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leHeTUYecKkoe 3aboneBaHvie, 06yCcNOBNEHHOE NMAaTOreHETUYECKUMU HYKNeoTUAHbIMY BapuaHTamu B reHe SCN8A (Sodium channel protein
type 8 subunit alpha), koTopbiii KogupyeT a-cybbeauHuLy Na-kaHana 8-ro TMna, BKAYEHO B rpynmny paHHUX SMUNENTUYECKUX SHUedpanona-
TWIA. B 6ONbLWIVHCTBE CNyYaeB faHHasA NaTooria XxapakTepusyeTca pasBUTEM NMONMMOPPHbIX GapMaKOPE3NCTEHTHBIX SMUNENTUYECKUX NPY-
CTYNOB B NEPBbIN Frof XM3HW pebéHKa, OTCTaBaHMEM B MCUXOMOTOPHOM Pa3BUTKM I PEFPECCOM, NOTEPEil HABbIKOB. Y HEKOTOPbIX NaLEHTOB
NPUCTYMbl MOTYT NPOABNATLCA B MEePBble JHW XM3HW, TOrAa Kak Y APYrux OHU NPOABAAIOTCA No3xe (B BO3pacTe OT 2 Ao 7 Mec), Ha GOoHe Bbipa-
XKEHHOW MY He3HaUNTENbHON 3afePXKK/ Pa3BUTUA. Tnbl NPUCTYNOB MOTYT BK/OUaTb reHepasn30BaHHbIe, TOHMKO-KNOHNYeCK/e NPUCTYb,
VHaHTUNbHbIE CNasmbl, abcaHCbl U GoKarnbHble NPUCTYMbI. [ipyrue Npr3Haky U CUMNTOMbI SHLepanonaTum, 06ycnoBleHHON MyTaUMAMM reHa
SCN8A, MOryT BKNIOUYaTb HU3KMI MbILIEYHbIV TOHYC (TMMOTOHWI0), BbICOKIMI 60NEBO MOPOT, iBUraTeNIbHbIE PAaCcCTPOMNCTBA (Takne Kak ANCTOHUA
1 aTaKCyA), YMCTBEHHYIO OTCTaNOCTb OT NIETKON [0 TAKENOWN CTeneHw, Mpobnembl CO CHOM M ayTUCTUYECKME YepTbl. Y HEKOTOPbIX JH0Aei C SH-
uedanonatrenn SCN8A coobLanoch o pasnnyHbIX APYr1X NaToNOrMYeCcKUX USMEHEHUAX B OPraHM3Me, BKIIOUasA HapyLUEHVE ClyXa Ui 3peHus,
CKOMMO3 1 TPYAHOCTY TepMoperynaumun. bonesHb HacnegyeTca No ayTOCOMHO-JOMMHAHTHOMY TuUMy.

Ha ceropHsAwWwHMI feHb 3aboneBaHune B cicteme OMIM nmeHyeTca Kak «JHuedanonaTtvsa pa3suTua 1 anunentuyeckas sHuedanonatms 13-ro
Trna»r. Mpexpae 6onesHb HoCKMNa Ha3BaHWe «PaHHAA MNnageHYeckan (MHdaHTUNbHaA) aNunenTuyeckas sHuedpanonatna, Tun 13». NopagKoBbIn
Homep «13» yKa3blBaeT Ha TO, UTO laHHaA GopmMa paHHeN aMuIenTUYeckon sHLedanonaTm Bbi3BaHa reTepo3nroTHoN MyTaLueit B reHe SCNSA
Ha [I/IVHHOM Myleye XPOMOCOMbl 12 B XpOMOCOMHoOW o6nactu 12913.13.

B pnaHHOI Ny6nuKaumm NpeacTaBieHo TakKe KNMHNYECKOE OMNMCcaHme NaLyeHTa, CTPaAaloLLero paHHen NHGaHTUIIbHON SMUNEeNTUYECKO SH-
uedanonatueit, Tn 13.

KnioueBble cioBa: snunentuyeckas sHUepanonatna paHHAA uHpaHTUIbHaA 13-ro Tuna; SCN8A sHuedanonatus; sHUedanonatna passuTuA
1 anunencua Tn 13; paHHAA AeTcKasA SnunenTryeckas sHuedpanonaTus; perpecc pasBuTKs; ayTusm
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A genetic disease caused by pathogenetic nucleotide variants in the SCN8A gene (Sodium channel protein type 8 subunit alpha, also known
as Na 1.6), encoding the a-subunit of the Na channel type 8, is included in the group of early epileptic encephalopathies. In most cases, this
pathology is characterized by the development of polymorphic pharmacoresistant epileptic seizures over the first year of a child’s life, a lag in
psychomotor development or regression, loss of skills. In some patients, seizures may appear during the first days of life, while in others they
appear later (at the age of 2 to 7 months), against the background of a pronounced or slight developmental delay. Types of seizures may in-
clude generalized, tonic-clonic seizures, infantile spasms, absences and focal seizures. Other signs and symptoms of encephalopathy caused by
mutations of the SCN8A gene may include low muscle tone (hypotension), high pain threshold, motor disorders (such as dystonia and ataxia),
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mild to severe mental retardation, sleep problems and autistic traits. In some people with SCN8A encephalopathy, various other pathological
changes in the body have been reported, including hearing or vision impairment, scoliosis, and thermoregulation difficulties. The disease is
inherited by an autosomal dominant type.

To date, the disease in the OMIM system is referred to as «Developmental encephalopathy and epileptic encephalopathy type 13». Previously,
the disease was called «Early infantile (infantile) epileptic encephalopathy, type 13».The serial number «13» indicates this form of early epileptic
encephalopathy to be caused by a heterozygous mutation in the gene on the long arm of chromosome 12 in chromosome region 12q13.13.
This report also presents a clinical description of a patient suffering from early infantile epileptic encephalopathy, type 13.

Keywords: epileptic encephalopathy early infantile type 13; SCN8A encephalopathy; developmental encephalopathy and epilepsy type 13;
early childhood epileptic encephalopathy; encephalopathy; developmental regression; autism
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BBegeHune

Ornunentuyeckas sHuedanonatus (DDI1) wim sHUE-
(ayornatyst pa3BUTHUS U SNUJIENTUYECKAss — 3a00JIeBaHKe
TOJIOBHOTO MO3Tra C HayaJloM pa3BUTHUSI B MJIaleHYECKOM
BO3pacTe, KOTOPOE MPOSIBIISICTCS

* XapaKTEepHOM 3MIeNnTU(OOPMHOM aKTUBHOCThIO Ha
aniekTpoaHIedagorpamme (BDI') BHICOKOTO MHACK-
ca MpeACTaBJIEHHOCTH,

* pa3IUYHBIMU (opMaMM STMICTITUYECKUX IIPUCTYIIOB,
YacTO He MOIAIOIINXCS JICYCHUIO;

* YMCTBEHHBIM M HEBPOJOTUYECKUM Ne(PUIIUTOM, KO-
TOPBII UMEET TSDKEIOE TeUeHUE, a TAKXKe HapyIIeHM -
€M ITOBEICHUST, KOTOPOE MOXKET OBITh IOCTATOYHO BbI-
pPaXkeHHBIM;

* B OTHEJIBHBIX CIydasiX HeOJaronpusITHbIM TeYCHUEM
B JIETCKOM BO3pacTe.

Tsox€nple aMUIENTUYSCKUE MPUCTYIBI U XapaKTep-
Hag anuIenTuGopMHasi aKTUBHOCTb Ipu DI oka3biBa-
0T IeCTPYKTUBHOE BIMSHME Ha Pa3BUTHE MO3ra U BeAyT
K pa3BUTUIO KOTHUTWMBHBIX HapylIeHWI, OTCTaBaHUIO
B Pa3BUTUU U MOTepe NMPUOOPETEHHBIX HABBIKOB. Takas
SMIUJIENITUYECKass aKTUBHOCTb OKa3bIBaeT XapaKTepHOE
BO3pacT3aBUCUMOE BJMSHUE Ha pa3BUTHE T'OJOBHOTO
MO3ra, aKTMBHOCTh KJIETOK KOpPBI, KOTOpHIE OTBEYAIOT
3a peaklldi0 Ha BHEIIHMWE pa3apaxuTenau. Takum 00-
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pa3oM, OTBET STHX KIETOK ITaTOJOTMYSCKM WM3MEHEH
1 BBIpaXkaeTcs B BUIe (hOKATBHBIX WIN TUDOY3HBIX SITH-
JIENTUYECKUX TIPUCTYIOB. JJaHHBIN BO3pacT3aBUCUMBIIA
SIMJICNTOTEHHBIN OTBET KIIETOK SIBJISIETCS OCOOEHHO-
CTBIO HEOKOPTEKCA M U3MEHSIETCSI B 3aBUCUMOCTH OT TO-
ro, Ha KaKOM 3Talle pa3BUTHs OH BO3HUKaeT. Hampumep,
B IIepUOA HOBOPOXIEHHOCTH Ha DDI oOHapy:KUBaeTCs
MaTTEePH «BCIbIIIIKA—MOAABI€HUE», B MEPBbIN IO XKU3-
HU — TUIICAPUTMMSI, B paHHEM BO3pacTe — MeIJICHHBIC
MMMK-BOJHOBEIC pa3psiabl. Ha srame B3poCIeHUST MOXKET
OTMEUaThCsI MI3MEHEHNE 3TUX ITaTTepHOB, UX TpaHCdOp-
Mallisl B Te IMATTePHBI, KOTOPHIE OTHOCATCSA K CIEHYIO-
meMy artamy passutus. [Ipuznaku DI (snunenTuye-
CKHE TPUCTYIHI W SIWICHTUYECKas! aKTUBHOCTh) MOTYT
YMEHBIIATHCST WX JaXe UCYe3aTh B IIyOepTaTHOM IIepU-
olle, OMHAKO HEPEOKO OCTAIOTCS TSKEIbIE YMCTBECHHEIC
U1 HEBPOJIOTMYeCKUe HapylueHus [1].

