DOI: 10.31082/1728-452X-2023-234-2-19-24
YK 616.831-053.1/.2

KINMUMHUYECKUU CITYYAU BPOXXOEHHON AHOMAITUU MUTPALUX HEMPOHOB

J.B. PAXBIM/KAHOBA, https://orcid.org/0000-0002-3832-5754,
A.A. OMAPOBA, https://orcid.org/0000-0003-4061-0666,

A. BAYBIP’KAHKDBI3bI, https://orcid.org/0000-0002-2659-9184,
K.K. IIAPMETOBA, https://orcid.org/0000-0003-0272-0231,
A.C. AUTKYJIOBA, https://orcid.org/0000-0002-1276-1216,
M.C. KYAHDBIK, https://orcid.org/0000-0001-6850-6356,

K.P. UAPUCOBA, https://orcid.org/0000-0003-2500-7105

HAO «Kazaxckul HayuoHanbHbil meduyuHckul yHusepcumem um. C.[. AcgheHousiposar, e. Anmamel, Pecrybnuka KasaxcmaH
PE3IOME

BBepeHue. JluccaHuedanus (LIS), koTopasi BkrtovaeT B ceb6s TEPMUHBLI arupuys 1 naxmrupusi, BMe-
CTe € reTepoTonunen NoaKopKoBbIX nonoc (SBH) BkntoyaeT cnekTp NOPOKOB pasBUTUS KOPbI, BbI3BAHHbIX
He[oCTaToOYHON MUrpaument HepoHoB. Npu NUccaHLedanum BeISBNAETCS aHOManbHO TofcTas kopa ¢
YMEHbLLUEHHbIM MU OTCYTCTBYHOLLMM 0O6pa3oBaHNEM MO3rOBbIX U3BUIUH, @ reTepoTONMUsi NOAKOPKOBbLIX
nosnoc — 3TO CKOMMeHNe HEMPOHOB MO HOPMaribHON KOPOW.

Llenblo gaHHOW Ny6nuKaumm sIBMSIETCA akUeHTyauusl BHUMaHWA HEBPOISIOroB Ha rrnobarnbHbIx 3a-
OepXKax Helpo-NCMXMYECKOrO Pa3BUTMS B COMETaHMUMN TSXKENbIMU SNUNENTUYECKMMU CUHAPOMaMK y Ae-
Tew C reTepoTonMAMM KOpbl (HapyLUEHUAMWU MUFPaLIMN HEVPOHOB 1 (POPMUPOBAHNE LIUTOAPXUTEKTOHUKN
KOpbl) C ONMcCaHMEM COBCTBEHHOIO KIIMHUYECKOro HabnoaeHUs.

Matepuan n metoabl. B Hawem HabnogeHun y nauneHTa, eBOYKM B Bo3pacTe 4,5 mecsues,
MMeIT MeCTO ManbgopMauus, BO3HMKaLWMe B pe3yrnbTate aHoMarnbHOW HeMpOoHanbHOW Mmurpauum, ¢
nuccaHuedanven n naxurupuer B BUae NoAKOPKOBON LUMPOKOW NEHTOYHOW reTepoTonuun. [inarHos 6bin
noareepxaeH MPT nccnegosaHvem ronoBHoro mosra B pexumve 1,5 Tecna.

PesynbTaTthbl. Y EBOYKM UMeET MecTo Anddpy3Hasi reTepoTonus Kopbl, B BUAE LUMPOKOW NOoCk! ABON-
HOW KOpbl B 30HE, rae obbluHO pacnonaraeTcsa cybkopTukanbHoe 6enoe BellecTBo. 30Ha «BTOPOM KOpbI» Ha
MPT (runepaeHcuBHbIn curHan B T-1 n T-2 pexxumMax) Lumpe HopMarbHO PacrnosioKEHHON KOpbl U BU3yarnu-
3MpyeTcsa BO BCex Aonsax Mosra (fobHON, TEMEHHOW, BUCOYHON 1 3aTbINoYHOM). KnnHnyeckas n HerlpoBu-
3yanunsauvoHHas KapTvHa No3BOMMIa BbICTaBUTL KIMHUYECKUI AnarHo3: CumnTomaTuieckas anunencus ¢
MWOKITOHUYECKMMW U KNMOHUYECKUMU FreHePan“3oBaHHbLIMU NPUCTyNamMu, Nnepuog cTabmunmnsaumm npucTynos,
3afepXKka MOTOPHOTO U NpeapeyeBoro pas3snTus, BpoxaeHHas aHomanusa Murpaumy HEMPOHOB (NeHToBUA-
Hasl reTepoTonus Ceporo BeLlecTBa 06enx nonyLiapui), Naxmrupms.

