEHEHUAMM MO Aa@HHBIM MarHUTHO-Pe30-
HaHcHou Tomorpadum (MPT) 1 MP-cneKTpoCcKonuu rofoBHO-
ro M CMMHHOro Moa3ra [6, 7].

MepBble cooblieHns o0 3aboneBaHun oTHOCAT K 2002 .,
Korga Van der Knaap v coaBT. BNepBble onucanu HOBYO
naTonoruio y 8 naumMeHToB C OAHOTUMHbIMU NenKogereHe-
pPaTUBHBLIMKU U3MEHEHUAMM NO AaHHbIM MPT 1 noBbileHnem
YPOBHSA NakTata no AaHHbiM MP-cneKTpocKonuu B nopa-
EHHOM 6efioM BellecTBe rofoBHoro mMosra [9]. OaHako
[0 HacToSALWEero MOMeHTa CyLeCTBYET MHOIO HEACHbIX acnek-
TOB MnaToreHesa W fie4eHuss 3Toro 3aboneBaHus, a TaKkKe
TPyAHOCTEN B NMOCTAHOBKE AMArHo3a B CBSA3M C €ro peaxow
BCTPE4aeMOCTbI0 B PYyTUHHOM NPaKTUKe Bpaya. 3abonesaHue
BXOAWT B NepeyveHb pefkux (opdaHHbIX) 3aboneBaHun, ycta-
HOBJ/IEHHbIX MMHMCTEPCTBOM 3apaBOOXpaHeHnss PoccUMMCcKon
denepaunu, n TpebyeT MyNbTUAUCLMNIMHAPHOMO noaxona
B AMArHOCTMKeE 1 neveHnu [8].

Hue npeactaBnsemM 2 CO6CTBEHHbLIX KIMHUYECKMX Ha-
6noaeHns LBSL y neBoyek B Bo3pacte 9 1 17 net.

KNUHUYECKHUHA NPUMEP N° 1

MauneHTka E., Bo3pacTt 9 net. U3 aHaMHe3a U3BECTHO,
4YTO AEeBOYKa poamnach oT 2-h 6epemMeHHoCcTH (1-9 — mean-
LIMHCKMI abopT), NpoTEeKaBlleN C TOKCMKO30M B | Tpume-
CTpe, yrpo3oi npepbiBaHus B 18-32 Hep, recTo30M BTOPOM
NONOBWUHbI BEPEMEHHOCTU, XPOHMYECKON MMMOKCHEN nnoaa,
aHeMunen, ayTOMMMYHHbIM TUPEOUAMTOM Y MaTepw (BbISiBNEH
Ha cpoke 20 Hep, ne4ynnacb npenapatamu noaa). Poabl nep-
Bble, Ha 41-# Hep, ¢ AnuTeNbHbIM 6€3BOAHBIM MPOMEXYTKOM
(5 4 40 MWH), ABYKpaTHbIM 06BUTUEM MYNOBUHbLI BOKPYT LWEK
nnoga. Macca tena npv poxxaeHnn — 3740 r, onvHa Tena —

52 cMm, oueHKa no wkane Anrap — 8/9 6annoB. PaHHee
MOTOPHOE pa3BWTME COOTBETCTBOBAJSIO BO3pacTy, peye-
BOE — C 3aJlePXKKOW: FrONI0BY AEPHKUT C 3 MeC, CUAUT € 7 Mec,
CTOMUT y onopbl ¢ 8 mec, XxoauT ¢ 1 roaa, K rogy nponsHocuna
OTAENbHbIE CNOBA-C/IOrM, NpocTble dppasdbl — ¢ 2,5 net.

B 3 roga poautenu ctanu otMedaTb MOTOPHYKO HENoB-
KOCTb: [€BOYKa He ymena npbiratb Ha O4HOM HoOre, Tak-
e OTMEYEHO U3MEHEHWe MOXOAKM B BUAE HEYBEPEHHOCTU
W WaTKocTM npu xoapbe. B 3 roga 8 mMec OCTpPO BO3HUK
cxogqawumncsa ctpabusam cneBa, MO MNOBOAY Yero AeBOYKa
NMPOKOHCYNbTMPOBaHa 0(pTanbMOSIOrOM U HEBPOOroMm. bbino
Ha3Ha4vyeHo annapaTHoe NeYeHne, a TakKe Kypc HOOTPOMHOM
Tepanuu ¢ NOJIOXKUTENbHLIM 3PDEKTOM B BUAE YMEHbLUEHUSA
yrna Kocornasms.

MPT ronoBHoro mosra BrnepBble NpoBeAeHa B Bo3pac-
Te 7 net. OBHapy)KeHa KapTUHa NenKonaTun, B CBA3MU C YEM
[JeBOYKa rocnuTtanuanposaHa B MHWW negnatpun n pet-
CKOM xupyprum (MockBa), rae no gaHHbIM noBTopHOM MPT
rONOBHOrO MO3ra KOHCTaTMpoBaHa KapTUHa JieMKonaTuu
6e3 auHamuKu. Mpy NnpoBeaeHnn 3neKTpoHepommnorpadum
yCTaHOBJIEHbI NPU3HAKW HErpyboro akCoHaIbHOro nopaxe-
HUS, 3aTPOHYBLIErO N. peroneus wu n. medianus, KOTopble
OblIN pacueHeHbl KaK U3MEHEHMS BTOPMUYHOIO XapaKTepa.

[leBo4YKa OCMOTpeHa reHETUKOM, KOTOPbIM PEeKOMEH-
posan ucknountb LBSL v npoBect anddepeHumnanbHyto
[AVWArHoCTMKY € No3gHMMKM GopMamMu MeToXpoMaTU4eCKoMn
nenkoancTpoduu.

BnepBble pebGeHOK rocnutanu3npoBaH B OTAeneHune
NCUXOHEBPOIOTMM M MNcUxocoMaTuyeckon nartonormn HUN
neguatpun HayyHoro ueHTpa 3aopoBba geter (MockBa)
B deBpane 2015 r. B Bo3pacTe 9 neT ¢ }anobamu Ha yToMns-
€MOCTb Mpu GU3UYECKOM Harpy3ke U U36bITOYHbIX BHELIHWX
pasfapaxuTensdx (Hanpumep, LWyM); LWATKOCTb Npu XoAbOe;
HapyleHne 3BYKOMPOU3HOLLEHUS; 3NM30/bl TOWHOTbLI U PBO-
Tbl, BO3HMWKalOWNE Ha GOHE MOJIHOrO 30POBbS; CHUMKEHNE
3peHus; TPYAHOCTU B YCTAHOBJ/IEHUM COLMASIbHbIX KOHTAKTOB.

Mpu noctynnenun

McuxoHeBpPONOrMYeCcKuii ctaTtyc: o6LLEeMO3roBon u me-
HUHIreanbHON CMMMNTOMATUMKM He BbiiBNEHO. Bbicwwne ncu-
XOMHeCTUYeCcKne GyHKLMKU: IMOLMOHaNbHO nabunbHa, nose-
LeHWe ANCTUMUYHOE, CHUXEHHbIN GOH HacTpoeHns. HaBbiku
chopmupoBaHbl Mo Bo3pacTy. COH CNOKOMHbIM, 3acbiNaHue
He 3aTpyaHeHo. MHTepecbl: YTeHue KHur. B peatenbHoOCTH
MeanuTenbHa, 6bICTPO UcToWaemMa nNpu yMCTBEHHOM U GU3K-
YecKoM HarpysKke. BHUMaHWe KOHLEHTPUPYET HEAOCTaTO4HO.
MamaTb mexaHu4yeckast. B cOGCTBEHHOM peyn MCMnosb3yeT
npoctble ¢pasbl, NEKCUKO-rpaMMaTUYeCKUe HOPMbl A3blKa
MOSIHOCTbIO HE YCBOEHbI, 3BYKOMPOW3HOWEHWE HapyWweHOo
(an3apTtpus). OTMeYaloTC KpPaTKOBPEMEHHbIN 3pUTENbHbIN
KOHTaKT, HEenepeHoCUMOCTb TaKTU/IbHOMO KOHTaKTa, Bblpa-
YEHHbIN CMMOMO3 C MaTepbIo.

