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O6cnedosaro 11 6oavhbix dceHcko2o noaa 6 eozpacme om 3 0o 23 nem ¢ cunopomom Pemma ¢ munuurnoii mymayueii ¢ eene MECP2, na-
ontodasumuxcs ¢ 2006 no 2015 e. [Ipooduiu oueHKy He8poa0UYECK020 U NCUXUUECK020 CImamyca (CUCmeMamu4ecku), npoooajiceHHbIIl
8U0e021eKMPpoIHYeharoepapuueckuiil MOHUMopUHe (N0 NOKA3AHUAM), MACHUMHO-DE30HAHCHYIO MOMO2PADUI0, MOACKYAAPHO-UUMO2eHe~
muueckoe uccaedosanue. Inusencus ouaznocmuposana y 6 (54,5 %) nayuenmox: 6 5 cayuasx — cumnmomamuyeckas Qoxkaivuas, 6 1 —
cumnmomamuueckas 2enepanuzosarnnas. Cpednuii eozpacm debroma snusencuu — 3 eoda 9 mec. leneparuzosanHvie nusenmuyecKue
npucmynwt ommeuenvt 6 60 % cayuaes, gokanshovie — ¢ 40 %. Hzmenenus na snekmposnyeparoepamme gvisieaeHst y 9 60abHbIX, Yy 5 omme-
ueHo 3amedneHue OCHOBHOL AKMUBHOCMIU, V 2 — PeSUOHANbHAS INUACNMUGOPMHAS akmueHocmy, V 1 — ouggysnasn snusenmughopmuasn
AKMUBHOCMY, COOMEEMCMEYIouas 000POKa4ecmeeHHbIM INUACNMUPOPMHBIM nammepHam demcemed. Y 5 nayueHmox pecucmpupoeanu
MYAbIMUPELUOHANLHYIO INUACNMUPOPMHYIO AKIMUBHOCTb.

Karoueevie caosa: nacredcmeennoie 3a601e6anus y demeii, cunopom Pemma, een MECP2, snuaencus, snuisenmu4eckuil npucmyn, euoeo-
2n1eKmposHyeparoepapuueckuil MOHUMOpUHe, OUAeHO3, AeYeHue, NPOSHO3
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EPILEPSY IN 11 PATIENTS WITH TYPICAL RETT SYNDROME CAUSED BY MECP2 MUTATION:
CLINICAL AND ELECTROENCEPHALOGRAPHIC CHARACTERISTICS, COURSE, THERAPY
(RESULTS OF THE AUTHORS’ OBSERVATIONS)
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Examinations were made in 11 female patients aged 3 to 23 years with Rett syndrome and typical mutation in the MECP2 gene, who had been
Jollowed up from 2006 to 2015. The investigators evaluated neurological and psychic status (systematically) and performed continuous video
electroencephalographic (EEG) monitoring (if clinically indicated), magnetic resonance imaging, and molecular cytogenetic examination. Epi-
lepsy was diagnosed in 6 (54.5 %) patients: symptomatic focal epilepsy in 5 cases and symptomatic generalized epilepsy in 1. The mean age at
epilepsy onset was 3 years and 9 months. Generalized epileptic seizures were noted in 60 % of cases and focal ones in 40 %. EEG changes were
revealed in 9 patients, 5 with slowing of background activity, 2 with regional epileptiform activity, and 1 with diffuse epileptiform activity that
corresponded to that of the benign epileptiform patterns of childhood. Five patients were recorded to have multiregional epileptiform activity.

Key words: hereditary diseases in children, Rett syndrome, MECP2 gene, epilepsy, epileptic seizure, video electroencephalographic moni-
toring, diagnosis, treatment, prognosis

BeeneHue

Cunapom Perra (CP) — nporpeccupyoliee Hacjie-
CTBEHHOE 3a00JieBaHNE, KOTOPOE BO3HUKAET TJIABHBIM
00pa3oM y ieBoueK, NeOI0TUPYET B pAHHEM BO3pPAcTe U Xa-
PaKTEepU3YETCST PETPecCOM ITICUXOMOTOPHOTO Pa3BUTHSI,
AYTUCTUYECKUM ITOBEACHUEM, YTPATOM ITPOU3BOIBHBIX
IBWDKCHHUI PYK, CITeIU(PUISCKIMI MaHyaJIbHEIMHA aBTO-

Matu3MaMu 1 HepenakuM (y 75—80 % maiimeHToB) pa3Bu-
THEeM anuiaencun. MexayHapoaHol Kiaccudukaluei
6one3Heit 10-ro nepecmotpa (1994) CP npucBoeHa co0-
cTBeHHas pyopuka — F84.2 [4, 5].

