KIWHUYECKUWE HABNIWAEHNA

32

s IIETCKOM 1
HEBPOAOT UM

DOI: https://doi.org/10.17650/2073-8803-2025-20-1-32-38 T@c BY 4.0

PaHHAA MnageHYecKaa anunenTuyeckas
JHUedanonaTua B CTPYKType CUHAPOMA
MUKpouedanum ¢ KanUNNAPHbIMK
ManbgopmMaumaMU: KNUHUYECKUU Cnyyau

M.C. Macnos, A.M. Ceupunosa, M.A. 3aieBckas

TY3 TO «Tyavckas demckas obaacmuas Kaunudeckas boavHuya»; Poccus, 300010 Tyaa, ya. bondapenko, 39

KoHTaKThI:

Makcum Cepreesuy Macnos sir.mistermax@yandex.ru

B cTatbe npepcTaBnaeH KAMHUYECKUI CRyYaii paHHEN MIaeHYeCcKon anunenTMYecKoit HuedanonaTmm, MarHoCTMpoBaH-
HOil y pebeHKa C NoATBEPKAEHHBIM FEHETUYECKUM UCCNEA0BaHNEM CUHAPOMOM MUKpOLEhanun ¢ KanuanapHbIMU Manb-
topmauuamu. KpaiiHe peakas BCTpe4aeMoCTb AAHHOMO CMHAPOMA, a TaKXKe Manblii 06beM UHGOPMALLMK, NOCBALLEHHON
npobneme 3MMIENCUU NPU 3TOM CUHAPOME, ieNAIOT NPEACTABAEHHbIN KIMHUYECKUIA CNyYail aKTyanbHbIM U ONE3HbIM ANs
cneLnanucToB AeTcKoro npoduns (HEBPONOroB, reHeTUKOB, NeAnaTpoB). B LononHeHWe B cTaTbe NpuUBeAeH ONbIT NpuMe-
HEHWA TOPMOHANBHOM Tepanuu B NeYEHUM INUIENCUN, KOTOPas Takxke OKasana 3deKT Ha 0CHOBHOE NposBAeHNe 3a60-
neBaHus (KanunnsapHole ManshopmaLmum).
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The article presents a clinical case of early infantile epileptic encephalopathy diagnosed in a child with a confirmed
genetic study of microcephaly-capillary malformation syndrome. The extremely rare occurrence of this syndrome, as well
as the small amount of information devoted to the problem of epilepsy in this syndrome, make the presented clinical
case relevant and useful for pediatric specialists (neurologists, geneticists, pediatricians). In addition, the article presents
the experience of using hormone therapy in the treatment of epilepsy, which also had an effect on the main manifestation
of the disease (capillary malformations).
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CuHapoM Mukpouebaaiuu ¢ KalWUISIPHBIMA Majib-
dopmarmsamu (MIC-CAP-cunapom) (OMIM: 614261) —
KpaifHe peaKoe reHeTHIeCKoe 3a00JIeBaH1E C ayTOCOMHO-
pPELIeCCUBHBIM MEXaHM3MOM HacJIeJ0BaHUs, BbI3BAHHOE
MyTauueit B reHe STAMBP. TlepBbie ciyyau cUHApoMa
ObLTM onvcaHbl 1 onyomkoBaHbl M. Carter v coaBT. B2011 1.
DTUMU K€ aBTOPaMU ObLUTU BbIIEIEHBI OCHOBHBIE MPOSIB-
JIeHUsT 3a00JIeBaHUST; MUKpolLiedanusi, MHOXECTBEHHbIE
KaITWJUISIPHbIE aHTMOMBI, JJOKAJIM30BaHHbIC Ha KOXE Ty-
JIOBHUIIIA M KOHEYHOCTE, a TakKe (hapMaKOpe3UCTEHTHAsI
snuencus [3]. Y Bcex onmucaHHBIX B HACTOSIILEE BpeMs
MalMeHTOB OTMeYajach 3aep>KKa IICUXOMOTOPHOTO pa3-
BUTHS PA3IMYHON CTENeHU BBIpakeHHOCTH. [le0roT oc-
HOBHBIX CUMIITOMOB B OOJIbIIIMHCTBE CIy4acB OTMEYAeTCs
C POXIECHMSI, OJHAKO OMMCAHBI CJIy4ad ITO3IHEro Havaja
3a0oneBaHumsl [7]. YacToTa BCTpeuaeMOCTH JaHHOTO CUHIPO-
ma coctanisieT <1:1 000 000. ITepBblii KTMHUYECKUI ClTydait
MIC-CAP-cunnpoma B Poccnu Ob11 onmcad B 2016 .
H.C. lemukoBoii u coaBr. [1]. B HacTosiiee BpeMst BO BceM
mupe onucaHo okoso 30 ciiydaes.

