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AHaMHES; MaTpyir oT | 6ep€M6HHOCTH, POTEKABLIEH ¢ yrpo3oi lpepeiBanys, OPBI. Mama
[IpHBUMana Kinekcay (HacmenCTRennay Tpomboduiis). Posipip EPOK yTeM 3KeTpennoTg kecapena
cederite (c1abooth ponosoji ACATENBHOCTH ), Beg 3475vp.,; mmna 32¢m. Afirap 8/9 Gamop. Pannee
PasBuTHE Mo BO3pacty. B MCHXOPeUCBOM Pa3BHTHY Ko OTCTaBaj,

Hacnercreennocry: Y HaHEL ObIT0 Heeko b ko Ounarepanpmsix TOHHKO-KIOHHYeC kiry [IPHCTYIIOR, a
TAKIKe BEPOATHO clryxoBbie x PHTCIBHbIS Pao Ay Ha/(ore nempuamy CHa, V nereit

26.09.2021 2046 BO0ApCTROBAK M HPHCTYI B Buje: «3aBHC, 3aKaTbIBa Flasa, BCe ebiman i pee
LIOHHMaN; notmer wg PYKH, ToBOpHIT Gpe 15

16 ox1a6ps2021 1. OTMEYalICs fpucTyn AHTEIEHOCTRIO 16°1() MHHYT.
Ho nawana nevenyg UPUCTYNBI ~ 1 paz. B 3-5 iqueis, Ha thone nevenyq - Lpaz B 1-1;5 Mecsa,
Hocnenuniy -~ 16 anpes 20221 1B pujia uxcarmy B30pa Tiepen co6ojt. (ro AaHHBIM BH[I€0).

JHEH,

YBCIIMYUIACK, YaeToTa 10 50 pas/eytiu.

B anpene 2024 OTMeHa. [lenakuna, BBenienue Kenriper 2000 MI/CYTKH, IOBBIITe e 10351
STOCYKCHMMIA 10 1600 MI/CYTKH, HA BToM (one I'CIT ¢ HEPEKOCOM-JTHIA BileRo B OompcTBOBaNHI
4acToroit 1 pas/mec., Yactors MHUOKIIOHITYECKIX A6CaHCOR oT 3 10 10 pas/cyTi,

DPapmakoanammes: TAMOTPHIUKHN — aslepruyeckas peakuus: Jlenakuy — ¢ TONOKUTENTLHBIM, HO
HEROCTATOYHEIM 5 dhexTOM . I{enaKHH+Keana ~ pemucens 3 mec., Jlenaun + Kenmpa + Cykcumern -
aCTOTOU 1-6"Pas/CyTKY CO.«CBE TRy TIPOMEIKYTKOM 10 5-IHei; Kemiipa 2000 MI/CYTKH +
STocykcumun 1600 MF/CyTRILH. Daifkomma 6 MI/CYTKY “ Mactora ['CI] | pas/Mec., qacrora

Obcaexopannsi: J
*.. MPT ronogfioro mosra 01 06.09:21 r.: k8 negoii BHCOYHOM oJIe, B 0B1acTy HUKHEH
BHCOTHOM M3BHIIHHBL, Onpefiessiores AOIOTHATEILHBIE YyacTKy KOpEI B BHzie HBBHTOC“I;PI
CEPOro Belectra PaCHpPOETPaHIIOErocs ReIyRoIkamy. Tlpu anaimise namiibix SBHOM
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99T o1 06.09.2021 1. 3aPCrUCTPHPOBAHA PEIHOHATBHAN AMUICTITU(DOPMHAS AKTHBHOCTD B
JICBOH BHCOYHO#H 001a¢iu ¢ neproInuecium PACTIPOCTPAHEHHEM Ha JIeBOe oMy IIaphe;
Penxo nebusie orsenenms CHpaga.

