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PE3HOME

[MpeactaBneHo fBa cny4as anunencun y 60JbHbIX C PeAKOI HACeACTBEHHOI NaTONOren, CBA3aHHON C XpPOMOCOMHON My-
Taunen — geneuneint xpomocombl 14. B nepBom cliy4ae y pebeHka faHHas naTosiorms nposasisiack reHepanu3oBaHHbIMU TO-
HUKO-KNOHWUYECKUMU NPpUCTynamu, 3afiep>xKon NCUxXope4eBoro passuTusa 1 MUKPOAHOMaNUaMU JIMLEBOro Yepena, BO BTOPOM
Cnyyae — TOHNYECKUMU ANUITENTUYECKMMI NPUCTYNAMM, 3a[ePXXKOI NMCUXOPEYEBOro Pa3BMTUS, MUKPOAHOMASTUSMU PA3BUTHS,
nUpamugHO-aTakTU4eCKUM CUHAPOMOM W FTMNePMOBUITIbHOCTBIO CYCTaBOB KUCTEN. [laHHble KIMHUYECKIe HabntoaeHns npea-
CTaBNAT NPOGECCUOHANbBHBIA N HAYYHbIA UHTEPEC, T.K. OTHOCATCS K PAPUTETHON HEBPOJIOrMYECKOM NaTonoruy, BeayLum
nposBeHNEM KOTOPOI Oblfia papMakope3nCTeHTHAs anuencus.

KJHOYEBbLIE CJIOBA

®apmakope3nCTeHTHAsA 3NMNencus, XpOMOCOMHbIe 3a60NeBaHNs, feneuuns, KonbLesas XxpomMocoma, CUHAPOM KONbLEBON
Xpomocomsbl 14, r(14)-cBa3aHHas anunencus.
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SUMMARY

Two cases of epilepsy in patients with a rare hereditary pathology associated with a chromosomal mutation caused deletion
of chromosome 14 are presented. In the first case, this pathology was manifested in the child by generalized tonic-clonic
seizures, delayed psycho-verbal development, and facial skull microanomaly. In the second case, it was expressed in tonic
epileptic seizures, delayed psycho-verbal development, developmental microanomalies, pyramidal atactic syndrome and hand
joint hypermobility. Such clinical observations are of professional and scientific interest, as they relate to a rare neurological
pathology, with drug-resistant epilepsy as a leading sign.
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BBEJEHHE / INTRODUCTION

B nocneaHune pecatuneTms pa3Butme reHeTUYeCKON Hay-
K1 NPUBESIO K OTKPbITUIO psija 3a60neBaHnini ¢ XpoOMOCOM-
HbIMW MyTaumamu. Cpean NOCNeaHMX BbIAENAT AeneLnn,
AyNAnKaLmmu, TPAHCOKALUN N NHBEPCUN.

Mpwn geneunn aHomanbHOe Pa3BMTUE KJTETKM CBA3AHO C He-
[0CTAaTKOM reHeTM4YecKoii nHopmaymm n3-3a noTepn yaa-
NEHHbIX Y4ACTKOB FEHETUYECKOI Lenn. Y HOCUTeNs Takon My-
TauMn HaXoaAT MOHOCOMMUIO MO KOHLLEBbIM Y4aCTKaM B CBA3N
C KOHUEBbIMI Aeflelnsimu, Npyu KOTOPbIX MOXET CqhopMupo-
BaTbCH KONbLieBas xpomocoma. [peactaBuTenem aTux naro-
NOTUYECKUX COCTOAHMI ABNAETCA TaKoe pefikoe reHeTunye-
cKoe 3a60/1eBaHNe, KaK CMHAPOM KOMbLIEBOI XpOMOCOMbI 14.

CMHAPOM KOMNbLIEBO XPOMOCOMbI 14 BbI3BAH 0JHOI abep-
PAHTHO XpOMOCOMOIA 14, CNOMaHHbIe KOHLIbI KOTOPOW cpa-
cTarTca BMecTe, 06pa3ys Konbuo [1]. BonbHble C TaKUM
CUHAPOMOM MMEOT 0AHY KOMWI0 aHOMaJTIbHON XPOMOCOMbI
B HEKOTOPbIX MJIN BO BCEX KNEeTKax. Y 60/bLUMHCTBA NaLNeH-
TOB He YAaeTCs 00HAPYXUTb CEMEiHbIi aHAMHE3 Mo 3TOMY
3a60J1eBaHNI0, XOTS NPeACTaBeHbl Ba Ciyyas, Korna KoJib-
LeBas xpomocoma 14 6bina nepefaHa pebeHKy 0T mMaTepum.
Haue myTaumsa XpoMoCOMbl BO3SHMKAET Kak Clly4anHoe cobbl-
TEe BO BPEMS PAHHEr0 3MOPUOHANBHOMO Pa3BUTUSA Unu gop-
MWUPOBAHNS MYXCKNX W XKEHCKNX NONOBbIX KNEeTOK. [epBbie
Hay4Hble AaHHble 06 3TOW natonorum nossunuce B 1971 .
[2]. MockonbKy BO BCEM MUpe 3aperucTpupoBaHO MeHee
100 cny4aeB ¢ CUHAPOMOM KOJbLEBOW XpOMOCOMbI 14, 3a-
6051eBaHmMe NPeACTaBNAET MEAULUHCKNIA 1 HAYYHbIA MHTEPEC
B CBSA3M C HEJOCTATO4YHOM N3YYEHHOCTbIHO.

@eHOTUN XpOMOCOMbI 14 XapakTepuayetcs gucMopdu-
4eCKMMN YepTamun nuua, peppakTepHOn anuencuen ¢ paH-
HUM Ha4asiom, 3a[lePXXKO Pa3BUTUSA, yMCTBEHHO OTCTaN0-
CTbO 1 PACCTPOICTBOM ayTUCTUYECKOro cnekTpa [1, 3-7].
[leTn ¢ Takum CMHAPOMOM, Kak NPaBWuio, HEBbICOKOrO POCTa,
ANS HUX XapaKTepHbl MUKpoLedanuns, peTuHonatus, peLmn-
AUBMPYIOLLME PECIMPATOPHbIE NHMDEKLNN, BbI3BAHHbIE MPO-
6nemamu ¢ UMMyHWUTETOM [1]. Hayano anunencum npu cuH-
JpPOMe KOMbLEBOW XPOMOCOMbI 14 NpuXoanTCs Ha NepBbIN
rof Xn3um peéexka [8, 9], 06bI4HO B nepBbii mecay [10].
dnunenTnyeckne npuctynsl (M) moryT 6bITb reHepanu3o-
BaHHbIMI NN (DOKANTbHBIMU, PEXe HOCAT MUOKJTOHNYECKNIA
xapaktep. ®oKasbHble NPUCTYMNbl XapakTepu3yrTca npu-
CTasIbHbIM B3rNA40M, OTK/IOHEHWEM 123 UK rof0BbI, 0CTa-
HOBKOW AblXaHWs, FMOTAHUEM U TUNEPTOHYCOM/TMMNOTOHYCOM
U KNOHUYECKUMM cygoporamu. MpnucTynbl MOryT NposB-
NATHCA B BUAE CEHCOPHbIX UM NOBELEHYECKNX HAPYLLIEHUN,
MOTEPN CO3HAHNSA, a TAKXXe yTpaTbl KOHTPONA Hag DYHKLNS-
MW Ta30BbIX OpraHos [1].

