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Clinical case of a patient with schizencephaly

Pestome

[LIn3aHLedhanua — aTo peakasn aHoManus, Cesi3aHHas ¢ (DOPMIUPOBAHMEM PACLLENMHBI FONIOBHOMO MO3ra, BCMIEACTBIE Yero 60KOBbIE
KeNnyao4Ki COOBLLAIOTCH C CyGapXHOWAANbHBIM NPOCTPAHCTBOM. [1peaCTaBNeH KNUHUYECKIIM Cllyvai pedeHKa, Y KOTOpOro AMarHocTu-
POBaHa BPOXeHHAA aHOMANWS Pa3BIUTUA TONOBHOTO MO3ra — OTKPbITAd LLUM33HLIECDaN NIEBOIA IOBHO-TEMEHHOM 0671aCTIA B COYETaHMM C
BPOXEHHbIM [eCheKTOM riepeaHed GPIOLLHON CTEHKM (racTpoLum3inc). Mpu NpoBeAeHII 3TIEKTPO3HLEAN0rPatIMYECKON0 UCCNER0BAHMA
BbISBMEHbI BCMbILLIKM OANATEPANLHO ANMNENTUHOPMHOI aKTUBHOCTY B BIALE OCTPbIX-MELNEHHbIX BOMH, NOCTABMNEH AMArHO3: CTPYKTYPHAA
NUNENTUYECKas HLeanonaTy.

Kntoyesble cnoBa; BOX/IEHHbIA NOPOK PasBITHS, LLIM33HLIECHANIAR, ANUNENCiAs, KNMHUYECKII CRy4ai

Summary

Schizencephaly is a rare abnormality associated with the formation of a cleft of the brain, as a result of which the lateral ventricles
communicate with the subarchnal space. A clinical case of a child diagnosed with congenital malformations is presented: anterior
abdominal wall defect (gastroschisis), anomaly of brain development — open schizencephaly of the left frontal-parietal region.
Qutbreaks of bilateral epileptiform activity in the form of acute-slow waves were revealed during an electroencephalographic study,

structural epileptic encephalopathy were diagnosed.
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Beepnenue

u3sHuedanus (MM areHeTHYecKas MOpIHLEhaTys,
oT rped. shizen — «pa3aemnsaTh, PacIIEINIATE») — COITIACHO
knaccuduxanuu BIIP, oTHOCUTCA K HOpOKaM pa3BUTHS KO-
HEYHOTO MO3ra. DTa BPOX/EHHAss aHOMAIIUs CBs3aHa ¢ (op-
MHPOBaHHEM «PACIIEIHHBD) CEPOr0 BEMIECTBA T'OJOBHOTO
MO3Ta, PaclpOCTPAHSIONICHCS Ha BCHO IIIyOWHY MAaHTHH,
BCJIEZICTBHE Y€ro OOKOBBIC XKETYIOUKH COOOMIAIOTCS ¢ cyOa-
paxHOuAaIbHBIM IPOCTPAHCTBOM [1].

YacToTa BCTpEIaeMOCTH TOYHO HE yCTAaHOBJIEHA, O{HA-
KO B HEKOTOPBIX MCTOUYHHMKAX €CTh JAHHBIE O COOTHOIIEHUH
3:200000 HOBOpOXKICHHBIX [2]. MOryT BcTpedarhes Kak ce-
MEWHBIE CIIydau ¢ ayTOCOMHO-JIOMHHAHTHBIM M ayTOCOMHO-
PELIECCUBHBIM THUITAMH HACJICIOBAHUS, TaK U CHOPAJIUUECKHE
CITy9Jal, TaKKe MOXET OBITh Pe3ylbTaTOM TEePaTOreHHOTO
BO3/IEHCTBYS (paualys, BHyTPHYTPOOHbIE HHDEKIINH).