HaumeHnoBaHue 3aboneBaHusl «3HLEedamonaTus pas-
BUTHS» BIIEPBBIC BKIIIOUCHO IJIST XapaKTePUCTUKHU TPYIIITEI
sHIIe(AJTONATHI ¢ HaYaJIOM pa3BUTHSI B IETCKOM BO3pacTe
Ha MeXImyHapooTHOM KOHTpecce To ammwiernicun B 2017 1.
IIpu TakoMm BUOe 3HIe(DaTONaTHN YMCTBEHHEIC HapyIle-
HHS, a TaKXKe M3MEHECHUsS B TOBEICHNU BBI3BAHBI CAMHUM
3a00J1eBaHeM (HAIIpUMEpP, TEHETUISCKUM CHHIPOMOM),
1 XapaKTep X He 3aBUCUT OT TepaIuy ITPOTUBOSIUIICIITH -
yeckumu npenapatamu (I19I1). B ocHoBe panneir D11
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MOT'YT ObITh pa3Hble TEHETUYECKUE M XPOMOCOMHbBIE MyTa-
uuu [2].

BonbmmHcTBO panHux D11 npenmnonaralor B EpBYIO
ouepeab HLEDATONAaTUIO Pa3BUTHsI, KOTOpasi 00beIMHEHA
¢ ODII. B psne cayyaeB, HecMOTpsI Ha 3(D(HEKTUBHOE Jeue-
HME SIUWIENICUM — YCTPaHEHMWE MPUCTYIOB U IOJaBIECHUE
BMuaenTU(GOPMHOM AKTUBHOCTH, — XapaKTEePHbIE IIPU3HA-
ku DI Kynmupylorcsi, HO yMCTBEHHBIE HapyIIEHUsI CTORKO
COXpaHSIIOTCS KaK pe3yJbTaT MMEIOLIEerocs 3a0ojieBaHusI,
KOTOpOE YK€ He MOABepraeTcs ACMCTBUIO BHEILIHUX U BHY-
TPEHHUX CTUMYJIOB, CBsI3aHHBIX ¢ DI [1, 3].

3nunenTuyeckas sHuedanonatusa SCNSA

HaHHoe 3abojieBaHUE XapaKTepU3YEeTCs 3adep:KKOit
pa3BuTHsI, 1eOIOTOM SMWICNTUYECKUX MIPUCTYIIOB B IIep-
BbIe 18 Mec xXu3HUM (B cCpemHeM B IepBbIe 4 Mec), 4acTo
MIPUCTYIIBI (hapMaKOPE3UCTEHTHBI, MOMUMOPMHEI (TeHe-
paIM30BaHHbIE TOHUKO-KJIOHUYECKUE IPUCTYIIbI, MH(MaH-
TWJIbHBIC (AIUJICIITUYECKHE) CTIa3Mbl, aDCAaHCHI U (hOKaJIb-
HbIe IPUCTYIIB) [4, 5].

MoneKynﬂpHo-eeHemuquKue 0CHO8bI 3a60/1e8AHUA

T'en SCNSA, xomupyouuii anbda-cyobequHUILYY I0-
TEHLIMAIYTIPABJISIEMOro HATPUEBOro KaHaja § TuIa, JioKa-
JIM30BaH Ha xpomocome 12q13.13 u cocTout u3 27 5K30HOB.
KoaupyeMblii 6e710K COAEPXKUT MOCIEeI0BAaTEIbHOCTb, CO-
crosinyto u3 1980 aMUHOKHUCIOT, U COCTOUT U3 4 TOMOJIO-
TMYHBIX JOMEHOB, BKJIIOYAIONIMX IO 6 MeMOpaHHbBIX OeJi-
KOB. B momosiHeHre TaM uMeloTCs 2 LIUTOoIIa3MaTUYecKue
MeTJIM, KOPOTKYE IIUTOIIa3MaTUYECKIEe BOPOTa MHAKTUBA -
LIMY U LUToIuIa3MaTuyeckue N-KoHIeBoil u C-KOHIIeBOM
JMIOMEHbI. AMUHOKMCIIOTBI B CTPYKType Na-KaHaja pacrio-
JIOXKEHBI B cerMeHTax S5 u S6 kaxaoro nomeHa [6—8].

Anuierncus, cBsa3aHHas ¢ SCNEA, HacnenyeTcs Mo ay-
TOCOMHO-JIOMUHAHTHOMY TuIly [4, 9]. ¥ OojblinHCTBa
OOJILHBIX MyTallMsl BO3HUKAeT de novo. BOJBLIMHCTBO
MaTOreHHBIX BApMAHTOB IIPUBOIAT K 3aMEHE OIHOM aMu-
HOKMUCIOTH. M3 9 mpoTecTUpoBaHHBIX (YHKIIMOHAIBLHO
MMaTOreHHBIX BapUaHTOB 7 IPUBOAWIM K IOBBIIIEHHOM!
AKTUBHOCTHU KaHajia MU3-3a MPEeXIeBPEMEHHOIO OTKPBITUSI
WJIM HapyllleHUs 3aKpbITUs KaHana [9, 5]. Takum obpazom,
HapyleHre QYHKIMYA JaHHOTO KaHayla IPUBOIUT K ITOBbI-
LIIEHHOW BO30YIMMOCTH HEMPOHOB U cygoporam [6, 8].

PacnpocmpaHéHHocmeo

Ha manHBII MOMEHT TOYHBIX TaHHBIX IO PacIIpocTpa-
HéHHocTu DIIT Het. Bectpewaemocth myTanmii SCNSA cpe-
1 nanrieHToB ¢ DI BeramcieHa Kaxk 13/1557 (okomo 1%)
B 4 He3aBUCHUMBIX UCCIIEIOBAHUAX, B KaXKI0€ 13 KOTOPHIX
ydacTBoBajio okoio 200 uenoBex [9, 10]. Ha ceromHsmHuii
JIeHb TAaHHBIA THT SIVIICTICUM OTIVCAaH B JIUTEpaType Mpu-
MepHo y 110 yenosex [5, 10].

KnuHuyeckas KapmuHa

DBI1 SCNSA — 3T0 TsKENMas SIUIETICUS ¢ 1e0I0TOM
B MJIaJICHUECKOM BO3pacTe, BKIIIOYAIONIAsT Pa3TMIHbIC TH-
ITBI IIPUCTYIIOB M OTCTaBaHUE B IICUXOMOTOPHOM Pa3BUTHU.

Clinical cases

KnuHnuyeckne cnyyan

[IpakTryecku y Bcex neTeit, UMEIOIINX MyTallIO B Ie-
He SCNEA, 0 KOTOPBIX COODIIEHO HA CETOAHSIIHUN AeHb,
BO3pacT eboTa MPUCTYIIOB BApbUPOBaJ OT 1-X CYTOK IO-
cJie poXIeHUs 10 2 JIeT (B cpemHeM 1-1i Tom >KU3HM).

3aboseBaHNe MOXET IeOIOTUPOBATH C Pa3IMYHbBIX TH-
OB IIPUCTYIIOB, YACTOTa KOTOPBIX KoJiebeTces ot 100 B cyT-
KU Y BIUIOTH 10 MeHee 4eM 1 3a 4 He:

* (hoKabHBIC KIIOHUYECKUE TIPUCTYIIBI, TIEPEXOISIIINE

B IBYCTOPOHHMUE;
* TreHepaJM30BaHHBICE TOHUKO-KJIOHUYECCKHUE ITPHU-
CTYTIBI,

* TOHMYECKHE MPUCTYIIHI;

* WH(MpaHTWIBHBIE CTIA3MBI;

* MMOKJIOHMYECKHE TIPUCTYIIBI.

