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Epileptic encephalopathy syndrome Fragile X (Clinical observation)

Pesiome

pe/CTaBNEHO KNMHHYECKOE HABNIOACHHE NALMeRTa C cuhapoMom MapTuna-benn (CMB). CeoeoGpasvem aarHoro Habniosenns
ABNAGTCA HANM4We B CTPYKTYpe curapoma Maptuna-benn, RoATBEPXKACHHOI0 MONEKYNADHO-TEHETHHECKUM WCCNE/IOBAHNEM,
NIPOBE/ICHHbLIM Y NALMEHTA W €r0 MaTepH, He TARHYHOA AnA CMB anunenTu4eckoit SnuedanonaTui, yTAXENAIOLEH KNHHAKY
HacnepcTBekHoro 3abonesatus. MpoAeMOHCTPUPOBAHA BuIpAXEHHAA IB(EKTUBHOCTL MOHOTEPANMHM NEBETUPALETAMOM B
KOPPEKLMH KIHHMKO-3NeKTpoHuechanorpacdpnyecki Hapylerni. flopepKkMBAETCA 3Ha4eHHe panHed AnarnocTvku CMB ana
APe/OTBpaLLEHNS POXIEHHS GONbHLIX AETEH OT NOCNEAYIOUMX GepEMEHHOCTEH.

Knioyessie cnosa: Cuupom Maptuna-Benn, anunentuieckan sHuedanonarus, [IHK-guariocTuka, kennpa

Summary

Aclinical case of a patient with fragile x syndrome (MSS) is presented. The originality of this observation is the presence of atypical
epileptic encephalopathy in the structure of the fragile x syndrome which was confirmed by molecular-genetic investigation of
the patient and his mother, not the typical epileptic encephalopathy. It was demonstrated pronounced efficacy of monotherapy
with levetiracetam in the correction of clinical and electroencephalographic disorders. It is important to have early diagnosis of

this syndrome to prevent the birth of sick children from subsequent pregnancies.
Key words: fragile x Syndrome, epileptic encephalopathy, DNA diagnostics, kepra

Cumapom  Mapnma-Bemn  (cummpoM  nomkoit
X-xpomocomsl, fragile X mental retardation syndrome, curapom
FraX) - nacnenceeHHoe 3a6oneBaHHe co cBoeoOPa3HbIM THIIOM
HacnenoBaHHs. 3abonesaHue BnepBee ONHcaHoO B 1943 roxy.
[lonynmumonnad qacrora cHuapoma Mapmina — Benn (CMB)
cocrannser 1:2000 - 1:5000, BcTpenaeTces HaMHOTO Haule Y JIHLL
MYXCKOIO 11013, HocHTenbeTeo 1: 250 [1, 2]

OrHononmieckuit ocHoroli CMB sRMeTCA yBEMHYEHHE
KOTHYECTBa TPHHYKICOTHIHEX CGG - MOBTOPOB B HETPAHCIIH-
pyemo#i obnactv reda FMR 1, IOkanH30BAHHOIO B XpOMOCOME
Xq27.3. ina nacnenopanna CMDB xapaktepeH (eHOMEH 3Kc-
nancun (napanoke lllepmana) — TDxecTs 3a60NICBAHHA 32BHCHT
OT NONOKEHHA HHAMBH/A B POAOCNOBHOM H ycyryGisercs B no-
CIeqyIounX noxoeHHsx [2]. Komumaecxie nposnnenya 3abo-
JIEBaHMA XAPAKTEPHIYIOTCA TPHANOH MPH3HAKOB: OTCTABAHHEM
B rncuxopeuepoM paisuTHH (IQ GombHBIX cocTaBnser 35-50),
NHUEBOH THCMOPOHEH H MAKPOOPXHIHIMOM 6€3 IHIOKPHHHRIX
Hapy1eH .

