AunarHocTuuyeckme Kputepmm
reMmnierm4ecKom MMrpeHm

1.2.3 lfemunnnernyeckaa' MUrpeHb
OnuncaHue: MUrpeHb C aypom, BKIOHAOLLEN ABUraTeNlbHbIe CUMMTOMbI B BUAe crabocTu.

AdunarHoctnyeckume KpUtepuu:

A. MpucTynbl, oTBeYaloLmMe Kputepmam 1.2 MUrpeHm c aypom n Kputeputo B, ykazaHHOMY HUXKe.
B. Aypa, BKtovaloLwaa oba crefyolmx npusHaka:

1. NONHOCTbIO O6paTUMBbIe ABUraTesbHble HapyLLUEeHWs B BUAE MbllleyHow cnabocTul,2;

2. MOSIHOCTbIO 06paTUMble 3pUTENbHbIE, CEHCOPHbIE N/UN peYdeBble/a3bIKOBble CUMMTOMbI.

lNMpumeyaHus:

1. TepMUH Nnernyeckasa B 60MbLUMHCTBE A3bIKOB O3HaYaeT napanuny, Ho 60bLUMHCTBO NPUCTYMNOB XapaKTepm3yeTcs
MblLLEYHOM cnabocTblo (Mape3om).

2. lBUraTenbHble CUMMATOMbl O6bIYHO ONATCA MeHee 72 YacoB, HO Y HEKOTOPbIX MaLMEHTOB MbllleYyHas crabocTb
MOXXET COXPaHATbCA HeaenaMu.

KoMMeHTapumn: HOrga MOXKeT 6biTb TPYAHO OT/IMUYMUTb MbILLEYHYO cl1aboCTb OT NOTEPU YYBCTBUTETbHOCTW.
1.2.3.1 CeMenHaa remunnernyeckas MurpeHbo (CrM)

OnucaHue: MUrpeHb C aypon, BKoYaloLwasa gBuratesibHble CUMMNTOMbI B BUOE MblLLeYHOM clabocTu, a TaKKe
HaslM4ymMe No MeHblUen Mepe O4HOIo POACTBEHHMKA MEepPBOM UM BTOPOM CTEMEHM POACTBa, MMEIOLWEero MUrpPeHO3HYo
aypy C MblLlLeYyHoM crabocTblo.

AdunarHocTtnyeckume KpUuTepuu:

A. MpucTynbl, oTBeYatoLwme Kputepuam 1.2.3 feMmunnernieckom MmrpeHu.

B. Mo kpanHen Mepe y O4HOro PoACTBEHHWKA NepPBOM UM BTOPOW CTEMEHU POACTBA 6blIM MPUCTYMbI, OTBeYaLwme
Kputepmam 1.2.3 feMmnniermdyeckom MMrpeHu.

KommeHTOQpPUN:

1. HoBble reHeTnYecKkme gaHHble No3BONNAM OaTb 6onee TouHoe onpeneneHme ceMemHom reMmnnerm4yeckomn

MUIPEHU, YEM 3TO 6bISI0 BO3MOXKHO paHee. MaeHTUdMLMpOoBaHbl crneundundeckme reHeTudeckme nogdopmbl:

+ C'M 1 Tna — MmyTtaumm B reHe CACNAITA (KogupytoLleM KanbLMeBbIN KaHanl) Ha XxpoMocome 19;

- CI'M 2 Tnna — MyTaumm B reHe ATP1A2 (koaupytowieM K/ Na-AT®asy) Ha xpoMocome T;

- CI'M 3 Tmna — MyTaumm B reHe SCN1A (KogupyoLlleM HaTpMEBDbIM KaHasl) Ha XpoMocoMme 2.

- CI'M ¢ MyTaumamm B ppyrmx noKycax (Kotopble elle He MOeHTUDULMPOBaAHbI) — FrEHETUYECKOE TECTUPOBaHME He
BbisBUIO MyTaumm B reHax CACNAIA, ATP1A2 nnmn SCNI1A.