3a pa3BuTHe 3a00JIeBaHUSI OTBETCTBEHHA IBYaJICTh-
Hast myTaius B reHe STAM BP, xogupytoiieMm 6e1ok STAM,
KOTOPBI UTPaeT poJib B Tiepeaade CUTHajIa ISl pocTa Kiie-
TOK M UHAYKIWU MPOTOOHKOTeHHOTo 0eika Myc. JlaHHbIi
0eJTOK perynupyeT Mporiecc 3HAOLNTO3a, ONIOCPEAOBAHHO-
'O ITOBEPXHOCTHBIMU PELIEIITOPAaMU KJIETOK, M YOMKBUTHH-
3aBUCHMYIO COPTUPOBKY PEIIENTOPOB K Jin3ocomam [9].
Taxoke yctaHOBJIEHO, UTO Oe1oK STAM yuacTByeT B pery-
asauuu psaga curHanbHbix nyteit (PI3K-AKT-mTOR
1 RAS-MAP), oTBeualoiiux 3a KOHTPOJIb ITpoaudepalnu,
pocTa, MeTaboIM3Ma 1 aIlonTo3a KJIETOK, B TOM YKCIIe Kile-
TOK HepBHOI TKaHU. COIJIaCHO sy UCCIEIOBaHUI, MHO-
r'Me TIOPOKM Pa3BUTHS TOJIOBHOTO MO3ra BO3HMKAIOT BCJIE/I-
CTBHE MYyTallMii TEHOB, KOIMPYIOIIUX aKTHMBHOCTh
curHanbHoro nmyty PI3K-AKT-mTOR, uto 00bsICHSIET Ha-
nuyune B HeKoTopbix ciaydasx MIC-CAP-cunapoma pas-
JIMYHBIX AaHOMAJIUI1 Pa3BUTHS OOJIBILIMX ITOTYIIIAPUIA TOJIOB-
HOT'0 MO3ra: JIMCCAHLIe(haTu, MOTMMUKPOTUPUN, TIaXUTH -
PUM WIX KOMOMHAIIMI TaHHBIX TTOPOKOB Pa3BUTHSI.

B ximunumyeckoii kaptune MIC-CAP-cunmpomMa npexnie
BCETO CTOUT BBIIEIUTH OCHOBHYIO TPHaIy CUMIITOMOB: BPO-
XJIEHHYI0 MUKpPOLIeDaInio, MHOXECTBEHHbIE KaILISIPHbIC
MaTb(hopMalMKi Ha TYJOBUIIE U KOHEUHOCTSIX U TSKENYI0,
YCTOMYMBYIO K T€parvu, 3MWICTICUI0. Y BCEX IMallieHTOB
JIMAaTHOCTUPYIOTCS 3a7epKKa (PU3NIECKOTro U HEPBHO-TICU-
XMYECKOTO Pa3BUTHUS PA3IMYHOM CTENEHU BBIPAKCHHOCTH,
JIBUTATEIbHBIC HAPYILIEHWS 10 TUITY CIIACTYECKOTO TeTpa-
rape3sa, pexe — Tuddy3HO MBIIIIEYHON TUTTOTOHUH.

Haubtonee tsokensim rposiBienrnem MIC-CAP-cunapo-
Ma SIBJIsIeTCS (papMaKOpe3UCTeHTHAs AuIeTicust. [1pucTyib
yaiiie Ae0ITUPYIOT Cpa3y MOCIIe POXKICHUS, PeKe — OTCPO-
YEeHHO. XapaKTepeH NoJUMOPGU3M MTPUCTYIIOB: ¢ (DOKaTb-
HBIM HayaJIoM TOHUYECKHE, KIOHUIECKUE, OMIaTepaibHbIC,
reHepaJIn30BaHHbIE TOHUKO-KIIOHUYECKIE, MUOKJIOHNYEC-
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K€, MTHOAHTUIbHbIE SMUIETITUYECKUE CIIa3Mbl; BO3MOX-
Ha TpaHcdhopMalus MPUCTYIIOB ¢ TeYeHUEM OOJIE3HMU.
OrnvcaHbl CTydar YMEHbBIIIEHUS BbIPasKeHHOCTU MPUCTYIIOB
y neteit mocie 3 ser [5]. Kak npaBusio, IpyCTybl IJIOX0
MOIaI0TCsI MEAMKAMEHTO3HOMY JICUeHHUIO, MHOTIA Tiepe-
XOJIs1 B COCTOSTHUE SMWJISITUYECKOTO cTaTyca.

HeBposiornueckuii cratyc Takxke xapaKTepu3yeTcs
noJuMophUu3MoM. Y feTeil MOryT OTMeJaThCsl HUCTAaIM,
«IIJIaBaoIIMe» IBYKEHUs TIa3HBIX sI0JI0K, KOCOIIa3ue,
rurepcaaMBalus, ClacCTUYECKUN TUIIEPTOHYC WU Tud-
(by3Has MblIllIeYHAsI TUTIOTOHUS C OXKUBJICHUEM CYXOXKUIIb-
HBIX peJIEKCOB, Pa3IMUHbIE AUCKMHETUYECKUE PACCTPOIi-
CcTBa (XOpeoaTeTOUAHbIC NBUXEHUS, OTUCTOHUYECKUE
YCTAaHOBKM). Y JeTeit oTMevaeTcs 3anepxKka Gu3niyeckoro
pPa3BUTHSI, OHY TUIOXO HaOMPAIOT Maccy Teja u3-3a 3aTpy/I-
HEHMUI Mpoliecca IJoTaHMS BCIEICTBUE TICeBIO0YIb0ap-
HBIX PAaCCTPONCTB, UTO MOXET OBbITh [TOKA3aHWEM LIS yCTa-
HoBKU ractpoctoMbl. Jetu ¢ MIC-CAP-cungpomom
OTCTalOT B MOTOPHOM Pa3BUTHUU, TTO3IHO HAYMHAIOT TIepe-
BOpPaYMBATBCS, UCIIBITHIBAIOT TPYAHOCTU MPU IOIBITKAX
MOJI3aHbs U BepTUKaIU3aluu. [IoMrMMO 3TOT0, BO BHEIII-
HEM BMJe MAllMEHTOB MOXHO OOHApyXXWUTb PO CTUIM
IU33MOpUOreHe3a, TaKUX KakK TMIepTeI0prU3M, HU3KO
MOoCcakKeHHbIE YIITHbIE PAKOBUHBI, KOPOTKasl CIIMHKA HOCa,
KOpOTKas 111esl, SIMKAHT, TUITOIUIa3usl IUCTATbHBIX (pajlaHT
najblieB KUCTei u cTorl [2, 4].

