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Pesrome

B HactosLyeii ctatbe onuchiBarOTCS aHaMHECTUHECKNE, KITMHUYECKNE, ITIEKTPO-3HLehanorpaghnieckue n HeipoBmn3ya-
JIN3aLNOHHbIE XapaKTEPUCTUKU MATU MALMEHTOB C 3MUAEIICUEN, ACCOLNNPOBAHHON ¢ CUHAPOMOM Bonbgha-XupiuxopHa.
1o Halmm JaHHbIM W Pe3ynbTatam APYrux NcciaeoBaHui, Sruencus npu CuHAPome Bosibgha-XupLuxopHa uMeeT cBou
0COOEHHOCTU, K KOTOPbIM OTHOCSITCS C/IEAYIOLYME: BbICOKAS 4aCTOTAa BCTPEYAeMOCTH anunencuu y naymeHTos ¢ CBX (50-
100% cryy4aeB), paHHWI 40T NPUCTYNOB (MPEUMYLLECTBEHHO Ha NePBOM rOAYy XU3HU), XapakTepHbl heb6puIbHONMPo-
BOLMPYEMbIE MPUCTYIbI, BOSMOXHbI PA3HbIE TUMbl NPUCTYNOB — (OKA/bHbIE MAPOKCU3MbI, OUAATEPASIbHbIE TOHUKO-
KJIOHU4EeCKNE MPUCTYIbI, aTUnun4Hble eoPusIbHbIE MPUCTYIbI, aATUMTUYHbIE A0CAHChl U 3NUIENTUYECKUE CAa3Mbl;
3NUENTUYECKNE MPUCTYIbI 4aCTble, CK/IOHHbIE K CTATYCHOMY Te€YeHM0, Ha 3" xapakTepHbl 3aMes/1eHNEe OCHOBHO ak-
TUBHOCTHU, PErMOHA/IbHbIE 3aMEASIeHNS (MPENMYLLECTBEHHO B 3aHUX OTAENax, a Takxe 6MpPOHTAIIbHO), PErNOHAIb-
Has/MynbTUPErnoHaIbHas anunenTugopmHas akTMBHOCTb, B 60/1ee 4eM B 50% ciiyvaeB — Anchgby3Has nik-BoJsIHOBas
aKTUBHOCTb, BbICOKas aghepexTuBHocTb AN wupokoro crnexktpa gevicteus (80% cny4aes). B pesysnbrare npoBeLeHHOro
uceneoBaHns cghopmMynpoBaHbl PEKOMEHAALUN 110 BEAEHUIO NaLUNEeHTOB ¢ anunencueli npy CBX.
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KnroyeBbie cnosa
CuHapom Bonbgha-XupLuxopHa, XpOMOCOMHbIE aHOMAanu, MUEencus, OUnaTepanbHble TOHUKO-KITOHUYECKUE MPUCTY-
b1, (he6PUIIbHBIE MPUCTYIbI, ATUNNYHBIE A0CAHCHI, BUAEO-33-MOHUTOPUHT.

Cratbs noctynuna: 01.10.2018 r.; B gopabotanHom Buge: 19.11.2018 r.; npunara k neyatu: 21.12.2018 r.

KoHthnukT uuTepecos
ABTOpbI 3a9BNAOT 06 OTCYTCTBMM KOH(INKTA UHTEPECOB B OTHOLUEHUIN JAHHON Ny6nmKaunm.

Bce aBTOpbI CAeNanu 3KBMBaNEHTHbI BKNad B MOArOTOBKY Ny6anKaLuu.
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Summary

This article presents the anamnestic, clinical, electro-encephalographic and neuroimaging findings in 5 patients with epilepsy
combined with Wolf-Hirschhorn syndrome (WHS). According to our data and the results of others, this combination has its
specific characteristics. These include: a high incidence of epilepsy in patients with WHS (50-100% of cases), an early debut of
seizures (mainly in the first year of life), fever-provoked seizures, and a variety of seizure types — focal paroxysms, bilateral
tonic-clonic seizures, atypical febrile seizures, atypical absences and epileptic spasms. In addition, there may be frequent
epileptic seizures tending toward status epilepticus, a slowing of the major EEG activity, a local EEG slowing (mainly in the
posterior and bi-frontal areas), and regional / multiregional epileptiform activity. In more than 50% of cases, the diffuse peak-
wave activity is observed; the broad spectrum anti-epileptic drugs are highly efficient in 80% of cases. Based on this study, we
propose recommendations for the management of patients with epilepsy combined with WHS.

Key words
Wolf-Hirschhorn syndrom, chromosomal abnormalities, epilepsy, bilateral tonic-clonic seizures, febrile seizures, atypical
absences, video-EEG monitoring.
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Beegenue / Introduction

CoyeTaHue aNUNenTUYeCKUX MPUCTYNOB C 3aLepXx-
KO/ MOTOPHOrO, PEYeBOro U MCUXUYECKOro pas3BuTUA
y LeTeil ABNAeTCA 4acTbIM MPOSBJIEHNEM XPOMOCOMHBbIX
CUHAPOMOB. Anuencus npu JaHHON NaToNoOrnn Hepes-
KO MMEeT Pe3nUCTeHTHOe Te4yeHmne. Kpome Toro, npu xpo-
MOCOMHbIX aHOMaNMAX BO3MOXXHO BO3HUKHOBEHMWE 3MNN-
NenTUYecKMX  3HuUedanonaTuin,  Crnoco6CTBYHOLLMX
NPOrpeccMpoBaHNi0 HEBPOJIOTUYECKMUX W/UN KOTHMW-
TUBHbIX HAPYLIEHWNIA C HE6NAronpPUATHLIM NPOrHO30M.

Cunapom Bonba-XupwxopHa (CBX) Bnepsbie onu-
caH B 1961 r. OBymMS y4eHbiMu-reHeTukamu lepbep-
Tom J1. Kynepom n Kyptom XupwxopHom [1]. OHu Ha-
6ntoganu pe6eHkKa ¢ KOMMNIIEKCOM BPOXKAEHHbIX MOPOKOB
pasBuUTUSA, C NOCNEeAYIOLWNM NOATBEPXKAEHNEM AefieLnn
KOPOTKOTO njieva 4-i XpOMOCOMbI LUTOreHEeTUYECKUM
METOAOM. B AanbHeiwem CUHAPOM MOMYyYUs BCEMUP-
HY0 M3BECTHOCTb, 61arofaps ny6ankaumsM HemeLKoro
y4eHoro Ynbpuxa Bonbda, K. XuplixopHa v nx konner
[2,3]. Mo3)e gaHHbIN CUHAPOM CTasl HOCUTb 3MOHUMHOE
Ha3BaHWe B 4eCTb 3aC/yr 9TUX aBTOPOB.