DImTenTHYECKHe NMPHITAMKH M 3IHAemrTHGOpMHble H3-
MEHeHHd Ha iekTpodHuedanorpamme (33I) He amnsrorcs
THMEHEMH 18 CMB [1). B cea3u ¢ 3muM npencramnser He-
Tepec KIHHHYeckoe HaGmonenue maumenra ¢ CMB, wa 330
CHA KOTOPOTO GbUT 3aperHcTpHpoBaH cnemduaeckdi narrep
— «iHpdyIHad NponODKEHHAR MHK-BONHOBAS AKTHBHOCTL B

50

tasze memnernoro cua» (Continuous Spike-Waves during slow
Sleep) [S]).

Kmunyeckoe HabmoaeHue.

BomsHoi Y., 7 net, HAOMONAETCA HEBPOIONOM IO MECTY
XHUTEJILCTBA ¢ pokeHHA. JKano6ul Ha HapylleHHe pedeBoro
Pa3BHTHA, [IBHTATEMLHYIO PACTOPMOXKEHHOCTh, HEYCHIIHBOCTD.

Anamnes vitae et morbi. Pebexok or I Gepemennocts,
nporexkased Ha ¢OHEe YTpo3bl MpephBaHHA OepeMEHHOCTH,
TOKCHKO33, aHEMHH, MHOTIHH | cTeneHH; nepsuix MoamHHX (42
He[le/TH) PONOB KPYTIHBIM TLTOXOM, Maccolt 4285 ., amHoil 58
cM. [pu porkaeHHH oLieHeH no wikane Anrap 9 6aunos. B nepu-
OJle ANANTALHH OTMEYANACh MBIIIEYHAA AHCTOHHS.

Ha nepBoM rofy *u3HH B HEBPOJIOTHYECKOM CTATYCE BbI-
ABILAICA JIETKHI CMACTHYECKHH TeTpanapes, NMPEeMMYILECTBEH-
HO B HOrax H CHHAPOM INOBBILIEHHOH HEPBHO-peduIexTOpHOH
s036ymmoctn. Ha neitpoconorpadun (HCI) BhisBieHa BeH-
TpHKynoMeramusa. B 9 mecdALes omMeqanHch B3IparHBaHHs, B
Bo3pacre 1 rog 9 mecsues MOABHINHCE ABHXXEHHA IOJIOBOH MO
THITY «HeT-He™». Jlo 1 rona perynapHo nomyyan HeHpomeTa-
GommiecKyto Tepamnio. PasBHBANCH ¢ 3a€PXKKOH CTAHORIEHHA
CTaTHKO-MOTOPHBIX M MMpeapeyeBbX GyHKIMHA: CHAETH HAYAN C
9 MecsueB, NOM3ATH H CATHTECA nocae 10 MecsleB, caMocTos-
TembHaA xoab6a nosBunack B 1 roxn u 2 Mecsua. [Ipocruie ciosa
MOABITHCE Moce 1,5 net, o6patlieHHYI0 pesib NOHHMAaN 4aCTHY-
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Ho. C fiByX [0 Tpex/eTHero Bo3pacta 0TMeYaINCb YacTUHHOe
MOHVMaHVe 06paLLieHHON peun, MaseHbKIA CroBapHbIi 3anac,
3a/lepXxKa (hopMMpoBaHUs (PasoBOiA peun, ferkas SMOLoHasb-
Has BO36yAWUMOCTb.

OTAroLieHa HacneACTBEHHOCTb. Y [jBOIOPOAHOIO AAAM MO
OTL{OBCKOI IMHWN OTMeYaach 3afepXxKa peyesoro passuTus.

Brepsble ¢ xanobamu Ha 3a[iepXKy pPeyeBoro passutms
o6paTninck K Bpady B Bospacte 3,5 fieT. ObpalleHHY0 peyb no-
HUMa/ YaCTUYHO, aKTUBHaA PeUb HEMOHATHA /151 OKPYXKAIOLLMX,
OTMevasiaCh HEYeTKOCTb 3BYKOMPOU3HOLLEHNS,  MepecTaHOBKa
C/I0r0B U1 3BYKOB B C/10BaX, CMOB B MPELIOXEHMSX.

