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Ana kouraxros: MunoaHoBa Osibra AHApeeBHa, e-mail: olga_a_milovanova@mail.ru

PE3HOME

Lenb. 060614eHNE [aHHbIX JIATEPATYPbI U JEMOHCTPALNS PEAKUX HAC/IELCTBEHHbIX HEMPOreHEeTUYeCKNX CUHAPOMOB,
MPOTEKAKLUNX KITUHUYECKU C PA3STUYHBIMU [ICUXOHEBPOJIOTNYECKUMU MPOSIBACHUAMY, CTPYKTYPHO YMEHbLUIEHHLIM
B pasmepe Mo30mucTeim Tesiom (MT).

Marepunan n metogsbl. VIcronb30BaHb! 4aHHbIE MOTHOTEKCTOBBIX HAYYHbIX UCCIEAO0BAHNI U3 MEXAYHAPOAHbIX HAYYHbIX
0a3 faHHbIX. Y AByX 00C/1€40BaHHbIX NALUNEHTOK C HEMPOT€HETUYECKUMU CUHAPOMaMu, conpoBoxgarowmummcs Ha MPT
ro/n0BHOro moara runonnaasvei MT, 6bisin U3y4eHbl NICUXUYECKNE U HEBPOIOIrN4eckne HapyiueHus. [TpoBe[eHbl KoM-
M/1EKCHBINA aHaIN3 aHaMHECTUYECKUX AHHbIX; MEANKO-reHEeTUYECKOEe, HEBPOJIOrNYECKOE, NCUXOMAaToI0rM4ecKoe, naro-
ICUX0II0rNYECKOe, 1a60PaTOPHbIE U MHCTPYMEHTA/IbHbIE 006C6[0BaHNA.

Pe3ynbrarsl. B npefjcTaBieHHbIX HAO/I04EHNAX OTMEYEH OTAIOLLEHHbIV aKyLLIePCKNI aHAMHE3, He01arornoslyyHble aHTe-,
UHTPA- N MOCTHATAa/IbHbIE NEPUOAbI PA3BUTUSA. Y NEPBOV NALNEHTKU C CUHAPOMOM Bonbgha-XupLuxopHa gnarHocTupoBaH
aTUNnUYHbIA ayTU3M C YMCTBEHHOM OTCTA/I0CThIO TSXKE/104 CTENEHN, OTCYTCTBUEM BEPOAsIbHbIX CPEACTB 00LLEHNs, ABNra-
Te/IbHbIMU CTEPEOTUTUAMM, CTPYKTYPHOU GDOKasIbHOM 3MUIencued, JEeTCKUM LepebpasibHbiM napaavyom (LUIT), cu-
CTEMHbIM HEL0PAa3BUTUEM PEYY TSXKESION CTENEHU; y BTOPOU NaUNeHTKu ¢ cuHapomom lpagepa-Bunnm gnarHoctuposaH
OpraHn4ecknii aytmam ¢ YMCTBEHHOV OTCTaJI0CThbIO JIETKOV CTEMEHU, HaPYLLUEHNEe COUNATbHON afantaymy B CO4eTaHnm
CO CTePeOTUITHbIMU JENCTBUAMM, HAPYLLEHNE 3PUTESIbHO-NPOCTPaHCTBEHHOV koopanHaywum, [JUIT. Ha MPT B nepBom Ha-
61r04eHun — runonnasvs 3agunx orgenos MT; Bo BTopom — runonnasus nepelesika MT.

3aknoyenne. YpoBeHb KOrHUTUBHOIO Aequunta Oblil B HEKOTOPOW CTENeHU BEJINYUHOM, CBA3AHHOM C TOJILMHO 3a-
aHero otgena MT. [Mo-sugumomy, 60/1€€ BbICOKAS CTENEHb MUESTUHN3ALNY HEPBHbIX BOJIOKOH COCOOCTBYET 00/1bLLEN
CKOPOCTU nepenaqun HePBHbIX UMITYJIbCOB 110 HEPBHbIM BOJIOKHAM, 06ecrie4nBas 60s1ee «3¢heKTUBHY» paboTy Hevpo-
HOB. [1o/1y4eHHbIE PE3YTIbTaTbl MOXHO CYNTATb NPEABAPUTENTbHbIMU, HE0OX0ANMO 607166 MACLLTAOHOE NCCEA0BaHMNE.

KJNTHOYEBBLIE CJIOBA
Lercknii aytnam, cuHgpom Bosnbga-XupiixopHa, cuHgpom lMpagepa-Bunnu, feTckuii LepebpasibHbivi napanmmy, rumno-
n1a3nsi MO30JIMCTOrO Tena, CTPYKTYPHAA (hoKaslbHas SMnIencus.

Ctatba noctynuna: 22.11.2019 r.; B popabotanHom Bupe: 14.02.2020 r.; npuHaTa k neyatun: 16.03.2020 r.
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KoHthnukT uHTEpecos
ABTOpbI 3aABNAOT 06 OTCYTCTBUM KOH(NNKTA UHTEPECOB B OTHOLLEHMMN JaHHON Ny6nmKauum.

Bce aBTopbl coenanu 3KBUBaJIEHTHbLIN BKAaZ B MOAFOTOBKY Ny6nmkaunu.

IAns uuTupoBaHus

Komuccaposa 0.A., MunoaroBa 0. A., AeaksH I.T., byrpuit C.B. [JleTCKuii ayTn3m, acCoOLMUPOBAHHbIA C HEBPONOrNYECKUMU
NPOABNEHUAMMN W TUTNONIa3nein MO30INCTOrO Tena: 0630p NMTepaTypbl U KNUHWYECKUE CryYan. 3nuaencus v napokcusmasb-
Hbie cocTossHmnA. 2020; 12 (1): 51-58. DOI: 10.17749/2077-8333.2020.12.1.51-58.

Childhood autism associated with neurological manifestations and corpus callosum hypoplasia: literature
review and clinical cases

Komissarova 0.A.", Milovanova 0.A.?, Avakyan G.G.%, Bugriy S.V.?

" Moscow City Rehabilitation Center (6a 1st Tekstilshchikov Str., Moscow 109390, Russia)

2 Russian Medical Academy of Postgraduate Education, Moscow (2-1 Barrikadnaya Str., 123995 Moscow, Russia)
3 Pirogov Russian National Research Medical University (1 Ostrovityanova Str., Moscow 117997, Russia)
Corresponding author: Olga A. Milovanova, e-mail: olga_a_milovanova@mail.ru

SUMMARY
Aim. To consolidate literature data and to demonstrate rare hereditary neurogenetic syndromes with various neuropsy-
chiatric manifestations and a corpus callosum (CC) structurally reduced in size.

Material and methods. Full text data from scholarly journals were used for the review. Mental and neurological disorders
were studied in two examined patients with neurogenetic syndromes. A brain MRI showed that it was accompanied with
CC hypoplasia. We conducted comprehensive analysis of anamnestic data as well as medical genetic, neurological,
psychopathological, pathopsychological, laboratory, and instrumental examinations.

Results. The presented observations testified to a burdened obstetric history, dysfunctional ante-, intra-, and postnatal periods. The
first patient with the Wolf-Hirschhorn syndrome was diagnosed with atypical autism associated with severe mental retardation, lack
of verbal means of communication, motor stereotypes, structural focal epilepsy, cerebral palsy (CP), severe systemic speech under-
development; the second patient with the Prader-Willi syndrome was diagnosed with organic autism associated with mild mental
retardation, impaired social adaptation in combination with stereotyped actions, impaired visual-spatial coordination, and cerebral
palsy. In the first case, MRI showed posterior CC hypoplasia; in the second case, MRI showed hypoplasia of the CC isthmus.

Conclusion. The level of cognitive deficit was to some extent a value associated with the thickness of the posterior CC.
Apparently, a higher degree of myelination of nerve fibers contributes to a higher rate of transmission of nerve impulses
along nerve fibers stimulating neurons. The results can be considered preliminary; a larger study is needed.

KEY WORDS
Childhood autism, Wolf-Hirschhorn syndrome, Prader-Willi syndrome, cerebral palsy, corpus callosum hypoplasia,
structural focal epilepsy.
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BBEJIEHMUE / INTRODUCTION

[leTcknit ayTU3M OTHOCUTCS K HapyLweHUsM Ncuxu-
4eCKOro pasBUTUS, NMPOTEKAKLUM C PacCTPONCTBOM
COLMANbHbIX 1 KOMMYHUKATUBHbIX (DYHKLMWIA, CHUXE-
HMEM (U3NYECKOW aKTUBHOCTW, CO CKIIOHHOCTbIO
K ABUraTeNibHbIM U/UNK PEYEBbIM CTEPEOTUNUSM.

B nocnefHee BpeMsi MosiBNseTcs BCe GOMblUe [aH-
HbIX, CBWAETENbCTBYIOLIMX O HanU4yuMu y NaLMeHToB

www.epilepsia.su

C AETCKMM ayTM3MOM PaHHEero OpraHn4yeckoro nopaxe-
HWA TOJIOBHOTO MO3ra — BPOXKAEHHbLIX LepebpasibHbIX
aHoOManui pasBuTus.

