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Peswome

B ctatbe paccMOTPEeHb! 3nNnenTUYeckmne nposiBiIeHUs y 60JIbHbIX € MOPOKaMy Pa3BUTUSI MO30JIMCTOrO TeNa Ha Nnpumepe
ABYX ANCIMOPUOTeHETUYECKNX CUHAPOMOB (Avikapan n lTbepa-PobeHa). []JaHHble Hac/1e4CTBEHHbIE CUHAPOMbI 00bEAN-
HSAET HA/INYUE BbIPAXEHHbIX SMUAEIMTUYECKUX TPOSB/IEHNIA, COMATUHECKON BPOXAEHHO NaTo/10rum, nopokoB PasBuTus
MO30/IMCTOro Ten1a. JleyeHne — npeumyLLecTBEeHHO CUMITTOMAaTNYeckoe. B nogasnsolem 60bLINHCTBE HAOJI04EHWU
3NUNENTUYECKNE NPUCTYIbI PE3UCTEHTHbI K HA3HA4YaeMOoyi NPOTUBOCYAO0POXHON Tepanuu. B otnnymne ot 60/1bLINHCTBA
APYrux HeRporeHeTN4ecknX CUHAPOMOB C U3BECTHbIM MOJIEKYAPHBIM fegpekTom, [JHK-TecTupoBaHne npu cuHApomax
Avikapan n lMbepa-PobeHa octaeTcs BeCbMa C/0XHON 3aa4e, 1 OCHOBHOE BHUMAHWE B AMArHOCTUKE 3a00/16BaAHUS
MPUHAANIEXNT KOMIIEKCHOMY KJIMHUKO-HENPOBU3Yann3aunoHHOMY UccaeqoBaHnto. CBOEBPEMEHHOE Pacro3HaBaHne
JAaHHbIX CUHLPOMOB NPELCTAB/IAET COO0M HENPOCTYIO 3a4a4y, PeLleHne KOTOPou TPebyeT 60/IbLLIOIr0 KIMHNYECKOro Ofbi-
14, NPAKTUYECKUX 3HAHWI HE TOSTbKO B HEBPOJIOMNMN, HO U B CMEXHBIX 00J1aCTAX MEAULINHBI.
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EPILEPSY MANIFESTATIONS IN PATIENTS WITH MALFORMATIONS OF THE CORPUS CALLOSUM
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Summary
The article deals with epileptic manifestations with malformations of the corpus callosum of the example of two
disembriogenetic syndromes (Aicardi syndrome and Pierre-Robin syndrome). These hereditary syndromes have in
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common is expressed epileptic manifestations, malformations of the corpus callosum and other somatic congenital
abnormality. The treatment is mainly symptomatic. Unlike most other neurogenetic syndromes with known molecular
defect, DNA testing at Aicardi syndrome and Pierre-Robin syndrome is very difficult task, and the focus of the diagnosis
of the disease belongs to the complex clinical and neuroimaging studies. Timely detection of these syndromes is a
difficult task that requires a great deal of clinical experience, practical knowledge, not only in neuroscience but also in

the related fields of medicine.
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o3onuctoe Teno (MT) asnseTcs camoi Kpyn-

HOW uepebpanbHON KOMUCCYPOR, pacnosarato-

LLLECA B HUXKHEN HaCTM NPOLOSIbHON MEXNOony-
LIApHOW Wenn n coeanHaLWen 6onbline nonywapus
ronoBHoro mo3ara [28]. AHatomunyeckn MT npeacTaBns-
eT co6oii cnaiky 6enoro LBeTa, pacrnosioXXeHHY cnepe-
OV Hasaj u UMerLyo ANuHY oKono 7-9 cm. MepeaHui
otaen MT 3arnbaeTcsa Bnepen, BHU3 1 Hasaj, obpasys
KONeHo (genu), nepexoasiliee BHW3Y BHa4vase B KIOB
(rostrum), 3aTeM B KOHLEBY10 (TEPMUHAJIbHYIO) MNACTUH-
Ky. CpefHuii otgen cTtBon (body) sBnaetca Hambonee
OJIMHHOW ero 4acTblo, a YTOJILWEHHbIA 3aJHUA OTAenN
MT — Banuk (splenium) otgeneH ot cpefHen Yactu MT
nepewenkom (isthmus), KOTOpbIA CBOOGOLHO HaBucaeTt
Had LIMLWKOBUAHOW >Keneso W MAACTUHKOW KPbILWK
cpenHero mo3sra [13] (cm. puc. 1).