Heliponcmxonornyeckoe TeCTMpoBaHue B 4 rOAa BbisBU-
N0 CKpbITOE IEBLLECTBO MO PYKE U HOTE, KNHECTETUYECKYIO U
[OVHAMUYEeCKyto AUCTIPaKCUW, HapyLUeHWe MeXMonyLiapHoro
B3aMO/EVCTBIA, ObICTPOe MCTOLLEHVe BHUMaHUA. O6cnefo-
BaH CypA0/I0roM, UCK/oueHbl BCe Buibl Tyroyxoctn. Ha MPT
rOMI0BHOIO MO3ra BblISiBNIEHa yMEPEHHO BbIPaXeHHas HEOK/TH03U-
OHHas «McesaoruapoLedans.

YuutbiBas 0CO6EHHOCTN (heHOTMNA pebeHKa, reHeTUKOM
3anofo3peH reHeTUYecKuii cuHapom.  KapuoTunuposaHue
XPOMOCOMHO MaToMOrMM He BbIABWUMO. PebeHoK Habntogancs
C AnarHo3oM «CeHCOPHOMOTOPHaA AncHasns B COYeTaHUM C
nceBAobynb6apHoOi An3apTpueld, rMnNepaMHaMUYeCKUii CUH-
Apom». K 5 rofam Ha (hoHe KOMI/IEKCHOTO JIeYeHMst B COYETaHNM
C MOCTOSAHHOM NCUXOMOTNYECKON, NOroneAnyeckon KoppekLu-
eil y pebeHka HECKO/bKO YBEMUMACA CMOBapHbIiA 3anac, peyb
CcTana rpaMOoTHelA, NpeaioxeHns 6onee pa3BepHyTLIMM, MOABU-
NaCb MOTUBALMA K Pa3BUBAIOLLMM 3aHATUAM, Y/yULIN/IACh KOH-
LieHTpaums BHUMaHWA. OfHaKo COXpaHAnach HeycuguMBOCTb,
[iBurarefibHas pPacTOPMOXEHHOCTb, MOABUANCL 3aruHaHus B
peun, NPUCOEAUHUNCL HeJepXaHne MOYM U 3HKOMpPEs, YCy-
rybunocb arpeccMHoe nosefeHWe. Tak Kak MoBefeH4eckue
HapyLLeHNs CTanu JOMUHNPOBATb B KIMHUYECKON KapTUHe, pe-
6EeHOK MPOKOHCYNbTUPOBAH NCUXMATPOM. BbiCTaB/eH AnarHos:
“CMCTEMHOE He[0pa3BUTME Peuun CpefHeil CTemeHn TAXecTy,
coyYeTaroLLeecs C 3aflep>KKOi NCUXNYECKOro passmnTas Ha qoHe
LiepebpasnbHOI OpraHMYeckoil HeOCTaTOHHOCT™.

B Bo3pacTe 5 net Bnepsble nposeAeHa 33l 3aperncTpu-
poBaHa Auddy3Has anunenTugopMHas akTUBHOCTL (QA) no
TMMY «A406POKaYeCTBEHHbIX 3MUNENTU(OPMHBIX HapyLLEeHWIA
netctea» (A3HA) [4]. CoyeTaHMe 3afepXKu peyeBoro passu-
TWA, HapyLLEeHNs NOBeJEHNs 1 3NUNeNTU(OPMHON aKTUBHOCTY
Ha 93 ABMIOCHL OCHOBAHWEM A1 MOA03PEHNSA Ha ANUNenTy-
YeCKyI0 3HLIehaIonaTuio, B CBA3N C YeM Ma/byvKy Ha3HaueH
BanbNpoat HaTpus (fenakuH) B fo3se 25 Mr/Kr/cyT.