[IpuHATO CUMTATh, YTO KATWJUISIPHBIE MaJIbhOpMalun
MPUCYTCTBYIOT TOJIbKO Ha IMOBEPXHOCTHU TYJIOBUILA U KO-
HEYHOCTEl, OMHAKO B PsIIiE CTy4aeB COCYAUCThIE aHOMAIMU
00HapyXMBaJIMCh BO BHYTPEHHMX OpraHax (Mo3:KeuKoBast
aHTHOMa, MaJb(opMaliu B TiedeHn) [2, 6]. B ommcannm
OIHOTO KJIMHUYECKOTO Ciiyyasl KanuUIsipHbIe Majibdop-
Malyy ObLIM MPUYUHOM MTOBTOPHBIX MaCCUBHBIX KPOBO-
TEYEHHUI1, KOTOpPbIE ObUIO TPYAHO OCTaHOBUTH [10].

IIporHo3 x13HU NpU JaHHOM 3a00JIeBaHMU, Ha OCHO-
BaHMM MMEIOILMXCS B HACTOSIIIEE BpeMsl JaHHBIX, HeOJ1aro-
MPUSTHBIA. BOJBIIMHCTBO IeTeil UMEIOT TSDKeJTbIe TBUTaTe Th-
HbIE HapyILIeHMS, TITyOOKYIO CTeNeHb UHTEJUIEKTYaIbHOTO
JedUIMTa U YCTOMYMBYIO K TEPAITMK SITUJIETICUIO; OITMCAHbI
cilyyau 0oJiee JIETKOro TeYeHUsI CUHApOMa BILIOTh 1O BO3-
MOXKHOCTH CAMOCTOSITEIbHOI XOIbOBI, a CAMbII CTapILIUiA U3
OIMMCAaHHBIX MALMEHTOB CMOT JOCTUYh Bo3pacTta 18 jer [8].
Ha teueHue 3a001eBaHMsI OKa3bIBaeT BIMSTHUE OOJTBIIIOE KO-
JIMYECTBO (haKTOPOB, HauboJIee 3HAUUMBIMMU U3 KOTOPBIX
SIBJISTIOTCSI TSDKECTh SMWISTICUM, aIeKBaTHOCTh MOI00paHHOMN
Tepary U HATMYKE COMYyTCTBYIOIIUX OCIOXKHEHMIA.

ITpuBoaum onucanue ciayyasas MIC-CAP-cunapoma,
COITPOBOXXAABIIETOCS TSKEION MIaleHUYECKOM SIMUIeTITH-
yeckoit sH1edantonaTuen.

KnuHuyeckuni cnyyait

Ilauuenm M., 9 mec. Anamues ncuznu: peberok om 3-ii be-
pemernocmu (1-1 — 3amepuias, 2-s 3a6epuiuiacs podcoeHu-
em 300p06oeo pebenka), npomekasuieli ¢ yepo30il npepvléa-
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HUS, eeCMAYUOHHBIM CAXAPHbIM Ouabemom, om 2-x podos
Ha cpoke 38 Hed nymem 3KCMPeHH020 Kecapeda CeyeHus
(u3-3a ocmano8Ku cepoyeduenus niooa). Poouncs marosecHbim
no omuouleruro K cpoky eecmayuu (2390 2), oyenka no wikane
Aneap — 8/8 6annos. Ha kooce mynosuwa u korneunocmei —
MHOJICECMBeHHble eeMaHeuoMbl pazmepamu 0o 2—3 mm. Ha-
CAedcmeeHHOCb OMS20UWeHA NO AUHUU Mamepu — Y 080H0PO0-
HOUl cecmpbl Mamepu OUazHOCMUPOBAaHa 60ae3Hb Anekcandepa;
no 3nUAENCUU HACACOCMBEHHOCHb HEe OMAOUEH .

Anamues 3aboneeanus: 6 eospacme 10 Oueil dcuzHu
Y pebenKa nosi8uaUCh Hacmole NPUCMYNbL 6 8U0de QYOKANbHbIX
U 2eHePanU308aHHbIX MUOKAOHULL. Pebenok 6bin eocnumanu-
3UpoBan 6 omaoenenue Namoa02UU HOBOPOICOEHHbIX 00AaACH -
HOll 0emcKoll KAuHUu4eckoll 60abHUYbl 6 oKmsaope 2023 e.,
N0 OGHHbIM MAZHUMHO-PE30HAHCHOL MOMOZPAPUU 20108HO20
MO032a CReyupuUUecKo20 04a206020 NOPANCEHUS eulecmed
20/108H020 M032a He 0bl10 0GHAPYHCEHO, OMMEUAN0Ch PACUIU~-
peHue cy6apaxHoudaNbHbiX U Hceayd0HKO8bIX NPOCHPAHCME,
a makoice Heboavuias (5 x § Mmm) Kucma npo3pa4Hoil nepeeo-
podku. IlIposedeno eudeoanekmposnyepanroepaguueckoe
Mmonumopuposarue (BOM) oneernoeo cna, no danHbim Komo-
DP020 Oblia 0OHApyJceHa Namoaoeu4ecKkas aKkmueHOCHb HO
Muny nammepHa «6CRbIUKA—No0asieHue» 6Mecme ¢ pecuo-
HAAbHOU FNUAENMUGOPMHOL AKMUBHOCMbIO 8 3A0HUX OmOde-
aax moszea (puc. 1).

