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E./I. benoycosa
Omaen ncuxonesponocuu u snusenmonoeuu Hayuno-ucciedoeamenvckoeo KauHu4eck02o0 UHCmumyma
neduampuu I'BOY BIIO «Poccuiickuil Hay4Ho-uccaedosamenbCckuil MeOUYUHCKUL YHUBepCcumem
um. H.U. Ilupoeosa», Mockea, Poccus

[EHETHKA ANUNENCHHN:
3a4eM M Kak obcnepnosartb fieTeil ¢ anunencHeil

Cmambs nocesuleHa 60npocam eeHemu4ecko2o 00credosanus demeli ¢ snunencuei. Onucansl 0CHOBHbIE MOHO2EHHbIe SnUAencuy y demeil,
KAUHUMECKAs U HAYHHAS UenecO00pa3HOCMb MOACKYASAPHO-2eHEMUMEeCK020 UCCAe008AHUA Y MAKUX 00AbHbIX. Dnutenmuyeckue CUHOPOMbL ¢
YemKo o4epUeHHbIM (heHOMUNOM 8 nepayro ouepedb 00ANCHbI N00gepeamvcs MoAeKYAApHoU duaenocmuke. Ilpu cunopome Jlpase gviseaenue
XapakmepHoil Mymauuu no3goasem onpedeaums npoeHo3 3aboneeanus u makmuxy mepanuu. Ecau gpenomun menee ouesuder, mo neodxo-
OUMO UCNOAb306aMb OUACHOCMUYECKUe naHeau 05 onpedeeHus Haubonee Hacmulx Mymayuil, 6bi3bl6aOUWUX PA36UMUe MANCenol dnuien-
cuu (snunenmuueckoii sHyeharonamuu). Tak, eenemuueckue Uccre008aHUA NO3GOAAIOM NO-HOBOMY 832AAHYMb HA SNUAENMUHECKYIO He-

panronamuro ¢ NPOO0AANCEHHOU CRALIK-80AH080L AKMUBHOCMbIO 60 cHe: Y 17,6% demeil ¢ Smum cUHOPOMOM OOHAPYICEHA MYMAUUsL 2eHA

GRIN2A, kodupyroweeo arvgha-cydsedunuyy NMDA-peyenmopos. [loduepkusaemcs HeoOX00umMocmy 6KANUEHUS MAK020 Memodd, KaK

CPABHUMENbHASI 2EHOMHASL 2UOPUOU3AUUSL, 8 ANeopUmM 00credosanus pedenka c msdceaoli snuaencuei. C npaKmuveckol mouKu 3peHust
OOHapyceHue Mymayuu, 6vi36asuieil pazgumue SnULencuU, N0360aiem OmKa3amscs om nPo8edeHuUs 0anrbHeluux 0opo2ocmoAuUxX OUazHo-

CImu4ecKux npouedyp, uHo2oa 6oaee moYHoO NPOCHO3UPOBAMb MeveHUe 3a001e6aHUs, ONMUMUSUPOBAMb MEPAnUIo, d 8 HEKOMOPbIX CAVHASX

onpedeaums npoeHo3 danvreliuieco demopoxcoerus. C HAYUHOU MOUKU 3PeHUs U3YHeHUe NOCAeOCMBUIL YIce U3GeCIHbIX Mymauuil (U ux

GAUSHUS HA PA3GUMUE MO32a PeOeHKa) no36045em YMOUHUMb OCHOBHbIE NPOUEcCyl Inutenmozenesa. Boamoocno, umo sma ungopmauyus 6

Oydyuwem nocayscum o paspadomku Ho8bIX cnocob606 AeHeHUs — MAaK Ha3bl6aeMoil Mapeemnoll mepanuu SNUNencul.

