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TAXKEJIAA DIINJIENTUYECKAA
DHITEDPAJIOMIATHUA PAHHEI'O JETCKOTI'O
BO3PACTA, ACCOITUNPOBAHHAA

C MYTAIIMEU B I'EHE SCN2A

baxtuH WN.C.", benoycosa E.[].2, LLlatanoBs [1.A.23, AviassH C.0.*
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4 MeguuynHckni yeHTp «Hespomes», Mocksa

Pesrome

lpuBefeHo onucanne KIMHUYEeCKOro cryyas HeKnaccuuunpoBaHHON 3NnenTUYeCcKoi sHLYeganonatum PaHHero 4et-
CKOro Bo3pacta. Snunientn4eckune rpucTyibl HA4aauch B BO3pacte 2,5 Mec., UMesn (hOKaslbHbI XapakTep, ConpoBoXXja-
JINCh TPy6OVi 3a4EPXKON NICUXOMOTOPHOIO Y PEYEBOIr0 Pa3BUTUS, OKA3a/INCh PE3UCTEHTHbI 10 OTHOLLIEHUIO K aHTU3MN-
nenTuyeckod tepanuun. Ha mexnpuctynHon 831 06HapyxuBanace MOANULUNPOBAHHAS (CUHXPDOHU3NPOBAHHAS) TUICa-
putmus. O6HapyxeHa myTaumns B reHe SCN2A BTopoi XxpoMOCOMbI B BUfe uHcepLmn ctg/ctGg B retepo3nroTHOM cocTo-
aHun. MyTaumnsa npuBoanna K CABUrY pamMKku cYnUTbiBaHus nocse 1825 ak3oHoB. Mytauyun B reHe SCN2A paHee onucbiBa-
JINCh KaK NMPpUYnHa pasBuTus J0OPOKAYeCTBEHHbIX CYA0POr MiafjleH4ecTsa. Ho B nocienHne rogbl JaHHas mytayus cra-
712 OMUCHIBATHCA U KaK NPUYUHA Pa3BUTUS SMUSIENTUYECKUX dHLegbanonatuii — cuHgpomos OTaxapa v Becta, a Takxe He-
KnaccnuynpoBaHHbIX 3MUEMTUYECKNX IHLEanonatui paHHero 4eTckoro Bospacta. OnucaHne KimHn4ecKoro cry-
yasi J006aB/IAET JAHHbIX B «KOMUIIKY» 3HAHWUI O KITMHNYECKUX MPOSIB/IEHUSX, CBA3AHHbIX ¢ MyTaunsamu reHa SCN2A, n no-
Ka3bIBAET, HACKOJIbKO LUMPOK CIEKTP MUNENCUMN, UMY Bbl3bIBAEMbIX.

KnrwoyeBsbie cnoBa
Snunentnyeckas aHueganonatus paHHero 4eTckoro Boapacta, reH SCN2A.

Ctartbsa noctynuna: 17.01.2015 r.; B gopabotaHHom Buge: 21.02.2015 r.; npunaTa Kk neyatu: 07.04.2015 .

KoHthnukT nHTepecos
ABTOpbI 3a9BNAOT 06 OTCYTCTBUMN HEOOXOAUMOCTW PACKPLITUS PUHAHCOBO NOAAEPXKKM NN KOHMIMKTA MHTEPECOB B OTHOLLEHUN
JaHHOW ny6nukauum.

Bce aBTOpbI cAenanu aKBUBaneHTHbIA BKa B NOArOTOBKY Ny6nmkauum.

Ons uutuposanus: baxTtuu W.C., benoycosa E.[., laTtanos MN.A., Aiisazan C.0. Taxenaa anunentuyeckas aHuedanonatus
paHHero 4eTCKOro BoO3pacTa, accounmpoBaHHas ¢ myTauueii B reHe SCN2A. 3nunencusa n napokcuamarnbHble cOCToAHMSA. 2015;
1: 35-40.

