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Axmyanbrnocmp. DNUTENCUS — OJIHO M3 CaMBIX PacIpo-
CTpaHEHHBIX HEBPOJOTUUECKHX 3a00JIeBaHmii y nereid. Bee dop-
MBI SIUJICTICUHU TIOAPA3JEIIAIOTCS 110 3THOJIOTHU Ha 6 KaTeropuii:
TeHEeTHYECKHe, CTPYKTYpHBIE, MeTabonniecKkue, nH(EKIHOHHbIE,
HMMYHHBIE, C HeN3BECTHOH npuunHoil. OnpeneneHne THONIOTUH
STMJIETICUU UTPACT PELIAIOUIYIO POJIb B TOCTAHOBKE AMArHO3a.

Ilenv pabompl: ONPENEIUTH CIEKTP TEHHBIX MyTaluil y 6011b-
HBIX SMHJICTICHEN.

Mamepuanst u memoost. IIpoBen€H peTpOCTICKTHBHEII aHa-
JU3 JaHHBIX 58 OONBHBIX C Pa3IMYHBIMU (OpMaMHU SIHIIETICHH
6e3 CTPYKTYypHBIX M3MEHEHHMH ronoBHoOro mosra. Mccnenosanu
(eHOoTHNIMUECKHE OCOOCHHOCTH, HEBPOJIOTHYECKHH CTATycC, Xa-
paxTep MPUCTYIIOB, KOTHUTUBHBIE U TIOBEJICHUECKUE HAPYIICHNUS,
JaHHble BU1€0-O01 MOHUTOPHHIA, MarHUTHO-PE30HAHCHOM TO-
Morpaduu roJIOBHOTO MO3Ta B BBICOKOM pa3penieHuH. [Ipoene-
HO CEKBEHHPOBAHHE MOJIHOTO IK30Ma.

Pezynomamur. Mbl BeIIBIIN 26 AeTel ¢ MyTaluel B TeHax
SCNI1A, CACNAIH, GRIN2A, SCN84, CACNAIA, KCNMAI,
SCNY9A4, KCNQ2, HCN1, CLCN2, xoTopble 0TBEYaIOT 32 HOHHBIE
kaHauel; 10 — ¢ myranumeit B renax 7.SCI, DLLI1, WDR62, TSC2,
BRCAI, NF1, ASPM, oTBedaromux 3a poCT KJIETOK U HX JAele-
Hue; 7 — ¢ mytauueit B renax FOXGI, CHD2, ASXL2, MECP?2,
CHDI, CNOT?2, otBeyaromux 3a TPAaHCKPHUIIIUIO U SKCIIPECCHIO
TeHOB; 5 — ¢ MyTanueil B rene CDKLS5, KOTOPBIH SIBISIETCSI MHO-
roQyHKIIMOHAJIBHBIM OelKoM; 4 — ¢ MyTauueii B renax STXBPI,
PRRT2, SRPX2, SYNGAP1, oTBe4aonyx 3a CHHAIITHYECKYO Tie-
penauy; 6 — c myranuel B reHax ALG13, ACO2, ITPRI, ATPIA3,
CLNS, y4acTBYIOIIMX B KJIIETOYHOM MeTaboiu3me; 1| — ¢ myTa-
nuei B rene TTN, OTBEUAOIIEM 3a IIUTOCKEICTHRIE OenKu; 1 —
¢ mytanueil B rene PCDHI19, oTBedaroneM 3a KISTOYHYIO afl-
re3uto; 1 — ¢ myranueii B rene DEPDCS, cBSA3aHHOM C IyTEM
mTOR. Taxxe BbIsBIeHB 2 peGéHKa ¢ MyTaiueil B renax GABRD
u CHRNB2, xomupyIonux perenTopsl; 1| — ¢ MyTanuei B reHe
TPP], cBA3aHHOM C JIM30COMAIIbHOM (QyHKIIMEH U 1| — ¢ MyTanuen
B reHe MT-CYB, oTHOCSIIEMCS K MUTOXOHIPUAIBHBIM O€JIKaM.

3axniouenue. YacToi NpUUNHON Pa3BUTHS SMUICITHIECKUX
sHIE(ANIONATHIT SBISIOTCSA HAPYIIEHUS T€HOB, KOAUPYIOINX HOH-
HbIE KaHaJIbl HeMpOHOB. [TpoBe1EHHBIN aHANN3 BBISIBIII TCHETHYE-
CKYI0 T€TepOreHHOCTh dnuiencuii. B HacTosiee Bpems 15 He-
KOTOPBIX (POPM TEHETHUECKHX IUIICTICHI IMEeTCsI TapreTHas! Te-
pamnust, 11 Apyrux (HopM OHA HAXOAMTCS B CTAAUM pa3paboTKH,
YTO MOAYEPKUBACT 3HAUMMOCTh IOCTAHOBKH MOJIEKYJISIPHO-T€HE-
TUYECKOTO TNarHo3a.
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