BbiBoAabl. B coBOKynHOCTM nuccaHuedanumn ¢ naxmrmpusiMm NpeacTaBnsaoT cobov KpanHe reTeporeH-
Hyt0 rpynny 3aborneBaHui ¢ BPOXAEHHBIMU aHOManvsMy pa3BUTKS KOPbl FONIOBHOTO MO3ra, KoTopasi 4acTto
NPOSIBNAETCA NEKAPCTBEHHO-YCTONYNBON SMNMIENCUEN, a Takke HEBPOOMMYECKUMUN N MHTENIEKTyanbHbIMU
HapyLueHnamu. [lecTBytoLLEero NPOTOKONOB eYeHNs N BEAEHUS TUX MauMeHToB 4O CUX MOpP HeT, 4To 0b-
YCIOBMNEHO HE3aKOHYEHHBIMW UCCNEeNOBaHUAMM KOPPENALUMA (DEHOTUM-TEHOTUM. HO OCHOBHbIE NPOBNEMbI
Takvx geTel COCTOAT B PE3NCTEHTHOCTU K Tepannn aHTUKOHBYMbCaHTaMW, YMCTBEHHOW OTCTanocT! 1 Asu-
ratenbHbIX PACCTPONCTBAaX Ha hoHe cnacTMyHOCTU. B ByayLiem Heo6xoanMMo co3aaTh KIMHUYECKUIA peecTp
Ans naumeHTos ¢ LIS, a Takke npoBoagnTb UcCneaoBaHus s ynyylleHUs KavecTBa XU3HW NauneHToB.
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I intnsecint cryaai [

Byn *apusAinbIMHbIH, MakcaTbl HEBpONaTonorrapablH HasapblH KOPTUKanbAbl reTepoTONUACHI
Oap 6ananapaarbl ayblp 3aNUENCUssnblk CAHAPOMAAPMEH (HEMPOHAbIK MUTPaLUSAHbBIH Oy3blnybl )kaHe
KOpTUKanbAbl LMTOAPXUTEKTOHMKAHbIH KanbinTacybl) ©34epiHiH KnuHukanblk 6akbinaybliH cunatTam
OTbIPbIM, HEMPO-NCUXMKanblK 4aMyAblH XahaHablk KewwirynepiHe ayaapy 6onbin Tabbinagbl.

MaTepuan xaHe agicTtepi. bizaiH 6ankaybimbi3ga 1 kbi3, 4,5 ainbIK )acTa, aHoManb4bl HEAPOHAbIK,
MuUrpaumsifiaH TyblIHOanTbiH akaynap 6ap, nucceHuedanus xaHe naxmrupust cybkopTmKanblk KeH >o-
nakTbl retepotonus TypiHge. QuarHo3abl 1,5 Tecna pexuminge muabl 3epTTey apkbinbl MPT pactagbl.

HaTtuxenepi. Kbizoa anddysabl retepotonus 6ap, agette cybkopTukanbabl ak 3aT opHanackaH
anmakTa KOC KabbIKTbIH KeH xonafbl TypiHae. MPT-gafbl "ekiHwi KplpThic" anmarbl (T-1 xaHe T-2 pe-
XUMOepiHAeri curHangblH XKofapbinaybl) KanbiNTbl OpHANackaH KbIpTbiCKa KaparaHOa KeHipek oHe
MuAblH 6apnbik 6eniktepiHae (bpoHTanbAbl, NapueTanbabl, yakbiTLla )XoHe OKCunuTanbabl) KepiHeai.
KnuHukanblk xaHe HelpobenHeney ynrici KNMHUKanbIK AnarHo3 KorfFa MyMKiHZik 6epai: MuoknoHums-
NbIK X8He KIOHMKanblK XannbinaHfad yctamanapsl 6ap cumntomaTtukanblk anunencus, ycramanap-
OblH TypaKTaHy Ke3eHi, MOTOpbIK XXaHe cenrney anabiHaarbl JamyablH Kewwiryi, HeMpOHAbIK MUrpaLms-
HbIH Tya BiTKeH aybITKYybl (€Ki XXapTbl LWapAblH CYp 3aTbIHbIH NIEHTa TapPi3ai reTepoTONUACHI), NAXUrMpus.

KopbiTbiHabl. Ocbinanwa, naxurupusimeH Gipre nucceHuedanusa-byn kebiHece pepire Tesimai
anunencusiMeH, CoHaamn-ak HeBPOmnornanbIK XXaHe nHTennekTyanabl 6y3binynapMeH KepiHeTiH MU KbIp-
ThICbIHbIH AaMyblHAaFbl Tya GiTkeH aybiTkynapbl 6ap aypynapablH eTe reteporeHfi Toobl. ®eHoTun-
reHoTun Koppensaumnsackl 6onbiHWa TOMbIK eMec 3epTTeynepre 6annaHelcTbl Oyn HaykacTapabl emaey
MeH BackapyablH, Kasipri xaTTamanapsl ani xok. bipak MmyHgan 6ananapapiH Heridri npobnemanapbi-
aHTUKOHBYNbCAHTThIK TepanusFa Te3iMAinik, akbln-ouablH apTTa Kanybl XXeHe cepniMAinik MoHbIHAAFbI
Ko3fanbic Oy3binbicTapbl. bonawakrta LIS naumeHTTepi yLWiH KNMHUKanbIK TidiniM xxacay Kepek, COHbl-
MEH KaTap nauMeHTTepaiH emip Cypy canachbiH XXakcapTy YLUiH 3epTTeynep Xypridy Kaxer.
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Introduction. Lissencephaly (LIS), which includes the terms agyria and pachygyria), together with het-
erotopy of subcortical bands (SBH), includes a spectrum of cortical malformations caused by insufficient mi-
gration of neurons. In lyssencephaly, an abnormally thick cortex with reduced or absent formation of cerebral
gyri is detected, and heterothopia of subcortical bands is a cluster of neurons along the normal cortex.