[na unnoctpayun U3noXXeHHOro maTepuasna npyuBoANM
[Ba KJINHNYECKMX CNny4Yas CMHAPOMA KOMbLEBON XPOMOCO-
Mbl 14 ¢ pedppakTepHO anuencuen.

KINHHUYECKHE CIIYYAH / CASE REPORTS

MpencTaBneHbl KNMHNUYECKNE HAONIOAEHUS AETEN, Mo-
CTYNMBLUMX B NCUXoHeBponoruyeckoe otaeneHue (MHO)
Ne 1 [leTCKOro LeHTpa nCMXOHEeBPOOrN U 3NUIENTONOM N
(OUMHWI) TBY3 «PecnybnnkaHckas feTcKas KIMHUYecKas
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6onbHuua» (POKB) (r. Yoba, Pecnybnuka bawkoproctaH). le-
HeTM4YecKune uccnenoBanus nposoaunuce B NlbY3 «Pecny6-
NINKAHCKNIA MEANKO-TeHeTUYecKui LeHTp» (PMIL) (r. Ydha).

Cnyugari 1 /Casel

MauwnenT K. B Bo3pacte 11 mec (poauncs 02.02.2018 r.)
akcTpeHHo noctynun B MHO Ne 1 ALUMH®3 POKB n3 r. Kymep-
Tay Pecny6nuku bawkopTocTaH (Haxoauncs B ctTaunoHape
¢ 08.01.2019 no 08.02.2019 rr.). Co cnos maTepu, y pebeHka
Ha (DOHe NOMHOro 651aronoay4nsa BOSHUKIN NPUCTYMbI CY-
[l0pOr BO CHE U MPK 3acbINaHnm ¢ NOAEPrBaHneM KOHEYHO-
CTeNn, HapyLleHWeMm CO3HaHUA.

AHamHe3 3aboneBaHus

Pe6eHOK OT TpeTbeil 6epPEMEHHOCTH, BTOPbIX pOA0B. Bo
BpemMsi 6epeMeHHOCTI MaTb NPUHUMAaNa 3yTUPOKC No NoBo-
Ay onddgysHoro y3noeoro 306a. Poabl Ha 38—39-11 Hepene
3aBEPLUUNUCH NNTAHOBbLIM KecapeBbiM cedeHnem. Mpu pox-
neHun macca tena peéenka 3190 r. BoinucaH Ha 8- CyTKu.
PaHHee pa3BuTMe COOTBETCTBOBAIO BO3PACTY.

HeBponoruyeckui cratyc

Ha momMeHT noctynneHns o6Liee COCTOAHNE naymeHTa
cpefHein cteneHn TsxecTn. Co3Hanme sicHoe. OKpYyXHOCTb
rofioBbl 43 cm, MukpouedanbHoi KoHgurypauun. bonb-
LU0V POAHNYOK 3aKpPbIT. IMeTC 0COOEHHOCTU CTPOEHNS
NULEBOro Yepena n ckenerta: 3ANUKaHT, RHTUMOHTO/I0MAHbIA
paspes rnas (onyLleHbl HAPYXXHbIE YIMbl FMA3HbIX LLENe),
MNOCKas CNUHKA HOCA, BbIBEPHYTbIE HO3PK, Y3KOe He6O,
KOpOTKas Les, BOPOHKOOOpA3Haa rpyab, aHOMannum nur-
MEHTaumMn KOXu 1 ceTHaTkn. 3padku D=S, peakuns Ha ceT
XuBasi. B3op hukcupyet, 3a npeametamu cneaut. motaHune
1 DOHALMA He HapyLLeHbl. [0ONOBY AepXNT, NepeBopa4mBaeT-
CSl, CUANT, BCTAET Y ONOPbI, NepeBUraeTcsa y onopbl, XOauT
C noaAep»Kon. TOHYC MbIWL, — FUNOTOHMS C 06€NX CTOPOH.
Onopa Ha nonHbie cTonbl. Matonornyeckne 3Haku OTCyT-
CTBYIOT. MeHMHreanbHbIX 3HAKOB HeT. [103HaBaTeIbHO-0pK-
EHTMPOBOYHAA AEATENbHOCTb C OTCTaBaHWEM N0 BO3PacCTY.
3aaepxKa pevyeBoro pa3puTus.

NHcTpymeHTanbHbIe MeToAbI 06cnea0BaHUs

Ha anekTpoaHuedanorpamme (33 npu noctynneHnn
anunenTMMOPMHas akTUBHOCTb OTCYTCTBYET. Bo Bpems npe-
6blBaHMA B CTaLMOHape 3an1cb NPOBOAMNACL HEOAHOKPAT-
HO. MNepen BbinucKoW U3 oTaeneHns Ha 30-i1 oeHb NpebbiBa-
HMA B CTalLMOHape Ha (DOHe NPOTUBOCYAOPOXHOI Tepannm
BO BpPeMS CHa y pebeHKa Npon30LwesN reHepasim3oBaHHbIi
TOHM4Yeckun npuctyn. Ha 33l Bo Bpemsa npuctyna 3aperu-
CTPMPOBAHbI PEAYLUPOBAHHbIE KOMMIIEKChI «MK — BOJTHA»
amnnutyaon 40 MkB no Bcem 0TBeAEHMSAM ANNTENIbHOCTHIO
6 C, 3aKaH4MBalOLLNeCs BOHAMM AenbTa-AmanasoHa am-
nnutygoi go 500 mkB ¢ npeobnagaHnem B nepegHux oT-
BefeHuax (puc. 1).