OLHMM 13 HanboJsiee 4acTbIX MOPOKOB Pa3BUTUSA ABNA-
etcd runonnasua mosonuctoro tena (FMT). Mosonu-
ctoe Teno (MT) ABnsaeTca camoi KpynHon cnankom, co-
efNHAOLLen 1Ba 60MbLUNX NONYLWapus roloBHOro Mo3ra
N uUrpawoLLen BaXKHYyl pofib B npouecce 06y4eHus
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KnuHunyeckue cny4vaun / Case reports

3a CYeT [BYCTOPOHHMUX aCCOLMATUBHbIX CBA3EH MexXAay
pasnuyHbIMK OTAENaMU KOPbl 601bLLNX nonywapun [1].

CornacHo knaccudpmkauuu, npeanoxeHHon R.Hanna
1 COaBT. [2], BblAeNIeHbl iBa OCHOBHbIX Tuna MT: 1-i tun —
4YaCTUYHO YMEHbLLEHHOe B 3aaHeM oTaene MT; 2-in Tvn
BKJ/TH04AeT ABa NOATMNA: nepBblii — MT paBHOMEPHO UCTOH-
4YEHO M YMEHbLLEHO B 061aCTW KOMeHa 1 Bannka, BTOPON —
ncToH4eHHoe MT B ero nepeiHen unm 3agHemn 4acTu.

K HacTosLlemMy BpEMEHW HEBPONOTMYeCKe HapyLle-
HUS Y 6OMNbHBLIX C AeTCKUM ayTuamom u TMT nadyyeHsbl
HepocTaTo4yHo. OTe4YeCTBEHHblIe uMcCCnepoBaTenu, Kak
npasuio, OrpaHNYNBaKOTCA PpParmMeHTapHbIM U3Y4EHU-
€M KOTHUTUBHOIO AehuumnTa, He YAenss A0MNXKHOI0 BHU-
MaHusl KNIMHMYECKOW KapTuHe 3aboneaHus [3]. 310
1 onpeaenunno Lenb JaHHON paboTbl.

Lenps — 06006L1eHNE OaHHBLIX 0 KITMHUKO-AUArHocTuYe-
CKMX 0COOEHHOCTAX M AEMOHCTPaLWS peaKnX HacneaCcTBEeH-
HbIX CUHAPOMOB, NPOTEKAIOLLMX C KIIMHUYECKOW KapTUHON
[eTCKOro ayTuama, HeBpOSIOrMYeCKUMK PaccTPoMcTBaMU
1 CTPYKTYPHO YMEHbLLIEHHBbIM B padmepe MT.

MATEPHAJIBI 1 METOABI /
MATERIALS AND METHODS

[ns o630pa nutepaTypbl UCNONb30BaHbI AaHHbIE MOJI-
HOTEKCTOBbIX Hay4HbIX UCCIIE0BAHWNIA, MONYY€EHHbIE U3 OT-
KPbITbIX MCTOYHMKOB. [Momck ocywecTBnanm B Pubmed,
Google, HaUWOHANbHOW  3NEKTPOHHOW  OGUONNOTEKE
eLIBRARY.RU ¢ ncnonb3oBaHneM Kiito4eBbIX CI10B U UX CO-
yeTtaHuii: «children’s autism», «Wolf-Hirshkhorn syndrome»,
«Prader-Willi syndrome», «cerebral palsy», «corpus
collosum hypoplasia», «structural focal epilepsy», «get-
CKWUIA ayTuU3m», «CUHAPOM Bonbga-XnpluixopHa», «CWH-
npom [Mpapepa-Bunnu», «aetckuii uepebpanbHbii napa-
NnY», «FUMNONAa3nus MO30JUCTOr0 Tena», «CTPYKTypHas
hokanbHas anunencus». OTéUpanu ToNbKO NOSTHOTEKCTO-
Bble MaTepuanbl U3 peLeH3npyembIX NepBONCTOYHUKOB.

Y [BYX COOGCTBEHHbIX 06C/eA0BaHHbIX MAaLMEHTOB
C HEMporeHeTMYeCKUMN CUHAPOMAMM, COMPOBOXAAK0-
wnmmca Ha MPT ronosHoro mo3sra 'MT, 6b11n n3y4eHbl
NMCUXNYECKNE U HEBPONOrMYeckne HapylueHus. MNpose-
JIeH KOMMJIEKCHbI aHann3 aHaMHEeCTUYECKNX AAHHbIX:
MeJNKO-FeHeTUYeCKOe, HEBPONOrnyeckoe, MCUxonaro-
nornyeckoe, NaToncUXoONIOrM4eckoe, nabopaTopHbIe
N NHCTPYMEHTasIbHble 06CIe0BaHMS.

DTUIECKHE ACTIEKTHI

Bce npoueaypbl, BbINONHEHHbIE B JAHHOM UCCMeno0-
BaHWMW, COOTBETCTBOBANIM 3TUHECKUM CTaHAApPTAM WH-
CTUTYLMOHANbHOrO KOMUTETA MO MCC/eA0BaTeNbCKOW
aTuke, XenbCUHCKOW feknapaunmn 1964 r. n ee nocnegy-
HOLLMM U3MEHEHUSIM UTN COMOCTAaBUMbIM HOPMAM 3TUKMN.

PE3YJIBTATDBI / RESULTS

KINHHUKO-THATHOCTHIECKHE 0COOEHHOCTH
JeTckoro ayrusma, ITMT
,D,marHoclea [JEeTCKOro aytn3ma BKJIKOHaeT T aTenb-

HbIl @aHaNN3 aHAMHECTUYECKUX AAHHBIX; MEeOUKO-reHe-

anunencus n NapokcnamMasibHble COCTOSAHUS

TWYecKne, HEBPOMOrMYeckne, MNCUXONATONOrNYECKME,
naToncmxonormyeckne, nabopaTtopHble W UHCTPYMEH-
TasbHble 06Cnef0BaHNA.

PaHHsAa anarHoctuka 'MT BO3MOXXHa Ha cpoke Gepe-
meHHocTn 18—20 Hep [4]. Mpu nogo3peHun Ha TMT y nno-
[a NpoBOAAT NpeHartanbHOe KapuoTunuposaHue [9].

Ha npeHatanbHbiX ANPEY3NOHHO-TEH30pHbIX MP-
n306paXkeHnax KNe 1 koneHo MT npakTuyieckn cop-
MUpOBaHbI K 15-i Heaene rectauun [6]. OKoHYaTenbHoe
ctpoeHvie MT npuobpeTtaet K 20-11 Heaene rectauum [7].
Ha noctHatanbHbix MP-n3o6paxenunax TMT Budyannan-
pyetcs B BUAEe PAaBHOMEPHO WCTOHYEHHOr0 KOHTYpa
C YMeHblUeHVeM €ero pasmepa B nepefHe3agHeMm
HanpasneHuu [8].

OnpeaeneHHbIn nHTEPEC y 60MbHbIX ¢ TMT npeacTas-
ngeT co4eTaHne HeBPOJIOrMY4ECKMX N MCUXNYECKUX CUM-
nToMoB. Pesynbratbl wuccnefoBaHus, MNPOBELEHHOMO
C yyacTvem naumeHToB ¢ aytusmom n FMT (n=43) n 3go-
poBbIX fo6poBonbLUeB (N=34), nokasanu y nauueHToB
¢ aytnamom n F'MT CHUXeHne YCBOEHUSA CEHCOPHOM UH-
hopmauuu [9]; B ApYroM HE3aBUCUMOM MEXILYHaponL-
HOM UCCreaoBaHUN 06Hapy>XeHa NpsiMas KOPPensunoH-
Has 3aBUCUMOCTb MEX Y CUHAPOMOM rMNepakTUBHOCTM,
AeduunTom BHUMaHUA n o6bemom Banuka MT [10].

0C06EeHHOCTBH ayTM3Ma B paHHEM BO3pacTe ABSETCS
HepaBHOMEPHOE HAaKOMNJeHNe NEKCMYECKOro cnoBaps; oT-
CYTCTBME MOApaXKaTeNbHON (YHKLUM U HeAO0CTaTO4HAs
KOMMYHWKATWBHAA HanpaBfIEeHHOCTb peyn. Y psaga naym-
€HTOB OTMeYaeTcs o6LLee HeJOpPa3BUTUE PeYm; HapyLle-
HWSA NOBEOEHMs; OTCYTCTBME peakuun Ha COOCTBEHHOE
MMS NPWU aHATOMMWYECKU HEMNOBPEXAEHHOM CJIyXOBOM
aHanM3aTope; rmnepCceHcUTMBHASA peakLusa Ha CBET, 3BYKU
N TaKTUNbHbIE CTUMYIIbI; MOFYT HabNIOAATLCSA 3NUENTM-
4yeckue NPUCTYMbl, ABUraTesibHble paccTPONCTBa. Y naumn-
€HTOB CTapLlero BO3pacTta, Kak Mpasuio, COXPaHAeTCs
WHTeNNeKTyanbHass HEA0CTAaTOYHOCTb BMJIOTb A0 YM-
CTBEHHOWN OTCTANOCTK; ANUIENTUYECKNE NPUCTYIbI, BXO-
JAlme B CTPYKTYpY anusnencuu; cnabas wunm npaktuye-
CKM OTCYTCTBYIOLLAA anddepeHLMpoBaHHOCTb
3MOUMOHANbHbLIX MPOABNEHUA; HECHOPMUPOBAHHOCTb
couManbHO-KOMMYHUKATUBHbIX HABbIKOB; HE4OCTATOYHOE
NCMoNb30BaHNE NapagurMaTUHecknx cpeacTB 06LEeHNs
(MUMKKA, XKeCTbl); ABUraTesIbHble PACCTPOICTBA.