C yuemom xapaxkmepa npucmynog, 0aHHbIX IAeKMPOIH-
yeghanoepaghuueckoeo uccredoganus pebeHKy 6biaa UHULUU-
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Puc. 1. [Tayuenm M., 11 oneii. Jluacnos: panuas Maadenyeckas snuienmu-
ueckas FHyearonamus Ha QoHe CUHOPOMAa MUKpPoUeparuu ¢ KanuiiapHl-
Mu manvghopmayuamu. Budeoarexmposnyeganroepaghuueckoe monumopupo-
eanue OHeeno2o cHa, Il cmadus NREM cha. Pecucmpupyemcs écnviuka
Juy3Hoii namonoeuueckoli aKMUBHOCMU C 8KAHOUEHUEM OCMPbIX GOAH,
aAMUNUYHBIX KOMHAEKCO8 0CMPAaAs—MeONeHHAS BOAHA € NOCAEOYIOUWUM N00as-
JNeHuem OU031eKmpuueckoll aKmugHoCmu Mo32a — NammepH «GCHbIUKA—
nodaegnenue»

Fig. 1. Patient M., 11 days old. Diagnosis: early infantile epileptic
encephalopathy against the background of microcephaly-capillary
malformation syndrome. Videoelectroencephalographic monitoring of daytime
sleep, stage 2 of NREM sleep. A burst of diffuse pathological activity
is recorded with the inclusion of sharp waves, atypical sharp-slow wave
complexes followed by suppression of the bioelectrical activity of the brain —
the “burst—suppression” pattern.
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POBAHA AHMUINUAENMUMECKAsl Mepanus NPenapamom 6aib-
npoeeoii kucaomosl 6 gopme cupona (70 me/cym),
snesemupayemamom é ghopme cupona (80 me/cym), kaoHasze-
namom (0,75 me/cym). CepuiiHble npucmynsl Kynupoeaucs,
COXPAHANUCH 00UHOUHbIE OUAAMEPANbHbIE MUOKAOHUYECKUE
npucmynost. Ipu BOM 6 dunamuke (uepe3 11 oneit) ommeua-
AUCH YRAOULeHUE YOHOBOI AKMUBHOCIU, YMEHbUIEHUE 8bIPa-
JCEHHOCMU NAmMmMepHa «8Chbliuka—nodasieHue» (puc. 2).
Heesponoeom-snunenmonoeom 6via ycmanoeneH OUaeHo3 paH-
Hell MAa0eH1ecK ol SNUAenMUHeCcK ol SHYearonamui, 6epo-
AMHO, MUOKAOHUYECKOU IHUeparonamuu Aitkapou.
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Puc. 2. llayuenm M., 21 dens. Juaeno3: panHss maadenyecKas snuienmu-
ueckas sHyeharonamus Ha HoHe CUHOPOMA MUKpoyeparuu ¢ KanuAIApHol-
Mu manvgopmayusmu. Budeoarexmposnuyepanoepaguueckoe MOHUMOPUpPo-
eanue Onesnoco cha, Il cmadus NREM cna. Ommeuaemcs pedykuus
nammepHa <«8CHbIUKA—N00asaeHue», a makice oug@ysnas snuisenmu-
opmHaa AKMUEHOCMb NO MUNY OCMPAS—MEeONEHHAS BOAHA C MAKCUMANLHOU
npedcmasaeHHOCmbio 8 NepeOHeA00HbIX U NepeOHeBUCOUHBIX 00AaCmAX
Fig. 2. Patient M., 21 days old. Diagnosis: early infantile epileptic
encephalopathy against the background of microcephaly-capillary malformation
syndrome. Videoelectroencephalographic monitoring of daytime sleep, stage 2
of NREM sleep. Reduction of the “burst—suppression” pattern is detected, as
well as diffuse epileptiform activity of the sharp—slow wave type with maximum
representation in the anterior frontal and anterior temporal areas.

B ces3u ¢ maxcecmuvio cocmosiHus, RPOOOANCAOUUMUCS
INUACNMUHECKUMU NPUCIYNAMU, HAAUYUEM CIUeM peDeHOK
OblL 3A04HO NPOKOHCYALIMUPOBAH CREUUAIUCIAMU edepanb-
HOUl KAUHUKU, npednosoxcer cunopom deguyuma GLUTI;
Aegemupayemam Ovla OMMeHeH,; NPosedena mepanusi pe3ep-
6a 6 sude 5 ceancos nyabc-mepanuu MemuanpeoHu3010HoM
6 do3e 30 me/ke maccol meaa.

Tlocae evinucku uz cmayuonapa y pebeHka NosI8UAUCH FNU-
30001 (hukcayuu 830pa, Ha Ghone auxopaoku (ecaedcmeiie oCmpo-
20 pecnupamopHo2o 3a001e6aHUs) B03HUK 0OHOKPAMHbILL 2eHe-
PAAU308AHHDLI MOHUKO-KAOHUMECKUL NPUCMYN, 8cledcmeue
ueeo 6 Hosiope 2023 . oM Obin 20CNUMAAU3UPOBAH 8 NeOUAmpU-
ueckoe omadenenue 20poo0cKoll KauHuveckoll boavrulpbl. Ha mo-
MEHM 20CRUMAAU3aUUL PeOeHOK NOAYHAA BANLRPOLEYIO KUCAOMY
6 0oze 80 me/cym, kaonazenam 0,75 me/cym. Pebernok nosmop-
HO NPOKOHCYAbIMUPOBAH HEBPON02OM (hedepanbHo20 yeHmpa,
DPEKOMeHO08AHO 88eCmU 8 MEPANUI0 NPEenapam eueadampuH
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€ NOCMENeHHbIM yeeauMeHuem 003bi 00 MAKCUMANLHO B0IMONCHOL
(100 me/ke/cym) npu xopowteii nepenocumocmu. C Hauyarom
npuema eueabampuna cocmosinue oe3 yayuueHuil.