SEVERE EPILEPTIC ENCEPHALOPATHY OF EARLY CHILDHOOD DUE TO SCN2A MUTATION

Bachtin I.S.", Belousova E.D.?, Shatalov P.A.23, Ayvazyan S.0.*

"Department of psychoneurogy Krasnodar Regional Pediatric Hospital

2Moscow Research and Clincal Institute of Pediatrics, Pirogov Russian National Research Medical University
3Genotek inc., Moscow

4Medical Center “Nevromed, Moscow

Summary
SCNZ2A mutations are traditionally described in benign infantile seizures. We are describing rather rare case of epileptic
encephalopathy associated with incertion of ctg/ctGg in SCN2A. The female child was born at term by normal delivery
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after non-complicated pregnancy. Seizures started when she was 3 months old as focal tonic, later on myoclonic seizures
developed. They were refractory to all used antiepileptic drugs including valproic acid, topiramate, lamotrigine,
ethosuximide and tetracoside. At age of two child is mentally retarded and autistic, unable to walk (because of muscular
hypotonia), has no active speech and still has asymmetrical tonic and myoclonic seizures. Unspecific modest brain
atrophy was revealed by MRI. Metabolic screening, including urine and serum amino acids, organic acids, lactate, was
normal. Our case (alongside with others depicted in literature) confirms that spectrum of phenotypes, associated with
mutations in SCN2A, is very wide — from benign infantile seizures to severe epileptic encephalopaties leading to mental

retardation, motor and speech disorders.

Key words
Epileptic encephalopathy, infant, SCN2A mutation.
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yTauuyu reHoB, perynupyrowmx yHKUUN Ha-
TPMEBbIX KaHanos, AABHO accouUMMpylTCs C
anunencuei. OCHOBHAA pOfb BONbTAXK3aBUCU-
MbIX HaTPUEBbIX KAHANI0B COCTOUT B MHMLMALUN 1 Nepe-
Jlaye noteHumana pencrtsms, Heo6XoAMMOro Ans BO3-
HUKHOBEHUS HENpPOHaNbHOro BO36YXAeHUsA. VIOHHbINA
KaHan npejcTtaBnser coboi TeTpamep, COCTOALWMUA U3
yeTblpex Cyb6beAuHWL, POPMUPYHOLIUX MOPY KaHana.
TpnHaguatb reHoB KOAUPYIOT (DOPMUPOBAHUE CYyObEAN-
HUL, HATPUEBOr 0 KaHasa, MyTauumn B 3TUX FreHax BbIBJIA-
toTCcsA npu anunencun. Hanbonee ndyyeH reH SCN1A, Ko-
TOPbIN JIOKANM30BaH B 2024 v KogupyeT al-cyobeguHuuy
BOJIbTAXX3aBMCUMOr0 HAaTPMEBOI0 KaHana, Kotopas KoH-
TPONMpPYeT ero 6bICTPYD MHAKTUBAUWUKO. B HacToswee
BPEMS OMMcaHo 60J1bLIOE KONMMYECTBO Pa3HbIX MyTauui
B reHe SCNTA, cBA3aHHbIX C NPOSIBIEHNEM 3NUIENCUK, 1
onpegesieHbl OTHOLWEHNSA MeXAY FeHOTUNOM U (DEHOTU-
noM. BONMbWKWHCTBO MaUWMEHTOB C MyTauusiMW B TeHe
SCN1A wmeet peHoTun cuHapoma [pase. MucceHc-
MyTaLun B reHe accoOUUMPYHTCA C FeHepasn30BaHHOM
anunencuen — ebpusibHbIMK cygoporamu nitc [7].
MyTtauun B reHe SCN2A, Koanpyrollem a2-cybbean-
HULY BONMbTA)K3aBMCMMOI0 HAaTPWEBOr0 KaHana, Tpagm-
LIOHHO CBA3bIBAKTCS C JOOPOKAYECTBEHHbLIMU CEMENHbI-
MU 3anuencuaMu mnageHyectsa (Hapsgy ¢ mytauusamm
opyrux reHos — KCNQ2, PRRT2) — [2,9]. Ho B nocnefHue
roAbl CTann OMNUCbIBATLCS W 3NMNENTUYECKUe 3Hueda-
JionaTuM C paHHWM Ha4yanom, TakXKe Bbl3BaHHble MyTa-
unamm B reHe SCN2A [8]. N3-3a pegkocTu nofo6HbIX
onucaHuii B 3apy6exxHon nutepatype (CM. pa3aen «auc-
Kyccusi» aHHOW CTaTby) N OTCYTCTBUS MOAOOHbIX ONKU-
CaHWN B OTE4ECTBEHHOW INTEPATYPE Mbl NPUBOANUM OMK-
CaHue KJIMHNYECKOTOo cry4yas.