Ham npepctaBnsfertca MHTEPeCHbIM OCTaHOBUTLCA
Ha ABYX KJIMHNYECKMX CNy4asX.

Kinan4geckui caydan 1
[Mop Hawmm HabNwAeHMeM Haxoaunacb nauneHTKa
E., 5 neT, ¢ cuHapomMom Bonbha-XupLixopHa.

Xano6bl
Co cnoB poanTenen, y 4eBOYKN UMENO MECTO Hapy-
LeHne Ncnxmyeckoro, pe4esoro 1 MOTOpPHOro pa3BuTuA.

deHoTUNNYeckue 0co6eHHOCTH

Muvkpouedanusa, anNMKaHT, KIOBOBUAHbIA HOC, aHTU-
MOHIOSIOWAHbIA pa3pe3 rnas, AUCMNIACTUYHbIEe YLUHbIE
PakKoBUHbI, MUKPOCTOMMUS.
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AHaMHe3 Xu3HU 1 3aboneBaHun

Pe6eHOK 0T 2-1 6epeMeHHOCT, NPOTEKaBLLEN C Yyrpo3oin
npepbiBanus, B Il TpumecTpe AUarHOCTUpOBaHa 3adepXKka
BHYTPUYTPOOHOro pa3suTus nnofa. Poasl Ha cpoke 31 Hep,
MOCPEACTBOM 3KCTPEHHOW oOnepauun KecapeBa CeveHust
(ocTpas BHYTPMYTPOGHas runokcus nnoga). Npu poxaeHun
macca Tena 1940 r, poct 47 cm, no wkasne Anrap 5/6 6annos.
Mocne poXXaeHWs Haxoaunach 5 CyT B OTAESIEHUN peaHnMa-
LMW N NIHTEHCMBHOWN TEPanumn Ha NCKYCCTBEHHON BEHTUIIALMM
NIerkux, fanee 6b11a nepeseeHa Ha 2-i atan BbIXaXKUBaHUA
C IMarH030M: runoKcu4eckun-uieMmnyeckoe nopaxkeHue LIHG
(cuHppom yrueteHus LIHC) TshXenoii cTeneHun, BHyTpUyTpo6-
Has WMHMEKUMS, HeAOHOLLIEHHOCTb 2- CTeneHu, mMopdo-
(OYHKLMOHANbHASA HE3PESI0CTb, 3a[ePXKKa BHYTPUYTPOBHOI0
pa3BUTUSA Nnoga, KOMOMHUPOBAHHbIA BPOXAEHHbIA MOPOK
cepaua 1 cocynoB (BTOPUYHBIA LeekT mMeXxnpencephHon
NeperopoiKu, aopToseroyHas Konnarepass).

C poxaeHns 60nbHas AeBOYKaA C TSXKESbIM rMnoKcuye-
cKu-nwemmnyeckum nopaxennem LHC, pBuratenbHbiMu
HapyLweHuamn Habnwganacb y Bpada-Hesponora. B Bo3-
pacte 8 Mec NOSIBUIINCL CMOXKHbIE (POKanbHble MPUCTYNbI,
ANAarHocTpoBaHa CTPYKTYpHas (pokanbHas anusencus,
HasHa4YeHa NPOTMBOJNUIIENTNYECKAA Tepanus (Basibnpoe-
Bas KNCNOTA + IeBeTMpaLeTam B BO3PACTHbIX 103POBKaXx),
Ha (DOHE NpremMa KOTOPOi COXPaHANMCh peakune pokanb-
Hble MPUCTYMbl B BUAE KPATKOBPEMEHHOrO OTKJIOYEHUS
CO3HaHWs, 3aBeJIeHNs rNa3HbIX A6/10K B CTOPOHY, TOHWYE-
CKOro NOBOPOTA rOfI0BbI BMNPABO, HAMPSXXEHUSA MPaBbIX KO-
HEYHOCTEN C NOCIELYIOLLNMUN KITOHNYECKUMI NoLeprusa-
HUSIMK, NOCTNPUCTYMHbIM CHOM. B Bo3pacte 3 ner
KOHCYNbTUPOBaHa BPa40OM-NCUXNATPOM, ANArHOCTUPOBAH
aTUNUYHLIN JETCKUN ayTU3M C YMCTBEHHOW OTCTANIOCThIO.

ComaTuyecKmii cTaTtyc

Ko>XHble MOKPOBblI 611€4H0-PO30BOI OKpacKu, noj-
KOXXHO-XUpPOBasA Knet4yaTka NpakTU4eckyW He pasBuTa,
feduunt maccol Tena 40%.

HeBponoruyeckui crtatyc

Pe6eHOK B CO3HaHWKX. O6LLEMO3rOBON 1 MEHWUHIeasbHO
CUMMTOMATUKW He BbISIBAIEHO. YepenHble HePBbI: 3payKu CUM-
METPUYHbIE, PeakLmsa Ha CBET »KuBas, rnastble wenu 0D=0S,
COAPY>XeCTBEHHOE PACXOASALLEECH KOCOrnasue, HUCTarma Her.
AmMuMKYHa. ToTaHne He HapyLeHo. A3bIK N0 CpeaHei IMHNN.
MbiweyHas cuna B npaBbIX KOHEYHOCTSAX — 2-3 6ansia Bo BCex
rpynnax MblllL; NeBasi BEPXHAS KOHEYHOCTb: MPOKCUMASib-
HO—2,5 6anna; auctansHo — 2,0 6anna; nesas HXHAS KOHeu-
HOCTb — NPOKCUMAIbHO — 2 6anna; aucTanbHo — 2,5 6anna.
MblIweyHbin TOHYC AUdIPY3HO CHbKeH. B npo6e bappe
HE YOepXXMBaeT KOHEYHOCTU. CyxoKunbHble pedpnekchl Bbl-
3blBatoTCA, S=D, N0ONOXKNTENbHbIE NATONIOrMYECKNE KNCTEBbIE
N CTOMHbIE CUMMTOMbI. [CMXOMOTOPHOE Pa3BUTKE: TONOBY
Jepxut ¢ 1 roga 2 mec; nepesopadnsaercs ¢ 1,5 roga, He cu-
OWT; HE NON3AET; He CTOUT; He X0AMT. Ha nepBOM rogy >Xn3Hu
HabnoAanncb aBuraTesibHble CTEPeOTUNIN B BUAE PacKadu-
BaHWIA rONOBOMN, N0O3)Ke NPUCOEANHUNNCL PACKAYNBAHUS KOP-
MyCOM 13 CTOPOHbI B CTOPOHY. BbICLUME Neuxuyeckne gyHK-
umnu rpybo HapylleHbl. Pe4eBoe pasBuTME: MOHOTOHHOE
rynesue ¢ 1,5 roga; nenetHas peyb C 2 NeT C «3N1eMeHTaMm

3xonanum»; NpocTble CN0Ba, (Ppa3oBast peyb — OTCYTCTBYET.
HaBbIKV ONPATHOCTY He CCPOPMUPOBAHBI.

Mcuxunyeckwuii cTatyc

3puUTeNbHbIA KOHTAKT He YCTaHABNMBAETCSA, OT TaKTUIb-
HOro KOHTakTa oTcTpaHseTcs. OTMe4aeTcs HekoTopas OT-
PELUEHHOCTb B MOBEAEHNM, 3IEMEHTblI aBTOHOMHOCTU, He-
andpepeHUMPOBAHHOCTb 3MOLMOHASIbHLIX MPOSBIEHNIA.
B peyn npeobnapatoT manoandepeHuUnpoBaHHble MOHO-
TOHHbIE 3BYKW, PEJIKME CIOry, YaLe B Buge axonanuu. lpo-
LYKTUBHOMY KOHTAKTY He AOCTYMHa.

KoHcynbTaumsa reHeTuka

3aknoyeHue: aeneuns TepMUHanbHOR H4acT (KOPOTKOro
nneya) xpomocombl 4 (del4p16.3). Kapuotun 46,XX1(4;6)
(p16.3;p23),del(4)(p16.3). Cunapom Bonbha-XupLuxopHa.

KoHcynbTauyma aHgoKpuHonora

[narHos: 3agepxka pusanyeckoro pa3sutus. TpaH-
3UTOPHAA TUNEPTrIMKEMUS (NOBbILIEHNE YPOBHSA [JHOKO-
3bl B KpoBu 10 10 mmonb/n). Deduunt maccol Tena 40%.

Koncynbrauus ohranbmonora
Onartos: OU coapy>XecTBeHHOe pacxopsLieecs Ko-
cornasue.