The purpose of this publication is to focus the attention of neurologists on global delays in neu-
ropsychic development in combination with severe epileptic syndromes in children with heterotopias of
the cortex (disorders of neuronal migration and the formation of cytoarchitectonics of the cortex) with a
description of their own clinical observation.

Material and methods. In our observation of 1 girl, at the age of 4.5 months, there is a malformation re-
sulting from abnormal neuronal migration, with lyssencephaly and pachygyria in the form of subcortical broad
ribbon heterotopia. The diagnosis was confirmed by an MRI examination of the brain in the 1.5 Tesla mode.

Results. The girl has diffuse heterotopia of the cortex, in the form of a wide strip of double cortex in
the area where the subcortical white matter is usually located. The zone of the "second cortex" on MRI
(hyperdense signal in T-1 and T-2 modes) is wider than the normally located cortex and is visualized in all
lobes of the brain (frontal, parietal, temporal and occipital). The clinical and neuroimaging picture made
it possible to make a clinical diagnosis: Symptomatic epilepsy with myoclonic and clonic generalized
seizures, a period of stabilization of seizures, delayed motor and pre-speech development, congenital
anomaly of neuronal migration (ribbon-like heterotopia of gray matter of both hemispheres), pachygyria.

Conclusion. Thus, in combination, lyssencephaly with pachygyria represent an extremely heterogeneous
group of diseases with congenital anomalies of the development of the cerebral cortex, which is often mani-
fested by drug-resistant epilepsy, as well as neurological and intellectual disabilities. There are still no effective
protocols for the treatment and management of these patients, which is due to incomplete studies of pheno-
type-genotype correlations. But the main problems of such children are resistance to anticovulsant therapy,
mental retardation and motor disorders against the background of spasticity. In the future, it is necessary to
create a clinical registry for patients with LIS, as well as conduct research to improve the quality of life of patients.

Keywords: congenital cortical defect, lissencephaly, children, epilepsy.
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B cuinicaL case

Beenenue. Jlucconnedanus (LIS), kotopas BKIroua-
eT B ce0si TS pPMUHBI arupus ¥ MaxXUrUpHsi, BMECTE C reTe-
poTomueil moAKOpKOBBIX mosioc (SBH) BkitouaeT crekTp
MOPOKOB PA3BUTUS KOPBI, BBI3BAHHBIX HEIOCTATOYHOM
MuTpanueii Heliponos. IIpu nuccsnnedanuu BuIsSBISETCS
AQHOMAaJIBHO TOJICTasi KOpa C YMEHBUICHHBIM HJIH OTCYT-
CTBYIOIIUM 00pa30BaHUEM MO3TOBBIX H3BHIIMH, a T'E€TEPO
TONHS MOJKOPKOBBIX MOJOC — 3TO CKOINIEHHE HEHPOHOB
oI HopMaJIbHOH Kopoii [1]. HekoTophie manueHTsl ¢ auc-
coHnedaaneit UMCIOT TKEIYI BPOXKICHHY O MUKpoleda-
JIMI0, COCTOSTHUE, 0003HauYaeMoe Kak MHUKPOJIHUCCIHIEe]a-
nust (MLIS). CuHIpoMbl MHOXKECTBEHHBIX BPOXKJICHHBIX
anomanuii ipu LIS BkmrouarT nepedbpodponTodauaib-
Hble cuHApOoMBI Munnepa-/Iukepa u bapaittcepa-BunTtepa,
a Takke X-CIEeTUIEHHYIO JTUCCIHIIEPaTHIO C aHOMATbHBIMH
reautanusmu unn XLAG [1-5].

OTtkpeiTHe TeHeTndecknx nmpuanH LIS magamocs B 1982 1.
¢ otkpeiTus aenenuu 17pl3.3 y nmereit ¢ Tshkenon (opmoit
LIS u XapakTepHbBIM JIULEBBIM TUCMOpP(U3MOM, 0003HAUCH-
HBIM Kak cuaapom Munnepa-Jlukepa [6]. B HacTosmiee Bpe-
Ms uaeHTHuuupoBana 19 reHos, cBszanubix ¢ LIS-SBH,
BKJI04ast LIS], MHOTHE U3 KOTOPBIX SBISIOTCS CTPYKTYPHEI-
MU OeTKaMu MHKpOTpyOouek (TyOyimiH) uiau OeikaMu, acco-
IIMUPOBAHHBIMU ¢ MUKpOTpyOoukamu (MAP), Bcero 31 rew,
B ToM uucne: ACTB, ACTGI, ARX, CDKS5, CRADD, DCX,
DYNCIHI, KIF24, KIF5C, LISI, NDEI, RELN, TUBAIA,
TUBAS, TUBB, TUBB2B, TUBB3, TUBGI n VLDLR [5-16].

