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B cTaTbe npencTaBneHo onucaHue KIMHUYECKOTO cyyas pebeHka 3 neT 8 Mec ¢ CMHAPOMOM PeTTa, 06yCNOBNEHHbIM MyTa-
umeii p.Val485fs 8 reHe MECP2. Mo gaHHbIM 3neKTpo3HLedanorpatum B Bo3pacte 1 roaa 6 Mec y AeBOYKHM Obina BbisBNEHA
Anddy3Has NpopomKeHHas anunenTudopMHas akTUBHOCTb B a3y MeaneHHoro cHa (continuous spike-waves during slow-
wave sleep, CSWS) B Buge BbicokoammautynHbix (8o 300 MKB) komnnekcoB ocTpas — MefieHHas BoiHa uHgekcom 90-100 %.
Mpun KoHTpoNbLHOM UccnefoBaHNK B Bo3pacTe 2 neT 10 mec anddy3Has anunenTMOpMHaAA aKTUBHOCTb Ha 3NEKTPO3HLe-
thanorpamme CMeHMNaCb MyNbTUPErMOHaNbHON 3NUNENTUHOPMHOM aKTUBHOCTbIO MHAEKCOM A0 70-80 % Ha OTAeNbHbIX
3M0Xax, B LesoM He npesbiwas 50-60 %. 3a Becb Nnepuop HabNoAeHNUS INUNENTUYECKUX NPUCTYNOB He Oblo 3aperucTpu-
poBaHo. OcTaetcs HeU3BeCTHbIM, ABnseTcA N1 Hanuune CSWS B TakoM paHHeM Bo3pacTe NpefuKTopoM Gonee TAXKEeNoro
TeYeHus cuHppoma Petta — B HaweM HabnoAeHUN AeBoYKa He NpuoGpena HaBbIKOB XOAbLOLI, U yiKe B BO3pacTe [0 rofa
y Hee 6Gblna oYeBMAHA 3afiepXKa NCUXOpeyeBoro passutus. TpebyeTcs NpoBefeHUe AOMONHUTENbHBIX UCCNeA0BaHUN
0 yactoTe peHomeHa CSWS 1 ero ponu B pas3BUTUM KNIMHUYECKUX OCOBGEHHOCTEI Npu cuHapome PetTa.

KnioueBble cnoBa: cuHgpom Petta, mytaums p.Val485fs B rene MECP2, npofomKkeHHas 3nunenTudopmMHas akTUBHOCTb
B a3y MeaneHHOro CHa, INEKTPUYECKUI INUAENTUYECKUIT CTATYC MELJIEHHOTO CHa
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The article presents a description of a clinical case of a child 3 years 8 months old with Rett syndrome caused by the mu-
tation of p.Val485fs in the MECP2 gene. According to electroencephalography data at the age of 1 year and 6 months,
diffuse continued epileptiform activity in the form of high-amplitude (up to 300 pV) acute - slow wave complexes
(continuous spike-waves during slow-wave sleep, CSWS) with an index of 90-100 % was revealed. At the control exa-
mination at the age of 2 years and 10 months diffuse epileptiform activity was replaced by multifocal activity with an
index of up to 70-80 % at certain epochs, in general, not exceeding 50-60 %. During the entire observation period
there were no epileptic seizures. It remains unknown whether the presence of CSWS at such an early age is a predictor
of a more severe course of Rett syndrome — in our observation the girl did not acquire walking skills and a delay in psy-
chic and speech development was evident already before the 12 month of life. More research is needed on the fre-
quency of the CSWS phenomenon and its role in the development of clinical features in Rett syndrome.

Key words: Rett syndrome, p.Val485fs mutation in the gene MECP2, continuous spike waves during slow-wave sleep,
status epilepticus during slow sleep
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Cunnpom Perra (CP) — opdanHoe X-cuemieHHOe
3a00JIeBaHIE, BCTPEUACTCS IIPEUMYIIIECTBEHHO Y JINII XKEeH-
ckoro nofa c yactoroit ot 1:9000 mo 1:22000 u siBnsieTcs
2-i1 TI0 YacTOTe MIPUIMHON TSKEI0M YMCTBEHHOM OTCTa-
JIOCTH y IeBoYeK Iociie cuuapoma Jdayna. B 95 % ciaydaes
IIPUYNHON pa3BUTHS 3a00JIeBaHNSI SIBJISIETCS CITIOHTaHHAST
MyTanus notepu GpyHKuK B rene MECP2 (upeaTnduim-
poBaHo okoio 900 myranmit). KpaiitHe peako myramus
B OCHOBHOM reHe M ECP2 ipuBOAUT K pa3BUTHIO aTUITAY -
HBIX (hopm CP: Zappella (c coxpanHoii peusio), Hanefeld
(c paHHMM Ha4YaJIOM CyIOPOXHOTro cuHApoMa) 1 Rolando
(BpoxnenHsiit). Kak mpaBuio, BapuanTel Hanefeld u Ro-
lando BeI3bIBatoTCS MyTaumsMu B reHax CDKLSu FOXG1
cootBercTBeHHO [10, 17, 19, 22]. B Teuenune 2014—2018 .
B XOJI¢ TIPOBEICHUS OOJIBIIIOTO KOJIMIECTBA HE3aBUCHUMBIX
JIPYT OT JApyra UcCAe0BaHU (MIOJTHOIK30MHOTO CEKBEHU -
pOBaHMS) OBbIJIO BLISIBJICHO 69 HOBBIX TCHOB, MyTallUU B KO-
TOPBIX TAKKE IIPUBOIAT K Pa3BUTHUIO (DEHOTHIIA, CXOKETO
¢ CP: PWP2, SCG2, IZUMO4, XAB2, ZSCAN12, IQSEC2,
FAM151A v np. [17].