[IpucTynbl MOTYT UMETh CTaTyCHOE TeYeHHUE, OITHA-
KO OHU HE TaK pacIpOCTpPaHEHBI, KaK IIPU CHUHIPOME
Hpase [4, 11]. Cungpom JIpaBe — 310 gerckas DIII,
KOTOpasl XapaKTepu3yeTcs MPerMMYIIeCTBEHHO Oujare-
paJbHBIMUA MUOKJIOHNYECKUMU UJIN TeHEePaTn30BaHHBI-
MH TIpUITaIKaMH, 9acTO IIPOBOLIMPYEMBIMU JIMXOPAI-
koii. bonee 80% nroneit ¢ cunapoMom JIpaBe MMEIOT Ma-
TOTeHHBIN BapuaHT de novo B SCNIA (poICTBEHHBIN TeH
HaTpHueBOTO KaHaja) [1]. Paznmune Mexny amuiencuei,
BhI3BaHHOM MyTaumeit SCNIA, n snunencueii, mpudn-
HOI KOTOpoii aBnsieTcst myTtauus B reHe SCNSA, cyuie-
CTBeHHOe, auddepeHInaNbHasg OUAaTHOCTUKA, B TOM
JUCJIe TEHETUYECKOe MOATBEPXKICHHE, MMEET BaxKHOE
3HaYeHNE, MOCKOJIBKY TaKTHMKa Tepanuu OAaHHBIX CO-
cTOsIHUM OyneT pa3nuuyHa. ['oBopst o cuHapome Jlpase,
HEOOXOAMMO YYUTHIBaTh, YTO IPU TAHHOW IATOJIOTUH
IIperapaToB, O0JJOKAaTOPOB HATPUEBBIX KAHAJIOB CIICHYET
uzberaTb, T.K. OHU B JaHHOM cjydae OyayT IPOBOLIUPO-
BaTh SMWJICIITUYCCKHE TIPUCTYIBI, B OTANIUM OT DIII,
cBg3aHHOM ¢ myTauueil B SCNSA, ipu KOTOPOIi TaHHbIE
npenapatsl mokaszaHbl [11, 12].

C poxmeHUsI 1O MOMEHTa Hadajia IPUCTYIOB IETU
MOTYT UMETh HOPMaJIbHbIC TEMITbl TICUXOMOTOPHOTO pa3-
BUTHUsS, B JaJIbHEHUIIIEM OTMEYAIOTCSA 3alepXKKa M IOCTe-
TIEHHBIN perpecc HaBBIKOB. HeKoTOphIe MalieHTh UMEIOT
rpyoyIo 3a0epKKy pa3BUTHS ¢ poxaeHus [12]. B nanbHeii-
IIIEM TOJIPKO OKOJIO TTOJIOBUHBI OOJIBHBIX IETEi MOTYT ca-
MOCTOSITEJIBHO CUIETh U XOIUTh 0€3 MOAIepKKHY, TTOXOIKa
B OCHOBHOM HapYIIIEHA, YaCTO aTaKTUYeCKasi, BO3MOXEH
BHE3aITHbI perpecc HaBbIKOB [5]. YacTo y maliMeHTOB OT-
Mevaetcs gu3aptpus [10].

JIBuratenbHbIe HAPYIICHUS y TTAIIMEHTOB MOTYT BKJTIO-
JaTh TUTIOTOHMIO/TIOBHIIIIEHNE TOHYCA 10 CIIACTUIECKOMY
TUITY, IMCTOHUIO, XOpeoaTeTo3, atakcuto [11,12].

HMHuTennextyaipbHass  HEOOCTaTOYHOCTb  KoJebJieT-
Ccsl OT JIETKOM 10 TSKENOH, MpU 3TOM IPUOIU3UTEIBHO
y 50% mnaLueHTOB OTMEYAeTCsl BbIPAXXEHHBIA KOIMHUTUB-
HBII 1e(UIINT, ¥ HEKOTOPBIX — PacCTPOMCTBA ayTUCTUYEC-
ckoro crniektpa [7, 13]. MoxeT pa3BUBaTbCsl TUTIEPAKTUB-
HOCTh, HEKOTOpPBIC IAIIMEHTHl MMEIOT TTOBEPXHOCTHHIN,
yyTKUii coH [5, 10].

JIpyrue cUMMOTOMBI, O KOTOPBIX COOOIIAIOCh Y HEKO-
TOPBIX OOJTBHBIX:
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* mUCGhYHKIIMS BeTeTaTUBHON HEPBHOM CCTEMBI, BKITIO-
yas HapylIeHUe TEPMOPETYIISIINKT U TaXUITHOS [14];

* HapyllleHUE CIYXOBOTO aHAJIM3aTopa;

* TpaBMBI OTIOPHO-ABUTATEJIBHOTO armapaTa (HepeaKo
BO3HUKAIOIINE BBUILY IJIUTEIbHBIX IIPUCTYIIOB);

* aHOMAaJIMM Pa3BUTUS TOPTAHU;

* OOKOBO€ MCKPUBJIEHME MO3BOHOYHUKA;

* MaJiblii pa3Mep 4yepera;

* HapyllleHUe Pa3BUTHS 3aThLJIOYHbBIX J0JEH FOJIOBHO-
ro MO3ra;

* HapacTaHUWe TKaHe# AeCHbI Ha 3yObl BBUAY AJIUTEIbHO-
TO IpuéMa IPOTUBOCYIOPOKHBIX TIperapaTos [9, 10].

CuHOpom 8He3anHoUl 0emckol cMepmu npu 3nunencuu

CuUHIpOM BHE3aIMHOM JETCKONM CMEPTH TPU SIUIETICUT
6bL1 onvcaHd B 10% ciydaeB ipu DDI1 pazputust. [IpyuurHa
€ro He BBbISIBJIEHA, OJHAKO MOXET OBbITh COMpsDKEHAa C IJIU-
TeJIbHBIMU, PE3UCTEHTHBIMU K T€PANUU MPUCTYIIaMU, ITOPO-
KOM cep/lia Wiv AUCperyisiuyeii ctBoja Mo3ra [2]. M3Bect-
HO, 4TO OeNIoK, KoaupyeMblii reHoM SCN&A, B ManioM KOIU-
YeCTBE IKCIIPECCUPYETCA B KapIMOMUOLMUTAX XKEITyNOYKOB
MBIILLIEH, IPUBOIS K Pa3BUTUIO CEPACYHOM apUTMUM.

JluaeHocmuka

B nHavane 3aboneBaHus maHHbie DDI-MOHUTOPUH-
ra MOTYT COOTBETCTBOBaTb HOpPME€ WJIM JIEMOHCTPUPOBATh
GOoKaNTbHYIO WIM MYJIbTUGOKATBHYIO 3MWIeHTU(HOPM-
HyI0 aKTMBHOCTb. Jlajlee MOTYT BO3HMKATh YMEpPEHHOE
WY BBIpaXXeHHOE 3aMeieHue (oHa, (oKalbHBIE WIK
MYJbTU(OKATBHBIE OCTPBIC BOJHBI WJIA CIIAKU, HEPEIKO
B BUCOYHBIX 00JIaCTSIX. B OTHEIbHBIX CiTydasix OTMedaeTcst
MPpaKTUYeCKN HETIPEPBIBHOE JIeIbTa-3aMeUICHUE B BUCOY-
HO-TEMEHHO-3aThIJIOYHOI 00JIaCTU C HAJIOKEHHBIMU Oe-
Ta-4yaCTOTaMM U JBYCTOPOHHMMM aCHMHXPOHHBIMU CIiaii-
KaMU WJIM OCTPbIMU BoJIHaMH [4, 3].

ITo nannbiM MPT rosioBHOro Mo3ra B Havaje 3aboJe-
BaHUS MOTYT BBISIBJISITBCS LiepeOpasibHast aTpoyisl U TUITO-
TU1a3usl MO30JIMCTOro Teja. B rmocienylomux ucciaenona-
HUSIX OBUIO ITOKA3aHO, YTO Y HEKOTOPHIX OOJIbHBIX pa3BH-
Jlach LepebdpalibHask Uiau Mo3xkeukoBas arpodust [10].

JuarHo3 «pa”Hss D3OI, BbI3BaHHAS MyTallUSIMU B Te-
He SCN8A» noaTBepKaaeTcsl Ha OCHOBAaHUU BBISIBJIEHHOTO
MaTOTeHHOTO (MJIM BEPOSTHO ITaTOTEHHOTO) HYKJICOTHI-
Horo BapuaHTa B reHe SCNSA mocpenacTBOM MOJEKYJISIp-
HO-TEHETUYECKOIo uccienoBanus [6—8]. I1pu aTrom Moryr
OBITH MCIIOIB30BAHBI TaKWE METONbI, KaK HCCIeIOBaHUE
TTOCJIEIOBATEILHOCT METOIOM ITPSIMOTO aBTOMAaTHYECKOTO
CEKBEHUPOBAHMSI MJTM MACCOBOT'O TTapaJUIEIbHOTO CEKBEHM -
poBaHUs, a TakXKe IMyTEM aHaiM3a NeNIelid/myTTMKaLil
reHa Metogamu TILIP, TTLIP B peasbHOM BpeMeHM, MYJIb-
TUTIJICKCHOW 3aBUCUMOI1 OT JIMTUPOBAHMST aMILTU(PUKALINI
30H]1a, XPOMOCOMHBIM MUKPOMaTPUYHBIM aHaTU30M [15].