Haubonee coBpemenHbie uccienoanus Kolbjer S,
2021, 20 nanuenToB (13 MyxuwH u 7 eHmuH oT 1,5 10
21 rozma) mokasaiu, 9TO y OJAMHHAALATH MaueHToB (55%)
Oblin oOHapyskeHbl myTtanuu B PAFAHIB1 (LIS1) wunwm
BapualenbHble MuKpoaeneuuu 17pl3.3, BkiOuas TreH
PAFAHIBI. V ugetsipex manuentoB (20%) Obin MyTa-
uuu resos, kogupyromux Tyoynun (TUBALA, TUBGI u
TUBGCP6). B pazpuBariueMcs MO3re 3KCHPECCHPYETCS
0OJIBIIIOE KOJIMYECTBO T'€HOB, KOJUPYIOUIUX OenKH TyOy-
nuHA. OTH TeHbl cpabaTHIBAIOT B ONpPEAEICHHOE BpeMs H
B ONPEJENICHHOM MecTe. boNbIINHCTBO N3 HUX YKCIPECCH-
pYIOTCSl B HEHpOHAaX Ha CTaAusX UX Murpanuu u audpde-
peHuupoBku. OCHOBHBIE MOJKJIACCH TyOyiauHa (ajbda- u
Oera-TyOyynuH) 00Jlalal0T BBICOKOW CTPYKTYPHOW T'OMO-
noruei. DTU TH0OysipHbIE OElKM 00pa3yrT reTepoau-
MEpBI ¥ BIIOCIEACTBUH COBMECTHO COOMPAIOTCS B MHKPO-
TpyOouku. MHUKPOTPpYOOUKH (OPMHUPYIOT IIUTOCKENET
HEHpoHa, YTO MMEeT pelIarollee 3HaYCHHUE I Pa3BUTHUS
KODBI, BKJIIOYasi Mpoiaudepanuio HeHPOHOB, MUTPALUIO H
JaMUHApHYIO OpraHMu3anuio Kopbl. MyTamuu B CeMH Tre-
Hax, konupywmux ainbda-tyoynun (TUBAI1A), Gera-Ty-
oynmun (TUBB2A, TUBB2B, TUBB3, TUBB4A, TUBB)
u n3odpopmsl ramma-Tyoysiauna (TUBGI), Obuiu cBA3aHbI €
MIMPOKHUM CIIEKTPOM NMOPOKOB PA3BUTHUS I'OJOBHOTO MO3Tra
U «TyOyIHHONATHSAMUY». BOIBIIMHCTBO KOPKOBBEIX (e-
HOTHIIOB BKJIIOUAIOT JIMCCOHLE(DATNIO, TOTUMUKPOTHPHIO,
MHKPOJHCCIHIE(DANHIO U YyIPOILIEHHYO Kopy [14, 15].

BpoxxaeHHble MOPOKH Pa3BUTUA TOJIOBHOTO MO3ra
KJIaCCUPUIUPYIOTCS B 4-X KATETOPUSIX CICAYIOMHUM 00-
pasowm [4, 5]:

I. Mansdopmanuu, BO3HUKAIONINE B pe3yJbTaTe aHO-
MaJIbHOW HEHPOHAIBHOW/TIIHAIBHON Nponudepanuu Jud0
aronTo3a.

1.1. Anomanuu, cBsi3aHHBIE C pa3MepaMy T'OJOBHOTO
Mo3ra: MUKponedaaus ¢ HOpMaJbHbIM HJIM TOHKHUM HEO-
KOPTEKCOM; MUKPOJHUCCIHIIeanns; MUKpoledalus ¢ mna-
XUTHUPUA; Makpouedamus.

1.2. AnomanbHas mnponudepanus (aHOMalbHbIE THIIBI
KJICTOK): HEOIUIACTHYECKUE (KOPKOBBIE TaMapTOMBI IPH TY-
6eposHoM ckiepose, K ¢ OalJOHHBIMEM KJIETKaMH, FeMH-
MeralinHIedanus); HeolJacTH4YeCKHe, acCOIMUPOBAHHBIC C
HapyLIEHUSIMU KOpTeKkca (IucaMOpHomIacTHYecKast Helpo-
SIUTEIINAaJIbHas OITYyX0J1b, TaHIJIMOIJIMOMA, FaHFHI/IOHI/ITOMa).