3abosieBaHNe BIIEPBbIE OMUCAT ABCTPUIICKUIA TTeauaTp
Annpeac Petr B 1966 . B 1983 1. miBenckuii Bpau beHrrt
Xar0epr Ha OCHOBaHUM HabJoeHus 35 ciyyaeB 3a0osie-
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BaHMS cDOPMYTMPOBAJI OCHOBHBIE TUATHOCTUIECKUE KPY -
tepun. B 1999 1. B cembe ¢ TpeMms netbmu ¢ CP BriepBbie
BBIJICJIEH T€H, OTBETCTBEHHBII 3a pa3BUTHUE 3a00JieBa-
Hus, — MECP2 [4]. MyTauuu JaHHOTO reHa OOHapYXU-
Batorcst y 70—85 % 6oabHbIX ¢ CP. B Hauaste 2000 1. BbISB-
neHa mytauust CDKLS5, npuBoasimas K pa3Butuio 5 %
cJlydaeB JAaHHOTO 3a00JIeBaHUS (C aTUMTUYHBIM TEUEHUEM).
O0a reHa HaxoasTcs Ha X-xpomocome. Hekoropsle ciy-
yau CP cBsi3anbl ¢ myTauueit reHa FOXG 1, pacTrionioxXeH-
Horo B Jjokyce 14q12 xpomocomsl 14. [TpruunHbBI OCTaIb-
HbIX 15 % ciay4yaeB 10 HACTOSIIIETO BPEMEHU OCTAIOTCS
He 10 KOHIIa u3y4yeHHbIMU [14, 15].

Yacrorta Bctpeuaemoctu CP onieHuBaeTcs kak 1 ciry-
yait Ha 10—15 TeIc. xkeHcKoro HaceneHus [13]. OaHako
Cpelr YMCTBEHHO OTCTAJIBIX MTAIIMEHTOB XEHCKOTO TToJIa
CP Bctpevaercd B 10 % ciyyaeB, a Ipu IIPOrpecCUpyo-
eM CJTabOyMUM C PAaHHUM JIEOI0TOM Yy IEBOYEK €0 4acTo-
ta gocturaer 30 % [2, 15]. Takum obpazom, CP mo pac-
MPOCTPAHEHHOCTH 3aHUMAET 2-€ MeCTO (ITOCJIe CHHIPOMa
HayHa) cpenu ciaydaeB HacJaeICTBEHHOTO C1aboyMus y Jie-
BOYECK.

3abosieBaHUE JEOIOTUPYET B BO3PACTHOM MHTEPBAJIE
oT 6 10 20 MeC M B TUMTMYHBIX CIydasix XapaKTepU3yeTcst
CTaAUITHBIM Te4eHueM [6]:

* I crammst — «ayTMCTUUYECKOTO perpecca», OTMedaeT-
cs1 B Bo3pacte ot 6 10 18 Mec: ocTaHOBKA MICUXOMOTOPHO-
TO Pa3BUTHSI, 3aMEJIEHUE POCTa TOJIOBHI;

* Il cragus — «GpIcTporo perpeccar, ot 1,5 no 3 net:
perpecc pa3BUTHSI C ITOTEPEii 1ieJIeHaITpaBIeHHOTO MaHy-
aJbHOTO TIpaKcKca, KOTOPBIA 3aMelaeTcsl TaTOTHOMO-
HUYHBIMM CTEPEOTUTTUSIMU, HATTOMUHAIOIIMMHU «MBIThe
PYK», «TIOTUpaHue pyKa 00 pyKy», IepUOINIECKOe JT0Tpa-
TMBaHUWE PYKOIi 10 pTa U 00JM3bIBAHNE;

* Il cragust — «mceBaocTaliMOHapHas», OT 3 10 8 JIeT,
XapaKTepu3yeTcsl CTabMIn3aInueil: COCTOSTHUE TOCTUTAET
TSDKEJION YMCTBEHHOM OTCTaJIOCTH C ayTU3MOM 1 Ha BpeMs
repecTaeT mporpeccupoBath. Ha 3Toii cTanum BO3BMOXKHO
MMPUOOpPETEHNE HABBIKOB COLIMATEHOTO OOIICHNSI, pa3BU-
THE peuu (KaK UMITPECCUBHOM, TaK 1 OETHON SKCIIPECCUB-
HOI), yBeIMUEHUE ABUTATEIbHOM aKTUBHOCTU. Ha 3701 e
CTalM OOBIYHO Pa3BUBAETCS STUJICTICHS;

* IV cranus — «ITO3MHUX IBUTATEIbHBIX HAPYIIEHUI»
HabJIIoIaeTCs Tocye 8-JIeTHETO BO3pacTa, TPOSIBIISISICh Ha-
pacTaHueM JBUTATEJbHBIX PacCTpoiicTB. boibHbIe yTpa-
YUBAIOT CIIOCOOHOCTH CAMOCTOSITETLHO TIEPEeIBUTATHCS.
PaszBuBaeTcs TeTparapes, MocTerneHHO HapacTaloT CKeleT-
Hble fedhopmaruy. HaunmHaloT ycuimBaThCs SKCTparmpa-
MUIHBIE PACCTPOMCTBA — TPEMOP, TUTIEPKUHE3BI, PUTHI-
HOCTb.