JTNONIOTNYECKUNIA CNEeKTP MNOPOKOB passutus MT
04Y€Hb LIMPOK. YacTo He6naronpusTHblie hakTopbl, BO3-
JeiCcTBYOLINE HA Pa3BMBAIOLLMACA OPraHn3m, ABNAT-
CA MPUYMHOA MyTaLMA U NOABSIEHNSA PA3JINYHbIX aHOMA-
NUIA pa3BUTUA. B OTAENbHBIX Cry4Yasx NoJsly4eHHble pe-
3ynbTaTbl MO3BONMAM MNPEANONOXUTb BPEMS BO3[el-
CTBWSA HA N0 TaK Ha3bIBAEMOT0 «TepaTOreHeTUYeCcKoro
TEPMUHALMOHHOIO Nepuoga».

Paznnyuble aHomanuu passutus MT onucanbl npu
Tpucomumn 8-n u 18- nap XxXpomMocom, Aucomun
no Y-xpomocome, cuHagpomax AHaepmaHHa, [layHa,
Mwunnepa-[ukepa, Cmuta-Jiemnu-Onutua, Cotoca, PeT-
Ta, Py6buHwTenHa-Tenbun, Yokepa-Bap6ypr, Llanupo,
dasapaca, aHomanuax ApHonbaa-Kuapu, OeHau-Yoke-

anunencus n Napokcu3mMasbHble COCTOAHUS

pa, oeTanbHOM afIKOrofibHOM CMHAPOME, TY6epO3HOM
cKnepose, cuugpome Ankapam u gp. [2,6]. B yacTHocTw,
areHe3ns mosonuctoro tesia (AMT) moxeT 6bITb acco-
LUMMPOBAHA C AQyTOCOMHO-PELIECCUBHBIM, OMUHAHTHbIM
nnun X-cuenieHHbIM TUNOM HacnepoBaHus [29]; no gaH-
HbiM [11], AMT npu cungpome Aikapam (CA) asnsetcs
pe3ynbTaToM HapyLlieHWs NpoLeccos 3anporpammMmumpo-
BAHHOrO anonTo3a. Kpome TOro, He UCKOYEHO, YTO MpK
CA 3M6puOHanbHbIA M0O3anum3M ¢ MyTauuen X-cuen-
JIEHHOT O reHa ABNAeTCA AOMNONHUTESIbHBIM MEXAHU3MOM
HacnegosaHua [20]. Mexay Tem, H. Ropers n coasrT. [23]
BbIIBUMN y 60n1bHON CA MuKpoaeneuuio B XpOMOCOM-
HO obnactu Xp22.3.

CA npepcTtaBnder co6oi BPOXIAEHHOE MYNbTUCK-
CTeMHOe 3a60JieBaHune, XxapakTepuaytoLeecs anuienTun-
4YeCKMMW NPUCTYNamu, 3aep>KKoN NCUXUYECKOro 1 pe-
4eBOr0 Pa3BUTUSA, HANTMYNEM XOPUOPETUHANBHBIX NaKy-
HAapHbIX 04aroB Ha rNas3HOM [He, a TaKXe HaJn4yuem
MOpoKa pasBMTUA MO30SMCTOro Tena. ALeKBaTHas WH-
TepnpeTauus 4aHHOro CMHAPOMA A0 CMX NOP BbI3bIBAET
onpenenieHHble 3aTPyAHEHNUSA Yy KNUHWLUMCTOB. B 60Mb-
LLUMHCTBE HabNOaeHN y 60MbHbIX CA BCTpeyarTes ve-
penHo-nuuesble aucmopdun (Mukpouedanus, rmapo-
uedanuns, aHOManun yWHON pakoBWHbI U Apyrue). 10T
hakT noayYepkmMBaeT AMArHOCTUYECKYHD 3HAYUMOCTb
TLLATENbHOr0 BHELUHEro 0CMOTpa 1 06LLecoMaTn4eckon
OLUEHKN npu ux obcnegoBaHuu. Heeponornyeckoe 06-
CnefoBaHue NrpaeT He MEHee BaXKHYK pOfb B AMArHO-
ctuke CA. Hanbonee ApKUMU CUCTEMHBIMMN KIIMHNYECKN -
mMun nposasneHuamu CA ABNAKTCA NapoKcU3ManbHble

www.epilepsia.su

9

[anHas HTepHeT-Bepcus cTaTbu Obina ckavaHa ¢ canTta http://www.epilepsia.su . He npegHasHa4eHo Ans UCMonb30BaHUS B KOMMEPYECKUX Liensx.

