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HoBoe B anunentonoruum

Py6puky Bepet

Bnagumup Uropesuy XaputoHoB —
3aBefyoLLMA AETCKUM OTAENEeHNEM
TMO «[MCUXUATPUSA», . Knes,
JevcTBUTENbHbBIN YNeH EBponenckon
akagemwuu anunentonoruv (EUREPA)
n MexagyHapofHon accoumaumnm
petckmx HeBposnoroB (ICNA)

Anpec ona KoppecroHAeHLUMu:
vkharytonov69 @ gmail.com

YBaXxaemble KOnneru, B JaHHON ny6nu-
Kauuu Mbl NpoAomKaeM 0630p CTaTbk
I. Scheffer et al. «Knaccudpukaumus anu-
NeNncuin: HoBast KOHLENUMs o LUCKYCCUm
1 pe6atoB — cneunanbHoe C006LieHMe
komuccun ILAE no knaccudpmkauum
U TEPMUHONOTUN», ONYy6NNKOBAHHON
B XypHane Epilepsia Open (2016; 1-8).
lpefCcTaBneHHbIA MaTepuan nocBsLLeH
06CYXJEHWN0 OCHOBHbIX BOMPOCOB HOBOIA
Knaccudmkauuu anunencuii ILAE.

B HeKOTOPbIX CAy4asax anuaenTU4ecKui
CWHLPOM MOXET 0CTaBaTbCs HeanarHo-
CTUPOBAHHbIM, JAaXe TOraa, Koraa aTuo-
norus OnpeseneHa u MOXeT ObiTb ycTa-
HOBNIEH 4 ypOBEHb Knaccudukauum.
BaXXHO OTMETUTb, 4TO 3MUIENTUYECKMNA
CMHAPOM He UMEET NOJTHOTO COOTBETCTBMSA
3TNONOrMYECKOMY ANArHO3Y W CAYXMUT Ans
QIPYroi Lenu, Takoil Kak nogoop neyeHns.

A3BECTHO, 4TO MyTauuUu reHoB, perynu-
PYHOLWMX (PYHKLMN HATPUEBbLIX KaHamos,

accouumpytotcs ¢ anunencuen. OCHoBHas
pOJib BONbTAX3ABUCMMbIX HATPUEBbLIX Ka-
HanoB COCTOMT B MHMLMALWKA W nepeaaye
noTeHunana AencTBuUs, HE06X04MMOro
NS BO3HWUKHOBEHUS HENPOHANbHOIO
B03OYXaeHMA. YyeHbIMU Hanbonee
n3y4eH red SCN1A, KoTOpbIA nokanu-
30BaH B 2024 XpoMOCOMe U Kogupyet
al-cyobeanHuLy BONbTaX3aBUCKUMOTO
HaTPMEBOr0 KaHana, Kotopas KOHTPO-
NNpYeT ero 6bICTPYH0 MHaKTMBaLKI. B Ha-
CTOfILLee BPemMs 0nucaHo 60/bLIoe Konu-
YeCTBO Pa3HbIx MyTaumit B reHe SCN1A,
CBSA3aHHbIX C MPOSABIEHUEM 3nunencuu,
1 OnpeneneHbl OTHOLIEHUS Mexay re-
HOTUMOM W (PEHOTUMOM. BOJSIbLUIMHCTBO
nauueHToB ¢ mytaumsamu B reHe SCN1A
nmeeT eHotun cuugpoma [pase.

Ewe oanH npumep — HapylieHus me-
Tabonuama — AeduuUMT TpaHcnopTepa
rMoKo3bl 1 TN, Ans NeyeHns KoToporo
06bIYHO MCMONb3YIOT KETOTEHHYKD ANETY.
9T0 MOXeT ObITb 3TUONOrMYECKUM (Dak-
TOPOM ANS PsiAa COCTOSHNIA, 3HAYUTENbHO
OT/INYAIOLLMXCA APYr OT Apyra, Takux Kak
l0BEHWU/IbHAA abCaHC 3nuiencus, anu-
Nencus ¢ MUOKITOHUYECKM-aTOHUYECKIMN
cygoporamu. Bce atu npumepbl noka-
3bIBAKOT, YTO OfIHA FEHETMYECKas MyTauus
MOXET 6bITb CBSA3aHA C HECKOMbKMUMI 3MK-
nenTuyeckumn cuHapomamin. Onpegenss
TUN 3NUIENTUYECKOr0 CUHAPOMA UNK My-
TaUMI0 reHa, NOsBNAETCA BO3MOXHOCTb
nogo6patb 3M(EeKTUBHbIA BUA Tepanuu
B HacTosllee Bpems nu6o B 6yayLlem.
YAa4HbIM NpUMEPOM [0Ka3aTenbHOi Me-
JOUUMHBI, UCNONb3YIOLLEeR AaHHYI0 napa-
QUMY 3TWONOTMYECKOro AnarHosa, fiB-
NAETCA BbIABNEHME de NOVO MyTauun reHa
KCNT1, Kogmpytowlero paboTy Kannesblx
kaHanos y 50 % fetei ¢ CMHAPOMOM Mna-
JIEHYECKOIA 3NUnencu ¢ MArPUPYLLMMA
(hokanbHbIMKU Cyzoporamu.