YepenHasa uHHepBauusa

e | n.— Ha 3anaxu pearupyer.

e |l n.— B3rNg4 GUKCHpPYET, CNeauT 3a npegmeTamu, LupeTta
pasnuyaert.

e I, IV, VI nn. — NT03a HET, rMasHble Weam aCUMMETPUY-
Hbl, D > S, ak3odTanbma HeT. Menkopa3mallncTbii ropu-
30HTaNbHbIN HWUCTArM B KPamHWX OTBEAEHMUSAX TNa3HbIX
A6/10K. HapylweHne nnaBHOCTM MPOCHEXUBAHUSA B30O-
pOM 3a NMpeaMeToM, 0O6bEM ABUMKEHMW NasHbIX 610K
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Puc. 1. CTpyKTypa nopaxkeHus 6enoro Bellecrtsa y naumeHTku E.,
9 net

lNpumevaHne. A—B — aKcuanbHble cpesbl Ha YpOBHE GOKOBbIX
eNyaouKoB. A — pexxunm T, — CUMMETPUYHOE MOBbILLeHWe
cUrHana oT NepyvBEHTPUKYISPHOro 6ENOro BelecTBa, B 06/1acTu
3a/iHen HOXKW BHYTpeHHewn Kancynbl; B — pexum T, FLAIR FS,
TOT e cpe3d; B — pexxunm DWI — cMMMETPUYHOE NOBbILIEHNE
CcurHana oT NepuMBEHTPUKYISPHOro 6eNoro BellecTsa.

Puc. 2. CtpyKTypa nopaxkeHus 6enoro Belectsa y nauueHTku E.,
9 net

MpumedaHne. A — pexxum T, frse, carntranbHbli cpes —
nopakeHue MocTa U ClIMHHOIO Mo3ra (6efble CTPeNnKu);

B — pexum T4, KOpOHaPHbIN CPe3 — CUMMETPUHHOE NopaXKeHne
NepUBEHTPUKYNAPHOro 6e10ro BeLecTBa Npu OTCYTCTBUM
nopaxkeHms U-o6pas3Hbix BONOKOH, CUMMETPUYHOE NoparkeHme
6enoro BellecTsa Mo3edKa; B — pexxum T, propeller, akcnanbHblit
cpes Ha ypoBHe MOCTa MO3ra — MopaKeHne BHYTPUCTBONOBOM
nopLMK KopellKa TPOMHUMYHOIO HepBa (To/IcTas YepHas CTpenka),
MOCTa MO3ra 1 HOXXEK cpefHero moara (4epHas cTpesnka).

He orpaHuyeH. HemocToAHHbIM cxoaawmncs cTpabuam
cneBa. Avnnonun HeT. AHu3oKkopus, D > S, peakuus
3paykoB Ha CBET: NpsiMast U COAPYKECTBEHHAS, UBbIE.
KoHBepreHuus n akkomogaumus He HapyLlleHbl.

e V N. — ABWKEHUS HUMHEN 4YentoCcTU He OorpaHuyYyeHbl.
YyBCTBUTENBHOCTb KOXM N1La He HapyleHa. bonesHen-
HOCTW B TPUreMUHa/bHbIX TOYKax HeT. KOHblOHKTUBASb-
HbIM U KOpHEeanbHbIn pedieKCbl KMUBbIE.

e VIl n.— MUMKKa nMua obefdHeHa, poT MOAYOTKPbIT. JInLo
aCHMMETPUYHO: CIIaXeHHOCTb HOCOryOHOM CKNaaKu cnpasa.

e VIl n.— Ha 3BYKOBble CTUMY/Ibl pearupyert.

e |X, X nn.— uvula oTKNOHEHa BnpaBo. HebHble 3aHa-
BECKM MOABWXKHbI. [MoTaHMe 1 GpoHaLMs He HapyLlleHbl.
He6HbIM M TNOTOYHbLIN pedneKcbl KuBble. CanuBauus
He HapylueHa.

e Xl, Xll nn.— nerkas geBunauus a3blka BnpaBo, GUbpu-
UM M GacunKkynsaumm Het. laedn n nonatkum cumme-
TPUYHbI. [on0Ba NO CpefHEN NIMHUM.

B aBurartenbHou cdepe: atpodun, runepTpoduin cKe-
NIETHOW MyCKynaTypbl HET. O6beM aKTMBHbIX U MACCUBHbIX
OBWXXEHUI He orpaHuyeH. [MnepmMo6UIbHBIN CUHAPOM.
MbllweyHaa cuna B pykax W Horax 4 6anna. CyxoxunbHble
pedneKebl C PYK U HOT XXUBble, CUMMETPUYHbIE, pedIeKCoreH-
Hble 30Hbl He paclwupeHbl. KnoHycoB HeT. MaTonoruyeckue
3HaKMU: CNabononoXMUTENbHbIM CUMNTOM BabuHCKOro crnesa.
BptowHble pedneKcbl Bbi3bIBAOTCH, CUMMETPUYHbIE, BbICTPO
ucrowaiotca. MoTopHas HenoBKOCTb. B KoopauvHaToOpHOWM
cdhepe oTMeyYaeTca cTaTMyeckas WM AMHaMMYecKas aTaKCus.
M3mMeHeHne NnoXoAKM MO TUMY aTaKTUYECKOW, Ha LIMPOKO
paccTaBfieHHbIX Horax. [oBepxHOCTHasi 4yBCTBUTENbHOCTb
He HapylweHa. BeretatmBHaa HepBHasf cucTeMa: 3UTOHMUS.
Ta3oBble GYHKLUN HE HAapYLWEHbI.

NNaGopaTtopHoe oGcnepoBaHUe: NaTEHTHbIN AebuLnUT
Kenesa, HesHa4yuTeNbHOE TMOBbIWEHWE COAEPXKAHUS naK-
TaTa nocne Harpy3ku caxapo3on go 2,5 Mmonb/n (B Hopme
[0 2,2 MMOnb/n).

Buaeo-33I' MOHUTOPUHI: 3HaA4YMTENbHOE 3amMedneHue
OCHOBAHHOM PWUTMWYECKOW aKTMBHOCTM MO CPaBHEHMUIO C
BO3pPACTHOM HOPMOW; Ha aneKTpoaHuedanorpamme (330
604pCTBOBAHNS M CHa 3aperMcTpMpoBaHO TPaH3WUTOpPHOE
pervoHanbHOe 3amMep/ieHMe B BUMAE OAMHOYHbLIX U Crpynmnu-
POBaHHbIX BOMH d-, O-AMana3oHa B MpaBoOW LEHTpanbHO-
TEMEHHOM 061acTh, B CTPYKTYPE KOTOPOro mM3peaka GUKCK-
poBaNnNCb OCTPbIE BOJIHbI, MO MOP(OSIOrMK HaNOMUHaKOLNE
3NUNEeNTUOOMHbIE KOMMEKChI OCTpas—MeaneHHas BOJHa.
3AnnAenTUYEeCKMX NPUCTYNOB U UX UKTaNbHbIX 33-naTtrepHoB
3a BpeMs uccnefoBaHUs 3aperncTpupoBaHo He 6bino. 3pu-
TeNbHble Bbl3BaHHble MOTEHLMaNbl: 3aMea/ieHne npoBeae-
HUSA 3puUTENbHOM addepeHTaummn Ha Kopy roJIOBHOMO Mo3ra
Cc ob6enx CTOpoH, 6osnblie cnpaBa. CnyxoBble BblI3BaHHbIE
noTeHUManbl: Heb6oNbLoe 3amMmelieHne NPOBEAEHMS NO CTBO-
Ny cnpaga.