Ha HoYHOM BMAE0-33M-MOHUTOPUHIE Yepe3 2 Hell NOCHe
BbIMUCKMN N3 CTalUKMOHapa peruncrTpupyerca 6eta-putm no
BCEM OTBEJEHUAM C aMNIUTYAHbIM NpeobnafaHnem B ne-
penHux oTBeAeHuax amnnutyaon 25-40 mkB B coveTaHum
¢ 6unatepanbHO-CUHXPOHHbLIMMW BCMbIWKAMU B anbda-puT-
Me aMmnanTygoi Ao 55 MKB (COHHble BepeTeHa), a Takxe

Epilepsy and Paroxysmal Conditions



KnuHunyeckue cny4vaun / Case reports

o et A NI AP A AN\ AP st v e an AN
:’ N\~~\~MMMMWMPWMM«\W\/WWMWM
e “*“\’\“‘“\A’\%“”W"‘H/\/\M’\/ \W\/W”\/’WMVM”VWW\/V\M
o WN\/\MWWN"J\/\WMWWWMWWM

[ MWN\NV\M/W\J\/\\MMMWMWM
:o A ANAANL A A A AA AN, T\ A it A

F8-T4|

T5-0

K-KoMnJieKcbl B NOGHbIX, 3aTbIIOYHbIX 06/1aCTAX N0 BCEM
0TBeAEeHNAM. INUNENTUEOPMHAA akTUBHOCTb He 3aperu-
CTpMpOBaHa.

Ha MarHMTHO-pe30HAHCHON TOMOrpadhuim ron0BHOIO MO3-
ra (MPT I'M) npu noctynneHnn 06HapyXeHbl KOCBEHHbIE
MPU3HAKK NOCNEACTBMA TMNOKCUYECKU-NLIEMUYECKOr0 nopa-
XKEHUS rof0BHOM0 MO3ra ¢ NPpU3HakaMu BHYTPUHEPENnHO r-
NepTeH3nm, KNCTbl KapmMaHa PaTtke B Bue 06pa30BaHNs Xna-
KOCTHOW KMCTONOAO6HON CTPYKTYPbl pasmMepamn o 2x3x4
MM MEXAY afieHornnoguaom u Helipornnouaom (pue. 2).
Yepes 2 Hep nocne BbINUCKK U3 cTaumnoHapa Ha MPT 'M
C KOHTpACTUpOBaHMEM NOATBEPXKAEHA KNCTA KapmMaHa Patke.

MpoBogmunach TaHAEMHas Macc-CneKTpOMeTpus, Hacnen-
CTBEHHbIX 60Me3Hel 06MeHa BELLECTB HE 0OHAPYXEHO.

leHeTM4yeckoe uccnepoBaHue

B cBA3M C HEOHO3HAYHON KIINHWYECKON KapTUHOM B AH-
Bape 2019 r. 661710 PELUEHO NMPOBECTUN KAPMOTUNMPOBAHNE
B PMI'L ¢ uenbto BbISIBNIEHUS BOSMOXXHON XPOMOCOMHOM
natonoruu. O6Hapy>XeH KapuoTun My>XXCKOA aHOMaJTbHbIii —
KonbLesas xpomocoma 14 (46XY, r(14)(p12932)).

BbicTaBneH anarHos: «Q99.8 xpomocomHoe 3a60neBaHue,
KonbLeBas xpomocoma 14. feHepanu3oBaHHble TOHUKO-KNO-
HUYeCKNe NPUCTYNbl, FeHepasim3oBaHHan reHeTnyeckas anu-
nencus. 3ajepXxKa ncMxope4yeBoro pa3BuTus, MMKpoaHoma-
JIUN IMLLEBOTO Yepena».

0co6eHHOCTH TEYEHUA INUNENCUU

B oTpeneHumn Habnopanuch 3l, HOCMBLLME CEPUIAHBIN
XapakTep — HECKOJIbKO MPUCTYNOB C UHTEPBANOM 5 MUH,
B T€YEeHNEe KOTOPbIX CO3HAHWE OTHOCUTESIbHO BOCCTAHAB-
NMBANOCh, C NEPUOANYHOCTBLIO KaXKable 2-3 AHA. Bo Bpems
NPUCTYNA 3padky pacLLMPeHbl, UL r’MNepeMnpoBaHo, Kio-
HWUKO-TOHMYECKIE CYA0POr B TEHEHME HECKOSIbKNX CEKYHA,.
[Mpu HapyLWEHUN HEBHOIO CHA (4YTKMii, 6€CMOKOIHbIA COH)
NPUCTYNbI y4aLlanuco.

OfHOW 13 OCHOBHbIX 3aja4 TepaneBTUYECKON TAKTUKM
6b110 KynupoBaHue npuctynos. MoHoTepanus Banbnpoe-

anunencus n NapokcnamMasibHble COCTOSAHUS
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PucyHok 1.
DnexTpoaHIedanorpamma
naruenTa K. (Bospacr 11 mec)
B [IEPUOJL AITUIIPUCTYIIA

Figure 1. Patient K.

(age 11 months)
electroencephalogram during
epileptic seizure
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BOV KWCNOTOW He Aana 0XXugaemoro pesynbraTa, U pe-
6eHOK 6bln NepeBefieH Ha NMonMTepannio NPOTUBOCYAO-
POXHbIMM NpenapaTami: Banbnpoesas kucnoTa (no 127 mr
3 pasa B feHb), nesetupaueram (no 200 mr 2 pasa B [ieHb),
OKckap6aszenuH (no 165 mr 2 pasa B AeHb). HecmoTpa Ha
KOMOUHMPOBAHHYIO NPOTUBOCYAOPOXHYIO TEpanuto Tpems
npenaparamu, y pe6eHka COXpaHanncb CepuintHble 3anunpu-
CTYMNbl, HO YMEHbLINIACH NX MEPNOANYHOCTb: OHW CTanu
BO3HMKATb KaXkable 3—4 AHA. bbino peLleHo 0TMEHUTb OKC-
Kap6as3enuH 1 BBECTY B Tepanuto peHobapbuTan no 5 mr 1
pas3 B CyTKW, 4TO Aan0 NONOXMTESNbHbIN apdeKT. MpucTty-
Mbl KYNUpoBasinch, 06LLee COCTOAHNE NALNEHTa HECKONbKO
YAy4LWNNochk: pe6eHoK cTas 605ee akTUBHbIM B MCMX03MO-
LMOHANbLHOI cdepe.

Ha 31-e cyTkn npe6biBaHUA B CTALMOHAPE NALNEHT Bbl-
nucaH AOMOI C peKoMeHaLnen npoaomKaTb NpoTMBOCYAO0-
POXHYI0 Tepanuio noj HabnaeHneM HeBposiora no MecTy
XKUTENbCTBA, NPM HEOBX0AMMOCTN 06paLLaThCs 3a KOHCY b-
Tauuen K anuienTonory.

