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IIpunoxxeHne A2 (Ha9aJI0). JHarHOCTUIECKUE KPUTEPHU SMUIETTUYECKIX CHHPOMOB C HA4a7IOM B HEOHATAJIBHOM IIEPUOJIE U MIIA/ICHYECTBE

MapameTp

06s3aTenbHbIe KPUTEPUN

1. CuHApOMbI camoKynupytoweiica anunencuu (aurn. self-limited epilepsy syndromes)

Hactopaxusarouiue npusHakn

Kputepun ucknroyenus

1.1. Camokynupytowascs (cemeiiHasl) HeoHaTanbHas aanunencus (aurn. self-limited (familial) neonatal epilepsy, SeLNE)

MpucTynsbl

B Hayane Cya0poru xapakTepuaytoTcs oKanbHbIMU TOHUYECKUMM
NpUCTyNamu, pacrnpocTpaHAOLWMMUCS Ha FONOBY, NULLO

1 KOHEYHOCTU. DOKaNbHbIE KOHNYECKME UMW TOHNYECKME CYA0POru
MOryT 4epeoBaThCsi OT NPUCTYNa K NPUCTYNY U Pa3BUBATLCS

B [1BYCTOPOHHIE TOHUYECKNE N KNOHUYECKUE CYa0pOru

KnnHnyeckuit aHamHe3, CBUAETENbCTBYOLNIA
0 BHYTPUYTPOGHbIX CYA0pOrax

— dnunenTuyeckne cnasmel

— MUOKOHUYECKIE NPUCTYMbI

—[eHepann3oBaHHbIe TOHUYECKME CYAOPOTN
—leHepannu3oBaHHble TOHUKO-KIOHWYECKIE CYA0POTY

33r

NHTepukTansHas 33I: nerkoe 3aamennexne MOHOBON PUTMUKK

— WNHTepukTansHas 33I: cTonkoe hokanbHoe 3aMeAnieHne nnu
yMepeHHoe unu 6onbLuee 3amMeanieHne OHOBO PUTMUKN, He
OrpaHM4YeHHOE NOCTUKTAbHbIM NEPUOSOM

—MNaTTepH «BCNblLLKA—NOAABNEHNE>

—uncaputmuns

— WkTanbHas 33l 0TCYTCTBNE KOPPeNnsaLum aaHHbix 330

C KNNHWYECKMMN CUMNTOMaMi

Bo3spact ge6toTa

[e6toT nocne 1-ro Mecaua Xu3Hu

PassuTue B Havane

JTio6as cTeneHb aHUeanonatum

3a6oneBaHns
HeBponoruyeckuii 3HauuTeNbHbIe OTKIIOHEHUS NPY HEBPONOrN4eCKOM 06CIeJ0BaHIM,
cTaryc 32 UCK/OYEHNEM CNYYaNHbIX HAX00K
. HHble HEMPOBU3yanu3aumn, LOKYMEHTU " TBOBAHM
Heiiposuayannaauns [laHHble HelipoBU3yanu3aunm, LOKYMEHTUPYIOLLNE CYLLEeCTBOBAHMNE

NPUYNHbI NOSBEHNS CYA0POT

[pyrue uccnegosaxua /
reHeTnyeckne
nccnefoBaHus

— OTCYTCTBME NaTOrEHHOr0 BapnaHTa B reHe, CBA3AHHOM
C 3TUM CUHAPOMOM (4aLe Bcero KCNQ2 unn KCNQ3)

nnn
— OTCcyTCTBME CEMEIHOI0 @aHaMHe3a,

npeanonaraLLero ayToCoMHO-JOMUHAHTHbBIA TUN
Hacne0BaHuNs C HEMOJHO NEHETPAHTHOCTbIO

[pyrue ocTpble CAMNTOMATUYECKNE NPUYUHBI CY[OPOT, BKIKOYAs
BHYTPUYEPENHYH MHAEKLMIO, MLIEMUYECKNIA MW FeMOpparnyeckui
MHCYNbT, TUNOKCUYECKN-MLLIEMNYECKOE NOPAXKEHIE FONIOBHOTO
M03ra, 3Ha4nNTeNbHble METAGONYECKNE HAPYLLEHNS

TeveHue 60ne3HM

—Jlerkas 3ajep>xka pa3suTusa HepBHOW CUCTEMbI B Te4eHue
ANUTENbHOTO BPEMeEHN

— OTcyTcTBME pemMuccumn anunencum nocne 6 mec

— ®apmakope3nCcTeHTHas anunencus

HapylueHne pa3BuTis HEPBHON CMCTEMbI OT YMEPEHHO [0 TAXEN0M
cTeneHu

Mpumeyanus

Tpebyetcsa i MPT nnu uktanbHas 33l 4ns noctaHoBKu gnarHo3a?

CuHAPOM 663 N1a60opaTopHOro nOATBEPXKAEHNS

1N NoCTaHOBKM iMarHo3a aToro cuHapoma tpebyerca MPT 6e3 CTpYyKTYpHOIA natonorun. [1na noCTaHOBKM AnarHo3a He TpebyeTcs uktansHasa 330

B peruoHax c orpaHnyeHHbimu pecypcamu SeLNE moxeT 6biTb gnarHoctuposaH 6e3 33 n MPT y HOBOPOXXAEHHOI0 C CEMEHbIM aHAMHE30M, CBUETENbCTBYOLWNUM 0 cemeitHOM SeLNE, koTopblii
COOTBETCTBYET BCEM APYTMM KINHUYECKMM 003aTeNbHbIM KPUTEPUAM M KPUTEPUAM UCKITIOHEHMSA U HE UMEET HaCTOPaXXMBAIOLLNX NPU3HAKOB. TeM He MeHee NCTOpMS 60Ne3HN YIIEHOB CEMbN A0JDKHA
COOTBETCTBOBATb OXMAaemomy TeqeHunto SeLNE, n Tpe6yeTcs TwatenbHoe nocnenytoliee HabnoaeHne 3a NauMeHToM, 4T06bl yOeANTLCS, 4TO TEYEHIE ero 3a60eBaHMs TaK)Ke COOTBETCTBYET 3TOMY CUHAPOMY

1.2. CamoKkynupyowasc

A ceMeiiHaa HeoHaTanbHo-mnagexnyeckan anunencus (adrn. self-limited familial neonatal-infantile epilepsy (SeLFNIE)

Mpuctynsl

®oKanbHble TOHUYECKNE NPUCTYMbI C OTKIIOHEHEM FO/10BbI 1 rNas,
3a KOTOPbLIMU CNEAYHT APYrue TOHNYECKUE U KNOHUYECKNe
CYAOPOTYW 11 KOTOPbIE MOTYT NepepacTi B ABYCTOPOHHNE TOHNKO-
KNIOHUYECKIUE NPUCTYMbI

MocnepoBaTesibHble NPUCTYMbI

— JnunenTnyeckme cna3mol
— MuoKnoHUYeCK1e NpUCTynbl
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IIpunoxeHue A2 (IPOJOKEHHE). [[MArHOCTUIECKNE KPUTEPUN SITIICITUICCKUX CHHAPOMOB C HAYAIOM B HEOHATAILHOM TIEPHO/IE U MIIA/ICHUECTBE

NapameTp

3ar

06a3aTenbHble KpUTEPUU

HacTopaxusarowme npu3Hakm

NuTepukTanbHas dAI: nerkoe 3amegneHne OOHOBOR PUTMUKM

KpuTepuu UcknoHeHus

— WNHTepukTanbHas 33I: cToikoe hokanbHOe 3aMeANieHne Un
yMepeHHOoe unn 6onbluee 3ameaneHne )OHOBON PUTMUKH, HE
OrpaHny4eHHOEe NOCTUKTAbHbIM NEPUOAOM

