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PE3HOME

MpencTaBneH KIUMHUYECKWUIA CNyYal paHHeln mnafeH4yeckon anuentuyeckon aHuedanonatum (PM393) 54-ro tuna,
o6ycnoBneHHon myTauuen B reHe HNRNPU, y manbyuka B Bo3pacTe 1 roga 8 mec ¢ npeanonoXXnTenbHO reHeTUYECKON
reHepann3oBaHHON 3nuencuein, HapyLeHNeM NCUXOMOTOPHOIO pa3BuTuA. NONHO3K30MHOE CeKBEHUPOBAHNE OCY-
wectenanm Ha nnatgpopme NextSeq 500 (Illumina, CLUA). BuageoanektposaHuedanorpaduyeckuin (B33r) moHuTo-
PVHT NpoBOAMNN Ha annapaTe «Henpockon NS425» (buona, Poccus). Y naumeHTa 3apernctpupoBaH HeoHaTasbHbli
[e60T 3aep>XXKN MOTOPHOI0 Pa3BUTKSA N MbILLIEYHON FTMNOTOHUW C Pa3BUTUEM B 8 MEC 3NnUIenTUYeCKNX NMPUCTYMNOB Mo
TUNY aTUMUYHbIX aBCAHCOB C PErMOHabHbIM Ha4yasoM B 3aTblI04HO-TEMEHHO-3a[HEBNCOYHbIX OTAenax no BIAl,
C NpOrpeccupylowuMn nCUXOMOTOPHbIMK HapyweHnaMu. OTmevyeHa 3 (EKTUBHOCTL Tepanuu KomOMHauuen
3TOCyKCUMMA 1 BanbnpoeBOn KNCNOTbI Npy AaHHOM Tune PMO3 B OTHOLLEHUM NPUCTYNOB, 4TO TPebyeT AanbHellle-
ro HabnwoaeHus. Mony4eHHble pe3dynbTaTbl NO3BOMIAT YCTAHOBUTL TOYHYHO 3TUONOMNIO 3MUAENCUN U OCYLLECTBAATD
anddepeHLMpoBaHHbIA MOAX0A K HA3HAYEHMIO MPOTUBO3INUIENTNYECKNX NpenapaToB.

KNHYEBbLIE CJIOBA

PaHHAs MnageH4Yeckas anunenTuyeckas saHuedanonatus 54-ro tuna, anunencus, red HNRNPU, anekTpoaHuedano-
rpadus, reHeTmka.

Cratbs noctynuna: 23.12.2020 r.; B popaboranHom Buge: 28.04.2021 r.; npuHaTa Kk neyatu: 14.06.2021 r.
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KnuHunyeckue cny4vaun / Case reports

Early infantile epileptic encephalopathy type 54: clinical and neurophysiological aspects
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SUMMARY

A clinical case of a boy aged 20 months old with early infantile epileptic encephalopathy (EIEE) type 54 due to mutated
HNRNPU gene presumably suffering from genetic generalized epilepsy and impaired psychomotor development is
described. Exome-wide sequencing was carried out by using NextSeq 500 (lllumina, USA). Video electro-
encephalographic (VEEG) monitoring was conducted by using NeuroScope NS425 (Biola, Russia). The patient was
noted to suffer from neonatal delayed motor development and muscular hypotonia with atypical petit mal epilepsy with
regional onset at the occipital-parietal-posterior temporal areas based on VEEG data developed at age of eight months
as well as progressive psychoemotional disorders. Ethosuximide and valproic acid administered together were efficient
in alleviating EIEE seizures that requires to be further followed up. The data obtained allow to identify a precise etiology
of epilepsy and apply a differential approach to administer anti-epileptic agents.

KEYWORDS
Early infantile epileptic encephalopathy type 54, epilepsy, HNRNPU gene, electroencephalography, genetics.
Received: 23.12.2021; in the revised form: 28.04.2021; accepted: 14.06.2021

Conflict of interests
The authors declare no conflict of interest regarding this publication.

Authors’ contribution
All authors contributed equally to this article.