Tak, 6bII0 NPOBELEHO WCCrefoBaHMe
C y4acTuem Tpex [eTen C MyTauuen reHa
KCNT1 wn Tshxenoit anunencueil, Lenblo
KOTOPOro ABAANOCH BbISCHUTH 3(PXEKTUB-
HOCTb aHTMAPUTMUYECKOTO W aHTUMans-
PUIAHOTO Mpenapara XWHWANH B JIeYeHNN
anunencuu. o peaynbtaram Tepanum 6bino
YCTaHOBIEHO, 4TO NPenapar CHU3WI 4acToTy
NPUNALKoB Y [BYX AETeil, MyTauus reHoB
KOTOpbIX Oblna CBA3aHa C Haubonee Ts-
XKeNnbIM (DeHOTUNOM CUHAPOMA MNafeH-
YECKOW SNUMeNncUn C MUrpUPYHOLLINMY

tbokanbHbiMu npuctynamu. KoHeuHo,
Janee Heo6xo4MMo NpoBefeHne ABOMHbIX
CNnenbiX PaHLOMU3MPOBAHHbLIX MCCNEao0-
BaHW ANg NOATBEPXAeHNS 3((EKTUB-
HOCTW AAHHOTO BMAA Tepanuu.

KnuHnuyuetam cneflyet 6onee LWKPOKO
OLIEHNBATb BCE ACMEKTbl 3nuiencun na-
LMEHTA HA BCEX YPOBHAX AWNArHOCTUKMU.
Y HEeKOTOpbIX W3 HUX TaK W He 6GyadeT
onpefenieHa NpuyuHa, y Apyrux 6yaet
HalaeH 6051ee 4em OAMH 3TUONOTNYECKNIA
thaktop. 3a nocneaHee Bpems 6bin cdop-
MUPOBAH LIeNbIA CNEKTP 3TMONOrMYECKNX
PN, 4acTb U3 KOTOPbIX UMEIOT Tepares-
TU4ECKOE BIIMsSHWE Ha TeyeHue 3abose-
BaHMSA. YYeHbIMI ObINO BbIAENIEHO LLIECTb
NOLOGHbIX Tpynn (reHeTU4eckue, CTpyk-
TYpHbIe, MeTabonnyeckme, UMMYHHbIE,
WH(EKLMOHHbIE N HEW3BECTHbIE) C BO3-
MOXHOCTbI0 [arnbHeNLero pacLlnpenus,
KOTOPOE 3aBWUCUT OT MOCTYM/IEHNA HOBbIX
JaHHbIX.

Bo MHorux cny4asx npu4uHbl 3a60-
NEBaHUN MOTYT ObITb MHOXECTBEHHbLIMMU,
1 3TO HOPManbHO, MOCKONbKY OfIHO HE UC-
KnoyaeT Apyroe. Hanpumep, Ty6epo3HbIi
CKIepo3 WMEeT Kak reHeTU4eckylo, Tak
W CTPYKTYPHYIO 3TMONOrM0. oatomy Het
OAHO3HAYHOr0 METOAA feveHus, cno-
C06HOro 136aBMTb NalMeHTa oT CUMNTOMOB
3a00neBaHus. Jlevalmmm Bpajamn HasHa-
YaeTCA Kak NpOTMBOCYLOPOXHAs Tepanus,
TaK W XUPYpruveckoe neveHue (3nekTpo-
Koarynauum, KpuogecTpykums). MNaument
MOXET WMEeTb LeNblil CMMCOK KOMOP-
OMIHbIX COCTOSAHUIA, KOTOPbIE MOTYT NPOSIB-
NATLCA CUMMTOMaMK N1060ro 3a60neBaHus.