II. Mansdopmaniuy, BO3HUKAIOIIKME B PE3yIbTaTe aHO-
MaJIbHOW HEHpPOHAJIBbHON MUTpALUH.

2.1. JITI/mopxopKoBas I€HTOYHAS T€TEPOTOMHS.

2.2 CuHAPOMBI KOMITIEKCa «OYJIBDKHOI» MOCTOBOM/
BPOXACHHOW MBIIIEYHOU TUCTPODHH.

2.3. Tereporonusi: cy0OsneHAUMaNbHAs (IEPUBEHTPU-
KyJsipHas); IOAKOPKOBas (OTIMYHAs OT JECHTOYHOH rere-
POTOIHNHN); KpaeBas INIMOHEBPAJIbHAS.

III. Mansdopmanuu, BO3HUKAIONUE BCIEACTBUE AHO-
MaJIbHOM KOPKOBOM OpraHM3allMd, BKJIOYas I031HIO0
HEHPOHAJIBHYI0 MUI'PALMIO (MaXUTUPUUU MIHU33HIEDATU
C aHOMAJIUSIMU U 3a4€PKKAMH Pa3BUTHUSA.

IV. Mansdopmanuu KOPKOBOrO pa3BUTHS — Maib-
(¢opManuyu ¢ BTOPUUHBIM XapaKTepOM I10 OTHOLICHHUIO K
BPOKJICHHBIM METab0IM4YEeCKUM HapyLICHUSM: MHTOXOH-
JpualbHble U MUPYyBaTHbIE MeTa0OINUYECKUEe HapyIICHHUS,
NePOKCUCOMAaIbHbIE HAPYIICHHUS.

Heapro naHHOH My0JMKALMH SIBIAETCS aKLEHTyalUs
BHHMMAaHUS HEBPOJIOIOB Ha II100aIbHBIX 3aJlep)KKax Helpo-
[CUXUYECKOI'0 Pa3BUTUSI B COUETAHUM TSKEIBIMHU SIIH-
JENTUYECKUMU CUHAPOMAaMHU y AETEeH ¢ reTepoTONUsSMHU
KOpBI (HapyLIECHUSIMU MUI'PALlUU HEHPOHOB U hopMuUpoBa-
HUE LUTOAPXUTEKTOHUKHU KOPBI) C OIMUCAHUEM COOCTBEH-
HOT'0 KJIMHUYECKOT0 HAOIIOACHHUS.

MATEPHUAJI U METOJbI

B namem HaOmioneHuM mnanueHra, gesouku K., B
Bo3pacte 4,5 MecsleB, UMEIT MECTO MalibpopMmalus,
BO3HHUKAIOIIME B pe3yJbTaTeé aHOMaJbHON HeHpoHalb-
HOM Murpanuu, ¢ JauccdHuedanued U Hmaxurupuei B
BUJI€ MOAKOPKOBOH INIMPOKON JECHTOUHON I€TEPOTOMHUH.
Juarno3 6s11 noareepxxaeH MPT uccinenoBaHueM roiaos-
Horo mo3ra B pexxume 1,5 Tecna (puc. la, 0).

PE3YJBbTATHBI

VYV neBouku umeer Mmecto Audpdy3Has reTepoTonus
KOpBI, B BUJI€ IIHUPOKOH MOJIOCHI IBOWHON KOPHI B 30HE, I'/I€
00BIYHO pacmosaraercs cyOKOpTHKalabHOE Oenoe Belle-
cTBO. 30Ha «BTOPOIl kopbl» Ha MPT (runepiaeHcuBaHbli
curHan B T-1 u T-2 pexxumax) mupe HOpMaJIbHO PacIioso-
JKEHHOH KOpbI M BH3yaJIU3UPYETCS BO BCEX JOJISIX MO3Ta
(JTOOHOM, TEeMEHHOMN, BUCOYHOU M 3aTHIJIOYHON).

W3 anamHe3a M3BECTHO, 4TO AeBouka 4,5 mec., orT 4
0epeMEeHHOCTH, HNHULIMUPOBAHHON 3KCTPAKOPIOPATbHBIM
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I wrmeckwi cryyan 1

ortogoTBopeHueM (1 peGeHOk 3710poB, 2 OEpPEeMEHHOCTH
3aKOHYHMJINCh BBIKMABIIAMH U 4-1 O€peMEeHHOCTh JaH-
Has). Jlo 3 Mecs1eB pa3BuBaiach Mo BO3PacTy, HO C HEKO-

t2_tse_dark-fluid_tra_320_3mm

Cynoporu BrepBble BO3HUKIHU B 3 Mecsla, C IOBTOPHOU
PBOTOIA ¥ JIEBOCTOPOHHUX KIIOHMYECKHX U MHOKJIOHUYECKHX B
JIMIE U PyKax MPUCTYIIOB, HA3HAYEHHUE JIEBeTHpalleTamMa B J103¢€
20 MI/KI OpUCTYIBI KyIUPOBAJIO (JIEYUIU B CTALHOHAPE), HO
COXPaHSUINCh MPUCTYIIBI B BHJIE ICKXOMOTOPHOTO BO30YK/e-
HUS U OTCYTCTBHUs CHa (0e3 KJIOHMYECKUX IOJEepPruBaHuii), B
9TOH CBS3M YBEIHUMIH 03y JieBeTHpanerama 10 30 MI/Kr.