For citation

| D.V., Aysina V.A. Early infantile epileptic encephalopathy type 54: clinical and neurophysiological aspects. Epilepsia
iparoksizmal'nye sostoania/Epilepsy and Paroxysmal Conditions. 2021;13 (2): 132-139 (in Russ.). https://doi.org/10.17749/2077-
8333/epi.par.con.2021.053

BBEJIEHMUE / INTRODUCTION [e6toT PM33 npuxoanTcs Ha HeOHaTasbHbINA Nepuoj,
006bI4HO B 3 Mecsua XMW3HU HOBOPOXAEHHOro. B HeBs-
anunentuyeckme 3HuUedanonatum NpPeacTaBAAT PONOrMY4eCKOM CTaTyCce 4acTo HAbNM4AeTCsa MbllleyHas
OJHY 13 CaMbIX BaXKHbIX NPO6G/EM AEeTCKOW 3MMAenTono- rMNOTOHWSA, FeHepasnn3oBaHHbIe ANUSIENTUYECKME Chas-
run. 0co60e BHUMAHWE YAENAETCA 3NUIENTUYECKUM IH- Mbl, 4aCTOTa UX MOXXET AOCTUraTh O COTHU pPa3 B AeHb
Luedanonatnam MnajeH4eckoro Bo3pacta, T.K. UMEHHO 1 He 3aBUCUT OT UnKna «604pCTBOBAHNE—COH» [2].
B HEM NPOUCXOAMT MWK (POPMUPOBAHUS MOTOPHOIO ANUAEeMUONOrM4eCcKNX UccreaoBaHnin KpamnHe mano.
N NCUXNYECKOro pa3BuTns y aeTen. Hanpumep, pacnpoctpaHeHHocTb PMO3 B AnoHum co-
PaHHMe mnafeHvyeckue anunenTudeckue sHuedano- ctaBngeT 1 cny4vari Ha 100 TbiC. HOBOPOXAEHHbIX, B Benn-
natun (PM33) — reHeTn4eckn reteporeHHas rpynna ts- Ko6putaHum — 1 cnyyaii Ha 50 TbIC. HOBOPOXAEHHbIX [3].
XKEeJIbIX HEBPOJIOrMYECKUX PACCTPOMCTB, MPU KOTOPbIX OavH 13 BapuaHtoB PMO3 — paHHAS MnajeH4yeckas
anunenTU@opMHas akTUBHOCTbL cama no cebe nNpuBoOANT anunenTuyeckas aHuedanonatus 54-ro tuna (PM3354,
K MPOrpeccupytoeMy HapyLeHmno PYHKLMM FOJTOBHOTO OMIM 617391). 310 TsXKENOe HelpoaereHepaTMBHoOe 3a-
mog3ra. Mpossnatotca PM33 anunentuyeckumn npucTy- 605eBaHNe C ayTOCOMHO-AOMMWHAHTHbIM TUMOM Hacle-
namu, KOrHUTUBHbIM AeULNTOM N HEPELKO HapyLleHU- [0BaHWS, BbI3BAHHOE reTePO3UrOTHON MyTaLuein B reHe
eM MOoTopHOro passutusi. Ha koneu 2020 r. B MexayHa- HNRNPU na xpomocome 1944 n xapakTepuaylleecs
pOAHY0 6a3y HacnefCTBEHHbIX OO0Ne3Her 4YesoBeka 3a1ep>KKON NCMXOMOTOPHOr0 pas3BUTKSA, paHHUMK pedd-
C MEeHAeneBCKMM TUMoM Hacneposanus (aHrn. Online PaKTEPHbIMMU 3NUNENTUYECKUMU NPUCTYNAMU, KOTOPbIE
Mendelian Inheritance in Man, OMIM) BHeceHo yxe 85 4acTo SBAAOTCA MepBOHA4YaibHO (PebpUSbHbIMU, HO
reHeTU4eCcKnx BapnaHToB PM33, n nx nonck nOCTOSHHO no3xe adebpunbHbIMK, U TAXKENON YMCTBEHHOI OTCTa-
npogoskaerca [1]. noctolo [4].
anunencua n napokcn3malibHble COCTOAHUA Www.epilepsia.su
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leH HNRNPU kopmpyeT 6e510K, KOTOPbIN SBNSETCA re-
TEPOreHHbIM AAepHbIM PUBOHYKIIEONPOTEMHOM U — Bbl-
COKOKOHCEepBaTUBHbIM 6€/1KOM, Y4aCTBYIOLNM B TPaHC-
nopte n meta6onusme PHK [5]. MyTauun rena HNRNPU
MUMeIT ayTOCOMHO-AOMUHAHTHbLIA TUM HacnefoBaHus,
X0TSl NPeACTaBNEHHbIE B MUPOBON NUTEPAType KIUHU-
4yeckue cnyvau o6ycnoBiieHbl MyTauuMsMu, BOSHUKLLMN-
mu de novo. K HacTosAwemy BpemeHun B reHe HNRNPU
ONMMUCaHO 78 HYKNEOTULHbIX 3aMeH, NpX 3TOM BCe Knac-
CUULNPYIOTCA KaK MaTOreHHbIe WM BEPOATHO NaTo-
FeHHbIE.