ViHdbopmaumio o penprHTax MOXHO nonyynTb B pegakumn. Ten.: +7 (495) 649-54-95; an. nouta: info@irbis-1.ru. Copyright © 2016 UspatensctBo MPENC. Bece npaBa oxpagsatoTcs.



A

10

No4

SAMNAENCUA

M NAPOKCU3MAJIbHbIE
COCTOSAAHMSA

MP-Tomorpamma rofioBHOro Mosra
(carnTTanbHoOe CeveHue)

1 e

Mogonucroe Teno aensercs
LiepebpasibHON KOMUCCYPOIA,
COeMHSAIOLLEN
counoreHeTU4eCKU Hanbonee
MOA104bl€ Y4aCTKM 6OMbLLUMX
nosyLwapun mosra,
y4acTBytoLme

B MEXMOJyLLAPHON
nepegaye UHGopMalum

= [lopok pa3Butns MT MOXET 6bITb M30MPOBAHHLIM NOPOKOM

= [Topok passutus MT MOXeET co4eTaeTcs ¢ ApYruMu BPOXAEHHbIMU NOPOKamMm

Pucynok 1. CrpoeHne MO30JMCTOrO TeJld B HOPME.

HEBPOJIOrn4ecKne paccTponcTBa, K KOTOPbIM OTHOCATCSH
anunenTU4eckue nNpPUCTynbl B BUAE WHMAHTUNBHbIX
CNasmMoB, MaHU(eCTUPYIOLLME HA NEPBOM FOAY XU3HK,
ux yactoTa coctaBnset Ao 10-20 pa3 B CyTKU. YCTaHOB-
NEHO, 4TO YeM paHbLUue BO3pacT Ae6oTa NpUCTYNnoB, TEM
TsXKesfiee NPOABAAIOTCS HapyLeHUs NCUXOMOTOPHOrO
passutua [8,10]. Mo mHeHuto J. Aicardi, cpean Bcex na-
LMEHTOB C UH(MAHTUNbHbIMKU cna3dMamu 1-4% cny4yaes
MOryT oTHocuTbCA K CA [7].

MeXnpucTynHble  HEBPONOTMYeCKWe  HapyLLeHWs
(cnacTuyeckas napannerus uam reMunnaerus, 3agepxka
MCUX0-Pey4yeBoro pa3BUTMA PasfINYHON CTENEHMN) NPUBO-
OAT K Cepbe3Hon uHBanuamsauuy n gesagantaumm na-
LUMEeHTOB. BaXXHO OTMETUTb, 4TO 3aAepP>XKKa NCUXOMOTOP-
HOro pas3BUTUA Yalle npefwlecTByeT Ae6OTY anunenTu-
4eCKMX NPUCTYNOB, 4YTO FOBOPUT O (POPMUPOBAHMM Bbl-
Pa>KeHHONW LepebpanbHON NaToNnorun yxe B CaMOM
[e06loTe 3a601eBaHNsA, TO 6CTb NPAKTUYECKN C POXKLAEHUSA
MasneHbKOro nauueHTa. B gpyrnx ony6nunKoBaHHbIX pa-
60Tax, nocBaleHHbIX CA, HapyLleHne No3HaBaTesbHbIX
YHKLMIA nmeno mecTto npakTudeckn B 100% Habnoae-
Huin [30]. J. Bodensteiner u coasrt. [9] BbigBunun y 71%
nauMeHToB C runonnasuveir moszonucrtoro Ttena (FMT)
YMCTBEHHYIO 0TCTanocTb. [10 AaHHbIM ApYrux aBTOpPOB,
coyetaHne AMT ¢ ruraHTCKoh MeXXNonyLwapHoW KUCTON
COMNPOBOXXAAN0Cb NIErKUM MM YMEPEHHbIM CHUXXEHUEM
KOTHUTUBHbIX (DYHKLMIA C pe4€BbIMU U MOBEAEHYECKUMM
pacctpoicTeamu [21].