KoHcynbTauua noromnepa: cCUCTEMHOE Hejopas3BUTUE
peyun 3-ro ypoBHS, AM3apTpUS.

KoHcynbrauusa ncuxonora: ncuxacTeHWYECKUE YepTbl
JINYHOCTM C HEBPOTUYECKMMM peaKLUaIMU.

KoHcynbTauus odTtanbmonora: aHU30MeETPONuUS,
rTMNepMeTponus cpedHen CcTeneHu, runepMeTponuyeckum
acturmatuam OU, am6auonusa cnabow cteneHun OS, Henocrto-
SHHOe MOHOnaTepanbHOe cxoAslieecs Kocornasue, AWCKM
3pUTENBHBIX HEPBOB 6€3 NaToNornK.

Mo paHHbIM MPT y nauvMeHTKM MMeeT MecTO KapTuHa
nopaxeHusa 6enoro BeLlecTsa rosloBHOro U CMHHOIo Mo3ra
B BMJE MMNEPUHTEHCUBHOIO cUrHana B pexxumax T, n FLAIR
U TMMOUHTEHCUBHOIO — B pexxume T,.

lMopaxkeHne B obnactu:
® nepu-, Napa- M CyNpPaBEHTPUKYISPHO MNPU OTCYTCTBUMU

noparkeHuns U-o6pasHbiX BOJIOKOH;

®  3a[HWX HOXXEK BHYTPEHHEN Kancysbl;

® LleHTpaNbHbIX 1 GOKOBLIX OTAEN0B MOCTa;

e 6enoro BelecTBa IEBOV U NpaBor remmchep MO3XKeYKa;

® CUMMETPUYHOE MOopaXKeHUe CEMMOBASbHbIX LEHTPOB

W MMPaMUAHBIX MyTEN FONOBHOMO MO3ra;

e [0p3alibHbIX OTAEN0B Ha BCEM MPOTIXEHWU CMMHHOIO
moa3ra.

O6HapyKeHHble U3MEHEHUSA COOTBETCTBYIOT KpPUTEPUAM
avarHocTtvkun LBSL no gaHHbiM MPT (puc. 1, 2).



lpoBeaeHO MOJNIEKYNAPHO-TEHETUYECKOE WUCcCnefoBaHme
reHa DARS2. MeToaom MnpsiMOro CEKBEHWMPOBAHUSA MpPo-
aHanu3upoBaHbl 3K30HbI 3 U 5. BbIABMIEHbI OMUCaHHbIE
paHee B MexayHapoaHon 6aze (OMIM: 611105) myTtaumu
(c. 228-20_21 delTTinsC B WHTpPOHE 2 B reTepO3uUroTHOM
COCTOSAHUM U C. 492+2 T>C B UHTPOHE 5 B reTepo3uroTHoOMm
COCTOSIHUK), KOTOPblEe NPUBOASAT K pa3suTuio LBSL.

[leBOYKe perynspHo npoBOAAT KypCbl HOOTPOMHOW M
MeTabonuyeckon tepanun. Ha ¢doHe neyveHnMa oTMeveHa
NONIOXUTENbHAA AMHaMUKa B BUAE YNyYLWEHUs NnepeHoCH-
MOCTU GU3NYECKMX M YMCTBEHHbIX HArpy3oK, HopmManansaLuuu
3MOLMOHaNbLHOro GoHa (KynMpoBaHWe ncuxacTeHUYecKoro
cuHapoma).

KJIUHUYECKHUIA NPUMEP N2 2

MNMauneHTKa E., Bo3pacTt 17 net. I3 aHamHe3a U3BECTHO,
4YTO AEeBOYKa poaunachk oT 1-M 6epeMeHHOCTH, MPOTEKABLLIEN
C yrposow npepbiBaHus ¢ 18-i Hed. Poabl 1-e, cpoyHble,
camocTosTenbHble. Macca Tena npu poxaeHun — 2860 T,
AnMHa — 52 cMm, oueHKa no wKane Anrap — 7/8 6annos.
BbinvcaHa n3 poaunbHOro AoMa B CPOK. PaHHee pa3BuTHe
COOTBETCTBYET BO3PaACTY.

B Bo3pacTte 5 net poauTenu BnepsBbie 06patuan BHUMa-
HWe Ha Hanuyune y pebeHKa WaTKoCTU Npu xoabbe, oaHaKo
K HeBposory He ob6palwanucb. B Bo3pacte 7 neT AeBoYKa
BMepBble OCMOTPEHa HEBPOJIOrOM B CBA3W C Kanobamwu
Ha noluaTbiBaHMe Npu xoabbe, TPEMOP B KMCTAX NPU 3MOLLMU-
OHa/NIbHOM HanpsXeHuu, yxyaweHue namatu. Mpu ocmotpe
BbISIBJIEHbl HUXHWIM Napanapes no LeHTpasbHOMY Ty, cTa-
TMYEeCKas W AMHaMUYecKas aTaKCus, B CBSA3W C YeM pPeKo-
MeHJ0BaHO o6cnefjoBaHMe B YCNIOBUSX CTalMOHapa, KoTo-
poe npoBefeHo He 6blno. HeBponornyeckne HapylleHus
NOCTENEHHO NpPOrpeccupoBanu, NpPUcoeavHunacb ausap-
Tpua. B Bospacte 10 net npu nposegeHnn MPT ronosHoro
MO3ra Mo MeCTy XMUTeNbCTBa y MNaUMEHTKM OOHapYXKEHbI
M3MeHeHust 6en0ro BelecTsa roJloBHOro Mo3ra, OWM604HO
pacuEeHEHHble KaK NIEMKOAUCTPOOUSA, YTO B AaNibHEWLLEM
He noaTBepaunock. No3aHee 6bina 3anogo3peHa LBSL.

BnepBble rocnutanu3vpoBaHa B OTAENEHWE MCUXOHEB-
ponornun 1 ncuxocomartmyeckon natonormm HUM negunatpun
HL3/ (MockBa) B Bo3pacte 17 netr 5 mec ¢ »anobamu
Ha cnabocCTb B HOrax, HEyCTOMYMBOCTb M ObICTPYIO yTOMAse-
MOCTb Npu Xxoab6e, HECMOCOBHOCTb XOAUTb 6€3 NOAAEPKKM,
HapyLleHne 3BYKOMPOU3HOLLEHUS.

Mpu noctynneHuun

McuxoHeBpoOrM4ecKui ctatyc: 06LEMO3rOBON U Me-
HUHreanbHOW CMMMNTOMATUKMN He BbISIBIEHO. BbiCLUME NCUXOMHe-
CTUYECKMEe YHKLUMK: 3IMOLIMOHaNbHO NabunbHa, nosejeHve
aMcTummnyHoe. CHUMKEHHbIM GOH HacTpoeHusl. HaBbikn cdop-
MUpOBaHbl No Bo3pacTy. COH CNOKOMHbIN, 3acbinaHne ObICTPoeE.
NHTepecbl No Bo3pacTy. BHMMaHMe KOHLEHTPUPYET HeaocTa-
To4HO. [lameATb MexaHu4yecKasi, CHueHa. Peyb ¢dpasoBas,
CKaHAMpOBaHHasA (AM3apTpus), CNoBapHbIM 3anac CpefHUi.

YepenHana uHHepBauus

e | n.— Ha 3anaxu pearupyert.

e |l n.— B3rag GuMKcUpyert, cneauT 3a npeagMeTamiu, LBeTa
pasnnyaer.

e I, IV, VI nn.— nTo3a HeT. [NasHble Wenu CUMMETPUYHbI,
3K30dTanbma Het. Menkopa3mallWCTbli FOPU30HTasIb-
Hbll HWUCTArM B KpaWHWX OTBEAEHUSAX a3HbiX 60K,

6onblie Npu B3rngge Bneso. O6bEM ABWMXKEHWN Mas-

HbIX 16/10K He orpaHuyeH. Ctpabuama, AMMNONUK HET.