KJIMHUYECKHUH CIYYAH / CASE REPORT

B Xab6apoBCKOM LieHTpe pa3BuUTUS NMCUXONOTNN U OeT-
cTBa «[lcmnorns» oCyLecTBASNMN ANUHAMUYECKOE Hab -
neHue nauvenTa M. (Bo3pact 1 rog 8 mec Ha MOMEHT Ha-
o6ntogenmns) ¢ PM33 54-ro Tmna ¢ naeHTUULMPOBaHHON
myTauunein B reHe HNRNPU. Mposoannm c60p aHaMHe3a,
aHann3 MeaNLMHCKOW LOKYMEHTauun, nonHOIK30MHOE
CEKBEHMPOBaHME, WCC/IeA0BaHNA HEBPONOrMY4eCcKoro
1 COMATNYeCKOro CTaTycoB.

ITorHO9K30MHOE cekBeHnpoBanue / Full-exome
sequencing

[10THO9K30MHOE CEKBEHMPOBaHWEe MNPOBOAMAN Ha
nnatgopme NextSeq 500 (lllumina, CLLUA) B naéopato-
pun «feHomen» (Poccus).

Y pebeHKa ¢ NpeanonoXnTeNbHO reHeTUYeCKoii reHepa-
N30BAHHOW 3NWUNENCUEn C MUOKITOHUYECKUMI NpuUcTyna-
MW, C HapyLeHNeM 0CO3HAHHOCTM 1 NCUXOMOTOPHOIO pas-
BUTMA 06HapyxeHa myTauus B reHe HVRNPU, xapakTepHas
ans PPM3 54-ro tuna (Epileptic encephalopathy, early
infantile, 54; OMIM 617391). BbissBnieHa reTepo3nroTHas
MyTauus, BO3HUKLIAA de novo 1 pacnonoXXeHHas Ha 1-i
XPOMOCOME C reHOMHOI KoopauHaToii chr1:245023778T>C
B reHe HNVRNPU, tpanckpunt NM_031844.2, nonoxexue
B TpaHckpunte ¢.878-2A>G.

AHamHe3 / Anamnesis

13 aHamMmHe3a M3BECTHO: CTapLuas cecTpa naumeHTa Ha-
6n1t0aeTca y AeTCKOro ncmxmarpa no noBofy paccTpon-
CTBA ayTMUCTNYECKOro cnekTpa. Ha 16-ii Hegene 6epemeH-
HOCTW MaTb nepebonena OCTPbIM PecnupaTopHbIM
3a60s1eBaHNeEM C MOBbIWEHNEM Temnepatypbl go 37,5 °C
6e3 MeANKaMeHTO3HOr0 JIEYeHUs, B 0CTaNbHOM 6epemMeH-
HOCTb NpoTekana 6e3 0co6eHHOCTEN. Manb4nk poXxaeH
0T BTOPbIX POAOB Ha 42-ii Heaene, macca Tena 3350 r,
pocT 54 ¢M, OKPY>XHOCTb roNnoBbl 33 CM, OLiEHKA MO LKa-
ne Anrap 8-9 6annos.

HeBposornuecku# craryc (10 7 mec) /
Neurological status (up to 7 months)

B HeBponorn4yeckom cratyce npu poxneHun 6e3 0co-
6EeHHOCTEN, BbINCaH Ha 4-e CYTKW U3 POAMIILHOIO aoMma.

Mpn npoBeaeHNN HepocoHOorpaMmMbl B 1 Mec 0TMeveHa
fierkas cMMMeTpUYHas gunatauns 60K0BbIX XKenya04KOB.

B BO3pacTe 2 Mec OKpPY>XHOCTb rofIoBbl 39 cm, nnaru-
ouedanns No3MLUMOHHAA, MbILLEYHbIA TOHYC AWCTOHUY-
HbIA, CUMMETPUYHBIN, B OCTasIbHOM 6€3 M3MEHEHUI; B 3
MEC — OKPY>XXHOCTb r0n0Bbl 41 CM, MbILEYHbIA TOHYC
CUMMETPUYHO CHUXEH, NPU BEPTUKANIN3ALNN TOSTIOBY He
[EePXUT, POHSET Ha rpyab, B NOSOXEHUN HA XXNBOTE rO-
JI0BY NPUNOLHMUMAET; B 4 MeC — OKPY>XXHOCTb r0J10BbI 42
CM, MbILIEYHbIN TOHYC CUMMETPUYHO CHUXEH, CYXO0-
XKWUIbHble PeeKCbl CUMMETPUYHO CHUXKEHbI, MPU BEP-
TUKaNM3auumn rofioBy He AEpPXXUT, HA HOTW He ONupaeTcs,
B MOJIOXKEHUN HA XXWNBOTE r0JIOBY HE MOAHUMAET, TOJIbKO
noBopaynBaet, npoba Ha TpakuW OTpuuUaTenbHas;
B 7 MEC — OKPY>XHOCTb ronioBbl 44,5 cM, rofioBy AepXuT,
HO HEYBEPEHHO, MbILEYHbIAi TOHYC CUMMETPUYHO CHU-
YKEH, CYX0XUNbHble pedrieKCbl CUMMETPUYHO CHUXKEHDI,
B MOMOXKEHNE HA XXWBOTE TONOBY MOAHMMAET, HA PYKK
onupaeTcs, MepeBOpavMBaeTCs, MPUCYTCTBYET Jener,
ynbl6aeTcs.