Koncynbrauus kapauonora

[narHos: KOMOWUHMPOBAHHBLIA BPOXAEHHbIA MOPOK
cepaua u cocynos (BTOPUYHbLIN AedeKT mexnpeacepa-
HOM Neperopojkun, aopTosierovHas Konnatepasns).

KoHcynbrauusa optonepa
[narnos: X-o6pasHas gedopmanmns HUKHUX KOHEYHO-
CTen.

KoHcynbTauusa noronega-gedekronora

[lnarHos: HapylweHue MbllLIEYHOro TOHyCa OpraHoB
peyeBOro annapara rno Tuny runotoHnmn. CUCTeMHOE He-
[0pa3BuUTneE peln TSOKENON CTEMEHN.

Koncynbrauus ncuxonora

3ak/oyeHne: ToTaslbHoe HeJOPa3BUTNE BCEX KOMMOHEH-
TOB NCUXUYECKOW AeAaTenbHOCTU. Perynaums npovn3BosibHbIX
hopM NCHXMHECKON aKTUBHOCTM He cchopmMupoBaHa. MNpoayk-
TUBHOMY KOHTAKTY He JOCTYMHA, BHUMaHWE HENPOW3BOSLHOE,
3MOLMOHASIbHbIE PeaKLyN MasoBbIpa3nuTesbHbI, YNIOLWEHbI.
3a npeaMeToM NpOCnexuBaeT HENPOAOKMTENBHO, Ha 3BY-
KOBOVi pa3fpaXkutenb pearnpyet. BloXXeHHyo UrpyLuky yaep-
)KUBAET B PYKE, MAHUNYNATUBHbIE (DYHKLUMW LepuumuTapHbl.
CamoCTOATENbHO K UrpyLUKam He TaHeTcs. [pemeT 1 c/ioBO
He COOTHOCUT, 4acTu LA ¥ Tena He NOKasbIBaeT.

Pesynbratbl NaToONCMX0SIOrNYECKOro TECTUPOBAHUSA
ypoBHA 1Q no meToanke Bekcrepa COOTBETCTBYIOT TSAXe-
JIO/ YMCTBEHHOW OTCTanoCTu.

Henponcuxonorn4yeckne TeCTUPOBAHUE: MO THKECTH
COCTOSIHMS HE NPOBOAUIIOCH.

Bupeo-33r-MoHMTOPUHT B COCTOSHMM 6OAPCTBOBA-
HUS N HOYHOT O CHA

3aknyeHne: Ha )OHe Ae30praHn30BaHHON KOPKO-
BON PUTMUKWU PErucTpupyetcs MynbTUpernoHanbHas
3NMNenTugopmMHas akTUBHOCTb.
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KnuHunyeckue cny4vaun / Case reports

MPT ronosHoro mo3sra

3aK/nYeHne: yMepeHHble NOCTIMNOKCUYECKNE U3ME-
HeHUsa BELeCTBA rOSI0OBHOr0 Mo3ra. fmunonnasnsa 3agHux
otaenos MT.

06wee 3aknoYeHne

Takum 06pa3om, Ha OCHOBAHMW LAHHbIX aHAMHEe3a, Kin-
HWYeCKOro 0CMOTPA, Pe3ynbTaToB 006C/1eA0BaHNSA BbISBEH-
Hble HapyLLEHNsi NO3BONAKOT BbICTABMTb ANArHO3: CUHAPOM
Bonbha-XupLuxopHa. Mocneactsus TSXKENOro uwiemuye-
CKu-runokcudeckoro nopaxexnms LHC, moptodyHKuUmo-
HanbHas HEe3PenoCTb, HEJIOHOLLIEHHOCTb 2-1 CTeNeHU. ATu-
MUYHbIA AQyTW3M C YMCTBEHHOM OTCTAnOCTbiO TSXKENON
cTeneHn. [lguratenbHble ctepeoTunuu. CucTemMHOe Hepo-
pasBuTUE peyn TAXeNon creneHn. CTpyKTypHas pokasibHas
anunencus. [JeTckuin uepebpanbHbiin napanuy (LLUMM), ato-
HU4YecKun-acTatmyeckas popma. KoMm6MHMPOBAHHBIN BPOX-
[eHHbIN NOPOK cepAua 1 cocyfoB. 3aaepkka InU3n4ecKoro
passutus. Jedouumt maccol Tena 40%. Coapy>keCcTBEHHOe
pacxopsiieecs Kocornasue. X-obpasHas Agedopmaums
HKHUX KOHeYHOCTel. funonnaaus 3agHux otaenos MT.

KaiuHu4deckui crydas 2
MaumeHTtka W., 7 nert, ¢ HacnenCTBEHHLIM CUHAPOMOM
Mpapepa-Bunnn.

Xano6bl

Co cnoB poauTeneil, y A6BOYKUN CHIKEHA KOHLIEHTpa-
LM BHUMAHUA, MELJIEHHO YCBaWBAET HOBblE 3HAHUSA,
nepuroLnYeckn 0TMEHaTCS BCMbILKW arpeccum (CTy4nT
pykamu no rosiose).

deHoTUNMYECKUE 0COBEHHOCTHU

MwuHpaneBnHbIi pa3pes rnas, HU3KO PacnooXXeH-
Hble YLIHbIE PAKOBMWHbI, AONMXouedanns, WnpokKas ne-
peHocuLia, MUMKPOCTOMUSE B COYETAHUN C TOHKOWM BEPX-
Heln rybon, akpoMukpus.

AHamHe3 XU3Hu n 3aboneBaHus

Pe6eHoK 0T 1-11 6epeMeHHOCTK, NPOTEKaBLLE Ha D OHe
recto3a B lll TpumecTpe. Poabl Ha 34-35-11 Hefene recta-
LN — 3KCTPEHHOE KecapeBo ceveHune (0TC/I0NKa niaLeH-
Tol). Macca Tena npu poxpeHun 2280 1, AnuHa
48 cm. OueHka no wkane Anrap 7/8 6annos. Mpu poxae-
HUW 0TMeYeHa Anddy3Has MbllevyHas rmnoToHus, ped-
NeKcbl HOBOPOXXAEHHbIX YrHeTeHbl. C poxxaeHnsa 60nbHas
[eBo4Ka Habnaanacb BPaYOM-HEBPOSIOrOM C AMarHo-
30M: NOC/IEACTBUSA TUNOKCUYECKN-ULLEMUYECKOrO nopa-
)KEHUS TONOBHOr0 MO3ra, 3ajepXxkKa MCUXOMOTOPHOMO
pasBuTKs, CUHLPOM MOBbILEHHON HepBHO-pedIeKTOp-
HOW BO30YAMMOCTW, ABUraTelbHble paccTpoicTBa. Ha 1-m
rogy >XW3HW OTMeYeHbl MapacoMHUW, 4acTble CPbIrMBa-
HUA, Ha ANCKOMAOPT He pearupoBana. B paHHem Bo3pac-
Te Bpay-ncmxmaTtp nocTaBui AUArHO3: AETCKWUIA ayTU3Mm,
006YC/OBNEHHbIA OpraHn4Yeckum 3a60nieBaHNEM FOOBHO-
ro mosra.

ComaTtunyeckuit cTaTyc
M36bITO4HAA Macca Tenla, BHYTPeHHUWe opraHbl 6e3
natonoruu.

anunencus n NapokcnamMasibHble COCTOSAHUS

HeBponoruyeckui ctatyc

[leBo4ka B CO3HaHUW. MeHuHreanbHble 1 06LLeMO3roBble
CUMMNTOMbI OTCYTCTBOBAN. HepenHble HEPBbI: JTbTEPHUPYHO-
Liee cxopsiueecs Kocornaaue. MmasHble wenu D>S, 3padku
OKpYrnon ¢opmbl cpeaHenn BenuymHbl D=S, KOHBepreHums
cnesa ocnabnieHa. Huctarm yCTaHOBOYHBIN B KpaHWX OTBe-
JeHuax. doHaums n rnotaHue He HapylueHbl. Heckosibko
0XUBEHbI T10TOYHbIE, HEGHbIE peddnieKChbl, YMEPeHHas -
nepcanueauuns. MbiweyHas cuna B NpaBbIX KOHEYHOCTSX — 5
6as10B BO BCEX IPYNNax MblLLL; eBas BEPXHAS KOHEYHOCTb:
npokcumasnbHo — 3,5 6anna; auctansHo — 3,0 6anna; nesas
HUWKHAS KOHEYHOCTb — MPOKCUMASIbHO — 4 6ana; aucTasb-
HO — 3,5 6anna. MblweyHblii TOHYC NOBbLILLEH MO cnacTuye-
ckomy Tuny cnesa, S>D. B npo6e bappe xyxe yaepxusaeTt
neBble KOHeYHOCTW. MbiweyHas cnabocTb B JIEBOW pyKe
6onblle, Yem B npaBol pyke. Cyx0xKuJbHble pednexchl
C pacLUMPEHHOIA pechnekcoreHHom 30Hon, S>D, natonornye-
CKVe KCTEBble 1 CTOMHbIe cumnToMbl (S>D). MoTopHoe pas-
BUTWE: TONOBY AePXUT ¢ 3,5 Mec.; cuaut ¢ 8 mec.; nonsaer
¢ 1,5-1,7 roga; ctouT ¢ onopoii ¢ 1,5 roga; camocToATENbHO
XO[uT ¢ 2 neT. Ha nepBoM rofay »u3Hu Habnraanmch CTepeo-
TUMNHbIE ABUXEHWS rONOBON (Ka4aHwue, yaapbl rosoBoi), No3-
XXe NPUCOESVHWUNNCL CTEPEOTUNHbIE packadnBaHus U3 CTO-
POHbI B CTOPOHY; C 1,5-2 NeT — NOTPAXMBAHNUSA KACTAMU PyK
(coxpaHsieTcst No HacTosLee Bpems). BbicLume ncuxmyeckume
hyHKLMN — Herpy6as KOrHUTUBHASA HEA0CTATOYHOCTb, N30~
JMYecKMin SHKoMpe3. IMoumnoHanbHoe rynexsme ¢ 10 mec.; ne-
neTHas pedsb ¢ 12 mec; nepsble crioBa ¢ 1 roga 4 mec.; npocras
(hpasa ¢ 2 neT ¢ axonasnunen, axodpasmen, COXpaHAOLLIUMICS
M0 HacTosILLiEe BPeMSI; pa3BepHyTas ppasa—c 3 NneT.