MoneKkyIsIpHO-TeHETUIECKOE TEeCTUPOBAaHUE MOXKET
BKJTIOYATH IIeJIEBOE TEHHOE TeCTUPOBaHUE (MYJIBTUTCHHAs
naHesnb [4, 5]) UM reHOMHOE TeCTUpOBaHUE (KOMILJIEKC-
Hoe cekBeHUpoBaHue reHoma) [8]. TectupoBaHue TOJb-
Ko onHoro reHa SCNSA ucnionb3yercs peako [7, 8].
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JugdepeHyuanbHas oudzHoCmuka

OBI1 Heobxomumo auddepeHIMpPoBaTh CO CIEAYIO-
MU 3a00JIeBAHUSIMU:

1) aHOMAUSIMU CTPYKTYPHI TOJIOBHOTO MO3Ta, BEISB-
JISEMBIMM TIPM TIOMOIINA METOHOB HEWpPOBU3YyaIM3aIlui
(MarHUTHO-pe30HAHCHAs, KOMITbIOTepHAass ToMorpadus
TOJIOBHOTO MO3ra) [14];

2) HePOMETA0OIMISCKUMHU PACCTPOICTBAMHK, KOTOPHIE
MOTYT OBITh IPUYMHOM paHHe geTckoit D1, B ToMm umcie:

* MMMPUIOKCUH3aBUCUMAS SITVIICTICHS

s 1eULUT MUPUIOKcaMUH-5"-docdaToKcuIassl

(OMIM 610090);
* neduInT OMOTUHUAARHL,
* CHHAPOM AeUIINTA ITIepEHOCUYMKA TJIFOKO3HI 1;
* CHHAPOM AeUIINTa KpeaTuHa;
* medUIUT TojdoKapookcmiaazcuaTeTassl (OMIM
253270);

3) HapyIIeHUSIMHA OMOCHHTE3a CeprHa:

+ nedunur pochormmueparnernaporeHazsl (OMIM
601815);

+ nedunut dochocepruHaMuHOTpaHCchepassl (OMIM
610992);

+ nmeduuut pochocepurdocdara (OMIM 614023) [16].

lpuHyunel mepanuu

KoHTpons Ham mpuUCTynaMu IOJKEH OCYIIECTBISThH
JETCKWI HEBPOJIOT, UMEIOLIUI OIBIT JICUeHHSI SIUJIETICUH,
3HaKOMBIIi ¢ ¢apmakoTtepanueit SCNEA-accoumupo-
BaHHOU 3MUJIENICUU ¢ dHIEedatonaTue u e€ OTIMYUSIMU
OT JIEYEHMST CXOIHBIX PACCTPOMCTB (HampuMep, CUHIpOMa
Hpase) [12]. Ha naHHBII MOMEHT OITyOJIMKOBaHHBIX PYKO-
BOJCTB O JIEYEHWIO JaHHOTO 3a0oieBaHus HeT [10].

Heckonbko umccaenoBaHMil TTOKA3bIBalOT, YTO IMallM-
eHThl ¢ SCNSA-accouumpoBaHHoi DDI1 moaoXuTeTbHO
pearupytot Ha kinacc I[13I1, KoTopbie GJIOKUPYIOT HATPU-
€Bble KaHaJIbl: (PEHUTOMH, BaJbIIpOAaT, KapbaMa3eIH, Jia-
KOCaMUJI, JaMOTPUIXKUH, py(GUHAMUA U OKCKapOa3emyH.
BoJbIIMHCTBO MallMEHTOB MTPUHUMAIOT HECKOJIBKO Tpera-
paTOB M3 TaHHOM IPYIIbI, YACTO C HEMOJHBIM KOHTPOJIEM
MPUCTYIOB. B oHOM M3 MccienoBaHuit, B KOTOPOM TIPU-
HUMaJ1 yyacTue 4 mauueHTa, ObUl OTMEUYEH MOJOXUTEIb-
HBI OTBET Ha BBICOKHUE O03bl (peHUTOMHA [17,18].

Hpyrue I19IT:

* Kyoba3am (ogoOpeH YrpaBieHHeM M0 CAaHUTApHOMY
HaJ30py 3a KAYeCTBOM ITHIIEBBIX TPOAYKTOB U MEIH -
kameHTOB (FDA) npu cunnpome JleHHokca—IacTo
KaK OJIMH 13 BO3MOXHBIX METOIOB TePaIllM, a TAKXKE
SIBJISIETCS] OMHUM M3 CTaHIapTOB JiedeHus B EBporie);

* (peHOOapOUTAN (MTOKa3bIBaeT CBOIO 3(h(PEKTUBHOCTD B
KayecTBe KOHTPOJISI IIPUCTYIIOB, OJHAKO TUIOXO Tepe-
HOCUTCS U3-32 BJIUSTHUSI HA KOTHUTUBHBIE (DYHKIIMMN);

* JIeBeTHpaleTaM (HECKOJIBKO CeMeil COOOIIMIIN, YTO
Hea(hGEKTUBEH WM MHOTAA CBS3aH C YBEIMYCHUEM
YacTOThI MpUCTYTIOB [12, 19]).

Ecnu pucTymbl He KynmupyoTcsl MPUEMOM KOMOUHU-

poBaHHbIX [1DI1, BO3MOXHO Ha3HAYCHNE B KAYECTBE Tepa-
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MUY KOPTUKOCTEPOMIIOB, UMMYHOTJIOOYJIMHOB, CTUMYJISI-
TOPOB OJIYKIAIOIIEro HEpBa, KETOT€HHOM AMeThl, KaHHa-
ounounos [17, 12].

Becconnuma MoXeT IIPOBOLIMPOBATH ITPUCTYIIHI,
cBsI3aHHBIC ¢ MyTtanueil reHa SCNSA; tTakum o0Opas3om,
PEKOMEHIIOBAHO COOII0JeHE pexrnma cHa. Bo3aMoxHO
HaJIMYME allHOD BO CHE, YTO MOXET BJIMSATH Ha YacTOTY
MIPUCTYIIOB, TIOBeIeHNE M KOTHUTHBHBIC DyHKImu. [Mpu
MMOI03PEHUN HAa OOCTPYKTUBHOE WJIM LIEHTPAJbHOE alTHO3
BO CHE CJIelyeT IPOBeCTH NoarcomMHorpadwmio [20, 5].

KnuHunuyeckum cnyvai

IMaumenTka C., 2011 r.p., HaGbmOgaeTCSd B OTACICHUUN
TICUXOHEBPOJIOTUM W IICMXOCOMATUYECKON IaTOJIOTUH
®I'AY «<HMML 3noposbst geteit» MunsapaBa Poccuun
¢ Bo3pacTa 4 siet 8 Mec ¢ muarHo3om: «3DI1 (DI, pannss
nHda"TwiIbHas, TiI 13» (OMIM 614558).

Ilepunamansubiit anamue3. Pe6EHOK OT 2-i1 OGepeMeH-
HocTH (1-51 6epeMeHHOCTb — IEBOYKA — 3I0POBa), OCIOXK-
HEHHOI TUIIePIIPOJIAKTUHEMUEN, peaKIaMIICUeid JIETKOM
cTereHu Tskectu, Herpes zoster. Poabl 2-e cpoyHbIe OIte-
paTtuBHBIE (pyOel Ha MaTKe); TIPU POXICHWM Macca Te-
na 2990 r, oneHka 1o mkajue Amrap 7/8 6awios. B pommo-
M€ MpOBeIeHa HelpocoHorpadus, 3aKI0UeHue — Iepe-
OpasibHas uiemus 1 creneHu. BoimurcaHa oMol B CPOK.

Hacnedcmeennoliii anamues: y MaTepu B paHHEM JNIET-
ctBe 1 armm3on (peOpUIBbHBIX CYI0POT.

Pannee pasBuTtHe C 3aHepKKOI: TOJOBY HEPKUT
¢ 2 Mec, He Tynuia, TiepeBopayMBaeTcsd Ha OOK ¢ 5 Mec,
cuInT ¢ 6 Mec, XOOUT ¢ momAaepxKKou ¢ 1,5 ner. B Hacros-
11ee BpeMsI CaMOCTOSITEJIbHO HE XOIUT, He CTOMT — TOJIBKO
¢ noaaepxkoit. He rosoput. lleneHarnpaBiieHHOEe BHU-
MaHUe TPUBIICKACTCS, YASPXKUBACTCS HEIPOMOIKUTEIb-
Ho. OOIIeHNe MO XeJaHWI0. AHATUTUKO-CUHTETUIECKIE
MIPOLIECCHI 3aMeIJICHBI. B 11e;10M — BBIpaXkeHHast 3amepkKa
pPa3BUTHSL.

Anamnes 3abonesanus u @apmaxonsoeu4eckKuii aHamHes.
B Bo3pacre 5 mec (maii 2011 1.) Ha hoHe MPOBEAEHHOI BaK-
myHaumu (AKIC) otmMedeHo pa3BUTHE TAPOKCU3MOB B BU-
JIe TOHUKO-KJIOHMYECKUX CyIOpOT ¢ (DOKaTbHBIM HAYaJIOM,
IIOBOPOTOB TOJIOBHI B CTOPOHY (Yallle BIIPaBO) C BepcHUeit
IJ1a3 BBEPX U IIMAaHO30M HOCOTYOHOTO TPEYTOJIbHUKA, UIH-
TEJILHOCTBIO 10 3 MUH, C 4acTOTOM 4—5 pa3 B JeHb (MHOTIA
CEepHUIAHO II0 2 B CepUM) Ha IIPOTSLKEHUN 1,5 JieT, KynmupoBa-
JINCh MEAMKAMEHTO3HO IIPUEMOM Ara3ernama.

