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ot 07.12.2020
IMammenT: MakcuMoB MaTseit AHIpeeBHY J.p.- 8 aer (31.10.2012 r.p.)

AHaMHe3

CemEMHRBIN aHAMHE3! HE OTATOIIEH.

IMepunaranpubiii anaMies: He oTssrouleH. bepeMeHHOCTE = 0/0; poasl - Ha 40:mex, MITP
dxr, A 9/96.

Pannee pazeuTHe; 10 BO3pacTy Jlo'3 JeT.

C cetrsadps no oxTadpn 2014 roya pedenok nepenec 3 OPBU noapsn 6e3 TemMiepaTy pHOH
pPeAKIHH. )

B oxrsi6pe 2014 roga y pedeHKa BICPBHIC TOSBHIINCH ABJACHMS ATAKCUM U BEreTaTHBHbIX
HAPYIICHUH {(JacThie HKOTa, 3¢BOTAa, TIPOQY3HEIE MOTEI BO BPEMS THEBHOrO CHA), JKall0OBL Ha
HEBO3MOIKHOCTD 3aCHYTh., O THOKPATHO OTMEYATTH 3MU30/] 3aMUPAHUS, 10 3 MUH.
31.10.2014 rona BeUyepoM 0 JHOKpaTHAs pROTa, 0JIETHOCTh KOXKHBIX TIOKPOBOB, BO3MOXKHO
roI0BOKpYKeHHe, aTAKCHd, TIoTeps paBHOBecHs. I [poBeaeHbI 06caeI0BaHMs, BKIIIOYAs
aHAIM3b! KPOBU U MOUH (HOPMA).

I =30 muk, BIITM nounoe (2 rojia) — HOpMa,

MPT (PIKB) — oTek cnM3UCTON B BO3AYIIHBIX SUSHKAX IUPAMU/IbI JIEBOH BUCOYHOH KOCTH.
JMarHoCTHPOBAIM — CPEIHUI OJHOCTOPOHHUI OTHUT, TAOUPHHTHUT.

[Mposenen Kypc a/6 Tepanui, Bee SIBACHUA paHee OMUCAHHBIE TPOIILTH,

B cenrsadpe 2015 rojxa rmosBuics HOUHOU CKPEXET 3y0amu (Opykcuam ?), 4y Th M03Ke
OTPbUKKA, HEPUOIUUCCKN BOZHUKAIOIIAA HKOTA, aBTOMATH3M ( «TYIISTHUE) A3bIKA,
YCHITHBAIOIIEECS IIPH YBIICUEHHUH HIPOH ), B HOSIOPE ~ MEpHOIMIECKA JKaTo0bl HA OTCY TCTBHS
3peHHUA B JICBOM rlasy, ( yarie nocie npodyKieHus).

Peberok OBIT OCMOTPCH HEBPOAOTOM, OKYJIMCTOM — IMAaTOTOTMH HE BBISBICHO.

18 nexadps 2015 roaa — GeGpuIEHEIC Cy10pOTH Ha (POHE BRICOKOM TeMmepatTypsl (39,57%).
[‘ocnurann3npoBadbl B MHQEKIIMOHHOE OTACICHHE — BBINMMCAH Uepe3 HEAEIIO.

Boiisine MpoBOKanniO HA BEICOKYIO TEMIIEPATYPY HE OTMEYaJIOCh,

17 susaps 2016 roga ~ oOMsiKaHUe ¢ YTPATON CO3HAHUS U IOCIEYIONUM CHOM B JICTCKOM
cajty, 3a 30 MHHYT 10, IOTEPH CO3HAHUS peOeHOK MOKaTOBaJICA Ha TOJIOBHYIO DOJIb.
["ocrutanu3upoBaH B aeTckoe comatuueckoe otaefienue LD, nazuaqancs Kousynekce -
He TIPHHUMAIIH,

27.01..2016 —MPT ronoBHOTO Mo3ra ¢ aHruorpadueii cocy 0B TOIOBEI U LIEY
(Mopo3zoBckas neTckasi ropojckasl KIMHu4Yeckas 00JbHUNa) —HopMa.