Cnyuari 2 / Case 2

MaumenT X. B Bo3pacte 4 roga 3 mec (poguncs 29.03.2019 1)
noctynun B MHO Ne 1 AUMH®13 POKB n3 bantayeBckoro
painoHa Pecnybnnku balwKopTocTaH B NaHOBOM MOPsifl-
Ke B ntoHe 2023 I. ¢ )KasobaMm Ha HEYCTOYNBYHO NOXOAKY,
npucTynel cyaopor ¢ dpespansa 2023 r., 1o NOBOAY KOTOPbIX
pe6eHOK rocnuTann3npoBascs B 0TAeNeHNe HEOLHOKPATHO.

AHamHe3 3abonesaHus

Peb6eHOK 0T 4eTBEPTOI 6EPEMEHHOCTH, BTOPbLIX POAOB. BO
Bpems 6epeMEHHOCTM MaTb MEPEHecna 0CTPYo pecnupaTop-
HYI0 BUPYCHYIO MHAEKLMIO, ObIN U3MEHEHNS B aHANN3ax
(aHemns, npoTenHypus), OTpULaTeNbHbIA Pe3yc KPOBM. Pofbl
Ha 38-i1 Hefene, macca Tena pebenka 3900 r, OKPY>XXHOCTb
rpyan 34 c¢m, oueHka no wkane Anrap 7/9 6annos. 113 poa-
[0M2 BbINWUCaH Ha 4-e CyTKW. 3aiep>Kka MOTOPHOr0 pasBu-
TIA ¢ 6 Mec, 3aJiep>KKa pe4eBoro pa3sutud ¢ 11 mec. Xogut
camocTosaTenbHo ¢ 1 roaa 6 mec. Mepsble cnosa ¢ 1 roaa.
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PucyHok 2. MaruuTHo-
PE30HAHCHBIE TOMOI'DAMMBI
I'OJIOBHOI'O MO3ra nnanuenTta K.
(Bo3pacrt 11 mec):

a, b — mpusHaKu
BHYTPUYEPEITHON
I'UnepTeHsny; ¢, d — kucra
Kapmana Parke

Figure 2. Patient K.

(age 11 months) brain
magnetic resonance images:
a, b - signs of intracranial
hypertension; ¢, d — Rathke’s
cleft cyst

HeBponoruyeckui craTtyc

Ha MoMeHT nocTtynneHns o6Liee COCTOAHNE MaymeHTa
cpefHeit ctenenn Tsxxectn. Co3HaHme scHoe. OKpyXHOCTb
rpyau 48 cm, 60bLIO POAHUYOK 3aKPbIT. MEHMHIeaNbHbIX
3HaKOB HeT. HYepenHo-M03roBble HepBbI: rMasHbie wenu D=S,
3payku D=S, hoTopeakuuns xunBas, cneanT 3a npeameTamu,
anbTepHUpytoLLee Kocornasme. [noTaHne n oHaLMs He Ha-
pyLeHbl. unoToHusa mbiwy, D=S. CyxoxusbHble pednexcsl
XuBble, D=S. Pedpnekc babMHCKOro NoNoXuUTeNbHbIA ¢ 06e-
UX CTOPOH. CuauT, NepeBopa4YMBaeTCs, X04MT CAMOCTOATESb-
HO C LUMPOKON 6a30i. [MNepMo6UNIbHOCTb CYCTABOB KUCTEIA.
[To3HaBaTe/IbHO-0PUEHTUPOBOYHAS AEATESIbHOCTb YMEPEHHO
CHUXXEHA, 3aJiep>XXKa pe4eBoro pasBuTus.

WHcTpymeHTanbHble MeTOAbl 06cneaoBaHns

Ha 33r 4epe3 20 gHei nocne nepeoro npuctyna (B BO3-
pacte 10 mec) BO Bpems CHa pPerncTpupoBasnch rpyn-
Nbl «COHHbIX BEPETEH» 4acToTONn 12-13 Iy B COYETAHMUM
¢ K-komnnekcamu, BepTeKC-NOTEHLMANaMI B LIEHTPANbHbIX
06nacTax ¢ NepexofaoM B AeNbTa-COH B BUAE BbICOKOAM-
nAnTyaHbIX (B0 550 MKB) MeaneHHbIX BOJH, CUHXPOHHbIX
Mo BceM 06nacTam.

B Bo3pacte 1 rofa 7 mec Ha 33l B COCTOSAHUU CHaA peru-
CTpoBanacb NonMMopdHas MeANeHHOBOMHOBAS aKTUBHOCTb,
npeo6nagatoLias no nepuoay u amnnutyae no 350 mkB B Te-
MEHHO-3aTbINTOYHbIX U BUCOYHbIX 06nacTax, 663 acumme-
Tpuu. BTopas ctagns dasbl MeANIEHHOM0 CHA XapakTepn3o-
Banacb NOSABEHNEM BMaTepanbHO-CUHXPOHHbIX BCMbILLEK
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yactotoi 11-13 Ty, K-komnnekcoB B BMAE NONMasHbIX No-
TEHUManoB ¢ npeobnagaHnem B NOOGHbIX, 3aTbIMOYHbIX OT-
Jenax nonywapuii amnnntygoii go 200 mkB kak nsonupo-
BAHHO, TaK 1 B COYETAHUN C «COHHbIMI BEPETEHAMMW» B BUJE
BCMbILLEK N0 BCEM 0TBeAeHMsAM. [ny6okasa pa3a cHa ¢ Mejl-
NEHHbIMW [enbTa-BonHaMu amnnutyaon o 300 mkB 3aHu-
mana go 40% sanucu. InunentuopmMHas akTUBHOCTb He
3apernucTpupoBaHa.

Ha 33l B 3 roa 2 mec npu OTKPbITbIX FNa3ax ¢ anu3oja-
MW ABUraTeNbHbIX apTeakToB 30HaSIbHbIE Pa3Ninyns 0cnab-
NeHbl, 0TMEYaHbl rpynnbl anbga-BosH Yactoton 8-9 lu, am-
nnutynoi go 50 MkB, MeaneHHble BOMHbI TeTa-AnanasoHa
amnnutygoi ao 120 MkB B TEMEHHbIX, 3aTbINO4YHbIX 06Na-
CTAX, YMEPEHHO BbIPAXXEHHbIA 6eTa-puTM YactoTon 20—
25 Iy amnnutypoin go 20 MkB B nepeaHux otgenax, 6e3
MPU3HAKOB 3NUIENTUYECKUX NaTTepHoB. Mocne oTocTu-
mynsumum 4actoton 3—-5-7-11-15-20 lu peakunsa akTupa-
U1K ynoBnieTBopuTeNbHas. AnunentudopmMHas akTUBHOCTb
He 3apermcTpupoBaHa.