2. CeMelMHasa reMuniernyeckas MUrpeHb Hapsay ¢ TUMMYHOM aypoW OYEeHb YacTO COMPOBOXXAAETCA CTBOIOBbIMU

CUMMTOMaMK U NOYTU BCerga — rofIoBHOM 60nbio. B peakux cnydaax B npmuctynax CI'M Bo3MOXXHbI HapyLUeHUs

CO3HaHMA (BMNJIOTb 40 KOMbI), CMYTAaHHOCTb CO3HAHUS, IMXOPaAKa U N1eoLUTO3 CMMHHOMO3IoBOM mnakoctm (CMXK).

3. CeMelHasa reMuniernyeckas MUrpeHb HepeaKo oLMBOYHO NPUHMMaeTcs (M 6e3ycrneLHo NeYymnTcs) Kak

anunencud. MNpuctynbl CI'M MoryT 6biTb Bbi3BaHbl TErKOW TPaBMOW rofoBbl. MpumMepHo B 50% cemei ¢ CI'M

He3aBUCUMO OT NPUCTYNMOB MUTPEHU Pa3BMBaAETCH XPOHUYECKaAsa MporpeccmpytoLllas MO3XKe4yKoBasa aTaKcus.

1.2.3.2 Cnopaguyeckaa remmnnernyeckasa MmrpeHbo (CnrM)

OnucaHme: MUIrpeHb C aypoK, BKtoYaloLWen aBuratenbHble CMMATOMbI B BUAE MbllLeYHOW cnabocTu, ogHaKo HU Y
OLHOIo M3 POACTBEHHUKOB MEPBON UM BTOPOMN CTENEHU POLACTBA HET MUMPEHO3HOM aypbl C MblLLUEYHOM cnabocTblo.

OuarHoctuyeckme Kputepum:

A. MpucTynbl, oTBeYawLwme Kputepmam 1.2.3 feMuniermdyeckom MMrpeHu.

B. H1 oauH 13 poacTBEHHMKOB NEPBON UM BTOPOM CTEMEHM He nonagaeT nog Kputepun 1.2.3 femumnnermyeckon
MUTPEHMU.

KommeHTOQpPUU:

1. SnugemMmonornyeckne nccneoBaHums Nnokasanu, YTo cnopagmyeckme cryydyam MMeroT MPUMEPHO TaKyo Xe
pacrnpoCcTpaHEHHOCTb, KaK 1 CeMenHble Cry4van.

2. Mpuctynbl 1.2.3.2 Cnopagnyeckom reMmnierm4eckom MUrpeHm MMeoT Te XKe KITMHUYEeCKME XapaKTEPUCTUKU, YTO U
1.2.3.1 CeMeMHasa reMuniermyeckas MUrpeHb. B HEKOTOPbIX BEPOATHbBIX CNOPaANYECKUX CIyHasaX BbiIBIAIOTCA
n3BecTHble npu CI'M MyTauum, Mnmy poacTBeHHMKa NepPBON UM BTOPOW CTEMEHU NO3gHee pa3BMBaeTCs
reMuniermyeckas MUrpeHb, YTo COOTBETCTBYET BbINOSIHEHUIO KpUTepumeB 1.2.3.1 CeMenHOM reMuniermyeckom
MUIrpPeHU 1 BNeYéT 3a cobonr M3MeHeHue amarHosa.

3. Cnopagunyeckume criydam o6bluHO TPeBYIOT HEMPOBU3Yyanusaunum U opyrmx uccnegoBaHmim ANs UCKIOUYEHUS MHbIX
MPUYKH. JTloMbanbHaa NyHKUUA MOXKET 6biTb HeobxoanMa anga UckndveHusa 7.3.5 CuHgpoma TPaH3UTOPHOM rofIoBHOM
601K 1 HeBponornyeckoro gedunumTa ¢ NMMPOLUTO30M CMUHHOMO3IOBOM XMAKocTK (HaNDL).
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