Juarnos noareepxaes MPT uccienoBanuem (onucaso
Bbile) 1 DO MOHUTOPUHTOM — HajlMuKMe BO CHE MpoOeru
TETa-BOJIH NPEUMYIIECTBEHHO 110 TEMEHHO-BUCOYHBIM OT-
BEJICHHUSM CIIpaBa M BHCOYHBIM CIlIeBa, BO CHE B J3THX ¥XKE
peruoHax CHMIKEHHE aMILIUTY/Abl (YIUIOMICHUE) B 3THX XKe

PucyHok 1 (a, 6) - MPT ronoBHoro moara, carutanbHbiil cpes, T1 n T2 pexum, aesouka K., 4 mec., c ToTanbHon nuccaHuedanven
C CcybKOPTUKanNbHON NEHTOBMAHOW reTepoTonmen Kopbl B TOGHbIX, TEMEHHO-BMCOYHbIX U 3aTbINIOYHbIX OTAeNnax

PucyHok 1 (B) - MPT ronoBHoro mosra, opoHTanbHbIV cpes,
T2 pexunm, gesouka K., 4 mec., ¢ ToTanbHoOn nuccaHuedanuen
C cybKOpTUKanbLHON NEHTOBMAHOW reTepoTonueit Kopsbl,
6e3 gucnnasunm Moaxeyka

TOPOH 3aJePKKOH, IJI0XO0 JeprKaja rojoBy K 3 mMecsiam,
HE IepeBOpayMBaJIach, HO HMOIIMOHAJIBHO pearuponalia
Ha pOIUTENEH.
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OT/IeNIaX, TaKXKe €CTh €AUHUYHBIC MUK-MEJJICHHBIC BOJHBI
10 3TUM OTBEJEHHUIM BO CHE.

B nacrosiee BpeMst peOeHOK HEYCTOWYHBO JIEPXKHUT I'OJIOBY,
CMOTPHT U y3HAET POAUTEIICH, IEPEeBOPAYMBACTCS C HEOOIBLION
MOMOIIBIO B3POCIIOrO, MBIILIEYHBIH TOHYC T'HIIO-IUCTOHUYEH,
CYXOXKWJIbHBIE pedekchl jkuBble. [leproguuecku BO Bpems
OOIpPCTBOBAHMS HE pearupyeT Ha OKPY’KAIOIIUX, MPUCTYIIBI
«3aMUpaHUS 10 5 CEKyH]I, TIOBTOPSIFOTCS CEPUsIMU JI0 7 pa3 B
CYTKH. JIBUTaTeNbHBIX MATTEPHOB CYJIOPOr HE OTMeYaeTcs (Ha
(one mpuema nesetuparerama 30 MI/KT Beca peOeHKa).

Ha ocHOBaHHM BBIIIEN3/I05KEHHOTO BbICTABJIEH KJIMHH-
yeckuii 1uarno3: CUMNTOMaTHYecKasi SMUIETICHS ¢ MHOKJIO-
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B cuinicaL case

HUYECKUMH M KJIOHHYECKUMHU TeHEePaTN30BaHHBIMHU ITPUCTYTIA-
MH, TIepUoJ CTaOMIM3alHK MPUCTYIIOB, 3a/Iep’KKa MOTOPHOTO
Y TIPEAPEIEBOrO Pa3BUTHS, BpoxkieHHAss aHOMAITUSI MUT palliH
HEWPOHOB (JICHTOBUIHASI TETEPOTOIHS CEPOTO BEIIECTBA 00CUX
MOy HIAPH#T), TAXUTHPHSL.

Takum 00pa3zoM, BO3MOJKHO B ATOM Cllydae HMEET MECTO
X-CIIETUICHHBIN BapuaHT 3a00JIeBaHMsI, BO3MOYKHO CBSI3aHHBIN C
reroM DCX, 4TO y JIHII )KEHCKOTO T0J1a Mojipa3yMeBaeT Ooliee
MSTKHI BapHAHT TEYCHHS.

OBCYKJIEHUE

Manbshopmanus, KIMHHYECKA CXOMHAS C IPEACTaBIICH-
Holi Hamu BhIe (o kapTuHe MPT mosra n kinHMKe), damie
(mo 32% ciy4aeB) BEI3BIBaeTCSl MyTalusiMu B TeHe LIS1 nnm
TUBAIA. LIS1 u rerepotomnusi nmoakopkoBbix nosnoc (SBH)
BBI3BIBAIOTCSI TE€TEPO3UTOTHON MyTarueir B rene PAFAHIBI
(LIS1) na xpomocome 17q13a, a Takxe PEHOTHITHUIECKU CXO/I-
HOe 3a0osieBaHue BbI3bIBaeTcs MyTanueii B reHe TUBATA Ha
xpomocome 12q13. MHTepecHo, 4To HacieqoBaHHEe ATHX 3a00-
JIeBaHUH ayTOCOMHO-JOMHHAHTHOE, B OOJIBIIMHCTBE CITydaeT
3to myTanus de novo [16, 17].