—aTTepH «BCNbIWKa—N0AaBNEHNE>

—Tuncaputmns

— WkTanbHas 33l oTcyTCTBME KOpPpenaunmn aaHHbix 330

C KJIMHUYECKMMM CUMNTOMAMU

BospacT ge6tota

0T 1 gHa no 23 mec

Pa3Butue B Hayane

Hanuune B aHamMHe3€e 0CTPbIX CUMNTOMATUYECKIMX MPUNAZAKOB,
BKJt0YAs BHYTPUYEPENHYIO
MHMEKLMIO, ULIEMUYECKMI NI TEMOPParnyeckinii MUHCYnbT,

JHuedanonatms

3a60neBaHus
rMNOKCUYECKU-NLLEMUYECKOE NOPAXXEHE FOTOBHOMO MO3ra,
3Ha4MTeNbHbIe META60NNYECKINE HAPYLIEHNS
HeBponoruyeckui 3HaumTenbHble OTKIIOHEHUSA NPYU HEBPONOTMYECKOM 06CNeA0BaHN,
cTaryc 33 UCKJTIOYEHNEM CITYy4aNHbIX HAX0[0K
. aHHble HelipoBM3yann3aunn, AOKYMEHTUPYOLLME CyLLEeCTBOBaHNE
HelipoBuayanusaums A p Y Lnn, noky PyroLne cyuy

MPUYNHbI NOABNIEHNA Cyaopor

[pyrue nccnegosanus /
reHetTuyeckne
1CCref0BaHNs

OTcyTCTBME NATOrEHHOT0 BapUaHTa reHoB, CBA3AHHbIX
C 9TUM CUHAPOMOM (06bI4HO SCN2A)

Te4eHune 6051€3HN

— Nerkas 3afep><ka pa3BUTUsS HEPBHO CUCTEMBI
B TeYeHNe ANUTENbHOT0 BPEMEHN

— OTCcyTCTBME pEMUCCUM dnunencun nocne 6 Mmec
— @dapMakope3nCcTeHTHAs anunencus

HapyLieHne pa3Butus HepBHO CUCTEMbI OT YMEPEHHOI A0
TSXKEN0N CTeneHn

Mpumeyanus

Tpe6yetcst nin MPT nnu uktansHas 83l ans noctaHoBKu anarHo3a?

[1ns nocTaHOBKM AnarHosa atoro cuHapoma tpebyetca MPT 6e3 CTpyKTypHOI natonorun. [Jns nocTaHOBKM AnarHo3a He TpebyeTcs nktanbHas 390

CuHapom 663 1a60paTopHOro NoATBEPXKAEHNS

B pernoHax ¢ orpaHnyeHHbiMu pecypcamu SeLFNIE moxeT 6biTb guarHoctupoBaH 6e3 331 n MPT y HOBOPOXXAEHHOI0 C CeEMeiHbIM aHAMHE30M, CBUAETENbCTBYOWNM 0 cemeiiHom SeLFNIE, koTopbiii
COOTBETCTBYET BCEM APYrMM KIMHNYECKUM 06513aTeNbHbIM KPUTEPUSAM U KpUTEPUAM UCKITHOYEHUS U HE UMEET HACTOPaXKMBALLNX NPU3HAKOB. TeM He MeHee UCTOPUS 60NE3HN YNIEHOB CEMbM JOMXHA
COO0TBETCTBOBATb OXKugaemomy TedeHunto SeLFNIE, n TpebyeTcsa TwiaTenbHoe nocneaytollee HabntoaeHme 3a naUuNeHToM, 4To6bl y6eanThCs, 4T0 TeHeHMe ero 3a6oneBaHns TakXKe COOTBETCTBYET aTOMY

CUHAPOMY

1.3. Camokynupyrowascs (cemeiiHas) mnageHveckas anunencus (aHrn. self-limited (familial) infantile epilepsy, SeLIE)

Mpuctynbi

DoKanbHble NPUCTYNbl NPOABNAOTCA OCTAHOBKOW NOBELEHNS,
HapyLUeHNeM CoO3HaHusa, aBToMaTn3mamu, Bepcueil ronoBsbl/rnas
1 KJTOHUYECKMMU [ABMXKEHNAMM (42CTO YepeayoLumMmncs ¢ 0AHON
CTOPOHbI HA APYTYI0 U MPOrPeCcCUpyoLLMMU O TeMUKIOHNYECKNX
UM 0T HOoKanbHbIX A0 6unatepanbHbIX TOHNKO-KNOHNYECKNX
npucTynos). MpucTynbl 06bI4HO KOPOTKME (< 3 MUH)

MpofomxnTenbHble UK POKaNbHbIE KIOHUYECKNe
(remMuKnoHN4eckune) npuctynsl (>10 MuH)

— dnunenTU4eckme cnasmbl

— MuoknoHu4eckne npucTynbl
—MNocnepoBaTenbHble NPUCTYMbI
— ToHn4eckue cyaoporn

33r

VHTepukTansHas 33 nerkoe 3ameanexune pOHOBOR pUTMUKN

— NuTepukTanbHas 33I: cToliKoe (hOKanbHOE 3aMefneHne nnn
ymepeHHoe unu 6onbluee 3amefneHne (GOHOBON PUTMUKN, He
OrpaHnyeHHOe NOCTUKTAsIbHLIM Neproaom

—muncaputmms

BospacT ne6iota

[e6toT B BO3pacTe 18-36 mec

BospacT Ha MmomeHT gebtoTa <1 mec unm >36 mec

Pa3sutue B Havane

Jlerkas 3afepxxka pa3sutns

— YMepeHHas unu rny6okas safepxxka B pa3sutuu

3a60neBaHNs — Perpecc B HeiipOKOTHUTUBHOW cdhepe

HeBponoruyeckui 3HayuTenbHble OTKJIOHEHUSA MPU HEBPONOTMYECKOM 06CIIe40BaHNM,

cTaryc 32 UCKNIOYEHNEM CNY4ANHbIX HAXO0L0K

HelipoBunayanusauyuns N3meHeHna Ha MPT, agnstowmecs npu4nHoin 3a6onesaHns
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HpHJIO)KCHPIC A2 (HPOHOJI)KCHI/IC). ,HI/IQ.FHOCTI/I‘ICCKI/IC KPUTCPUU SMUWICTITUYCCKUX CUH/IPOMOB C HAY4/JIOM B HCOHATAJIbHOM NICPUOAC 1 MJTAJICHYCCTBC

MapameTp

Lpyrue nccnepgosanus
/ reHeTu4eckne
nccnefoBaHns

06s3aTenbHbIE KPUTEPUN

HacTopaxuBatowme npusHaku
— OTCyTCTBME NATOreHHbIX BapuaHToB reHoB PRRT2, SCN2A, KCNQ2
unu KCNQ3
nnn

— OTCyTCTBME CEMENHOM0 aHaMHe3a, npeanonaratwlyee
2yTOCOMHO-AOMWHAHTHbIA TUM HAC/EA0BAHMUSA C HEMOJTHO
NMEHEeTPAHTHOCTbI0

KpuTepum nckniouenus

TeueHue 60ne3HN

OTCyTCTBME PEMUCCHMN B NO3JHEM AETCTBE

Perpecc B HEMPOKOTHUTUBHOI chepe
C MWOKJIOHWYECKUMU NPUCTYNamu, aTakcuen, CnacTU4HOCTbIO

Mpumedanus

Tpebyetcs an MPT unu nktansHas 38 ans noctaHoBKu gnarHosa?