Tlocne cmayuonaproeo aevenus é dexabpe 2023 2. peberok
Obl1 oOcMOMpeH 8paAYOM-2eHEMUKOM (hedepanbHoil KAUHUKU
¢ nodo3penuem Ha MIC-CAP-cundpom, nposedeno cenemuue-
ckoe uccaedosanue Ha mymayuro 6 eene STAMBP — evisienena
mymauus c. 188A>G 6 eomo3uecomuom cocmosHuu, Ha 0CHO8A-
HUU 4e20, ¢ Y4emom KAUHUHeCKOU KapmuHbl, Obia YCMaHo8AeH
duaenoz MIC-CAP-cundpoma; no pezyasbmamam ceKke8eHupo-
sanus no Caneepy podumeneii pebeHKa 006a A6A51AUCb HOCUME-
aamu mymayuu 6 eene STAMBP. Ha nauano aneapa 2024 e.
DpebeHOK npuHuMan eanvnpoesyio kucaomy 80 me/cym, euea-
oampun 250 me/cym, kaonazenam 0,75 me/cym.

B ¢653u ¢ cOXpaHaOUUMUC INUACNMUMECKUMU RPUCTY -
namu 6 aueape 2024 2. pebeHoK Obia NOBMOPHO 20CNUMANU-
3UpPOBaH 8 neduampuueckoe omoenenue 004acmHoL 0emcKoil
KauHuyeckoi 6oavHuuybl. Ilo dannvim BOM Onesroco cna
DPecUCMPUPOBAAUCH 2 04aea INUAENMUPOPMHOU AKMUBHOCTU
8 €601l YeHMPANbHO-MEMEHHOU U NPABOILl NOOHO-UeHMPANb-
HOU 06nacmsx, ¢ meHOeHyuell K yeeauueHuio npeicmaeneH-
Hocmu 8n10Mbv 00 POPMUPOBAHUS NAMMEPHA MOOUPDUUUPO-
eanHoll euncapummuu (puc. 3). B omdensenuu dosa suea-
bampuHna obina yseauuena do 500 me/cym.

K mapmy 2024 e., nomumo MuokaoHuveckux u busame-
DANbHBIX MOHUKO-KAOHUHECKUX NPUCIYN08, NOABUAUCH MO~
HUYecKue NPUCMYnbl N0 MUNY «N03bl PeXMo8aANbUUKA» OAU-
menvHocmoto 0o 10 mun. Ilpu noemoprom BIM onesroeco cna
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Puc. 3. lTayuenm M., 4 mec. Jluacrnos: pannss maadeHueckas Inusenmute-
cKkas sHyeharonamus Ha pore CUHOPOMA MUKDOUeDANUY C KANUAAADHBIMU
Mmanvghopmayusamu. Budeosnekmposnyegpanrocpaguueckoe MOHUMOpUposa-
Hue dnesHoeo cha, I cmadus NREM cna. Ha gpone dugpgysnoeo acunxpon-
H020 3ame0neHUst KOPKOBOU pUMMUKY PeUCIPUDPYemcs MyAbMUpecUoOHaNb-
Has INUNENMUPOPMHAST AKMUBHOCMb — NAMMEPH <«<MOOUDUUUPOBAHHO
euncapummuu»

Fig. 3. Patient M., 4 months old. Diagnosis: early infantile epileptic
encephalopathy against the background of microcephaly-capillary
malformation syndrome. Videoelectroencephalographic monitoring of daytime
sleep, stage 1 of NREM sleep. Against the background of diffuse asynchronous
slowing of cortical rhythms, multiregional epileptiform activity is recorded —
a pattern of “modified hypsarrhythmia”

1

aneKmposnueanoepagueckas KapmuHa cOOmeemcmeosa-
na maxkogoil om saueapsa 2024 e., Ho Obia 3apecucmpuposan
INUNCNMUMECKULL RPUCYN 8 8U0e KAOHUMECKUX NOOepeUBAHUL
6 BEPXHUX KOHEUHOCMSX, YMO HA 31eKMPO3HUeparoepamme
(D3I conposoxcdanoc npodonicentvim (00 6 Mur) paspsioom
dugpghy3roti snusenmugpopmroil akmusrHocmu (puc. 4).
IIposedena koppekyus nevenus: KAOHA3eNaM OMMEHEH,
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Puc. 4. [layuenm M., 6 mec. Juaeno3: panusia maadenueckas snUnenmu4eckas
SHUyeparonamus Ha (hoHe CUHOPOMA MUKPOUEPANUU C KANUANAPHBIMU MANb-
gopmayusmu. Budeosnexkmposnyeganroepapuueckoe MOHUMOPUPOBAHUE
duesroeo cHa, Havano Il cmaduu NREM cna. Dnekmposnyepanroepamma
npucmyna (KAoHU4ecKue nooepeusanus epxHumMu KoneyHocmsamu). Omme-
yaemcs ygeauuenue npeocmasieHHOCIU MyAbMUpeeUOHAAbHOU SNUAenmu-
hopmHOIL akmugHOCMU, NEPUOOUHECKU CO CAA00I MeHOeHUUell K CUHXPOHU -
sayuu pazps0os

Fig. 4. Patient M., 6 months old. Diagnosis: early infantile epileptic
encephalopathy against the background of microcephaly-capillary
malformation syndrome. Videoelectroencephalographic monitoring of daytime
sleep, beginning of stage 2 of NREM sleep. Electroencephalogram of the seizure
(clonic twitching of the upper limbs). An increase in the representation
of multiregional epileptiform activity is noted, periodically with a weak tendency
to synchronize discharges

éMecmo Heeo Hauam npuem nazarogepanra-3 no 1/2 mabaem-
Ku 2 pasa 6 dens. C Hauansom npuema nazaiogepana-3 mouu-
Yeckue nPUCmynsl NPeKpamuaucs, 00HAKO COXPAHAAUCD GO~
KAAbHble MUOKAOHUHECKUEe U KAOHUYECKUE NAPOKCU3MbL.