93l B 4 ropa 3 Mec: BO BpeMS CHA PErUCTPUPYHOTCS CUH-
XPOHHbIE TPYNMbl BOJIH TeTa-gnana3oHa aMmnianuTyaon o
140 mKB B TEMEHHO-3aTbIIO4HO-3aJHEBMCOYHbIX 06/1ACTSX,
npobery BONH TeTa-guana3oHa amnantynon go 110 mkB,
rpynnbl «COHHbIX BepeTeH» 4acToTon 1314 My, amnnnTyaon
10 30 mkB B nepenHux otaenax, K-KoMnnekcbl B BUAe BCMbl-
LEeK nonngasHbix NOTEHUMAN0B amnnuTyaoin o 120 mkB.
Bo Bpems 3anucu npon3owen npucTyn AanTeNbHOCTbIO A0
2 MUH ¢ nosiBneHnemM Ha I3l muorpadn4ecknx aptTedpakToB
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B BUCOYHbIX 061aCTAX, AN DY3HbIMU, PUTMUYHBIMIW, PEaY-
LMPOBAHHbIMU (3aMeNEeHHbIMU) KOMMNNIEKCaMK «0cTpas —
MeAJIeHHas BoNHA» amnnnTygoi Ao 300 MkB B N06HO-BK-
COYHbIX 06nacTax (pue. 3).

Ha MPT I'M B Bo3pacte 10 MeC KapTuHa rnnoKcu4eckun-
MLIEeMUYeCKOro nopaxeHus sewwectsa M, BHyTpuyepenHas
runepteH3ms. Ha MPTTM B 1 roa 5 mec npu3Haku runokcu-
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anunencus n NapokcnamMasibHble COCTOSAHUS

YeCKM-unLeMnyeckoro nopaxeuus M, BHyTpuyepenHon

TUNEPTeH3NN, NT0KASIbHOE paCLUMPeHne GOMbLLIONA LucTep-

Hbl MO3ra.
Ha MPT 'M B 3 roga 2 mec (puc. 4) Bce 0TAeNbl M0O3ra

copmupoBaHbl. M03011MCTOE TENO HEPABHOMEPHO YMEPEH-
HO CTOHYeHO. bokoBbIe XKenyaodkn aCUMMeTpUYHbI, nepen-

HWe pora cy>eHbl. [TepUBEHTPUKYIAPHO B 6€10M BELLECTBE

V AT

T

PucyHoK 3.
DnexTpoaHLedarorpamMma
naruenTa X. (Bo3pact 4 roza
3 MeC) BO BpEMS AMUIIPUCTYIIA

Figure 3. Patient X.

(age 4 years 3 months)
electroencephalogram during
epileptic seizure

Pucynox 4. MaruurHo-
PE30HAHCHBIE TOMOT DAMMBI
TOJIOBHOT'O MO3I'd MaIuenTa X.
(BO3pacT 3 rOoAa U 2 MEC):

a — M30JIMPOBAHHA
TUIOIIA3HUS HUJKHUX OT/IEJIOB
YEpBs MO3KEUKA, THIIOTCHE3US
MO3OJUCTOrO Tena; b, ¢, d —
HE3apaleHue IPO3PAYHON
MIEPETOPOJKU

Figure 4. Patient X. (age 3
years and 2 months) brain
magnetic resonance images:

— isolated hypoplasia of the
lower cerebellar vermis parts,
corpus callosum hypogenesis;
b, ¢, d — non-closure of the
septum pellucidum
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oTMevanucb Anddy3Hble 30HbI NOBbIWeHNs MP-curHana
B pexxume FLAIR. Habnwoganocb He3apalleHue npo3pay-
HOVi neperopofkn ¢ 06pa3oBaHNeM TMKBOPOCOAEpXKaLLen
MoJSIOCTN MEXAY NepeaHuMi poramu 60KOBbIX XXeNyA04KOB
WpuHon Ao 4 mm. Mexxay TpeyrofbHUKamn 60KOBbIX Xe-
Ny[04KOB ONpeaensnach INKBOPHAA NOMOCTb LLMPUHON A0
8 mm. CybapaxHomaanbHbie MPOCTPAHCTBA KOHBEKCUTATb-
HOV NOBEPXHOCTU MOJYLLUAPWIA 60JIbLLIOMO MO3ra B NO6HO-Te-
MEHHbIX 06/1aCTAX 1 NepeaHMX 0TAeNax BUCOYHbIX 0651acTen
YMEPEHHO HEPAaBHOMEPHO pacLiunpeHbl. bopo3abl NO6HbIX
1 TEMEHHbIX foNien yrny6neHbl. CUnbBMEBDI LLENN HECKOSb-
KO pacLumpeHbl. CpeanHHbIe CTPYKTYPbI He CMeLLeHbl. Budya-
NN3NPOBANCA YMEPEHHbIA NepUHEBpasibHbIA 0TEK N0 XO4Y
3pnTeNbHbIX HEPBOB. OTMEYaNoch HU3KOE PAcnooXeHune
CUHYCHOr0 CTOKa. bonbluas uucTepHa Mo3ra JlokanbHO pac-
WwmpeHa 1o 27x52x20 MM (HUXXHAS peTpoLepebennspHas Ku-
cTa?). 3akntoderue: «/1301MpoBaHHan rnnonnasns HKHUX
OT/[eN0B YepBs MO3Xe4Ka. [unoreHe3ns mo3onucToro Tena.
HeszapaleHne npo3payHoii Neperopoaku».

Bo Bpems nocnepHen rocnutanusauun MPT 'M He npo-
BOAMNIACD.

BbinonHanacb TaHAemMHas Macc-CnekTpoMeTpus B BO3-
pacte 10 mec: HacneACTBEHHbIX 60/1e3HeN 06MeHa BeLLeCTB
He 06HapPY>XEHO.

leHeTUYeCKOe uccnenoBaHue

KapuoTtunuposaHue nposeaeHo B FMIL, B Hos6pe 2020 1.
BbIfiBIeH KapuoTUn MY>XCKOW aHOManbHbIN — KONblieBas
xpomocoma 14 (XY, r(14)(p11.1g32)).

KoHcynbTauus noronena: obuiee He0pa3BuTe peyn
| ypoBHA. KOHCYynbTaums ncmxonora: 3afjepxxka ncuxuye-
ckoro pa3sutua. Ocmotp okynucta: OU anbTepHuUpytoLLee
KOcOrfiaame, aHrnonaTus ceT4aTku.

BbicTaBneH anarHo3s: «Q99.8 xpomocomHoe 3a60N1eBaHuUE,
KonbueBas xpomocoma 14. ToHn4eckue anuenTuyHeckme
MPUCTYNbI, TEHEpann30BaHHAs FeHeTUYeCcKas annunencus.
MnpaMnaHO-aTaKTUYeCKNA CMHAPOM. 3adepXKKa Nncuxope-
4eBOro pas3suTua. MukpoaHomanuu passutus. M3onmpo-
BaHHAs rMMONMAa3ns HUKHMX OTAENI0B YepBsA MO3xeyka. -
noreHe3ns MO30NMUCTOro Tena. MMnepMo6bunbLHOCTb CYyCTaBOB
KNUCTEn».