CuHapom Bonbha-XuplixopHa fBnsetca pesynbra-
TOM Jefielnn KOHLA KOPOTKOrO nieda 4-i XpoMOCOMbI.
Pasmep neneuun BapbupyeTcs OT HEGONbLUNX TEPMU-
HasnbHbIX 40 3aHUMAOLLUX OKOO MONOBUHbI AUCTaSb-
HOWM 4acTy KOPOTKOro nneya. [laHHas natonorus Bo3-
HUKaeT B cly4ae yTpaTbl cermeHta 4pl16. Takxe
NPUYNHOA BO3HUKHOBEHWA CUHAPOMA MOTYT ObITb
KOJbLEBble XPOMOCOMbI 4p- (B AAHHOM Cily4ae OHM
LenaTcs He NPoJO0JIbHO, KaK 3TO LOJ/IKHO 6biTh, @ MO-
nepe4Ho). Npn TaKkoM pasBuTUM COOLITUIA Y AEeTen Bbl-
LensaTca eule AOMONHUTESIbHbIE CUMMTOMbI, He Xa-
paKTepHble AN YACTbIX Aeneuwnii 4p-. B 60nbWwmnMHCTBE
cfiydaeB cuHgpoma Bonbga-XuplixopHa geneumns 4-n
XPOMOCOMbI MPOUCXOANT CNOHTAHHO BO BpeMs aMOpuno-
HanbHOro pa3suTud. B HekoTopbix cnydasax CBX Bo3-
HUKaeT 13-3a c6aNlaHCUPOBAHHOW TPAHCNOKALUN Y Of-
HOro 13 poauTesien.

HactoTa BCTpeYaemoCTW CWHAPOMA COCTaBnseT
1:50000 HOBOPOX[EHHbIX, C COOTHOLUEHUEM MexXay
YKEHCKUM 1 MY>XXCKMUM nonom 2:1. [laHHasa natonorus oT-
NNYaAETCH BbICOKON NETaNbHOCTbIO, 0COOEHHO B PAHHEM
Bo3pacte. Okono 35% pneteii ymnupatoT BnepBble 2 roga
XW3HU. bonee no3gHWe wnccnefoBaHWsA MOKasblBaoT,
4TO YacTOTa BCTPEYAEMOCTW CUHAPOMA He00LeHNBAET-
CA B CBA3YW C NO3JHEN narHocTukom [4].

Knuuuyeckue npossneHus

XapakTepHble 0COOEHHOCTM (peHOTUNA CUHAPOMA
Bonba-XvpLxopHa BKNO4YaOT B CEOA: YepenHo-nuue-
BON ANCMOPIU3M — «LLUNEM FPEYECKOro BOMHA» (BbICTY-
natoliee HagnepeHocbe, NPOAOIKAIOLLEE NINHMIO N6A),
MUKpoLedannto, BbICOKWIA 106 C BbIPaXKEHHON hOPMON
rnabennbl, Op6MTANbHLIM TUMNEPTENOPU3MOM C O6OJIbLLN-
MU 1 BbINYKNbIMW Fa3amu, annKaHTasnbHble CKNAAKM,
KOPOTKWIA FY6HOIN XXeN060K, ONYyLLEeHHbIE YrIibl pTa, My-
KPOrHaTus U HeJopa3BuUTUE YLLUHbLIX PAKOBUH. Y BCEX Na-
LUMEHTOB C AaHHbIM CUHAPOMOM OTMeYaeTcs 3ajepxka
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BHYTPMYTPOOHOr0 pas3BWTUS B aHaMHe3e, 3ajepXkka
MOTOPHOr0 Pas3BUTUSA C BbIPAXXEHHbIMU TPYAHOCTAMM
KOPMJIeHWS, BPOXAEHHAs Mblle4yHasa TUMOTOHMA, 3a-
JepxXKa NCUxXm4eckoro N pe4eBoro pa3BuUTUS, YMCTBEH-
Has OTCTANOCTb, TAKXKE Y 60NbLINHCTBA N3 HUX BO3HMKA-
0T CYLOPOXXHble NPUCTYMbl. [pyruMn nposiBNEHUAMM
MOryT ObITb aHOManNUW PasBUTUA KOCTEW, BPOXAEHHbIe
MOpoKK cepaua, noTeps ciyxa, NOPOKNU PasBUTUSA MOYe-
BbIX MyTeN N CTPYKTYPHbIE M3MEHEHWS FOSIOBHOIO MO3ra.

Anunencua sctpevaeTtcay 50-100% nauneHToB ¢ GBX
COrNacHO AaHHbIM pa3HbiX aBTOpPOB [4-9].

AnunenTu4ecKne NpPUCTYMbl, Kak NnpaBuio, Ae6roTn-
PYIOT B TEHEHUE MEPBbIX ABYX NET XXU3HW C MUKOM B BO3-
pacte 9-10 mec. [4].

BonbLWMHCTBO aBTOPOB OTMEYAKOT, 4TO Haubonee 4a-
CTO BO3HMKAIOT Cleaylolime BuAbl NapokcM3moB: ¢ho-
KanbHble MOTOPHbIE KNOHNYECKNe, 6unatepanbHble Nnu
reHepasn3oBaHHble TOHWUKO-KJIOHWYECKUE MPUCTYMbI
(BTKM, T'TKIM) n atunu4Hble abcaHcbl [4,5,10]. Pag yye-
HbIX CO06LA0T, 4TO ¥ NauueHToB ¢ CBX BO3MOXHbI anu-
nenTuyeckne cnasmbl, POKanbHbIe TOHNYECKNE N MUO-
KnoHuyeckue npuctynbl [11].