Meuxuyeckuii cTatyc

®OoH HacTpoeHNs POBHbLIN. MuUMMKa HECKOJIbKO 06elHe-
Ha. 3pUTENbHbIA KOHTAKT HECTOMKMUA. K COBMECTHOM Mpo-
LYKTUBHON OeATeSIbHOCTW NPakTUYecKn He MpuBeKaeTcs,
KOHTaKT HOCUT (popMalsibHbIA xapakTep. Mpyu ocmoTpe 06-
pallaet Ha cebsl BHUMaHMe CBOeo6pasne pedu: pedb MOHO-
TOHHas, [eB0YKa Cebsl Ha3blBaeT B 3-M JiMLe, OTMeYaeTcs
axonanus, nepcesepaumnu, axodpasun, HecHOPMUPOBAH-
HOCTb Amnasora. OTCyTCTBYET NOHVMAaHWE Pa3BepHyTOro Bbl-
CKa3blBaHWS, CTOXHbIX FpAMMAaTUHeCKNX KOHCTPYKLUMIA. [pw
BbIMOSIHEHUY ONAAKTUHECKMX 3a4aHNN NALMEeHTKA MHePTHa,
MeLJInTesIbHa, ObICTPO MCTOLLAemMa, CKJIOHHA K peakumsam
yX04a OT WHTENIEKTYanbHOro Hanps>xeHus. Pe6eHky [o-
CTYMHO MOHVWMaHWe MPOCTbIX MHCTPYKLUMWIA U CUTYaTMBHbIX
BOMPOCOB, MOKAa3 M300PaXXEHW MO YCTHOW WHCTPYKLMN.
C neTbMy NPAKTUYECKN He KOHTaKTupyeT. 06Lwuii 3anac 3Ha-
HWUIA N NPELCTaBIIEHNIA HEA0CTATOYEH MO BO3PacTy.

Heiiponcuxonoruyeckoe TecTUpoBaHue

TemMn NCUXMYECKON [OeaTeNbHOCTU HEPABHOMEPHbIN,
6bICTPO NCTOLLAEMA, MOTUBALINS CHUXKEHA, YMEPEHHOE Bbl-
Pa>XEHHOE CHWKEHWE NPOLECCOB BHUMAHUS. YPOBEHb Cry-
XOPEYeBON MAMATU U BHUMAHUA YMEPEHHO CHVKEH. Mpu
NccnefoBaHNM  OUHAMMUYECKOro,  NPOCTPAHCTBEHHOIO
npakcuca BbISIBASKOTCS BbIPAXKEHHbIE CIIOXHOCTW BbINOM-
HEHUS 3a[aHui, C ABIEHUSAMU TUMEPTOHYCA, 3epPKaNbHO-
CTu. HapyleHa peunnpokTHas koopauHaums (npoba Ose-
peukoro). TakTU/IbHbIE Y COMATOrHOCTUYECKME (DYHKLMK
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cCOpMMUPOBaHbl HEAOCTATOYHO, HAOMIOAATCS 4acTble
SIBMEHNS NEBOCTOPOHHEr0 UrHopupoBanus. Mpu nccneno-
BaHMUW 3pUTENIbHOMO rHO3uca HabnaaeTcsl «BbinajagHune»
NEBOro 3puTenbHOro nons. GnyxoBoi rHo3uc cyopmMmpo-
BaH HeJ0CTaTO4HO: 3aTpyAHSAeTCa ¢ nogéopom 0606Lato-
LLLIEro crnoBa, NpocTble MeTadopbl 06LACHAET HaCTU4HO,
npy yTOMAEHNN 0TMEYatTCS SBMEHNsS pe30HepCTBRa.

TecTupoBaHue No MeToanke Bekcnepa cOOTBETCTBYET
YPOBHI NErkon ymcTBeHHOW otctanoctu. O6pauaet
Ha ce6s BHMMaHME HEPAaBHOMEPHOCTb WHTENNEKTyanb-
HbIX AOCTUXXEHWI, npeobnagaHne HeBepbasibHOro WH-
TeNfieKTa Haj BepOasnbHbIM.

KoHcynbTauusa reHetuka
3akntoyeHne: mukpogeneumns 15q11.2-q13. Kapuotun
46,XX 15911.2q13. Cunapom Mpagepa-Bunnu.

KoHcynbTaums okynucTa

JuarHos: OU aHruonarus ceT4atku. [mnepMmeTponus cna-
6OVt CTeneHu, runepMeTPONUYecKNii acTUrMaTuam. AnsTep-
HUPYIOLLIEE CO/PY)KECTBEHHOE CXOALLEECH KOCOrasue.

KoHcynbTauua aHaoKpuHonora
[narHos: oXXupeHue 2-i CTENEHU.

KoHcynbTauusa noronepa-geghexronora
3aknto4eHue: o06LLee HeJOPa3BUTNE PEYMN 2-T0 YPOBHS.

MPT ronoBHoro mosra

3aknoyeHmne: Herpy6oe pacLuMpeHne Hapy»XHbiX cyba-
paxHoMAanbHbIX MPOCTPAHCTB, KOPTUKAbHas cybaTpodus
NOG6HbIX 10N, OrPaHNYEHHbIE 30HbI NEPUBEHTPUKYNSIPHOIO
rnuosa, runonnasusa nepeweiika MT.

HouHoii BUAE0-33I-MOHUTOPUHT

3akJItl04eHre: COH CNpoBOLMPOBaJI NMOABIIEHNE PErno-
HaNbHOW 3aNUNenTUOPMHO aKTUBHOCTW B NTOGHO-BU-
coyHon (F-T) obnactu cnesa B BUAE PErynapHbIX pas-
pAL0B 6MMPOHTANBHBIX M OUTEMMOPANbHBIX KOMMEKCOB
ocTpas-mefJieHHas BOJIHA C pacnpocTpaHeHnem Ha Bep-
TEKCHbIE PErMOHbI, amnnutyaon go 180 mkB.

O6wee 3akno4yeHue

Ha ocHOBaHMM [aHHbIX aHaMHe3a, KIIMHUYECKOro 0CMO-
Tpa, pe3ynsTaTtoB 06CNeA0BaHNs, BbISIBIIEHHbIE KIIMHUYECKME
CUMMNTOMbI YKNALbIBAKOTCA B HACNELCTBEHHbLIA CUHOPOM
Mpapepa-Bunnu, accounmnpoBaHHbIli ¢ AETCKUM ayTU3MOM,
06YCII0BNEHHbIM OpraHM4ecKM 3a60J1IeBaHNEM TOIOBHOIO
MO3ra C KOFHUTWUBHbIMW HapPYLUEHWSIMIA, OOCTUrakLLUMM
YPOBHS JIErKOW YMCTBEHHOW OTCTaNI0CTU, HEAOHOLLEHHOCTHIO
1-1 cTenexw, aBuratesibHbiMy ctepeotunuamu, OLUIM, (remu-
napeTuyeckas qoopma), OKUpeHnem 2-i cTeneHun, anu3oan-
YECKMM 3HKOMPe30M, FMnepMeTpOonuMYecKnM acTurMaTms-
MOM, aSlbTEPHUPYIOLLUM COAPYXKECTBEHHbIM CXOLALLMMCS
Kocornasumem, runonasven nepewienka MT, nepuBeHTPUKY-
NISIPHBLIM FTIM030M, Cy6aTpOdIUEN KOpbl NOOHbIX JOSIEN; peru-
OHaJIbHOM 3NUNENTUAOPMHOW aKTUBHOCTBH.

OBCYKIEHME / DISCUSSION
MCMXOHEBPOMOTrNYECKINE HapylleHus y feTei ¢ ay-
TU3MOM, NepuHaTanbHOe NOBPEX/1eH1e FroI0BHOMO MO3-
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rauero cesAsb ¢ IMT Ha CerofHAWHNA MOMEHT N3Y4eHbl
HeAO0CTaTOMHO U TPeOytT NPOBeLeHUs AalibHenLwmnx
Yrny61eHHbIX UCCIe0BAHUIA.