Jnunencus y nayueHmox ¢ cusapoMom Pemma

Cumnromarrdeckasi SIUICTICHSI HEPEIKO BCTpeyaeTcst
npu CP. Dnunencus pa3BuBaetcs, 1o naHHsM B.B. Tpa-
yesa (2001) [3], J. Aicardi (1998) [7], y 70—75 % nauueH-
TOB; 110 JaHHbIM B. Cardoza u coasr. (2011) [8] — B 67 %

1

ciydaeB. Bo3pact nebrota anuerncuu CoCTaBsIeT B Cpei-
HeM 4 rona u Bapbupyet oT 4 mec a0 28 net. Haubosnee xa-
pakTepHbI peK1e BTOPUIHO-TeHEePaTM30BaHHbBIE TOHUKO-
KJIOHUYecKue mpuctyrbl — 70 % 1o maHHbIM J. Aicardi
(1998) [7]. ®okanbHBIE TPUCTYIBI OTMeYaroTcst B 60 %
ciydyaeB, o gaHHbIM B.B. Ipauea (2001) [3]. B uccneno-
BaHuu B. Cardoza u coaBr. (2011) [8] cumntomaTnyeckast
doxanbHas snuencus guarHoctuponata y 60 % 60J1b-
HBIX, CHMIITOMaTH4ecKast TeHepain3oBaHHas — y 40 %.
IIpu 3TOM TeHepaan30BaHHBIE TOHUKO-KJIIOHWYECKUE
MPUCTYIBI OTMEYATHCh B 62 % ciiydyaeB, (pOKaIbHBIC MO-
TOopHBbIe — B 15 %. BonbIIMHCTBO (hOKaTbHBIX MPUCTYTIOB
TPOMCXOJST U3 LIEHTPAJIbHBIX MJIU 3aThIJIOYHBIX 00JIaCTei.
XapakTepHbl (POKaJIbHbIE MOTOPHBIE TEMUKJIOHUIECKHE
TIPUCTYTIBI, IEBUAIIUS TOJIOBBI M TJ1a3, TIPUCTYITHI C BereTa-
TUBHBIM KOMITOHEHTOM B Bue arHo3 [11]. Takke mist CP
TUTTMYHBI pehJICKTOPHBIE TTPUCTYIIBI, TIPOBOIUPYIOIIINECS
€/I0ii, CTPECCOM, TUTIEPBEHTWIISIIINEN ; HEPEIKO OTMeJaeT-
ca ayrouHaykuus [18]. Yactora pa3BuTHs NuUIeNTHYE-
ckoro craryca gocturaet 40 % [11, 18]. [lo maHHBIM
K.}O. MyxuHa u coast. (2011), xapakTepHO coueTaHue
Pa3HBIX TUTIOB MPUCTYITOB. OTMEYar0TCsI TeHepaJIn30BaH-
Hble TOHUKO-KIoHudeckue (70 %), hokanabHbIE MOTOP-
Hole (60 %), TOHMYECKNE, MUOKJIOHUYECKHE PUCTYIIbI,
aTUTIMYHBIE AOCAHCHI, aTOHMYECKUE TTPUCTYIIBI, STTHJIETI -
TUJYeCcKuit cratyc [4].