C poxaeHusa 0o 7 mec pe6eHOK Habnwpancsa y HeBpo-
nora am6ynaTtopHO B NONMKIINHUKE C AnarHo3om: «[lepu-
HaTanbHas aHuedanonaTua cMeWwaHHOro reHesa, BoccTa-
HOBMTEJIbHbIA NEPUOA, CUHAPOM BblpaXKeHHOW 3aepXXKK
MOTOPHOro pa3BuTus Ha oHe ANAY3HOIR MbILIEYHON
rMNOTOHUK>. Tlony4yan Kypcbl HeiipomeTabosinyecKon Te-
panuu 6e3 3Ha4MTENIbHOr0 3ddeKTa 0T JSIe4eHus.

JeOroT smmienTuIeckux npuctynos / Epileptic
seizures onset

B 8 mec y pebeHka 0TMeYeH Ae6T aNnnenTu4ecknx
MPUCTYMNOB B BUJE 3NU30A0B OCTAHOBKW OEATENIbHOCTH,
3aBeJlIeHNs rna3 BBepX C MUOKIIOHYCOM BeK. B Bo3pacTe
9 Mec Habnwaanoch yBENNYEHNE MPOAOIIKNUTENBbHOCTHY
N 4aCTOTbl AAHHbIX NpucTynos. Ha dhoHe npucTynos
Ob1NI0 0TMEYEHO 06eHEHME NeneTa.

HMauubie o0caemoBauuii / Examination data

B33r (so3pacTt 10 mec)

BuaeoanektpoaHuedanorpaduyeckuin (B33r) moHu-
TOPWHI BbINONHANKM Ha annaparte «Henpockon NS425»
(Brona, Poccus).

B33l B cocTosAHMM 604PCTBOBAHWA U 2-4aCOBOr0
JIHEBHOr0 CHa npoBeAeHo B Bo3pacTte 10 mec. OCHOBHOM
puTM COOTBETCTBYET HOpMe. COH AndPepeHLNpPOBaH Ha
cTaguun, u3nonormyeckne NnaTTepPHbl CHa chopMnpoBa-
Hbl. OTMEYEeHO HEenoCTOSHHOE HEPUTMUYHOE PernoHanb-
HOe TeTa-, AiefibTa-3amef/ieHne B 3aTblSI04HbIX OTAeNax.
B cOCTOSIHUM CHA PerucTpupyroTCs reHepann3oBaHHbIe
BbICOKOAMMUTYAHbIE pPa3psifbl KOMMEKCOB «0CTpas —
meaneHHas onHa» (OMB) gnutenbHoCTbiO fo 1,5-2 c.
B cocTosHMM 60APCTBOBAHUS U CHA MHOTOKPAaTHO 3ape-
rMCTPUPOBAHbI 3NUMENTUYECKNE NPUCTYMNbl B BUAE MUO-
KJTOHMM BEK, KOTOpble Ha 33 conpoBOXAanuch reHepa-
NIN30BAHHBLIMA  PUTMUYHBIMKA  BbICOKOAMMNUTYAHLIMU
paspsagamu OMB gnutenbHocTbO A0 4,5-5 c.
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Hesponoruyeckui ctatyc (Bo3pact 10 mec)

Pe6eHoK ocmoTpeH anunentonorom B 10 Mmec: oKpyx-
HOCTb r0J10Bbl 47 CM, HOPMOTOHUYEH, 3aJHAA NarnoLe-
hanus, peyeBble peakunmn NpeacTaBeHbl JIENeToMm, ne-
pPeXOAHbIM TyNeHWeM, Ha 3BYKM pearupyet, 3a
NOrpemMyLIKOi CNeauT, KOHTPO/b rOnoBbl Crnabblid, ped-
nekc JlaHpgay He cd)opMUpPOBaH, NMON3aeT, TAHETCH, 3a-
XBaTbIBAET WUrpywKu, AnddysHas Mblle4yHas runoTo-
HUSA, CYX0XUIbHbIE PEdEKChbl XXUBbIE, CUMMETPUYHbIE.
BbicTaBneH amarHos: «3nunencus reHepannu3oBaHHas,
BEPOSITHO, FEHETUYECKM 06YCnoBMeHHas, B hyopmMe MO-
TOPHbIX MWUOKJIOHMYECKUX MPUCTYNOB C HapyLleHWem
O0CO3HAHHOCTW», HA3HAYEH JieBeTMpaALleTaM B CYTOYHOM
no3e 240 mr.