XapakTepHO Hanuyue y NauMeHTOB B aHaMHe3e He-
CKOMbKUX TUMOB MPUCTYNOB. Tak, B OAHOM U3 CaMblX
60/bLUNX UCCNE0BAHNIA, MOCBALLEHHbIX U3YYEHWIO 3MN-
niencun npu cuHgpome Bonbt-XupluxopHa, B KOTopoe
6bIn BKMOYEH 141 naumeHT, BbiSB/IEHa YacTOTa BCTpeYa-
€MOCTW Pa3fiMyHbIX TUNOB MPUCTYNOB: abCaHCbl — 72%
cnyyaes, 'TKIM n BTKIM — 66% cny4aeB, poKanbHble TO-
Hu4Yeckne — 63% crny4vaes, dhoKasnbHble KIOHUYECKUe
NN MUOKNOHUYecKne — 57%, (pokanbHble MOTOPHbIE
(HeknaccuduumpoBaHHble) — 52% [12]. B pab6oTe
Blanco-Lago R 1 coaBT. noka3aHbl gpyrue ctatuctunye-
CKWe JaHHble: B 74% Ccny4aes BbIABNANNCH FEHEPain3o-
BaHHbIE TOHUKO-KINIOHUYECcKne npuctynsl, 40% nauueH-
TOB MMEnn ToNbko 33-naTtTepHbl NPUCTYMNOB, KOTOPbIE
npotekanu cyoknuHuyecku, B 33% cny4vaeB peructpu-
poBanMCb aTuMNuU4Hble abCaHCbl, TOHWYECKWE Cna3Mmbl
BO3HMKANM Yy 18% O60NbHbIX, CNOXHble NapuuanbHble
npucTynbl (OKasibHble MOTOPHbIE C TUNUYHBIMMW ABTO-
maTtuamamu) — 12%, n pokasibHble MOTOPHbIE KIOHNYe-
CKune —B 7% [13].

XapakTepHbIM (aKTOPOM MPOBOKALUWUW 3NnUnenTuye-
CKWUX MPUCTYNOB ABNAETCS NIMXOPAAKa N BbICOKAS TeM-
nepatypa nauueHTa, HepeaKO COMNpOBOXAAOLMecs
aTunuYHbIMM hebpunbHbiMu npuctynamu [5,10,14,15].

MpucTtynbl, 0CO6EHHO B NEPUOA NOAbEMA TEMMNEpATY-
pbl Tena nayneHTa, MOryT 6biTb CK/TOHHbI K KNACTEPHO-
MY TE€YEHUIO U HepeaKo NPOAOMKMTENbHbI MO BPEMEHM.
Y 6onee 4em 50% nauMeHTOB MOXET pa3BMBaTbCA ANun-
NEeNTUYECKNIN CTaTYC DOKASIbHbIX KITIOHUYECKUX UK 6U-
narepanbHbIX/reHepann30BaHHbIX TOHMKO-KNOHNYECKUX
MPUCTYNOB, BOSHUKAKLLWIA Yalle B NEPBbIE FOAbI XKN3HM,
HECMOTPSA Ha afleKBaTHOE MPOTUBOINUIIENTUYECKOE Jie-
yeHue [5]. ATunu4Hble abcaHCbl BOSHUKAIOT, Kak Npasu-
110, B BO3pAacTHOM MHTepBafe oT 1 go 5 net. Hanbonee
4acTo abcaHCHble npucTynbl npu CBX conpoBoxaaroTcs
MUOKNOHUYECKUM KOMMOHEHTOM B MNepuopbuTanbHOn
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myckynatype [5,16]. Ha 33I' B nepuof JaHHOro Tuna
NMPUCTYNOB PErNCTPUPYETCA reHepann3oBaHHbIN pa3pag,
MeZJIEHHbIX KOMIMJIEKCOB OCTpasf-mMefJsieHHass BOJHA
(c yactoTton meHee 2,5 ) [5].

XapakTepHble U3MeHeHus Ha 33l HabnwopatoTca
y 90% nauneHToB. K HUM OTHOCAT CredytoLLne HapyLle-
Hua [5,13]:

— y4acTble anuTenbHble (00 25 cek.) A dy3Hbie Uin
reHepann3oBaHHble pa3psabl UK paspsaabl C anbTepHa-
TUBHBIM aMNANTYAHbIM NpeobiiajaHneM Hag o6oumu
nonywapusMy B Buae BbICOKOAMMUTYAHbIX KOMIIIEK-
COB OCTpas-MeAeHHas BOMHA € 4acToTow 0T 2 10 3,5 Iy
C aKTuBaumen MeaneHHbIM CHOM. [1aHHble pa3psfbl Bbi-
ABNANMCH Y NALNEHTOB C aTUNUYHbIMU abcaHcamu;

— 4aCTble BbICOKOAMMIIUTYLHbIE CMank-, nonucnank-
BOJTHOBbIE pa3psibl ¢ 4acToToi oT 4 oo 6 Iy B 3aAHMX
BMCOYHO-NApUeTanbHO-3aTbINIOYHbIX 06M1aCTAX, 4acTo
BbI3blBaEMble 3aKPbITUEM 1a33a;

— 3amejJsieHMe OCHOBHOW aKTUBHOCTU TOJIOBHOIO
MO3ra;

— peayunpoBaHne anbga-puTma U CEHCOMOTOPHOIO
puTMa Npu 3aKpbiBaHUK rNas;

— peAyKUMs COHHbIX BEPETEH CHa.

Ha ceroaHAWHMIA feHb, C TOYKUN 3pEHUS HeilpoBu3ya-
in3aummn, CUHAPOM U3y4eH cabo. B 60bLWINHCTBE Chy-
yaes, npu CBX nameHeHns Ha MP-Tomorpammax Hecnet-
NUYHBI N BKIHOYAKOT B Ce6s (MepedmncneHo no 4acroTe
BCTPEYAEeMOCTM B nopsfke y6biBaHWA): Anddy3HOe
CHMXXEeHNe BEPTUKANbHOrO paamepa MO30AKUCTOro Tena
C aHOMaNMAMM ero pasBuTKA, paclUMpPeHne BHYTPEHHNX
JINKBOPHbBIX MPOCTPAHCTB C «MJI0OCKMMMW» NnaTepasibHbIMM
MOBEPXHOCTAMM NEPEHMX POroB 60KOBbIX XXeJlyA04KOB,
CHIXeHNe o6bema 6enoro BellecTsa 06enx remmcgep,
Hanu4me 04aros in60 KACT B 6€JIOM BELLECTBE FO/IOBHO-
ro mosra [17].