3payKkM CUMMETPUYHbI, peaKuus 3padykoB Ha CBET Mnps-

Masi U CoApYyKECTBEHHas, *nBble. KOHBEPreHLuns n akko-

MOZaLMsa He HapyLUEHbI.

e V N.— [OBWXEHUS HUMKHEN 4YentoCTU He OrpaHuYeHbl.
YyBCTBUTENBHOCTb KOXM N1LLa He HapyleHa. boneaHeH-
HOCTW B TPUreMMHaNbHbIX TOYKax HeT. KOHbIOHKTUBAb-
HbI ¥ KOpPHeasibHbI PedIEKCHI XUBbIE.

e VIl n.— MnMHKKa nuua xuBas. JInyo CUMMMETPUYHO.

e VIl n.— Ha 3BYKOBble CTUMYJIbl pearupyer.

e |X, X nn.— uvula no cpeaHen nMHUKN. HebHble 3aHaBECKMK
noABWXKHbI. [NoTaHne n poHaumMa He HapyleHbl. HeGHbIN
W FOTOYHbIN pedneKcbl XunBble. CannBaums He HapylieHa.

e Xl, XIl nn.— A3bIK N0 cpefHen NMHUW. Tnedn n nonaTtku
CUMMETPUYHbI. [010Ba N0 cpeaHen NnHUN.

B aBurartenbHou cdepe: atpodui, runepTpodun cKe-
NIETHOM MycKynaTtypbl HeT. O6beM aKTUBHbIX ABUXKEHUI orpa-
HWYEH B HOrax B CBA3W C TOHYCHbIMWU HapyweHusiMn. O6bem
NMacCUBHbIX ABMXXEHMI He orpaHuyeH. BoisiBneH TeTpanapes
Nno LeHTpasbHOMY TMUMY C NPENMYLLECTBEHHbLIM NMOPaXKEHUEM
HoOr. MbllLEYHbIN TOHYC B pyKax 6/nKe K GU3N0I0rM4yecKomy,
B HOrax noBbllWEeH B ANCTalbHbIX OTAENax Mo CnacTUYecKoMy
TUMY, a TaKXe MoBbIWAETCA NpW BEPTUKANM3aLMUU B MPOK-
cuManbHbIX oTgenax Hor, D > S. Mbiwe4yHasa cuna B pyKax
5 6annoB, B Horax — 2-3 6anna, D < S. CyxoxunbHble
pedneKchbl C pyK U HOT BbICOKKE, C pacluMpeHuemM pedrekco-
reHHbIX 30H, D > S. KnoHycoB HeT. MaTonoruyeckne sHakKu:
¢ pyK — pednekc Pocconumo (+), D = S; ¢ Hor — pednekchl
BabuHcKkoro (+), fopaoHa (+), Weddepa (+). bprowHblie ped-
NIeKCbl He BbI3biBatoTCsA. MoTOpHas HENoBKOCTb. B Koopau-
HaTopHOM cdepe: cTaTuyeckas M AMHAMMUYecKas aTaKcus.
HapyleHne noxoaKW 3a CHeT aTaKCUM U HUMHEro cnactu-
yecKoro napanapesa. [loBepXHOCTHas 4yBCTBUTENbHOCTb
He HapylweHa. BeretatBHas HepBHasi cUCTEMA: 3UTOHMS.
Ta3oBble GYHKLMM HE HApYyLUEHbI.

JlTaGopaTopHoe o6GcnegoBaHUe: NOBbLIWEHWUS COAepKa-
HUWS NaKTaTa B CbIBOPOTKE KPOBM HATOLLAK U MOCNEe Harpy3ku
caxapo30M He BbIABNEHO.

AneKkTpoaHuedpanorpadpuyeckoe wuccnegoBaHue:
yacToTa a-puTMa COOTBETCTBYET BO3PACTHOM HOpMe, peru-
OHaNbHbIN aMNAUTYAHbIA FTPAAMEHT CMELLEH U3 3aTbINOYHbIX
OTAENOB B TEMEHHble U 3aHEBUCOYHbIE, 3a BpemMs uccre-
[0BaHWA 3NUIENTUYECKUX NPUCTYNOB M mx I3M-natrepHoB
3aperucTpupoBaHo He 6bifo.

Uronbyataa aneKTpoHeupomuorpadusa: He ob6Hapy-
KEHO MPU3HAKOB, YKa3blBaloLMX Ha NopaxeHne nepudepu-
4YeCKOro HeMpPOMOTOPHOrO annapaTa (CKOPOCTb NPOBeLEHUS
uMnynbca no nepudepruyecKkMM HepBaM He HapylweHa, nart-
TEPH PEKPYTUPOBAHUSA MOTEHUMaNoB [ABUraTeNbHbIX €au-
HUWLL MNOMHbIW, UX CPeaHas AAUTENbHOCTb M aMNauTyaa Haxo-
OATCS B paMKax 3HayeHWW, CMOHTAaHHOW aKTMBHOCTU HET).
3puTenbHble Bbi3BaHHbIE NOTEHLMANbI: CYLLLECTBEHHbIX HAapy-
LWEHUN NpoBedeHUsa 3putenbHon addepeHTaumm Ha Kopy
He 0GHapyXeHo.

KoHcynbTauus ncuxosora: ymCcTBEHHOE pa3BUTUE B
npegenax BO3pPacTHbIX KPUTEPUEB, acTEHO-HEBPOTUYECKME
peaKkuuu.

KoHcynbrauusa opranbmosnora: OU MUOMMUYECKMI acTur-
MaTU3M, Ha rMa3HOM AHe 3KCKaBaLMs JMCKOB C 06enX CTOPOH.

MPT ronoBHOro ¥ CMUHHOro Mo3ra (puc. 3—5): KapTuHa
nopaeHus 6en1oro BellecTsa roJoBHOr0 U CNMHHOIO Mo3ra

I
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Puc. 3. CTpyKTypa nopaxkeHus 6enoro Bellecrtsa y naumeHTku E.,
17 net

MpumeyaHue. A — pexxum T, flair, akcnanbHbl cpes —
CMMMETPUYHOE NOBbIWEHWE CUTHANa OT NEPUBEHTPUKYNAPHOIO
6es0ro BellecTsa, opMupoBaHne KUCT; b — pexknm T, propeller,
aKcuanbHbIf Cpe3 — CUMMETPUYHOE NOBbILLEHWEe CUrHana ot
NepUBEHTPUKYNAPHOro 1 ry6oKoro 6enoro Bewectsa 60/bWwmnx
nonywapwui; B — pexum T, flair, KoOpoHapHbI cpe3 — CHUKeHne
curHana B pexxume T, OT NEPUBEHTPUKYNSPHOrO 6E10ro BellecTsa,
0T 6en0ro BelecTBa MO3KeYKa, rmMnonaasuns Mo3xeyka.

Puc. 5. CTpyKTypa nopaxeHus 6enoro Bewlecrtsa y naumeHTku E.,

lMpumedaHnne. Pexxum T, proprller, cepus akcuasibHbIX CPE30B Ha
YPOBHE CPeAHEero v NPoAoAroBaToro Moara. A — nopaxeHue mocta
MO3ra U HOXEK CpeiHero Mo3ra (4epHast cTpenka), meguanbHom
NeTnn 1 ee nepekpecta (6enas cTpenka), cpeaHeMO3roBOro nyTu
TPOMHWYHOrO HepBa (ToncTasn 6enas cTpenka); b — noparkeHune
3aJHWX CNMHOLEPe6EeNAPHbIX TPAKTOB.