C HepjaBHEro BpeMeHW BO3pacTaeT
YPOBEHb MOHUMAHNA W AMATHOCTUKW KO-
MOPOUAHBIX COCTOSAHUA. A 3TO 3HAYWT,
4TO MCUXONOrNYECKMe W MOBEAEHYECKNe
CUMNTOMbI BOBPEMS BbISBNAOTCSA M COOT-
BETCTBEHHO KOppekTupytoTes. Onucaxme
cneumdgmyecknx KOMopoUAHOCTEN C Onpe-
LeNIleHHON aTuonorueil no3sonser o6Ha-
PYXWUTb 3a60/1€BAHNE HA PAHHEN CTaguu,
Ha4yaTb afleKBaTHYK AMArHOCTWUKY W Ha-
3HA4NTb CBOEBPEMEHHOE NIeYeHMe.

Cnefyet OTMETUTb, YTO AEBOYKM C My-
Tauueit reHa PCDH19 HaxopsTcs B 30He
BbICOKOrO pUCKa Pa3BMTUS NMOBEAEHYECKNX
HapyLUEHWI ayTUCTUYECKOTO CMeKTpa, Ko-
TOpble MOryT NpefcTaBnATh Kyha 6osee
CepbesHylo npobnemy, 4em Cyfoporu
B MOJPOCTKOBOM 11 B3POCNOM Nepnojax.
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Ha paccmoTpeHue y4eHbIX B 0671actu
ANUenTonoruu 6bin NPeanoXeH TEPMUH
«TEHETUYECKMIN», 0OCYX[EHUE KOTOPOro
BbI3BANI0 MHTEHCUBHbIE JMCKYCCUN.
BONbLINHCTBO CNELKUANnMCTOB COrNacHsbI
C TeM, 4YTO TepMUH «UAMONATUYECKUIA»
ABNAETCA YCTAPEBLIMM U MHOTUE Meau-
LMHCKNE YYpexxaeHns 6onee ero He uc-
nonb3yT. Ho BCe Xe, HeKOTOopble 3KC-
nepTbl, 3asBNSAKT 0 TOM, YTO UM KOM(POPTHO
ynoTpe6naTb 3TOT TEpMUH B paboTe.
Kpome TOro, BO3HUKNO 60MblUOE pas-
HOYTEHWE B HOBOM BapuMaHTe, MOCKOMbKY
MHOTME [yMaKT, YTO TeHeTMyeckas my-
Tauus, NpuYUHa JaHHOTO COCTOSIHMS, YXKe
onpefeneHa nubo HacneposaHa. OaHaKo,
MOHATUE «TEHBTUYECKWA» BKMKOYAeT
B €651 HECKOMbKO KOHLeNUMi, cpeam Ko-
TOPbIX OfHA WU Cpa3y BCe MOryT noj-
XO[LUTb OJHOMY KOHKDETHOMY MaLMeHTy.
Hanbonee npoctas cutyauus, Korga npu-
YHHAsA FeHeTMYecKas MyTauns W3BECTHA.
Ha cerogHsLWHNA [eHb Mbl 3HAEM NULLb
He60/bLLIOE KONMNYECTBO Ceundmyecknx
FEHETUYECKMX MyTaLNiA, OTBETCTBEHHbIX
3a BO3HWKHOBEHWE 3MNUMENcun, XoTs
Y4eHble HaXOAAT Bce 6onbLue de novo my-
Tauuir. 310 06bACHSET OTCYTCTBUE [PYrinX
60MbHbIX ANUNENCUE B CEMbE, A TaKXKe
COMHEHNS YNIEHOB CEMbW B MPUHATUAM Te-
HETMYECKOro MnpoucxoxaeHus 3abone-
BaHWs. 3TOT NpUMep NOKa3blBaeT pasHuLy
MEeXAY MOHATUSMW TEHETUYECKWA U Ha-
CNEACTBEHHbINA, NOCKOMbKY TEPMUH «TeHe-
TUYECKU», HE 3HAYUT HACMEACTBEHHbIN.
C Apyroit CTOPOHbI, reHeTU4ecKas MyTaums
MOXET ObITb YHACNE0BAHHOMN, HO HE MOJI-
HOCTbIO MEHETPAHTHOI, @ 3TO 3HAYUT, YTO
JaHHbI NHAVBUAYYM SBASETCS HOCUTENEM
myTauuu 6e3 KNUHNYECKUX NPOSBNEHUIA 3a-
60neBaHNs. B MHbIX CUTyaumsx, CNOXHbIN
MaTTepH HacneaoBaHNs MOXET ObiTb Bbl-
fBNEH B KOMOMHALMK, TAe PAL FeHOB no-
BbILLIAKT PUCK Pa3BUTUS 3ab60NieBaHms,
a MyTaLmMmn OIHOTO reHa MOXET ObITb HeJ0-
CTaTOYHO [N BO3HUKHOBEHUS 3MWIENcum.