B TununyHbIX ciy4dasix 3a0oJieBaHUe Je0IOTUPYET B I1e-
puox ¢ 6 mo 20 mec. [lepBbIMU IIpU3HAKAMU SIBIISIIOTCSI
OCTaHOBKA IICMXOMOTOPHOTO PAa3BUTHS C TTOCICAYIOIINM
perpeccoM MpruoOpeTeHHBIX IieJIeHAIPABICHHBIX IBIKE-
HUU pYK, HABBIKOB 3KCIIPECCUBHOM PE€YM U pa3BUTUEM
ayTUCTUYECKOTO paccTpoiicTBa. [TosBIsitoTCs cTepeoTHI-
HBIC IBVDKCHUS BEPXHUX KOHEYHOCTE, TaKMe KaK cxKa-
THE, CIaBIMBaHUE, XJIOIKN, ITOCTYKMBaHUE, COCAHME
naableB, «MOIOIIKe» IBUXEHUSI PyK. B OonblIMHCTBE
cllydaeB UMEETCSI HapyIIeHWE TTOXOIKM (IUCIIPaKCHS),
B HEKOTOPHBIX CIYyJasiX — OTCYTCTBUE CIIOCOOHOCTH XOIUTh
[2, 4, 17].

JI71s1 KMMHNIEeCKMX TIPOSIBJICHUI TUITMIHOTO BapHUaHTa
CP xapakTepHa cTamuitHOCTb TedeHus. [lepBast cramust
HaumHaercs B 6—20 Mec, koraa Ha (hOHE IMOJTHOTO 30PO-
BBSI IIPOUCXOIUT OCTAHOBKA IICUXOMOTOPHOIO Pa3BUTHSI.
B TeueHMe HECKONBKMX MTOCISIYIOIINX JIET, KaK IIPaBIIIO
1o 4-netHero Bo3pacTta, aiaurcs 11 cragus: 601e3Hb Ipo-
TPEeCCUPYET, CTPEMUTEIBHO YTPAauYNBAIOTCSI KOMMYHMKA-
TUBHBIE HaBBIKM, peUb, MEJIKAsI M KPYITHAsI MOTOPHKA;
CTAHOBSITCS OYCBUIHBIMU CTEPEOTUITHBIC IBIKEHUS PYK,
SABJIIONIVECs OTIMYnTeNIbHOM Yeproit CP. Tpetbs ctamust —
TUIATO — XapaKTePU3yeTcs MCEBAOCTALIMOHAPHBIM TEUEHU -
€M, HEKOTOPBIC TMALIMEHTHl YaCTUIHO BO3BPAIIlAlOT yTpa-
yeHHble HaBbIKU. [locnegusisi, IV cramuss u3BecTHa Kak
CTaausI IO3THETO MOTOPHOTO YXYAIICHUS U MOXET JUTUTh-
Cs1 Ha IPOTSDKEHUU NECATUICTUI: JATbHEUIIIETO CHUKEHUS
KOTHUTHUBHBIX 1 KOMMYHMKATUBHBIX HABBIKOB HE ITIPOUC-
XOIWT, OMHAKO OTMEYAeTCs Pa3BUTHE MBIIICYHOM CJ1ab0-
CTH, CIAaCTUYHOCTH, PUTUIHOCTH, TVCTOHUH, YCYTYOJICHIEe

HapyILIEHUS OCAHKU U AehOopMallii KUCTEH 1 CTOII 110 Me-
pe pocTa pedeHka [2, 4, 17].

Cpeny KOMOPOUIHBIX PacCTPOMCTB HanuboJjee 9acTo
BCTPEYAIOTCS SMUJICIICHSI, HAPYIIICHUS IbIXaHWUsI, CKOJIMO3
U BereTatuBHas nucyHkuus [4, 6, 17]. ITo gaHHBIM pa3-
JIMYHBIX aBTOPOB, snuiercus umeercda y 70—80 % ma-
uuenToB ¢ CP [6, 7, 12, 20]. [Ipu 3TOM HEeT KaKoi-1160
XapaKTepHOM CEMHUOTUKM ITPUCTYNOB, CBOMCTBEHHOM
TonbKo 1191 CP. Moryr HabmoaaThesl BCe BUIBI SITUIICTI-
TUYEeCKUX IMpUcTynoB. Hanbonee yacto BcTpevatorest po-
KaJIbHBIC TIPUCTYIIBI C HAPYIIICHUEM CO3HAHUS U TOHUKO-
KJIIOHMYECKHUE, peXKe — KIIOHNIECKHUE IIPUCTYITHI 1 a0CAHCHI.
HexoTophie aBTOpHI yYKa3bIBalOT U Ha OoJiee yacToe pas-
BUTHE (PeOPUITBHBIX CYIOPOT IO CPAaBHEHUIO C O0IIIEH TT0-
nyssiuueit (12 % nporus 2—5 %) [2, 16]. CpeaHuii Bo3pacT
JIe0I0Ta SIUJICTICHH COCTaBIIsIeT 4 rofa, a BO3pacTHOM WH-
TepBaJj 1e0roTa IMPUCTYIIOB BapbUpyeT OT 4 Mec 10 28 JeT
[1]. ®apmakope3nCTEHTHOE TeYeHMEe U SIUJICITHYECKIE
CTaTyCHI Yallle HaOIIOMAIOTCS Y IMAIIMEHTOB ¢ pAHHUM Ha-
YyajioM cyaopor. JIeOGIT IIPpUCTYIIOB MOCJe 5 JIET SIBASIETCS
0oJiee 0JaroNpUSITHBIM IIPOTHOCTUYECKUM MTPU3HAKOM.
Drmnericus, B TOM Yucie (papMakope3uCcTeHTHasI, Yallle
BCTpeYaeTCs y MallMeHTOB ¢ MUKpoliedaareil, HapyIie-
HHEM TICMXOPEUYEBOTro pa3BUTHSI B IepBhie 10 Mec XU3HH,
OTCYTCTBHEM XOAbOBI M1 HEKOTOPBIMHU MYTAIIASIMUA B TeHE
MECP2 (R106W, T158M) [2, 11, 13].