C anpens 2024 2. nossuauce npucmynsi 8 guoe CepuiiHbiX
KAOHUHECKUX CeUOAHUI 20408bl ¢ OAUMENLHOCTbIO CePUll
do 1,5 mun, emecme ¢ 0aHHbIMU NPUCMYNAMU Y pebeHKa yeac
cocamenvublil pegpexc, noABUAUCL NPOOAEMbl C NPUEMOM
nuwu u Habopom maccol meaa. Ha momenm nosenenus dam-
HbIX 2#can00 pebeHOK NPUHUMAA 8ANLIPOEBYI0 KUCAOMY 6 00~
3e 80 me/cym, sueabampun 6 doze 500 me/cym, naearoge-
paa-3 no 1/2 mabaemku 2 paza 6 Oenvb, Kynuposanue
CepULIHbIX NPUCIYNO08 OCYULeCMBAAN0CH 88e0eHueM duaszena-
ma 0,5 % enympumbiuieuro.

C yuemom muna snunenmu4ecko2o Cunopoma, xapakme-
pa npucmynog u usmereruil Ha D3I b6bL10 npuHamo peuwienue
NOCMEneHHO OMMEHAMb 8U2A0aAMPUH U HAYAMb 20PMOHANb-
HYH mepanuro 2uOpoKopmu3oHom u3 pacuema 10 me/xe/cym
C noCmeneHHbIM CHUdICeHUemM 003bl 00 noddepicusaroujeli
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2 me/ke/cym. C Hauarom mepanuu 2u0poOKOpmMuU30HOM omme-
4anaco 3HAYUMENbHAS NOAOICUMENbHAS OUHAMUKA: NPEeKPamu-
JUCH OunamepanbHble U AKCUANbHbIe MUOKAOHUU C COXPAHEHUEM
peokux (0o I npucmyna 6 0enb) oK anbHbIX MUOKAOHUIL 8 NPA-
8011 6epxHell KOHeHHOCMU; PeOeHOK CIan aKmueHee, YAy4uUL-
Cs1 npuem UL, 8ePHYACS COCaMeNbHbLL peghieKc; makice Mams
0bpamuna BHUMAHUe Ha YMeHbleHUe KoAUu4ecmea NOOKO0NCHbIX
aHeuom, Komopwie cmanu Oneonee.

Ilposedena macHumno-pe3oHancHas momoepagus eo-
N108H020 M032a 8 OuHamuie 8 mae 2024 2., 06HapyiceHvL Npu-
3HAKU pacuiupeHus cy0apaxHoudaibHbvlXx NPOCMPAHCME,
MENCNOAYUWLAPHOTU Wjeaul, CUAbBUEeBbIX O0P030, JHcenydouKoeoll
cucmembl 204108H020 M032d, KUCMbl NOAOCMU NPO3PAUHOU
nepezopooKu, eunonAa3uyu Mo304UCMO20 meaa, ampopuye-
CKUX U3MEHEeHUll eeuecmea 20408H020 Mozea (puc. 5, 6).
Taxoxce 6vina nposedena pymuHHAas 21eKmMpodHyepanoepa-
¢husi, N0 OAHHBIM KOMOPOIL Pe2Ucmpupo8alacy pecuoHaNbHAS
onurenmugopmMHaAs AKMUBHOCMb 8 1e601l UeHMPANbHO-me-
MEHHOIl U NPpasoil A00HO-8UCOUHOLL 004ACMAX HE3ABUCUMO;
obpawana Ha cebs GHUMAHUe KapmuHa oupghysnoeo deavma-
3ameodneHus KopKoeoi pummuku (puc. 7).

Peberok noemopHo KOHCYAbMUPOBAH HEBP0N02OM (hede-
DAAbHOU KAUHUKU, PeKOMEHA08aHbL 3aMeHA NeKapCMBeHHOU
ghopmul 8anvhpoesoiil Kuciomol (nepexood ¢ cupona Ha npena-
pam 8 epamyaax ¢ npoAoHeUPOBAHHBIM 8blC8000JICOeHUeM)
¢ yseauueHuem cymouHoil 0o3vl do 150 me, ommena naznro-
hepana-3 u seedenue knobazama 6 doze 10 me/cym. [losmop-
HO 20cnUmManu3uposan 6 neduampuveckoe omaoenenue 00-
AACMHOLL KAUHUYECKOU 00abHUUbl 6 utone 2024 2. 6 ceasu
¢ passumuem acnupayUoOHHOl NHEBMOHUU 8 COYeMaHuUU ¢ AuU-
X0paokoil; Ha Gone UHDEeKUUOHHO20 3a001e8aHUSL OMMeEUeHO
YXyouieHue 6 He@poa02UHeCKOM CIamyce — pecucmpuposa-
JAUCh MHOJICECBEHHble (POKaNbHble MUOKAOHUU, OUIamepanb-
Hble KAOHUHecKUe N00epeUBaHUsl, a MaKice 2eMUumorHu4ecKue
npucmynsi. Ha momenm eocnumanuzayuu noayuans anmu-
SNUAENMUHECKYI0 MePanur. 8aabNPoesyr) KUCA0my 8 epa-
nynax 150 me/cym, kaobazam 10 me/cym, eudpokopmu3oH
25 me/cym. Ilo dannvim BOM OneeHnoeo cha coxpausracs
MYAbMUPE2UOHANbHAS U OUGOY3HAS InULenMUDOPMHAS K -
MUBHOCMb, 00HAKO HAYAAU Pe2UCMPUPOBaAmbCs NPoOeNcKy
mema-akmusHocmu OuG@y3Ho ¢ AKUeHMOM 6 BUCOYHbBIX 00-
aacmsax (puc. 8).