[1na nocTaHOBKM AnarHosa atoro cuHapoma tpebyetca MPT 6e3 CTpyKTypHOI natonorun. Jns nocTaHOBKM AnarHo3a He TpebyeTtcs nktanbHas 390

CuHapom 663 1a60paTopHOro MNOATBEPXACHNS

B pernoHax ¢ orpaHnyeHHbIMu pecypcamu SelIE moxeT 6bITb anarHoctuposaH 6e3 33l u MPT y MnageHua ¢ cemMeidHbIM aHaMHE30M, CBUAETENbCTBYOWNM 0 ceMeiiHoM SeLlE, KOTopbIii COOTBETCTBYET BCEM
LPYruM KNUHUYECKUM 0693aTeNbHbIM KPUTEPUAM U KPUTEPUSM UCKITOYEHUS N HE UMEET HACTOPaXKMBALOLLNX NPU3HAKOB. TeM He MeHee UCTOPUS 60NIE3HM YNIEHOB CEMbI J0MKHA COOTBETCTBOBATH
oxupgaemomy Tedenunio SeLIE, n Tpebyetcs TwarensHoe nocneaytoliee HabNAEHNE 3a NALMEHTOM, 4TOObI YOEANTHCSA, YTO TeYEHMe ero 3a60N1eBaHNA TAK)XXE COOTBETCTBYET 3TOMY CUHLPOMY

1.4. Mnoknonuyeckas anunencusa mnaaenyectsa (aurn. myoclonic epilepsy in infancy, MEI)

AbebpunbHble reHepann3oBaHHble TOHUKO-KITOHUYECKNE NPUCTY bl

— AbcaHcbl
— AToHUMYecKne cyaoporu
— 3nunenTu4eckme cnasmbl

MpucTynsl MuoknoHu4eckne npucTynsl NV reHepann3oBaHHble KNOHUYECKNe MPUCTYNbI B AebroTe — DOoKaNbHble NPUCTYNbI C HAPYLLIEHNEM CO3HAHUA
anunencum — ®OKaNbHO-KJIOHNYEeCKne (reMUKNOHNYEeCKIEe) NPUCTY bl
— MuoknoHu4eckune abcaHcbl
— ToHM4YecKue Cyaoporn
— WkTanbHas 33l peructpauns MMOKIOHNIA K Aunm
— ViHTepnkTanbHas 33 oTCYTCTBUE reHepann3oBaHHbIX pa3paaoB c 33I’an as 93T perucTpay oKno 663 koppenau
nank-BOJH NpPU 3annucu BO CH
KL 06bI4Han hoHoBasA PUTMUKA cna OJTH NIpU 3anucw Bo CHe o — NutepukTansHas 33 runcaputmus, reHepann3oBaHHble
— doTonapokcuamanbHas peakuma npyu HU3KOHacTOTHON o
MeAJSIeHHble CNaiK-BOMHbI
doTocTUMYnALUKM (NpeanonaratT natonoruo CLN2) (<2,5 )
Bo3pact Ha MOMEHT Ae6oTa MUOKITOHUYECKUX NPUCTYNOB <4 Mec
Bo3spact ge6toTta w53 net
Passutue B Havane — 3ajilep>xKa pe4eBoro pa3BUTUs Ha MOMEHT NOCTAHOBKM ANArHo3a
3a6o0neBaHns — YMCTBEHHAsA 0TCTAN0CTb OT YMEPEHHOI O TAXENO0 CTENEHN
HeBponornyeckuii 3Ha4YnTeNbHblE OTKNOHEHMA NPU HEBPONOTNYECKOM [Ancmopuam nnn fpyrue BpOXAeHHbIE aHOMANK
craryc 06CNeloBaHNN, 32 UCKITHOYEHNEM CITy4aNHbIX HAX0A0K (npeanoniaraeTcs XpOMOCOMHOE 3a6oseBaHne)
Heiposuayanusauus Hanu4ue 3Ha4nTeNbHbIX aHOMaNWi NPy HeRPOBN3yann3aunm

Lpyrve nccnepgosanus
/ reHeTu4eckne
nccnefoBaHns

Huakuit ypoBeHb rntoko3bl B CMXK nnu natoreHHble BapuaHThbl
reHa SLC2A1 (CMHAPOM HEAOCTATOYHOCTM NEPEHOCHMKaA
rnKo3bl 1-ro Tmna)

Te4yeHne 60ne3HN

Perpecc B HelipOKOrHUTUBHOI cdpepe

Mpumeyanus

Tpebyercsa nn MPT wian nktanbHaa 331 gns noctaHoBKku gnarHo3a?

[1ns NOCTaHOBKM MarH03a aToro cuHapoma tpebyetcs MPT 6e3 cTPpyKTYpHOM natosiorun. [ins nocTaHOBKN AnarHo3a He Tpe6yeTcs ukTanbHas 330, HO ee CefyeT TaTeNbHO OLUEHUTb, eCIIN Ha

MHTepUKTanbHoi 3T BO CHe OTCYTCTBYIOT reHepann3oBaHHble CNaik-BOSHbI, NOATBEPXKAAIOLLME 3NNNENTUYECKYIO MPUPOAY MUOKITOHUNA

CUHAPOM 663 1a60PaTOPHOTO MOATBEPXKAEHUS

B pernoHax ¢ orpaHn4eHHbIMIU PECypcamMm Ansi NOCTAHOBKMW 3TOr0 AWarHo3a Tpebyetcs Kak MuHUMyM 93 BO CHe, NOKa3biBAKLLAS HANNYME FTEHEPANN30BAHHbIX CMaNK-BOJTH

2. 3BONIOUMOHHbIE N 3nunenTMyeckue aHuedanonatum (anrn. developmental and epileptic encephalopathies, DEE)

2.1. PaHHAS MnafeHyYeckas 3BONIOLMOHHAsA 1 anunenTuyeckas aHuedanonatus (axrn. early infantile developmental and epileptic encephalopathy, EIDEE)

Mpuctynsl

ToHW4ecKne n/unu MUOKNOHNYECKINE CYA0POrU
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IIpunoxeHue A2 (IPOJOKEHHE). [[MArHOCTUIECKNE KPUTEPUN SITIICITUICCKUX CHHAPOMOB C HAYAIOM B HEOHATAILHOM TIEPHO/IE U MIIA/ICHUECTBE

MapameTp 06s3aTenbHbIe KPUTEPUN HacTopaxusarowme npu3Hakm Kputepun ucknioyenus
398 MHTepukTanbHas 33 nn60 naTTepH «BCMbILWKA—N0AABNEHNE>,
60 MynbTUdOKanbHble pa3paabl; AN dy3Hoe 3ameneHne
Bospact ge6toTa OT poxaeHns 0o 3 Mec (C NONPaBKOA Ha HEAOHOLIEHHOCTb)

Passutue B Ha4ane

HopmanbHoe pa3BuTue BHa4asne, XoTA NPU3HAHO, YTO 3TO MOXeT

3a6051eBaHNs 6bITb CJI0XHO OLEHUTb PETPOCMNEKTUBHO

HopmanbHblit HEBPOMOTUYECKUI CTATYC, XOTs MPU3HAHO, YTO 3TO
HeBponoruyeckuit MOXEeT GbITb CJIOXKHO OLEHUTb B PETPOCMEKTUBE NN Y MNaAEHLEB
cTartyc C 04€Hb YaCTbIMM NpucTynamm unu nonyyatowmx A3M, kotopbie

MOTYT NOBINATbL HA Pe3yJibTaTbl OCMOTPA

PaHHWe conyTCcTBYO-
e 3a60nesaHns

[lo unu BCKope nocse Havyana 3a6osieBaHNs UMeeT MecTo
HapylleHne passnutuna

Te4eHune 6051€3HU

AHOManun B pa3BUTUM HEPBHON CUCTEMbI, BKJTOHASA YMCTBEHHYIO
0TCTaNIOCTh

Mpumevanus

Tpe6yetcs in MPT nnu uktansHas 83l ans noctaHoBKku anarHo3a?