Oco6eHHOCTU TEYEeHUS aNUNencumn

MepBbI CyaOpPOXHbIA npuctyn Habnoaancs B 10 mec:
BHE3anHas NoTeps CO3HAHWA, TOHMYeCcKMe CYAoporn B Ko-
HEYHOCTAX, rmasHblie S610KKN 3aBefeHbl BBEPX. OauTenb-
HOCTb npuctyna ot 1 40 2 MuH. MpUCTynbl NOBTOPANNCH
exeaHeBHO nepBble 10 aHen, 3aTtem 1-2 pasa B Hefent. Jle-
YUNCS B LEHTPaNbHOI paoHHOI 6onbHKLUE. [TpoBOaUNach
NpPOTNBOCYA0POXHASA Tepanus neseTnpaLeTamMom B pacTBo-
pe n cycneH3naMun okckap6asenuHa — 6e3 adpgpekTa. Pebe-
HOK 6bin1 nepesegeH B MHO Ne 1 JLUIMHWI POKE, rae tepanus
Oblna M3MEHeHa: 0TMEHEHbI NPEeXHKUEe NpenapaTbl, Ha3HaYe-
Hbl BaJibNpOEBas KucnoTa B cupone no 3,5 mn 3 pasa B AeHb,
Tonupamar no 2 taénetku (50 mr) 2 pasa B AeHb. [aHHas
cXxema okasanacb 3)(PeKTUBHON, CYyA0pPOrn nNpekpaTuince,
Habnwoganacb pemuccusa ¢ 15.11.2020 r. go 12.02.2023 r.,
Korga npuctynsl BO30GHOBUNCL, HO NPOTEKANU MArye no
BbIPAXKEHHOCTM CYLOPOXHOr0 KOMMNOHEHTA W MPOAOIXN-

https://epilepsia.su

TenbHOCTW. MauneHT 6bin BHOBb rocnuTanu3nposad B NMHO
Ne 1 JLUIMHWI POKE (mtoHb 2023 T.), K neveHnto go6asneH
heHobap6butan 6,25 mr ytpom n 13 mMr Be4epom, 4T0 npuBe-
no k pemuccun. G utons 2023 r. npucTynoB He HabnoAanoch.

Bo Bpemsa nocnegHeii rocnutanusauun B nioHe 2023 .
npojoshKanacb NpoTUBOCYA0POXKHAS Tepanus: Banbnpoe-
Bas kucnota B cupone no 2,2 ma (125 mr) 3 pasa B AeHb
BHYTPb, Tonupamart 0,025 mr no 1 % Tabnetkn (31,25 mr)
2 pasa B AieHb BHYTpb. Kpome TOro, Ha3Ha4yanucb aTunme-
Tunrugpokeunmpuand 1,0 (50 mr) BHyTpuMbIwe4Ho Ne 10,
6MONTPOH N0 NONAM (Ha 06/1aCTb NNLA, WeKn, 06nacTb neye-
HU, 0671aCTb KUCTEN), NEPEMEHHOE MArHUTHOE M0JIe Ha LWen-
HbIA OTAEN NO3BOHOYHMNKA, COMOKC HA 06/1aCTb UKPOHOX-
HbIX MbILUL. B ArHaMuUKe ynyHwmnmcb SMoLMOHanbHbIA (DOH,
TOHYC B KOHEYHOCTAX. [IpUCTYNoB B 0TAENIEHNM He 6biNo. Pe-
6€HOK Obl1 BbIMMUCAH C PEKOMEHAaLneid HabNAeHNS HEBPO-
nora no MecTy XUTenbCTBa.

OBCYKJEHHUE / DISCUSSION

[MoCKONbKY Apyrme XpOMOCOMHbIE HapyLeHUs MoryT
MMETb CXO[Hble KIMHNYECKIEe NPU3HAKK, NS naeHTUdUKa-
Lmn 3a6051eBaHNA 1 NOATBEPXAEHUSA AnarHo3a He06X0ANMO
NPOBOAMTb XPOMOCOMHOE TecTMpoBaHme. Metog umtoreHe-
TUYECKOro mccnefoBaHns 06bI4HO MOXET MAEHTUMULMPO-
BaTb KOJIbLIEBYKD XPOMOCOMY NOC/e TOr0, Kak C NOMOLLbO
MOJIEKYSIAPHOTO KapUOTMNMPOBAHMA YCTaHABNINBAETCA Tep-
MIHaNbHaa aeneuns XpoMocombl 14q. B HEKOTOPbIX Cy4yasx
CUHAPOM KOMNbLEBON XPOMOCOMbI 14 MOXeT 6biTb AMArHO-
CTUPOBAH BHYTPUYTPOOHO C MOMOLLbIO YNbTPa3BYKa, aMHMO-
LleHTe3a n/unn B3aTns Npobbl BOPCUHOK XopuoHa [1]. OgHa-
KO 10pPOroBM3HA U CJI0XHOCTb WHBA3UBHOM NpeHaTasbHO
JMarHOCTUKKM, BOSMOXXHOCTb OCIOXHEHWIA Npu ee NnpoBeje-
HUW, PeKOCTb MUKPOLEeneLmnii c 06pa3oBaHNEM KOJIbLIEBbBIX
XPOMOCOM, MpPW KOTOPbIX OTCYTCTBYIOT TSHKESble BPOXKAEH-
Hble MOPOKMN PA3BUTUS Y IeTEN, OrpaHN41BaOT NPUMEHEHNE
[laHHOro MeToAa.

KnuHnyeckune nposBneHns CUHAPOMA KOJIbLLEBOW XPO-
mMocombl 14 oTnuyatoTcs nonumopduamom, 3 B pamkax
[aHHOW NaToNIorny MOTyT 6bITb FreHepann3oBaHHbIMK 1 DO-
KanbHbIMWU. ANUAENcua Npu XpoOMOCOMHOI NaTosiornm no
3TNONATOreHe3y OTHOCUTCS K HACNEeACTBEHHbIM 3NUNencu-
SIM 1, KaK NOKa3bIBAKT [JaHHbIE NUTEPaTypPbl U HALIN HA6JIO0-
JeHns, oTnnyaeTca papmakopesmcTeHTHocTbio [11-13]. Xa-
PaKTePUCTMKOI PE3NCTEHTHOI (peddpakTepHOIA) anunencum
ABNSAETCA TPYAHOCTb AOCTVIKEHUS CTONKON PEMUCCUN N pe-
rpecc 3l Ha (hOHe afieKBATHO Tepanumn ABYMS NMPOTUBOCY-
LOPOXHbIMKM cpefcTBamu [11].