PasnuyHble ny6numkauum nokasanm pasHble faHHbIe
006 3p(heKTUBHOCTM aHTUINUAENTUYECKIUX NMPenapaToB
y nauneHToB ¢ CBX. Tak, Battaglia, oguH u3 Begyuimx
3KcnepToB, n3yvarowmnx anunencuto npu CBX, coobuia-
€T, 4TO NPUCTYNbl MOTYT 3EEKTUBHO KOHTPONNPO-
BaTbCA NPENMYLLECTBEHHO HA )OHE NpMemMa Basibnpoa-
To0B (VPA) B MOHOTepanuu unm B KOMOUHALMK
¢ atocykcumugom (ESM) [5], ocob6eHHO B cuTyauuu
NPUCOEANHEHUS aTUNUYHbIX abCaHCcOoB. Y YyacTu nayu-
€HTOB aBTOP peKoMeHAyeT A06aBfeHME B CXeMY Tepa-
nuu 6eH304Ma3ennHoB. [lpyrue y4eHble B CBOUX pabo-
Tax nokasanu BbICOKYH 3 EKTUBHOCTb KJlob6asama,
neseTMpaleTama, namoTpuaKnHa u Tonupamara [12].
0aHaKo noavyepKMBAETCA, 4TO HA DOHEe npuema Tonu-
pamarta Hab/to4aeTcsa BbICOKUA NPOLEHT YCKONb3aHUA
B CBA3W C HeXenaTesbHbIMU 3appekTamm (75% nauu-
eHTaMm, NPUHNMALLMX U3HAYANbHO JaHHbINA Npenapar,
NPUXOANNOCh NEPexoanTb Ha HOBbIA Npenapat M3-3a
BO3HMKAOLWMX N060YHbIX 3dhdhekToB). PeHobapbuTan
MOXET O6bITb 3PP EKTUBHLIM AN KOHTPONA HaQ TOHU-
KO-KJTOHUYECKUMU CYyA0poramu.

bonblWMHCTBO nccnegoBatenei NOAYEPKUBAKOT HN3-
Kyt apdpeKTUBHOCTb KapbamasenuHa, oKkckapbamase-

nHA U PEHUTONHA B NEYEHUN 3NUNEeNcun y nauneHToB
c CBX [12].

HecmoTpsa Ha paHHU Ae60T, BO3ZMOXHOCTb CTa-
TYCHOrO TEYEHUS NMPUCTYNOB, PE3UCTEHTHOCTb K AJI
B Havane Tepanuu, AONTOCPOYHbIA KaTaMHe3 B 60/b-
LWMHCTBE NY6NMKALUA NOKa3biBAET XOPOLUUA Pe3ynb-
Tat. OTMeYaeTcs, 4TO NPUCTYNbI, KAK NPaBuIo, Kynu-
pylOTCS C BO3PACTOM Ha (POHE aHTUANUIENTUYECKON
Tepanuu [4].

Mo paHHbIM Blanco-Lago R. n coaBT. anunencusa xo-
poLo KoHTponuposanacbh y 81% nauneHToB. KOHTPOb
Obln OOCTUrHYT NyTem MoOHOTepanuu B 21% cny4aes
1 nonutepanuu (ABa UK TpU NPOTUBO3NMUIIENTUYECKUX
npenaparta) B 60% cny4aes. [pOLEHT LOCTUXEHUS pe-
MUCCUW NPUCTYNOB HapacTan ¢ BO3pacToOM Yy BCEX Naum-
eHTOB. B 55% cny4aeB nauueHTbl ¢ anunencuein n GBX
Haxoaununch B CTOWKOWN ANUTENIbHON MeANKAMEHTO3HOM
pemuccun. MpucTtynbl KynupoBaanucb B CPeSHEM BO3-
pacte 4 rofa 6 mec. (B BO3pacTHOM mHTepsase oT 1,5
no 13 ner) [13].

MporHos

CuHapom Bonbha-XuplixopHa CBs3aH C 4acTbiMK
cnyy4asmm MepTBOPOXAEHWSA, NepuHaTanbHON CmepT-
HOCTbIO M CMEpTbH B TEYEHME MEPBOr0 rofa >KU3HW.
CmepTHOCTb cocTaBnseT okono 34% cny4vaes CBX B Te-
YyeHune nepBbIX ABYX JIET XN3HU. CaMbIMU HaCTbIMMN NPU-
YMHAMW CMepTK ABMAOTCA NOPOKKU CepAaLa, acnupaum-
OHHas MNHEBMOHMUS, WHAEKUUN W 3NUNENTUYECKMe
MPUCTYNbI CO CTATYCHbIM TEYEHNEM.

Pa3BuTne KOTHUTMBHbLIX (DYHKUWUIA MeANIeHHO YNyy-
waetcs ¢ Bo3pactom. OTMe4aeTcs 3aBUCUMOCTb NCUXO-
peyvyeBOro pa3BMTUS OT TEHEHMS 3NUNENCUN.

IIATh KIMHHYECKHX CIyYaeB CHHIPOMA
Boasda-XupmxopHa

Mbl Habnogany nNaTb NauneHToB (4eTbipe AEeBOYKMU,
OAVH Manb4uK) B Bo3pacTte o1 2 fieT 4 mecaues fo 10 et
¢ BepucnumpoBaHHbiM anarHo3om Q93.3 cuHgpom
Bonba-XupluxopHa (MUKpogeneuns KOpoTKoro nieva
4-in xpomocombl del 4p). XapakTepucTuku clyyaes
npeacTaBrieHbl B Tabnuue 1.