OnHaKo ecTb U CeMEWHbIE BAPHAHTHI, CXOJHBIC C BBIIIE-
OINHUCAaHHBIMH, COCTOSIHHE BhI3bIBaeTcs reHoM DCX, aTo X-crie-
IJIeHHOE 3a00JIeBaHUe, C KIACCHYECKOW JIMccaHIedanuei
C YMCTBEHHOH OTCTAJIOCTBIO M DITUJICTICHEH y TeMH3UTOTHBIX
MYKYHH U Oosiee MSTKUM (DEHOTHUIIOM, M3BECTHBIH KaK TeTe-
POTONHSI TTOAKOPKOBBIX TOJIOC Y KEHIIUH (0e3 BBIpayKEeHHOM
YMCTBEHHOW OTCTaJIOCTH), HHOTJA B OJHOI cembe. ['en DCX
MPEIOCTABIISIET MHCTPYKLUUHU JJIsl IPOU3BOACTBA OeiKa, Ha-
3BIBAEMOT0 JIAOJICKOPTUH. DTOT OEJOK ydYacTBYeT B mepe-
MEIIEHN! HEHPOHOB B MPOIIECCE, HA3BIBAEMOM MHTpAIUei
HEHPOHOB (3TO (HOPMHPYET KOPY M3 TMEPHUBEHTPHKYJISPHOTO
POCTOBOrO MaTpukca Mo3ra). JlableKOpTHH MPUKPEIUISIeTCs K
MHKpPOTPYOOYKaM, KOTOPBIE MIPEACTABISIOT COOOW CTPYKTYp-
HBII KapKac KJIETKH (uTockeset). CBs3bIiBaHHE Ta0IeKOPTH-
Ha CMOCOOCTBYET CTA0MIILHOCTH MUKPOTpyOouek [17].

Knunuueckoe Benenue naunueHtos ¢ LIS ocraercs ciox-
HOW M KOMIUIEKCHOW 3ajadeld, W TMO-TIPEKHEMY OTCYTCTBYIOT
KaKue-T100 KOHKPETHbIE TepaneBTHIecKue moaxosl. Jleuenune
0CTaeTCsl CUMITOMAaTHYECKUM B 3aBUCHMOCTH OT WHIUBHIY-
QIBHOTO KJIMHWYECKOrO IPOSBICHMS. BaskeH MynbTHAMCIH-
IUIMHAPHBIN TTOAXOM, WHAMBHAYAJIBHBIN IUIAH JICYSHHS 1I0CIe
IMOCTAHOBKHM KJIMHHMYECKOr'0 JauarHo3a Ha ocHoBe MPT, a xe-
JIaTeJIbHO M FEHETHYECKOM MHarHOCTHKU. B TedyeHme mepBoro
rofa KM3HHU OLICHKA BKJIIOYAET OLEHKY COMAaTHYECKOro M He-
BPOJIOTHUYECKOTO cTaTyca. T.e. OLeHKY (PH3UYECKOr0 COCTOSHHS
(pocr, Bec) 1 XapakTepa BCKapMIIMBAHHSI C PUCKOM acTIAPaIlny,
OLICHKY TICHXHMYECKOTO Pa3BUTHS M OLEHKH HEOOXOIUMOCTH
[IPOrpaMM paHHET 0 BMEIIATENILCTBA, BKIII0Yasi OPTOIEINUECKUe
po0IIeMbl (KOCOJANOCTh, CKOJIHO03), a TAK)KE O(TaIbMOIOrye-
CKHe HapyleHus U cayX. [lepedncieHHble mapaMeTpsl Cleay-
€T MOBTOPSATH KAK MUHUMYM eXKeronHo. CeMbH JIOJIKHBI OBITH
HAIIPaBJICHBI B CIICLUAIN3UPOBAHHbIE LIEHTPHI C PEryIsPHBIM
OCMOTPOM IeIMATPa U JETCKOI0 HEBPOJIOTa.

OCHOBHO#1 KIIMHHYECKOH mpobiemMoit y nereit ¢ LIS sBis-
€TCsI AMUJICTICUST, YACTO PE3UCTEHTHAs K Teparuu. Psii aBTopoB
HaOJIIO/IaIM XOPOIIMEH OTBET Ha CTaHIAPTHBIC MPOTOKOJIBI Jie-

