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€ anamie3oM, B TOM JHelte ceMeiiHbIM AHAMHE30M, AAHHBIMH POBEAEHHBIX

ﬂaﬁopaTopHux H HHCTPYMEHTAJIbHBIX HCCJ]C,E[OB&HHH, a TaAKIKe ¢ CEMEHHbLIM aHaMHe30M
O3HAKOMJICHA.,

Hpu B0/ IHEHNH HCC/IEA0BAHNA “KIMHHYECKHIT IK30M” CeKBeHHPOBAHUE HOBOLD
NOKOJeHHs Halilena paHéee He oNUCAHHAS MYTaLHs ¢ POPMHPOBAHHEM CTOIT KOAaHA B
no3uuMu rs387907329 R234*. (0 nmpeacka3aTeibHbIM HiKaJam)

MyTanus ¢ popMapOBaHHEM TePMUHHPYIONIEro KOHA B YToH mo3uin rs387907329
R234Ter, yxe onincaHa Kak naToreHHas; YTo MOIBO/ISET CALIATD BBLIBOJ, 0 NATOTEHHOCTH
MAHHOM MYTAUHH. :

IIpoBeneno conocTas ienue KIMHHYECKHX, JA00PATOPHBIX H HHCTPYMEHTATEHBIX AaHHBIX,
MPT B'Tom 4nciie, ¢ HMeloIMMHEEs B JTHTepaType onucanuamu Beta-Propeller scaffold
protein-accoHMMpOBAHAS HelipoereHepanus ¥ MaJIbYHKOB, 4T0 N03B0JIseT FTOBOPHTH 0
COOTBETCTBHH KAMHHIECKOH KapTHHBLL M MP-KapTHHBI, TeMeHNI0 60J1€3HI Y MATLUHKOB,
ITO NIO3BOJIsSIET YCTAHOBHTL AHArHo3 Beta-Prapeller scaffold protein-accoummposannas
HelipoiereHepaLys, ecau MyTalus OyXeT epenoATBeP KAeHa METOAOM o Cenrepy.

- Jinaruo3; Beta-Propeller scaﬂ‘old protem-accounupoaauﬂan Henponerenepauna (BPAN)
KpaiiHe-BBICOKOBEPOSITHA.

st okoHuaTe 1L HON BepupHKAAH AHATHO032 He00X01MMO BeépuduKanusa BHIABICHHOM
mMyTauuu B rede WDR45 meTo10m cexBenupoBanus mno Cenrepy

Tsxeas 3a7epiKKoii ICHXOMOTOPHOIO 1 IICHX0DE4EBOI0 PA3BUTHS, IleHTpanbHbIT
Tepanapes, CHMOTOMATHYECKAs Snnyencus. MP-kaprina aTpoduyeckux n3venennit
HoJIymapuii roJI0BHOI0 MO3Ta, TIOHTOLePE6eIAPHOIl aTpoduu U INAICTTHYCCKHMU
NPUCTYIIAMH.

PexomennoBano: :

- Bepuduxanus BeisB/IeHHOI MyTauu# ¥ pefenKa H MATEPH METOI0M CEKBEHUPOBAaHHA N0
Cenrepy. :

+ KoncyabTauus ' reneruka 1 pas's 0,5 rojia.

- ITpoBoaumyso abuANTAHIO NPOAOKNTE. (DusHICKHIT TepaneBT+ nedexroinor) (AHO
“puzsnyeckan abunuTaNNA”)(3AHATHA KAK CO cnelma.nncmmn, TaK M 10MAa 110 HHCTPYKI A
CIeNHAJTHCTA.

~PexoMena0BaNbI 3aHATHS CO CTICUHAIHCTAMH HA oMy pH3HTeckuii TepaneBT +
aedeKToor.
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