Poautenn pebeHka (LeBo4ka, 3 Mec.) 06paTuUInNCh K
HEBPOJIOryY € )anobamu Ha 3NMNENTUYECKME NPUCTYNbI.
HacneacTBeHHOCTb MO HEBPONOTrMYecKUM 3a60neBaHu-
AM He oTarowleHa. I3 aHamHe3a XXU3HU U3BECTHO, H4TO
pebeHOK poanncs oT NnepBoii 6epeMeHHOCTU, NPOTEKaB-
e ¢ Nerknum ToKcuko3om. Poabl Ha 38-11 Hed.. ¢ nNpu-
MEHEHMEM anuaypanbHoi aHecTe3nun. OueHka no Anrap
—6/7 6anos, Bec — 3050 Kr, pocT —49 cMm. HeoHaTtasbHbIN
nepuog npotekan rnagko. focne BoINUCKK U3 pogaoma
poauTenn OTMeYanu MOBbIWEHHYD BO36YAUMOCTb
pebeHkKa.

KinHu4yeckui caydau

AHamHe3 3aboneBaHus

MepBble 3NWMNENTUYECKME MPUCTYMbl NOSBUINCH HA
hoHe Buaumoro 6riaronony4us ¢ 2,5 mec. B Bue octa-
HOBKU B30pa, AeBMaLun rnas Bnpaso, TOHNYECKOro Ha-
NPSXeHNs BCEro Tefla Co crmbaHnemMm pyk; TOHUYeckoe
Hanps>xeHne wHorga ObII0 CMMMETPUYHBLIM, WHOTAA
ACUMMETPUYHbIM, MOCe NpUCTyNa — AONruii nnay. Anm-
TeNlbHOCTb NpucTtyna — okosno 30-40 cek. [pucTynel cpa-
3y OblIM H4aCTbIMU — OTMEYasINCh C 4acTOTOMN 4,0 HECKOJIb-
KX pa3 B AeHb. [0 Mepe CyLlecTBOBaHWSA MPUCTYMNOB
y pebeHKa cTana 0TMedaTbCs 3afep>Kka NCUXOMOTOPHO-
ro pasBuTUA U MbllleYHAs TUNOTOHMA. Ha pYyTUHHON
MeXnpuctynHon 33 Ha TOT MOMEHT OTMeYanacb He-
CKOJIbKO 3aMe[i/IeHHas KopkoBas putMuka, 6e3 anunen-
TUOPMHON aKTUBHOCTK (CM. puc. 1). HellpocoHorpa-
s He BbISBMNA CTPYKTYPHbIX U3MEHEHUI TOJIOBHOIO
Mo3ra. Pe6eHKy Obifl Ha3Ha4yeH Banbnpoat B CYyTOYHOMN
[o3e 37 Mr Ha 1 Kr Beca v NpucTynbl OTCYTCTBOBAIMN B
TeyeHune 4 Mec., HO NO3UTUBHbIX CABUIOB B MCUXOMOTOP-
HOM Pa3BUTUM He 0TMeYanochb. [pUcTynbl aHanorn4yHo-

JaHHasa nHTepHeT-Bepcus ctatbu 6bina ckauaHa ¢ cauta http://www.epilepsia.su. He npegHazHa4YeHO AN UCNONMbL30BAHUA B KOMMEpPUYeCKUX Lensx.

UHcbopmaumio 0 penpuHTaX MOXHO NONy4YUTb B peaakumum. Ten.: +7 (495) 649-54-95; an. noura: info@irbis-1.ru. Copyright © 2015 UapaTtensctBo UPBUC. Bce npaBa oxpaHAIOTCA.


mailto:bahis@rambler.ru
http://www.epilepsia.su
http://www.epilepsia.su
http://www.epilepsia.su
http://www.epilepsia.su
mailto:info@irbis-1.ru
mailto:info@irbis-1.ru
mailto:info@irbis-1.ru
mailto:info@irbis-1.ru

KnunHuyeckue cnyyau

Al

T6-A2
. )
AL-RAZ

00:0707.560, 30 swices, 200 7 wacBivn, 0570 MU cxoma "BASE MONOPOLAR®

PucyHnoxk 1. Pparment mexnpuctynHoit 99T pedenka K. 8 Bozpacre 2,5 mec.

