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Bgenenne. Cumypom /IpaBe — reHeTH9ecKuil CHHIPOM, OTHOCSIIUNACA K PEJIKUM MOHOT'CH-
HBIM STHJIENTHYIECKIM HIIe(DATONaATHAM, XapaKTEePUIYIOMUNCT TAXKETBIMHI, 3a9acTyI0 dapMa-
KOPE3UCTEHTHBIMU IIPUCTYIIAMHU, KOTOPBIE COITPOBOXKIAIOTCH KOTHUTHUBHBIMU, JIBUTATEILHBIMU 1
MOBEICHIECKUMU HAPYIICHUSIMU.

Bonee yem B 80% ciaydaeB IpUYMHONI €ro BOZHUKHOBEHHS sABJIseTCA MyTanus de novo B
omaoMm u3 asutesneii rera SCN1A, KOTOpBIN KOIUPYeT (-CyObeIUHUILY TTOTEHIINAI3aBUCIMOIO
nonHoro kKanaja NaV1.1. Takxke cymiectBytor jganubie 1o mytanusam B PCDH19 — rene, xosu-
pytorem nporokajarepun-19, u myramuam B GABRG2, SCN1B, GABRA1, STXBP1 (mau6osee
PEJIKIM ).

Hesb. Anau3 cOOCTBEHHBIX KJIMHUYIECKUX CJIyIaeB M UMEIONINXCS B JIMTEPATYPE JAHHBIX B
otHommeHnn rerotuna u (enoruna SCN1A-accommmpoBaHHBIX 3200 I€BAHUIA.

Marepuasnr u Mmetojibl. B 6a3ax PubMed u Google Scholar orobpansr mybsmkarmm ¢ nagop-
marmeit o Kimanaecknx ciaydasx SCN1A- u PCDH19-acconunpoBanHubix 3a00/1€BaHmil, BBI3BAH-
HBIX Pa3/JUIHbBIMU TUIAMK MyTainuii. Jlanuble comocTaBjeHbl ¢ COOCTBEHHBIMU KJIMHUYECKUMU
ciydasimu (rerepo3urotabie BapuanThl MyTaiuu B reie SCN1A: ¢.5324T>C y neBouku 6 Jer,
c.4266T>A (momncenc) y neBoukn 5,5 jier).

PesynbraTer. [lo qanabIM 0030pa PN paHHUX YCEKAIOMNX MYTAIUIX U MyTallddX B caiiTax
CIIaliCHHTa valle HaOJIoJIaeTcs TKeTasd CTeleHb YMCTBEHHON OTCTAJIOCTU U 0OJiee TAKEIbII
suuenTudeckuii dpenorur curgapoma JIpaBe, Wem y HAIMEHTOB C MUCCEHC-MYTAIUSMU I'e€HA
SCN1A. V nmocureneit PCDH19-myramuu gaie HaOIIOMa€TCS KJINHAKA ayTH3Ma, Y€MYy HOCH-
reneit myTanmiit SCN1A.

Ananu3 coOCTBEHHBIX KJIMHUYIECKUX CJIyJaeB:

1. JleBouka 6 Jier, ;1eOIOT TPUCTYNOB B H Mec., EPBOHAYAJILHBIN JINATHO3: KPUIITONE€HHASs
MyJIBTU(OKATbHAS SIUJIEIICHS, CTATYCHOE TeUEHHE. 3a/I€PKKa IICUXOPEUEBOr0 U MOTOPHOT'O pas3-
Butus. [lomyuasra Tepanuio pazauanbiMu [I911, npucrynbr coxpansucs.

B pesyibraTe KIMHNYIECKOTO CEKBEHUPOBAHMS 9K30Ma B Bo3pacTte 1,5 jleT 0OHapyKeH aTo-
TeHHBII reTepo3uroTHbit BapuanT B reHe SCN1A ¢.5324T>C, acconnunpoBaHHBIN B TOM JIHUCJIE C
cungpomoM /Ipase. BeicTtaBien jauarnos «cuaapoM /Ipase», HazHaveHa MaTOreHETHYECKU 00Y-
CJIOBJICHHAS TepaIus — CTUPUIIECHTOJI.

2. JleBouka, 5,5 jeT, j1e0I0T TPUCTYIIOB B H MeC., IEPBOHAYAJILHBIN JIMArHO3: TeHePAJIM30BaH-
Hasl SnuIencus ¢ GedpuaIbHbIME cygoporamu 1roc. C Hadasa MPUCTYIIOB MOJIyYasia TePaIno
pasimanabivMu [I91], npuctyner coxpausuck. C 4 jier —oTcraBaHue B ICUXOPEIEBOM U MOTOPHOM
DPa3BUTHUN.

B pesynbraTe MoJTHOSK30MHOIO CEKBEHHUPOBaHUsS B Bo3pacre 4 jieT oOHApPYKEH BapUAHT
(rs863225035) B rereposurotrHoM coctoguun B 21 sK30me (3 26) rema SCN1A. laxubrii ma-
ToreHHbIit BapuanT acconunpoBad ¢ GEFS+ 2 tuna u cemeiinbiMu (heOpUIbHBIMEI CyIOPOTaMU.
Tem He MeHee Ipu COMOCTABJICHUN € KJIMHUYIECKONW KapTHHOM 3a00/1eBanns ObL/T BLICTABJICH JIHa-
rHO3 «CcuHJIpoM /IpaBe», Ha3HAUEHA MATOT€HETHYECKN O0YCJIOBJIEHHAS TEPAIAS — CTUPUIIEHTOJ.
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Baksouenue. l'enerndeckuii aHan3 UrpaeT KJIIOYEBYIO POJIb B JIMATHOCTHKE PEIKUX MO-
HOTEHHBIX SMIJICNITHIECKAX SHIedaJoNnaTil, B ToOM 4ncie cuaapoma pase. OmgHAKO B psje
CIyYaeB JIMarHO3 He COIIACYeTCsl C Pe3yJIbTaTaMi CEKBEHHPOBAHUS U MOXKET OBITH BBICTABJIEH
¢ OIOPO¥l Ha KJIMHUYECKYIO CUMIITOMATHUKY. Pa3perarorieil criocoOHOCTH aHaIn3a MOYKET OBbIThH
HEJIOCTATOYHO JIJI MOJTHOI'O O0bsICHEHUS STHOJIOTUN 3200 IEBAHMS.