3nexmpo3nuedanorpauyeckue usMeHeHus

YV 6onbiHCTBa MateHToB ¢ CP uMeroTcst xapakrep-
HbIe UIBMEHEeHUsI Ha aJieKTpoaHLedanorpamme (B3I, Dnu-
JentruopMHask aKTUBHOCTb OOBIYHO MOSIBJISIETCS B BO3pa-
cre okoJio 2 et [10]. XapakTepHo 3aMejieHre OCHOBHOM
AKTUBHOCTH, OTPaKalolIee CHIDKEHVE KOTHUTUBHBIX (DYHK-
uuii. Habmomaercs otpuniaTebHas TMHaAMUKa B BUIE YT-
paThl GU3NOJIOTUYECKUX PUTMOB U TTOSIBJICHUS TTATOJIOTH -
YeCKUX MaTTepHOB. [laHHBIE U3MEHEHUS BKIIIOYAIOT
PETUOHAIBHYIO, MYJIBTUPETMOHATBHYIO U ANGb(Y3HYIO M-
JIeNTA(GOPMHYIO AKTUBHOCTD, a TAKXKE PUTMUYECKYIO Mel-
JIEHHOBOJIHOBYIO (T€Ta-) aKTUBHOCTD (4acTtoToii 4—6 Iir)
B LIEHTPAJIbHBIX OT/IeJ1aX, TJIaBHBIM 00pa30M B JIOOHO-1IEH-
TpaibHbIX [16]. i3MeHeHus Ha DD He 3aBUCST OT THUIIA
mytaiuu MECP2. B OTAebHBIX CTy4dasix pa3BUBACTCS TUTIC-
aputMus [17]. DmwrentudopMHas aKTUBHOCTh MOXKET IO~
SIBJISITHCS 3a[I0JITO IO PA3BUTUS SITUAICTITUYIECKUX MPUCTYIIOB
[16]. PerronanbHast snuaentrudhopMHast aKTHBHOCTb 4acTO
PETUCTPUPYETCS B LIEHTPAJIbHBIX OT/IE/IaX B BUJE KOMILUIEK-
COB OCTpasi—MeJIeHHas BOJIHA, MUK—BOJIHA U 110 MOpGho-
JIOTUM KOMITLJIEKCOB HEPEKO COOTBETCTBYET 1OOPOKAYECT-
BEHHBIM 2N TU(GOPMHBIM NTaTTepHam AetcTa (JADT1/)
¢ HapacTaHWeM TpecTaBIeHHOCTH Bo cHe [11, 16]. Han6o-
Jiee 4acTo OTMevaeTcst couetaHue MMt dy3HOM U pernoHaIb-
HOIi aKTUBHOCTH, MPEUMYIIIECTBEHHO B LIECHTPAJIbHBIX OTBE-
nenusix [3, 10]. duddy3Hast akTMBHOCTb UMEET TEHACHIIUIO
K HapacTaHu1o B (pa3y MeyieHHoro cHa. Hepenko peructpu-
pyeTcs deKTPUIECKUIN SMWISNTUYECKUIA CTaTyC MeIJIeH-
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HOTO CHa, 0COOEHHO TIPU paHHEM JiebroTe snuiencuu [17].
J. Aicardi (1998) orMeuaeT yacTyro aMILTUTYIHYIO aKIIEHTY-
ario 1 y3HOIT aKTUBHOCTU B 3aTHUIOYHBIX OTBEIEHUSIX
M TIOSIBJIEHVE TaM K€ perMOHaIbHBIX OCTPBIX BOJIH [7]. DOTI'-
W3MEHEHUS OTpaXaloT CTanuitHOCTh TeueHuns: CP: mmocre-
TIEHHOE YMEHBIIIEHNE MHIEKCa SITIeNTU(OPMHOM aKTHUB-
HOCTM W HapacTaHWe TeTa-JebTa-3aMeUIeHUsI TI0 Mepe
nporpeccupoBaHusd 3abosieBanus B IV craguu [3, 9].
D.G. Glaze u coabrt. (1998) npoanannsnpoBaiv TaHHbIE
BUIe0-OD [ -MoHUTOpUHTa y 82 nanmeHTok ¢ CP B Bo3pacte
2—30 net. U3meHenust Ha DO 6butn BoIsiBieHBI B 100 %
citydaeB. MakcuMyM anienTrudopMHON aKTUBHOCTH 3a-
perucTpupoBaH B (asy MemieHHoro cHa (97 %). Ilapokcus-
MaJTbHBIC ITM30IbI HAOMIomamnch B 18 % cirydaeB, mpuaeM
B 6,8 % — snuiienTUYecKye MPUCTYIBI, ocTaibHbie 11,2 %
paclieHeHbI KaK HeAMUISTITUUECKIE TTAapOKCU3MBL. Y 36 %
MaluKMeHTOB B X0€ BUIe0-DDI'-MOHUTOPHHTA ObLIN BIlep-
BbI€ BBISIBJICHBI SMWICTITUIECKUE TIPUCTYITBI. ABTOPHI pe-
3I0MUPYIOT, YTO HE BCE MapOKCU3MaJIbHBIC COCTOSTHUS
ripy CP SIBIISIIOTCS SMMIENTUYECKUMU TIPUCTYTIaMU, 8 BU-
ne0-DBI'-MOHUTOPUHT C BKIIOUEHUEM CHa obsi3aTesieH
ripu CP, mocKobKy mo3BosisieT mudbepeHIIMPpoBaTh MEXITY
€000 COCTOSTHUS SMUJIENITUYECKON U HEIMUICITUYECKON
npuponsl [12].

Pe3ynbmambl coOcmBEHHOro uccnefoBaHus

B uccnenoBanue ObLIM BKIOUEHBI 11 OOJIBHBIX KEeH-
CKOTO ToJ1a B Bo3pacTe oT 3 10 23 JIeT ¢ FTeHeTUYECKU Be-
pudurpoBaHHbiM CP (Mytaums MECP2),y | mauueHTKr
BBISIBJIEH MO3aMLIU3M M OTHOCUTEJILHO Jierkoe TeueHne CP.
JnurenbHocTh HaOmoaeHusT — ¢ 2006 o 2015 1.

Ienbio uccneaoBaHus SIBUJIOCH U3yUYeHNE€ aHAMHECTH -
YECKUX, KIMHUYECKUX, DD 1 HellpoBU3yaTM3alIMOHHBIX
ocobeHHocTeil y mauueHToK ¢ CP, BbI3BaHHBIM MyTalueit
MECP2. [laHHbIe CyMMUPOBaHBI B Ta0. 1.

Kaunuxo-anamnecmuneckue oannvte. Y 6 13 11 60IbHBIX
paHHMIT aHaMHe3 He ObUT OTsTolIeH. B ocTanbHBIX cydasx
oTMeyvajiach NepruHaTajibHas 3HLedasonatus, npuiemM
2 AeBOYKM ObLIM HEJOHOIIEHHBIMU, | poauIach B CPoOK
¢ acpukcueit 1 2 poauanch B CPOK C MpU3HAKaMU Liepe-
opanbHoii uiemuu. /1o nedtora CP 3 nmanmeHTKu (2 Hemo-
HOILIEHHbIE U | TOHOIIeHHAas) pa3BUBAIUCH C 3aJEPKKOIA,
OTMeYaJIuCh TUIEPTOHYC, TUneppedIeKCHsl; B CBI3U C 3a-
Nep>KKoil pa3BuTUs noctapieH auarHo3 JLIT. Y onHoit
n3 Hux CP u B ganbHeieM coyetalicsl ¢ KIIMHUYECKOM
kaptunoit JILIT (B hopme criactuueckoit aurierun). Eie
2 6osbHBIM nuarHo3 JILITT 6buT mepBOHAYaIbHO YCTAHOB-
JIeH, HO MOocJIe TTPOBeACHUSI TEHETUUECKOTO NCCIeA0BaHUST
¢ BoisiBjieHUeM CP auarHo3 Obu1 udmeHeH. OnqHa 6osibHast

Tadmuua 1. Avamnecmuueckue, KauHuvecKue, Heipopaduosouteckue OanHvle y HabA0aemblx NAYUeHMOK

IlepuHaTanbHbBII aHAMHE3 HE OTATOIIEH — 6.