B Bo3pacre 6 Mec (uioHb 2011 r.) MHULIMMPOBaHA IIPO-
TUBOSIMIICTITUYECKAST TePaIIHsI IMperapaToM BaJIbIIPOSBOM
kucioTel 150 mr/cyT — 6e3 acpdekra. C mronst 2011 r. K te-
yeHu1o no0aBieH okckapbaszermmH 300 mr/cyr, ¢deHOOaAp-
OouTaa — IMHAMUKU HE OTMEYEHO.

B centsiope 2011 1. (9 Mec) KOppeKIus 1036l OKCKap-
6azenrHa 00 420 mr/cyT u beHobapdbuTana mo 20 mMr/cyT,
Ha (poHE Yero orMedyeHa YMEPEHHO ITOJIOXMTEJIbHAS M-
HaMUKa — TIPUCTYIIBI CTaJId BO3HMKATD pexe, 10 4—5 pa3
B MECSIII.

B Bo3pacte 1 roxg 1 mec (suBapp 2012 r.) yBeamdyeHa
JT03a BAJIBIIPOEBOI KMCIOTH 10 500 MT/CyT, CHIDKEHA 103a
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okckapba3senuHa 10 360 Mr/cyt, BBEIEH JeBeTUpALIeTaM,
oTMeHEH (peHobapOuTan — 6e3 adexTa.

B Bo3pacte 1 rom 2 mec (12.02.2012) — pasButue
SMUJIENTHYECKOro cTatyca. Bo3o0HOBIEH deHobap-
outan 10 mr 2 pasa B cyTku. JleBeTupaueraM ObLI OT-
MeHEH. 27.02.2012 yBenuueHa npo3a deHobapbuTaia
1o 40 mr/cyT — 0e3 addexra.

B mapte 2012 r. 1o 5 pa3 B TedeHue THS TOHUKO-KIIO-
HUYECKUE TIPUCTYMHI ¢ (hOKATBLHBIM HAyajoM C IOTepeit
CO3HAHUS.

B ampene 2012 r. cHmXeHa mo3a ¢deHobapOuTama
no 30 Mr/cytr, oTMeHEH Ipernapar BaJdbIIPOEBON KHC-
JIOTBI ¥ BBEIEH TONHMpamMaT O0 75 Mr/cyT — 0e3 BbIpa-
KEHHOW NWHAMHWKHM, OTMEYEHO HEKOTOpPOE CHIKEHUE
YaCTOTHI IIPUCTYIIOB B CYTKM, OJTHAKO OHU COXPAHSIJINCH
€XEIHEeBHO.

C 19 mo 22 mas 2012 1. HOYBIO cepusl U3 2 TIPUCTY-
OB C MHTEPBAJIOM 5 MMH, [ajee ITOBTOPSUIMCH KaxK-
neie 4—5 4. 19.05.2012 Obuta CHIDKEHa TO3MPOBKA TOIIM-
pamaTa 10 25 MI/CYyT — OTMEUYEHO CHIKEHHE IPUCTYIIOB
1o 1—2 pa3 B ieHb, 0OMHAKO 3(pheKT ObUT KPaTKOBPEMEHHBIM.

C urons 2012 r. ToBTOpHO BBEAEH MperapaT JIEBETH-
pauerama 600 mr/cyt, peHobapoutan 0,1 1/3 Tab:a. 2 paza
IJIATEIbHO, TormpaMar 12,5 mr/cyt murenbHo. [Ipomor-
XaJIMCh TOHMKO-KJIOHMYECKHNE TPUCTYITBI ¢ (hOKATbHBIM
HayvaJioM B BHUIE KpHWKa, TTOBOPOTOB TOJIOBBI B CTOPOHY
(4amie BIIpaBoO), IIMAHO30M HOCOTYOHOTO TPEYroJbHMKA,
IJIATEILHOCTBIO 10 3 MMH, YaCTOTOM M0 4—5 pa3 B CYyTKH
(MOTJIM TIPOTEKATh CEPUITHO 110 2 B CEpUN).

B mexabpe 2012 r. yBenuueHa mo3a JIeBeTHpalleTaMa
1o 750 Mr/cyT — OINMCaHHBIC BBIIIE TIPUCTYIIBI TTIEPUOIN -
YeCK1 BO30OHOBIISIIUCE.

B mapte 2013 1. B Bo3pacTe 2 roma 3 Mec IpomosrKa-
J0TCSI TIPUCTYMBI JUTMTEIBHOCTBIO 10 3 MUH. B Teparmio
BBEICHA BaJIbIIPOEBas KUCJIOTa B rpaHyiaax mo 700 mr/cyT,
CHIDXEHa I1o3a jeBeTupalierama g0 500 Mr/cyt, (peHOOap-
ouran 37,5 MIr/cyT — CHUKEHME KOJIUYECTBA IIPUCTYTIOB,
BO3HHMKAIOT B OTBET Ha 0OJIEBO pa3IpaXUTejb C 4acTO-
TOM 2 pa3a B MeCS1I.

B 3 roma c¢ 12.12.2015 cHmxXeHa no3a BaJIbIIpoe-
BOM KHCJIOTHI MNPOJOHTMPOBAHHOIO MOEMCTBUSI B TpaHy-
Jax mo 600 mr/cyr, yBenuueHa 103a JieBeTHpaleTama
1o 1000 mr/cyT.

B manHBIN mepuon MPUCTYIIBI UMEIN KJIACTEPHOE Te-
yeHue — 110 3-4 IHS B Mecd1l, OT 1 10 5 MpUCTYNOB B CYyTKU.
IIpu 3TOM B MEXIpUCTYNHBIN nepruon Ha BOBI'M snu-
JenTudopMHas aKTUBHOCTb He (pMKCHUpOBajach. Takxke
OTMEYAJIOCh, YTO TALMEHTKA ITOCJIe KaxKIOro Kiacrepa
MPUCTYIIOB Tepsijla MOTOPHBIC M KOTHUTUBHBIC HaBBIKU
C TIOCTICMYIOIITM HEITOJTHBIM BOCCTAHOBJICHUEM.

B cenrabpe 2016 r. B Bo3pacte 4 roga 9 mec, y4uThI-
Bas TaHHBIC TTPOBEICHHOTO TEHETUYECKOTO 00CIeIOBaHUS
¥ BBIsSIBJIeHHE MyTaliuu B TeHe SCN8A B Tepanuio BBEACH
npernapat GeHUTOMH.

C ampensg 2017 r. Ha (poHe Tepalnuu IMpernapaToMm ¢e-
HUTOMH MPUCTYIIOB He HAOJI0IAI0Ch.

ITpoBomuiack IMocTeneHHAs OTMEHA JIeBeTHUpalieTama.
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KnuHunuyeckne cnyyan

B ampene 2019 r. B Bo3pacTe 7 JieT MaTepbio peOEHKA
WHUIIMMPOBAHA IIOJHAs OTMEHA IIPOTHUBOCYIOPOXHOM
teparmu. Ha 3ToM hOoHE BO3HMK IIPUCTYH, COIIPOBO-
KIAOIIANCSA OCTAHOBKOW NBbIXaHUS, KIIOHUYECKUMU CO-
KpaIlleHUSIMA MBIIII BEPXHUX M HIDKHUX KOHEYHOCTE,
IJIUTETLHOCTBIO 2—3 MWH, KYIMMPOBAaH CaMOCTOSITEILHO.
ITocne npuctymna npoTUBOCYIOPOXKHAS TepaNus ObUIa MO-
CTeNEHHO BO300HOBJIEHA.

B gauBape 2020 r. pmo3a ¢eHUTOMHA CHUXEHA
¢ 175 mo 123 wmr/cyr, mo3a BaJbIIPOEBOM KHUCIOTBI —
¢ 750 mo 500 mr/cyT. I1prCTyIIOB HE OTMEYAIIOCH.

B deBpane 2020 r. HauaTO CHUXKEHME JO3bI BaJIbIIPO-
€BOI KHCIIOTHI ¢ TTocIeayonieii orMeHoi B anpese 2020 r.

Takum o6Opa3zoMm, peOEHOK MoJydal MOHOTEPAIINIO
nperapatoM (eHUTOMHA C TOJIOKUTENbHBIM 3(P(PEKTOM
B BUIIE KyITMPOBAHUS IIPUCTYIIOB M TTOJIOXHUTEIbHOMN TUHA-
MHKOI B TICUXOMOTOPHOM DPa3BUTUHU, YAYIIICHUN HABbI-
KOB CaMOOOCIIy>KUBaHMUSI.