MPT He Tpe6yeTcs ANs NOCTAHOBKM JMArH03a, HO HACTOATENIbHO PEKOMEHAYETCS s UCKITIYeHUs MPUYMH, CBA3AHHBIX CO CTPYKTYPHOI NaTonoruei.
MkTanbHas 33l He TpebyeTca y MNafeHLEeB ¢ XapakTepHbIMU KNMHUYECKUMU NPU3HAKaMU, KOTAA Ha MHTepUKTanbHoW 33 — naTTepHbl «BCMbIWKA—MOAABIEHNE» N MYNbTO4YAroBble pa3psaabl ¢ AN HY3HbIM

3amefieHnem

CuHapom 6e3 1abopaTopHOro NOATBEPXKAEHUS

B permoHax ¢ orpaHn4eHHbIMIU pecypcami 3T0T CUHAPOM HEBO3MOXXHO ANArHOCTUPOBATL 663 NHTePUKTaNbHOI I3

2.2. Inunencua mnageH4yecTBa ¢ MUrpupyrowMmu thokanbHbiMu npucTynamm (anrn. epilepsy of infancy with migrating focal seizures, EIMFS)

DoKanbHble/MyNbTUdOKaNbHbIE TOHUYECKUE UTN KNTOHUYeCKIne
Cyfooporun ¢ manno3ameTHbIMU 3aMUPaHUAMN 1 BbIPaXKEeHHbIMN
BEreTaTuBHbIMU MPUCTYNamMmn Unmn 6e3 Hux. KnnHm4eckn npucTynbl

MpucTynsl MuoknoHu4eckne npucTynbl
MUTFPUPYIOT M3 OAHOrO NONyLLIAPUA UK JONK B Apyroe. HYactoTta
NPUCTYNOB 6bICTPO YBENNYMBAETCA B MEPBbIE HEAENN N MECALbI,
4acTO0 Mporpeccupys A0 MUIENTUYECKOro cTaTyca
MkTanbHas 330 npucyTCTBYET MUTPUPYIOLLNIA NATTEPH (3TO MOXET
pucy y pupyrow PH ( o NHTepukTanbHas 39 naTtTepH «BCNblLLKA—N0AABNEHNE» [0
6bITb MPONYLLEHO, ECIIN HE BbINOSTHAETCA NPOAOSKUTENbHBINA . A N
a3r NIeYeHNs, OANHOYHbIA CTONKWUA 3NUNenTUYecKuii oqar Ha 33r,
BUAE0-I3-MOHUTOPMHT)
. runcaputTmus
MHTepukTanbHas I3 MynbTNOYaroBble paspsagbl
BospacT fe6iota <12 mec [e6toT B 6-12 mec

Pa3BuTune B Havyane
3a60n1eBaHNs

Bbipa)keHHas 3afepxxka nepej Ha4anom 3abonesaHus

HeBponorunyeckuii
cTartyc

3HaumTenbHble OTKJIOHEHMSA NMPYU HEBPOOTMYECKOM 06CeA0BaHNN
[10 Ha4yana 3a6oneBaHms

ConyTcTByOLWMNE
3a6onieBaHns

MnaTo UM perpecc pasBuTIS ¢ YacTbIMW NPUCTYNAMK

HeiipoBuayanusauus

AHOMAaNnM Ha HEMPOBM3yann3aLnmn co CTPYKTYPHOI naTonornen,
ABNAIOLLENCH NPUYMHON 3a60NeBaAHNSA

Te4eHune 601€3HN

3a/1epXKKa HEPBHO-NCUXMYECKOr0 PasBuUTUs

— OTCcyTCTBME CYAOpPOT
— OTCcyTCTBME aTPOOUM rONOBHOIO M0o3ra Ha MPT

MpnmevaHns

Tpebyetcs i MPT unu nktansHas 39 ans noctaHoBKku gnarHosa?

[ns noctaHoBku gnarHosa tpebyetca MPT ¢ Lenbio NCKYEHNUA HANUYNsA CTPYKTYPHON NaToNorum, BnsoLLencs npuinHon 3abonesanns. iktanbHas 331 MoXeT He NoTpe6oBaTLCA, ECAN MUTPALNS UMeeT
MEeCTO B KNIMHMKe. TeM He MeHee ukTanbHas 33T HaCTOATENbHO peKOMEHAYeTCA AN AOKYMEHTUPOBAHUS MUTPUPYIOLLEro naTTepHa

CuHapom 663 1abopaTopHOro MNOATBEPXKAEHUS

B pernoHax ¢ orpaHnyeHHbiMu pecypcamu EIMFS MoxxeT 6bITb ANArHOCTUPOBAH NPU KNWHUYECKOM HabntoaeHUn murpaunm npuctynos 6e3 33l unu MPT npu ycnosun cobnioeHns Bcex ApYrnx KNNHNYECKNX

0653aTENbHbIX KDUTEPUEB 11 KPUTEPUEB NCKIHOYEHNS
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MapameTtp

06s3aTeNbHbIE KPUTEPUM HacTopaxusarowue npu3Haku Kputepuu ucknrouexus

2.3. CUHAPOM MH(DAHTUNBHBIX 3NUAENTUYECKUX cna3moB (aHrn. infantile epileptic spasms syndrome, IESS)

MpucTynsl

CrubaTenbHble, pa3rnbarenbHble UM CMeLIaHHbIe
anunenTn4eckne cna3mbl, KOTOPble 4aCcTO BO3HUKAKOT
Knactepamu

9ar

NHTepukTanbHas 33T runcaputmus, MynbTudokanbHbie Uan
¢hoKanbHble 3NUNENTUOPMHbIE pa3psiabl (MOTyT UMETb MECTO
BCKOpE nocfie Hayana cna3moB)

NuTtepukTanbHaa 33 HOpManbHas, NaTTepH «BCMbllWKa—
nojasnexune»

NkTanbHas 330 HopmanbHas 33l BO Bpems 3aperncTpupoBaHHbIX
KJIMHUYECKUX COBbITUI, MOXOXMX Ha Cnasmbl

BospacT ge6rota

1-24 mec (XOTFI anunenTu4eckKne cna3mbl MOTyT Ha4aTbCA MO3XKeE,

Bospact Ha MoMeHT febtoTa 1-2 mec
HO 3T0 He 6YAYT MHaAHTUIbHbIE CNA3Mbl)

ConyTcTBytOLME
3a60nesaHus

3afiepxKKa pa3BuUTUs NOCNe Havyana npUCcTynoB, HO OHAa MOXeT
0TCYTCTBOBATb B Ha4ase 3a60neBanus (TPYAHO onpefenuTh

y pebeHKa ¢ NMetoLMMUCS 3HAYNTENbHBIMU HAPYLLEHUAMY
passnTms)

