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Cunapom Kosna (CK; OMIM 216550) - pejikoe ayTOCOMHO-perieccuBHOe 3a60/1eBaHIe, Bbl-
spannoe mytanueil B rene COH1 (VPS13B). 3abosesanue xapakrepusyercst yMCTBEHHON OT-
CTAJIOCTBIO, MTOCJIEPOIOBOI MUKpoIliedasneil, JUIEBLIMA aHOMAJIUIMU, 0KUPEHUEM, MUOIIHEH 1
murmenTHoi perunonarueii (Hurmerinta et al., 2002). Kpome CK, myTanuun B 5TOM reHe MOTyT
IPUBOJIUTH K HECHH/POMAJIBHON yMCTBeHHOI oTcrasoctn win aytusmy (Karaca et al., 2015; Yu
et al., 2013).

I'er COH1 komupyetr amuaHbI Tparckpunt 14 kb n nmeer 62 5K30Ha, OXBATHIBAIONINX PETH-
oH, npumepuo 864 kb (Kolehmainen et al., 2003). COH1 npecrasisier coboii iepudepraeckuii
MeMOPaHHBII OEJIOK, UTPAIOIINIT BAXKHYIO POJIb B MOJEPKAHUNA CTPYKTYPHOU U (PYHKIINOHAb-
Hoit miestoctHOCTH KOoMILTekca [ombiku (KIT) (Seifert et al., 2011; Duplomb et al., 2014). Hok-
maya COH1 nmpuBomut x mucconmaruun KI' n mojaBiennto pocta JIMAUPYIONEro HefipuTa, ITo
B YaCTHOCTU MOXKeT sIBJISITHCsI IIPUYUHON HEeBpOJIOrmueckoro ¢genorurna naiueHTos (Seifert et
al., 2015). Takxxe COH1 yuacTByer B mporeccax MHUEJUHU3AINUN U &IUINOreHe3a B KadecTBe
crpykrypuoro komronenta KI'. Ocuosnast undopmarnus o dyuknusax COH1 Obuia nosytueHa
Ha MEPEBUBHBIX JIMHUIX KJIETOK U (puOpodsacTax manuenToB. Kpome Toro cymecTByoT MBIITHI-
HbIe MOJIE/IN 3a00JIeBaHKsA, KOTOPhIE OJIHAKO HE MO3BOJIAIOT JIATh OTBETHI Ha BOIPOCHI 00 0OCO-
OEHHOCTSAX MCUXOMOTODHOTO PA3BUTHUS YeJIOBEKA B CHJYy 3HAYUTETBHBIX BUJIOCIENN(DUIECKIX
paz3Jjimyuii.

ViIbTpacTpyKTypHOE uccaeoBanne (pudpod/IacTOB MalMeHTa ¢ KOMIIayHJI-T'eTePO3UrOTHOM
myTanueit B rere COH1 nogrBepamio vHapytienusi, xapakrepubie 1y 6obHbIX CK. [Ipu momo-
1y Tpancdeknuu 3TuxX Gpuopod/IACTOB SMUCOMAIBHBIMA BEKTOPAME, MbI TOJIYYHIN 24 JTUHAN
NTICK, st KOTOPBIX MPOBEIN IUTOIeHEeTUIECKOe MCCJIEIOBAHNe W OTOOpan b JTUHUI ¢ HOP-
MaJIbHBIM KapuoTHioMm. [y 9Tux jguHuit Mbl 1npoBeun uMMyHonuroxumudeckuit u OT-ITTP
aHaJIn3 IJIIOPUIIOTEHTHBIX MAPKEPOB, & TakzKe oreHusn ypoenb sxcipeccun MPHK rena COHL.