[penmonoxuTebHO, BO3HUKHOBEHHE MIM33HIE(ATNT
CBSI3aHO C OKKJIIO3UEHN CPEIHUX MO3TOBBIX apTEpUil, YTO MO-
JKeT OOBSICHUTH BYCTOPOHHHI XapakTep nopaxkeHus. B Ta-
KHX CITy4Jasx HapyIIeHHe COCYANCTOTO MUTaHUs IPUBOAUT HE
CTOJIBKO K Pa3pyIICHUIO MO3rOBOW TKaHHM, CKOJIBKO K €€ He-
npaBmiIbHOMY (opmupoBanuio. CodeTaHue MHU3dHIEDATHN
C JPYIr'MMU aHOMAJIUAMH PA3BUTUA MO3ra CBUACTEIILCTBYET
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0 HaJIMYUH APYTOTO MEXaHH3Ma €€ BO3HHKHOBEHUS — IIep-
BUYHBIX HapymieHuil B hopmupoBanuu crpykryp [{THC, Ha-
HpUMep, aHOMAJIBHOW MHTpaIuy HeHpoHOB [3]. OTaenbHbIe
ClIy4Jau CONIPOBOXJIAIOTCS MyTALUSIMH B TOMEOOOKCHOM T'eHe
EMX2 [4].

Breigenstor nBa tuna nopoka. Tum I: «3akpbiTas pac-
IIEJINHAY, XapaKTepU3yeTCsl HATHYNEM JINHEHHBIX e(QeKToB
KOPBI, CTeHKH KOTOPBIX CONpHKacaioTcs. [Ipu manHOM THITE
HOJIOCTh JIe(eKTa He OyAeT 3amoHeHa 1epeOpoCIuHATBHOM
JKHJIKOCTBIO, TIO3TOMY ITIpEHaTalbHOE YIBTPa3ByKOBOE OOHa-
py’KEHHE JTAaHHOTO THMNa IMu33HIedanun HeBO3MOXKHO. Tum
II: «OTKpHBITasT pacIienuHay, MOXKET OBITh, KaK OTHO-, TaK U
nBycTopoHHei. [Ipn taHHOM THIIE aHOMaJIMH CTEHKH Aedek-
Ta BEIECTBA MO3ra PacIoNOXKeHbl Ha PacCTOSHHUU APYT OT
apyra. Jledexr 3anomHeH 1epeOpoCIHHaIBHON KHUAKOCTHIO,
3aMOJTHSIONICH PACIIEIINHY OT OOKOBBIX JKETYI0YKOB 10 CyOa-
PaxHOUAAIBEHOTO IIPOCTPAHCTBA (PHCYHOK 1).

K accoummnpoBaHHbIM ¢ mIM33HIEATHEH aHOMATHIM
OTHOCSITCSl BEHTPUKYJIOMETanus, MHUKpoueaus, MOINMH-
KPOTHUPHS, TETEPOTONHSI CEPOTr0 BEUIECTBA TOJIOBHOTO MO3-
ra, JUCTHHE3UsI MO30JICTOTO Tella, OTCYTCTBHE MPO3pavHOit
MEePETOPOIKH C TUMOINIa3uel ONTHIeCKNX HepBoB [4, 5]. [Tpn
OZIHOCTOPOHHEM Ipoliecce Jalie GopMUpPYyeTCsi TeMUILICTH,
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Pucynox 1. llIn3snnedanus, onHoctopounss tum 11
(Y3M niona, 2 tpumectp, KA «O3MP»)

COYETAIOMAsICS C OTHOCUTENEHO HOPMAITbHBIM HHTEIIEKTOM.
BunarepanpHas mm3sHLEeaIns XapaKTepHU3yeTcsi pa3BUTH-
€M 3HAUUTENIbHBIX ABUTATEIBHBIX, HHTEIUIEKTya bHBIX pac-
CTPOMCTB U DNUJIETICHH, MAaHHU(ECTUPYET B IETCKOM BO3pac-
TE.

Ilo pe3ynbraraM HECKOJIBKHUX HCCIIECAOBAaHUM, 3MUIIEI-
cHsl IPU [IM39HIEe(aINU B NEPBBIC TPU rofa XHU3HU BCTpe-
qaeTcs B 57-81% cirydaeB HE3aBUCHMO OT OTHO- HITH ABYCTO-
poHHeit Tokanu3anuy nedexra.

Dopma mu3sHIE AT ¢ OTKPHITHIMU KPasiMu» OTIH-
JaeTcs 6osiee paHHUM JEOI0TOM THISTITH(HOPMHBIX PUCTY-
noB. Habmonarorcst ToHUYecKue, aTOHMYeCKUe, MHOKJIOHH-
YeCKUE, TOHUKO-KJIOHUYECKHE CYIOPOTH, CO 3HAUUTEIBHBIM
npeoOiananreM QoxaiabHbIX mpuctynoB. CunapoMsl Becra,
JlenHokca-'acto u cumnromaruueckast GoxaapHas SIHJICTI-
cusl SIBJSIFOTCS BEAYIIMMU ()OpPMaMH SITHIISTICHH, Haboae-
MBIMH Y TaKUX JIETEH.