Hannbie 3nekTposHIedanorpadun (D3I mpu CP
HE SIBJISIIOTCSI CIEHM(PUIHBIMUA ¥ U3MEHSIIOTCS 110 Mepe
nporpeccupoBaHus 3aboneBaHus. B I craguio 3a6oeBa-
HUsI, KOTAa IIPUCTYIIhI HAOMIOMAOTCS PEIKO, Pe3yIbTaThl
D3OI moryT ObITh HOpMaNbHBIMU. Bo 11 cTaguio mmogBis-
IOTCSI CMIalKM, CIAalK-BOJHBI B LIEHTPAJIbHO-BUCOYHBIX
OTBEICHUSX, BOBJIEKAsI MOTOPHYIO KOPY, UTO KOPPEITUPYET
C KIIMHNYECKOM KapTUHOM YXYAIIeHNUSI MOTOPHBIX (PYHK-
i, DmmtentrdopMHasi aKTUBHOCTh BO3pacTaeT BO Bpe-
Ms cHa. B OOJIBIIMHCTBE clydyaeB 3MUIENITUYECKUE TTPU-
crynsl ge6iotupyiot B 111 ctanuu 3a6oneBanus. [Tpu 53T
MTOSIBJISTIOTCST 3aMeIIJICHNE OCHOBHOI aKTMBHOCTH, MYJIb-
THpPEeTUOHAIbHAS AMUICIITU(OPMHAsT aKTUBHOCTD, aHO-
MaJIbHBIC TIATTEPHBI CHA B BUIE IICEBIONCPUOTNICCKOMN
JIeIbTa-aKTUBHOCTY B LICHTPAJIBHBIX OTIE/IaX U TeHEPaIH-
30BaHHbIE pUTMUYHBIE cCTlaiik-BoJIHBL. B IV cranuu, korma
MPUCTYIILI CTAHOBSTCS pexe, 1o JaHHBIM DDI peructpu-
PYIOTCSI Ype3MepHOE 3aMeUICHe OCHOBHOM aKTUBHOCTH,
TeTa-aKTUBHOCTH B JIOOHBIX 1 IIEHTPAJIbHBIX OTBEICHUSIX,
MYJIBTUPETMOHAbHAS SMIICITU(GOPMHAsT aKTUBHOCTD
B COCTOSIHMM OOIPCTBOBAHUS U TeHEpaIN30BaHHAS MEI-
JIEHHas CIIaiik-BOJIHOBAsI aKTUBHOCTh BO cHe [2, 8, 15].

Onucanne ¢peHOMEHa IMPOJOKEHHOM CITaiik-BOJIHO-
BOIl aKTMBHOCTHU B (ha3y MemJIeHHOro cHa (continuous
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spike-waves during slow-wave sleep, CSWS) nipu CP Bctpe-
yaeTcsl B eAMHUYHBIX Tyonukauusax. Tak, A. Nissenkorn
U COAaBT. TpoaHanu3upoBaiu gaHHbie 97 nesouek ¢ CP,
y 70 (72 %) 13 KOTOPBIX AMATHOCTUPOBAHA SITUJICIICUS.
®enomen CSWS, 1o KOTOPBIM aBTOPBI IIOHUMAIN AUd-
Gy3HYIO WU MYJIBTUPETHOHATIBHYIO SIS TG OPMHYIO
aKTUBHOCTb C MHAEKCOM GoJice 85 % 3a Bech IIepHOJ CHA,
ObLI BEISIBIICH B 10 ciIydasix 1 He KOPPEIMpPOBa CO CTEIIe-
HBIO TSKECTHU 3a00J1€BaHUsI U TEHOTUIIOM. B G0JIbIIMHCT-
Be ciayyaeB CSWS nosiBisiiiach B Bo3pacte 4—7 JeT U Jale
BCTpevasnach y IeBOUYeK C JAe0I0TOM 3MUWIEIICUM 10 5 JIET.
DBTI-marrepH ornnuasncs ot CSWS npu naronatudeckon
SIIICIICUM Ae30pTraHM30BaHHBIM (POHOM, HaIlOMUHA-
FOIIMM THUIICAPUTMUIO. DTMICTITUICCKIE IIPUCTYITBI PETH-
crpupoBanuch y 8 u3 10 neouek ¢ CSWS [16]. E.B. Ma-
muauHa u W.B. 3ab6o3naeBa u3yyaim oCOOEHHOCTU
TeueHus smiernicun y 11 mamuenTtok ¢ CP, o0ycioBieH-
HBIM MyTanusMu B reHe MECP2. CSWS 0bl1a BEIIBIEHA
B 1 HaGmoaeHUM y 1€BOYKM B Bo3pacTe 1 roma ¢ iMarHo-
CTUPOBaHHOI (DOKAIBHOI 3MIUIeIICueii Ha MOMEHT o0cJie-
nmoBanus [3]. B mpyrux xe nccnenoBanusix peHomeH CSWS
100 He ObLT OMKMCaH B U3ydyaeMbIX IPYIIIax, JIM00 myosu-
KAl B OOJIBIIEH CTeTICHN OBLUIN ITOCBSIICHBI U3YICHHIO
0COOCHHOCTE! TeUeHUsI SIMICTICUM M KITUHUKO-TEHETH-
YeCKOM KOppesILny, HeXXeJIM aHaJIN3y JaHHBIX DT,