BOM o7 26.10.2021 T (Xonun AcA.) npu NOGMOPHOU OYyeHKe OaHHbIY.: OCHOBHOM PUTM
copMmEpoBaH o Bospacty. B Goapersosanum otMeqaroes anuzenel FIRDA. B
OoApeTBOBaHHH 3dPCTUCTPHPOBAHE] e HEPATH30BaAHbIC CIaHK-BOJTHOBBIE PA3PSIBI HH3KOTO
HHJIEKCA ¢8I0 HE3HAYNTETEHBIM HApPaCTAHHEM TIpH IPOBEZICHHH MPOOLI €
THIICPBEeHTHIsTHEN. Bocne 3dPErUCTPHPOBAHEl OH(POHTATBHEIC U PeHEPaIN30BAHHEIE
CIAKK-BOJIHOBBIE DasPsIIbL, HHEKe HNPeNCTaBIEHHOCTH HU3KHIA,

[Ipy oHOIKIOMIOM CEKBCHHPOBAHUH BBIABIICH BAPHAHT € HEACHOM KIHHUYECKOH
3HaYUMOCTBIO B 18 3K30He TéHa CTNND2, npusoasimiz k AMHHOKHCIOTHOH 3aMEeHe
p-Aspl021Asn (5:g.1101 7997C>T,¢.3061G>A). Bapuant He Berpedaercs B 'Gase JAHHEBIX
NOMYTAUHOHHBIX 9acTOT gnomAD, " paemoiardeéres s KOHCEepBATUBHOM caliTe U NpencKasan
OKa3bIBaTh NATOIeHHEIX ek Ha Hemok KOMIILIOTepHEIME alroput™amu (CADD, SIFT,
LRT, PrimateAl, MutationTaster. PROVEAN, Polyphen).

Bapuarit yuacignosan y orna.

B9M ot 17.03,2022 . (XomaA. A.) npu NOGMOPHOU OyeHKe OauKbIX, OCHOBHON pPHT™M
¢hopmMuposan mno BO3pactTy. B GompersoBatuu otMeuaoTey SMHU301b1 OU(PPOHTANBHOTO
TeTa-3ame/ieHus. B GoaperBoBanuu 34perHCTPUPOBaHBl OUPPOHTATLHEIE U
TCHEPATH30BAHHbIC ClIAMK= ¥ ITOMCHANK-BOTHOBb e Pasps/ibl Hacrotoit 3-3,5 Ty,
HPOAO/GKUTEILHOCTBEY 110 8 CEKy HHICKC e ACTARICHHOCTH NUAENTHGOPMHOLT
AKTHUBHOCTH cpennuii. Bo cHe sapernctpupobans cngiix- u NONHCIANK-BOTHOBBIC pa3psiiE!
B JIOOHBIX OTZeNax Kak HE3aBHCHMO, TAK 1 OnltatepaibHO-CHHXPORHO, A TARYKe
TCHEPATH30BaHbIEe ClIAK-BOTHOBbIC Pa3psiiblL HHACKC UPEACTaBICHHOCTH CPEIHMIA.

BA9M ot 11:01,2023 r. (Xonii A. A.) ApU.nOGMApHOIl Oyelke danmbix: OCHOBHOH PHTM
chopMupoBan 110 Bo3pacty, B OonpeTBOBaHiN OTMEYaIOTCS AMHU30B! OH(QPOHTATIBHOTO
TeTa-3ave/uietus. B 00ApcTBOBanuY 3AperucTpupoBanst OudpoHTaNBEHEE U
FCHEPATH30BaHHbIe CTIAHK~ M MOJHCIANK-BOTHOBEIC Paszpsnel yactotoi 3-3,5 Iy,
TPOACIDKHTENBHOCTBIO /10 12 ceks MHAEKE npeeTaBIeHHOCTH IMHACHTHHOPMHOH
4KTUBHOCTU HU3KMH., Bo.Clte 3aperuCTpipoBaKs! criakik- u OHCIIAHK-BOIHOBBIE Pa3psiIblB
TOOHBIX OTAENAX Kak HE3aBHCUMO, TaK i OHIaTEPANbHO-CUIIXPOHHO, a TAKOKE
TCHCPAIN30BAHHBIE CIIANK-BOJIHOBLIE pa3pSIBL, HHICKS OPEICTABICHHOCTH BAPEHPYET OT
HH3KOI'0 JI0 CpeaHero.