Mpumeyanus

Tpe6yetcs nn MPT nnn uktansHas 33I ans noctaHoBku anarHo3a?
[lns noctaHoBKK AnarHo3a He Tpebyetcad MPT, HO HACTOATENbHO PEKOMEHAYETCA C LieNbio BbISBNEHUA OCHOBHON NpuyuHbl. MikTanbHas 330 He TpebyeTcs Ang NOCTAHOBKM ANArHO3a, eCNI HA MHTepUKTanbHon 330
BbIIBAAETCA TMNCAPUTMUSA UM 3NNUNenTUOPMHAN aKTUBHOCTb NGO MMEET MeCTO 3afepXxka pa3BuTus. Mpn 0TCYTCTBUM TMNCAPUTMUN UAK 3NMNENTUGOPMHONA aKTUBHOCTU HE06X0ANMa nkTanbHas 330

B03MOXHOCTb Pa3BUTUS CUHAPOMA

MnagfieHLbl C TPaBMOW FONIOBHOTO MO3ra B aHaMHe3e, NOPOKaMI Pa3BUTIS FONIOBHOMO MO3ra UM CNELUMGUIECKUMU FeHETUYECKMMU 3a6018BaHNAMU, BKNHOYAS PAHHIO MIAEHYECKY0 3BOSIOLNOHHY0

1 3NNENTMYECKYI0 3HLEanonaTuio, y KoTOpbIX HaBN0AAI0TCA 3HAYUTESIbHbIE AHOMANMK HA MHTEPUKTanbHOM Il (BbiCOKas aMNAnTYAa, 3aMefneHne POHOBOM PUTMUKI U/UnK MyNbTUAOKaNbHbIE pa3paabl),
NOMKHbI TLIATENbHO HABN0AAThCA AN BbIABMEHNS Pa3BUTUA KIINHUYECKNX ANUNENTUYECKUX CNadMOoB. OHAKO CUHAPOM UH(AHTUNbHBIX CNA3MOB HE MOXET ObITh AMArHOCTUPOBAH /10 HaYana 0693aTeNbHOro Ans
HEero TMna npucTynos

CuHapom 6e3 1abopaTopHOro NOATBEPXKAEHNS

B pernoHax ¢ orpaHnyeHHbIMYU PECYPCaMM HACTOATENIbHO PEKOMEHYETCS BbINONHEHME MHTePUKTaNbHOK I3, OgHaKo npu oTCyTCTBUM 33T CUHAPOM SNUNENTUYECKMX CNAa3MOB MOXHO JMarHOCTUPOBATL Npu
HaNM41M YeTKOr0 NOATBEPXKAEHMS OMbITHBIM KAMHULUCTOM HaNM4us KNacTepoB TUNNYHbIX 3NUENTUYECKMX CNa3MOoB (MPW OCMOTPE UK Ha BUAEO3ANUCY) U NPK COBMIOAEHNI APYTUX KITMHUYECKIX 06513aTeNbHbIX
KPUTEPUEB U KPUTEPUEB UCKIHOYEHUS

2.4. Cunppom [ipaBe (aHr

n. Dravet syndrome, DS)

Peunansupytowme hokanbHble KNOHUYECKNE (FEMUKNOHNYECKNE)

— 3nunenTuyeckne cnasmol
e6punbHble 1 ahebpuIibHbIE CYA0POrK (KOTOPbIE 4acTo

B aHamHe3e HeT AnuTenbHbIX NpucTynos (>10 MuH) — PaHHss MnajaeH4Yeckas 3BOOLUOHHAS

MpucTynsl YyepenyroTCsA OT NpUCTyna K NpUcTyny), doKanbHbie o
OTCyTCTBME CBA3M C IMXOPALKON KaK C TPUITEPOM npucTyna 1 anunenTuyeckas aHuedanonaTus, cBs3aHHas
W 1BYCTOPOHHNE TOHUKO-KNOHUYECKNE N/UNN TeHepann3oBaHHbIe .
¢ myTauuen B rene SCN71A
KJIOHWYeCKMe Cyfoporu
331 HopmanbHas dhoHOBas akTUBHOCTb Ha 33T 6€3 NHTEPUKTANbHbIX
pas3psfoB nocne 2 net
BospacT ge6rota 1-20 mec 1-2 mec unu 15-20 mec
PasBuTne B Havane
3ajepxxka pa3BnTmsa B Havane 3abonesaHus
3a601eBaHns
HeBponoruyeckuit
B OyvaroBsble HEBPONIOrMYeCKMe CMMNTOMbI (KpoMe napesa Togaa)
HelipoBuayanusaums OvaroBas natonorus Ha MPT
rue nccneaoBaHns / M
Aey A OTCyTCTBME NATOreHHOr0 BapuaHTa reHa SCN71A unn gpyroi
reHeTu4eckne o o
MyTauun, ABNALWenca npuinHon 3a60neBaHus
nccnesoBaHus

TeveHne 6onesHu

Xopowas aeKTUBHOCTb NPU NPOPUNAKTNYECKOM NPUMEHEHNU
6710KaTOPOB HATPUEBbIX KaHANOB, BKIKOYas kKap6amasenux,
OKCKap6asenuH 1 eHUTOnH

— dGapmakopes3ncTeHTHas anunencus
— YMCTBEHHAA 0TCTaNnoCTb
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IIpunoxeHue A2 (IPOJOKEHHE). [[MArHOCTUIECKNE KPUTEPUN SITIICITUICCKUX CHHAPOMOB C HAYAIOM B HEOHATAILHOM TIEPHO/IE U MIIA/ICHUECTBE

MapameTp

Mpumeyaxus

06s3aTeNbHble KPUTEPHN HacTopaXuBarowme npuaHaku KpuTepnu uckniouexuns

Tpebyercsa i MPT nnun uktansHas 33 gns noctaHoBku gnarHo3a?
[infa noctaHoBKM AnarHo3a He Tpe6yetcs MPT, HO HACTOATENbHO PEKOMEHAYETCA C LeNbHo BbISBNEHUS OCHOBHOM NpuyunHbl. MkTansHas 30 He TpebyeTcs ANs LUArHOCTUKN

BoamoxHocTb passntns cuHapoma

Y pebeHka B Bo3pacTe A0 12 MeC C ANNTENbHBIMU FTEMUKOHNYECKUMI UAN [BYCTOPOHHUMM TOHUKO-KMOHNYECKUMI MPUCTYNaM1 C NIUXOPAAKON 1 63 Kakoii-nn6o Apyroii 0CHOBHOI NPUYMHBI CIEAYeT PacCMOTPETb
BO3MOXHOCTb CMHAPOMA [lpase. [lanbHeLwne Cy[OPOXHbIE MPUCTYMbI (4aCTO C NIMXOPAAKON, a TAKXKE CAIM OHN MPOAOKMTENbHbIE NN TeMUKITOHMYECKIE) NO3BONSAIOT 60/ee TOYHO [MArHOCTUPOBATL CMHAPOM [lpaBe.
[lnarHo3 MoxeT 6biTb JONONHUTENbHO NOATBEPXKAEH 06HAPYXEHNEM NaTOreHHOro BapuaHTa reHa SCN7TA

CuHgpom 663 1abopaTopHOro NOATBEPXKAEHUS
B pernoHax ¢ orpaHnyeHHbIMIU pecypcamu CMHAPOM [paBe MOXeT 6biTb JuarHocTupoBaH 6e3 BbinonHeHns 33, MPT v reHeTU4eCKNX UCCnef0BaHni y feTeil 663 Hann4nsa HaCTOPaXXMBAKOLLMX NPU3HAKOB,
HO C COOTBETCTBMEM BCEM OCTA/IbHbIM KIIMHUYECKIM 0053aTeNbHbIM KDUTEPUAM U KPUTEPUSM UCKIOYEHNS