C mpyroi CTOPOHBI, M3y4yasi MOHOTEHHBIE SITIICTICHH,
TP KOTOPBIX MoKeT Habmomathes peHomeH CSWS, M. Kessi
u coaBT. (2018) mpoBenn MeTaaHaIU3 BCEX IMyOJIMKAIIMit
B 6a3ax mjanueix MEDLINE, EMBASE, PubMed u Ko-
KpaHOBCKOI 6mbnmuorekn. M3 136 paboT OblIM OTOOPAHBI
26, KOTOpbIE COOTBETCTBOBAIM HEOOXOAUMBIM KPUTEPUAM
BKJIIOYeHUsI: 16 13 HUX ObLIM IMOCBSIIEHBI MOHOT€HHBIM
snuenicusM 1 11 — XxpoMOCOMHBIM TiepecTpoiikaM. Cpe-
I TCHOB, MYTallUM B KOTOPBIX MOTYT OBITh IPUYMHOK
pasButus srmiericun ¢ CSWS, aBTophl yKa3bIBaIOT Clie-
naytouue: SCN2A (n =6), NHE6/SLC9A6 (n = 1), DRPLA/
ATNI (n = 1), Neuroserpin/SRPX2 (n =1), OPA3 (n =1),
KCNQ2(n=2), KCNA2 (n =5), GRIN2A (n =34), CNKSR2
(n=2),SLC6AI (n =2)u KCNBI (n =5). T. e. Hanboee
YacTOM MPUYMHON ObIT MyTalu B reHaX GRIN2A, SCN2A
n KCNBI [14]. Hu B ogHO# 13 0OTOOpaHHBIX ITyOJIMKALIIA
He HaiiIeHO YITOMUHAaHUS 0 MyTalusx B reHe MECP2 B ka-
yecTBe MIPUUMHBI pa3BuTus snuiencuu ¢ CSWS.

Takum 06pa3oM, YYUTHIBasI HATMINE CAMHAIHBIX ITy-
onmkanuii, mocBseHHbIX peHoMeny CSWS nipu CP, ipu-
BOJIMM COOCTBEHHOE KJIMHMYECKOE HAOII0AEHKE.

KnuHuueckui cnyyau

T1o0 nawum Habarodenuem Haxooumes nayuenma 3 rem
8 mec. Ilepunamanvholii anamues He omsa20uleH: pebeHoK
om I-x podoe na cpoke 39 Hed, macca meaa — 3640 e, oyen-
Ka no wikane Aneap — 8/9 6annos. C nepgvix mecsauyes HcuHu
OmMeUeHbl MblUEUHAs. 2UNOMOHUSL, 3A0epICKa MOMOPHO20
U NCUXOPEHes020 PA3eUMUs; HAYAAA CAMOCMOAMENbHO NOBO-
pauusamscsa co chuHvl Ha xcueom ¢ 4,5 mec, ¢ wcusoma

Ha cnuHy — ¢ 9 mec, camocmosmenbHo cadumocs — ¢ 2,5 eo-
da. Co croe mamepu, yxce 6 gozpacme 00 eoda pooumenu
obpawasu 6HUMAHUe HA OMCYMCcmMeue aKmueHo20 2yAeHUs,
UHmMepec K uepyuKam 0bla CHUNCEH, 3pUMeAbHbLI KOHMAaKm
Heycmoiivugblil. B nacmosuwee epems pebeHok obpaueHHY0
peub He noHuMaem, pevu Hem (NPUCYMCMBEYIOM eOUHUYHble
cnoeu «aza», «6a»). 3a uepyuwKoi npocaexcusaem gpazmen-
mapro, 832450 doneo He ukcupyem. OuesudHbiX e1a3008u-
2amenvHulix U 6yavbapHbix Hapywenuili Hem. Ommeuaemcs
ougpgysnas motuweunas eunomonus. CyxoxucuabHo-nepuo-
cmasnbHble peghnexcel be3 acummempuu, cpedHell HCUeocmu.
Ilamonoeuueckuii pegpnexc babunckoeo noaoxcumenvHulil
¢ 2 cmopon. MomopHoe pasgumue: noi3aem Ha 4emeepeHbKax
(KopomKue oucmanyuu), Cmoum y onopbl, CamoCcmosimenbHo
He xodum, cudum c Kpyeaoli cnunoil. Umeromes 6pykcusm
U cmepeomunible 08UNCEHUsI PYKAMU, KOMOpble NOABUALUCH
¢ 9 Mec — U3Ha4aAbHO 8 8Ude 3aHeceHUs pyK @ pom, no3ice
npUCcoedUHUAUCH NOXAONbIBAHUE NO 2PYOU U CKpeujusanue
nanvlyes Ha Ae6oll pyKe. Inuienmu4eckux npucmynos 0o Ha-
cmosue20 gpemeHu He ommeuanocs. OKpYICHOCHb 201086l —
47 cm (<3 yenmuneit), pocm — 98 cm (25—50 yenmuneit),
macca mena — 13,5 ke (10—25 uenmuneil).