3ameonennan KopKosas pummurd, omcymcmesue SNUINMUBOPMHOLL AKMUBHOCTILL.

ro xapakTtepa ¢ 4acToTon 2 pa3a B ieHb BO30OHOBUIINCH
nocne nepeHeceHHoro OPBW. Ha mexnpuctynHoi 33T
COXPAHANIOCb BbIPAXXEHHOE 3aMeffieHne B J06HO-
LeHTpasbHbIX OTAeNax C NepuoanyecKUmm OCTPbIMU,
MeAeHHbIMK BonHamu amnnutygon ao 130 mkB. KT ro-
JIOBHOFO MO3ra BbifiBf1a PaCLUMPEHUNE HAPYXHbIX JNK-
BOPHbIX NPOCTPAHCTB 3aMeCTUTENIbHOI0 xapakTepa 3a
CYET YMeHblueHns o06bema (BEPOATHO HEAopas3BUTUSA)
NIO6HBIX M BUCOYHbIX fosieir. C Bo3pacTa 04HOro roga Ha
MeXnpucTynHoi 33 (NOBTOPHbIE UCCeA0BaHNS), He-
CMOTPS Ha OTCYTCTBME CNA3MOB, CTan PerucTpupoBaTthb-
cA naTtTepH MOAWMULMPOBAHHOW (CMHXPOHWU3NPOBAH-
HOW) runcapuTumMunn (Cm. puc. 2).

B nanbHewem npuMeHsnnCb caMble pasHble CXEMbI Te-
panuu—Basnbnpoar+ieseTupaeram, BanbnpoaT+iamoTpua-

IR0 103410544 30 00

XKUH B MakKCMasnbHO MEePEHOCUMbIX NaLvMeHTOM Tepanes-
TH4eckux go3ax. Micnonb3oBanacb ropmMmoHasnbHas Tepanus
(NpeaHM30n0H B CyTOYHOW Ao3e 1 Mr Ha 1 Kr Beca B Teye-
Hue 2 Hefl.). Ho Ha Bcex KoMOVHaUMAX npenaparos adpek-
TMBHOCTb ObINa TONbKO YaCTUYHOM — YUCI0 MPUCTYNOB CO-
Kpawanocb (MakcMManbHO O HECKOJSIbKNX B MECALL); B Lie-
JIOM NPOAO/KUTENIbHOCTb OTHOCUTENIbHO «CMOKOWHOM0»
nepuoga cocTaBnsina OKONMO Mecsila. 3aTeM NPUCTYMbI
BO300HOBNANUCHL M B BO3pacTe 1,5 roga npucoeanHunmnch
MapoKCU3Mbl B BUAE NPEPbIBAHNA LEATeNIbHOCTU C Nocne-
OYOLWMM MUOKNOHUYECKM B3AparnBaHmem.

[Mpn nocnepHen rocnutanu3auum B Bo3pacTe 2 net
2 MecC. — COCTOsAHMe pebeHKa o 3a60/eBaHNIO TAXENoe.
OTmevanuchb NPUCTYMbl C HApYLIEHWEM CO3HaHWA, ocTa-
HOBKOI B30pa, NOBOPOTOM rOJI0BbI M Na3 yalle BeBO,

=
L—

Pucynox 2. @parment MexxnpuctynHoi 99T pebenka K. B Bozpacre 11 mec.

Moougpuyuposarnas (CurxpoHUUPOBAHHAR) 2UNCAPUIMMUSL.
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TOHWYECKUM HanpshKeHWeM pyK B BMAE MO3bl «(exTo-
BaJIbLLMKa», TOHUYECKUM BbINMPAMIEHNEM HOT U UX CTe-
peoTuUnHbIM CrubaHnem — paarunbaHvem. OANUTeNbHOCTb
NPUCTYNOB — A0 1 MUH., OHM Ha6NAANNCL C YacToTON 1
pas B 3-4 fiH4, Yalle — BO BpeMs HOYHOro cHa. Kpome T0-
ro, 0TMeYanuncb NPUCTYMbl CEPUAHBIX B3LPArvBaHuim npu
nNpo6y>XXAeHUn (MPUCOEANHUINCH K KITMHUYECKON KapTun-
He NO3>)Xe): 0CTAHOBKA B30pa, PE3K0e B3[parnBaHue Bce-
ro Tena ¢ pa3BefleHMeM pykK, 10 AecsATU 3a ceputo. Bbipa-
XKEHHas MOTOPHas 3afep>KKa: CAMOCTOATESIbHO HE XOAUT,
He CTOWT, NpakTuyeckn He nonsaetr. Moxet camocTos-
TENbHO CaAMTbCA U CTAHOBUTLCS HA YeTBEPeHbKU, 6epeT
pyKamu nNpeiMeTbl, HO UMW He MaHUNynupyeT. AKTUBHaA
pedb OTCYTCTBYET, 06pPALLEHHYIO PeYb He MoHuMaeT. He-
JONIT0 MOXeT (DMKCMpoBaTh B30P Ha nuLe B3POCOro,
3MOLMOHANbHbBIA KOHTAKT C OKPY>XXaKLLMMK OTCYTCTBYET.
B 06bekTMBHOM cTaTyce: (DU3nYeckoe pa3BuTre rno BO3-
pacTty, CTUrMbl ANC3IMOPUOreHe3a OTCYTCTBYHOT, ronoBsa
HOpManbHOW YopmMbl 1 pa3mepoB. ComaTn4ecKu: Bec u
POCT COOTBETCTBYIOT BO3pacTy; MPU3HAKOB MaTONOrmun
[bIXaTesIbHON, CepAeYH0-COCYAUCTON N NULLEeBaAPUTESIb-
HOM CUCTEM HET; NeYeHb, CENIe3eHKa He YBEJINYEHDI.