AHamMmHe3

O6pawaeT Ha cebs BHUMAHME 6OMNbLLIOE KONMUYECTBO
CXOAHbIX AHAMHECTUYEeCKUX NPU3HAKOB. Bo BHYTpM-
YyTPOGHOM Mepuofie y Bcex 6blna HU3Kasa ABUratTesnbHas
aKTUBHOCTb Nnofa. Bce Habnogaemble nauneHTbl poaun-
nucb nytem KecapeBa ce4eHns n3-3a 3aflepXXKu BHyTpU-
yTpo6Horo passutus nnoga (3BYP). [doHOWEHHbIMK
poaunuch 4YeTblpe nauuveHta. OaMH nauueHT poanncs
Ha 33-i Heaene. [1Ba nauneHTa poananch ¢ CONyTCTBY-
toLei natonorueii: BYW, BHyTpuyTpO6HON MHEBMOHUEN.
Macca Tena npu poxpeHuu Bapbuposana ot 1290
no 2500 r. QnuHa Tena kone6anacb ot 39 no 48 cwm.
Y BCex HabMaaeMbIX NALMEHTOB NPU POXKAEHNMN BbISB-
nexHa 3BYP pasnunyHoi cteneHn BbipaxxeHHOCTW. OueHKa
no Anrap 6bina 7-8 6annos y BCex NayueHToB.
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KnuHuyeckne npossneHus

Y BCex mauneHToB Habnwoganmcb obuwme heHoTunm-
4Yeckne 0COOEHHOCTWU: OpOUTANbHbLIA TUNEPTENoPU3M,
3K30(WTanbM, BbICTYMatoLLEee HAaANepeHocbe, runonna-
315 cpefHerd TPeTW nuua, MUKPOrHaTus, KOPOTKMIA
QuUNbTP, AUCNNACTUYHbIE YIIW, KPbITOBUAHbIE CKIAAKM
lwen 6unatepanbHo, pacXxoXKAeHne NPSAMbIX MbILLLL XN-
BOTA.

TpyAHOCTN KOPMJIEHMSA OTMEYanmnehb y YeTbipex naym-
€HTOB. Y 0HOr0 M3 HUX ¢ 1 roja »MW3HW yCTaHOBJIeHa
racTpoctoMa M3-3a OTCYTCTBMA peddifiekca rnoTaHus.
[nyxoTa Habnoganacb y 0HOro naumneHTa.

HeBponoruyeckuii crartyc

lonoBa mukpouedanbHon popmbl 6bina 'y BCex nauu-
€HTOB. Bce nauuneHTbl UMeNy BPOXAEHHYIO TUMOTOHMIO,
aTakCcuio, CMeLLAHHbIV TeTpanapes pasfivyHbIX CTeneHen
BbIpaXKeHHOCTU. CMHAPOM acTasuy abasnum Habnwogancs
y Tpex nauueHToB. 3aLep>XKa MOTOPHOro pPa3BMTUA Ha-
6ntoganack BoO BCex Habnogaemblx cny4vasax. [Ba naym-
eHTa MOru NUuWb yaepxuneatb ronosy. OAnH naumeHTt
yAEepXXnBan ronoBy u nepesopaduBancs. [1Ba naymeHrta
HaYanun Xo4nTb CAaMOCTOATENbHO NOC/e ABYX NET, NOX04-
Ka — arakcuyeckas.

lMcuxnyeckoe pa3suTue

Habntoganum Bapuauun 0T BbIPaXXEHHOW 3ajepXKKu
MCUXMYECKOro pasBuUTMS Y ABYX NauueHtToB Ao 3 et
[0 YMCTBEHHON OTCTANIOCTU CPefHEeN CTerneHu TAXKEeCcTu
C HapyLleHeM NoBefeHNs (Ba NaLMeHTa) U YMCTBEHHON
OTCTAJIOCTLN TAXKENON CTEMEHN TSHXKECTN (OLMH NALUEHT).

Passutue peun

Y BCex nauMeHTOB Hab6s04aIoCb PaCCTPOMNCTBO 3KC-
NMPEeCCMBHON 1 peLenTUBHOW peyn. O6Liee Heaopa3Bu-
TWe peyn amarHoctTupoanoch 0T O cTeneHn oo 2-i cTe-
MeHW BbIPAXXEHHOCTW. YeTbipe nauueHTa MOrAM npo-
N3HOCUTb TOMbKO 3BYKW. OAMH NauneHT nMmen )pa3oByto
On3apTpuyHyto pedb n3 10 cnos.

JnunenTU4YecKue NPUCTynbl

Y BCex NauMeHTOB MepBble aNUNenTuyYeckne NpUcTy-
Mbl OTMEYEHbl Ha NepBOM rofy Xu3Hu. Bospact gebrora
BapbupoBasn OT MepBOro A0 AEBATOr0 Mecsua >XWU3HW.
B ne6toTe 3a6051eBaHNA KOHCTATMPOBAIUCL Pa3fiNyHble
TUMNbI 3NUNENTUYECKUX NPUCTYNOB. Y 0JHOr0 nauneHTa
anunencusa Ae6roTupoBana ¢ (MebpunbHOro npuctyna
B 8 mecsueB. Y ABYX NauueHTOB Hadvano 3aboneBaHus
Hab4anock B BuAe 6unarepasbHbiX TOHUKO-KNOHNYE-
CKNX npucTynos. B oagHom cny4yae B aebroTe 6bIIn anu-
nenTuyeckme cnasmbl. HeoHaTtasibHble MPUCTYMbl Ha-
6n100annch Tak>Xe B 0HOM criy4ae. MpucTynbl B pasrap
3a60neBaHNa NPOBOLMPOBANINCHL MOBbILEHUEM Temne-
patypbl Tena. Bo Bcex cnyvaax koHctatuposanuck 5TKI
Kak (ebpunbHONPOBOLMPYEeMble, TaK U He CBA3aHHbIE
C runepTtepMueit, BO3HNKaKLME C BbICOKOW 4acTOTOM,
PEe3NCTEHTHbIE K MPOBOAMMON Tepanun B Ha4vase nevye-
HUS. B ABYX cny4asx BbIABAANNCL aTUNUYHbIE aBCAHCBI.

anunencus n NapokcnamMasibHble COCTOSHUSA

Ta6auna 1. OCHOBHBIE XAPAKTEPUCTUKY MAITUEHTOB C AMIJIETICUEN TPU CUHIpoME Bonbha-XupmxopHa.

Table 1. Clinical characteristics of patients with epilepsy combined with Wolf-Hirschhorn syndrome.
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Pucynox 2 A. Buneo-00I-MOHUTOPUHT TanueHTKH JK.E.

B cocmoanuu 600pcme08ans peucmpupyemcs peiuoHaNHAA INUINMUPOPMHAA AKMUSHOCHb 8 CIPYKMYPe PeUOHANHbIX
3ameoneHull, nPedCmasIeHHAL He3ABUCUMO 8 J1eBOLL 3AMbLIOUHOLL U PABOLL BUCOUHO-3AMbLIOUHOL OONACHIAX.