KnuHuyeckas KapTuHa B mpouecce HabntogeHuns 6bina
663 CyLLeCTBEHHOW AWHaMMKU. Ha KOHTponbHOW 3T uepes
7 MecALEeB 3aperncTpupoBaHa SA B BUfe KOMMIEKCOB 0CTpas-
Me/ifleHHas BO/HA C aKLiEHTOM B MPaBblX LIeHTPa/ibHO-TEMEHHO-
CpeAHEeBMCOUHBIX OTBEAEHUAX. DMUMENTON0NOM PeKOMeH/0Ba-
Ha KOPPeKLUMs aHTUKOHBY/bCAHTHON Tepanuu ¢ fo6asneHnem
NaMoTpUAXMHa (namonena) B Aose 25 mr/cyT. OfHako y pe-
6eHka pa3Bunach annepruyeckan peakuus, npenapar OTMeHeH.

O6beKTMBHbINA cTaTyc. ObpallaloT BHUMaHWe 0CO6eHHO-
CTW (heHOTWNA: 6O/bLLASA r0/10Ba C BLICOKUM 1 LUMPOKUM NIGOM,
[/IMHHOE NNLO C YBEUYEHHbIM MOAGOPOAKOM, HECKO/bKO
YN/OLWEeHHas CPeHAA YacTb ULA, TYMOW, Cerka KoBoBUAHO
3arHyTblli KOHYMK HOCa. YLy 60MblUMe, OTTOMbIPEHHbIE, HU3-

Puc.1 OcobeHHOCTU (heHOTMNA NaLMeHTa C CUHAPO-
MoM MapTuHa - Benn: 60MbLuas rosioBa ¢ BbICOKMM U
LUMPOKMM N160M, ANMHHOE NINLO C YBE/TMYEHHbIM Mof60-
POAKOM, HECKO/IbKO YM/IOLLEHHAA CPefHAS YacTb finLia,

TYMOW, cnerka KtoBOBUAHO 3arHyTbIi KOHYMK Hoca.
Yium 60/bLUMe, OTTOMNbIPEHHbIE, HNU3KO PacrofoKeHHbIe

KO pacrnonoxeHHble. KNCTU 1 CTOMbI LUMPOKME, TMNepMobuib-
HOCTb CyCTaBoB. Koxa runepanactuyHa.

BbISBNAIOTCA BbIPaXKEHHbIE CUHKWHE3WW NPW BblBUKE-
HUW A3bIKa 13 MNONOCTW pPTa U NOAHUMAHUN ero BeepX. Peub T-
Xas, ManoMOy/IMpoBaHHas, cMa3aHHasi, C HOCOBbIM OTTEHKOM,
runepcanvsaums. OXxuBneHb! peiekchbl 0pasibHOro aBTOMaTH3-
Ma. TOHYC MbILLL, B KOHEYHOCTSAX (IM3MONOTNYHBIA. CyXOXMib-
Hble pediieKChbl  OXWB/EHbI, paBHble, pediekc babuHCKoro ¢
[BYX CTOPOH. Ha npueme ABuraTesbHO PaCTOPMOXEH, MHCTPYK-
LK He BbIMONHSET.

Bugeo - 33l - MOHUTOPMpOBaHWe B MacCMBHOM 604p5
CTBOBaHWW: B NOBGHO-BMCOYHBIX 06N1acTAX 3aperucTpupoBaHsbl
paspsfbl M30/IMPOBaHHbIX W CrPYNMNMPOBaHHbLIX 3NUEnTU-
(hOPMHBbIX KOMMNNEKCOB «3ame//IeHHas NUK-BONHa» aMMANTY Lol
o 120 mkB (no tuny A3HA), ¢ andysHbIM pacnpocTpaHe-
HMEeM Ha npasoe nosyLuapue.