OueHka oTanbmonormyeckmx Hapywenuin npu CA
He MEeHee BaXXHa, MOCKOMbKY CYyLeCTBYeT HekoTopas
CBA3b MeXAY CTENeHbo BOBJIEYEHUSA B NATONOTN4eCcKui
NPOLEeCcC 3PUTESIbHOr0 aHanu3aropa W LEeHTpasibHON
HepBHOW cucTembl. B nybnukaunax A. Menezes n coasT.
[0Ka3aHo, YT0 M3MeHeHUs Ha rnasHom aHe npu CA aBns-
IOTCA BaXKHbIM MPOTHOCTMYECKUM Kputepuem [19]. Cne-
LyeT OTMeTUTb, 4TO NpK ogpTanbMOoNormMyeckom obcene-
[l0BaHMM nauneHToB ¢ CA He06X0aMMO B PaBHOI CTene-

HU YAensaTb BHUMaHUIO NOUCKY M3MEHEHWIA C 06enxX CTo-
POH, NOCKOJIbKY U3 NINTEpaTypbl M3BECTHO, 4TO B 8-21%
CNy4YaeB naKyHapHble 04ary BbISBAAKTCA Ha OLHOM
rnasy [5].

Mpn 33l-ncecnenoBaHnm y 60MbWLIMHCTBA NALWEHTOB
AC nepBOro roja >W3HW Yaile BbISBASETCA TUNUYHASA
runcaputmuna [12]. HanpoTus, B pa6oTe R. Saneto u co-
aBT. CO06LLAETCA O NMEPCUCTUPOBAHUN CEPUNHLIX TOHU-
YeCKMX CnasMoB U Hanumymm Ha I3[ «CynpecCUMBHO-
B3PbLIBHOIO NaTTepHa» y 5-neTHei AeBo4ku, 6e3 TpaHc-
dhopmauuu B runcaputMuio U AU APY3HY0 MeLNeHHYI0
BOJIHOBYIO aKTUBHOCTb [25]. I3BECTHO, 4TO U3MEHEHUA
Ha 33 KoppenupyT ¢ NCUXMYEeCKUM passutnem [24],
a OTCYTCTBME «BEpeTeH CHa» CBUAETENbCTBYeT O 3a-
JepXKe (DOPMUPOBAHNA KOPKOBbLIX PUTMOB [22,27].

Mpu nposegeHun KT/MPT ronosHoro mosra npaktu-
4eckuM NaTOrHOMOHWYHbIM cumnTomom CA 6bina AMT.
B nutepatype NpuHATO BbIAENATb TOTANbHYH M 4aCcTNY-
Hyto AMT. MNocnegHssa, B CBOKO 04epeab, AndddepeHuUn-
pyeTCsl Ha areHe3unto pocTpasibHbIX U KayAanbHbIX OTAE-
nos MT [1,3].

Momumo nopokos passutusa MT y getein ¢ CA Bepu-
duunpyetca atpodmsa Bewiectsa mo3sra (yrnybneHue
N paclmpeHmne KOHBEKCUTANbHbIX 60p034, paclunpeHmne
MeXXNONyLIAPHON W NaTepanbHO Wenemn); CTPYKTYPHble
N3MEHEHUS B NPOEKLMN 3PUTENIbHON NYYUCTOCTU; aHO-
manus OeHan-Yokepa; naxurupus B pasnmyHbix coyera-
Husx. KoméuHauma AMT ¢ gpyrumu uepebpanbHbiMu
aHomanuamu npegnonaraeT He6NaronpUATHLIA NPOrHO3
3abonesaHus.