Y3W1, MPT, B33rI' (Bo3pacT 11 mec)

B 11 mec npoBeAeHO yNbTPa3BYKOBOE UCCIEA0BaHNE
OpraHoB OpIOLIHON MONoCTU, cepaua (6e3 naronoruu),
CTUMYNSILMOHHAA W WUrofnbyaTas adnekTpomuorpagus
(6e3 maronorun), MarHUTHO-pe30HaHCHas Tomorpadus
(MPT) ronoBHOro moara (Mpu3Haku yMepeHHO BblpaXkeH-
HOW BHYTPeHHen ruapouedanin ¢ NoKajibHbIM pacliu-
PEHNEM HAPY>XXHbIX TMKBOPHbIX MPOCTPAHCTB, MMN03HbIE
N3MEHEHNS B MPOEKLUMM «3ATbINIOYHBIX LWMNLOB»). Mpu
NCCNeJ0BaHNMN 3PUTENbHLIX BbI3BAHHbLIX MOTEHLMAN0B
PerncTpupoBanoch AEMUESTMHU3NPYIOLLEE MOpaXkeHue
3puTenbHON adpdpepeHTaLmm B KOpy ¢ ABYX CTOPOH.

Mpu nposegeHun BIBI-MOHMTOpPMHIA B COCTOAHWW
[HEBHOTI0 CHa, aKTUBHOI0 1 NACCUBHOI0 604PCTBOBAHMUSA

B Bo3pacTe 11 mec Ha choHe Tepanum neseTnpaLeTaMom
B 1031poBKe 240 Mr/CyT OCHOBHOW PUTM COOTBETCTBYET
Hopme. CoH gudpdpepeHumpoBaH Ha cTagum, U3nonorn-
4YecKue NaTTepPHbl COOTBETCTBYHOT HOpMe. B 60apcTBOBA-
HUN PEerncTpupytoTcs CPpeaHMM MHOEKCOM reHepannso-
BaHHble pa3paabl OMB cyactoToin 2,5-3,5 [y, amnnutypoi
00 300 MKB, AnuTenbHOCTblO 5-12 ¢, ¢ pernoHanbHbIM
Ha4yanoMm B NPaBOM TEMEHHO-3aTbINIOYHON 0611acTU.

Yepes3 2 mec OTMEHeH NneseTupaLeTaMm B CBA3U C He-
3 (EKTUBHOCTbIO, Ha3Ha4yeHbl BanbnpoeBas Kucrorta
300 mr/cyT, atocykcemug 225 mr/cyT. Ha chboHe npuema
BaNbNpPOEBON KWUCNOTbl U 3TOCyKCEMUAA OTMEYEHO
YMEHbLUEHNEe 4acTOTbl NPUCTYNOB A0 2-3 B CYTKK (A0
npuemMa npenapatos — 0 22—-23 B CyTKK). CuanT TONbKO
C NOALEPXKOW, He MON3aeT, nNepesopavnBaeTcs, nenet
peLKui, CIIOB HeT.

B33r-mouuTopuHr (Bo3pact 1 rog 4 mec)

B Bo3pacTe 1 roga 4 mec nauueHTy Obl1 NPOBEJEH
2-4acoBo B3AI-MOHUTOPUHT B COCTOSIHUM 60APCTBOBA-
HWA 1 CHa Ha (DOHe Tepanuu BasbNpPOEBOW KUCIOTON
B 003npoBke 300 Mr/cyT, 3TOCYKCEMUAOM B A03MPOBKE
225 wmr/cyT. MNpepwecTBEHHNK OCHOBHOIO pUTMa no Ya-
CTOTE COOTBETCTBOBAJS BO3PACTHOW HOpMe. Duanonoru-
4yecKue naTTepHbl CHAa cHOPMUPOBaHLI (pue. 1).