B cea3u ¢ npeobnadarowum xapakmepom MUOKAOHUUE-
CKUX U KAOHUHECKUX NPUCMYNO8 8ANbNPOe8As KUcaoma Oviaa
3aMeHeHa Ha Aegemupayemam 6 doze 2,5 ma/cym, Ha goHe
JAe4eHUs NHe6MOHUU, KOPPeK YUY AHMUINUACNMUYECK020 J1e-
YeHUs MOHUYecKUue NPUCMYNbl NPeKpamulucy, 4acmoma
OuUNaMePanbHbIX NAPOKCUIMOB YMEHbULUAACD.

Ha momenm nocaeodneii koncyabmauyuu Hegposnoea obaacm-
HOUl OemcKoll KauHu4eckoll 60avHulybl (KoHey urona 2024 e.)
DpebeHOK noayuan credyroujee GHMUINUAENMUYecKoe AeHeHue:
eudpokopmu3on 25 me/cym, negemupavemam 2,5 ma/cym,
Kaobazam 10 me/cym, eanrvnpoesyro KUciomy 6 epaHyiax
150 me/cym; coxpansauce 00UHOUHbIE MUOKAOHUYECKUE nodep-

Puc. 5. lTayuenm M., 7 mec. Jluacnos: pannss maadeHueckas Inuienmute-
cKas sHyeharonamus Ha ore cUHOpoOMa MuKpouedaruu ¢ KanUAAAPHLIMU
manvgopmayuamu. MaeHummno-pe3onancras momoepagus 20108H020 M0o3-
ea, mowpocms 1,5 T, T1-pexcum, akcuanvhuiii cpe3. Ommeuaromes oug-
@y3naa ampogus eeujecmea 20108H020 M032a, UCIOHYEHUE U YMeHbleHUe
6 o0seme u36UAUH OOALUWUX NOAYWAPUIL, pacuuperue cyoapaxHOU0aabHbiX
npocmpancme, 60K08bIX Jcensy00HK08, MeICHOAYUIAPHOU wieau, Kucma no-
A0cmu npo3paxHoll hepeeopooxu

Fig. 5. Patient M., 7 months old. Diagnosis: early infantile epileptic
encephalopathy against the background of microcephaly-capillary malformation
syndrome. Magnetic resonance imaging of the brain, power 1.5 T, T1 mode,
axial section. Diffuse atrophy of the brain matter, thinning and decrease
in the volume of the convolutions of the cerebral hemispheres, expansion
of the subarachnoid spaces, lateral ventricles, interhemispheric fissure, cyst
of the cavity of the transparent septum are noted

Puc. 6. layuenm M., 7 mec. luaenos: panusis maadeHueckas snuienmuue-
cKas sHyeparonamus Ha hone CUHOPOMA MUKPOUEPDANUU C KANUANAPHBIMU
manvopmayuamu. Maenumno-pe3onancras momoapagus 20108H020 M0O3-
ea, mowHocmo 1,5 T, T2-pesxcum, koporapHwiii cpe3. Jupgysnas ampopus
seuecmea 20108H020 M032a, pacuiuperue cyoapaxnouoarbHbIX U Jceayoou-
K0BbIX NPOCMPAHCME

Fig. 6. Patient M., 7 months old. Diagnosis: early infantile epileptic
encephalopathy against the background of microcephaly-capillary
malformation syndrome. Magnetic resonance imaging of the brain, power
1.5 T, T2 mode, coronal section. Diffuse atrophy of the brain substance,
expansion of the subarachnoid and ventricular spaces
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Puc. 7. layuenm M., 7 mec. Juaenos: pauusis maadeHueckas snuienmute-
cKkas sHuedharonamus Ha poHe CUHOPOMA MUKPOUeharuu ¢ KanuAISPHLIMU
mansopmayuamu. Pymunnas snexmposnueganoepaghus. Jugpgysmoe 3a-
MeOneHue KOpKo8oi pUmMUKU 8 0eabma-0uanazone ¢ MyabmupecuoHalbHoll
INUNENMUPOPMHOL AKIMUBHOCIBIO 8 1€80L UeHMPANbHO-MEMEHHOU U npa-
8011 100HO-8UCOUHOLL 00AACMAX HE3ABUCUMO

Fig. 7. Patient M., 7months old. Diagnosis early infantile epileptic encephalopathy
against the background of microcephaly-capillary malformation syndrome.
Routine electroencephalography. Diffuse slowing of cortical rhythms in the delta
range with multiregional epileptiform activity in the left central-parietal
and right frontotemporal areas, independently
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Puc. 8. lTayuenm M., 8 mec. Jluaenos: pannss maadenueckas snuienmute-
cKkas sHyearonamust Ha ore CUHOPOMA MUKPOUePaIul ¢ KanuAIsipHbIMU
manvgopmayusmu. Budeoanexmposnyeganoepaguueckoe monumopuposa-
Hue OHegHo20 cHa, aza boopcmeosanus. Ommeuaemcs ymeHbUeHUEe 8bIDA-
JHCEHHOCMU MeONeHHOB0IH08020 KOMNOHEHMA C NOsGACHUEM NpPobedceK
akmuerocmu mema-ouanaszona 6— 7 Iy  eucounvix obaacmsax mozea, 601b-
we cnpaea, mo MOMICHO paAcUeHUBAMmb KaK «npedeecmHuK» aivpa-pumma

Fig. 8. Patient M., 8 months old. Diagnosis early infantile epileptic encephalopathy
against the background of microcephaly-capillary malformation syndrome.
Videoelectroencephalographic monitoring of daytime sleep, wakefulness phase.
A decrease in the expression of the slow-wave component is noted with
the appearance of runs of theta-range activity of 6—7 Hz in the temporal regions
of the brain, more on the right, which can be regarded as a precursor of the
alpha rhythm
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CUBAHUS MUUEBOLL MYCKYAAMYPOIL U KOHEUHOCAMU, OMMEYANUCH
pedkue bunamepanbHble KAOHUHECKUEe NPUCHYNbI.