BONMbWIMHCTBO COBPEMEHHbIX UccliefoBaTenen npu-
3HAKT reTeporeHHOCTb JETCKOr0 ayTu3ma C BeayLlei
pOnb0 HaCc/ieACTBEHHbIX (hakTopos [11].

K HacTosiLeMy BpeMeHU YCTaHOBJIEHO, YTO LETCKUiA
ayTu3m B coyetaHum ¢ FMT accoummpoBaH ¢ pas3nmnyHbl-
MW HEAPOTreHEeTUYECKUMU CUHAPOMAMU, XapaKTepuayH-
LWMMUCHA HECreunUYHOCTbI KIIMHUYECKUX MpOosBIe-
HUI, 0COBEHHO HA PaHHUX CTAAUAX 6ONE3HN.

Y nepBoit 06cnegoOBaHHON HAMU NALMEHTKUN BbISIBIEH
HENporeHeTUYeCcKUn cuHagpom Bonbta-XupLxopHa,
(46,XX,t(4;6)(p16.3;p23),del(4)(p16.3)), y BTOPOI — CUH-
npom lMNpapgepa-Bunnu, (46,XX 15q11.2q13).

B npenctaBneHHbIX ABYX HabMOAEHUAX OTMEYEH OTAro-
LLIEHHbIN aKYLIEePCKUA aHamHe3, HebnarornoslyyHbln aHTe-
N UHTpaHaTanbHbIA Nepuogbl: yrpo3a npepbisanus B | Tpuve-
CTpe, 3ajepXkKa BHyTpUyTpobGHoro passutus nnoga B
TPUMECTPE, NPeXXAeBPEMEHHbIE ONepaTUBHbIE POAbI HA CPOKE
rectaumu 31 Hesl NOCPeICTBOM 3KCTPEHHOI onepaumnn Keca-
peBa Ce4eHus B CBA3W C OCTPO BO3HUKLLEHA BHYTPUYTPOOHON
FMMNOKCWeN nioga B NnepBoM HabJIl0AeHU; BO BTOPOM: recTo3
6epemMeHHbIX B lIl TpumecTpe, 3KCTPeHHas onepauys kecapesa
CeYeHns Ha cpoke 34—35 Hepl. (MpeXxaeBpeMeHHas 0TCoika
nnaueHTbl). 06e NaUMEHTKN UMESIN HU3KYIO Maccy Tena npu
POXAEHWUN, MPU3HAKN TUMNOKCUHECKM-MLLEMUYECKOrO nopa-
YKEHUS rONOBHOr0 MO3ra, 60/1ee BbIpaXKeHHbIe y NepBoii naLu-
eHTKM (OLeHKa o wkase Anrap 5/6 6ansios, MOPAOdYHKLM-
OHaflbHas He3penocTb, HEAOHOLUEHHOCTb 2-N  CTENeHw),
BO BTOPOM cJlyyae — 7/8 6a1noB, HeJOHOLLEHHOCTb 1-ii cTene-
HW. B panbHeiilem HU3KME NoKasaTesin OLEHKN COCTOSHMA
aHTe-, UHTPa- U NOCTHATasIbHOrO NepuoI0B KOPPEenMpoBani
C BbIP2XXEHHOCTBIO MCUXMNYECKNX, HEBPOSIOMMYECKNX U KOTH-
TUBHbIX PACCTPOWCTB.

K Hanbosnee pKUM CUCTEMHbIM KIMHUYECKUM MpPOosiBIie-
HWSIM AN33MOPUOreHETUHECKIX CUHAPOMOB OTHOCATCS NCU-
XWYECKWe 1 HeBPOJIOr14ecKne paccTponcTea. B Halwei pa-
60Te BbIPAXXEHHOCTb ay TUCTUHECKIMX PACCTPONCTB 3aB1Cesa
OT CTeneHn NopakeHns rosIoBHOro Mo3ara. B ka4ecTse nnito-
CTpauUMK TSHKENOro Te4eHUst AETCKOro ayTuama — nepBbli
KNUHUYECKINIA CnyYai — 60NbHasA EBOYKA C TAXKeS0i cTene-
HbKO YMCTBEHHOW OTCTAsIOCTK, TOTASIbHbIM HEL0Pa3BUTUEM
BCEX YPOBHEN MNCUXMHECKOW [OeATeSIbHOCTW, OTCYTCTBUEM
Bep6asibHbIX CPEeICTB 06LLEHNS, ABUTATENbHLIMU CTEPEOTH-
NMUAMK, HapyLLUEHWEM COLMASTbHOTO B3aUMOLENCTBUSA B CO-
YeTaHWM C PAHHUM OPraHUYeCKUM NOPaXEeHEM r0JI0BHOIO
Mo3ra. Bropoii cnyyai, MeHee ApaMaTu4HbIA — OpraHuye-
CKWUIA ayTU3M C YMCTBEHHOW OTCTaNIOCTbO NErkon CTeneHun
C HerpybbIM HapyLUeHVeM COLMaNIbHON aganTauumn, Hepo-
CTaTO4HOW CCPOPMMUPOBAHHOCTbIO OTAENbHbIX CTPYKTYpP 1-ro
1 2-ro OYHKLMOHANBLHOMO 6510Ka MO3ra.

AnunenTU4ecKne NPOSBMEHUS Y NEPBON MALUEHTKM
npeacTaBsieHbl B BULE CTPYKTYPHOW (DOKanbHOW 3nu-
nerncuu, NOATBEPXAEHHOW pedynbTatamu 33l (MynbTu-
pernoHanbHas anunenTugopmHas akTUBHOCTbL); Y BTO-
poii  MNauWeHTKM 3aperucTpMpoBaHa HenocTOsHHas
pernoHanbHas anunenTUgopMHas akTUBHOCTb B JI06-
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KnuHunyeckue cny4vaun / Case reports

HO-BMCOYHbIX OTBEAEHNAX CMEBA, HA MOMEHT OCMOTPA,
He Tpe60BaBLUAA HA3HAYEHMSA NMPOTUBOINUIENTUYECKON
Tepanuu. BaXXHO OTMETUTb, 4YTO Yy NEePBON 6ONbHOW Bbl-
sBfIeHa TsxKenas 3ajepXKa ncuXoMOTOPHOIO Pa3BUTUS,
npeawecTByOWas MaHudecTauum 3nuMnenTUYecKnx
MPUCTYMNOB, 4YTO FOBOPUT O (DOPMUPOBAHUU BbIPAXKEH-
HOW LepebpanbHOi natonoruny B ne6roTe 3aboneBaHns.

B nccnepoaHum K. Rademaker 1 coaBT. 06Hapy»<eHa J0-
CTOBEpPHAs KOPEeNnsAUMoHHas 3aBUCUMOCTb Y HEA0HOLLIEH-
HbIX AeTeil Mexxay ABuratesbHbIM Led)eKTOM 1 pa3Mepom
MT [12], 4TO He BMOMHE COOTBETCTBYET MOJTY4EHHbIM HaMK
[aHHbIM (ANS OKOHYaTeSbHbIX BbIBOJOB HY)XHa 60siee pe-
npe3eHTaTrBHas BbIGOPKa nauuneHToB). B Haluen paboTe na-
TOrHOMOHWYHbIM PAAMNOSIOTNYECKUM CUMITOMOM 6binia FMT.
B nepsom cny4ae Ha MPT BepucpnumpoBaHa runonnasus
3agHux otgenos MT, ymepeHHble NOCTTUMNOKCUYECKNE U3-
MeHEHNs1 BELLECTBA rOIOBHOIO MO3ra; BO BTOPOM — FMMO-
nnasus nepetuenka MT, KopTukanbHas cy6aTpous NO6HbIX
[lonen, Herpyboe paclUMpeHne HapyXHbIX cybapaxHou-
JanbHbIX NPOCTPAHCTB, OrPAHNYEHHbIE 30HbI MEPUBEHTPU-
KYNSPHOO 1034, Y4TO HaLU0 NOATBEPXKAEHME B 3apy6exX-
HOM Ny6nuKauuu, B KOTOPOWA 6binin onucaxbl 50 NaumMeHToB
B BO3pacTe 0T 3 40 42 neT ¢ 3a60s1eBaHNSIMMN ay TUCTUYECKOTO
CcrekTpa 1 aHomanuamu passutus MT [13].