Buaeo - 33l - MOHUTOPUPOBaHME HOYHOMO CHa (B yC-
nosusax MIML, «/lnHrea-BoHax», 1. Mepmb): 3acbinaHue npo-
BOLMPYeET aKTuBaLMWio 3NMNenTU(OopPMHO/ akTUBHOCTU B Buie
4acTbIX ANdAdY3HbIX pa3psgoB CrpynnMpPoBaHHbIX KOMMNEKCOB
«0CTpas-Mef/IeHHas BOIHa», C PErMOHaIbHBIM U aMMINTYAHbBIM
npeobnasiaHMem B NpasbIX BUCOYHO-NOBHBLIX 0TBefeHUAX. B 1
1 2 cTafny MeJ/IEHHOrO CHa 0TMEeYaNnoch 3HaunTebHOe Hapac-
TaHWe WHAeKca AVDQY3HbLIX 3NUNENTUHOPMHbLIX NaTTEPHOB,
KOTOpble Ha OTAE/bHbIX NMPOSIOHIMPOBAHHBIX YYacTKax 3anmncu
3aHUMany 4o 70 % anox, popmMupys NaTTepH «CybnposomkeH-
HOVi BbICOKOAMMNTYAHOM ANDQY3HOI annnenTU(OpPMHON ak-
TUBHOCTW, C PErMOHaNbHLIM aMNAUTYAHbIM NpeobnajaHuem B
npasoil N06HO-BNCOYHOIA 061acTH, B Mea/1eHHOM cHe (M3MC).

Mo pesynbTaTaM KOMMIEKCHOrO 06CNefoBaHUs [Aua-
rHOCTUPOBaH OAWH W3 BWAOB 3NWNENTUYECKON 3HLedanona-
TUN - «3NUNENTUGOPMHAA KOTHUTUBHAA Ae3nHTedauuns» [3].
YuuTbiBas OTCYTCTBME KIMHUYECKON ANHAMUKA U HapacTaHue
A Ha 93I" 604pCTBOBaHUS 1 CHA Ha (hoHEe MPOBOAMMOIA Tepa-
nny, ManbumK NepeBedeH Ha MOHOTepanuIo feBeTUpaLeTamom
(kennpoii) B fo3e 20 Mr/kr/cyT. PekoMeHA0BaHO yrny6neHHoe



Puc.2 Bugeo - 33l - MOHHTOPHPO-
BaHWe B MaccUBHOM 60ApCTBOBA-
HVUN: B NTOBGHO-BMCOYHbIX 06/1aCTSAX
3apermcTpupoBaHbl  paspsafbl 130-
NINPOBaHHbIX H CrpynnupoBaHHbIX
3MNHNENTHOPMHBLIX  KOMIN/IEKCOB
«3amMefJIeHHas NUK-BOMIHA» amnan-
Tygoi go 120 mkB (no tuny A3HA),
C Anddy3HbIM pacnpocTpaHeHUeM
Ha npasoe nonyLuapue.

Puc.3  Bupgeo - 33l - MOHUTOPH-
poBaHHe HOYHOFO CHa. 3acbinaHue
MPOBOLMPYET aKTUBALMIO 3MNHAen-
TH(hOPMHOI aKTUBHOCTY B BUfe Ya-
CTbIX AN(dY3HbIX paspsgoB crpyn-
NMPOBaHHbIX KOMIMIEKCOB «0CTpas
-Mefj/leHHas BO/IHa», C PermoHasb-
HbIM W aMnAUTYAHbIM npeobnaja-
HVEM B MpaBblX BUCOYHO-NT06HbLIX
0TBefEHNSAX.

Puc.4.  Bugeo - 33l - MOHUTOPU-
poBaHWe HOYHOro cHa. B 11 2 cta-
VN MefJIEHHOrO CHa 3HaUYNTebHOe
HapacTaHue wuHaeKca AndQy3HbIX
3MHNENTHHOPMHbIX naTTepHOB,
KOTOpble Ha OTAENbHbLIX MPOSOH-
rMpoBaHHbIX y4vacTKax 3anvcu 3a-
HUManun o 70 % anox, gopmupys
naTTepH «Cy6npoJO/KEHHON Bbl-
COKOaMM/NTYHOM anddoy3Holi
3aNUNeNTUHOPMHOM aKTUBHOCTH, C
pernoHaibHbIM aMNUTYAHbLIM Mpe-
obnagaHnem B MpaBoii N06HO-BU-
COYHOI 06/1aCTW, B MefJIEHHOM CHe
(M3MC)».



Myj—1%*

06CnefioBaHMe Y FeHeTHKa C LieNIbl0  YTOYHEHUS BUfA FeHeTu-
YECKM [leTEPMUHIPOBAHHOIO CUHAPOMA.