O0I npu mm3sHNedanuy He UMeeT cHeHu(UIecKux
narTepHoB. [laTonormueckre M3MEHEHHS 3aBHCST OT (Gop-
Mbl pasBuBLIeiics snunencuu. [Ipu yHuiarepanbHON 1u-
39HINe(aTud YacTo OTMEYaeTcsl CTOHKOe, MPOIOJDKEHHOE
3amezieHHe (POHOBOH aKTWBHOCTU C BKJIIOUCHHEM SIIMIIETI-
TU(QOPMHBIX KOMIUIEKCOB HaJl 00JIaCTHIO IPOSKIIMU HapeHXH-
MaTO3HOTO pacIueruieHus [2].

[Iporuo3 npu AaHHOM BPOXIEHHOM IOpPOKE Hebnaro-
TIPUSITHBIHA, MOCKOJIBKY OOJbBIIast 4acTh KOPBI pa3pyImIaeTcs.
Juarno3 mmssHnedanuu Bo3MoxkeH kak npu KT u MPT
HCCJIENO0BaHUN ITOCTAHATANBHO, TaK M IIPEHATAIbHO IIPU
axorpaduu miona Bo 2-M TpuMmecTpe OepemeHHOCTH. Tak,
no nanHeiM I'BY3 CO KL «O3MP», nuarnocrupoano 9
ClTyJaeB JaHHOTO MOPOKa Pa3BUTHS, 5 U3 HUX — B XOJE Yib-
TPa3BYKOBOT'O CKPUHHHTIA IJIOAA BO 2-M TPUMECTpE OepeMeH-
HOCTH (PHCYHOK 2). [2, 4].

Knuanyeckoe Habniopenne

[Manmentka K., B 2 rona 2 mMecsua HanpasieHa B K-
HUKO-TUAarHOCTHYECKHI HeHTp «OXpaHa 370pOBbs MAaTEPH U
pebeHka» i1 KOHCYJIbTallMu Bpaya-HEeBpOJOra, reHeTUKa B
CBSI3U JKaJi00aMH MaMBI Ha TPYOYIO 3aI€PIKKY TICHXO-PEUeBO-
0 ¥ CTaTUKO-MOTOPHOTO Pa3BUTHsI, FTEMaHTUOMY J10a, ITyHoy-
HYI TPBDKY, HapyIICHHUS 3PEHUs, TIOBTOPHBIC CYIOPOXKHBIC
MIPUCTYIBI T€HEPaTU30BaHHOTO Xapakrepa. Ilapokcu3manb-
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Pucynox 2. llIn3snuedanus, 1BycTOpOHHee MOPaKeHue
Tun II (Y3H nnona, 2 tpumectp, KA «O3MP»)

HBIE COCTOSTHUS B BU/I€ KJIOHWYECKHX MOJAEPTUBAHUN KOHEU-
HOCTEH U TYJIOBHIIA, Oe3 IIOTEpH CO3HAHMUS, JUTUTEIILHOCTHIO
II0 5 MUHYT, ociie MPOOYKAECHHUS 10 5-6 3MHU30[0B B CyTKH,
JeOI0TUPOBABLINE Ha |-M TOy KHU3HH.

W3 anamHe3a: naHHas OepeMeHHOCTh y Marepu 2-s (1
— MeauUMHCKUNA abopT). Bo Bpems ckpuHMHTIA, MO JaHHBIM
V3U, B 1 u 2 TpuMecTpax OTKIOHEHUH He BHISBICHO, a Ha 34
Hezee 6epeMEeHHOCTH IUarHOCTHPOBAH BPOXKIEHHBIH MOPOK
pa3BuTHs — nedeKT nepeHeit OPIOIIHOI CTEHKH — racTPOILH-
3uc. Ponbl mraHoBEIE omnepaTHBHEIE B cpoke 36 Hexenb. [Ipu
poxkaennu Macca Teaa 2000 1, 6/7 6amioB mo mmkaite Amrap,
nedexT mepenHel OPIONIHON CTEHKH C 3BEHTpPALNEH >KeTya-
Ka MeTIel TOHKOTO ¥ TOJICTOTO KUIIeYHHKA. PEOCHOK B CBA3HN
peCIUpaToOpHBIM JTUCTPECC-CHHIPOMOM Cpa3y HepeBe/icH Ha
HCKYCCTBEHHYIO BEHTHIISILIUIO JIETKHX. B 3TOT e neHp ObL1a
HPOBEJICHA OTlepaLysi — OJJHOMOMEHTHOE PyYHOE BIIPABICHHE
SBEHTPUPOBAHHBIX IETENb KUIIEYHNKA 110 bhstHun. PebeHok
B 6 MecsueB xu3Hu odcnenosan B K/ «O3MP» Ha myko-
BUCIIUJIO3 B CBSI3M C HEOHATAJILHON I'MIIEPTPUIICHHOTCHEMH-
eil. [IpoBeneH MOTOBBIM TeCT (pe3yibTaT OTPULATENBHBII
— xmopupl nora 36 mmons/im), JJHK-nuarHoctrka B reHe
CFTR — 4acThIX MyTaluii He BBISIBICHO. JIMarHo3 MyKoBHC-
L[1/103a UCKJIIOYEH.