B nous ¢ 8 na 9 ¢gespans 2016 roaa ObLIK NEPBLIE [CHEPATUIORARHEIC TOHUKO-
KIIOHHYECKHe CyI0pOord Ha (JoHe MONHOro 3A0poBhs BO ¢cHe B 4.30 yTpa
(IpOAQKUTEIBHOCTRHIOI0 5 MUHYT ¢ TTOCTSAYIOUINM CHOM):

Houtioit BOI9M (9 terpans 2016 r) ¢ Bugeo-pukcanmeit aMUACHTHIECKOTO IPHCTYIIA!
«MYTBTHPETHOHAIbHAS DA, STIMICHTHIECKUN aKCHATBHO-TOHWYESCKHH cra3M, U Mo YTpo
I'Clly».

C 10 depans pedeHOK HAUUHAET [TOIYUYATH TPOTUBOCY HTOPOKHYIO Tepanuto ([lemakun
Xponuochepa 200 mr/cyr) —HS: TpeMop, B3AparuBaHus, Ha (OHE YBCAUUYCHH TO3APOBKH
yyYaleHHue B3iparuiBaHni, arakcus.

3amena Ha Kennpy — BhIpaKeHHOE YUaIICHUE SMHICIITHYCCKUX MUOKIIOHUH 1 TIOABIICHHUE
aKCHATBHO-TOHUUECKAX TPUCTYTOB, + TomaMake ~ mosiBlieHue abeaHCOB.
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KymupoBanuce seefieHreM Penanuyma. OtMena Tormamaxe.

OTMeuanoch CHIKEHHE KOTHUTHBHBIX HABBIKOB.

BOM (18.03:16) — oHOBas pUTMHKA YMEPCHHO 3aMeICHa,s OCHOBHON PUTM COXpaHeH.
Juddysusie U reHepanmi3oBaHHbIe pazpaan! (MHoraa D>S), 36 NpUCTYIIOB 1O THITY
HUAENTHYECKOTO MUQKIIOHYea (B3/IparuBanue, 3aBeAeHue T11a3 K BepXy, IPOMapruBaHue,
HeOONLINOU TPONYILCUBHBIA KHBOK IOJIOBBL BIICPEN).

C .28 maprta no 1 aupens - Ha GoHe npuema Kenmps! v 3apoHTHHA PEMUCCHUS 110
MHUOKJIOHHAM W KHBKaM{ HO MOsIBUIINCH CEPUIHHBIC a0CAHCHI,

Ha done Kenmpa, 3apoutun, Jlamukran — HesnauutenbHoe yiydenue. [pu otvene
Kenmnpe! - cHmKenye npuctynos. Ha dome JleKcaMeTa’oH — apTepHATbHAS THIIEPTOHHS.

B nexa6pe 2016 r godapnstau T puienTan, mpy yBeaudeHud 103upoBku 1o 300 Mr/cyT
LOSIBUIIACH JUILIOTHSL, TOJOBOKPYIKEHU S, YHACTUINCH IPUCTYTIBL. B manmpHelneM npenapar
OBl OTMEHEH.

Hpnauman Kopred — 6/0T9eTIHBOTO MOTOKHTENBHOTO dhdeKTa.

Kousyneke 475 mr/cyt, 3oHerpan 150 Mr/cyT; marmodepan-2 2,5 T/cyT.

BpeMmeHnamu cepuifnbie HOYHBIE TeHEPATH30BAHHBIE TOHUKO-KJIOHHYECKHE TIPUCTYIIL
(OPaKTAYCCKU KOKIYIO HOYb), C Mast 1 7r— THEBHBIX TIPUCTYIIOB-HET. TemoBas 3ajiepxiKa
Pa3BUTHS, OTMEYacTCs HaOOp HOBBIX HABBIKOB, XOPOHIas NaMSTh, IHIICPaKTHBHBIN.

Xomut B JIOY.

Ha ¢one npueMa Konsynexca 330 mr/cyT, [Tarmodepan 140 mr/cyr (ryamui oG exT) —
NOCTElIEHHO YPEKEHUE TPUCTYIIOB (BapbHpoBanio oT 5 1o 20 3a HOUB).