B BuAe AndPy3Horo nosbieHns MP-curHana B pexume T,
1 FLAIR 1 CHWXKeHUS curHana B pexkume T,.

lNopaeHue:
® nepu- U CYNpaBeHTPUKYNAPHO Yy NepefHUX U 3alHuX

poroB G0KOBbLIX KEeNya04KOB, CYOKOPTUKaNbHO B BUCOY-

HO-TOGHO-TEMEHHbIX M 3aTbIIOYHbIX OTAENAX (C HAIMYMEM

KUCTO3HbIX KOMMOHEHTOB B JIOOHO-TEMEHHbIX OTAENax)

npv He3HaYMTENbHOM NopaxkeHMn U-06pasHbiX BOSIOKOH;
® CMMMETPMYHOE MOpaXKeHue naTepanbHblX 0TAE/0B Tana-

MYCOB W 3a[JHUX HOXEK BHYTPEHHMX Karncys; MO30UCTO-

ro Tena; CTBOJIOBbIX CTPYKTYP; CPeAHEeMO3roBoro nytu

TPOMHWYHOIO HEPBA M BHYTPUCTBONOBOKW NOPLMK KOpeLl-

Ka TPOMHMYHOIrO HepBa; NMpamMuj NpoLonroBaTtoro Mo3-

ra; 3agHux cnuHouepebenapHbIX TPAKTOB; MMPaMUAHbIX

nyTen; KOPTUKOCMUHANbHbIX TPAKTOB U 3aAHWX CTON60B

CMUHHOIO MO3ra;

e OTMeYyeHa runonnasus Mo3xKeyka.

Mpu MP-cneKTpocKonuu B nopaxkeHHom 6esom Belle-
CTBE rO/IOBHOr0 MO3ra YCTaHOBJIEHO MOBbLIWEHWE COAEPIKa-
HUS naKTaTa (puc. 6).

TakuM 06pa3oM, YCTaHOBJ/IEHHblIE U3MEHEHUS COOTBET-
CTBYIOT OCHOBHbIM W [OMOSHUTENIbHbIM KPUTEPUSAM AMarHo-
cTuKu LBSL ¢ nomouibto MPT 1 MP-cneKkTpocKonuu, KoTopble
OyayT onucaHbl HuXe. MNpu nposeaeHnn MPT B AnHamuke
yepes 6 MeC 3Ha4YUMbIX UBMEHEHUI HE BbISIBIEHO.

MpoBeaeHO MONEKYNSiPHO-TeHETUYECKOe UccneaoBaHue
reHa DARS2: MeToA0M NPSMOro aBTOMaTUyYeCKoro CEKBEHMU-
poBaHusa UccnefoBaHbl 3K30HbI 3, 5, 17 reHa DARS2, a Takxe

Puc. 4. CtpyKTypa noparkeHus 6enoro Belectsa y naumeHTku E.,
17 net

MpumedaHme. A — pexxknm T, flair, akcnanbHbIn cpes —
CMMMETPUYHOE MOBbIWEHNE CUrHaNa ot NEPUBEHTPUKYAAPHOIO

1 rny6oKoro 6enoro BeliecTsa 60blWKMX NONYLAPUINA C KUCTO3HbIM
KoMmnoHeHToMm; b, B — pexxnm CUBE, carutranbHbii cpe3 —
NoBbIWEHWE CUrHaNa oT NEPUBEHTPUKYNAPHOro 6enoro
BelleCTBa C KUCTO3HbIM KOMMOHEHTOM, MO3XKe4Ka, MoCTa
MO3e4Ka, NPoAoNroBaToro Mo3ra, CNMHHOro Mo3ra,
rMNonaIasuns Mo3xeyka.

Puc. 6. MP-cnektpockonusa nauueHTku E., 17 net

lMpnmeyvaHume. IleBas 4acTb pucyHka — MP-CNeKTpPOCKONus y4acTka
3[40POBOro BeLLecTBa rosI0BHOrO0 Mo3ra, npaBas —
MP-cneKTpocKonusa nopaxkeHHoro 6e10ro BelecTsa rofloBHOMO
mMo3ra. Onpegensiercs MUK nakTata.

npuneraoLwmne UHTPOHHbIE 06nacTu. B ak3oHe 5 naeHTuodm-
uMpoBaHa Mytauus ¢.455G>T B reTrepo3uroTHOM COCTOS-
HUK, NPUBOASALLAA K aMUHOKUCNOTHON 3ameHe p.Cys152Phe,
B MHTpPOHe 2 — myTtauusa ¢.228-20_21delTTinsC B reTe-
PO3MIrOTHOM COCTOSIHUM. [laHHble MyTaLuK NPUBOAAT K pas-
BuTHio LBSL.

[eBO4yKe NPOBOAMUTCH MOCTOSHHOE KOMMJIEKCHOE feye-
HWe, BKIOYalolWwee Kypcbl HOOTPOMHOM M MeTaboNnyecKon
Tepanuu, peabunntaumoHHbIE MEPOMPUSATUS, B KOTOPbIE BXO-
OaT MeToabl 6uonornyeckon obpatHon ceasm (6OC-ctabuno-
nnatpopma). Ha doHe neyeHMa oTMeveHa MOJIOKMUTENbHadA
[WHaMUWKa B BUAE YNYYLIEHUS NEPEHOCUMOCTU PUIUYECKUX
Harpy3ok.

OBCYXAEHMUE

leHeTMuecKan npupoaa LBSL

B 2007 r. G.C. Sheper 1 coaBT. BNepBble onpeaenunim
MOJEKYNSIPHO-reHeTu4eckne ocHosbl LBSL, onucaB myta-
unio B reHe DARS2, KOAMPYIOWEM CUHTE3 MUTOXOHAPU-
anbHon acnapTtun-TPHK-cuHTeTasbl [7]. TeH KapTupoBaH
Ha AJIMHHOM nJle4ye XpoMOoCcoMbl 1 B XPOMOCOMHOM 06s1acTu
1925.1. OnucaHbl pas3nuyHble MyTauun reHa DARS2: muc-
CEHC- M HOHCEHC-MyTauuu (ToYeyHble MyTauuu B nochne-
posaTenbHocTM [HK, npuBoasiliMe K M3MEHEHUIO aMWHO-
KUCNOTHOW MNOC/ef0BaTENbHOCTU MO0 NpeXaeBpeEMEHHOM
TEPMUHALMK TPAHCASLMM), CNTANCUHTOBbIE MYyTaLMK (TOYeY-
Hble MyTaluuW, 3aTparuBatolime canTbl cnnancuHra) u gene-
LMK (XPOMOCOMHbIE MEPECTPONKM, NPU KOTOPLIX MPOUCXOANUT



noteps yd4actka xpomocowmbl) [10, 11]. YcTaHOBMAEHO, 4TO
MyTaLMKn MOTYT BO3HMKaTb B Pa3/IMYHbIX NMOJIOXKEHUAX HYKIIe-
OTMAHOM nocnefoBaTenbHOCTM reHa. OgHako Haubonee
yacTbiMu (94%) aBnatOTCA MyTaLuK B UHTPOHE 2 (CNancuH-
roBble MyTalMu), Cpeam KOTopbIX Hanbonee pacrnpocTpaHeHa
€.228-20_21delTTinsC, a TakXe crniancuMHroBble MyTaLum
B WHTpoHEe 5 ¢.4924+2T>C M MWUCCEHC-MyTaLMs 9K30HaA 5
¢.455G>T (Cys152Phe) [6, 10, 12].

3aboneBaHue HacnegyeTcs No ayTOCOMHO-PELLEeCcCUB-
HOMY Tuny. HOCUTENbCTBO MyTaUWMM He XapaKTepulyeTcs
KaKon-nMbo KIMHUYECKOM cumnToMaTMkon. Kak npasuno,
60NbHblIE  SABNAIOTCS KOMMayHA-retepo3vrotamu (MmetoT
2 reTepo3nroTHble MyTauun B Pa3HblX MONOMEHUSAX HyKIe-
OTMAHOM nocnegoBaTenbHOCTM reHa DARS2, B reteposu-
FOTHOM COCTOSIHWUM). MauMeHTbl C TOMO3MIOTHOW MyTauuewn
B reHe DARS2 otnn4yaloTca aTUMMYHOW KIMHWMYECKOM Kap-
TUHOM B BUAE MHAYLMPYEMbIX PUIMYECKUMU Harpy3kamu
aTakcun 1 apedneKkcuu, 4To conpoBoOXaaeTca fo6poKade-
CTBEHHbIM TeyeHnem [13].