B 9 mecsmes neBouke Oputa mpoBegena MPT ronosaoro
MO3Ta B CBSI3U C 3aJCP)KKOH CTaTHKO-MOTOPHOTO Pa3BUTHSI.
Pebenok He canuiics, He epeBOpavInBaIcs, c1ado yaepKuBal
ronoBy. Ha MP-tomorpaMMax BbISIBIIEHBI COUETAHHBIE BPOXK-
JICHHbIe aHOMAJIMM PAa3BUTHS TOJOBHOTO MO3ra — OTKPBITAs
mm3dHIehanus 1eBoii T00HO-TEMEHHOM 00IaCTH, YaCTUIHAs
areHe3usl MO3OJIMCTOrO Teja, Y3JI0Basi TeTepOTONUsl KOPBI
MpaBoil JIOOHO-TEMEHHOI 007acTH, MPABOCTOPOHHSS HEPH-
BEHTPUKYIISIPHAs! TETEPOTONUS KOPBI, PaCIIPOCTpaHEHHAs 2-X
CTOPOHHSISI MOJIUMHKPOTHPHS, 2-X CTOPOHHSS THUITOIIIA3US
3pUTETBHBIX HEPBOB, IPH3HAKH ar€HE3UH XHAa3Mbl, TUIIOIIIA-
3us1 runodusa (pUCYHOK 3).

PeGeHOK TOBTOPHO KOHCYIBTHPOBAH TCHETHKOM, C
y4eTOM MHOXKECTBEHHOIO XapakTepa BbLiBiIeHHBIX BIIP u
MHKPOaHOMAJIMH IPOBEACHO KapHOTUIIMPOBAHHE, IOIyIeH
HOPMAJIbHBIN KeHCKHH kapuotun — 46, XX. [TocraBieH BbI-
COKHMH PUCK Pa3BUTHS STHICIICUHL.

Je6rot snmnencun y pebeHka 3aperucTpupoBad B 1 rox
9 Mecs1eB ¢ TOHMYECKUX CIa3MoB, cepuiiHoe TeueHue. [le-
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Pucynoxk 3. MPT ro;10BHOro Mo3ra naueHTKH B 2-X npoekuusax. OTKpbITas mu33HUedaIus JeBoi 100H0-TeMeHHOi
obnactu, YAMT, noiuMUKpoOrupus.

Pucynok 4. Ilaunentra K.
¢ mu3dHuedamneii.

BOUYKA COCTOHT Ha y4eTe y SMUIIENTONO0ra, MOCTABIIEH UarHo3
— CTPYKTypHas sIIenTHdeckas SHuedanonarus (cepuitHoe
TEUEeHHE SMMICHTUUECKUX CIIa3MOB), Ha3HA4Y€Ha IPOTHBO-
CYIOpOXKHAsl Teparysi: BaJbIpPOEBasi KUCIOTA M TOIHPOMAT B
BO3pacTHOi no3e. Ha (hoHe MeanKkaMeHTO3HOTO JIEYeH S PETH-
CTPUPYETCA CHUIKEHHUE YaCTOThI IPUCTYIIOB, HE3HAYUTEIIbHAA
TIOJIOKUTETIbHAS TUTHAMUKA B CTATHKO-MOTOPHOM Pa3BUTHU.