HHoREnOH — arrpaBanus.

Keronuera 3;:1 — 6/9.

llocne BUUIT —xopomutt o dext no npuctynam.

Kutonio 2020t mpucTymbl ypeauucs 1o 1-2 3a Houb, He ObLTo cepuitibrx (3-4 s B MECs
0e3 npuctynos). € 2018 r'— MHOKIOHHIECKHE IPHCTYIIBI YiKe He OTMEYAIOT.

B nrone 20r neperec TKeNY0. DHTEPOBUPYCHYIO HHPEKIHIO, ¢ Iuxopaakoi (40C), mocne
9ero arrpapalys IPUCTYIIOBR, HOSBUIIUCE CTATYCHI aDCAHCOB OT HECKOJIBLKHX HACOB J0
Heckonbkux gHeH, BTKII 10-60 cex (esxenoinno). Kynupopaiuce JIuazenamom, ¢
HenoaHbM pdextom (1020 M 3a CYTKH).

BIOM (24.07.20) — «don 3ameen. updysnas; budporTanbHas 1 My IbTUPETHOHANBIHAS
DA, 2 npucryra BTKIT».

BOM (09.10.2020) — «3ameuienue HOHOBOM puTMHUKH. JJOMHHUPYET JTOBOJILHO pPUTMUYHAS
augdysHas Tera-akTuBHocTh. OP 56 I'i, bparmentapen. Jluddysnas u dudponraibuas
DA, PDA B sieBoit n1ipaBor ToOHOH o6nacTh. 3aperuCTpupoBaHEl aTHITHYHEIC aGCaHCH,
BTKID».

B moenenyrommx D91 (03.12.20) — «nuddysusie u 6udpoHTANIBHBIE, 3AIHEIPOSKITTOHHBIE,
enuundneie POA B F4, F3, HU3KUM U cpeAHHM HHACKCOM. TIpueTynel —kopoTkue
reHepaTi30BaHHbIC TOHHYECKUE ITPUCTYIIBL C TIEPEXOI0M B ATHITHHHEIN abcaHcy.

B HIIII Connneso B Tepanuio BkIourd Kousyiieke 600 mr/cyt, Cykcuinen 750 Mr/CyT,
Tonmpamar 75 mr/cyr, @enobapdutan 0,1 Mr/cyT.

Yacrere mytanuun 8 POLG, FGF21, cekBennpoBanue TPP1 (MI'HLI) — otprm.
CexpenupoBanne SLC2A1 ~ Hykneoruauas 3amena ¢hrl:43392819G>T — ne
[1aTOrE€HHBIN BapHaHT.

TMC - 6e3 narosiorum.

MLPA Ha 9acTHIE MUTOXOHIPHANBHBIE [IPHYUHBI — OTPHUILI.

IManeas HacliencTReHHBIE 3NIMIENICHN — TETEPO3UTOTHBIE MyTanuyu B TeHe SCNTA
(chr2:166905439C>T, c.985G>A, p.Gly329Ser), SGSH (chr17:78190860G>A;
[ETepO3Ur0Ta, HECOOTBETCTBUE KIMHUHECKON KapTUHE).

[To Conrepy tpuo — Bapuant B reie SCN LA obuapyxeH y oTna.



IIpu ocMoTpe: MBIHIedHbIE TOHYC — MU OYIHO HE3HAYUTETEHO CHUKEH; JUCKOOPAUHAIAS,
arakcus. bpamakuneswst, Opanudpennst. CXP xupple. CrionoTeuenue. J(usaprpus.
MoTtopHas HelToBKOCTE. T YPOMOABIKHOCTE TOAEHOCTOMHEBIX ¢ycTaBoB. Ha mpocteie
BOTTPOCHI OTBEHAET, MpaBUIbHO. Bee 25 Kr.

3akaovenne: enepani3oBaHHAL SITHIETICHS, HCYTOMHEHHON STHONOTHH, BEPOTSHES BCErO
reneTHyeckoil: Duunenruyeckas sHuedanonarus. CTaTycHoe TeYeHHE MPUCTYIIOB (A0CaHCHI,
["TBKII).