B 60NbLUNHCTBE CNy4aeB TEPMUH «Te-
HETMYECKMn» MCNoNb3yeTca Ans To0ro,
41066l 0603HA4YNTb, HYTO ONU3HELOBbLIE
1 CEMeliHble uUccnefoBaHns yb6eauTeNbHO
CBWETENbCTBYIOT B MOMb3Y EHETUYECKON
OCHOBBI. B Takux cny4asax aTuonornyecknit
reH, KaK npasuio, 6bIBaeT HEN3BECTHbLIM
11 Hay4HOE 060CHOBAHME 3VKAETCA HA KIU-
HNYECKNX TEHETUYECKMX UCCNE0BaHMSAX.

Takum 00pasom, manonatu4eckune re-
Hepanu3oBaHHble anuiencum 6yayt oT-
HOCUTbCA NN60 K reHepann3oBaHHbIM

TEHETMYECKMM 3NUAencusm o reHepa-
NIM30BAHHBLIM 3NUMENCUAM C HEW3BECTHON
aTnonoruen.

CneundnyHo AN reHepann3oBaHHbIX
ANUNENCcUi, 410 o6LLIMpHAs rpynna anu-
NEeNTUYECKUX CUHAPOMOB WAWONATK-
YECKMX TeHEepann3oBaHHbIX 3NUIIencuii
XOPOLLO 04YepyeHa M NCNoNb3yeTcs ¢ Tep-
MUHOM «MANONATUYECKUIA», YTO, MO CYy-
LiecTBy, 0603Ha4YaeT reHeTMYecKkMin. ITa
rpynna COCTaBfIfeT YeTBEPTb BCEX 3MU-
nencuit. KonnekTBHOE HasBaHue «maun-
onaTn4yeckne reHepann3oBaHHbIe 3nu-
nencum» BKIOYaeT B Ce6s CUHAPOMbI
JETCKOM abCaHC 3Mumencui, BEHUbHOM
abCcaHc anunencui, BEHUIbHON MUOKIO-
HWYECKON 3NUNencum 1 anunencun ¢ u3o-
JINPOBAHHLIMM TeHEePANM30BaHHLIMI TO-
HWUKO-KIOHUYecKumm npunagkamu. OgHako
CYLLECTBYOT MALMEHTbI, CUMNTOMbI 3260-
NeBaHNiA KOTOPbIX HE NOAXOAAT HU B OAMH
U3 3TUX YETKO OMWUCAHHBIX CUHAPOMOB.

Y6eanTeNbHble [aHHbIE, MOMYYEHHbIe
N3 CEeMeiHbIX W BNIM3HELOBbIX UCCNEno-
BAHWIl MOKa3bIBAKOT, YTO TFEHETUYECKME
(hakTOpb! (00bIYHO HEU3BECTHBIE HA CEroA-
HALHWIA [1eHb) UrpaoT LOMUHUPYIOLLYHO
3TMONOrMYeCKY0 ponb. Y nauueHTos,
Y KOTOPbIX reHepann3oBaHHas anunencus
He MOXET ObiTb KnaccuuumpoBaHa Kak
OfiHa U3 paHee NepeymCceHHbIX UN Hefo-
CTaTOYHO [10KA3aTeNbCTB ANA MOATBEPX-
JEHNS TEHETMYECKO OCHOBbI, JaHHOE CO-
CTOSIHME MOXET ObiTb OMPEAeNieHO Kak
HEW3BECTHON 3TWUONOTMN. 3TO 3HAYMT,
YTO reHepann3oBaHHas aNUencus MoXer
6bITb KNaccuuLMPOBAHHON reHepann3o-
BAHHOW FEHETNYECKOM 3Nunencuei TobkKo
B Cry4ae, KOraa B HanuM4um ecTb A0CTa-
TOYHO MHADOPMALLAY, YKa3bIBAOLLIEA Ha re-
HETUYECKYI0 OCHOBY. Hanpumep, nauneHt
C K/IMHUYECKUM [AWATHO30M «Cnelm-
(puyeckunii CUHAPOM reHepanu3oBaHHO
namonaTU4eckoi anusencum», Takom
KaK HOBEHWSIbHAS MUOKNOHMYECKAs 3Mu-
nencus (KOM3), npu KOTOpOR 3nunenTu-
4ecKue npunagknm B CEMENHOM aHamHese
He BbIABNIANNCD.