[eH DARS2 KoaupyeT cuHTe3d dpepmeHTa acnaptun-TPHK-
CUHTETa3bl, KaTanu3upylowero npucoeavHeHne acnaparu-
HOBOW KUCNOTbl K COOTBETCTBYIOLWEN €l MONIEKY/IE MUTOXOH-
apvanbHon TPHK B muTOXOHAPUAX. B pe3ynbrate cTpyKTypa
Bcex 6enkoB, Koaupyemblx MTAHK, nameHnsietcs, n Hapylua-
eTca paboTa AblxaTenbHOW Lenu MUTOXOHAPWW. 10 KOH-
L@ He BbIICHEHO crneuuduryecKoe BMSAHWE [JAHHOrO reHa
Ha paboTy KNETOK MMEHHO HEPBHOW CUCTEMbI, HE 3aTparMBas
npv 3ToM GYHKLMKW KNETOK APYruX TKaHen. HecmoTps Ha oau-
HaKOBbIM YPOBEHb 3KCMPECCHUM FEHa U CHUXKEHWEe acnapTui-
TPHK-cMHTETa3HOM aKTMBHOCTM B pPasHblX TKaHAX, He 6blno
YCTAHOBJ/IEHO 3HaYMMbIX HapYLUEHWW aKTUBHOCTU (epmeH-
TOB KOMIJ/IEKCA AbIXaTeNIbHOM LIENU MUTOXOHAPWUI B KynbType
KOXHbIX ¢nbpobnactoB U numdoumtax. [JoKazaHa «Tpon-
HOCTb» MyTauuin reHa DARS2 K nopaxeHUIo KNeTOK HEPBHOM
CUCTEMbI C MPEUMYLLECTBEHHbIM y4acTUEM Tel HEeMPOHOB
U UX aKCOHOB, @ He MWENNHOBOW 0OO0MI0YKM, OSIMIOAEeHaPO-
nactpouuToB [11, 12]. B paccMOTPEHHbIX HAMU KIIMHUYECKMX
cnyyqasix MyTauuu, AMarHOCTMPOBaHHble y 06enx 6GOJbHbIX,
HaxoAsATcs B KOMMayHA-reTepo3nuroTHOM COCTOSIHWMM MO reHy
DARS2 v aBngoTca Hanbosniee pacnpoCcTpaHEHHbIMU B POC-
CUWCKOM 1 eBponercKkon nonynsaumsx [6, 10, 12].

KnuHuyeckas KaptuHa LBSL

B npeactaBneHHbIX HAMK NpPUMEpPax KIMHUYECKas Kap-
TMHa TeyeHusa 3aboneBaHWs COOTBETCTBOBAsa OMUCAHHbLIM
B NiuTepatype ciayvyasm. 3aboneBaHne 06bl4HO Ae6OTUPYET
B [ETCKOM BO3pacTe, XOTH WM3BECTHbl C/lydyanm C HavyaloMm
B HeoHaTalbHOM nepuoje, C TAKEeNbIM Te4eHUEM, ObICTPbIM
NPOrpeccupoBaHMEM U fleTaNbHbIM UCXO4OM B PaHHEM AeT-
CKOM Bo3pacTe [14]. PaHHee MOTOpHOE pa3BuUTHE pebeHKa
B 60MbWWHCTBE CNy4yaeB COOTBETCTBYET HOPMe, ABUraTesb-
Hble paccTponcTBa 06bIY4HO BO3HMKAIOT B AETCKOM WK MoJa-
POCTKOBOM BO3pacTte. KnMHMyecKas KapTuHa xapaKTtepuay-
€TCA HapylweHWeM MbIlEeYHOro TOoHyca MO CnacTU4ecKoMy
TUMNY, NPEUMYLLECTBEHHO B HOrax, YTo NPUBOAMT K Hapylle-
HUIO NOXOAKU. CyXOXKuNbHble pedneKchbl NPu 3TOM COXpaHs-
0TCS WK faxke noBblwatoTcs. B page cnyvaeB 3abonesaHve
[e6loTUPYET C aTaKCuK NpuU Xoab6e U MbILLEYHON FMMOTOHUMU
[15] (cxoxas KapTuMHa Habnofanacb B NePBOM KIMHWUYeE-
CKOM cniydae). TakKe MOryT HabnoaaTbcs TpeMop, Hapylue-
HME MOBEPXHOCTHOW W BUOPALMOHHOM 4YYBCTBUTENbHOCTH
B AMCTalibHbIX OTAENlax KOHEeYHOCTEW, NMPUBOASLLIME K pas-

BUTUIO CEHCUTUBHOW aTaKcuu. pn ganbHenWem pasBuUTUK
3a60/51eBaHMA BO3HMKAIOT HapylleHWEe MENKOW MOTOPMUKM
B pyKax, AM3apTpus, CHUMXKEHUE KOrHWUTUBHbIX QYHKLUMKA [9,
16]. Hepeako pa3BuBaloTCs anuaenTUYecKrMe nNpuctynol [9]
N NCUXOOPTraHUYECKUIN CUHOPOM.

[OunarHoctnka LBSL, BcTpevatoulencs KpawHe peako,
B PYTMHHOM MpaKTUKe MOXET MNPeACTaBnAaTb PSa TPYAHO-
cten. lnarHo3 06bl4HO yCTaHaBNMBAKOT HA OCHOBAHWUMU TU-
MUYHOM KJIMHWUYECKOM CUMMNTOMATUKK U XapaKTePHbIX U3Me-
HEeHWN, BbigBAsSEMbIX Npu MPT ronoBHOro M CAMHHOIO MO3-
ra, MP-cnektpockonuu [7]. TedyeHne LBSL xapaktepuayert-
€Al MOCTEMEHHBLIM MPOrpeccUpyoWwnm nopaxeHmem 6enoro
BellecTBa rOMIOBHOMO M CMMHHOMO MO3ra MpW WMHTaKTHOM
Kope 60/blMX Nonylwapui, MO3xeyKa, 6a3aNbHbiX 94ep U
a4ep CTBoNa MoO3ra. YKa3aHHble U3MEHeHWs BU3yanunsu-
pyloTCsS B BMAE TOMUYECKW MAEHTUYHOro M36UpaTesbHOro
[BYCTOPOHHEro AMd O Y3HOro nopakeHus. Pexe nameHeHus
HOCSIT HEFTOMOI€HHbIN («TUTPOUAHbIN») XapaKTep.

[AnarHocTuyecKkue Kputepum

CywiectByeT psig xapakTepHblx MP-Kputepues fuarHo-
cTukM LBSL [16, 17]. [NaBHbIM U3 HUX SBASETCH UBMEHEHME
MP-curHana (CHUXeHUe ero MHTEHCUBHOCTK Ha T4- U NOBbI-
lWeHne — Ha T,-B3BeLlEeHHbIX U306paXeHnsX):

e 0T 6enoro BelwecTBa rojloOBHOr0 Mo3ra npu OTCYTCTBUU
WUIN HE3HAYUTENbHOM nopaxeHnn U-o6pas3HbiX BOTOKOH;

® OT 3aHUX KaHATUKOB (MPOBOAHMKKU FNTyOGOKOW YyBCTBMU-

TENbHOCTKU) U 3aAHEro otaena 60KOBbIX KaHAaTUKOB (KOp-

TUKOCMUHaNbHbIN NyTb) CIMHHOIO MO3ra;

e OT NMpamuAa NPoOAONroBaTOro Mo3ra u/unu MeavanbHom
NneTin Ha ypoBHe CTBOJIa MO3ra, Tanamyca M Jly4nucToro
BEHLa BhbllLe Tanamyca.