AHamHe3 Tunokcusi-acpukcust — 5.

HenoHoieHHOCTb — 2

HopwmanbHoe — 7.

PazButue no nedrora CP

Hetckuii nepedpanbHbiii mapaany (ALIT) — 4.
3anepxkKa SMOLIMOHAIBHbIX PEAKLWi 1 MpeapedyeBoro pa3Butust — 1.

HopmanbHble mo3HaBaTeIbHAs aKTUBHOCTD, SMOIIMOHATbHbBIE PEAKIINK, peueBoe pa3Butue — 10

Bospacr neb6iora, mec

CpeaHuii Bo3pact 1edroTa, Mec 16

6; 8;8;2; 12; 22; 18; 19; 24; 36;
6€e3 IBHOTO MepUOa perpecca — | malueHTKa

AyTUCTHYECKHUE Y4epThI (TI0Tepst KOHTaKTa, MHTepeca K OKPYKaloIeMy, CTePEOTUITIH) — 6.

J1e61oTHBIE MPOSIBIECHUS

Perpecc MOTOpHOTO pa3BUTUS — 2.

B paBHOIi cTenieHU ayTU3M + perpecc MOTOPHOTO Pa3BUTHS — 3

TTupamMuIHO-3KCTpanupaMUIHbIe pacCTPOICTBA (TeTpamnapes + runepKuHesbl) — 5.

JLIT — 1.

Bemyimii KIMHUYECKUIA CUMITTOMO-

ATaKTUKO-TUIIOTOHUYECKUIA CUHAPOM — 5.

CrocoGHOCTb TOBOPUTH (OTHETbHBIE CII0BA, (Ppa3bl, OMHOCIOKHO OTBEYATh Ha BOIIPOCHI) — 6.

KOMILIEKC

Brutericus — 6.

Aytuszm — 11

CrocoOHOCTh CAMOCTOSITEITBHO XOMUTh — 4.
Hcxon (Ha 2015 1) CrocoOHOCTD BHITIOHITh MHCTPYKIIUU — 7.

JleTanbHbiit ucxom — 1 (B Bo3pacte 14 jieT): AbIXaTeabHbIe HApYIICHUSs, IIUTeIbHast NUCKYCCTBEHHAs
BEHTWISIIIVS JIETKUX, TIOJTMOPTaHHbIE HAPYIIECHUST

KopkoBo-mnonkopkoBasi arpodust — 5.

JlaHHBIE MArHUTHO-PE30HAHCHOM
Tomorpaduu (MPT) TIBJT — 2.