Bo Bpems uccnefoBaHusa 3apernctpupoBaHa permo-
HanbHasa anuNenTUOpPMHasn akTUBHOCTb B BUAE OCTPbIX
BOJH, KomnnekcoB OMB B NOOGHO-LIEHTPaNbHbIX OTAENAX
He3aBUCKUMO crpasa U cnesa (puc. 2).
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PucyHok 1. [TaninenT M., 1 rox 4 Mec. PAHHAS MIaIcHYECKAs SMUIEITUYECKAs SHIIe(anIonaTus 54-ro tumna. O3 cHa.
OTMeUEHa HOPMAJIbHAS CTPYKTYPa CHA. PU3HOIOTNUECKUE NATTEPHBI CHA C(DOPMHPOBAHBI

Figure 1. Patient M, 16 months of age. Early infantile epileptic encephalopathy type 54. Sleep EEG. Normal sleep pattern

is noted. Physiological sleep patterns are formed
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PucyHok 2. [TauuenTt M., 1roa4 mec. PanH:s Mi1aJieHYecKas MWIeHTHYecKas sH1edanonarus 54-ro tuna. OrMedeHa
PEruOHAIBbHAS AMWICTTTU(MOPMHAS AKTUBHOCTD B BUZIE OCTPBIX BOJIH B JIEBOI TIOOHO-TICHTPAIBHON O6JACTH

Figure 2. Patient M, 16 months of age. Early infantile epileptic encephalopathy type 54. Regional acute wave epileptiform

activity in the left frontal-central region is noted

B 3aTbIN04YHO-TEMEHHO-3aAHEBMCOYHbIX OTAENlaX Ha-
6nt04alTca MeSIEeHHOBOSIHOBbIE aKLEHTyauun B BUAE
CrpynnMpoOBaHHbIX [efibTa-BOJH, B CTPYKTYpPE KOTOPbIX
3aperncTpupoBaHbl KOMNJIEKChI «MUK — MeaJIeHHas BOJ-
Ha» (pue. 3).

Bo Bpems 604pcTBOBaHMS 3ad)MKCUPOBAHbI 3nunen-
TUYECKNe NPUCTYNbl B BUAE aTUMUYHbIX a6CAHCOB C pe-
rMOHANIbHbIM Ha4YanoM B GOMbLUNHCTBE CNy4aeB B 3aTbl-
NOYHbIX OTAENax, B HEKOTOPbIX Clly4asx B J1eBON
LIeHTPanbHO-BUCO4YHOI 06nacTu (puc. 4). KnnHunvecku o
BpeMs NMPMCTYNoB Habnioganach 0CTAaHOBKA ABUraTesib-
HOM aKTMBHOCTW, MHOTAA C 3aBeAeHnem rnas seepx. Kpo-
Me TOro, 3aperncTpupoBaHbl CyOKIIMHNYECKINE MATTEPHbI
aTUNNYHbIX a6CaHCOB NPOAOIKUTENIBHOCTLIO 40 7 C.

Ha 39l cHa Tak)Xe 3aperucTtpupoBaHbl reHepanm3o-
BaHHble KOpPOTKUe pa3psagbl komnnekcoB OMB, «nuk —
Me[JieHHas BOMHA» HU3KOW U CpefiHEeN CTENeHn CUHXPO-
Hu3auum (pue. 5). B cpeaHem nHAeKc npeacTaBieHHOCTH
anunenTUOPMHON aKTUBHOCTM HA A3l 60APCTBOBAHNA
10%, Ha 33l cHa 20%.

OBCYKIEHMUE / DISCUSSION

Ha cerogHALWHMIA feHb B MUPOBOW NuTepatype npej-
CTaBJIeHbl HEMHOTO4YUCTIEHHbIE KITMHNYECKUE ONUCAHUS
naumeHtoB ¢ PMMO 54-ro tTuna. B 2013 . A.S. Allen et al.
ony6nmMKoBanu gaHHbie 06 06HapYy>XeHUN de novo rete-
po3uroTHonm mytauun B reHe HNRNPU y 11-neTHeii ge-
BOYKW, BXOAUBLLEN B 60NbLUYI KOrOPTY U3 264 npobaH-

[I0B C 3MMNEenTUY4eCKMMM aHUedanonaTnaMm, KOTopbIM
NpoBeNy NOSTHO3K30MHOE CeKBEHMpPOBaHue [6].