B HeBponornyeckom craTyce: YepenHas WHHepBauus
— ABVXEHWNA rNadHbIX A610K B NOTHOM 06beMe, HUCTar-
Ma, cTpabuama Hert. JIuo cUMMeTPUYHO, PYHKLUN XKe-
BaTeJIbHbIX, MUMNYECKNX MbILLL, HE HAPYLUEHbI. A3bIK MO
CpefHen NnMHUKM, MArkoe He60 npu oHaumm cumme-
TPUYHO NOABMXKHO, FONOC FPOMKUIA. Cuna CKEeneTHbIX
MbILUL, [OCTATO4YHASA, MbILLEYHbIA TOHYC ANAAY3HO CHU-
XXeH. CyX0XusSibHble pedsiekCbl HECKOJIbKO CHUXKEHbI,
CMMMeTPpUYHbI. [laToNnorn4eckne CTOMHbIE, KUCTEBbIE
pediekchl He BbisiBNEHbI. [TposiBNeHNs actasumn-abasnu.
HapyLlueHnin 4yBCTBUTENIBHOCTMN HE BbISBIEHO.

JlabopaTopHoe o6cnegoBaHue
AnekTpoaHuyeganorpamma. Ha mexnpuctynHon 330
PErncTpMpyrTCS CKMOHHbIE K TeHepanuaauumn paspsijbl

[ p— e s e

Eiar sl T

nonucnank-meaneHHbIX BOJIH, OCTPbIX-MeAJIEHHbIX C
aMnanTyaHbIM NpeobnagaHuem crnpaea, aMmnanTynon oo
150 mkB gnutenbHoCTbO A0 2,5 cek. MpucTtynHaa 33l
— BO BPEMS MPUCTyna B3AparnBaHns Ha ooHe HU3KoaM-
NAUTYOHON WPPUTATUBHOW aAKTUBHOCTU OTMeE4YarTcs
6unatepanbHO-CUHXPOHHbIE  KOMMJEKCbl  0CTpas-
MeJfieHHas BONIHA N0 NOOHO-LEHTPaNbHbIM-TEMEHHbIM
obnactam amnnutygoii go 200 mkB (cm. puc. 3).

MPT ronosHoro mosra — Herpybbie cybaTpoduye-
CKMEe N3MeHeHUs 60JIbLLUMX NONYLLIAPWIA, NPOABASAOLWME-
CA BTOPWUYHbIM pacluMpeHnem cybapaxHouAanbHbIX
NPOCTPAHCTB U YMEPEHHON 3a4ep>KKON MUeIMHN3aunn.
[MoTeHuManbHO 3NMNENTOreHHbIX Cy6CTPaTOB He BbIsB-
NieHo (TOMOrpammbl KOHCY/IbTUPOBaHbI Npodeccopom
A.A. AnnxaHoBbIM).

KnuHuyeckune aHann3bl KpOBM U MOYU, & TAKXKE MOBTOP-
Hble BUOXMMUYECKNE aHaNN3bl KPOBM 1 MOYMN HE BbISBUSIN
KaKon-nn6o naronoruun. [1ByKpaTHO OTMeYanocb HeKoTOo-
pOE NOBbILLIEHNE YPOBHA NakTaTa A0 3 MMOJIb Ha M.