OnpefeneHHblii MHTEPEC NPeACTaBNsAeT KOrHUTUBHBINA
LeduumnT y 60JIbHbIX C HELOPA3BMTUEM 3aLHUX OTLENOB
MT. 3apybexHble uccrnefoBaTenn NPoBeSin HeMpPOncuxo-
NornyeckKoe TeCcTUpPOBAHME Y NALMEHTOB C NOPOKaMmK pas-
BuTMS MT, CONOCTaBMB MOSy4eHHbIE laHHbIE C pe3yNbTaTa-
Mu MopchomeTpum MT. ABTOpbI OGHAPYXUNKU CTATUCTU-
YecKn [OCTOBEPHOE pasfiMyne Mexgay rnokasartesamu
LLKOJIbHOIM yCneBaeMoCcTh U pa3mepom 3aaHen yactu MT:
4yeM 60/IbLUe 3aAHAS YacTb MT, TeM nyyLias ycrnesaemocTb
oTMevasnach y 06cneayembix nauneHToB BHE 3aBUCUMOCTY
0T Bo3pacTa [14]. B pabote Apyrux y4yeHbix y nauueHToB
¢ anarHo3om Spina bifida myelomeningocele B kom6uHa-
uum ¢ T'MT BbifiBNieHa npsmMas KOppensaunoHHas 3aBucu-
MOCTb Mexay 06bemom MT n yposHem 1Q [15].

Mono6HbIe pedynbTaThbl 6bIIM CONOCTABUMbI C NOJTYHEH-
HbIMI HaMW AaHHbIMW. Y NepBOM NALMEHTKMN BbISIBNEH KOT-
HUTUBHbLIN JeULNT, COOTBETCTBYHOLLMNIA TSHXKENOW CTEMNEHN
YMCTBEHHO OTCTaNoCTH; y BTOPON NaLMUEHTKN — npeobna-
Jann Herpy6ble HapyLleHWUs 3pUTEeNIbHO-NMPOCTPAHCTBEH-
HO KOOPAMHALMK, YTO KOPPenunpoBasno C LeSI0CTHOCTbIO
3aHux otaeno MT. CTaHOBUTCS MOHATHbLIM, YTO YPOBEHb
KOFHUTUBHOIO fednunta MOXXeT ObITb B HEKOTOPOI CTene-
HN BENIMYMHON, CBA3AHHOW C TOJILLUUHON 3aJHero otaena
MT. 370 umeeT cBOe 06bACHEHME: 601ee BbICOKAsA CTEMNeHb
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MUESIMHN3aLUI HEPBHbIX BOJIOKOH CNOCOOCTBYET 60/bLUei
CKOPOCTM pacnpoCTpaHeHNs HEPBHbIX UMMYSbCOB MO HepPB-
HbIM BOJIOKHAaM, TeM CambIM 06ecre4ynBas HauydLine pe-
3ynbTaTbl y 06CNeayembiX NauneHToB.

Takum 06pa3oM, TAXKECTb KIMHUYECKOW KapTUHbI
y 60/bHbIX leBOYEK 00YCII0BIIEHA HaNU4YnemM AU3amopu-
OreHeTUYECKNX HAPYLUEHWiA B COMeTaHUN C NnepuHartasb-
HbIMMW OCJIOXKHEHUSMU.

B HacTosiLee Bpemd cneunduyeckas tepanus Hempo-
reHeTUYEeCKUX CUHLPOMOB He paspaboTaHa. TakTuka
BeJeHNsA NOAO0OHbIX MALVEHTOB 3aBUCUT OT TAXECTMN CO-
CTOSIHUSA, TeYeHNs 3a60NeBaHNA N BKJIOHAET B Ce65 Npo-
BEJlIEHNE PEerynspHbIX peabunnTaunoHHbIX Meponpus-
TMN (Maccax, nedyebHas (PU3KynbTypa), HasHadeHue
CUMNTOMATUNYECKOW Tepanumn, HanpasneHHON HA YMEHb-
LLUEHNE BbIPAXXEHHOCTW NPOABEHNIA CNACTUYHOCTH.

Ba>XHbIM KOMNOHEHTOM JIe4eHMUs NOA06HbIX 60MbHbIX
ABNAETCA MeLMKO-NCUX0S0ro-nefarornyeckoe conpo-
BOXXJEHWE, Hanpas/ieHHOE HAa YMeHblUeHWe BblpaXKeH-
HOCTW ayTUCTUYECKNX PACCTPONCTB.

SAK/IIOYEHHE / CONCLUSION

Takum o6pasom, AnNuTeNbHOe BO3AENCTBUE Hebnaro-
NPUATHLIX MepuHaTasnbHbIX (PAKTOPOB, CMNOCOOCTBYHO-
LMX HAPYLLIEHNIO HOPMAliIbHOTr0 Pa3BUTUS MO3ra, ABJs-
eTCcs OHOW 13 Npu4nH popmmuposaHus MMT.

OCHOBHOE BHIMaHWe B ANArHOCTIKE HEiPOreHeTUYECKINX
CUHAPOMOB MNPUHAAJIEXUT KOMIJIEKCHOMY HEBPOJSiornye-
CKOMY, NCUXNaTPUHECKOMY 00CNEI0BAHIIO, HEMPOMNCUXO0SI0-
rMYeCKOMY TeCTUPOBaHNIO, I3I-ANArHOCTUKE U HelipOBMU3Y-
ANIN3AUNOHHBIM - TexHUKaM. [ns  OKOHYaTesbHoro noj-
TBEPXOEHUS anarHo3a Tpeéyetcsa JHK-TecTupoBaHme.

HdunHamunka nHTeNnneKTyasbHbIX PACCTPONCTB NpW AeT-
CKOM ayTuW3me 3aBWCWUT OT XapakTepa 3ab0seBaHus,
B CTPYKTYpe KOTOPOro HabnohaeTcs LaHHOe PacCTpon-
CTBO, OHNM 13 3BEHbLEB NaTOreHe3a KOTOPOro ABNAETCA
MOBPEXAEHNE BbICLINX MCUXNYECKMX (DYHKLMIA Ha 9Ta-
nax paHHero OHTOreHesa.

OTHOCUTENBbHO 6NAronNpUsATHLIA NPOrHO3 3abofeBa-
HUS 0TMeYaeTcs npu 6onee No3aHEM Ae60Te HEBPOSO-
FMYecKOoro 1 NCMXM4eckoro geduunTa.

B CTpPYKTYypy pa3nuyHbIX HAcneAaCTBEHHbIX Henpore-
HETUYEeCKUX CUHOAPOMOB BXOAUT CIIOXKHAsA KOMOUHaLWA
HEBPOJIOrMUYECKUNX, MCUXNYECKNX, HENPOU3N0Nornye-
CKUX W pagnonornyecknx HapyLleHui; NX CBOEBPEMeH-
HOe pacno3HaBaHme TpebyeT 60NbLIOIO KAWHWUYECKOrO
OnbITa, NPAKTUYECKNX 3HAHWUI HE TOJIbKO B 06/1aCTN He-
BPOJIOrUN, HO N B CMEXHbIX pa3genax MmeanuunHbl.

CTOro Tena: pe3ynbTaTbl HEAPONCUXONOrNYECKOr0 TECTUPOBAHNS.
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5. Ghi T, Carletti A., Contro E., Cera E., Falco P., Tagliavini G.,
Michelacci L., Tani G., Yuossef A., Bonasoni P., Rizzo N.,

www.epilepsia.su

57

/I www.epilepsia.su. He npegHasHa4YeHO ANA UCNOSfIb30BaHUA B KOMMEPYECKMX Lenax.

JAaHHaaA MHTepHeT-Bepcusa cTaTtbM 6binia ckauaHa c cauta http

+7 (495) 649-54-95; an. nouta: info@irbis-1.ru.

NHdopmaumio o penpuHTaxX MOXKHO NMONy4YUTb B peaakuum. Ten


https://doi.org/10.17749/2077-8333.2018.10.4.008-016
http://www.epilepsia.su
http://www.epilepsia.su
http://www.epilepsia.su
http://www.epilepsia.su
http://www.epilepsia.su
mailto:info@irbis-1.ru
mailto:info@irbis-1.ru
mailto:info@irbis-1.ru
mailto:info@irbis-1.ru

SAMNAENCUA

2020 Tom 12 Net M NAPOKCU3MAsbHbIE

58

COCTOSAAHMSA

Pellusi G., Pillu G. Prenatal diagnosis and outcome of partial spectrum in Hungary. Pediatr Neurol. 2011 Jun; 44 (6): 420-6.

agenesis and hypoplasia of the corpus callosum. 11. LWeByeHko t0.C. [leTckas n noApOCTKOBAsA NCUXMATPUS:
Ultrasound Obstet Gynecol. 2010; 35: 35-41. DOI: 10.1002/u0g.7489. KnuHnyeckue nekuum ans npodeccmoHanos. VI3a. 2-e ucnpasieH-
6. Govaert P., de Vries L. An atlas of Neonatal Brain Sonigraphy. HOe 1 gonosiHeHHoe. M. 2018;1124 c.
Mac Keith Press. 2010; 60-70. 12. Rademaker K.J., Lam J.N., Van Haastert I.C., Uiterwaal C.S.,
7. Goodyear P.W.A., Bannister C. M., Russel S. Et al. Qutcome in Lieftink A.F., Groenendaal F., Grobbee D.E., de Vries L.S.
prenatally diagnosed fetal agenesis of the corpus callosum. Fetal Larger corpus callosum size with better motor performance in
Diagnosis and Therapy. 2001; 16: 139. DOI: 10.1159/000053898. prematurely born children. Seminars in Perinatology. 2004; 28 (4):
8. BeardenC.E., VanErp T. G. M., Dutton R. A., Boyle C., Madsen S., 279-87. DOI: 10.1053/j.semperi.2004.08.005.
Luders E., Kieseppa T., Tuulio-Henriksson A., Huttunen M., and 13. Egaas B., Courchesne E., Saitoh 0. Reduced Size of Corpus Gallosum
Partonen T. (2011). Mapping corpus callosum morphology in twin in Autism. Archives of Neurology. 1995; 52 (8): 794-801. DOI: 10.1001/
Pairs discordant for bipolar disorder. Cereb. Cortex. 21: 2415-2424. archneur.1995.00540320070014 Identifier PubMed: 7639631
D0I:10.1093/cercor/bhr030. 14. Ng W.H.A, Chan Y.L., AuK.S.A., Yeung KW.D., Kwan T.F, To C.Y.
9. Nacewicz B.M., Dalton K.Ma., Johnstone T., Long M.T., McAuliff E.M., Morphometry of the corpus calloperformance. Pediatric Radiology.
Oakes T.R., Alexander A.L., Davidson R.J. Amygdala volume and 2005; 35 (6): 565-571. DOI: 10.1007/s00247-004-1336-z.