Hopwma — 2

KopkoBo-nonkopkoBas arpodus + nepuBeHTpUKyIsipHas Jeiikomansius ([TBJT) — 2.
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110 3 JIeT pa3BUBaIaCh OTHOCUTEIbHO HOPMAJIBHO, UCKITIO-
Yyasi TUTIEpaKTUBHOCTh M CBOeOOpasue MMOBEICHUS B JICT-
CKOM KoJuteKTuBe [1], mocne 3 JeT moBeAeHYECKHe U3Me-
HEHMS CTallM HapacTaTh C pa3BUTHEM KIMHUYECKON
KapTUHBI IU30(ppeHnr. DTOT IUarHo3 ObLT MEPECMOTPEH
TOJILKO B 22 TOAa, KOIJA B CBSI3U C TIPOTPECCUPOBAHUEM
JPOKaTeIbHOrO Mapajirya ObLUTO MPOBEIEHO FEHETUYECKOE
obOcienoBaHue U BblsiBIeHa TunnyHas myTtauust CP. OnHa
MalMeHTKa He MMeJa YeTKOro Iepuoja perpecca, y Hee Ha-
OJTIo1aTM KApTUHY YMCTBEHHOM OTCTaIOCTH, PE3KO YCUITHB-
1rytocst nocie aedtora snuiencuu B 11 net. Takum obpa-
30M, TOJBKO Yy 6 OOJIbHBIX B HalleM KCCAeJOBAHUU
muarHocTrika CP He BhI3bIBaIa TPYIHOCTEH, TaK KaK KJIU-
HUYecKasl KapTUHA Oblla TUITMYHOW: HOpMaJIbHOE pPa3BH-
THE — ayTUCTUIECKUI PErpecc ¢ XapaKTePHBIMI CTEPEOTH -
NUSIMUA — 4YeTKasl CTafuiHOCTh TeueHUsI. OcTanabHBIC
5 OOJBHBIX MMEJIN COIMYTCTBYIOIINIA HEBPOJIOTUUECKUIA
VT KOTHUTUBHBIN Te(ULINT, ¥ 10 TIEPHOIa ayTUCTIIECKO-
To perpecca TeueHue 00JIe3HU Y HUX He ObLIO Kilaccuye-
CKUM, HeCMOTps Ha TUTTIHY0 MyTatmio CP y Bcex marm-
SHTOK. EMMHCTBeHHAs B HaIlleM MCCIICIOBAaHUN OOJIbHAS
¢ Mo3anyHoi opmoit mytaruu MECP2 umena TUITMYHOE
teueHre CP ¢ BeIpaxkeHHBIM ayTU3MOM, CKYIHBIM CJIOBap-
HBIM 3aITaCOM, MHOXXECTBEHHBIMU CTEPEOTUITHSIMU, CIIOXK-
HOCTBIO TTEPEKITIOUCHMST, YCUITUBAIOIINMUCS TTPU TPEBOXK-
HOCTH, OJHAaKO B OoJiee Jerkoil dopme — rmocie
IUTUTEJIBHOTO TIepHUoAa afalTalliy ¢ Heil MOXKHO yCTaHO-
BUTh KOHTAKT, BHITIOJTHSIECT HEKOTOPhIEe MHCTPYKIINAH, C TT0-
MOIIBIO B3POCIOrO MOXKET paccka3aTb KOPOTKOE CTUXOTBO-
peHMEe HAaU3YCTh, pa3BUTHI HABBIKM CAMOOOCTYKUBAHMUSI.
VY 6 1eBoYEK OCHOBHBIM MPOSIBJIEHMEM 3a00JIeBaHUS B JIe-
0oTe ObLI ayTUCTUUYECKUMI perpecc: yrpata MHTepeca
K OKPYKaIoIIeMy M TJITa3HOTO KOHTAKTa, pa3BUTHE XapaK-
TepHBIX CTEPEOTUIINIA, perpecc peueBoOro pa3BUTHS. Y 2
JIEBOYEK CHavasia POU30LIes Perpecc MOTOPHOTO Pa3BUTHS
B BUIIE acTazun-ada3uu. [lcuxudeckoe 1 peueBoe pa3BUTHE
TIPHA 3TOM COOTBETCTBOBAJIO HOPME, BIUIOTH IO TTOSIBJICHUS
TIpeMTOXXEHUI B peur 1 (hOPMUPOBAHNS HABBIKOB MEJIKOM
MOTOPUKU. Y JTIIIB CITYCTS HECKOIBKO MECSIIEB Pa3BUBaI-
cs ayTU3M B BHJIE pacliafia peur M 3aMeIleHUs HaBEIKOB
camoo0cykruBaHUs1 ctepeotunusiMu. CoctostHue 1 60J1b-
HOM TTPOTPEeCCUBHO YXYIIIAJIOCh, YYaCTUIIACH IbIXaTeIbHbIE
HapyIIeHNsI, B pe3yJIbTaTe KOTOPHIX JIeBOYKA HEOTHOKPAT-
HO HaXoIuJIach B OTOCICHUY peaHNMAaIII Ha aIlliapaTHOM
IBIXaHWW; pa3BUIMCh TTOJTMOPraHHAsT HeJOCTaTOIHOCTb,
KOMa, HACTYITWJI JICTAJTBHBINA MCXOI.

Jannote cenemuru. B 9 u3 11 cnyyaes CP quarHoctu-
POBaH MOJICKYJISIPHO-IIUTOTCHETUIECKIM METOIOM. JIByM
OGOJIBHBIM OBLT ITPOBEACH XPOMOCOMHBIM MUKPOMATPHY-
HbIil aHanu3. [IpumeuaTtenabHo, 4yTo y 1 pebeHKa ¢ mnpe-
00JTamaHeM JBUTATEIbHBIX HAPYIICHUIA XPOMOCOMHBII
MUKPOMATPUYHBIN aHaJIN3 BEISIBUI TAKXKE COITYTCTBYIO-
1ee 3a00JieBaHUEe — HACJIENCTBEHHYIO HEHPOCEHCOPHYIO
nosiHeBpornartuto 1-ro tumna (Illapko—Mapu—Tyta), yHa-
CJeOBaHHYIO OT oTHA (ayrunkauus 17pl1.2—12).

1

Taomiua 2. Popmvl snusencuu u munvt RPUCMYN0G @ epynne 00¢Ae008aH-
HbIX RAUUEHMOK

CumnroMaTnieckasi TeHepaTn30BaH-
Hast — 1.
Cumnromarudeckast hokaibHass — 5

CDopMa SIUJICTICUN

Penxue BI'CIT — 5.
DoKaTbHbIE MOTOPHBIE — 4.
ATunuyHbie abcaHchl — 1.
MuokiioHnveckue — 2.
BepcusHbie — 2.
MuaTtoHnvyeckue — 1.
Tonuueckue —1

DNUIenTUIECKIe TIPUCTYIIbI

Anuaencus. Bo3pact nedroTa MprCTYIIoB BapbrupoBal
ot 1 roga no 7 neT, B cpenHeM coctaBiisis 3,9 rona. Y Ha-
VX TTAIMEHTOK BBISIBJICHBI CJICAYIOIINE TUTTBI TTPUCTYIIOB:
(oxkanbHble MOTOPHBIE — 26,6 %, BTOpUYHO-TEHEPAIN30-
BaHHbIC TOHUKO-KIIOHUYecKue — 26,6 %, aTUMTMUHbBIC
abcaHChl ¢ MUOKJIOHYCOM BeK — 6,6 %, TOHUYECKUE —
6,6 %, muaronndeckue — 6,6 %, MUOKIIOHUYECKUE —
6,6 %, BepcuBHble — 13,3 %, SNIMIENITUYECKUI CTATYC —
6,6 %. IeHepanu3oBaHHbIE IPUCTYIILI BCTpeYauch B 60 %
ciydaeB, pokanbHBIe — B 40 % (TabiI. 2).