TaHZemHas Macc-CrneKkTpoOMeTpus — natosiormnyeckmx
OTKJ/IOHEHWI He BbISABEHO.

leHeTn4eckoe nccnenosarHme. CeKBeHUPOBaHNE 3K30-
Ma 4venoseka (44M) ocyLlecTBANOCL NYTEM Cenekunm
cneunuyHbix pparmeHToB JHK ¢ nomMoLblo CUCTEMbI
SureSelect (Agilent Technologies Inc., CLUA) ¢ nocnegy-
IOLWMM napanienbHbiM CEKBEHUPOBAHMEM MONYYEHHbIX
6nbnMoTeK NyTem pair-end-CeKBEHMPOBAHUA CUHTE30M
(100:100) cornacHo TexHosoruu lllumina (lllumina,
CLLUA).

[na obecnevyeHns Hage)xHOCTU U TOYHOCTM Nocneay-
IOLLLEr0 aHanusa 6binm NpeanpuHATBI CreayroLine Wwarmn
no NepBuYHON 06paboTKe AaHHbIX: 1) yaaneHbl puabl ¢
BbICOKMM 0iHO06pa3nem HyKneoTuaHoro coctasa (10%,
9 H.N.); 2) yaaneHbl publ, npeacTaBnsoLLne co60i KOH-
TamuHauuio agantepamu (He MmeHee 15 H.M. coBnageHus,
He 6onee 3 H.N. HecoBnageHus); 3) yaaneHbl Aynauym-
pOBaHHbIe puAbl (Napbl NPOYTEHMIA, KOTOPbIE NOSTHOCTLIO
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KnunHuyeckue cnyyau

cosnaparwT). Bce pugbl 6bim conocTasneHsl ¢ pede-
PEeHCHOW MOCSef0BaTENIbHOCTbIO YeJI0BEYECKOr0 MeHo-
ma v19 (hg19) build 37. Bce pugbl, nonyyeHHble nocne
nepBuYHON unbTpaunn, 6biSIM BbIPOBHEHbI OTHOCHU-
TenbHO pedhepeHCHON nocnenoBaTensHOCTU. Ecnu oanH
puL MOr OblTb BbIPOBHEH OTHOCUTESIbHO HECKOJIbKMX
no3nLMin B reHoOMe, NLb 04HA U3 HUX BblNia y4TeHa.

C uenbto noncka SNV-sapunaymnii reHoma 6b1710 NpoBe-
JIEHO BbIPaBHUBAHWE NOJSTY4EHHOW NOCNEeA0BaTeNIbHOCTH
1 pedpepeHcHOro reHoma. B uenax soisieneHns SNV 6bi-
na npuMeHeHa cnegylowas QuabTpauus: UCKHYEHbI
SNV ¢ Q<20, ucknto4eHsl SNV, NpoYTeHHbIe MEHEE YeMm
10 puagamu, uckntodeHol SNV, pacnonoXeHHble Ha pac-
CTOSIHUM 5 N MeHee H.M. 0T Kpas puaa, NCKKYeHbl pUAbl
B NMOBTOPSAOLLMXCA YHACTKAX reHoma.

Pe3yIbTaThl H HX 00CY:KAECHHE

O6Hapy>xxeHa myTauus B reHe SCN2A BTOpoii XpoMO-
COMbI B BUJe UHcepuum ctg/ctGg B reTepo3nroTHOM CO-
cTostHMU. MyTauns npuBOAMT K CABUTY PAMKW CYUTbIBA-
Hus nocne 1825 3K30HOB.

KAuHn4eckuii AnarHo3: «paHHas anunentTuyeckas aH-
uedanonaTtusi, 06ycnosneHHas myTaumen reHa SCN2A.
3ajepxKa NCMXOMOTOPHOIO 11 PE4EeBOr0 PA3BUTUS»,

JledeHne: B Tepanuio K Basibnpoaty 6b11 o6aBJieH To-
nupamar ¢ TUTPOBaHMEM [03bl JO 5 MI/KF/CyT., namo-
TPUIXKUH 6bIN1 OTMEHEH. HYepes3 Mecsl, C y4eTOM COXPaH-
HOCTW NMPUCTYNOB NPOBEAEHO BOCEMb MHBEKLMIA TETpa-
ko3akTuaa 0,3-0,5 mr. BeegeHune TeTpakosaktuga 6bis10
npeKpaLleHo n3-3a NPUcoeanHeHnsa TAKenon pecnupa-
TOpHOW uHekunn. Mocne KOPOTKOro Kypca TeTpako-
3aKTuaa O6bly1I0 OTMEYEHO YMEHbLUEHME WHAEKCA U aMm-
NAUTYAbl ANUIENTUAOPMHbIX Pa3psiao0B.