B HacToswee Bpems BefywUMU
yyeHbIMW B 06nacTU 3NUNEnToNorum
006CYyXJeTca BOMPOC 0 TOM, HYXHO
nn knaccudomuymposatb FOMI Kak reHe-
Pann30BaHHYI0 3MUMENCU0 HEN3BECTHON
3TNONOTUIA NNOO TeHepann30BaHHYO re-
HETUYECKYI0 3MUENCUI0, OCHOBbIBAACH
Ha [J0Ka3aTeNibCTBax TOro, 4YT0 3Ty FEHETU-
4eCKYK OCHOBY ObINIO BbISBMEHO Y APYTUX
NALUMEHTOB C TakUM Xe CUHAPOMOM.

Kpome npoyero, B HEKOTOPbIX CTpaHax
TEPMWUH «TEHETUYECKNA» HECeT 3Ha4u-
TeNbHYK KyNbTYpPanbHYl0 Harpysky, 4To
BEJIET K BOSHUKHOBEHWIO AOMONHUTENbHON
CTUTMbl B OTHOLLEHWI MALMEHTOB C 3NN-
nencuen. 370 0YeHb BAXKHbLIA ACMeKT,
1 MO3TOMY HEOOXOAMMO HaliTU peLLeHNne
C PasbSACHEHWEM OMpefeneHns «reHeTn-
YecKWii» B KOHTEKCTe aTnonorun. Cneayert
NOHUMATb, 4YTO «TEHETUYECKMA» 3TO
He 3HAYNT «HACNEACTBEHHbIi», a ABNAETCS
NNWb 06bIYHON NPUYNHOI MHOXKECTBA Ye-
NOBEYECKNX 3a601EBaHNIA.

B HEKOTOpbIX CTPaHaX TEPMUH «[EHETU-
YeCKMil» B Ka4eCTBE CTUrMbl CO3AET 3Ha-
4nTeNbHbIe NPO6MeMbl B NMaHe 3aknto-
YyeHus 6pakoB 1 co3faHus cemeil. [laHHas
Knaccudukaums cyLecTByeT 41 NOMOLLK
NIOASM C 3NUAENCUen, a He Ans Toro,
4yTOObl YCNOXHUTb UX XM3Hb. [lo3aTomy
B MOAOGHOM Clyyae, KNUHULMCTY PeKo-
MEHAYeTCs Knaccuduumnposatb NauneHTa,
KakK WMetLLero reHepann3oBaHHy anu-
Nencuto Hen3BeCTHO 3TUONOT K B CNyYae,
eCNN TEPMUH «TeHEepann3oBaHHas Uauo-
natnyeckas anunencus» 6yneT 3aMeHeH
Ha «FEeHepann30BaHHYI0 TEHETUYECKYIO
ANUNENncuLo».

Elwe ogHUM TepMUHOM, KOTOPbIA 06-
CYX[AeTCA Y4YeHbIMU, ABNAETCA «3MNU-
NenTUYeckue aHueanonatuu». 3Tn co-
CTOSIHWA BbINKM YETKO ONKUCaHbl B paboTe
A. Berg, B KOTOpOW BbICKa3bIBAETCA NAes,
Y4TO Yy NALMWEHTOB, C YKA3aHHOW narto-
noruen, 3nNUNenTUYeckas akTUBHOCTb
cama no cebe BbI3bIBAET THXKESble KOr-
HUTUBHbIE W NMOBEAEHYECKNE HAPYLLIEHUS,
He COOTBETCTBYHOLLME cy6CTpaTy nopa-
XKeHNA. Y BCEX NuL, C 3nunencuei rno-
0anbHble WU CENeKTUBHbIE HApYLIEHMUS
MOTYT ObiTb PA3NNYHONA CTENEHU THXECTN
1 MOTYT YXyALIATbCA C TEHEHNEM BPEMEHN.

TepMUH «anunenTuyeckue 3Huedano-
natum» ans cneuunuyeckor rpynnbl anu-
Nencuii pacnpocTpaHnics NoBCEMECTHO,
0COBEHHO B OTHOLLUEHWUM TSKENbIX 3nu-
Nencuii TpyAHUYKOBOTO W PaHHero fet-
CKOro BO3pacTa. 310 OnpeaeneHue
BKNI0YaeT B ce6s1 MHOXECTBO XOpOLIO
Y3HaBAEMbIX CUHAPOMOB TaKWUX KaK CWH-
Apombl Becta 1 JleHHokca — acTo. Kpome
TOr0, 3T0 0603HA4YEHME MOXHO TaK Xe 1c-
nonb3oBatb N AN MHOXECTBA HeJaBHO
OMUCAHHbIX COCTOSHUIA, TaKUX Kak 3HLe-
tbanonatun CDKL5 n CHD2.

lpogomxexne 0630pa
yutanTe B CEAYHLIEM HOMEPE