Hzmenenus na III. B 6onpiinHCTBE cirydaeB (y 9 ma-
LIMEHTOK) ObUIM BBISIBJIEHBI U3MEeHeHUs Ha DT, U TOJIbKO
y 2 6071bHBIX DDI'-KapTHA COOTBETCTBOBAJIa BO3PACTHOM
HopMe (TabJ1. 3). Y 5 mauueHToK Habo1aiu 3aMeIeH1e
OCHOBHO aKTUBHOCTH. Y 4 IeBOYEK BBISIBIIIA STTU30/IbI
MePUOIUYECKOTO PETMOHABHOIO 3aMeIJIeHUsT, Jallle
B JIOOHO-TIEHTPAJIbHBIX OT/IENAaX, ay 1 U3 HUX — TIePUOIH -
YECKYyI0 PUTMHUYECKYIO JOOHYIO M 3aTHUIOYHYIO JeTbTa-
aKTUBHOCTB. B 2 cirydasix perncTpupoBaiv perioHaIbHYIO
SMUIENTU(MOPMHYIO aKTUBHOCTh, B | M3 KOTOPHIX OHA
couetajach ¢ Auchy3HON ANMUACTTTUPOPMHOI aKTUBHO-
cThio. B mtociienHeM cirydae amienTuhopMHBIC U3MEHE-
Hus1 cootBeTcTBOBaIM JADIII. ¥V 5 mauueHTOK perucr-
pPUpPOBAINU MYJBTUPETUOHATBHYIO SMUIECNTU(GOPMHYIO
aKTUBHOCTb, KOTOpas B 2 cilydasix coueranach ¢ audadys-
HoW snujienTudOpMHOIT akTUBHOCThIO. Ha ¢hoHe aHTU-
SIMWICTITUIECKON TepaIiu y 3 MalMeHTOK OTMEYaIH TI0JI0-
XXKUTEIbHYI0O TUHAMUKY Ha OOI, mpu 3ToM y | U3 Hux
(oHOBast aKTUBHOCTH COOTBETCTBOBAJIa BO3PACTHOI HOPME.

Heiposuzyaauzauus. MPT He BbISIBUIIA CTPYKTYPHBIX
u3MeHeHuil y 1 6onbHOI (¢ Mo3auuHoi (opmoit MECP2),
u B | cimyqae MPT He npoBoAWIY U PY KOMITBIOTEPHOM TO-
Morpachyy U3MEHEHU He BBISIBJICHO. Y 7 MallUeHTOK OTMe-
YaJIi KOPKOBO-TTOAKOPKOBYIO aTpoduio, U3 HUX 'y 3 — B CO-
yeranuu ¢ [1BJI, xotopas B 100 % ciiyyaeB KoppeaupyeT
C TUTIOKCMYIECKU-UIIIEMUYECKUM TTOPaKeHHEM B TIeprHATAITb-
HOM TIepUO/IC 1 BISIBIEHA Y IEBOYEK C 3a/IePXKKOI Pa3BUTHS,
HabmoaaBLIeCs B JOKIMHUYECKUI Tiepuo, (cM. Tad. 1).

Tepanus. TTpy Ha3HAYEHUY AaHTURITWIEITUUECKON Tepariu
yiTydItieHre Habmomamm Bo Beex cirydasix. [Tpu aTom ycroitum-
Basi KITIMHUKO-DD[ -pemuccust Obuta JOCTUTHYTA Y 2 OOJTbHBIX.
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Taomaua 3. Hzmenenus na DIy nabaodaemvix nayuenmor

PeruonanbHas 1
JnbdysHas 3
MynbTupernoHanabHas 3
B Bune ADI10 1
IIpoGeru GbICTPOBOTHOBOM AKTUBHOCTH 1
PeruonansHoe 3amenieHue 3
FIRDA, OIRDA 3

Ilpumenanue. FIRDA — n061as nepemedcaroujasics pummudeckas
deavma-akmusnocme (frontal intermittent rhythmic delta activity);
OIRDA — nepemedncaroujasics pummuseckas 0eabma-aKmueHoCny
6 3ambL104Hol 00aacmu (occipital intermittent rhythmic delta activity).

Euie y 4 otMeua yMeHbILIEHUE YacTOThI IPUCTYIIOB OoJiee
yeM Ha 50 %;y 1 MalMeHTKY 9acToTa IPHUCTYIIOB YMEHBIIIIACH
MeHee yeM Ha 50 %. B 1 ciiyyae aHTUSIMIENITUYECKYIO Tepa-
M0 He Ha3HAvYaJIM 110 TIPOCK0e POIUTENICi, TIOCKOJIBKY Y Jie-
BOYKM oTMevatoTcsl penkue (1—2 pasa B ron) oKajibHbIe MO-
TOPHBIE TIPUCTYIIBI ¥ BBIPAsKEHHBIE HAPYITIEHWS TJIOTAHUSI.