Bo306HOBNEHNE TIPUCTYIIOB B CEHTIOpPE—OKTSI-
ope 2020 r. Ha (oHe HU3KOI MO3bI (DeHUTOMHA CBsI3a-
HO C MOBHILLIEHUEM Beca pebEHKa. [{o3a mpemnapaTa Oblia
CKOPPUTUPOBAHA, JOCTUTHYTA TepalleBTUIeCKasl KOHIICH-
Tpauus B KkpoBu 10 mrk/mit (Hopma 10—30 MrK/mit) ¢ Ky-
MUPOBAaHUEM SIMICTITUICCKUX TTPHUCTYTIOB.

B asrycre 2021 1. pe6€HOK mepeHEC POTABUPYCHYIO
WH(PEKINIO ¢ ToTepeil Macchl Tena, Ha (OHE KOTOpPOit
MPOSIBUJIOCH TOKCUYECKOe NeWCcTBME (heHMTOMHA B BUIE
TeNaTOTOKCUIHOCTHU C PE3KHUM ITOBBIIICHUEM KOHIICHTpA-
MY TIpernapara (KOHIICHTPALKS MCCIeIOBAaHMS TI0 MECTY
KWTEJIbCTBA B IUIaTHOM sabopatopuu). IlorpedoBanach
OTMEHa TIpernapara, Ha (oHe Yero MpUCTYITBl BO30OHOBH-
JINCh KaXIple 2 4 B TEUCHUE CYTOK, KyITMPOBAJIMCh BBEIC-
Huem auasenama. [Ipuém ¢eHuTorHa OLUT BO30OHOBIEH
B HM3KOH 103€ IO ITOCTOSTHHBIM MOHUTOPUHTOM KOHIICH-
Tpauuu ero B KpoBu. K Tepanuu nobdasneH 6yo0KaTop Ha-
TPUEBBIX KAHAJIOB — KapOaMa3eITnH.

06.12.2021 B Bo3pacte 9 JjieT Ha (DOHE paHHETo Ha-
CWJIBCTBEHHOTO MPOOYKICHUSI BOZHUK IApOKCU3M Hera-
TUBU3MAa, IICUXO3MOLIMOHAJILHOTO BO30YXIEeHUS, Ha (DoHe
KOTOPOTO Pa3BWICS MPUCTYII OCTAHOBKU MESTEIBHOCTH,
ITOBOPOTHI TOJIOBBI BJIEBO, HAOMIONAIMCh TOHHYECKOE
BBITSDKCHHUE PYK C TIOCTCAYIONIUMU KIOHUSIMHU, ITOTEPS
CO3HAHUS IJIUTEILHOCTBIO MO0 | MUH C BBIXOIOM B «3a-
TOPMOXEHHOCTh», BSIJIOCTh. [IpHCTYIT 3aperucTpupoBaH
omHOKpaTHO. Takke MamMa OTMeYaeT HaJIMYME TTOITO0HBIX
MapOKCU3MOB TIPM PacYEChIBAHUU BOJIOC: BO30YXIEHUE,
CTEPEOTUIIMN B KUCTSIX PYK, MPEUMYIICCTBEHHO B IIpa-
BOI, Jajiee OCTAaHOBKA AESTETBHOCTH C IIOBOPOTOM T'OJIOBHI
BIIPaBO, KOPOTKME KJIOHWHM B PyKaX, 3aTOPMOKEHHOCTb,
yepe3 20 MUH — COCTOSTHUME TIOJTHOTO CO3HAHMS.

07.12.2021 peruCTpUPOBAIUCH EAMHUIHBIC TIPUCTYITBI
00IIIell UITMTEIBHOCTBIO OKOJIO |1 MUH, IIPOBOLIMPYEMBIS
pacyéchIBaHMEM BOJIOC, B BUIE HAPYIIEHUS OCO3HAHHO-
CTH, TOHMYECKOTO HAIIPSKEHUS PYK, C 3aKaThIBAHMEM IJ1a3
BBEPX, ITOBOPOTOB TOJIOBHI BJIEBO, TOHMYECKOTO BBHITSIKE-
HUsS PYK C TMOCIEOYIONIMMH KJIOHMSIMH, TTOTepeli CO3Ha-
HUSI C BBIXOIOM B «3aTOPMOXEHHOCTB», BSIOCTb, KYITH-
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pOBaJIICh CaMOCTOATENbHO. [IpoBommiiachk IocTerneHHas
TATpALMs KapOaMa3elMHA C ITOBBIIICHUEM ITO3WPOBKU
10 17,6 Mr/Kr/cyr.

C 18.12.2021 mocTerneHHO CHMXanu 103y (PeHUTOU-
Ha B CBSI3U C TTIOBTOPHBIM Pa3BUTHEM TeIIaTOTOKCUIHOCTH
Ha (OHE MHTEPKYPPEHTHOIO 3a00JICBaHUS C KUIIEYHBIM
CUHIPOMOM. B 3TOT niepron oTMeyannch eIMHUIHBIC TIPH-
CTYIIBI TIepel CHOM B BHMIE TOHMYECKOTO HAIPSIKEHUS
TYJIOBHIIIA C TTOBOPOTAaMHU TOJIOBBI BJICBO, Hajiee KIOHUU
(6bmmaTepadTbHO-CUHXPOHHBIE TOHMKO-KJIOHWYECKUE TIpHU-
CTYIIBI ¢ (hOKaTbHBIM HAYajioM), TIOC€ — COCTOSTHUE BSI-
JIOCTH, 3aTOPMOXEHHOCTH C OTCYTCTBHEM CHa — 1 cepus
B MecA1 (1-e cyTku — 0ecroKoicTBO, 2-€ U 3-U CYyTKU —
1o 10 mpucTyIioB ¢ MHTEPBAJIOM 5—7 ¢ ¥ MEXKITPUCTYITHBIM
nepuonoM 1,0—1,5 4, 3aTeM moTHOE NCUe3HOBEHME TTPUCTY-
noB Ha 3—4 Henenun). B mexnpucrynmHoM nepuone Ha DOT
snmwIenTrdOpPMHast AKTUBHOCTD HE PETUCTPHUPOBAIACH.

19.02.2022 B Bo3pacTe 10 et mpoun3BeneHa KOPPEKIIUSI
MIPOTUBOCYIOPOXHON Tepariu — 100aBJIeH aHTUKOHBYJIb-
CaHT mepaMItaHen (1o 2 MT Kaxnaple 2 Held, 10 8 MTI/cyT)
B CBSI3U C COXPaHEHHMEM BBIIICONMCAHHBIX SIMJICTITHIC-
CKUX IIPHUCTYIIOB.

15.04.2022 B cBSI3U C COXpaHEHUEM SIMUJIEITUICCKUX
MIPUCTYIIOB B TePAIINIO ObLUI BBEIEH JTAKOCAMMII C TTIOCTETICH-
HBIM CHMXXEHHEM [IO03UPOBKU KapbamasenuHa. Ha stom
(oHe oTMeUYeHa TTOJOXUTENIbHAS TMHAMUKA — TIPUCTYIIBI
CTali MeHee MPOJOKUTEbHBIMU, n0 2—3 c. Yacrora
MPUCTYNIOB OCTAJIach TpexHel. B manbHeillieM B CBA3U
C HeAoCTaTOYHBIM 3¢pGEKTOM, yYallleHMEM MPUCTYIIOB,
a TakxXe TIOJIOKUTENIbHBIM 3 (deKTOM Kapbama3ernuHa Ha
YaCcTOTY W TSDKECThb IPUCTYIIOB MPOBEIECHO ITOCTEIIEHHOE
CHIKEHME JO3bI JAKOCAMMIIA 10 TTIOJTHOM OTMEHBI M TIOBBI-
LLIeH1e J03bl Kapbama3enuHa.

ITpu mocnegHelt rocnuranu3auuu B Bo3pacte 11 jer
B nekabpe 2022 1. BO3HUKAIU TOJBKO pedIEKTOPHO-IIPO-
BOLIMPYEMBIE TIPUCTYIBI B BUAE TOBOPOTOB TOJIOBHI (TIEpe-
MEHHasl JIaTepau3aliysi), najee ¢ pa3BUTHEM OMJIaTepaib-
HOTO TOHMKO-KJIOHMYECKOTO IIPUCTYIa KYIHUPYIOIIAeCs
camocrosTenbHo. [TpoBoLmpyommii (hakTop — pacuéchi-
BaHUe ToJIOBHI. TakuM o6pa3oM Ha (poHe Teparnuu mpera-
paTaMu KapbaMa3eIlrH U IepaMIlaHe]l JOCTUTHYTa OTHO-
CUTEJIbHAST CTAOMIM3AIIAS COCTOSIHMSI.

B HeBpoOIOIrMUECKOM CTaTyCce MMEIOTCS IPU3HAKK Hapy-
IIEHNs] KOTHUTUBHOTO Pa3BUTHSI, HABBIKM CaMOOOCITYKIBa-
HUS YaCTUYHO C(POPMUPOBAHBI (TIPOCUTCS B TyaJIeT, MOXET
CaMOCTOSITEJTEHO €CTh), OTMEUACTCSI MBIILIEYHAS] TUTIOTOHMS,
aTAaKTUICCKUIA CUHIPOM, CaMOCTOSITENIbHAsI XOah0a OTCYT-
CTBYIOT, TOJIbKO C OMHOCTOPOHHEN MOIIEPKKOM.