3. Ituonornyecku cneynchnyHbie cuiapombl (aHrn. etiology-specific syndromes)

3.1. CuHApOM 3BONIOLMOHHOI M 3NMNENTUYECKOH JHLethanonaTiu, cBA3aHHON ¢ MyTaumeii B rene KCNQ2 (anrn. KCNQ2-DEE)

Mpuctyns ToHu4eckne, MUOKNOHMYECKME n/unn hoKanbHbIe NPUCTYMbI
331 JIn6o «BcnbllKa—NoAaBneHNe», NN60 MyNbTNOYAr0BbIe Pa3psAbI;
anddysHoe 3ameeHne
Hayano nocne 1-ii Heaenn Xu3Hu (CKOPPEKTUPOBAHHbII
Bospacr geblota <3 mec "~
pacTa recTalnoHHbI BO3PACT)
Hesponoruyeckuit o o
HopMmanbHbIi HEBPONOrN4YECKMI CTaT!
cTaTyc opma €BPOJIOTNYECKNil CTaTyC
ConyTcTaytoLwme 04yeBmAHas Ha MOMEHT Ha4ana 3a60NneBaHna 3afepxKa passuTns
3a60neBaHmns HEPBHOW CUCTEMbI MK 3HLEdanonaTus
[pyrue nccnegosanns /
reHeTnyeckne [aToreHHbIii BapnaHT reHa KCNQ2
nccnesoBaHus

TeyeHue 601€3HU

AHOManbHoe pa3BUTIE HEPBHON CUCTEMbI C YMEPEHHbIMU UK
BbIPAaXXEHHbIMWN HAPYLLIEHUAMU

Mpumeyaxus

Tpe6yercsa nan MPT unu nktansHas 39l 415 nocTaHoBKu AuarHo3a?
MPT He TpebyeTcs A1 AMArHOCTUKW, HO HACTOATENIbHO PEKOMEHAYETCS ANA UCKNH04eHNA fpyrux npudunH. Mktanbnas 331 He TpebyeTcsa ANf ANArHOCTUKN

CuHgpom 6e3 1abopaTopHOro NoATBEPXKAEHNS
B pernoHax ¢ orpaHnyeHHbIMI pecypcamu guarHo3 KCNQ2-DEE He MoxeT 6bITb NOCTaBNEH 663 FEHETUYECKOT0 MCCNeA0BaHNA

3.2. CHHApPOM BUTAMMHO32BUCUMOH (MUPUAOKCHH- MM NUPUAOKC(aM)MH-5'-chochaT-3aBUCUMOIA) 3BONIOLMOHHON U ANUNENTUYECKON 3HLEe(anonaTum ¢ paHHUM Havyanom

BapuabenbHble TUMbI NPUCTYNOB, KOTOPbIE MOTYT BK/KOYATh:
— (hokasnbHble/MynbTUd OKabHbIe CYA0pOrK;

— 3NUNENTUYECKNe Cnasmsl;

— reHepann3oBaHHbIe TOHUYECKME NPUCTYNbI;

— reHepann3oBaHHble KNOHNYECKNE NPUCTYNbI.

Mpuctynbl Cynoporu aBna0TCcsa (hapMakopesncTEHTHBIMI 11 4aCTbIMU (4ACTO
nepexoAsT B ANUIENTUYECKNIA CTATYC), HO BbICTPO pearnpytoT Ha
NUPMAOKCUH (MMPUAOKCUH-3aBUCUMAs 3BONIOLMOHHAS
1 anunenTuyeckas aHueanonaTus) Unn nupuaokcanb-5-ocdar
(nupuaokc(am)nH-5'-chochar-3aBmcumasn IBONIOLNOHHAS
¥ 3nunenTmyeckas aHuedanonarus)
NHTepukTansHas 3I: aHoManbHas ¢ 3ameneHnem (POHOBON
9ar PUTMUKN 1 DOKaNbHBIMU/MYNbTUDOKANbHBIMY Pa3psaamu uim
naTtTepHamu «BCMblLUKa—NOAaBEHNE>
BoapacT >3 net Ha MOMeHT Ha4Yana (CyLecTBYOT peakue popmbl
BospacT geb6roTa P o (eyw VioT pea top
NUPUAOKCUH-3aBUCMMOIA SNUNENCUMN C NO3AHUM Le60TOM)
Hesponoruyeckuit
CTanyc OTcyTcTBUME 3HLedanonaTum n Bo36yanMocTu
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MapameTp

[pyrue nccnegosanns /
reHeTnyeckme
uccnesoBaHus

06s3aTenbHbIe KpUTEPUN

MopTBEpXAatoLiMe Na6opaTopHble NCCIEeA0BAHNS MOTYT BKITHOYAT!
— MeTaboNn4eckne nccreoBaHns: NoBbILEHHbIA YPOBEHb
0-aMUHOAANNNHOBOrO NoNyanbAernaa u/mnn NUNeKonMHoBOM
KUCNOTbI B MOYe, nnasme u/unn CMX (nupmpokcuH-3asncumas
9BOJOLMOHHASA 1 3NUNENTUYECKAS dHLedanonaTua) unm HU3KUi
YypOBEHb Nupuaokcans-5-cocgara 8 CMXK
(MMpnaoKc(am)mH-5'-thocdar-3aBncumasn 3B0NOLMOHHAR

1 anunenTuyeckas aHuemanonarus)

nnn

— reHeTU4eCKI1e NCCNeA0BaHNA: NaTOreHHbIe BAPUAHTbI FEHOB
ALDH7AT wnn PLBP (nMpuAOKCUH-3aBUCUMas 3BOMIOLUOHHASA
1 anunenTuyeckas aHuedanonarus) unu resa PNPO
(nmpmpokc(am)nH-5'-dhochar-3aBucumas IBONOLNOHHASA

¥ anunenTmyeckas aHuedanonarus)

Hactopaxusatowme npusHaku

KpuTepuu uckniouexus

TeyeHne 601e3HU

MpuCTynbl, KOTOPbIE JEMOHCTPUPYIOT YCTONYMBOE 3aMETHOE
CHUXXEHME UMK NpeKpaLleHne Ha hOHe Npuema NUpUAOKCUHA UNu
nupuaokcanb-5-gpocara B Te4eHNE BCEN XUSHU

HopmanbHoe pa3BuTie HepBHOW CUCTEMBI

Mpumeyaxus

Tpebyercsa i MPT nnn uktansHas 33 gns noctaHoBku gnarHo3a?