Figure 2 A. Video-EEG monitoring of patient J.E.

In the awake EEG, regional epileptiform activity can be seen throughout the regional slowing segments; the epileptiform activities
manifest independently in the left occipital and right temporal occipital areas.

Pucynox 1. KoMnbiotepHas ToMOrpadus ro1oBHOro Mo3ra nantueHTKu JK.E.

A. Cpes na yposwe Il acenyooura. Ha momoepamme onpeoensemcs 111 xcenyoouer, Ouramepavtoill pasmep Komopozo Haxooumcs
6 npedenax Hopmot. Y nepeonux pozos 6oK06bLX JHcesLyOOHKOE 8 OeN0M Beu,ecmee Onpeoenatomcs 2UN00eHCUBHbLe 301HbL (NOKA3AHO
cmpenxamu). B. Cpes 1a yposre 60K0BbIX KHce/1)00UKO8 207106H020 MO32d, KOMOPbLe He pactuuperivl. Ommeuaemcs CHUNCeHUe
NAOMHOCIU 01 1020 BCUIECINEA, NPEUMYUYCINEECHHO 6 NEPUBCHIPUKYAAPHBLX 0ONACMAX (MOKAZAHO CMPENKAML).

Figure 1. Brain computed tomography scans of patient J.E.

A.ACT slice at the level of the third ventricle. The ventricle has a normal bilateral size. There are hypo-intensive zones in the white
matter of the anterior horns of both lateral ventricles. (indicated by arrows). B. The slice is madle at the level of the lateral ventricles (not
dilated). There are are zones of hypo-density in the white matter, mainly in the periventricular areas (indicated by arrows).
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B xo0e cna pecucmpupyromcs ouggysrvie paspaosb. KOMNACKCO8 NUK-601HA, OCMPAL-MEONCHHAS 0JIHA 8 COMCMAMNUL

C MYTIMUPEUOHATILHOTE INULCTMUPOPMHOLL AKMUBHOCTNBIO.

Figure 2 B. Video-EEG monitoring of patient J.E.

In the sleep EEG, diffuse discharges of the peak-wave complexes and the acute-slow waves combined with the multiregional epileptiform

activity are recorded.

HeiipoBn3yanusauus ronoBHoro mosra

B Hawem uccnegosaHum Hanbosiee 4acTo BCTpeda-
J10Cb PACLUNPEHNE BHYTPEHHUX JIMKBOPHbIX NPOCTPAHCTB
(Tpv nauymeHTa) 1 rMNOrMHe3nsa Mo30JINCTOro Tena (Asa
nauueHta). Kpome TOro, BbISBNANNCH aTpoduyeckue
N3MEHEHUNS TOSI0BHOIO MO3ra C pacluMpeHem BHYTPeH-
HUX TMKBOPHbIX NPOCTPAHCTB, CUMMETPUYHbIE 30HbI Ne-
PUBEHTPUKYNSPHbIX N3MEHEHUI, KNCTA NPOMEXYTOYHO-
ro napyca (puc.1 A, b).

AnekTpo3Huedanorpamma (33r)

B Tpex cny4yasax 0OTMeYeHO 3ameAneHue 0CHOBHOIA
aKTUBHOCTW FOIOBHOIO Mo3ra. PernoHansHoe 3amef-
neHne HabnAAN0Ch BO BCEX CMyYasXx, Npu 3TOM Haun-
60/1ee yCTONYMBbIE MEJIEHHOBOJTHOBbIE aKLEHTYaLum
BbISABNANNUCL B 3aJHUX OTAenax, a TakXe OUJPOH-
TanbHOo.

PernonansbHas/mMynsTupermnoHanbHas anunentugopm-
Has aKTUBHOCTb BbifiBNIEHA Y BCEX MaLWEHTOB, B 60Mb-
LUMHCTBE CMy4aeB OTMEYeHa B 3aTbITI0YHbIX 061aCTAX.

B Tpex cny4yasx oTmeyveHbl Audy3Hblie pa3psabl KOM-
MJIEKCOB NUK-BOJHA, OCTPas-MeJJfieHHas BOJIHA pa3nny-
HOW CTeneHn 6uiatepanbHOM CUHXPOHU3aumnn (puc. 2 A,
2b,3A,3b

~

JthheKTUBHOCTb aHTU3NMNENTUYECKUX NpenapaTos

MONHbIA KOHTPOMb Hag nNpuUcTynamu AOCTUMHYT
y Tpex nauneHtoB (60% cny4aes), ABA U3 HUX MOJy4a-
10T BaJibMPOEBYD KUCMOTY W JieBeTUpauetam, OLWH
NaumeHT HaxXoAMTCA B PEMWUCCMW W He MNPUHUMAeT
aHTUINUNENTUYECKY Tepanuto. Y OAHOro nauueHTa
C PE3NCTEHTHbIMM MOJUMOPHLIMKU NPUCTYNaMu Mpu
Ha3HA4YEHHON KOMOMHALMM BaNnbNpPOEBOW KWUCNOThI
C 9TOCYKCMMUAOM CTana HabnaatbCs NoOXNUTENb-
Has AMHaAMWUKa B BUAE YMEHbLUEHWUS 4acTOTbl MPUCTY-
NnoB Ha 75%. Y BTOPOro nauueHTa ¢ pe3nCTEHTHbIMK
NoSIUMOPMHLIMY NPUCTYNAMU NP HA3ZHAYEHHOW KOM-
6uHauuu neseTmpauetam c eHobapbuTanomM Takxe
HabnwaaeTcsd MNONOXWUTENbHAA [AWHAMMKA: 4YacToTa
NPUCTYNOB YMeHbLINNach Ha 50%.
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Pucynok 3 A. Buzieo-09I-MOHUTOPUHT anueHTKy [1.]1.

B 600pcmesosariui peeucmpupyemcs peeuonaibias SNUAenmudopmMHan axmueHoCms 6 npasoli yueHmpaisHoll 0baacmu,
a maxice OupPy3roLe paspaosl ¢ BbLCOKOLL CIMenerslo OUIAMEPAbHON CUHXPOHUSAYUL MEOSIeHHBLX KOMILACKCO8 OCMPA-

MeONeHHAS BONIHA.