KaTtamHes uepe3 6 mecsueB. Ha (oHe npuema neseTupa-
LieTama MosBMNach TEHAEHLMS K MONOXWUTENbHON AMHAMUKE.
PebeHok cTan 60/ee BHMMATENbHBIM, YCUAUMB Ha 3aHATUAX,
YMEHbLUWANCE NPOSIBNEHUS arpecCMBHOCTU. HeflepxaHue mMoun
CTas10 pex<e, 3HKOMPE3 KynupoBasiCs.

Mpn KOHTPONMbHOM BWAE0-33I - MOHUTOPUPOBaHUW B
naccuBHOM 60/PCTBOBAHUM 3aperucTprpoBaH [e30praHun3o-
BaHHbIN anba-puT™M ¢ HaIMumem AndysHOR Mea/IeHHON ak-
TUBHOCTW. VICTUHHOWA DA He BbisiBNeHO. MonncoMHorpagms
HOYHOrO CHa: COH MOAYNMpoBaH Mo (hazam; DA BO CHE He 3a-
permcTpupoBaHa.

PebeHok obcneposaH B 'Y MITHLU, PAMH: nccnegosaHa
[HK nefikoumToB kposu. MpoBeAeHO onpeseneHne MeTUANPO-
BaHWS NPOMOTOPHOM 06nacTn reHa FMR-1 meTogamu MeTun-
YyBCrBUTENbHOW 1 MeTuncneuudmueckoit  MLP. BbisiBneHo
aHoOMaslbHOe MeTUN1poBaHue, xapaktepHoe ana CMB. YunTbl-
Bas OCOOEHHOCTU HacnefoBaHUs 3abonesaHus, obcnepoBaHa
MaTb Ma/ibuvKa, GepeMeHHas BTOpbIM pe6eHKoM. MaTb sBnseT-
sl HOCUTeNeM aHOMasbHOM X-XpoMocoMsl. [Mpu nccneaoBaHnm
JHK nynoBrnHHO KpOBM N104a My>XCKOro nona (KopAoLeHTes)
BbISIB/IEHO AHOMaTbHOE METWUMPOBaHWE MPOMOTOPHON 06na-
ctn reHa FMR-1, xapaktepHoe ans CMB.

Takvm 06pa3oM, YHUKa/bHOCTbIO AaHHOT0 HabnioaeHNs
ABNSETCA Hanuume B CTPYKType cuHapoma MapTuHa-benn,
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Puc.5  Bupgeo - 33 - MOHHTOPH-
poBaHMe HOYHOrO CHa B KaTaMHese
6 mMecsaLeB Ha (hoHe nNpuema Kenpbl:
COH MoAynupoBaH no hasam; 3A BO
CHe He 3aperncTpupoBaHa.

NoATBEPXAEHHOr0 MONEKYIAPHO-TeHETUHECKUM UCCNef0BaHN-
eM nauueHTa 1 ero matepw, He TUnNKU4HOI Ans CMB anunen-
TUYECKOV 3HLedanonaTuy, YTxensatowen KIMHUKY Hacnef-
CTBEHHOro 3a6onesaHus. MpoLeMOHCTPUPOBaHa BblpaXKeHHas
3(DPeKTUBHOCTL MOHOTEPANUM JIEBETUPALIETAMOM B KOPPEKLIMM
KNMHUKO-31EKTPO3HLIethanor pauyecknx HapyLLEHHIA.

CnepfyeT NoA4epkHYTb elg OAWNH BaXHblii MOMEHT: OT-
CyTCTBME paHHeli AWarHoCTMKM 3aboneBaHUs He MO3BOMUIO
poauTeNnaM nonyynuTb CBOEBPEMEHHOE MEAMKO-reHeTUYeCKoe
KOHCY/bTMPOBaHMe. BbIHYXEHHO Mepoii npefoTBpaLLeHus
poXJeHns 60bHOTO pebeHKa SBUIOCH NpepbiBaHKe 6epemeH-
HOCTW Ha MO3JHWX CPOKax.n
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