B HacTosmee Bpemsl IEeBOYKa TNPOJOIKAET HaOMIo-
JIaThCsl CIIEIMAINCTAMU OTJEIICHUS MEIUKO-TeHETHIECKOro
xoHcynsTupoBanus KL «O3MP». CocrosiHue pebeHka cra-
OmbHO TspKenoe. B HeBposoruueckoM craryce HaOIOnaeT-
cst Tpy0ast o4yaroBasi CHMIITOMATHKa, BBIPQ)KCHHAS 3aJepKKa
CTaTHKO-MOTOPHOTO ¥ ICHXO-PEYeBOro pa3BuTHs. PebeHok
JICPXKHUT TOJIOBY, NPUCAXKUBACTCS U CHAUT TOJNBKO IIPH IOA-
Jepkke, OepeT OyTBUIOUKY, HE NEpPeBOPaYMBACTCS, CEHCOP-
HO-MoTOpHas ananus. [Ipu ocMoTpe B3IIsLA HE (QUKCUPYET,
HaOTIOA0TCs TTABAIOIINE JBIKEHHS IVIa3HBIX SOIOK, IHC-
¢donms, aucharus. AmaBpo3. CMemIaHHBIA TeTpamapes C
aKIIEHTOM cIIpaBa. [INCTOHMYECKAash yCTaHOBKA KUCTEH YK,
KOHTPaKTyphl

F'OJICHOCTOIIHBIX CYCTaBOB. CyXO)KI/lJ'[l)HbIe
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Pucynok 5. 93I' kommiaexkces: OB-MB

B TEMEHHO-3aThLIOYHBIX 00JIaCTAX

peduiekchl BBICOKHME C aKIIEHTOM CIIPaBa, C PacIIMpEHUEM
pedekcoreHHbIX 30H. IIOJOXKHUTENbHBIE MATOMOTHYECKHE
CTOMHBIE 3HaKH (PUCYHOK 4).

[TanmenTka oOCIETOBaHA METOAOM 3PHUTEIBHBIX BBI-
3BaHHBIX MMOTEHIIHAJIOB, BHISBIICHBI BEIPAKEHHBIE HAPYILICHHS
(YHKIMOHAJIBHON aKTHBHOCTH IPOBOSIINX ITyTeH 3pUTENb-
HOTO aHalu3aropa. 3aMeUICHHE MPOBENCHHS BO3OYKIACHUS
110 3pUTECJIBHBIM HEPBAM.

Peberky mpoBeneHO AIeKTpodHIEdaTorpaduIecKkoe
uccnenosanue. OO mpexcTaBieHa MeJICHHO-BOJHOBBIMHU
KoJIeOaHUSIMU TeTa- ¥ JeJIbTa-Auana3oHa 6e3 4eTKOro 30Hab-
HOTO pacHpezeNieHus, Ha (OHEe KOTOPHIX PErucTpUPYIOTCS
BCIIBILIKK OniaTepanbHON SMuIenTH(HOPMHOM aKTHBHOCTH B
BHUJIE OCTPBIX-MEUICHHBIX BOJIH aMIuuTynoi 10 500 MxB B
TEMEHHO-3aThIOYHBIX 00MACTIX MPOAOIKUTEILHOCTIO 4-7
CeKyH[] (PUCYHOK 5).

3akniouenune
Taxum oO6pazom, mu3sHIE AT SBISIETCS COCTOSHU-
eM, (popMmupymuMcs BHYTPpUYTpoOHO, ¢ BechbMa Hebna-
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TONPUATHBIM NOCTHATAJIBHBIM NIPOTHO30M. JlaHHBIN IOPOK
Pa3BHUTHS MOXXET COYETaThCs C JPYTUMH Maab(popMariu-
SMH HEPBHOM CHCTEMBI, OTHOCSILIUMHUCSA K HAapyLICHUSM
HeHpOHaIbHOW Murpanuu. XapakTepHa paHHsS KIMHHYE-
ckasi MaHu(ecTanus, BKIIOYas CHMIITOMAaTHYECKYIO BIIH-
JIETICHIO, IBUTATENbHBIE PacCTpoiicTBa, HapymeHne QyHK-
LMY YePerHBIX HEPBOB, IPyOyI0 3aepKKy YMCTBEHHOTO U
CTaTUKO-MOTOPHOTO Pa3BUTHUS. DTO ONpEJeNseT aKTyallb-
HOCTb MAKCHMAJIbHO PAaHHETO BBIABICHHS aHOMAJIUU IS
CBOEBPEMEHHON BBIPAOOTKH ONTHUMAJIbHON NMpeHaTalIbHOU
TAKTUKU. W
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