Cunapom Perra

Curyanus: VccrnenoBarenbckas rpymnmna U3y4aeT natoreHe3 cuuapoma Perra, BI3BaHHOTO
myTtanusmu B reie MECP2. OHu mmaHupyIOT CO3/1aTh MOJIEb 3a00ICBaHMS TSI H3yUSHUS
MOJIEKYJIIPHBIX MEXaHU3MOB M TECTHPOBAHUS IMOTEHIIUATBHBIX TEPANIEBTUYECKHUX MOIXO0I0B.

1. Kakoit MoJieIbHBIN OpraHu3M HanboJiee MOAXOAUT JIJIsl U3YUYEHUS TTaTOTeHe3a CHHAPOMa
Petta, n mouemy?

2. Kakoit buonHpopMaTHUECKUI HHCTPYMEHT MOKHO MCIIOJIB30BaTh I aHAJIN3a MyTalui
B rene MECP2 u ux BausHus Ha CTPYKTYypy Oenka?

3. Kak CRISPR/Cas9 moxeT ObITh HCHIOIB30BAH JJISl CO3aHUs MOJIeNin cuHapoMa Perta, u
KaKhe MyTallM CJIEAYyET BBECTH?

4. Kak uHTepnpeTupoBaTh pe3yabTaThl MOJACIUPOBAHMS, €CIIH Y MOJEIBHOTO OpraHu3Ma
Ha0JII01al0TCS perpeccusi MOTOPHBIX HABBIKOB U CYJ10pOTU?

ITaJJOHHLIN OTBET:

Bonpoc 1: Kakoiit MogeJbHbIi Opranu3M Han0oJiee MOAXOIMT VIS H3YUEeHHs NMaTOreHe3a
cunapoma Perra, n nouemy?

Haubonee moaxoasmuii MOJeNbHBIN Oprann3M — MbIb (Mus musculus), Tak Kak OHa UMeeT
TOMOJIOTMYHBIN reH Mecp2, a MyTallui B 3TOM I'€HE Y MBbIILIEH BOCIIPOU3BOIAT CUMITOMBI,
CXO0XHE C YeJIOBEUECKUMHU (perpeccusi MOTOPHBIX HABBIKOB, CYJIOPOTH). MBIIIN Takxke
MO3BOJIAIOT U3y4aTh HEHPOHAJIbHbIE MEXaHU3MbI OJ1aroJaps CXOJCTBY HEPBHOM CUCTEMBI C
YEJI0BEYECKOM.

Bonpoc 2: Kakoii 0OuonH(popMaTH4eCKHH HHCTPYMEHT MOKHO MCII0/Ib30BaTh JJIsl AHAJIN3a
myranuii B reie MECP2 u ux BJIUMsIHUSI HA CTPYKTYpY Oesika?

Wuctpyment PolyPhen-2 nnu SIFT noaxoaut amst npecka3anusi MaTOreéHHOCTH MUCCEHC-
myTtauuii B rene MECP2. OTu HHCTpYMEHTBI aHAIM3UPYIOT aMUHOKHCIIOTHBIE 3aMEHBI,
OLIEHUBAs MX BIMSHHUE HA CTPYKTYpy U GyHKIuto 6enka MeCP2, ocHOBBIBasiCh Ha
9BOJIIOLIMOHHOM KOHCEPBATUBHOCTU M (PU3UKO-XUMUYECKUX CBOMCTBAX.

Bomnpoc 3: Kak CRISPR/Cas9 Mo:xeT ObITh HCII0JIB30BAH VISl CO3AHUSA MO/IEJIU CHHAPOMA
PerTa, u Kkakue MyTaluH cjeayeT BBecTu?

CRISPR/Cas9 M0xHO UCTIOIB30BaTh 7151 HOKayTa reHa Mecp2 uiu BBeIeHHs crielupuuecKux
MyTauuii (Hanpumep, HouceHe-myTauuu R255X). Hampasnsromas PHK (gRNA) npoextupyercs
JUIs LieneBoro yuyactka reHa Mecp2, a Cas9 Bbi3biBaeT ABoHHOM pa3peiB JJHK, koTopsiii
BOCCTaHABIIMBAETCS C OMIMOKAaMU, IPUBOAS K MoTepe (QyHKIMH T'eHa, aHATOTHYHON
YeJI0BEYECKOM MATOJIOTUH.

Bomnpoc 4: Kak mHTEpIPeTHPOBATH Pe3YJbTATHI MOAEJIUPOBAHUS, €CJIN Y MOJAEJIbHOI0
OpPraHu3Ma Ha0JIIJAI0TCS perpeccusi MOTOPHBIX HABBIKOB M CyA0pOru?

Perpeccust MOTOpHBIX HaBBIKOB M CYJJOPOTH Y MbIIIeH ¢ MyTauueid B Mecp2 noaTBEpkKAAOT
YCIHEUIHOE MOJEIUPOBaHUE CUHpoMa PeTTa. DT CUMITOMBI OTPa)Kat0T HEUPOHAIBHYIO
TUCYHKITUIO 3-3a CHIDKEeHUS dKcrpeccnn Oenka MeCP2, 410 COOTBETCTBYET KIMHHYECKON
KapTUHE Yy JIIoAed. Moaenb NOAXOIUT JUIsl U3YUEHHS TaTOreHe3a U TECTUPOBAHMS TEPATIUM.