B nccneposanumm G.L. Carvill et al. (2013 1) y 33-neT-
HEro My>X4MHbl Oblfla BbISIBJIEHA MyTauuss B TeHe
HNRNPU nocne npoBeAeHNs NOTHO3K30MHOIO CEKBEHU-
poBHusA 500 naumeHTam ¢ ANUNENTUYECKMMU 3HUedano-
natusamu. B KNMHWYECKON KapTWHE AAHHOr0 60JIbHOMO
O0TMeYeHa 3aJepXxKa pa3BuTua 40 AeboTa anunentuye-
CKUX MPUCTYNOB, fanee B BO3pacte 2 fieT NOSBUINCH
aTOHWYecKue MNPUCTYNbl, KOTOpPble TpaHCHOPMUPOBA-
JINCb B aTUMMNYHble a6CAHCbI, MUOKJIOHNYECKNE, TOHUKO-
KNTOHUYEeCKUe anunenTu4eckue NpucTynbl, 6€CCYA0POX-
HbI 3NUNENTUYeCKUin ctatyc. Habnwpganack nporpec-
cupytoLllas TsHkenas yMCTBEHHAs OTCTanocTb. Ha 33l
peructpupoBanucb audy3Hoe 3ameaneHne 0CHOBHO-
ro puTma, KOMMIEeKCbl reHepann3oBaHHbIX CMaKos, No-
nucnaiikos, OMB n reHepann3oBaHHas napokcu3malb-
Has ObicTpas akTuBHOCTb. [pu nposedeHun MPT
rOJIOBHOrO0 MO3ra BbIABNEHO YBESINYEHUE XXENyO04KOB
1 3afepXxXKa MuenmHusauum [7].

F.F. Hamdan et al. B 2014 r. npeacTaBuUAN KianHu4e-
CKOe onucaHue manbymka B Bospacte 3,5 roga ¢ PM33
54-ro TMna, y KOTOPOro OTMeYeHbl Mbllle4yHas runoTo-
HWUA, 3a[epXXKa MOTOPHOr0 PasBUTWA, TSXKeNas yM-
CTBEHHAs OTCTaNOCTb, MUKpouedanus, ayTusm n anum-
nenTuyeckue npuctynsl [5].

B 2016 r. C.G. De Kovel et al. onucanu cny4an geBouy-
kKn ¢ PM33 54-ro Tna, y KOTOpOi 6bina 3ajep>xKa pas-
BUTUSA B paHHEM MJ1afleH4ecTBe. B 8 MecC y Hee Ha4anuch
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Pucysok 3. [TanpenT M., 1 rog 4 Mec. PaHHSA MIaicHYeCKast AMIWICIITUYECKAs SHIEManonaTus 54-ro Tnia.
DOT 604pCTBOBAHMA. OTMEUEHBI CI'PYIIIMPOBAHHbIE ME/JICHHbIE BOJIHBI B COUETAHUH € SIMIECNTU(DOPMHOIM AKTUBHOCTBIO
B 3aTBIJIOYHO-TEMEHHO-32/THEBUCOYHBIX OT/IE/IAX

Figure 3. Patient M, 16 months of age. Early infantile epileptic encephalopathy type 54. Wake EEG. Grouped slow waves along
with epileptiform activity at the occipital-parietal-posterior temporal areas are noted
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PucyHok 4. [TatinenTt M., 1 rog 4 mec. PanHss MiaJieHYecKast SNWIENTHYeCKas dHIedanonaTus 54-ro TUma.
DOT 60apCcTBOBAHMS. [TaTTEPH ATUITUYHOI'O A6CAHCA C PErHOHATBHBIM HAY4JIOM B 3aTBUIOYHO-TEMEHHO-32/THEBUCOUHBIX
oraenax. KMMHUYECKH IIPU 3TOM OTMEYEHBI OCTAHOBKA JIBUT'ATEIBHON AKTUBHOCTH U 3ABEICHUE I71A3 BBEPX

Figure 4. Patient M, 16 months of age. Early infantile epileptic encephalopathy type 54. Wake EEG. A pattern of atypical petit
mal epilepsy with regional onset at the occipital-parietal-posterior temporal areas. Clinically, it was accompanied by arrested
motor activity and up rolling of eyes
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PucyHOK 5. [TanineHT M., 1 rog 4 Mec. PAHHASA MIIaIcCHYECKAs] SMIJICITUYECKAS SHIE(PAIONATHAS 54-T0 THIIA.
I'eHepaIN30BaHHBIE PA3Ps/Ibl SMUIENTU(OPMHON AKTHUBHOCTH B BU/IE KOMIIIEKCOB «ITMK — ME/IJICHHASI BOJTHA»

Figure 5. Patient M, 16 months of age. Early infantile epileptic encephalopathy type 54. Spike-slow wave generalized discharges
of epileptiform activity