["ereposuroTasiii Bapuant B rere SCN1A(¢.985G>A) He onucan B iuTeparType, OHAKO IpyTUe
AMUHOKHCHOTHEI® 3aMeHBl B TOM K€ TTOJOKCHUH OMUCAHB! KaK [IPUYHMHA 3a00/IeBaHMs Y- ITALHCHTOB C
cuaapomom Jpase u GEES+ (¢ mrosiHON 1IeHeTpaHTHOCTHIO). AJITOPUTMEI HPeACcKa3atus
CBUIETEIBLCTBYIOT O HATOICHHOM BIIUSHUU BapHaHT Ha OCTOK, 4 TAKOKE 3aTpariBaeT
KOHCEPRAaTHRHYIO aMHHOKHCIOTY, Heo0XomuMo noodcinefoBaiue 0THA JUIS HEKITFOYEHHS
Mo3auln3Ma, 1 QYHKUMOHAIBHEIM aHamn3 Ha BapuauT. [[py HCKIIFOUEeHUN TIATOTCHHOCTH BApHanTa
LEJIeCO0Pa3HO IIpOBeIeHUE TIOJHOTEHOMHOIO CEKBeHUPOBAHUS H aHAIN3a AUKBOPA Ha HMMYHHO-
OTOCPEIOBARHYIO FMUIIEIICHIO,

Haznavenus u pexoMeHaHH

1. ‘TTpuem mpotusocymopoxioi teparun: Koupynexe 600 mr/cyT, Cykenien 750 mr/cyT,

Tomupamat 75 mr/cyT, @enobapoutan 0,1 Mr/cyT.
B mmanax mocreneuuas otvena Genodapdbutal.

2. Ilpu3arsxHBIX IPUCTYTIAX UCTIOJIB30BATE peKTalbHbd HuaszenaM uin OyKKaTbHBHL
Mupazonam (ne 3aperucrpupoBal 8 PO, odopmierue yepes BK mo-M/x, mo
nocranopiieHuio [papurenpeTea Ne203 )8 mo3e 10 mr,

[TonpoOoBaTh HCKIOUUTH MOJIOYHBIC TPOIYKTHL.

4. Tlocne 2 net mokaszaHa yeTaHOBKa CTUMYysTopa Omyskparouero neppa VNS — 8 HUKH
Hepuarpun um Bensruinesa (Gapxot Garroesuy +7.985 269-43-37 Botcar).

5.~ .Cexsenuponanue Canrepa rnpobdauja uorua Ha BapuadT B reHe SCN1A ¢ momolpto
OYKKaIBpHODPQ SNUTENHS. 3aTeM — QyHKIMOHANEHEIN aHann3 B nadboparopuun MIHIL
(HammcaTh Ha TTOUTY).

6. Broppmv 3Tarom ~ noJHOreHOMHOE CeKBeHUPOBAHUE.

7. Tperbum dTarnom - KPoBb U JIMKBOP Ha AHTUTEIa K HEHPOHAIBEHEIM pelenTopaM u
eunanTrueckuM 6enkam (NMDA-, LGI1, CASPR2, AMPAT-, AMPA2-; GABABI1-),
AHTHHEHpOHATRHBIC aHTUTeNd, TaHens (Naiti-610T: Hu (ANNA 1), Yo-1(PCAT), CV2,
Ma2, Ri (ANNA2), ambuduzun), Auturesia K NMDA riomyramMatHoMy petentopy, [gGy
Antutena k GAD (rmyramataekapboxcunase), IgG, Anturena k LGl 1 CASPR2
(KoMIOHEeH TR KOMIIJIEKCA KATHEBBIX KaHatoB), IgG.

8. Tocrmuranuzamus B HUKU ITexurapun um Benbtumesa B [IHO nag mposencHus B/B
HMMYHOTH0OY IHHBL (OKTaram) B o3e 2 T/KT, pa3fefcHHbIe HA S5 qHell, B cTallHoHape —
doctotwpedklimru

(]

Bpau: Ilapkos A.A. Epileptologist(@list.ru