nonverbal social impairment in adolescent and adult males with autism. 15. Jennifer T. Crawley, Khader Hasan et al. Structure, Integrity,
DOI: 10.1001/archpsyc.63.12.1417. Identifier PubMed: 17146016. and Function of the Hypoplastic Corpus Callosum in Spina Bifida
10. Szabo N., Gergev G, Kobor J, Bereg E, Turi S, Sztriha L. Myelomeningocele. Brain connectivity. 2014; 4 (8).

Corpus callosum anomalies: birth prevalence and clinical DOI:10.1089/brain.2014.0237.

REFERENCES:

1. Milovanova 0.A., Konovalov R.N., lllarioshkin S.N. Malformations Pairs discordant for bipolar disorder. Cereb. Cortex. 21: 2415-2424.
of the corpus callosum. Clinical and neuroimaging manifestations. DOI:10.1093/cercor/bhr030.
Tutorial. 2015; 104 s. 9. Nacewicz B.M., Dalton K. Ma, Johnstone T., Long M.T., McAuliff E.M.,

2. HannaR.M., Marsh S.E. et al. Distinguishing 3 classes of corpus
callosal abnormalities in consanguineous families. Neurology. 2011;
76 (4): 373-382. DOI: 10.1212/WNL.0b013e318208f492.

3. Milovanova 0.A., Komissarova 0.A., Tarakanova T.Y., Bugry S.V.,,
Avakyan G.G. Epileptic manifestations, cognitive impairment and

Oakes T.R., Alexander A.L., Davidson R.J. Amygdala volume and
nonverbal social impairment in adolescent and adult males with autism.
DOI: 10.1001/archpsyc.63.12.1417. Identifier PubMed: 17146016.

10. Szabo N., Gergev G., Kobor J., Bereg E., Turi S., Sztriha L. Corpus

autism spectrum disorders in patients with agenesis of the corpus callosum anomalies: birth prevalence and clinical spectrum in
callosum: the results of neuropsychological testing. Hungary. Pediatr Neurol. 2011 Jun; 44 (6): 420-6.
Epilepsia i paroksizmal'nye sostoania / Epilepsy and Paroxysmal 11. Shevchenko Yu.S. Child and adolescent psychiatry: Clinical lectures
Conditions. 2018; 10 (4): 8-16. (In Russ.) for professionals. Ed. 2nd corrected and supplemented. Moscow.
DOI: https://doi.org/10.17749/2077-8333.2018.10.4.008-016. 2018; 1124 s.

4. Visentin A, Pilu G, Falco P, Bovicelli L. The transfrontal view: 12. Rademaker K.J., Lam J.N., Van Haastert I. C., Uiterwaal C.S.,
a new approach to the visualization of the fetal midline Lieftink A.F., Groenendaal F., Grobbee D.E., de Vries L.S. Larger
cerebralstructures. J Ultrasound Med. 2001; 20: 329-333. '” ’ e with b" ) f o g |
DOI: 10.1046/j.1469-0705.2001.00372.x corpus (.:a osum S|z‘e Wlt' ettgr motor performance in prematurely

5. GhiT, Carletti A., Contro E., Cera E., Falco P., Tagliavini G., born children. Seminars in Perinatology. 2004; 28 (4): 279-87. DOI:
Michelacci L., Tani G., Yuossef A., Bonasoni P., Rizzo N., Pellusi G., 10.1053/j.semperi.2004.08.005.
Pillu G. Prenatal diagnosis and outcome of partial agenesis and 13. Egaas B., Courchesne E., Saitoh 0. Reduced Size of Corpus Callosum
hypoplasia of the corpus callosum. Ultrasound Obstet Gynecol. in Autism. Archives of Neurology. 1995; 52 (8): 794-801. DOI: 10.1001/
2010; 35: 35-41. DOI: 10.1002/u0g.7489. archneur.1995.00540320070014 Identifier PubMed: 7639631

6. Govaert P, de Vries L. An atlas of Neonatal Brain Sonigraphy. 14. NgW.H.A., Chan Y.L., AuK.S.A., Yeung K.W.D., Kwan T.F., To C.Y.

Mac Keith Press. 2010; 60-70.
7. Goodyear P.W.A., Bannister C. M., Russel S. Et al. Qutcome in
prenatally diagnosed fetal agenesis of the corpus callosum. Fetal

Morphometry of the corpus calloperformance. Pediatric Radiology.
2005; 35 (6): 565-571. DOI: 10.1007/s00247-004-1336-z.

Diagnosis and Therapy. 2001; 16: 139. DOI: 10.1159/000053898. 15. Jennifer T. Crawley, Khader Hasan et al. Structure, Integrity, and
8. Bearden C.E., Van Erp T.G.M., Dutton R.A., Boyle C., Madsen S., Function of the Hypoplastic Corpus Callosum in Spina Bifida

Luders E., Kieseppa T., Tuulio-Henriksson A., Huttunen M., and Myelomeningocele. Brain connectivity. 2014; 4 (8).

Partonen T. (2011). Mapping corpus callosum morphology in twin DOI:10.1089/brain.2014.0237.

CeepeHus 06 asTopax:

Komuccapoa Onbra AHApeeBHa — KnuHnveckuin ncuxonor F'6Y MockBbl «MOCKOBCKWIA TOPOACKOI LIEHTP peabunutauum».

MunosaHoBa Ornibra AHLpeesHa — ,.M.H., npodd. kadyeapbl HEBPONOrum aeTckoro Bodpacta, ®re0Y A0 «Poccuitickas meanumH-
cKasl akagemust HeNpepbIBHOMO NPodeccroHanbHOro oopasosanus» Munsgpasa Poccun. E-mail: olga_a_milovanova@mail.ru.

ABaksiH [eopriii [arukoBu4 — K.M.H., [OLEHT KadyeApbl HEBPONOrMU, HEVPOXUPYPIUN U MEAULUHCKOV reHeTuku ®rboy
BO «PHUMY um. H.W. MNMuporosa» Muusgpasa Poccuu. ORCID ID: https://orcid.org/0000-0002-0978-1398.

byrpnii Coghbsi BnagumupoBHa — acnvpaHT Kadenpbl JeTCKON ncuxuatpum n ncuxotepanumn, b0y AMO «Poccuii-
CKas MeanLMHCKAs akageMns HenpepbIBHOro npod)eccmoHanbHoro obpasosaHusi» MuHsapasa Poccun.

About the authors:

Olga A. Komissarova — Clinical Psychologist, GBU Moscow “Moscow City Rehabilitation Center”.

Olga A. Milovanova — MD, Dr Sci Med, Professor at the Department of Pediatric Neurology, Russian Medical Academy
of Postgraduate Education. E-mail: milovanova_olga@yahoo.com.

Georgii G. Avakyan —MD, PhD, Department of Neurology, Neurosurgery and Medical Genetics, Pirogov Russian National
Research Medical University. ORCID ID: https://orcid.org/0000-0002-0978-1398.

Sofia V. Bugryi — Graduate Student, Department of Pediatric Psychiatry and Psychotherapy, Russian Medical Academy
of Postgraduate Education.

HAaHHaa MHTepHeT-Bepcua cTaTtbM 6binia ckauaHa ¢ cauta http://www.epilepsia.su. He npegHa3sHa4eHoO AnNsA UCNONb30BaHUA B KOMMeEpPUYeCKUX LenfaX.

NHdopmaumio o penpuHTaxX MOXKHO NMONy4YuTb B pepgakuum. Ten.: +7 (495) 649-54-95; an. nourta: info@irbis-1.ru.


https://doi.org/10.17749/2077-8333.2018.10.4.008-016
mailto:olga_a_milovanova@mail.ru
https://orcid.org/0000-0002-0978-1398
mailto:milovanova_olga@yahoo.com
https://orcid.org/0000-0002-0978-1398
http://www.epilepsia.su
http://www.epilepsia.su
http://www.epilepsia.su
http://www.epilepsia.su
mailto:info@irbis-1.ru
mailto:info@irbis-1.ru
mailto:info@irbis-1.ru
mailto:info@irbis-1.ru