Karouesnie crosa: snunencus; demu; MOHOREHHble INUACNCUL; 2eHeMUHYecKoe 00cae008anue; SNUNeNMUMECKds SHUeParonamus,; Molexy-
ASIPHOE KAPUOMUNUPOBAHLLE.
Konumaxmeot: Enena JImumpuesna benoycosa; ebelousova @inbox.ru
Jlas ccotaru: benoycosa EJl. ITenemuka snunencuu: 3auem u kak oocaedosams demeil ¢ snunencueil. Hesponoeus, neiiponcuxuampus, ncu-
xocomamuia. 2014;(cneygvinyck 1):4—38.

Genetics of Epilepsy: What for and How to Examine Children with Epilepsy
E.D. Belousova
Department of Psychoneurology and Epileptology, Research Clinical Institute of Pediatrics, Pirogov Russian National Research Medical
University, Moscow, Russia

The paper focuses on problems of genetic examination of children with epilepsy. The major types of monogenic epilepsies in children are
described; clinical and research justification of molecular-genetic examination in these patients is given. Priority in molecular diagnosis
should be given to epileptic syndromes with clear phenotype. In individuals with Dravet syndrome, detection of a typical mutation allows one
to clarify the diagnosis and provides important data concerning prognosis and treatment strategy. If the phenotype is less clear, diagnostic
panels need to be used to determine the most frequent mutations that cause severe epilepsy (epileptic encephalopathies). Thus, genetic studies
provide new insights into epileptic encephalopathies with prolonged spike-wave activity during sleep: the GRIN2A gene encoding the alpha
subunit of NMDA receptors was muted in 17.6% of children with this syndrome. The need for supplementing the examination algorithm of a
child with severe epilepsy with comparative genomic hybridization is emphasized. In practical terms, detection of an epilepsy-causing muta-
tion allows one to refuse further expensive diagnostic procedures, to predict the disease course more accurately (in some cases), to optimize
the therapeutic strategy, and to determine the prognosis of further reproductive potential in some cases. Scientifically, studies into the sequelae
of the known mutations (and their effect on child's brain development) allow one to refine the key processes of epileptogenesis. These data
may be used to design new therapy methods (the so-called target therapy for epilepsy) in future.

Keywords: epilepsy; children; monogenic epilepsies; genetic examination; epileptic encephalopathies; molecular karyotyping.
Contacts: Elena Belousova; ebelousova@inbox.ru
Reference: Belousova ED. Genetics of Epilepsy: What for and How to Examine Children with Epilepsy. Neurology, Neuropsychiatry,
Psychosomatics. 2014;(1S):4—8.
DOI: http.//dx.doi.org/10.14412/2074-2711-2014- 1S-4-8

[Tpu snuerncum cyecTBYIOT pa3Hble TUTIBI HAaceq0Ba- TeHeTUKM MOHOTEHHBIX amnuiericuii. B Ommxkaiiiee Bpems B
HUSI: MOHOTEHHOE, WJIM MEHIeJIeBCKOE, HAaclleIOBAaHUE; MYJIb- Poccum B cBsi3M ¢ yiaydlneHUEeM JabOpaTOPHOU 0a3bl KpyIi-
TU(aKTOpHOE HacjeloBaHWe; MUTOXOHAPUAIbHBINA TUIT Ha- HBIX YUPEXKICHUIN, 3aHUMAIOIIUXCS TMAarHOCTUKOM U JIEUeHU -
cienoBaHus (MAaTepPUHCKUI, WM LIMTOIJIa3MaTUYECKUIA); eM SIUJICTICUM, OKUIAETCST YBEJIMUYEHNE YMCia TEHETUYECKUX
WMIIPUHTUHT; Tepenada MOTOMCTBY XPOMOCOMHBIX aHOMa- HCCIIeIOBaHUIT B 3TOi ob6jacTu. [103TOMy BaxkHO MOHUMATh,
qmmii. [Toka 3HaYUTENbHBIE YCIIEXW HOCTUTHYTHI B U3yYCHUU KaKOB aJITOPUTM TeHETUUECKOTO TeCTUPOBAHMS TIPU SITUJICII-
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