B HalWmMX KNMHMYECKNX HAONOAEHUAX AMArHO3 XPOMO-
COMHOro 3a6oneaHus (MyTauus Xxpomocomsl 14) 6b11 Bbl-
cTaBneH Ha 11-12-m mMecsLe XN3HN NaLneHTOB nocne ae6o-
Ta 3l, KOTOpble B 060UX CNyYasX UMENN reHepanu30BaHHbIN
xapakTtep. Y4uTbiBas reHepannu30BaHHbIA TN anuiencun,
B NepBOM Ciy4ae 6blsia Ha4aTta MOHOTEpanusa BasibNPOEBONA
KUCNOTO, HO Aaxke [o6aBIeHNE ABYX NPOTUBOCYA0POXKHbBIX
CpeAcTB (NneBeTupaueTam n OKckap6asenuH) He NPUBESO
K 0KMAaemMoMy pe3ynbTaty — KyNUpoBaHUIO CYA0POXHbIX
npucTynoBs. Y BTOPOro nauueHTa cTapToBas Tepanus Hava-
Ta AByMs npenaparamu (neseTupaueTam u okckapbasenuH),
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KOTOpas okasanacb He3I(MEKTNBHOIA, B CBA3M C Y4EM MpPO-
BeleHa 3aMeHa Ha AiBa APYrux NPOTUBOCYLOPOXHbIX Cpea-
CTBa (BanbnpoeBas Kucnota u tonupamar). B o6oux cnyvasx
MOJIOXMTENbHbINA 3G DEKT ObIST LOCTUTHYT NPK A06aBIEHNN
K nevyeHunto peHobapbuTana n oTMeHe okckapb6asenuHa.

3AK/IIOYEHUE / CONCLUSION

Al 9BNATCS 0AHUM M3 HanbOonee pacnpPOCTPAHEHHbIX
KNUHUYECKUX CUMNTOMOB Y 60MbHbIX C KOJSIbLLEBON XPOMO-
comoii 14. 3nunencms Npu 3TON NaTONOrMKN OTANYAETCA TA-
XKECTbI0 Te4eHns N papmMakope3ncTeHTHOCTbI0. Micxons n3
9TOr0, Lenecoo6pas3Ho Ha4MHATb NPOTUBOCYAOPOXKHYIO Te-
panuio npenapaTamu BanbnpoeBOn KMCNOTbl Kak CpeAcTBa-
MW NepPBON NINHWK, O[HAKO Takash MOHOTEepanus u nocnegyto-
Lee fo6aBneHMe BTOPOro v TPETbEro npenapartoB He Obinia

3 heKTUBHONI. B 060ux cnyyasax okckapba3enuH B Kaye-
CTBE JOMNOJTHUTEIbHOM NMPOTMBOCYA0POXKHOW Tepanumn He aan
Mo3UTUBHOIO pedynbraTa. PeHobapbuTan okasanca cpea-
CTBOM AOCTVXXEHUS PEMUCCUI B COHETAHWUM C NPOBOAUMOIA
MPOTMBOINMUIIENTUYECKON TEPANEN.

Y4nTbiBas peKyt BCTPEYAEMOCTb KOMbLEBOW XPOMOCO-
Mbl 14, Mbl NpeACTaBUAN HALIW KNWHUYECKME HABNOeHNS
C LieJ1bI0 MOBbILIEHNS 0CBEAOMIIEHHOCTMN BPaYei pasnyHblX
CrneunanbHOCTel (HEBPOSIOroB, aNUENTOI0r0B, NEANATPOB)
C 37OV natosiornen.

Takum 06pazom, Npy HanU4KUM pedopakTePHON dNuencun
! CUMNTOMOB 33[€PXXKN Pa3BUTUS B M1a[leH4€CKOM BO3pac-
Te, XapaKTepHbIX 4J19 XPOMOCOMHbIX MUKPOAENeLnii, crneayet
MPOBOAUTbL FEHETUYECKOE KOHCYNbTUPOBAHME 1 06Cnef0Ba-
HUE C LieNbto NONCKa XPOMOCOMHOIA NaToNoriu, 4T0 No3BOANT
AMarHoCTUPOBATb €€ HA PaHHE cTagun 3a60sieBaHm.
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ARTICLE INFORMATION

MocTynuna: 23.04.2024
B popa6oranHom Bupe: 05.08.2024
Mpunsara K nevaru: 03.09.2024
Ony6nukoBaHna: 30.09.2024

Received: 23.04.2024
Revision received: 05.08.2024
Accepted: 03.09.2024
Published: 30.09.2024

Bknap aBTopoB

Authors' contribution

Bce aBTOPbI MPUHUMaNV PaBHOE y4acTue B CO0PE, aHanu3e U UHTEpnpeTa-
LMY JaHHbIX. BCe aBTOpbI NPOYUTANY 1 YTBEPAUIA OKOHYATENbHbINA BapUaHT
pyKonuecu

All authors participated equally in the collection, analysis and interpretation
of the data. All authors have read and approved the final version of the
manuscript

KoHchnukT unTepecos

Conflict of interests

ABTOPbI 3a8BNIAOT 06 OTCYTCTBUM KOHCD/IMKTA MHTEPECOB

The authors declare no conflict of interests

®duHaHCUPOBaHUE

Funding

ABTOpbI 3a8BNIAOT 06 OTCYTCTBUM (DUHAHCOBOI NOLAEPXKKMN

The authors declare no funding

Cornacue nayueHToB

Patient consent

OT poauTeneit aeTen Nosy4eHo MHAPOPMIUPOBAHHOE COrMacue Ha nposefe-
HIE KNUHNKO-NabopaToOPHO-NHCTPYMEHTANTBHOTO aHanN3a ¢ nocneayoLLen
ny6nukaumein matepuana B Hay4HOM XypHane

Informed consent was received from the parents of the children to conduct
a clinical, laboratory and instrumental analysis with subsequent publication
of the material in a scientific journal

JTHYECKUe acneKTbl

Ethics declarations

BeneHue naumeHToB OCYLLECTBAANOCH COOOPA3HO MPUHLMNAM XenbCUHK-
CKOW AieKnapauum BcemmpHo MeanUMHCKON accolpnaunm

The management of patients was carried out in accordance with the
principles of the Helsinki Declaration of the World Medical Association