Yuumoieas 3adepicky ncuxopeuegoeo pazeumusi, peden-
Ky 6 6o3pacme 1 eoda 6 mec bbin ebinoaner DI -monumopune
OaumenvHocmoto 1 4: Ha NPOMANCEHUU 8Cell 3anuUCU CHA 3a-
peaucmpuposana ougysnas snusenmupopmHas aKmue-
Hocmb 6 gude 8bicoKoamnaumyoHwvix (0o 300 mk B) komnaex-
co6 ocmpas — meonenHas eoana unoexcom 90— 100 % (puc. 1).
Jleuawum neéponoeom 6vin npednonodicer OUACHO3 «KOSHU-
mugHas anusenmugopmuas de3uHmezpayus», 8 C8A3uU C Yem
Obl pekomendogan nepopanviulii npuem duazenama. B me-
yenue 1 mec npuema noaoxicumenvHoil OUHAMUKU, KAUHUYe-
CKOIl U 31eKmpo3Hyeqhanoepaguueckoii, OmmeueHo He 0bL10,
u npenapam 6vin ommeten. I[1o daHHbIM Ma2HUMHO-Pe30HAHC-
HOI momozpaguu namoao2u4eckKux UsMeHeHuii CmpyKmypol
20/108H020 M032a He @biséaeHo. B eo3pacme 2 nem pebenky
8bINONIHEHO 2eHemuyeckoe 00caedoganie, KOmopoe Gbla8UN0
8apuanm HyKkaeomuoHoil nocaedoeameabHOCMu 8 4-m 2K30-
He eena MECP2 ¢ cemepo3ucomHom coCMosHUU, NPUE0OSUUL
K co8uey pamKu CHUMbIBaHUsl Ha4UHas ¢ 485-il nosuyuu beaka
(Val485fs). Jdannas mymayus 6vina noomeepicoena cexee-
Hupoganuem no Caneepy. Jlesouke Obia ycmanosaen ouazHo3
cundpoma Pemma. Konmpoavroe 24-uacogoe monumopupo-
eanue DII 6vL10 nposedero 6 2 coda 10 mec: ocHosHas ak-
MUBHOCMb 8 Npedeaax 803pPACMHOU HOPMbL; 8 COCIOAHUU
bodpcmeosanus pecucmpupyemcs 3amedneHue 0eabma-oua-
nazoHa: OUpoHmManvHo, a MaKdice He3as8UCUMO 8 1e80I BU-
COUHOII 0Onacmu, nepuodu4ecKy ¢ pacnpocmpaHeruem Ha ne-
éble N00HYI0 U 3aMbLIOYHO-MeMeHHY0 obaacmu. Bo cue
peaucmpupyemcs nepuodu4eckoe pecuoHalbHoe 3amednenue
deabma-o0uanaszona: 6ugdpoOHmManrbHO-UeHMpPOo-MemMnopanbHo,
ounamepanbHO ACUHXPOHHO U HE3ABUCUMO 6 1e60LL BUCOUHOLI
obnacmu, nepuoduyecKu ¢ pacnpocmpaneruem Ha Aegyro 100-
HYI0 U 3amblio4HYI0 00aacmu. B cocmoanuu 600pcmeosanus
pezucmpupyemcsi SNUNenmugoOpMHas aKmUHOCMb UHOCKCOM
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Puc. 1. llayuenmka 6 6o3pacme 1 eooa 6 mec. uaenos: cundpom Pemma. Dnexmposnueganoepaghus cna: pecucmpupyemcs Oug@ysnas npooonsxceHHas
NUAENMUPOPMHAS aKMUBHOCMY 6 8Uude 8bicokoamnaumyoHsix (0o 300 mk B) komnaekxcos ocmpas — medaennas éoana undexcom 90—100 %

Fig. 1. Patient, female, 1 year 6 months. Diagnosis: Rett syndrome. Electroencephalography during sleep: diffuse continued epileptiform activity in the form
of high-amplitude complexes of an acute — slow wave (up to 300 uV), an index of 90— 100 %

éblule cpedHezo 8 ude cnaiikog, OCMPbIX B0AH, KOMNAEKCO8
ocmpasi — MeoNeHHas 80AHA, NPeOCMABAEHHAsL 8 Ne60I UeHM -
PanbHO-100HOIL 06aacmU, 8 1eB01ll BUCOYHO-3AMbLIOYHOU 001a-
cmu, 6 npagoll ueHMpanvHoll obaacmu u 6GUGPOHMo-yeHmpo-
mMeMnopanbHo, OUAAMePanbHO-ACUHXPOHHO aMnAUmMydoi 0o
300 mxB. Bo che ommeuaemcs napacmanue uHoexca snuaen-
mughopMHOI aKmMUBHOCMU, HA OMOEAbHBIX INOXAX 00CcMuU2as
70—80 %, 6 uyeaom ne npesviuras 50—60 %: 6 nesoii 106HO-
uenmpanvHoil o6aacmu (0o 150 mkB), 6 aesoil sucouro-3amolio4-
Hoti o6aacmu (0o 250 mk B), 6 npasoii uenmpansroii (0o 160 mxB)
U 8 npagoil 8UCOUHO-memeHHol oonacmu (0o 70 mkB), a makaice
Oughghy3Hoie buramepansHo-acuHXporHble pazpsost (0o 350 mxB)
(puc. 2). I[Ipucmynog snunencuu Ha MOMeHM NPOBeOeHUsl KOHMP-
016H020 DI -MoHumopunea y pebenka He ommeuero. Yuumol-
6as1 HaauHue 8blCOK020 UHOEKCA INUNeNMUPOPMHOU AKMUBHO-
cmu, Heaponoe NPedaodCcUn NeveHue 1e6emupauemamom,
00HAKO MAMAa 0e804KU OMKA3AAACH.