Figure 3 A. Video-EEG monitoring of patient P.D.

In the awake EEG, the regional epileptiform activity in the right central area, as well as diffuse discharges with a bigh degree of bilateral

synchronization of the acute-slow wave complexes are recorded.

O6cy:xaenue / Discussion

Bo Bcex npefCcTaBfeHHbIX HAMK Clly4asaX CUHApPOMaA
Bonba-XupwxopHa npucyTCTBYIOT Knaccu4eckue
KJIMHWYECKNE NPOABJIEHNS, ONUCAHHbIE U APYTUMW aB-
Topamun: 3BYP; macca Tena npu poxpaeHuu He 6onee
3000 r; paHHMe HapyLLUEeHNs Pa3BUTUS TOTOBHOIO MO3-
ra, KOTopble KIUHUYECKN MPOSABMASNNCE YMEPEHHbIM
YMEHbLUEHWEeM pa3MepoB 4Yepena u rojIoBHOro Mo3ra,
3a/[1epP>XXKO MOTOPHOr0 pa3BuTusa, ANPEPY3HON Mbl-
LWEeYHOW TUMNOTOHWEN, aTakKCUen, INUIEeNnTUYECKUMM
npucTynamu, 3aaep>XKoW MCUXMYECKOro W PEeYeBoro
pasBuTus.

CoBnapatoT ¢ AaHHbIMWU MUPOBOI NUTEpaTypbl n e-
HOTMNNYECKNE 0COBEHHOCTU HAWWX MaLWeHTOB, Takue
KaK: KIHBOBUAHbIA HOC; OeOPMMUPOBAHHbIE, HU3KO
pacnoJsioXXeHHble YLIHbIE PAKOBUHbI; BEPTUKAsbHbIE
CKNagKu KOXW BMepeamn YLHbIX PAKOBWUH; ManeHbKui
pPOT C ONYLIEHHbIMU YrONKaMK, PACLLENNHbI BEPXHEN
ryobl 1 Heba; aechopmaunm cTon; aHOManuUW rnasHbiX
A06/10K, BEPTUKAJIbHbIE KOXHbIE CKIIALKW Y rnas.

anunencus n NapokcnamMasibHble COCTOSHUSA

Mo HawmMM JaHHbIM U pe3ynbTatam Apyrux Uccneno-
BaHWIA, anunencusa npn cuHapome Bonbga-XupLuxopHa
MMeeT CBOM 0COBEHHOCTHU:

— BbICOKas 4acToTa BCTPEYAEMOCTW 3MUencumn y na-
uneHtoB ¢ CBX (50-100% cny4vaes);

— paHHuMA [e6loT NpuCcTynoB (NpPeumyLecTBEHHO
Ha NEePBOM roLy XMN3HN);

— XapakTepHbl e6pNNLHONPOBOLMPYEMbIE NPUCTYMbI;

— B KJMHWYECKOW KapTWHE MOryT Habiaatbes
pas3Hble TUMbl NPUCTYNOB, Hanbonee 4acTo BbIABNSA-
I0TCS POKaNbHbIEe NAPOKCU3MbI, B T.4. 1 GunaTtepanb-
Hble TOHUKO-KJIOHMYECKMEe MPUCTYNbI; TakXe Xapak-
TEPHbI aTUNnYHble (ebpuNbHbIe MNPUCTYMNbI, Pexe
0TMEYalTCa aTUNUYHbIe abCaHCbl U 3aNUenTUYecKue
cnasmbl;

— anunenTu4eckue MpPUCTyMbI
K CTaTYCHOMY TeYEHUI;

— Ha 33l xapakTepHbl 3amMeAsieHNe OCHOBHOWM aKTUB-
HOCTU, PerroHanbHble 3aMefieHns (NpenmMyLLeCTBEHHO
B 3a[HMX OTAenax, a Takxe 6MAPOHTANbHO), permo-

4acCTble, CKJ/IOHHblE

www.epilepsia.su
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Pucynok 3 B. Buieo-D9I-MOHUTOPUHT manueHTku I1.71.

Bo cHe pezucmpupyemca myismupeuioHaisrasn u OUP@y3Hdas NUAENMUPOPMHAR AKMUBHOCHTL BbICOKO20 UHOCKCA.

Figure 3 B. Video-EEG monitoring of patient P.D.

In the sleep EEG, the multiregional and diffuse epileptiform activity of a bigh index is recorded.

HanbHasa/MyNibTUpernoHanbHas anunenTuopmHas ak-
TUBHOCTb; 6onee 4em B 50% cny4aeB Habnwgaetcs
AN py3Haa NMK-BOTHOBAA akTUBHOCTb;

— BbicOKasa 3MMEKTUBHOCTb AHTMANUIIENTUYECKON
Tepanumn (80% cny4aes) Npu NpUMeEHEHWN NpenapaTos
LIMPOKOro CreKkTpa AencTBus.

C y4yeTOoM OCOOEHHOCTE Te4eHMs INWUMEencuu npu
CBX M0OXXHO chopMynupoBath CneaytoLine peKkomeHaa-
LuW NO BeAEHWNIO TAKNX MaLNeHTOB:

1. Tpu yCcTaHOBMEHUN BMEPBbIE ANArHO3a «CUHAPOM
Bonba-XupLxopHa» — 06593aTefibHOE HabJIOLEHNE He-
BPOJSIOra-anunenTosiora ¢ NpoBeeHNEM NMPOAOSIKEHHO-
ro BuAe0-33M-MOHUTOPUHTA C BKJIIOYEHMEM CHA B fUHA-
MUKeE Jake MPu OTCYTCTBUM 3NUNENTUYECKUX NPUCTYNOB,
0C06€HHO B paHHEM [1IeTCKOM BO3pacTe.

2. KoHTponb Temnepatypsbl Tena y naymeHTos ¢ CBX.
Mpu runepTepmMun MNn NUXopagke — Ha3Ha4eHue aHTU-
NUPeTUKOB 1 husunydeckne MetToabl 60pbObI C BbICOKON
TEMMNepaTypo C Lenbto YMeHbLUEHNS BEPOSATHOCTM NPO-
BOKaLMW NPUCTYNOB.