Konuenrpauus Banbnpoeroii kuciothi s CBIBOPOTKE KPoBH 10 npuema ADII o128.02.2024
r. 33,51 mxr/ma

KonuenTpauus reBeTupaiietama B CBIBOpoTKe KkpoBu- 2o npueMa ADI1 0128.02.2024 r.
11,64 MKr/Mia
Konuentpanus riepavnanena s chIBOpOTKE kpoBu 10 mpueMa-A3III ot 28.02.2024 1, 120
Hr/mi' (pedepene. 1 80-980, mr/vi)

Konuenrpaius strocykcuMuia B CBIBOPOTKE KpoBH 10 MprHeMa ADII 01.27.02.2024 1. 42,6
MKI/MIT
HBOM 0t1.01.03.2024 r. (I19H Hespomern) OcHOBHO# prTM chOpMHPOBAH, 110 BO3PACTY.

B coctosHnm 60ApCTBOBAHMS H BO CHE 3aperucTpUPOBAHEL Pe/KHe PErnoHaNbHbIE (B
NOQULIX OTAGNAX ANBTEPHATHBHOM JlaTepasnsdiiyn), Jame — OUQpoHTATbHbIE 1 KOPOTKHE
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*  Konuenrpayus TIepamnanesna B, ceiBopoTKe KpoBn 1o nmprema ADIT or,22.05 2024 1142,9
HI/MIt (pedepenc 180-980 HI/MT)

* Konuentparug ITOCYKCUMHAA B CBIBOPOTKE KPOBH 110 mpuema ADIT ot 22.05:2024 7,105
MKT/MJT

B Hacrosmee BPeMs: JKao0b! Ha Smu3015; ‘Samupabuiny. [Ipunumaet Kernpy-2000
ME/CYTKH, STOCYKCHMEA 1600 MT/CyTKH, Daiikomna 6 MI/CYTKH.

HeBpostornyeckuii €TATyC: Ha MOMeHT QCMOTpa 0011eMO3roBpIx, MEHHHI€aNbHBIX |
OMaroBBIX CHMIITOMOB HeT. Hpagmra;

YH “naroferuy HE BBISBJICHO.

MBbimeyns TOHYC/ PH3HOMOrHYeCki D=8, cyxoxuisusme peditexchl Kisppie D=8, cuna
MBI S Gaios.

B noze PomGepra YCTOHYHB, KOOPIHHATOPHBIE NPOOBI BEIMOTHset YAOBICTBOPHTENLHO.
Ocobennocry HCHXO0-PeYeBoro pa3BuTHsL.
Macca tena 25 ,SKF

3aKaovyenye:

CTNND:3.

Pexomenpanmuu

L. Cobmonettire panionansnore pelKuMa CHa

2.7 Ho ®HU3HEHHBIM [OKa3aHAsM [IPOZIOJKUTE TIPHEM 3TOCYKCHMHAA B Kancysax 11o 3, Kancyssr
YTPOM, 3 Kaleyisl Bedepom JTHTEIIBHO, HENPEPLIBHO!

3. [Toebienue 103k AcseTnpaneraMa (Kenmnpa) mo cxeme:
123 nesy 1000:mr yrpom, 1125 mr BeYEpoM
4-6 ners 1125 Mr yrpom, 1125 Mmr BEYEpOM
7-9 menn 1125,mr YTpOoM, 1250'Mr Beuepom
10-12 nens 1250 mr YTpoM, 1250 Mr'Beuepom
13415 nens 1250 mr YrpoMm. 1375 mr Bedepom
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16-18 mens 1375, Mr yrpem, 1373 Mr BeuepoMm
19-21 mens 1375 Mpr yTpom, 1500 MrBedepon
22-24 neun 1500 Mr yrpom, 1500 mr Beuepom
25-27 aens 1 500-Mr yTpomy 1625 Mr Bedepom
28-30 genp 1625 mr yrpoM, 1625 M1 BeuepoM
31-33 nenr, 1625 mr yrpom; 1750 Mr Beuepom
C 34 nus 1750 Mr yTpom.1 750 MF.BeUepOM JTUTEILHO, HEPepPLIBHO!