CornacHo onpeaesieHni0 MexTyHapoIHO TPOTUBO-
sauentudeckoi auru (2009 1), mog CSWS nmonumalor
aJIeKTposHIedanorpadpuuecknii peHoMeH, KOTOPBIil Xa-
pakTepr3yeTcs CICAYIOIIMMH OCOOCHHOCTSMMU: 1) aKTHUBa-
s 3MIenTU(GOPMHOI aKTUBHOCTH B (ha3y MeUIEHHOTO
CHa, MHOrAa M B a3y ObICTpOro cHa mHIekcoM >50 %;

2) oKanu3auus SIUAEITTU(MOPMHOI AKTUBHOCTA MOXKET
OBITh (DOKATLHOM, MyJIBTU(OKAITLHON, YHUJIATEPaJIbHOM,
aCUMMETPUYHOI OuIaTepaabHOM, CHMMETPUYHOM, Or1a-
TepaabHOU 1 mudby3HOoI; 3) DDI-TIaTTepH MOXET OBITH
IIPOIOKEHHBIM, (PparMeHTUPOBAHHBIM WM ITIEPUOINIC-
ckuM [14]. Ecnu maHHBIN 31eKTposHLIedanorpapmyeckmia
¢eHOMEH COIPOBOXKIAETCS MPHOOPETCHHBIM HapYIIICHN -
€M KOTHUTHUBHBIX, TIOBEICHUYECKHUX, a MHOTAA I MOTOPHBIX
GYHKIMI ¢ SMIISITUYECKUMHU TIPUCTYIIAMU WY 0€3 HHUX,
MOXHO TOBOPHUTH O BO3PAacT3aBUCMMOM KIMHUYECKOM
CHHApPOME — 2HIIe(ATONATUH C IIPOAOKCHHOMN SIS~
TH(OPMHOM aKTUBHOCTBIO B (Da3y MEeUICHHOTO CHa (ence-
phalopathy related to status epilepticus during slow sleep,
ESES) [18, 21]. Otnonorus ESES MoxeT ObITh pa3TmIHOIf:
ESES BcTpeyaeTcs mpu CTPYKTYPHOM IAaTOJIOTMKU MO3Ta
(ITOTMMMKPOTUPHSI, TATAMUIECKUI NH(DAPKT, COCTOSTHHIE
IMOoCjie BEHTPUKYJIONMECPUTOHEAIbHOTO IITyHTUPOBAHUS
IO ITOBOLY ITOCTEMOPPAruIeCKOM ruaporedatnm), Ipu Me-
TabOIMUYECKUX AIWICIICUSIX, ObIBAa€T 00YCIOBJIEHA TeHe-
TUYECKUMU IPUIMHAMMY, VUM K& STHOJIOTHSI MOXKET OCTa-
BaTbcsl HeusdBecTHOU [5]. Ilo MHEeHMIO psiZa aBTOPOB,
IIOMUMO MHACKCA SIWICHTA(GOPMHON aKTUBHOCTH, Ha
KOTHUTHBHBIC (DYHKITUY PeOEHKA MOTYT OKa3bIBaTh BIIMSTHIIC
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Puc. 2. I[Tayuenmka 6 6o3pacme 2 aem 10 mec. [uaeno3: cunopom Pemma. Inexkmposnyepanroepagpus cha: pecucmpupyemecs MyabmupeeuoHalbHas npoooa-
JHCEHHAs SNUAeNMUPOPMHAS AKMUBHOCHb uHOekcom do 70—80 % na omdenbrbix 3n0xax, é yeaom He npesviwaem 50—60 %

Fig. 2. Patient, female, 2 years 10 months. Diagnosis: Rett syndrome. Electroencephalography during sleep: Multifocal continued epileptiform activity with
an index of up to 70—80 % at some epochs, in general, does not exceed 50—60 %

Takue ocobeHHoct CSWS, Kak Tonorpadust akTUBHOCTH
U TIATTEPH PACIpPOCTpaHEHMs, BO3pacT Hadaa, (pIyKry-
aIlus MUICITU(MOPMHONM aKTUBHOCTH BO BPEMEHH, MOP-
dosrorus ¥ aMILIATYAA SOUICHTA(DOPMHON aKTUBHOCTH,
HaJIM4Me SIWICTITAU(DOPMHOI aKTUBHOCTH BO BpeMsI 001Ip-
CTBOBAHUSI, HAIMYME JIOKAJIGHOTO 3aMeIJICHNS, XapaKTepH-
cTrKa (hOHOBOM aKTMBHOCTY M HAPYILICHNE apXUTEKTOHUKHI
cHa [5, 9, 14]. Kimnanueckue nposieiaerust ESES, kak mpa-
BUJIO, IeOIOTUPYIOT B Bo3pacTe 4—7 JIeT U pa3pelialoTcs
K 10—12 romam. XapakTepHo IosiBIeHIe (POKaTHHBIX MOTOP-
HBIX STUJICTITUYSCKUX IIPUCTYIIOB, CBSI3aHHBIX CO CHOM,
C TIOCTICAYIOIIUM TIPUCOSIMHEHNEM TeMUKOHBY/ILCUBHBIX,
B TOM YKCJIE CO CTaTyCHBIM TEUCHUEM IIPUCTYIIOB, a0CAHCOB,
ATOHMYECKMX 1 OMJIaTepaIbHbIX TOHMKO-KJIOHMYECKIIX TTPH-
ctynioB. OMHOBPEMEHHO OTMEYACTCS YXYIIIIEHNE KOTHUTHB-
HBIX, IIOBEICHYECKUX M IBUTATEIBHBIX (pyHKINiA. K mepuo-
Iy TIOJIOBOTO CO3PEeBaHUs, HE3aBMCUMO OT STHOJIOTHH,
Ha ¢doHe JedeHus npuctynsl 1 peHoMeH CSWS ncuesaior,
OITHAKO B OOJIBIIIMHCTBE CJIy4aeB COXPaHSICTCSI KOTHUTUBHBIIN
IeULIT pa3IuIHO CTETIEHU BBIPAXKEHHOCTH [5].

