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Beenenne: NBIA4 310 ayTocoMHO-perieccuBHOE HACIEICTBEHHOE 3a00/I€BAHNE TPUIUHON KO-
TOPOTO SIBJISIOTCS TOMO3UTOTHBIE MJIM KOMITAYH/I-TeT€PO3UTOTHBIE ITATOI€HHbIE BAPUAHTHI B T€HE
C19orf12 n xapakTepusyolieecs HapyIIeHneM MOX0/IK!, [[apKuHCOHN3MOM, MOBEIEHIECKUMU U
MCUXUATPUIECKUMU CHMITOMAaMU, arpodueil 3puTeIbHbBIX HepBoB. Hamu onucan KJIMHUYeCKnit
caydait 11-yieraero nanuenTta ¢ npusnakamu neiipojiererepariun n tununanoit MPT kaprunoi,
XapaKTepHOU JIJIsT HAKOILIEHUS JKeJIe3a.

Matrepuasbsl u Metrojibl: [lo/tHOSK30MHOE CEeKBEHUpPOBaHUE OBLIO ITPOBEJIEHO B J1aO0OPATOPUHI
«reHoMe 1>, MockBa. BoisgBieHHbIE BApHAHTHI HYKJIEOTHTHON ITOCIeI0BATETHbHOCTN OBLITN BEPH-
durmposanbl cekBennpopanreM 1o Cenrepy. /JITHK Obura Bbljieena n3 nepudepudeckoit Kpo-
BU C NOMOIIBI0 (henos-xaopodopmuoit skerpakiuu. Kierku HEK293T 6butn rpancdenupona-
HbI TIJIA3MUJIHBIM MUHUTEH BEKTOPOM, COJIEPKAINNM HMCCJIeIyeMblil BApUAHT caiiTa CILIaiiCUHTA.
Ananus nsmenenus ciuiaiicuura 0611 poBeier ¢ momoribio OT-TIHP anammsa ¢ mocseyonmm
cekBermpoBanueM 110 CeHrepy.

Pesynbrarer: [losimosk3oMuoe ceKBeHUpOBaHUE BBIBUIO JiBa BapuanTta B rene C190rf12,
9acTyio, paHee ONUCAHHYIO naToreHuyto geseruio ¢.204  214delll [1] u panee HeonMCaHHBIN Ba-
puant caiita ciaiicunra ¢.193+5G>A Bo BropoMm uaTpone. OyHKIIMOHAILHBIN aHAN3 B KJIET-
kax HEK293T, TpancdenupoBaHHbIX ILIA3MUTHBIM MUHUTEH BEKTOPOM TIOKA3aJ/I, YTO BapUaHT
¢.1934+5G>A npuBOUT K MPOIYCKAHUIO BTOPOro sk30Ha. Bapmant ¢.193+5G>A pazpyrraer
JIOHOPHBIH cafiT crutaficiHra BTOPOro MHTPOHA, YTO MPUBOJINUT K IMPOITYCKAHUIO BTOPOTr'O 9K30HA
rera C19orf12. OrcyTcTBHE BTOPOTO 9K30HA COMBAET OTKPHITYIO PAMKY CUMTHIBAHUS, B PE3Y/Ib-
TaTe Yero obpalzyercs MPekJIeBPEMEHHbIN cTOM-Ko10H. Hamvane rnpek/1eBpeMeHHOT0 CTOT-KO-
JIOHA IIPUBOJIUT K YKOPOUYeHUIo Heska Oostee yem Ha 75% B pesy/ibrare 4ero B HeM OTCYTCTBYIOT
Bce (PYHKITMOHAIHHO 3HAYMMBIE JIOMEHBI U €10 (DYHKIUS YTPAINBACTCS.

Baksmouenne: Takum obpaszom BapuanT ¢.193+5G gBjsgeTCS TATOIEHHBIM U TPUIHHOI 3a60-
JIEBAHWS Y HAIIETO MMAIMeHTa. JTO MePBbIii OINCAHHBIN aTOTeHHBII BapuaHT caiiTa ciiaiicmara

upu NBIA4.
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