MPT He Tpe6yeTcs ANs AMArHOCTUKM, HO HACTOSTENIbHO PEKOMEHAYETCS AN UCKOYEHNs APYruX NpuduH. MktansHas 33T He Tpe6yeTcs AN ANarHoCTUKM

CuHgpom 6e3 1abopaTopHOro NOATBEPXKAEHNUS

B pernoHax ¢ orpaHuyeHHbIMI pecypcamu NUpuA0KCHH- AN NUPUAOK(aM)1UH-5'-chocchaT-3aBucMan 3BOMOLMOHHAR 1 ANUNENTUYECKas aHLedanonaTius MOXeT 6bITb AMArHOCTMPOBaHA y ieTel 683 HACTOPaXMUBAIOLLMX
NPU3HAKOB, HO C COOTBETCTBMEM BCEM OCTasbHbIM KITMHNYECKMM 00513aTENbHBIM KDUTEPUAM 11 KDUTEPUSAM UCKITIOYEHMSA, Y KOTOPbIX CYA0POriA MPeKpalLlaoTes Ha hoHe Npuema nupUAoKCcuHa
UK NUPUAOKCaNb-5-hocchata, BO306HOBNSIOTCS NPW NPEKPALLEHUM NPUEMA U CHOBA MPEKPALLAIOTCS NPY BO3OGHOBIEHI NX MPUEMA

3.3. CuHApOM 3BONIOLINOHHON M aNMNENTUYECKON aHUetanonaTuu, cBA3aHHoi MyTauueil B rene CDKL5 (anrn. CDKL5-DEE)

MpUCTyNbl MOTYT BKJK0YATh TOHNYECKIME CYAOPOTA, ANUENTUYECKNE
cnaambl, reHepanin30BaHHbIe TOHUKO-KIOHUYECKNE N/ UK

Mpuctynsl ¢hokanbHble cygoporu. Mpuctynbl NOCNef0BaTENbHbIX OTCcyTCTBME NUNENTUYECKMX CNA3MOB HA 1-M FOfY XXU3HK
TUNEPKNHETNYECKNX TOHNYECKMX CNa3MOB XapakTepHbl, HO He BO
BCEX CNyyasx
931 HopmanbHas hoHOBas aKTUBHOCTb Ha AT 63 NHTEPUKTANbHbIX
paspsfoB nocne 4 mec
BospacT gebrota Hayano anunencuu B Bo3pacte >3 Mec

PasBuTne B Ha4ane
3a60n1eBaHNA

HopmanbHoe passuTue o Havana 3abonesaHns

Hesponoruyeckuit
cTaryc

— HopmanbHblii TOHYC
— OTCYTCTBUE 3HLE(anonatTiun

[pyrue nccnepgosanus /
reHeTn4eckne
nccneaoBanns

MaToreHHbIi BapnaHT reHa CDKLS (cuenneHHblii ¢ X-XxpOMOCOMOI,
HO OTHOLLEHWNE MYXXCKOro nona K )XeHckomy 4:1)

Te4yeHne 60ne3HM

— YMCTBEHHas 0TCTanoCTb OT YMEPEHHO L0 TSKEN0N CTeNeHn
— ®apmakope3ncTeHTHas anunencus

[pumeyanus

Tpebyertcs in MPT nnn uktansHas 831 4ns noctaHoBku gunarHo3a?

MPT He TpebyeTcs Ans AMArHOCTUKMW, HO HACTOATENIbHO PEKOMEHAYETCS AN NUCK0YeHUa Apyrux npuymnH. ViktansHas 331 He TpebyeTcs AN ANArHOCTUKN

Cuxapom 6e3 1a6opaTopHOro NOATBEPXAEHNS

B pernoHax ¢ orpaHuyeHHbIMK pecypcamu guarHo3 CDKL5-DEE He MOXeT 6biTb NOCTaBNIeH 6€3 reHeTUYeCcKoro NcecneaoBaHns

3.4. KnactepHas anunencus, cBA3aHHas ¢ MyTauueii B reie PCDH19 (aurn. PCDH19 clustering epilepsy)

MpucTynbi

®oKanbHbIe NPUCTYMbI (TUMUYHBI UCMYTAHHbIE KPUKIA)
1 TOHWKO-KJIOHUYECKNE MPUCTYMbI KNacTepamu; MoryT
VHWLMMPOBATLCS NUXOPALKON

—MpogomxutenbHble hoKanbHble KNOHUYECKNE
(reMnKNOHNYeCKIe) Cyaoporn B MnafeH4ecTse (cneayet
paccmoTpeTb cuHApOM [Ipase)

— HeT knactepuaayum

EMHEOLD0D

¢ 5N v1 WO ¢20¢

algHarpwemMdMIodpU U

BUOUIVULIE



BUHB01909 919HIURINEMINMOdRU 1 BUOUBLINLE

ns-eisdajidammm

(8748

IIpunoxeHue A2 (IPOJOKEHHE). [[MArHOCTUIECKNE KPUTEPUN SITIICITUICCKUX CHHAPOMOB C HAYAIOM B HEOHATAILHOM TIEPHO/IE U MIIA/ICHUECTBE

MapameTp 06s3aTenbHble KpUTEPUN HacTtopaxuBatowue npusHaku Kputepum ncknrouenms
331 OTCyTCTBME 3NUNENTUCOPMHbIX Pa3psA0B (06bIYHO 04Ar0BbIX, HO
PEAKO reHepann3oBaHHbIX)
BospacT ge6rota 1,5-60 mec y aeBoyek, 5—96 Mec y Manb4ymkos

[pyrue nccnepgoBanms /

leHeTn4eckue MatoreHHbii BapnanT reva PCDH19

1ccneaoBanns
Tpe6yetcs nn MPT nnn uktansHas 83I ans noctaHoBku anarHo3a?
MPT He TpebyeTca Ans AMATHOCTUKM, HO HACTOATENIbHO PEKOMEHAYETCA ANS UCKNI0YeHUs ApYrux npu4mnH. NktansHas 331 He TpebyeTca And [MarHOCTUKN
BosmoxHocTs passutnsa cuHgpoma

MpumeyaHus [laHHbIi CMHAPOM CriefyeT 3an0403pUTb Y HOBOPOXKAEHHOI AEBOYKM C NEPBbIM KNlacTepom ebpusibHbIX Cyaopor

CuHapom 6e3 1abopaTopHOro NOATBEPXKACHNS
B pernoHax ¢ orpaHuyeHHbIMI pecypcamn PCDH19 knactepHas anunencust MoXeT GbiTb NpeBapuTeNbHO ANarHoCTUPOBaHA 63 NOATBEPKAALOLLEr0 reHeTUYECKOro UCCejoBaHMs, 0COBEHHO NPU HANMYuK
CEMENHOro aHamMHe3a, npejnonaratLero X-cLenneHHoe JOMUHAHTHOE HAacleA0BaHNe CO CHYKEHHOI 4acTOTON pa3BnTus 3a60NeBaHNsA Y UL MY>XCKOr0 nosa

3.5. CHHAPOM HeA0CTaTOYHOCTH NEPEHOCYNKA INOKO3bl 1-ro Tuna (aHrn. glucose transporter 1 deficiency syndrome, GLUT1DS)

Cypmoporu, KoTopble MOTyT 6bITb (DOKANbHBIMW UK

Mpuctynsl reHepann3oBaHHbIMM, BK0Yas aBCAHChI (4aCTO HAYMHAKTCS
B BO3pacTe 0 3 feT)
HeBponoruyeckuit
cTaTyc OuaroBble HEBPONIOrMYecKNe CUMNTOMbI (Kpome napesa Tonaa)

[pyrue nccnegosanus /
[eHeTu4eckune
nccneaoBaHns

—aToreHHbIn BapuaHT reHa SLC2AT

nnn
[ipyras 3ajoKyMeHTUPOBAHHAA 3TUONOTNA TUMOrINKOPaxumn

— Huskuit ypoBeHb rntoko3bl B CMXK HaTowak
1 COOTHOLWEHN: rnoko3bl B CMXK 1 nnasme

Te4yeHue 60ne3HN

— Cynoporu, KoTopble KOHTPONUPYHOTCA NEKAPCTBEHHbIMM
cpefAcTBaMu

—0TCyTCTBME YNY4LIEHUS NPU KETOTEHHOI AneTe

— OTCyTCTBME BUTATENbHbIX PACCTPONCTB, TAKNX KK aTakcus,
Bbl3BaHHaA HN3NYECKON HArpy3KOoi, napoKcu3manbHas
LUCKUHE3Ms, AUCTOHNS

YMCTBEHHAA 0TCTaNnoCTh

Mpumeyanus

Tpebyercs nn MPT unn uktansHas 33l 4na noctaHoBku guarHosa?
MPT He TpebyeTcs A8 [MArHOCTUKMW, HO HACTOATENbHO PEKOMEHAYETCS AN UCKN0YeHUsa Apyrux npuyunH. NktansHas 33l He TpebyeTca Ans AMArHOCTMKN

CuHapom 6e3 n1abopaTopHOro MoATBEPXAEHUS

B permoHax ¢ orpaHu4eHHbIMI pecypcami CUHAPOM HEA0CTAaTOYHOCTM NMEPEHOCYMKA FOKO3bl 1-ro TUNa MoXeT 6bITh ANArHOCTUPOBAH 663 BbinonHeHUs I3l MPT 1 reHeTM4eCKMX UCCNeJOBaHNIA Y fieTeil 663 Hann4us
HacTOpaXKnBaloLMxX NPU3HAKOB, HO C COOTBETCTBIMEM BCEM OCTasIbHbIM KJIMHUYECKNM 06513aTeNIbHBIM KPUTEPUSM 1 KPUTEPUSAM UCKI0YEHMS.