Cpeau aHTURITWIETITUIECKUX TTPETNapaToB MPUMEHSI-
JIW: TIpenapaThl BaJIbIIPOEBOI KUCIOTHI (2 ciiydast) — Tepa-
MeBTHICCKUN d3DPEeKT B BUIOE YpeKEHUS MPUCTYIIOB
Ha 50 % u Gonee; NeBeTHparieTam (4 cirydast) — CHUKEHME
YyacTOThI TpUCTyNoB Ha 50 % u GoJee; Tonmupamar (3 ciy-
yasl) — MeIMKaMEeHTO3Hasl peMUCcCHs Obl1a JOCTUTHYTA
y 2 ALMEHTOK U CHIKEHME YACTOThI IIPUCTYITOB Ha 50 % —
y 1 6osbHOI. B 1 ciiyyae mauueHTKe ¢ pe3UCTEHTHOM 311 -
JIeTIchell Ha3HavyaIm KOMOMHAIIWIO JIeBeTupaleTama, To-
nmpamMara, 30HerpaHa, KjoHasernama ¢ 3(h(heKToM B BUIE
KyIIMPOBAHMST HOUHBIX TIPUCTYIIOB M CHIZKCHUS YaCTOTHI
JTHEBHBIX TIPUCTYIIOB MeHee yeM Ha 50 %.

1. bo6sutoBa M.1O., babenko O.B,
Pynenckas I.E. Arunuunblii cuHapom Perra,

BIIEPBbIC JMATHOCTUPOBAHHBI Y B3POCIIOi 104—5. (In Russ.)].

im. S.S. Korsakova = S.S. Korsakov Journal
of Neurology and Psychiatry 1997;97(12):

1

Croiikas MeIMKaMeHTO3Hasi PEMUCCHS JOCTUTHYTA
TOJIbKO Ha (hDOHE MOHOTEpanuu TonupamMaTom. ¥ 1 6051b-
HOW JnuTebHas pemuccus (6 JeT) oTMedanach Npu
npueMe KapbaMa3enHa B CYyTOIHOM 103¢ 15 MT/Kr/CyT.
OpmHaKo 3aTeM MPOU30IIIET PEIUANB, U TeUeHUE STTUIICTI-
CHMU CTaJIO TSIKEJIBIM U PE3UCTEHTHBIM K Tepanuu. On-
HOKpPaTHO Pa3BUJICS MWJIETITUYECKHUIA CTaTyC B BO3pacTe
9 net. B pe3ynbraTe IIMTEIHLHOTO TTOAOOPA TepaTuy 10-
CTUTHYTO yiydlieHue Ha 50 % Ha HU3KMX 033X TOIH-
pamara.

3aknioyeHue

B Hamiem ucciaenoBaHUM SMUJIEIICUS JUATHOCTUPO-
BaHay 6 (54,5 %) manueHTOK: B 5 Clly4asiX — CUMIITOMa-
TYecKas hokajibHas, B | — cuMIIToMaTu4ecKasi reHepa-
nu3oBaHHas. J1e00T sNMUIenCcur OTMEUEH B BO3pacTe
ot | roga no 7 net (cpeaHuit Bo3pact — 3 roga 9 mec).
IeHepanu3oBaHHbIE SMIWIENITUYECKUE TPUCTYIThI HAOTIO-
nanu B 60 % ciydaes, pokanbHbie — B 40 %. I3MeHeHUs
Ha O30T BbISIBICHBI Y 9 OOJBHBIX, Y 5 OTMEUEHO 3aMeie-
HUE OCHOBHOU aKTUBHOCTH, Y 2 — PerMOHAIbHAS SIWIETI-
TUGOpPMHAs aKTUBHOCTb, y | — nuddy3Has snuien-
TudopMHasd aKTUBHOCTb, cOOTBeTcTByIomasa JADTII.
VY 5 manueHToK perucTpupoBaiach MyJIbTUPETMOHATbHAS
anujenTU(GopMHasT aKTUBHOCTb.

s iedeHus SMUIeNCUU IPUMEHSTA BaJbIIPOEBYIO
KHUCJIOTY, JIeBeTpaleTaM, KapoaMas3enuH, TomMpaMar, 30-
HerpaH, kioHazenaM. CToiikasi MeAUKaMEeHTO3Hast peMUC-
cUsl IOCTUTHYTA y 1 60JbHOM, 2 dhEeKT B BUAE YpexKeHUS
niprctyrioB Ha 50 % u Gonee — y 3, MmeHee yem Ha 50 % —
y 1. B 1 cayyae aHTUANMIIENTUYECKYIO TepaAIMIO He ITPOBO-
TV TIO XKeJIaHUIO poAuTesiel maiueHTky. Haiira Beioop-
Ka SBJIIeTCs CydaitHOM U HEA0CTATOYHO OOJIBILION, YTOOBI
JeJaTh BBIBOABI 00 3dhdekTuBHOCTA Tepanuu. OaHaKO
HalIu JaHHBIE COTIACYIOTCS ¢ JTaHHBIMU IPYTUX UCCIIEN0-
BaTesieli B OTHOLLIEHUY Bo3pacTa 1e010Ta AMUIETICUM, TU -
MOB MPUCTYIOB, U3MeHeHuit Ha DD [3, 4, 7-9, 12].
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