3. pn BO3HWKHOBEHWW NEPBOro NPUCTYNay nauuneH-
ToB ¢ CBX MOXHO pekoMeHA0BaTb HE3aMEANUTENbHOE
Ha3Ha4YeHne ANUTENIbHON aHTMANMNENTUYECKON Tepanmm
B CBA3M C TeM, 4TO PUCK NOBTOPHbIX NPUCTYNOB (BO3-
MOXXHO CTaTYCHOI0 Te4yeHus) npesbiaeT 60%.

4. Tlpn BO3HWKHOBEHWW JNWUMAENCUMU Y MNALWNEHTOB
¢ CBX ¢ y4eToM 60/bLWIOr0 CreKTpa BOSMOXXHbIX TUMNOB
NPUCTYNOB, KaK (DOKaNbHbIX, TaK 1 FEHEPASIN30BAHHbIX,
N n3MeHeHnn Ha 33, BKNYasa pas3nunyHble BUAbl 3MNn-
nenTUOPMHOIA aKTUBHOCTW (PErvoHanbHON, MYNbTU-
pernoHanbHOn n AN dy3HOR) HEOOX0ANMO TLlaTeSb-
HOe YyTO4YHEHVE aHaMHe3a B X046 Ka>KA0r0 KOHTPOJbHOI0
npuema n npoeejeHne Bnae0-33M-MOHUTOPUHIA B M-
HamuKe (C LENbl WCKMOYEHUS COCTOSHUA MHUMOrO
61aronosiy4msa n MHUMOro yXyLLweHus).

5. C y4eTOM BbICOKON yrpo3bl BO3HWKHOBEHUS 3MW-
NenTMYecKoro ctatyca npu anunencum, accouMnpoBaH-
How ¢ CBX, npu BO3HWKHOBEHWW TEHEepanu3oBaH-
HbIX/6rnaTtepasnbHbIX TOHNKO-KNOHUYECKUX NN GOKasb-
HbIX MOTOPHbIX NPUCTYMNOB BUAMTCA HEOOXOANMbIM Obl-
CTPOE BBEe/IEHIE NHBEKLMOHHbIX (DOPM TaKMX NpenapaTos
Kak 6eH304Ma3enunHbl, BaibnpoaTtbl, neBeTnpaueTam (He
JOXKUAasch pa3suTua HenocpencTeeHHo IC). Takxe po-
ONTEeNN AAHHbIX NALMEHTOB AOMKHbI 6bITb MHAOPMUPO-
BaHbl 0 HEOOXOAMMOCTH, B CIly4ae Havyana NnpucTyna, He-
3aMeanunTeNbHOro BbI30Ba CAY>KObl CKOPOW MOMOLLW.

6. Mpw nop6ope A3 Hanbonee NPeLNoYTUTENbHbI Npe-
napatbl LUMPOKOro AeNCTBMSA (BanbnpoaThbl, fieBeTUpaLeTam,
Tonupamar). pu npucoeanHeHUN aTUMUYHLIX abCaHCOB
3adhheKTMBEH B kavecTBe A06ABOYHOr0O npenapara 3TOCYK-
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cumuna. B KpaiHe pe3nCTeHTHbIX Cry4asX, 0CO6EHHO npu
pasBUTUN AJINTENbHBIX TAXKENbIX MPUCTYMOB CO CTATYCHbLIM
Te4eHneM, OnpaBaHo Ha3Ha4YeHe 6eH3041Ma3enHOB.

7. G y4eTOM HU3KON 3PPeKTUBHOCTMN M BO3MOXHO-
CTW arrpaBaunm NCeBAOreHepann30BaHHbIX MPUCTYMNOB
1 andpdysHon anunenTudOPMHOA aKTUBHOCTU Ha 33T
npumMeHeHne Kap6amasenuHa, OkKckapbasenuHa u re-
[AHTOMHOB [JO/KHO 6bITb OrpPaHNYEHO.

8. OTmeuaeTcs xopowuii 3¢pHeKT B OTHOLLEHUN Npu-
CTYNoB npu Ha3HavyeHun ASM y 60NbLINHCTBA MaLWEH-
ToB ¢ anunencuen npn CBX. OgHako, N0 AaHHbIM NuTe-
paTypbl 1 N0 HAWWUM Ha6NOAEHUAM, NOSIHON PEMUCCUM
NPUCTYNOB yAaeTca A06MTbLCA, Kak nMpaBuno, Npu npu-
MEHEHMIN nonuTepanun. B ceA3n ¢ 3TUM LenecoobpasHo
B PE3UCTEHTHbIX crny4asax npu nogoope A3l He orpaHun-
4ynBaTbLCA NPUHLMUNOM MOHOTepanuu (To ecTb NOCNeno-
BaTeslbHas CMeHAeMOCTb OAHOI0 Npenapara Ha Apyron),
a AOCTATO4HO ObICTPO NEPEXOAMUTL K MOnMTEpanuu.
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3akarouenue / Conclusion

Pannee yctaHoBneHnue cuHgpoma Bonbda-Xupu-
XOpHA MOXXET MOMOYb B NPaBUIbHOM peLleHnn pasnuy-
HbIX MeOULMHCKUX Npo6JiemM, a Takxe B NPOBELEHUN
aJleKBaTHOW Tepanuu peTen, CTpajatolnx [aHHbIM
CUHOPOMOM.

Heobxoanma TO04YHaa Bepudukauns TUNOB Npu-
CTYNOB W YCTAaHOB/IEHNE KOHKPETHOrO 3anujientuye-
CKOro cuHapomMa y geTer ¢ XpOMOCOMHOM naTosiorn-
en. AHann3 gpeHoTmna anunencun n conocTaslieHne
ero ¢ BUAOM XpOMOCOMHOW aHOMaNMy NO3BONUT Bbl-
6paTtb ONTUMANBHY AHTUANUIENTUYECKYIO TEepanuio
B OTHOLUEHUMN KYNUPOBAHUA MPUCTYNOB 1 3NUIENTU-
dopMHOI akTUBHOCTU Ha 33T, 4TO 06BLEKTUBHO CMO-
XKeT YNYYlWnTb Ka4eCTBO XXWU3HW MaLUWEHTOB U CMO-
co6CcTBOBAaTb MPOTrpeccy MOTOPHOro, peyveBOro
N NCUXNYECKOro pa3BuTUA y AeTeil C anunencuen
N reHeTn4eckumu 3abosieBaHuAMMN.
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