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HauunoHanbHbIN MEAULIMHCKUIA NCCRefoBaTENbCKUN LEHTP
3nopoBbsa aetert Munsgpasa Poccun, Mockea, Poccust
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3Hued)anonamun; 2eHemud4eckas anursericus;
memabornuyeckas anunercus

AKTYyaJIbHOCTb. DIUIICTICHS SBISIETCS PacpOCTPAaHEHHBIM
HEBPOJIOTHYECKHUM 3a00JIeBaHIEM Yy JIeTel ¢ Ae0I0ToM Ha |-M
rony xu3HU. CeKBEHNPOBAHIE HOBOTO MOKOJICHUS] CTAHOBUTCS
BcE OoJiee JOCTYMHBIM METOAOM, YTO 3HAYUTEIBHO YIydIIaeT
JMarHOCTHKY 3MHIETICHHU U MO3BOJISIET IPUMEHSITh METO/BI TIpe-
[IM3UOHHOM MeuIHBL. LleJb: onpenenuTs KIMHNYECKYO U Tre-
HETHYECKYIO T€TEPOr€HHOCTD, CBSI3aHHYIO C 3MMICTITHIECKH-
MH CHH/IPOMaMH, HAYMHAIOINMUCS Ha 1-M rOy *HU3HU ACTCH.

Marepuanasl 1 Metoabl. O6cienosano 100 60MBHBIX STH-
nericue B Bo3pacte oT 2 Mec 10 16 et i1 TnarHoCTHKH po-
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BezieHbl: anuTensHast D01, MPT Bbicokoro pa3pelieHus u re-
HETHYECKHE UCCIe0BaHUSA (XPOMOCOMHBIH MUKPOMATPHU-
HBIM aHaJIN3, CEKBEHUPOBAHHUE MOJHOIO 3K30Ma U T'€HOMa).
Bce BblsiBIIEHHBIE BapUaHTHI SBISUIMCH IPUYKMHON 3a00eBa-
HUsI y OOJIBHBIX JieTell, KOTOpble ObUIM 00CIIe0BaHbl TaKKe
o CaHrepy B CEMbeE.

Pe3yibrarhl. YCTaHOBJIECHO, YTO 8 OOJIBHBIX UMENU MyTa-
1nu B rene SCNI1A, 6 — CDKLS5, 110 2 601bHBIX KMEITH T1aTo-
TeHHbIe BapuaHThl B reHax GRIN2A4, ALG13, SCN8A, KCNQ?2,
STXBP1, CACNAI, PRRT2, CLCN2, SYNGAP, SCN34,
SCN24, GNAO1 GABR, CHD2, ACO2, ATPI1A2, ATPIA3,
HCNI, DLLI, a takxe SLC24, SLC4A1 uMeBIIUX PaHHIOK
SMUJICNITHYCCKYIO dHIIe(aTonaTis u/uin 1e0T Cyaopor
Ha 1-M roay >ku3HHU. BBUIO BBISBIICHO TaKke MO 1 OOJBHOMY
¢ BapuaHTamu B reHax ASPM u MRD5, nMeBIINX SMUIIETICUIO
u BapuaHThl B reHax WDR62, PAFAH B, LICAM, BRAF v NFM
CO CTPYKTYpHOH LiepeOpaibHOM naronorueid. Meradonanueckast
STHOJIOTHS CYA0pOT ObliIa BepupHuuupoBaHa y 00JbHBIX ¢ 60-
ne3Hpio [ome 3-ro Tuma, HepOUIHBIM JIAMO(YCIIUHO30M 8-T0
tuna, cuaapomoM Humanna—Iluka 2-ro Tumna, peakumu opra-
HUYECKHMHU aluypusiMu (MEBaJIOHOBOI), Oone3Hbro Kpadoe,
cuHpoMoM PeTta. Y HEKOTOpBIX MAIEHTOB HaOJI0AaIHCh
MUKPOIYIUINKALIMOHHBIE WJIM MUKPOJEIECIIMOHHBIE CHHAPO-
MBI, TaKXe 00yCJIOBJIMBAIOIINE Pa3BUTHE SIMJICIICUU B PaH-
HEM BO3pacTe.

3akmouenue. [eHeTnueckas reTeporeHHOCTh HabronaeTcst
IPH MHOTUX SMWJIENITHYECKUX CHHAPOMAxX Yy JAETeH, TaKHX Kak
cuHApoM Becra 1 snuiencust MiiajeH4ecTBa ¢ MUTPUPYIOIUAMI
(oxanpHpIMU TIpunagKamu. Hekotopele rensl, Takue kak SCN24,
MOTYT OBITh CBSI3aHBI C MIMPOKUM CIIEKTPOM SIHICHTHYECKUX
CHUHJIPOMOB, OT CaMOKYIIUPYIOLLEICS CEMENHOM HEOHATAIIbHON
SIUIENICUU JIETKOM CTENEHU 10 TSHKENBIX SNWIENTUYECKUX JH-
nedanonaruii. OnycaHbl IPEUMYILECTBA U HENOCTATKH CEKBE-
HUPOBAHMS HOBOTO ITOKOJICHUS, SBIIAIOIIETOCs KIIIOUEBBIM Me-
TOJIOM JIMarHOCTUKH PAHHUX SIMJIENTHYECKUX CHHIPOMOB ISt
BBIOOpA ONTUMAJIBHBIX TEPANleBTHYECKUX CTPaTerHid.
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