K [OMOMHUTENbHBIM KPUTEPUSAM OTHOCAT WM3MEHEeHue
MP-curHana:
® 0T Ba/JIMKa MO30/IUCTOro Tena;
® 3ajHel HOXKKW BHYTPEHHEW Kancybl;
®  BEPXHWUX HOXKEK MO3XKEeYKa;
®  HUXHWUX HOXKEK MO3XKEYKa;

° qiep U NyTern TPOMHUYHOIO HEPBA;

® nepefHero CMHOMO3XEYKOBOro Nyt B NpoLOAroBaTom
MO3re;

e ©eforo BelecTBa MO3XKeUKa.

TaKkXe B KayeCTBe KpUTEpMEB MOTYT BbICTynaTb MOBbl-
LEeHWe CcOoAepKaHUa naKtaTa, CHWXEHWE KOHLEHTpaLuu
N-aLeTunacnaptata ¥ MMOMHO3UTONA, @ TaKKe YMepeHHoe
CHWXXEeHWE YPOBHSA XOJIMHA B MOpaKeHHOM 6efioM Belle-
cTBe nNpy MP-CNEeKTPOCKONMKU roJIOBHOIO MO3ra (BbiiBNSeTCA
He BO BCeX cryyasx).

[ns noctaHOBKM anarHosa LBSL no gaHHbiM MPT Heo6-
XOAMMO Hann4yme BCEX OCHOBHbIX M HE MeHee 0AHOro Jonos-
HUTENbHOro KpUTEPKS.

Y 60NbLUMHCTBA NaUMEHTOB BbIIBNSETCA CHUXEHME CKO-
pOCTM NpoBefAeHUs MMNy/bCa BO3OYXKAEHWUS MpU nccnemo-
BaHMM COMATOCEHCOPHbIX BbI3BaHHbIX NOTeHUManoB. [pu
3TOM HW NOBbIWEHUS YPOBHA NlaKTaTa B CbIBOPOTKE KPOBM,
HW U3MEHEeHWN NMKBOpPa B GOJIbLUMHCTBE CllyYaeB He OTMme-
YyaeTcs [9, 18, 19].

B npeacrtaBneHHbIX KAMHUYECKUX cnydaax LBSL o¢uk-
CUPOBaNIUCb BCE OCHOBHbIE W pPAA AOMNOAHUTENbHbIX MPT-
KpUTEPUEB [MArHOCTUKKM 3TOro 3abonesaHus. Bo BTOpoMm
KNMHUYECKOM cnydyae Oblo TaKXe OoTMevyeHo rpyboe nopa-
eHue 6en10ro BelecTsa roloBHOro Mo3ra ¢ GopMmnpoBaHu-

~J
°6 ©

BOMPOCbI COBPEMEHHOW NMEAUATPUM /2015/ TOM 14/ N



730

KnuHun4yecKoe Ha6GnogeHue

€M KWUCT, 4YTO COOTBETCTBOBasI0O BblpaXeHHbIM U3MEHEHUAM
B KIMHWYECKOW KapTuHe 3aboneBaHus.

AnddepeHumnanbHaa guarHocTuka

OnddepeHumanbHyto guarHoctuky LBSL nposoasat ¢ dpop-
MaMu NaToNorMmn HEPBHOM CUCTEMBI, NMPOTEKAIOWMMMU C Nopa-
eHnem 6enoro BellecTBa: NenKoauctTpodmusamun, BOcCMHau-
TeNbHbIMUK 3a60/1EBAHUAMW HEPBHOW CUCTEMBI. 115 BCceX GpopMm
NIENKOAUCTPOPUIN XapaKTepPHbl Mporpeccupylolee TeYeHue,
CUMMETPUYHOCTb NMOPaxeHUs, CUMNTOMbI NOBPEXAEHUS 6eno-
ro BellecTBa LieHTpasibHOM M NepudepruyecKom HEPBHOM cucTe-
Mbl. BONbLWMHCTBO paHHMX GOPM NIENKOAUCTPODUIN UK NIENKO-
3HUedanonaTMm xapakTep1ayoTcs Ha4yanoM ¢ POXKAEHNUS 60
B NEePBOM MONYrOAWKM XU3HU, B TO BpeMs Kak LBSL ge6iotnpyet
C KOHLia NepBOoro roga Xu3Hu, B cpeaHeM B 5—8-neTHeM BO3-
pacte. AnddepeHunanbHyo AMarHOCTUKY NPOBOAAT C UHbAH-
TUNbHLIMKU OPMaMKU METAXPOMaTUYECKON NENKOAUCTPODUN,
rNO6OMAHO-KNETOYHON NenKkoaucTpobuen, UHbaAHTUNbHLIMU
dopmamu 6one3Hu Mennueyca—Mepubdaxepa.

MeTtaxpomaTtuyeckas 1 roOOUAHO-KNETOYHAsA NENKOAN-
ctpodmn, B otamyme oT LBSL, xapaktepusyloTcs HapacTa-
IOLLMM CHUXKEHUEM WMHTENNIEKTa, Pa3BUTUEM THXKENOro anu-
NIENTUYECKOrO CUHAPOMA, ObICTPbIM MNPOrpPeccMpoBaHnEM
3a601eBaHUs BNIOTb 10 TEPMUHANLHOM CTaauK (B CpeaHeM
B TeyeHue 1-2 feT), XapakTepusyollencsa aelepebdbpauu-
OHHOW W [OEKOPTUKALMOHHOW PUTMAHOCTbIO, GynbbGapHbIM
M nceBaobynb6apHbIM CUHAPOMOM, CYXOXWbHOW TUMNo-
1 apednexkcuen.

bonesHb Menuueyca—Mepubaxepa, Kak n LBSL, otau-
YyaeTcsl Hann4yMem CMMMNTOMOB MUPaMWUIHbIX PAcCTPOMCTB U
MP-npusHakaMmn nopaxeHus 6enoro BelecTsa rojioBHOrro
MoO3ra, oJHaKo B otin4me oT LBSL 3aboneBaHne maHude-
CTUPYET C POXKAEHUS, BblpaxaeTCcs 3aePrKKoW NCUXoMOTop-
HOro pa3BUTUS, POTATOPHbLIM HUCTArMoM, TPEMOPOM FON0BbI,
XOpeoaTeTO30M, MbILWEYHOM CNAaCTUYHOCTbIO, MO3XKEYKOBbI-
MU paccTponcTBamMu, NapKMHCOHU3MOM U XxapaKTepusyeTcs
MeAJIEHHO NPOrpeccUpyoWUM TeHeHUEM.

Cnefyet Takxe npoBoauTb AuddepeHumanbHylo auar-
HOCTUKY LBSL ¢ X-cuenneHHOM ajpeHonenkogucTpobuen,
Ha4vanbHbIMW CUMNTOMaMW KOTOPOW TaKKe ABMSIOTCA MO3-
YXEYKOBble, NMUPaMUHble U UHTENNEKTyallbHble PacCTPOM-
CTBa, HapylleHne BWOPaALMOHHOW 4YYBCTBUTENIbHOCTU, 4YTO
CBfI3aHO C MOpaKeHNem CnuHoTanaMmuyecKoro nytu. B otnm-
yne ot LBSL, ana X-cuenneHHoOW agpeHonenkoamctpodum
XapaKTepHa Hajno4Ye4yHUMKOBas HeJOCTaTOYHOCTb.

bonesHun Kpabe, no gaHHbiM MPT ronoBHOro mo3ra, npu-
cylle MNoBbIWEHUE UHTEHCUBHOCTU CUrHana B T,-B3BELIEH-
HbIX M300paxeHusax B 061acTu noaywapui MOo3XKedka WU
NepuMBEHTPUKYNSPHO C BOBJIEYEHMEM B NATONOMMYECKUM
npouecc U-o6pa3Hbix BOMOKOH M Fpy6on MOAKOPKOBO-KOP-
KoBoM aTpoduen BelecTBa rolOBHOro Moara.