[ns anarHocTukM Heo6xoaumo nccnegosaHne CVK

3.6. Cunpapom LLitypre-Be

6epa (anrn. Sturge-Weber syndrome, SWS)

@DoKanbHbIe MOTOPHbIE N BEreTaTUBHbLIE MPUCTYMbI
C HapyLeHNem CO3HaHNA unu 6e3 Hero, KOTOpPble MOTYT

Mpuctynbl
TPaHCGOPMNPOBATLCS B ABYCTOPOHHNE TOHUKO-KNOHMYECKIE
NpUCTYnbl
MHTepukTansHas 330k 0TCYyTCTBME aCUMMETPUYHON (DOHOBON
33r AKTMBHOCTM CO CHUXXEHUEM aMNANTYAbl
1 3aMeJilIeHNEM HaJ NOPaXKEHHbIM Nonywapuem
HeBponoruyecknii OTCyTCTBME NNLEBOI KAaNUNSAPHON reMaHrnombl, nopaxatouein
cTartyc nepmarom V1
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HpI/I.TIO)KCHI/IC A2 (oxonqanne). III/IZIFHOCTI/ILICCKI/Ie KPUTCPUHN SNWICTITUYICCKUX CUHIPOMOB C HA9aJIOM B HCOHATAJIbHOM NIEPUOJEC 1 MJTAJICHYCCTBEC

MapameTp 06s3aTenbHbIE KPUTEPUN HacTopaxuBatowue npu3Haku Kputepuu uckniovexus

Ha MPT nmeeT MecTo NenTOMEHWUHIeanbHoe ycunexue,
CBNLETENbCTBYIOLLEE O NIeNTOMEHUHIeanbHOM aHrmome,

C KOPTUKANbHON KanbLnuKaLmen 1 04arosoii LepebpanbHoi
aTpodomen, pa3BMBalOLLEICS CO BPEMEHEM

HelipoBnayannsauus

— OTCYTCTBME OTKIIOHEHWI OT HOPMbI NTPYU HEBPOIOTMYECKOM
006CNel0BaHNI (MOXKET OrpaHM4MBaThCs AeULNTOM Noneit 3peHuns)
—OTCYTCTBNE YMCTBEHHOM OTCTANOCTL OT NEFKOM [0 rNy60KOiR
cTeneHn

Te4eHue 601e3HN

Tpebyercs nn MPT unn uktansHas 93l ana noctaHoBku guarHosa?

[ns nocTaHoBKK AnarHo3a tpebyetcst MPT. iameHeHUs MOryT 6bITb 04€Hb HE3HAYUTEbHBIMY UK OTCYTCTBOBATL Ha MPT, cienaHHoii 1o 2-Mecsi4HOro Bo3pacTa. MiktansHas 330 He TpebyeTcs AN ANATHOCTUKN

Mpumeyanus
P CuHgpom 663 n1abopaTopHOro MoATBEPXAEHUS

B permoHax ¢ orpaHuyeHHbIMK pecypcamu cuHapom LLUTypre—Be6epa MoxeT 6bITb NPEANONOXUTENbHO AnarHocTupoBaH 6e3 33 unn MPT y nuy 63 Hanu4Ms HACTOPAXMBAOLLMX NPU3HAKOB, HO C COOTBETCTBUEM

BCEM OCTASIbHbIM KIMHUYECKUM 0693aTENbHbIM KPUTEPUAM N KPUTEPUAM UCKITKOYEHNS

3.7.TenacTuyeckue NpUCTYNbI C rTMNOTanamMu4eckoilt ramapTomoii (anrn. gelastic seizures with hypothalamic hamartoma, GF-HH)

lenacTM4ecKme NPUCTYNbl C MEXAHNYECKUM 6e3Pa0CTHBIM CMEXOM,

Mpuctynbl
He COOTBETCTBYIOLLUM KOHTEKCTY

YactoTa npuctynos pexe 1 pasa B AeHb

- WnTepukTansbHas 33T reHepanuaosaHHoe uan hokanbHoe
3amejsieHne (POHOBOI aKTUBHOCTM (32 UCKITIOYEHNEM

33r HenocpeACTBEHHO NOCTUKTANIbHOTO NEPUoAa)

- WkTanbHas 33 npu renactuyeckmx NpucTynax Moxer
OTCYTCTBOBATb KOPPENsALMS C AaHHbIMW NKTaNIbHO 33T

Bo3spact ge6ioTta Hayano B Bo3pacte >5 net

PasBuTue B Ha4ane
SIBHas 3a/iepXKa pa3BuTUs B Havase 3abonieBaHna

3a6oneBaHns
HeBponoruyeckuni O4aroBble HEBPONOrMYeckmne NposBNeHMs (KpoOMe napesa
cTartyc Toapa) unu reHepann3oBaHHas rMNOTOHNS
. TunoTanamuyeckas ramaptToma (AN NOATBEPXKAEHUS MOTYT
e noTpe60oBaTLCA TOHKME CPE3bl FMNoTanamMmnyeckoii 06nactu)
TCYTCTBU TPOWCTB NOBEAEHUS, BKIKOYas ar [
TeveHue 60ne3HM dapmakope3nCcTeHTHas anunencus OTCyTCTBUE PACCTOWCTB NOBEAGHNS, to1as arpeccuto,
VMMYAbCUBHOCTb M TMNEPAaKTUBHOCTb
Tpe6yetcs nn MPT nnn uktansHas 931 ans noctaHoBku gnarHo3a?
MPT Heo6xoanMMa ANs NOCTaHOBKM fuarHo3sa. ViktanbHas 33l He TpebyeTcs AN AMarHoCTUKM. Kpome TOro, y renactu4ecknx npucTynoB MoXeT OTCYTCTBOBATb KOPPenauns
C AaHHbIMU UKTanbHOK 33T
Mpumeyanus

CuHApOM 663 1abopaTopHOro NOATBEPXKAEHNS
B pernoHax ¢ orpaHnyeHHbIMU pecypcamMm CUHAPOM renacTUyeckux cyaopor ¢ runoTanammuyeckon raMapToMoi He MOXKET 6bITb AMarHocTuposaH 6e3 MPT, T.K. refiacTuyeckue NpucTynsl MOryT BO3HUKATb U3
npyrux obnacten mosra

Ipumeuanue. DOI — anexmposnyedanozpagpus; MPT — maznumno-pesonancran momoepagpus; ADI — anmusnunenmuneckue npenapamol; CMIK — cnumnnomo3208a: iOKOCb.
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