3amaua 1: BoJse3ns I'ome

Curyanus: JJabopatopust pazpabateIiBaeT MOl Ooe3Hu [ 'o1iie, BEI3BAHHOW MyTAIMsIMHU B T€HE
GBA, 1 n3ydeHusi HaKOIUIEHUS TIIIOKoLepeOpo3uaa B Makpodarax u TECTUPOBAHHS HOBBIX
TepaHGBTI/I‘IGCKI/IX COGHHHCHHﬁ.

1. Kakoit MoJieIbHBIN OpraHu3M HanboJiee MOAXOAUT JIJIs U3YUEHUs TaTOTeHe3a 00JIe3HN
['omre, u mouemy?

2. Kakoit buonHpopMaTHIECKHI HHCTPYMEHT MOYKHO HCIIONIb30BATh JJIs MPeICKa3aHus
aTOreHHocTu MyTtauuii B rene GBA?

3. Kak CRISPR/Cas9 moxeT ObITh HCIIOJIB30BaH JJIS CO3AaHus MoaeIn 0oie3nu I omie, u
KaKhe MyTallM CJIEAYyET BBECTH?

4. Kaxk uHTEepnpeTHpOBaTh PE3YIbTAThl MOACIUPOBAHUS, €CIU Y MOJECIHHOTO OPTaHH3Ma
HaOJIIOMAI0TCS TeMaTOCIUICHOMETaIus 1 aHeMUS?

3amaya 2: Muoronn4yeckasi nucrpodus 1 tuna

Curyanus: YueHble IUIAHUPYIOT CO371aTh MOJIeNIb MUOTOHUYECKOU AucTpoduu 1 Tuma,
BbI3BaHHOM dkcmancueir CTG-noBTopoB B rene DMPK, uT00bI M3y4nTh MOJIEKYIISIPHBIC
MEXaHHU3MbI MBIIIEYHON TUCHYHKIIUU U pa3pad0TaTh TEHETUIECKYIO TEPATHIO.

1. Kaxoit MmoienpHBII Opranu3M HanOoJIee MOAXOIUT IS U3YUEHHUs MaTOreHe3a
MUOTOHUYECKOU aucTtpoduu 1 Tuma, u nouemy?

2. Kakoit buonHpopmMaTHIECKUl HHCTPYMEHT MOKHO MCIIOJIB30BaTh JJIs aHAN3a
skcnancu CTG-oBTOpOB M X BIMSIHUS Ha dKcnpeccuto rena DMPK?

3. Kak CRISPR/Cas9 moxeT ObITh NCMIONIB30BaH AJIsI CO3AAHUS MOJAETH MHOTOHHYECKOMN
muctpodun 1 THMa, U KaKre U3MEHEHUS CIIeIyeT BBECTH?

4. Kak uHTepnpeTHpoBaTh pe3yiabTaThl MOACIUPOBAHUS, €CIIU Y MOJEIBHOTO OPTaHU3Ma
HAOJIOTAIOTCST MBIIIIEYHAS C1a00CTh U MUOTOHUS?

3amaya 3: CuHIAPOM JIOMKOH X-XpPOMOCOMBI

Curyanus: MccnenoBarenbckas rpynma u3y4aeT CHHIPOM JIOMKON X-XpOMOCOMBI, BEI3BAaHHBIN
skcnancueit CGG-noBtropoB B rene FMR 1. OHu XOTAT co3aaTh MOJENb AJI1 U3yUEHUS
HEHPOHAJIbHBIX HAPYIICHUI U TECTUPOBAHUS MOTEHIUATIBHBIX MTPENapaToB.

1. Kaxoit MmosienpHbII Opranu3M HauOoJiee MOAXOIUT AJIsi U3YUYEHUs MaTOTeHe3a CHHAPOMA
JIOMKOH X-XpOMOCOMBI, U [TOUYeMY?

2. Kakoit buonHpopmMaTHIECKU HHCTPYMEHT MOYKHO MCIIOJIb30BaTh i aHanu3za CGG-
MOBTOPOB U WX BIIMSHUSA Ha MeTuiMpoBanue rena FMR1?

3. Kaxk CRISPR/Cas9 moxeT ObITh HCIIOIB30BaH ISl CO3AaHMS MOJICIH CUHAPOMA JJIOMKOM
X-XpOMOCOMBI, U KAKUE U3MEHEHUS CJIe1yeT BBECTU?

4. Kak uHTepnpeTupoBaTh pe3yiabTaThl MOACIUPOBAHUS, €CIIU Y MOJEIBHOTO OPraH13Ma
HAOJI0JAI0TCSl KOTHUTUBHBIC HAPYIIEHUS M Ay TUCTHYECKUE YePThI?



3agaya 4: CnimHAJIbHASA MbILIEYHAsA aTpodus

Curyarnus: JJaboparopust pazpabaTbIiBacT MOIENIb CIUHAIBHOM MbITieuHo# atpoduu (CMA),
BbI3BaHHOI Jienenneid B rene SMIN1, 1u1st u3yueHus natoreHesa JiereHepaui MOTOPHBIX
HEHPOHOB U TECTUPOBAHUS T€HHOW TE€paIuu.

1. Kakoit MoJienpHBIN OpraHu3M HanOoJiee MOAXOANT I u3ydeHus natorenesa CMA, u
noyemy?

2. Kakoit OuonHpopMaTHIECKHI HHCTPYMEHT MOYKHO MCIIONIb30BATh JIs aHAIM3a JIeTIeIHi
B reHe SMN1 1 ux BIUSHUA Ha KCIIpeccuto Oenka?

3. Kak CRISPR/Cas9 moxeT ObITh HCIIOJIB30BaH 1Jisg co3fganus moaenn CMA, u kakue
MyTalllu CJIE€TyeT BBECTU?

4. Kaxk uHTEepnpeTHpOBaTh PE3YIbTAThl MOACIUPOBAHUS, €CIU Y MOJECIHHOTO OPTaHH3Ma
Ha0JII0/1al0TCS MbIILIeYHas cTa00CTh U HAPYILLIEHUS AbIXaHUuA?