YEHMs AETCKUX CIA3MOB, BKJIIOYasi BUTabaTpyH, apEeHOKOPTH-
KOTPOIHBII TOPMOH M CTEPOMJIbl, B KOropTe U3 22 MalueHToB
¢ LISI-accoumupoBannsim LIS. Tozxe, B geTcTBE, CEMUOIOTHsI
IIPUMAAKOB CcTana Oosee U3MEHYMBON M MAIMeHTaM IOoTpedo-
Basach MONUTEPAIHs], KOMOMHAIMS BaJBIIPOEBOM KUCIOTHI U
JIaMOTPHJUKKHA Obl1a Hanbonee s dexrusHoii [19]. Ipyrue as-
TOpBI OTMEUAIOT, YTO Ha IEPBOM I'O/ly IPUCTYMHI y eTel ¢ LIS,
BbI3BaHHbIe MyTalusiMu B reHax TUBA1A, TUBG1,TUBGCP6,
DCX, xopomo KOHTPOJHMPOBAIUCH AHTHAMHICITUYECKUMHI
npenaparaMu. OJHAKO OHU CTAJIN PELUANBUPYIOIIMMU H IIOXO
KyNHPOBAJINCH HA BTOPOM MJIM TPETHEM T'OAY XKU3HH, HECMOTPS
Ha nepBoHauyaabHbIH ycrnex. Haunbonee sdekTuBHBIMU IPO-
TUBOSIIJICHTUYECKUMH TpenapaTaMy CIUTAINCh BUTa0aTpHH,
AKTT, kio6a3zam, penodapouran u Bajibipoarsl [20]. Takxke B
9TOM HCCIIeNOBaHUH 3()(HEKTUBHOCTD BBIIIE aHTUIIMIICITHYE-
CKHX IIPernaparoB MOKa3aJia KeTOreHHasl TUeTa.

BBIBO/IbI

Takxum 00pa3oM, B COBOKyNHOCTH LIS npencTaBisior codoit
KpaifHe TeTepOreHHY0 TPYIIy 3a00JIEBaHUI C BPOXKICHHBIMH
AHOMAJIMAMU Pa3BUTHUS KOPBI T'OJIOBHOI'O MO3ra, KOTopas 4aCcTo
MIPOSIBJIAETCS JIEKAPCTBEHHO-YCTOMYMBOM DIUIIETICUEH, & TaKkKe
HEBPOJIOTUYCCKMMHU W HWHTCJUICKTYAJbHBIMU HapyUIICHUSIMU
[18]. JelicTByto1Iero MPOTOKOJIOB JICYCHHS U BEJCHUS STUX T1a-
LUEHTOB JI0 CUX HOP HET, YTO OOYCJIOBJICHO HE3aKOHUYCHHBIMU
UCCIIeIOBaHUSIMU Koppessiuuil ¢penorun-reHorun. Ho ocHos-
Hble IPOOJIEMBI TaKUX JETeH COCTOSAT B PE3UCTEHTHOCTHU K Te-
paIuy aHTUKOHBYJIbCAHTAMU, YMCTBEHHOH OTCTAJIOCTH U JIBU-
raTebHBIX PacCTpOHCTBaX HA OHE CIACTUIHOCTH. B Oyaymiem
HEOOXOMMO CO3JaTh KIMHUYECKUH peecTp AJIS NALUEHTOB C
LIS, a Taxoke IpoOBOAUTH UCCIEAOBAHUS ISl YIIyUIICHUS Kade-
CTBa XM3HU IAI[UEHTOB.

Ilpo3paunocmo uccnedosanus

Hccnedosanue He umeno cnoHCopcKou NOOOEPIHCKU.

Jexnapayusn o punancoswix u Opyzux 63aumoomHoOuIeHUAX

Asmopul He nonyuanu 2oHopap 3a ucciedoganue.

Bxnao aemopos

Paxumorcanosa [uana — nanucanue aumepamypHou cnpag-
KU U AHAIU3 UCTMOYHUKO8 TUMePantypbl,

Omaposa Atinyp Atibexoena, bayvipocarnrvizol AkHyp — ana-
JIU3 UCTOYHUKOG TUMEPANTypbl,

Hlapmemosa Kamuna Kanamkeisvl — ananusz ucmouHuKos
aumepamypsi u MPT mosea,

Atimxynosa Atimonkein Cepukkvlzbl — aHAIU3 U 6blO0p
crumrkos MPT mo3sza,

Kyanovik Maxab6am CacblHObIKKbI36L — HANUCAHUE
cmamol,

Hopucosa JKannam Pycmemosna — 06ocHosanue uoeu cma-
bl U OKOHUAMEbHAS NPABKA CIATbU.

Bce asmopul npunumanu pasnoe yuacmiue ¢ OKOH4AMETbHOM
ymeepaicoeHuu cmamuit 07151 Ne4amu, 8bIpa3ulU CO2AaAcue Hecmu
0MBemMCcmMEEeHHOCIb 3 8Ce ACNEeKMbl pabomul, nOOPA3yMesaio-
wyio Haonescaujee uzyyeHue U peuenue 60NPOCos, C8A3ANHBIX C
MOUHOCMbIO UL O0OPOCOBECTIHOCMIBIO 000U YaACHU PAOOMbL.

Kongpnuxkm unmepecoes

Asmopul 3aa61310m 06 OMCYMcmEuY KOHPIUKINOS UHINEPECO8.
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