4. Tlponomxurs npuem (DadKomnbl) 6-MT Beuepom B TedenHe | Mecana, 3ateM 1o
XKH3HEHHBIM [TOKA3aHHSAM MMOBBILIEHHE 103BI JIO CXeMe:
l'nenens 7-Mr BEUEpOM IEepPEI'CHOM
2 mejens 8 M BeyepoM epet CHOM
3 Hezens 9 Mr BeHCpOM MEPECHOM
4 nexens 10 M1 BeuepoM LIepel CHOM
S‘nesnenst 1 }-Mr BedepoMm I€ped CHOM
C 6 emens 12 Mr BedepoM IePEI CHOM THTEIILHO, HENPEPhIBHO!

5. “HeocraBisTh 0/IHOT'0'B BAHHOH, BOJOEME U Ha BRICOTE

6. Buneo-251 MOHHTOPHUHT B AHHAMHKE Yepes 2 MECLA OCTE KOPPEKUHH Tepaliy

7. MPT rososHOro M0o3ra 1o uAenToIOCHUECKOMY IIPOTOKOAY

8. AHaJu3 KpOBM' HA KOHLIEHTPALHIO JIeBeTHpaleTaMa, Tiepamiadena u atocykcumua J10
npueMa aHTHIIHICTITHYECKOFO TIPerapara (HaTomaK) yepes 2 Mecsua mocie KoppeKkiny
Tepanuu

9, OO aHaH3 KPOBU. OHOXUMIYECKIH aHaTN3 KPOBHY (IIeYeHOUHBIE (hepMEHTHI) Yepes 2
Mecgila To¢lie KOPPEKLHH Tepaluu

10, IIpoTuBOnoKa3aHo IIaBAHNeE, CAMOCTOSTENBHbLHA IPUEM BaHHbI, FOPHBIE JbDKH!

11. IpoTuBONOKA3aHO IMEKTPO- H MarHuTONeHeHk e!

12, /ABCOMOTHEIX [POTHBONOKA3aHAH s TPOPUIAKTHYECKUX [IPUBUBOK (38 UCKITIOUECHUEM
AKJIC, nonycrumo npumeneime AJIC-M; Ientakenm 1 Aflacens) co,CTOPOHBI HEPBHOH
CHCTEMBI HA MOMEHT QCMOTPa HET

13, KoHCYyaBTAIIS DIMHICTOAOrA TIOCIE Pe3yIbTATOR HeenenoBanui yepes 2 Meedria nocie

KOPPEKLIH Tepartiu

Bpau, Kanoudam meouuuHeKux HayK,

YileH MeNCOYHApOOHoI acconuanuu
International Network on Childlrood Epilepsy
(INCE):

x& ~ 7r;
R‘eacmea H’f

.
‘“!4‘_{,_

N

kvaskova@epilab.ru
www.epilab.ru
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Hanpaeneuue Ha MPT

MaumeHT: Koctoukun Trmodpeir AnekceeBuy

Bospacr: ‘7'nert (12,04.2017 r.poxa.)

Hata Hanpasnenns: 03.06.2024

DS: renetuyeckas KOMOWHMpoBaKHas nunencusa, covyeranne

reHepanusoBaHHoni ® hokanbHou dopwm.
ATuonorus: Haubonee BepositHo NaTOreHHbLIN BapuaHT B rene CTNND2.

JIAL MUBC; r. CaHKT—HeTepEiypr, YiL. 6-51 CoBeTckas, A.24-26, Ten)+ 7(812)244-
00-24, nokrop Pyneunxo ]I, B.

Bpay, k. m.n.: /KBackosa H. E./
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