[e6ioT LBSL MOXKeT oTMeyaTbCs nocne nepeHeceHHoOM
MHOEKLMU U UMETb BOSITHOOGPA3HOE TEYEHME, B CBA3U C HEM
anbdepeHLmanbHyo AnarHOCTUKY CneayeT NPOBOAUTL TaKKe
C OCTPbIM AUCCEMUHUPOBAHHbLIM 3HUEehanoMUenMToM, o4aru
AeMHWeNMHM3aumMm nNpu KOTopoMm, no gaHHbiMm MPT, pacno-
naratoTcs aCUMMETPUYHO, C MPEUMYLLECTBEHHLIM MOpaxe-
HWEM MOAKOPKOBbLIX 06/1acTEN U OTHOCUTENIbHO COXPaHHbIM
NEPUBEHTPUKYISAPHbIM Oe/biM BELLECTBOM, MMEIOT HEYETKO
OTrpaHMYEHHbIE Kpas o4ara nopaxeHus W HaKkanavealoT
KOHTpacT. lpu NceBAOTYMOPO3HOM TEYEHUU PacCesHHOro
CK/1epo3a BM3yann3npytoTcs KOHTPACTHO-MO3UTUMBHbIE 04aru

OeMWENNHU3ALNK, UMEKOLME BbIParKEHHbIN nepudoKasb-
HbIV OTeK [20, 21].

CoyeTaHWe aTakcuu W nopaxkeHus 6enoro BellecTBa
roO/I0BHOMO MO3ra, 3afHWX KaHaTMKOoB, 06nacT GOKOBbIX
KOPTUKOCMMHAbHbIX NyTeX MOXET BO3HUKaTb Npu B, ,-nedu-
LWMTHOM COCTOSIHWM, OAHAKO MPU HEM OCHOBHbIE U3MEHEHUS
npoucxoaqat B cnMHHOM Mo3re [10].

MoBblWeHWe cogepaHus naktata npu MP-cneKkTpocKo-
NMUU B KPOBM M JIMKBOPE B COYETAHUN C aTaKCHUeN U U3MeHe-
HUAMKW Ha MPT xapaKTepHO TaKe Ans Apyrmx MUTOXOHAPK-
anbHblX 3a60n1eBaHNI, HO BOB/IeYEHME KaHAaTUKOB CMIMHHOIO
Mo3ra crneumduyHo Tonbko ana LBSL.

JleyeHune

JTMOTpONHOro nevyenns LBSL K HacTosiLleMy MOMEHTY
BpeEMeHM He paspaboTaHo. O6bIYHO Ha3HayalT PasHO06-
pasHble MeToAbl HecneumdUu4eckoro nevyeHusa: meTabosnu-
YECKYyl0 MU HOOTPOIHYIO Tepanuio, 3aHaTUsa ned4ebHon dusu-
YECKOM KynbTypor u dusnotepanuio (Ans npeaoTeBpalleHuns
pPas3BUTUSA KOHTPAKTYP), MPOTUBOCYAOPOXKHYIO Tepanuio npwm
pa3BUTUK Cyaopor. Y AeTew, ONUCaHHbIX Bblle, Mbl UCMONb-
30Banu AINTENbHbIE KYpCbl METAB0NIMYECKON U HOOTPOMHOM
Tepanuu, Kypcbl peabuintauMoHHbIX MEPONPUATUIA, METOAbI
6u1onornyeckomn obpaTtHon ces3un. Ha doHe neveHnsa 3aperu-
CTpMpoBaHa NoJIoXKUTeNbHas AMHaMUKa B BUAe ctabununsa-
LMK COCTOSAHWS NaLMEHTOB.

3AKJ/IIOMEHUE

MpeactaBneHo 2 KIMHUYECKMUX Cydas NenKkoaHueda-
fonatMm € MPeUMyLEeCTBEHHbIM MOpa*KeHneMm CcTBOMa
MO3ra, CMWHHOMO MO3ra M MOBbIWEHHbIM JlaKTaTtoM Mpw
MP-cnektpockonuu (LBSL). B nepBoM cnyyae KIMHUYeCKas
KapTWMHa He 6blna TUMMYHOW, OIHAKO GOJMIbHbIE CO CXOXEeW
CMMNTOMATUKON onucaHbl B nutepatype. l[ocnutanusaums
Ha HavanbHOM 3Tane 3aboneBaHuns NO3BONIA PaHO NocTa-
BMTb AMarHo3 W HavaTb feyeHue. BTopow cnyyvan npea-
CTaBNSET Pa3BEPHYTYIO KIIMHUYECKYIO KapTUHY 3ab0/ieBaHus
C rpybon KIMHUYECKOM CMMMTOMATUKOW, YTO COOTBETCTBYET
3HAYUTENIbHLIM M3MEHEHUSAM, YCTAHOBMEHHLIM MO AAHHbIM
MPT ronoBHoro mosra. B 060MX KIMHUMYECKMX MpUMepax
Y4YTE€Hbl BCE OCHOBHbIE W PAA AOMOMHUTENbHbIX KPUTEPUEB
[IMarHoCTMKM 3aboneBaHuns No gaHHbiM MPT. YcTaHOBnEH-
Hble MPU MOJSIEKYSIIPHO-TEHETUYECKOM UCCNelOBaHWn mMyTa-
LMK onucaHbl y 60nbHbIX ¢ LBSL, 1 oHn sBastoTca Hanbonee
pacnpocTpaHeHHbIMU B POCCUMCKOM U €BPONENCKON Nonys-
umMn. Mytaumm, o6Hapy*KeHHble y 06erx 4eBOYEK, HaxoaaTcs
B KOMMayH/A-reTepo3uroTHOM COCTOSAHUK o reHy DARS2.

HecmoTps Ha 10, 4To LBSL onncaHa 6onee 10 net Ha3aga,
TOJIbKO B HacTosiee BpeMs NOSIBUIUCb METOAbI MOJIEKYIAP-
HO-TEHETUYECKON AMarHOCTUKW, KOTOpble B COBOKYMHOCTM
C HenpoBu3yanusaumnen (MPT) Nno3BoNsAOT 06bEKTUBHO YCTa-
HOBWTb AaHHbIM AnarHo3. [JoCTUKEHUS B 061acTu Henpore-
HETUKKU NMO3BOSIUAM JOOUTLCS NyYLlero NoOHMMaHusa aTuona-
ToreHe3sa MUTOXOHApPUWalbHbIX 60NEe3HEN, OAHAKO U CEeroHs
OCTaeTCsi MHOIO HepelleHHbIX BOMPOCOB. B 4acTHOCTH, Bax-
HbIM HanpaBfieHWEeM Aa/ibHEWLINX MCCIefoBaHUIN aBASETCH
M3y4YeHne reHeTUYECKUX COCTaBAIOLWIMX Pas3nYHbIX TUNOB
MUTOXOHZPWaNbHOM NaToNornu, BolaBneHne nx GeHoreHoTu-
NMUYECKUX KOppensuun, onpegeneHne MexaHuaMoB pa3Bu-
TUS M NPOrpeccMpoBaHuns, paspaboTka anropuTMoB andde-
peHuManbHOM AMarHOCTUKM U MEeTOAO0B MaToreHeTUYecKoro
neyeHns 3aboneBaHus.
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KOH®JIMKT UHTEPECOB

ABTOpPbI JaHHOW CTaTbW MOATBEPANIN OTCYTCTBUE KOHDIMKTA MHTEPECOB, O KOTOPOM HEOBXOANMO COOBLLINTD.
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