[anee, 4epe3 4 mec., Tonupamar 6bl1 3aMeHEH Ha
3TOCYKCUMMA, C HapalinBaHnem fo3bl 4o 30 Mr/Kr/cyT.
B HacTosiLee Bpemsi cCoxpaHsaeTcs 40 NATU NPUCTYNOB B
mecal. OT4eTNNBOW NO3UTUBHONW AUHAMMUKIN B NCMXOMO-
TOPHOM pa3BUTUN peBeHKa HeT.

[aHHbIN KNMHNYECKNIA CrlyYai NpeLCcTaBnaeTca nHTe-
PECHbIM C HECKONIbKUX MNO3uLWiA. B Hallei cTpaHe gocTa-
TOYHO 4acCTO MOATBEPXAAETCSH TeHEeTU4YeCKW CUHAPOM
[lpaBe, MeHee 4acTo — FreHeTUYecKmne aedeKTbl, Bbi3blBa-
oLme BpoXXAeHHble AedekTbl meTabonnama. Hackosb-
KO Ham WU3BECTHO, [aHHbIV cry4Yan — aTo nepsoe B Poc-
cun onucaHme mytauum SCN2A, cuenneHHoi ¢ anunen-
TUYeCcKoWn aHuedanonaTuen. VIHTepec npeacrtasnseT u
cama KJIMHM4YecKas KapTuHa 3abosieBaHns — HEBO3MOX-
HOCTb (Ha Haw B3rNsA4) Y4eTKOW CMHOPOMONOTrNYeCcKOn
ANArHoCTUKKM anunencumn y pebeHka. Mo Tuny npucTynos
1 No AaHHbIM 33 Mbl HE MOXXEM OTHECTMW 3TOT CRyYanl K
Knaccumyeckum 3Hueanonatuam paHHero AeTckoro
BO3pacTa — paHHen MUOKIIOHMYECKON 3MUNencumn, CuH-
npomy OTaxapa, cugpomy Becta u cungpomy pase. B
LIeSIOM Mbl MOXXEM CKa3aTb, 4TO y pe6eHKa NMeeT MeCcTo
hokanbHasa anusencus, Ho paspanbl HA MeXNPUCTYN-
Ho 33l (BapuaHT MOANMDULUPOBAHHON TUNCAPUTMUN)
VMEenn CKOPEee reHepann3oBaHHbIi, 4emM DOKabHbIN Xa-
pakTep. Mo3ToMy Ham NpeacTaBnseTcs, 4To NOA0OHbIe
KNTMHUYEeCKMe cnyyaun, Kak U cuHgpom [pase, TpyAHO
OAHO3HA4YHO OTHECTW K (POKasbHbIM 3nunencuam. Ko-
HEYHO, Mbl 0CO3HAEM, 4TO UMENN MECTO U ANATHOCTNYE-
CKWe OrpaHNYeHns — Ham He BCerga v He nNpu BCex npu-
cTynax 6bina U3BecTHa, Hanpumep, npuctynHaa 93l y
JlaHHOr0 pebeHka. Tem He MeHee, NPeACTaBNSAETCH, 4YTO
BO BCEX CUTyalLMsX, KOrga MMeeT MeCTO paHHss anunen-
Tnyeckas aHuedanonatnus u Mbl He MOXXEM 0OBACHUTH
€e Hanm4me onpegesieHHON 3TUONOornen (rTMNoKCU4ecKun-
MWEeMNYecKon 3Huedpanonatmen, NOPOKOM pPasBUTUA
rofI0BHOr0 mMo3ra u ap.), pe6eHky Heo6xo4anmo npoBo-
OUTb reHeTn4yeckoe 06C/iej0BaHME, B HACTHOCTU, CPaB-
HUTEJIbHYI0 FEHOMHYI0 FrMbpnan3auunto.

BTopoi, HO, BO3MOXXHO, CaMblii IN1aBHbIA ACMEKT faH-
HOrO KNMHNYECKOro HabMaeHNs — 06bIYHO MyTaL M re-
Ha SCNZ2A onucblBalOTCA Kak xapakKTepHble ans gobépo-
Ka4yeCTBEHHbIX anufiencuii MiageH4ecTsa. B nocnegHue
)K€ rofbl CTanu NosSIBAATLCA ONUCAHUSA OTAENbHbIX CIy-

Pucynox 4. MPT ronosHoro mosra peéenka K. B Bogpacre 1 roga 7 mec.