Co c10B MaMBbl, B HACTOSIIIEE BPEMSI ITOCIIE IIPUCTYIIOB
He OBbIBaeT perpecca HaBBIKOB, UMEETCS YIydIIeHUE Ha-
CTPOCHUSI.

Pesrome hapmaronoeuneckoeo anamunesa. JleBouka 1o-
Jnydana MHoxecTBo [1DI1 B pa3nmyHbIX KOMOWHAIUSIX.
B 1ienmoM maHHBIE (hapMaKOJIOTUYECKOIO aHaMHe3a II0-
Ka3aJM, YTO MPUCTYIIBI CTAJIM BO3HMKATh pexXe Ha (poHe
mpuéMa KOMOMHAIIMI OKcKapbazenuH + dheHobapouran +
Ipernapar BaJbIIPOEBOM KUCIOTH (10 4—5 pa3 B MeCsI),
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¢deHobapouTan + TomumpamaT — Yyd4alleHHEe IPUCTYIIOB
mo go 1-2 pa3 B neHb. Ha ¢oHe mpuéma KomOMHaLIMM
BaJIbIIpOEBast KMCJI0Ta + KapbaMa3enuH Habmoganach 1mo-
JIOXKUTEIbHAS TMHAMMKA B BUIIC YMEHBIIICHUST KOJIMYECTBA
npuctynoB. Ha ¢oHe BBemeHus1 (peHUTOMHA OTMEUEHO
MpeKkpanieHue MpUcTynoB B TedeHue 2 neT. OmHaKko Tpe-
Iapat MPUIIUIOCHh BEIBECTU M3 IPUMEHEHMS B CBSI3U C BBI-
paXeHHBIMU TTOO0YHBIMU 3(P(PeKTaMU U BBECTH Mperapa-
TBI, OJIOKATOPHI KAJIBIIUEBBIX KaHAJIOB ((DMHIICTICHH, JIAKO-
caMmII), a TAKXKE BBECTH IIperapar rnepamIiaHes, KOTOPhIi
roxasan cBoio 3¢ ¢GEeKTUBHOCTD MPU couyeTaHUM (hOKaJIb-
HBIX U OMIaTepalbHO-CMHXPOHHBIX TIPUCTYIIOB C HEIOJ-
HOM KJIIMHNYeCKOM 3(p(EeKTUBHOCTBIO B BUIE COXPAaHEHUS
PeOKUX SMIWICHTUICCKUX ITPUCTYTIOB.

Pezyavmamut  06caedosanus. Buneo-D33I-MoHuTO-
puHT (BOBI'M), HEOMHOKPATHO TIPOBEAEHHBIN B paHHEM
BO3pacTe, HE BBISBISUI HATWYWS SMJICITUOOPMHON aK-
tuBHOCTH. B Bo3pacre 1 rog 6 mec — BODOI'M: ormeuaror-
csl IPU3HAKY UPPUTALIMU W CYOKIIMHUYIECKIE OYaru 3IH-
JIeNTUMOPMHON aKTUBHOCTUA OCTpasi BOJHA—MEIJICHHAS
BOJIHA, OCTpast BOJIHA U CIIAiK B LIEHTPAJTbHOM OTBEICHUU.

B 1 rom 11 mec — BOBI'M: He3HauuTeIbHAS MEX-
MOJIyIIapHasi aCUMMETpHSI, OOJIbIIIE CIIpaBa, C 3aIePKKOM
dopmupoBanust DI Mo Bo3pacty, oyaraMu CYOKIMHU-
YeCcKOi anmaenTU(@OpPMHOII aKTUBHOCTH OCTpasi BOJIHA—
MeUICHHAsI BOJIHA B IIPaBOi JIOOHO-IIEHTPAIbHO-TICPEeI-
HeBUCOYHOI obnactu. [IpocnexuBaercss popMuUpoBaHUE
BO3pacTHOM (a30BO-CTPYKTYPHOM OpraHM3aliuy CHA.

Puc.1. 33T nauymeHTKM, 9 net 11 mec: npucryn.

KnuHunuyeckne cnyyan

B Bospacte 4 roma 1 mec — BOBI'M 161 u
o1 26.01.2016—02.02.2016 (LIBH um A.A.KazapsiHa) B co-
CTOSTHUM OOIPCTBOBAaHUSI, C 3aITMCHIO CHA: BO CHE 3apeTH-
cTpupoBaHa (okKajabHas 3MuaenTu(GOpMHas aKTUBHOCTb
B JIEBOM BMCOYHOI, MpaBoil 3agHETO0HO-BUCOYHON 00-
JIACTHM C TEHIACHIIMEH K pacIpoCTpaHEHUIO Ha DJIEKTPOIBI
cKynoBou myru. MHOEKC MpeacTaBIeHHOCTU SIHJICIITH-
(GOpMHOI aKTUBHOCTU HU3KUi1. Bo BpeMst 60apcTBOBaHUS
SOUIETITU(OPMHON AKTUBHOCTU HE 3aperuCTPUPOBAHO.
3amemieHne (pOHOBOTO pUTMAa, SMUJIENTU(HOPMHAS AKTUB-
Hocte F7—T3 u F8—T4—T6. 3apernctpupoBaHbl 3 mpu-
CTyIa: MUOKJIOHUKO-TOHUYECKUIA, TMIIOMOTOPHBIM, Hajiee
TOHUKO-KIIOHUYECKUN.

B Bo3pacte 8 net 11 Mmec — BOBI'M: ocHOBHOIT pUTM
COOTBETCTBYET Bo3pacTty. Bo BpeMst uccienoBaHus peaKue
peruoHajbHbIC 3aMeJICHUS B BUIEC OMMHOYHBIX 1 CIPYII-
MMPOBAHHBIX HEPUTMUYHBIX KOJIEOAHUI TeTa-BOJH B Jie-
BOI1 TIepeaHe-1IeHTPaJIbHO-BUCOUYHOM 00MacTh. 3a BpeMst
WUCCIIeIOBAaHUS SMIWICHTU(MOPMHON aKTUBHOCTU, SITH-
JIENTUYECKUX TTPUCTYIIOB U MX DD -1aTTepHOB HE 3apeTn-
CTPHUPOBAHO.

B Bozpacre 9 et 11 mec — mmrensHoe BOOI'M — 3a-
GUKCHPOBaH SIUJICTITUYECKUI ITPUCTYI: KOPOTKOE 3aMe]I-
JIeHUEe B MpaBoii JIOOHO-LIEHTPAJIbHOI 00JIaCTU, 3aTeEM —
reHepaau3alns ¢ MOSBICHUEM PUTMUYHBIX KOMILIEKCOB.
bunartepanbHbIi TOHUKO-KJIOHWUYECKUI MPUCTYIT ¢ o-
KanbHbIM HavyasioM. [IpucTtym ObU1 CIIpOBOLIMPOBAH pacue-
CbhIBaHUEM peOeHKa.

KOpOTKOE 3amefneHune B npaBoM J'IO6HO-LleHTpaJ'IbHOI7I obnactu, 3aTem reHepanunsayma c noasneHnemM pUTMNYHbIX KOMNIEKCOB. anaTepaanbu?l TOHWU-

KO-KJTOHMYEeCKNIA NPUCTYN € GOKasbHbIM HayanioMm.
Fig.1. EEG of the 9 years 11 months girl patient: attack.

A short deceleration in the right frontal-central region, followed by generalization with the appearance of rhythmic complexes. Bilateral tonic-clonic

attack with focal onset.

Clinical cases
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KnuHunuyeckne cnyyan

Ananus nanubix MPT:

MPT (2012 r.) — yMepeHHOE pacIIMpeHne Hapy>KHBIX
JIMKBOPHBIX TPOCTpaHCTB. CyOKOPTUKAIbHASI JICHKO3HIIE-
damonaTus.

MPT (2013 r.): mepuBeHTPUKYJISIpHAsI JieiiKoaHIIe(Da-
JIOTaTus JIETKOM CTeNeHU, pacilupeHue cydoapaxHouaaab-
HBIX IIPOCTPAHCTB.

Puc. 2. 23T naumeHTKN, 9 net 11 mec: KoHel, npucTyna.

MPT (2014 r.): mepuBeHTPUKYJISIpHAs JIeliKO3HIIe(Da-
Jnonatusd, nérkoe pacmmpenne CAIl, moaoxuTenbHas I1-
HaMUKa.

MPT (2021 r.): MP-kapTtHa aTpo®UYeCKuUX M3Me-
HeHUI remucdep Mo3xKedka; naMeHEHHoro MP-curHana
B 3aTBIJIOYHOM KOCTHU (B 00J1aCT CUHYCHOTO CTOKa), BEPO-
SITHO TeMaHTHOMa.

Fig. 2. EEG of the 9 years 11 months girl patient: the end of the attack.

Puc. 3. 93T naumeHTKy, 9 net 11 mecaues: I3 60apcTBOBaHNA, HOpMa.