hebpunbHble Cyaoporu, B 2 roga AeBo4ka He pasrosa- TeNnbHas AMHAMMKA NPU Tepanumn BasibMPoeBON KNCSIOTOIA
puBana, OTMeYeHa MbllleyHasa runotoHusa. Habniopa- B KOMOMHALWN C 3TOCYKCeMUAOM. [laHHbIA BUA Tepanun
NINCb CTUIMbl ANCOMOpPUOreHe3a B BUAE TuUnepnakcuu, TpebyeT fanbHenlwero HabnlOAeHUs B AWHAMUKe ANis
rny6oKO MOCAXXEHHbIX rN1a3 C 3MMKAHTYCOM, rOTUYECKO- OLEHKN CTOWKOM pemuccumn y aeten ¢ PM33 54-ro tuna.
ro HEOA, CepbiX CKNEP U KOPOTKNX yKa3aTeNbHbIX Mab- Tepanusa neseTupaLeTamom He nokasana apmeKTnBHO-
ueB Ha pykax. [Mpu npoeaeHun MPT ronoBHOro mosra cTn.
0TMeYeHa 3ajepxkKa MuenuHudauymm, Ha 33l pernctpu- MonuMopduam KNMHUYECKUX NPOSABIEHNIA B paMKax
poBanach anuaenTM@OoOpMHas akTUBHOCTb [4]. PM33 54-ro Tvna yka3blBaeT Ha HEOOXOAUMOCTb AUHA-
B Hawem cny4ae PMMS3 54-ro Tuna nposeasnach kak MUYECKOro HabnaeHUs, B 0CO6EHHOCTN 3NEKTPO3HLE-
anunenTuyYeckas aHuedanonatus, BbI3BaHHAA MyTauun- hanorpan4eckoro KOHTPONA, B CBA3N C Pa3NINYHbIM
eii B reHe HNRNPU. CnegyeT OTMETUTb, 4TO C AAHHbIMK TeYEeHMEeM 3MUNEencumn y Takmx naymueHToB.
NUTepaTypbl COrflacyeTcs XapakTepHbI HeoHaTasbHbIN
[Ae6H0T 3alepXXK MOTOPHOTO Pa3BUTUA, MbllleYHasa rn- SAKJIIOUYEHUE / CONCLUSION
NOTOHWSA, ANWUMENTUYECKNE NPUCTYNbI C NPOrPeccupyto-
LMW NCMXOMOTOPHbBIMW HApYLLUEHUAMMN. [laHHOe HabngeHne 1 ONUcaHHble paHee POPMbI
OcobeHHoCTAMM paHHOro pebeHka ¢ PMM9I 54-ro PM393 noatsep)kaawT, 4TO BCe NALMEHTbl C 3aLepX-
TMna SBNSAKTCA OTCYTCTBME CTUIM AWCIMOpPUOreHesa KON MCUXOMOTOPHOrO pPas3BUTUA B COYeTaHuu ¢ de-
1 pebpunbHbIX NPUCTYNOB B aHAMHe3e, pa3BuTue anu- 6pUNbHBIMN U ade6pPUNbHBIMK CYLOPOraMu HY>XXAakT-
NEenTNY4eCKNX MPUCTYMOB MO TUNY aTUNNYHbIX aBCAHCOB. ca B perynsapHom BO3l-moHUTOpMHIrEe, NPOBEAEHUM
BepoaTtHo, PMM3 54-ro Tuna moXeT NposiBNATHCA pas- MPT ronoBHOro mMo3ra BbICOKOrO pa3peLleHns u nosn-
NINYHBLIMW 3NWUENTUYECKUMI NPUCTYNaMu U TpaHcdop- HOOK30MHOr0 CEeKBEHWPOBAHUS AN YBENNYEHUS LUaAH-
MMPOBaTbCA U3 (PebpunbHbIX B ad)ebpusibHbie reHepa- COB Ha NOCTAHOBKY TOYHOr0 FEHETUYECKOro AnarHosa
NM30BAHHbIEe NMPUCTYNbI. [pn 3TOM BO BCEX CIly4asx OHa C nocneaytowmmMm BO3MOXHbIM MPUMEHEHWEM Tapret-
COMNPOBOXXAAETCA MPOrpeccupyowlen 3afepXxKo ncu- HOrO JiIe4YeHWs UCXOAA W3 HAKOMJIEHHOr0 MWUPOBOrO
XOMOTOPHOr0 pas3BuTus pebeHka. onbiTa. Kpome TOro, B CEMbSAX C AETbMU, CTpaJalLLmn-
Takum o06pas3om, nNpu [aHHOW MyTauum B TreHe MKW 3NUNeNnTUYeCKMMK 3HUedanonatuamu, onpegene-
HNRNPU, xotopas Bbi3biBaeT PM33 54-ro tuna ¢ anu- HWe reHeTM4yeckoro BapuaHTa u3 rpynn PM33 pgenaet
NenTUYEeCKMMMN NMPUCTYNAMM NO TUNY aTUNNYHbIX abCaH- BO3MOXXHOW NPOMUIAKTUKY POXAEHUA OPYTUX AeTei
COB, B HalLEM Cjly4ae OTMeYeHa BbIpaXKeHHAs NOJ0XN- C aHaNIOrMYHbIMU 3a60/1€BAHUAMUA.
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