IpyruMm HemporeHeTM4eCcKUM CUHAPOMOM SIBRAETCA
cuHapom [Mbepa-PobeHa (CMP) (deHoTun: pacwiennHa
MAFKOro Heba, MUKPOreHus, rnocconTos). PassepHyTas
KnuHnyeckasa kaptuHa CIP npegctasnset co60ii COBO-
KYMHOCTb CNeaylLwwnx KNMHNYEeCKUX CUMNTOMOB: 3nu-
NenTMYecKne npucTynel, MOPOKM pas3BUTMSA Ccephua
N MarunctpanbHblX COCYAO0B, 3NW30A4bl anHo3, ABura-
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TeNbHble N KOTHUTUBHbIE PAcCTPOWCTBA. [JaHHbIW CUH-
IpoM, onucaHHbIn ewe B 1923 1. [1. Po6eHOM, BO3HUKaET
13-3a aHOManbHOro (POPMMPOBAHUSA HUXKHEN HENoCTM
[0 9- Hepenwn rectaumun. Hambonee TsKenoe TeyeHue
1 HebnaronpuaTHbIA nporHo3 GNP 6biBaeT B cny4yae, ec-
nun CINP BxoanT B COCTaB APYrux BPOXKAEHHbIX 3abone-
BaHWIA, Takmx Kak cuHgpom CTuknepa, cuHapom 3a-
Bapaca u np. [2]. Mpwu nposeaeHnn KT/MPT ronoBHoro
mosra npu CIP cneundudeckme paguonoruyeckue
CUMNTOMbI OTCYTCTBYIOT. B HacTosllee Bpems nievyeHne
CA n CIMP — npeumyLecTBEHHO CUMNTOMATUYeCKOE.
MprmeHAOTCA pas3nnyHble COYEeTAHNA aHTUKOHBYbCAH-
TOB B MaKCUManbHO NEPEHOCUMMbIX A03UPOBKAX, B psaae
CNy4aeB — B KOMOGWHAUMWN C TOPMOHANIbHOW Tepanueil.
OgHako B nogasnstolieM 60MbLINHCTBE HAGNOOEHMUA
anunenTU4ecKue NPUCTynbl NPAKTUYECKU PE3UCTEHTHbI
K NPOTUBOCYLO0POXHOW Tepanun [4]. MNpu Hann4mm Bbl-
paXKeHHbIX KOTHUTUBHbIX W LBUraTeNbHbIX HAapyLUIEHUN
y 60NbHbIX C NOpoKaMu pa3suTtus MT HazHa4aeTcs cOO0T-
BETCTBYHOLLAA MEAUKAMEHTO3HAA Tepanus, Maccax, Je-

3aKiaro4eHue

Takum 06pa3om, CTPYKTYPY BbllLeyKa3aHHbIX 4UCIM-
6pnoreHeTUYECKUX CUHAPOMOB COCTaBMSIET XapakTep-
Hag KOMOUHAUNA KJIMHWYECKUX CUMNTOMOB M CUHLPO-
MOB, COCTOALLAA U3 INUENTUYECKUX NPOABIIEHUNA, He-
MApOKCU3MasnbHbIX HEBPOMNOrNYEeCKUX PACCTPOIACTB,
0(PTanbMONOrNYeCKNX, Kapanonornieckux, Hemnpodu-
310JI0TMYECKMX N HEAPOPALMNOIIOTMYECKNX HAPYLLIEHUN.

B oTnnymne oT 60NbLLIMHCTBA APYrUX HEMPOreHeTMYe-
CKUX CUHAPOMOB C U3BECTHbIM MONEKYNAPHbIM AedeK-
Tom [14-18,26], HK-TecTupoBanue npu CA n CIP ocTa-
eTCA CJI0KHOW 3aja4vell, 1 OCHOBHOE BHUMaHWe B gua-
FHOCTUKEe 3a60MeBaHuii NPUHAANEXUT KOMMSIEKCHOMY
KNTMHUKO-HEAPOBU3yanm3aunoHHOMY  MUCCIef0BaHuIo,
Mo pe3ynbTaTtam KOTOPOro ONpeensaeTca MHANBUAYanb-
HbI peabuNTaLMOHHBIA NOTeHUMan nayneHTa.

CBoeBpeMeHHOE pacno3HaBaHue LaHHbIX CUHAPOMOB
npeacTtasnseT co60M HENPOCTYIO 3ajayy, peleHune Ko-
TOpPOI TpebyeT 6ONbLIOIO KJMHUYECKOro OnbiTa, npak-
TUYECKNX 3HAHWIA HE TOJIbKO B HEBPOJIOTMU, HO U B CMEX-

4yebHaa u3KynbTypa.
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