Fig.3. EEG of the 9 years 11 months girl patient: wakefull EEG, normal.
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Puc. 4. MPT ronoBHoro mosra nauueHTtku, 11 nert, T2-B3BelUeH-
Hoe n306paxkeHune, akcnanbHbIi cpe3: MP-kapTiHa aTpo-
duruecknx nsmeHeHuit remmchep Mmosxeuka; U3SMeHEHHOTo
MP-curHana B 3aTbUI0YHOW KOCTU (B 0611aCTN CUHYCHOTO CTOKaA),
BEPOATHO remaHrnoma.

Fig. 4. MRI of the 11 years girl patient’s brain, T2 weighted im-

age, axial load: MRI picture of atrophic changes in the cerebel-
lar hemispheres; an altered MR signal in the occipital bone (in

the area of the sinus drain), probably a hemangioma.

JInarHocTHYECKHii MOMCK. B CBsI3M C BBISIBJICHHBI-
MM HM3MEHEHUSIMM IO NaHHBIM HEWpOBU3yalIM3alluu,
a Takxke y4uThIBasi JaHHble BOOI'M, ObL1 nipeamnoioxeH
CTPYKTYPHBII reHe3 SMMJICTICHU, TTOCKOJIbKY OTMeYaIcs
(bokanbHBIN XapakTep MPUCTYIIOB, PErMOHAJIbHBIC W3-
MEHEHUsI, 110 KJIMHUYECKO KapTUHE MPUCTYIBI TOHU-
KO-KJIOHUYECKHE, a TakKXKe OMNpeNessiiuCh JOKaJbHbIe
nsmeHeHus1 Ha MPT rojsoBHoro mo3ra. OgHako B CBSI3U
C OOILIMM TSIKENBIM COCTOSTHUEM peO&HKA [0 OCHOBHOMY
3a00JIeBAaHUIO C BHIPAXXCHHOM 3aepPKKOI IICUXOMOTOP-
HOTO Pa3BUTHUS U KOTHUTMBHBIM nebuuuToM, audde-
peHIMaIbHasl AWarHOCTUKA MPOBOAMWIACH C TeHEeTUYe-
CKMMU STWJICTICUSIMU.

B 2013 r., yuutbiBasg Hajauuue (HeOpUIbHBIX MPU-
CTYIIOB B aHaMHe3¢ y MaTepu, aJbTePHUPYIOIIYIO Bep-
CHIO TOJIOBBI B IIPUCTyNax y peOEHKa, OblIa 3aIiomo3peHa
SCNIA-cBs13aHHas snwerncus. Takxke ObLIM MTPOBeIESHbI
MHOTOYMCJICHHbIE TeHETUIECKUE UCCIISTOBAHMS IS -
(bepeHILIMaTbHONM TMATHOCTUKU C APYTMMU 3a00JI€BaHUSI-
MU, TIPY KOTOPBIX B CTPYKTYPE 3a00JIeBAHUST UMEETCS STTH -

Clinical cases

KnuHunuyeckne cnyyan

Puc. 5. MPT ronoBHoro mo3sra nauneHtku, 11 net, T2-B3BelueH-
Hoe n306pakeHune, caruTTaNbHbIN cpe3: MP-KapTuHa aTpo-
Puuecknx nsmeHeHun remrncdep MosKeuka; U3SMEHEHHOroO
MP-curHana B 3aTblIOYHOW KOCTU (B 061aCTi CUHYCHOTO CTOKaA),
BEPOATHO remaHruoma.

Fig. 5. MRI of the 11 years girl patient’s brain, T2 weighted
image, sagittal load: MRI picture of atrophic changes in the
cerebellar hemispheres; of an altered MR signal in the occipital
bone (in the area of the sinus drain), probably a hemangioma.

JIETICUSI: MCC/IeAOBAaHUE YPOBHSI aMUHOKMUCIIOT, OpraHuye-
CKUX KMCJIOT M 3(pMpPOB KapHUTUHA METOIOM TaHAEMHOM
macc-cnektpomerpuun, BOBS, uccienoBanue kaproTuna,
MPU aHATM3€ KOTOPBIX 3HAYMMbIX MTATOJOTUYECKUX OTKIIO-
HEHUI He ObLIO BBISIBJIEHO.

B 2016 r. ObII0 MpOBeACHO CEKBEHUPOBAHUE 3K30-
Ma, KOTOpO€ IMO3BOJIMJIO BBISIBUTh HYKJICOTUIHBIA Bapu-
aHT c.4443 4444 deliusTG B rene SCN8A, npuBoasiuii
K nenenuy aMuHokucaotr Met 1 Thr u Bcraske lle u Ala:
p:M1481_T1482deliuslleAla. DTOT BapuaHT He ObLT OMU-
CcaH B MUPOBOI1 TUTepaType paHee, UTO He MO3BOJISIET MPO-
BECTU CpaBHEHUE (DEeHOTUIIa JAHHOTO pebEHKa C APYTUMU
Mal¥eHTaMu ¢ TeM ke reHotunoMm. OOHapyXeHHbIN Ba-
PUAHT ObLT BAJIMAMPOBAH IMPU MOMOIIU CEKBEHUPOBAHMS
no Canrepy. C 1esblo onpeaeneHus ceMeiHoil cerpera-
LMY MyTauMu ObLT MPOBEAEH TOMCK y poauTesieil mpo-
0aHJa, KOTOPBIM doKa3ajn e€ cropamluyeckuil xapakrep,
TEeM CaMbIM Oblj1a yCTaHOBJIEHAa MyTalus de novo. Pe6EHoK
KOHCYJIbTUPOBAaH TE€HETUKOM — J.M.H., Npocdeccopom
E.JI. Japanu.
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KnuHunuyeckne cnyyan

3ak/oueHve

JlaHHBIN KIWMHUYECKWI Ccllydail TIpeacTaBisieT WH-
Tepec, IOCKOJbKY OTIMYACTCSI OT TUIMYHOIO TEUYEHMUS
3a00JieBaHUSI HaJWYMEeM Y MAlMEHTKA aCUMMETPUIHBIX
SMUIETITUYECKUX TIPUCTYIIOB B BUIE HAPYIIIEHUSI OCO3HAH-
HOCTU, TOHMYECKHM HAIPSKEHUEM PYK C MOCIEAYIOMNM
MepexooM B TOHUKO-KJIIOHMYECKUE IPUCTYIbI, ITPOBO-
LpyeMble pacyéchlBaHUEM TOJIOBBI, T. €. pedIeKTOpHbIe
npuctynel. B paHHeM Bo3pacTe Takxke OTMeUaluch ped-
JIEKTOPHO-TIPOBOIIMPOBAHHBIE MPUCTYIIBI — IPOBOKAIIUS
00JIEBBIM BO3IEHCTBUEM — B BUIIE TOHUKO-KJIOHUYECKUX
MPUCTYNIOB ¢ (DOKAJIbHBIM HayajoM. Takue NpPUCTYIbI
HUKOIIa He HaOJomainch B (DEHOTHUIIAX, CBSI3aHHBIX C
SCNSA, B cBSI3U ¢ YeM IaHHBINA KIMHUYECKUI cllydail no-
0aBJIsIET HOBBII CUMIITOM K CITEKTPY PaCCTPOIMCTB, CBSI3aH-
HBIX C 3nujenTu4eckoii sHuedanonarueit SCNSA.

Heob6xogumo ormeTuth, yto BOOI'M B paHHeM B0O3-
pacre, a TakXke B ITOCJIeAYIOIINE TOAbI, B MEXKITPUCTYITHBIN
MepHOoJ HEPEIKO MOKa3bIBaJl OTCYTCTBUE SMMICHTU(DOPM-
HOI1 aKTUBHOCTH, YTO TaKXke He XapaKTepHO IS JTaHHOIO
Buna D9I1.

Taxke CTOMT MOAYEPKHYTh, UTO paHee, 10 2-JIETHETO
KyNUPOBaHUS TIPUCTYNOB Ha (oHe Tepanuu (PeHUTOU-
HOM, KaXIbIil KJ1acTep MPUCTYIIOB BBI3BIBAJI perpecc pas-
BUTHUs. B HacTosIee BpeMs, TIOC/ie BBEACHUS B TEPAIIMIO
KapbamasernuHa, UMEIOTCS IMPUCTYIIBI IPEUMYIIECTBEHHO
pedIeKTOPHO-TIPOBOLIMPOBAaHHBIC, HE BBHI3BIBAIOIIUE PE-
rpecca HaBbIKOB.

CrenyeT TIOMHUTD, YTO IMArHOCTUKA U AU depeHII-
aJibHasl TMarHOCTUKa (hapMaKOPE3UCTEHTHBIX SIUJICTICUI
CJIOXHA W MHOTIA 3aHMMAaeT JUTMTEIbHOE BpeMsl, OTHAKO
HeoOxoauma JJjis TIoOMCcKa BO3MOXHOM TapreTHOU Tepanuu
C 1IeJIbI0 YMEHBIIEHUSI KOJIUYECTBA MPUCTYIIOB, YIydIlle-
HUS pa3BUTUS peOEHKa, a TakKKe IMOBBIIIEHUSI KauyecTBa
>KM3HU TAlIUEHTAa 1 €TI0 CEMBbU.
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