Hezpybuie cybampogbureckie usmeHeHus 00I6UUX NOTYUAPULL, TPOABASIOUMECS BIMOPUMHBIM DACULUDEHUEM
CYOAPAXHOUOANLHBIX NPOCIMPAHCING U YMEPEHHOL 3A0EPIHCKOL MUCTUHUIAUUL.

anunencus n NapokKcmamMalsibHble COCTOAHUSA
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M NAPOKCU3MAJIbHbIE

yaeB MyTauuin SCN2A, cuenneHHbIX C ANUIENTUYECKUMN
3HuedanonaTusMu — cuHgpomom OTaxapa, CUHAPOMOM
BecTa, HeknaccuduuMpoBaHHbIMU PAHHUMIW 3NUENTH-
yeckmmun 3Huedpanonartuamm [5,6,8]. B 2003 r. nossu-
N0Cb OMWCaHWe KNWHWYECKOro Clly4as 3710Ka4eCTBEH-
HbIX MUTPUPYIOLWLMX DOKaNbHbIX NPUCTYNOB MilafeHye-
CTBa, 06yCnoBNeHHbIX MyTauunen rena SCN2A [3]. bonee
TOr0, eCTb OTAE/bHbIE NCCIIeA0BAHMNSA, MOKA3bIBAIOLLNE 1
4acTOTy BCTpe4yaeMocTn MyTauuin SCN2A npu pasnuy-
HbIX anunenTuyecknx aHuedanonatusax. K. Nakamura un
c0aBT. (2013) nNpoBenn NOSIHOrEHOMHOE CEKBEHWUPOBa-
Hue 328 OeTAM C paHHUMU 3NUSIENTUYECKUMM IHUeda-
nonatusiMu: myTtauuu reHa SCNZ2A 6binn BbISIBNEHbI B
13,4% cny4aes cungpoma OTaxapa (9/67), B 0,6% cny-
yaes cuHgpoma Becta (1/150) n B 4,5% cny4aeB Hekac-
CUMUUMPOBAHHBIX 3MNUNENTUYECKUX 3HUedanonaTun
(5/111) [4].

Hawe onuncaHue [o6aBNsieT AaHHble B «KOMUAKY»
3HAHWI 0 KITMHUYECKUX NPOSABIIEHUNX, CBA3AHHBIX C MY-
Taumamu reHa SCN2A, n nokasbiBaeT, HACKOMbKO LLMPOK

COCTOSAAHMA

CNEeKTP 3NUNencuin, UMn Bbi3biBaeMbIX. CUUTAETCH, YTO
60MbLINHCTBO MyTauwuii reHa SCN2A, npmBoaswmnX K T4-
XKeJbIM 3NUenTu4eckumM eHoTunam, ABNSOTCA MyTa-
unsamu de novo [1], 4to, 6€3yCNOBHO, BaXKHO 4S8 NpO-
rHO3a [eTOPOXXAeHUs B [JaHHOW cembe. Tsakenas anu-
nenTnYecKas aHuedanonaTua paHHero Bo3pacTa, acco-
LUnpoBaHHas ¢ myTaunamm B reHe SCN2A, aBnsetcs 40-
CTaTO4HO PeAKMM KIIMHWYEeCKUM cUHApOMOM. Ho, BO3-
MOXXHO, MOJ06HbIE Cly4Yan BCTpeYarTca ropasfo vaLle,
4yem BbIIBNAOTCA. Pa3Butre, pacnpocTpaHeHWe 1 NoBbI-
LaoLasnca 4OCTYMHOCTb TaKUX METOL0B FEHETUYECKMX
NCCNeaoBaHNii, KaK CpaBHUTENbHAA FeHOMHAas r’mépuamn-
3auUus 1 NOJTHOreHOMHOE CEKBEHUPOBaHME, B CKOPOM 6Y-
IyLEeM NO3BONAT YTOYHUTb FeHEe3 psaaa anunenTuYecKnx
CMHAPOMOB, BbIAENUTb HOBbIE 3NUNENTUYECKNE CUH-
JIPOMbI, HECKOJIbKO NEPECMOTPETb KOHLENLMIO NOHATUS
«uamnonaTnyeckKas anunencus» u, BO3MOXXHO, MOMOryT B
pa3paboTKe HOBbIX CMOCOOOB NEYEHUs — TaK Ha3biBae-
MOW TapreTHON Tepanuu anunencun.
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