Takum obpazoM, yUUTHIBAsI, YTO B OIIMCAHHOM HaMU
ciyyae BoIsgBlieHne CSWS coBmano ¢ HapyleHUueM IIcu-
XOPEeYeBOr0 U MOTOPHOIO Pa3BUTHS, ACHCTBUTEIBHO

MOHO 0b110 661 AYyMaTh 00 ESES. OnHako pebeHoK cTpa-
JIaeT TEHETUISCKNM CHHIPOMOM, B KIMHUYECKOU Kap-
THHE KOTOPOTO PErpecc KOTHUTUBHBIX U IBUTATEIBHBIX
(GYHKUMI B 3TOM BO3PaCTHOM IIEPHOJE SBJISICTCS eCTe-
CTBEHHBIM. B nmuTepaType OTCYTCTBYET OIMCAHUE OCO-
o6enHocteil TeyeHnus CP npu myranum p.Val485fs B reHe
MECP2. OctaeTcsl HEU3BECTHBIM, SBJISIETCS JIM HATUYME
CSWS B TakoM paHHEM BO3pacTe IIpeIUKTOpOM OoJiee
TSIKEJIOTO TeUeHusl cuHapoma PeTta — B HalllemM Ha0J110-
JIeHUM AeBOYKA He IMMPHoOpesa HaBBIKOB XOIbOBI, U YK
B BO3pacTe 10 roja y Hee Obljla OUeBHIHA 3aIepKKa TICH-
XOpEUYeBOTo pa3BUTHUsI. MOIJIO I Ha3HAYCHUE ITIPOTUBO-
CYIOPOXKHOI TepallMi N3MEHUTD TeUCHME 3200 IeBAaHUS —
VIYYIIATh OBUTATEJbHbIE M KOTHUTUBHBIC HABBIKU
pebenka? Yem odycinoBnaeHa TpaHcdopmanyst 1udGy3Hoi
CSWS B MyJIBTUPETUOHAJIBHYIO 1 TTOYEMY ITPU TAKUX BbI-
pPaXeHHBIX U3MEHEHUAX TpU DD OTCYTCTBYIOT SMUJIC -
THYecKue npucTynbl? Ha qaHHBI MOMEHT 3TU BOIIPOCH
ocTaloTcs 6e3 oTBeTa. ITpedyeTcs nanbHeiliee Habaoae-
HUE 32 JAHHOU MallMEHTKOM, a TAKXKE U3YYEHUE YaCTOThI
¢dernomeHa CSWS u ero poiu B pa3BUTUM KIIMHUYECKUX
ocobenHoctei mpu CP.

67



68

pssiy' IIETCKOM
HEBPOAOT UM

1. bo6sutoBa M.1O., MBanoBa 1.B., Hekpa- 5. Caraballo R., Pavlidis E., Nikanorova M.,

cosa U.B. u 1p. OcoGeHHOCTH MUIETICUN
y eTeil ¢ TUTMIHBIM BAPUAHTOM CUHJIPO-
Ma Perra, BeI3BaHHBIM MyTauuein MECP2.
2KypHas HeBpOJIOTHH 1 TICUXUATPUA

nMm. C.C. Kopcakosa 2017;117(9—2):80—7.
[Bobylova M. Yu., Ivanova 1.V., Nekraso-
va [.V. et al. Specific features of epilepsy

in children with typical Rett syndrome
associated with MECP2 gene mutations.
Zhurnal nevrologii i psikhiatrii

im. S.S. Korsakova = S.S. Korsakov
Journal of Neurology and Psychiatry 2017;
117(9-2):80—7. (In Russ.)].

. Kynukosa C.JI., Ky3Henosa A.B., CaB-

yeHKo M.A. u ap. Hapyiuienue npixanus
KaK KOMOPOUIHOE PacCTPOICTBO MpHU
cunnpome Perra. HeBposorus u Helipo-
xupyprusi. Bocrounast Espona
2020;10(1):41-51. [Kulikova S.L.,
Kuznetsova A.V., Savchenko M.A. et al.
Respiratory impairments as a comorbidity
in patients with Rett syndrome.
Nevrologiya i neyrokhirurgiya.
Vostochnaya Evropa = Neurology and
Neurosurgery. Eastern Europe
2020;10(1):41-51. (In Russ.)].

. Manununa E.B., 3a6o3maeBa 1.B. Dnu-

syndrome (literature review and case report).
Russkiy zhurnal detskoy nevrologii =
Russian Journal of Child Neurology
2010;5(2):43—52. (In Russ.)].