KommeHTapuit usgarens

Publisher’s note

Copepxalymecs B 970N Ny6ANKALNN YTBEPXKAEHNS, MHEHUS 1 AAHHbIE ObINK
CO3JaHbl ee aBTopamu, a He nagarenbctBom WPBUC (000 «MPBUC»).
M3patenbctBo IPBIC cHumaeT ¢ cebst 0TBETCTBEHHOCTb 3a Nt060A yLiepo,
HAHECEHHbIN NHOAAM U UMYLLLECTBY B Pe3ynbTaTe UCMNONb30BaHUS NHOObIX
1aein, METOAO0B, NHCTPYKLMIA MAW NPenapaTos, YNOMAHYTLIX B My6anKauum

The statements, opinions, and data contained in this publication were
generated by the authors and not by IRBIS Publishing (IRBIS LLC). IRBIS
Publishing disclaims any responsibility for any injury to people or property
resulting from any ideas, methods, instructions, or products referred in the
content

Mpasa n nonHomoyus

Rights and permissions

000 «/PBWC» obnagaeT NCKNIOYUTENbHBIMY NpaBamMu Ha 3Ty CTaTbio MO
[loroBopy ¢ aBTOPOM (aBTOpamu) Unu Apyrum npasoobnagarenem (npaso-
obnagarenamu). llcnonb3oBaHne 3TOW CTaTbW PErynMpYeTCcs WUCKNYM-
TENbHO YCNOBUAMM 3TOr0 [loroBopa 1 AeNCTBYIOLLMM 3aKOHOAATENbCTBOM

IRBIS LLC holds exclusive rights to this paper under a publishing agreement
with the author(s) or other rightsholder(s). Usage of this paper is solely
governed by the terms of such publishing agreement and applicable law

JIUTEPATYPA [REFERENCES]

1. lvanoff A.E., Ivanoff C.S. Ring chromosome 14 syndrome: what the
dentist should know to manage children with r(14) effectively. Folia
Med. 2023; 65 (1): 20-9. https://doi.org/10.3897/folmed.65.71784.

2. Rinaldi B., Vaisfeld A., Amarri S., et al. Guideline recommendations
for diagnosis and clinical management of Ring14 syndrome-first
report of an ad hoc task force. Orphanet J Rare Dis. 2017; 12 (1): 69.
https://doi.org/10.1186/s13023-017-0606-4.

3. Vaisfeld A., Spartano S., Gobbi G., et al. Chromosome 14 deletions,
rings, and epilepsy genes: a riddle wrapped in a mystery inside an
enigma. Epilepsia. 2021; 62 (1): 25-40. https://doi.org/10.1111/
epi.16754.

4. Vasconcelos H.M. Jr., Vargas M.E., Pennesi M.E. Multimodal imaging

anunencus n NapokcnamMasibHble COCTOSAHUS

of ring 14 syndrome associated maculopathy. Ophthalmic Genet. 2019;
40 (6): 541-4. https://doi.org/10.1080/13816810.2019.1688839.

5. Zollino M., Ponzi E., Gobbi G., Neri G. The ring 14 syndrome.
Eur J Med Genet. 2012; 55 (5): 374-80. https://doi.org/10.1016/j.
ejmg.2012.03.009.

6. Incecik F., Herglner M.0., Mert G., et al. Ring chromosome 14
syndrome presenting with intractable epilepsy: a case report.

Turk J Pediatr. 2013; 55 (5): 549-51.

7. Zampini L., Zanchi P., Rinaldi B., et al. Developmental trends
of communicative skills in children with chromosome 14 aberrations.
Eur J Pediatr. 2017; 176 (4): 455-64. https://doi.org/10.1007/s00431-
017-2859-2.

https://epilepsia.su

229


https://doi.org/10.1111/epi.16754
https://doi.org/10.1111/epi.16754
https://doi.org/10.1016/j.ejmg.2012.03.009
https://doi.org/10.1016/j.ejmg.2012.03.009
https://doi.org/10.1007/s00431-017-2859-2
https://doi.org/10.1007/s00431-017-2859-2

2024 Tom 16 Ne 3

'>)))-\A

St

et

s ARNIVERSARY

EPILEPSY

and Paroxysmal
Conditions

(<<,

230

Specchio N., Trivisano M., Serino D., et al. Epilepsy in ring

14 chromosome syndrome. Epilepsy Behav. 2012; 25 (4): 585-92.
https://doi.org/10.1016/j.yebeh.2012.09.032.

Giovannini S., Marangio L., Fusco C., et al. Epilepsy in ring 14
syndrome: a clinical and EEG study of 22 patients. Epilepsia. 2013; 54
(12): 2204-13. https://doi.org/10.1111/epi.12393.

Specchio N. Epilepsy in ring 14 chromosome syndrome. Epilepsy Behav.
2012; 25 (4): 585-92. https://doi.org/10.1016/j.yebeh.2012.09.032.

. KotoB A.C., ®upcos K.B., Cangy E.A. Dapmakope3ncteHTHas

anunencus. Knuiuyeckas nekuua. PJVCCKMVI MB,HMLIMHCKMVI XKYPHarl.
2021; 29 (6): 33-9.

Ceepnenus 06 asTopax / About the authors
Hosukosa Jlunus bapeesHa, o.M.H., npod. / Lilia B. Novikova, Dr. Sci. Med., Prof. — ORCID: http://orcid.org/0000-0001-8469-1635.
AkonsiH AHaunT [lorocoBHa, K.M.H., BoueHT / Anait P. Akopyan, PhD, Assoc. Prof. — ORCID: http://orcid.org/0000-0001-8436-5610.
JlatbinoBa Paywanns ®anucosHa / Raushaniia F. Latypova — ORCID: http://orcid.org/0000-0001-7231-8534. E-mail: rau.lat@yandex.ru.
@anzynnuna Hanna MyxamerosHa | Nailya M. Faizullina — ORCID: http://orcid.org/0000-0001-6152-3460.

https://epilepsia.su

12.

13.

[Kotov A.S., Firsov K.V., Sandu E.A. Drug-resistant epilepsy. Clinical
lecture. Russian Medical Journal. 2021; 29 (6): 33-9 (in Russ.).]
dnunencus n 3NMNENTU4ECKUIA CTaTyC Y B3POCTbIX U AETe.
Knunnyeckue pekomengauuu. 2022. URL: https://cr.minzdrav.gov.ru/
schema/741_1 (pata o6pawienus 02.04.2024).

[Epilepsy and epileptic status in adults and children. Clinical guidelines.
2022. Available at: https://cr.minzdrav.gov.ru/schema/741_1 (in Russ.)
(accessed 02.04.2024).]

Imataka G., Noguchi M., Tsukada K., et al. Partial epilepsy and
developmental delay in infant with ring chromosome 14. Genet Couns.
2013; 24 (1): 81-3.

Epilepsy and Paroxysmal Conditions


https://cr.minzdrav.gov.ru/schema/741_1
https://cr.minzdrav.gov.ru/schema/741_1