B Hesposoeuneckom cmamyce: muxpouyegarus (35 cm),
cmuemvl Qu3ImMOpuoeere3a é ude YRA0ueHHOl CNUHKU Hoca,
HUBK020 PACNOAOICEHUS YUIHBIX PAKOBUH, NOBbIUUEHUE MblUieH -
HO20 MOHYCA 8 KOHEYHOCISAX,; MblUeHHAS SUNOMOHUS 8 AKCU-
ANbHBIX 2PYNNAX MbIULLY, 0JCUBNEHUE CYXONICUNBHBIX PehAeKCO8.
Pebernok nnoxo ydepacusaem 20108y, nblmaemcs no8epHymy-
¢ Ha 60K, camocmosmensHo He nepegopavusaemcs,; 0yoyuu
ROCAdCeHHbIM, He Yoepicusaem noaodceHue cuods,; 3axeam
Kucmamu esavlil. Ha koxce koneunocmeti u mynosuwa — mMHo-
JcecmeerHble cocyoucmole manvgopmayuu (puc. 9).

Puc. 9. llayuenm M., 8 mec. Jluaenos: pannss maadenueckas nuienmuyec-
Kas sHyeparonamus Ha Gore CUHOPOMA MUKPOUeDANUU ¢ KANUANSPHBIMU
manvpopmavusmu. Ha kooxce mynosuwa — mHodcecmeennvie cocyoucmoie
manvgopmayuu pazmepamu do 1,5 x1,5 cm

Fig. 9. Patient M., § months old. Diagnosis early infantile epileptic
encephalopathy against the background of microcephaly-capillary
malformation syndrome. On the skin of the body — multiple vascular
malformations up to 1.5 < 1.5 cm in size
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Ha ocnosanuu oannvix anamuesa, OUHAMUKY MeYeHUs
CUHOpoma, pe3yabmamos 006eKmueH020, UHCMPYMEeHMAaNb-
HO020 U 2eHemuH1eck020 00c1ed08anus pedeHKy Obli YCIMAaHOBAeH
0uaeHo3 paHHeil MAAOeHecKoll INUNeNMUYECKOU IHUepano-
namuu 6 cmpykmype MIC-CAP-cundpoma, noomeepicoeHHo2o
2eHemuyecKu.

B 1aHHOM KJIIMHUYECKOM MpUMEpPe TTPOAEMOHCTPUPO-
BaH CJIydaii OYeHb PEIKOI0 FeHETUYECKOTo 3a00JIeBaHMsI,
B CTPYKTYpE€ KOTOPOTO €CTh TSIKEJIBIA AIMWICHTUIECKUI
cunapoM. K coxaneHuio, u3-3a KpailHe MaJloro 4ucia
onucaHHbix ciydaeB MIC-CAP-cuHapoma Bo3HMKaAeET
rpo0GJieMa TMarHOCTUKM 1 aIeKBaTHOTO JICUEHUSI AITHJICTI-
TUYECKOTro CUHAPOMA, aCCOLIMUPOBAHHOTO C TaHHBIM 3a-
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CuHIpoM MUKpoliedaTny ¢ KAMWUISIPHBIMU MaTb(OpMaLlisIMHU.
Menuarpus 2016;95(5);110—4.

Demikova N.S., Kakaulina V.S., Pechatnikova N.L. et al.
Microcephaly syndrome with capillary malformations.
Pediatriya = Pediatrics 2016;95(5);110—4. (In Russ.).

2. llyrapesa JI.M., [Toremkuna O.B., [llymeeBa A.T.,
TanaktronoBa C.M. Pe3ucteHTHas snuiencus y pebeHka
¢ MUKpoLehaTbHOKATMUISIPHBIM MaTb()OpMallMOHHBIM CUHAPO-
moM. KypHai HeBpojioruu u nncuxuarpuu uM. C.C. KopcakoBa
2020;120(8):110—6.

Shchugareva L.M., Poteshkina O.V., Shumeeva A.G.,
Galaktionova S.M. Resistant epilepsy in a child with microcephalic
capillary malformation syndrome. Zhurnal nevrologii i psikhiatrii
im. S.S. Korsakova = S.S. Korsakov Journal of Neurology

and Psychiatry 2020;120(8):110—6. (In Russ.).

3. Carter M., Geraghty M., de la Cruz L. et al. A new syndrome with
multiple capillary malformations, intractable seizures, and brain
and limb anomalies. Am J Med Genet A 2011;155(2):301—6.

4. Carter M.T., Mirzaa G., McDonell L.M., Boycott K.M.
Microcephaly-Capillary Malformation Syndrome.

In: GeneReviews®. Seattle: University of Washington, 1993—2024.

ORCID agropos / ORCID of authors
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oosieBaHreM. OqHAKO 3HAHUE OCHOBHBIX MPOSIBICHUIA,
KPUTEPUEB SMWICTITUYECKOr0 CUHAPOMA COIJIACHO IMO-
CJIETHUM MEXIYHAPOJHBIM KJIacCUDUKALIMSIM TTO3BOJISIET
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cratyc. JIaHHBIN KITMHUYECKUIA cTydail — NepBblii U3 opu-
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JINYeCTBa KaMUJUISIPHBIX Majib(opMaluii.
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