Loddenkemper N. Encephalopathy with
continuous spike-waves during slow-wave
sleep: evolution and prognosis. Epileptic
Disord 2019;21(Suppl 1):15-21.

DOI: 10.1684/epd.2019.1052.

. Cardoza B., Clarke A., Wilcox J. et al.

Epilepsy in Rett syndrome: Association
between phenotype and genotype, and
implications for practice. Seizure
2011;20(8):646—9.

DOI: 10.1016/j.seizure.2011.06.010.

. Cooper R.A., Kerr A.M., Amos P.M. Rett

syndrome: critical examination of clinical
features, serial EEG and video-monitoring
in understanding the management.

Eur J Paediatr Neurol 1998;2:125-7.

DOI: 10.1016/51090-3798(98)80028-7.

. Dolce A., Ben-Zeev B., Naidu S., Kos-

soff E.H. Rett syndrome and epilepsy:
An update for child neurologists. Pediatric
Neurology 2013;48:337—45.

DOI: 10.1016/j.pediatrneurol.2012.11.001.
. Gardella E., Cantalupo G., Larsson P.G.

et al. EEG features in encephalopathy
related to status epilepticus during slow
sleep. Epileptic Disord 2019;21(Suppl 1):
22-30. DOLI: 10.1684/epd.2019.1054.

JIeTicus y eTeit ¢ cuHapomoM Perra. 10. Gold W.A., Krishnarajy R., Ellaway C.,
Hoxkrtop.Py 2017;8(137):18—21. [Malini- Christodoulou J. Rett syndrome: A genetic
na E.V., Zabozlaeva 1.V. Epilepsy in children update and clinical review focusing
with Rett syndrome. Doktor.Ru = Doctor. on comorbidities. ACS Chem Neurosci
Ru 2017;8(137):18—21. (In Russ.)]. 2017;9(2):167-76.

. Myxun K.1O., Kapniosa B.U., Be3pyko- DOI: 10.1021/acschemneuro.7b00346.
Ba W.C. u np. Cunapom Perra (0630p 11. Guerrini R., Parrini E. Epilepsy in Rett
JIUTEPATYpPhl U ONMKUCAHUE KIMHUYECKOTO syndrome, and CDKL5- and FOXG1-gene-
ciayuast). Pycckuit XxypHai neTCKOM HeB- related encephalopathies. Epilepsia
posorum 2010;5(2):43—52. [Mukhin K.Yu., 2012;53(12):2067—78.
Karpova V.I., Bezrukova 1.S. et al. Rett 12. Hagne 1., Witt Engerstrom 1., Hagberg B.

EEG development in Rett syndrome.

A study of 30 cases. Electroencephalogr
Clin Neurophysiol 1989;72:1—6.

DOI: 10.1016/0013-4694(89)90025-4.

ORCID agropos / ORCID of authors
C.JI. Kynukosa / S.L. Kulikova: https://orcid.org/0000-0002-7689-064X

KondmKT naTEpECOB. ABTOPHI 3asIBIISIIOT 00 OTCYTCTBUYM KOH(JIUKTA MHTEPECOB.
Conflict of interest. The authors declare no conflict of interest.

®unancupoBanne. Pabota mposeneHa 6e3 CTOHCOPCKOM MOIIEPXKKHU.
Financing. The work was performed without external funding.

Crarps noctymaia: 22.11.2020. Ipunsra K myommkamun: 09.01.2021.
Article submitted: 22.11.2020. Accepted for publication: 09.01.2021.

13.

15.

17.

18.

20.

21.

22.

1-2

Jian L., Nagarajan L., de Klerk N. et al.
Predictors of seizure onset in Rett
syndrome. J Pediatrics 2006;149:542—7.
DOI: 10.1016/j. jpeds.2006.06.015.

. Kessi M., Peng J., Yang L. et al. Genetic

etiologies of the electrical status epilepticus
during slow wave sleep: systematic review.
BMC Genetics 2018;19(1):40.

DOI: 10.1186/s12863-018-0628-5.

Krajnc N. Management of epilepsy

in patients with Rett syndrome:
perspectives and considerations. Ther

Clin Risk Management 2015;11:925-32.

. Nissenkorn A., Gak E., Vecsler M. et al.

Epilepsy in Rett syndrome — the experience
of a National Rett Center. Epilepsia
2010;51:1252-8.

Operto EE, Mazza R., Pastorino G.M.G.
et al. Epilepsy and genetic in Rett
syndrome: A review. Brain Behav 2019;9:5.
Scheltens-de Boer M. Guidelines

for EEG in encephalopathy related

to ESES/CSWS in children.

Epilepsia 2009;50:13—7.

DOI: 10.1111/j.1528-1167.2009.02211.x.

. Srivastava S., Desai S., Cohen J. et al.

Monogenic disorders that mimic the phe-
notype of Rett syndrome. Neurogenetics
2018;19(1):41-7.

Steffenburg U., Hagberg G., Hagberg B.
Epilepsy in a representative series of Rett
syndrome. Acta Paediatr 2001;90:34-9.
Tassinari C.A., Rubboli G. A commentary
on encephalopathy related to status
epilepticus during slow sleep: from
concepts to terminology. Epileptic Disord
2019;21(Suppl 1):13—4.

Vidal S., Brandi N., Pacheco P. et al.

The most recurrent monogenic disorders
that overlap with the phenotype of Rett
syndrome. Eur J Paediatr Neurol
2019;23(4):609—20.

DOI: 10.1016/j.ejpn.2019.04.006.





