Poccuinckoe obwecTtBo MeANMLUMHCKUX FEHETUKOB
MockoBckoe 06LWwecTBO MeAULIMHCKUX FrEHETUKOB
depepanbHoOe rocyaapcTBeHHOe OHogKeTHOe HayuYHoe yupexaeHue
«Meaunko-reHeTU4ECKNIN Hay4YHbIN LIeHTP MUMeHU akagemuka H.I1.
BouykoBa»

NMPOrPAMMA
Hay4Ho-npakTuyeckon oHnamH-koHdepeHuun POMI

«HoBble TexHonormm B AuarHOCTUKe U nevYyeHnu
HacneacTBeHHbIX bone3Hen»

1 AeHb
5 anpens 2023

9.30-9.40 OTKpbITUE HayYHO-NPAaKTU4eCKON OHNanH-KoHhepeHun POMI
«HoBble TexHONnornm B AMarHOCTMKe U NeYeHnn HacneacTBeHHbIX
oone3Hen»
Kyuee C.U. (Mockea), Uxeeckas B.J1. (Mockea)

9.40-11.10 M:EM [

Cumno3unym MockoBCKOro o6uecTtesa MeAULUNHCKUX FreHETUKOB
AHanu3 AaHHbIX CEeKBEHUPOBaHUSI B OWArHOCTUKE reHeTU4YecKowm
natonoruu

Moodepamopei: Hukonaes C.3., MapaxoHos A.B.

NHTepnpeTaums gaHHbIX NGS B AMarHOCTUKE MOHOMEHHbIX 3aboneBaHnn
XmenbkoBa A.H. (20 MuH.)

Eva-Pro:  nmawnnavH  Ons NOTOKOBOrMO  aHanu3a  pesynbraToB
NONMHOrEHOMHOIO CEKBEHUPOBAHUS YenoBeka B MEANLMHCKMX Liensix
Anb6epT E.A. (20 MUH.)

[MonHoreHoMHOEe cekBeHWpoBaHWE B MOWUCKE MPUYUH HacnenCcTBEHHOM
naTonorvn: noTepsHHas HacrnegyemMocTb (missing heritability)
MapaxoHoB A.B. (20 MuH.)




ABTOMaTU3aUMUA npouecca knaccudukaumm reHeTU4YecKnx BapuaHTOoB
cornacHo kputepusam ACMG
Hukonaes C.3. (20 MuH.)

Aunckycensa (10 MyH.)

11.10-11.15 [lepepbiB

11151245 MEMIT
Cumnosnym MockoBcKoro o6uiectea MeMLUHCKUX FEHEeTUKOB
AHanu3 AaHHbIX CEeKBEHUMpPOBaHUSA B AMAarHOCTUKE reHeTU4ecKom
naronoruu
Moodepamop: Hukonaes C.3., MapaxoHos A.B.
MpMMEHMMOCTb NONUreHHbIX MNpeackasaHu pocTa U Maccbl Tena B
eBponenckorn nonynaumm  Ons  OoTAeNbHbIX  3THUYECKUX  rpynn
Poccunckon ®enepaummn
OeBaTkuH A.A. (20 MUH.)
Annenb-cneundunyHas perynsiumsi 3KCNpeccum reHoB: OT OMMKCHbIX
AAHHbIX K MHTEPNpEeTaLUN reHeTUYEeCKUX AeTEPMUHAHT 3aboneBaHunm
KynakoBckuu U.B. (40 MyH.)
MpoekT HeartCAGE - TpaHCKpnbupyemble perynatopHble 3reMeHTbl B
cepoue v uUX noTeHuman Ana reHeTUYecKMX WccrnedoBaHuUn B
Kapanonoruu.
Oesatunapos P.M. (20 MuH.)
Aunckycensa (10 MyH.)

12.45-13.00 [epepbIB

13.00-15.00 CuMno3unym

MonekynsipHo-reHeTU4ecKasa AMarHoCTMKa HacneacTBEeHHbIX
oone3Hen
Modepamopei: lNonsikos A.B., LLJazuHa O.A.

MonekynsapHo-reHeTu4eckasi XxapakTepucTmnka aKkToaepManbHbIX
avcnnasum
KoBanbckas B.A. (15 MuH.)




MpUYnHBLI pacnpocTpaHEHHOCTM NOBTOPSOLLMNXCA HOHCEHC-BAPNAHTOB Y
naumeHToB B PO ¢ mbiweyHon anctpodmen [ioweHHa/bekkepa
3uHuHa E.B. (15 MuH.)

MonekynapHo-reHeTu4eckasi ouarHoCTUKa BPOXAEHHbIX MMONATUN
Yaycoga lN.A. (15 MVH.)

OnpegeneHune YactoTbl axoHgponnasum B Poccunckon ®eagepaumm
NMonskoB A.B., BaccepmaH H.H. (15 MuH.)

MonekynsapHo-reHeTu4eckasi xapakTepmucTmka cMHapomMa
PybuHwTenHa-Tenbun
Ucmarunosa O.P. (15 MuH.)

YacTtasa reHeTnyeckas npMynHa axpomartoncum y naumeHTos B PO
Oropoposa H.1O., CtenaHoBa A.A. (15 MUH.)

eHeTn4ecKkas reTeporeHHOCTb 1 KITMHMYECKas XxapakTepucTumka
MHOXECTBEHHbIX BPOXAEHHbIX OCTEOXOHAPOM
BopoBukos A.O. (15 MuH.)

Aunckycensa (15 MyH.)

15.00-15.15

MepepbiB

15.15-17.00

Cumnosnym
MeHeTMKa HapyLwweHUIM Nona 1 NOSIOBOro pa3BUTUA
Modepamop: YepHbix B.5b.

HapyweHunsa dopmupoBaHus nona un nx guarHocTmka: CoBpeMeHHoe
COCTOSIHME Npobnemsl
YepHbix B.B. (15 MuH.)

[eHeTrKa 1 KNnHMYeckne 0Co6EHHOCTU MTMNOrOHAOTPOMHOIO
rmnoroHagmMamMa
YyryHoB WU.C. (15 MUH.)

OHOOKPMHOMOrMyeckue u KNMHNMYeCKne acnekTbl CUHOPOMa
KnanHgenstepa y ageten n nogpocTKos
Becnantok [.A. (15 MUH.)

KnuHuyeckoe BeaeHne n OOCTUXKEHNE PenpoayKTUBHON peabunutaumm
Y MY>KYMH C HapyLLleHneM hopMUpPOBaHMS Nona U reHETUYECKUMM
dopmamm 6ecnnogus

Boront6oB C.B. (15 MuH.)




PelwwieHne npobnem penpoayKkuum y NaumeHToK C HapyLLEHNEM Pa3BUTUS
»KEHCKOW NONOBOWN CUCTEMBI
ButaszeBa U.U. (15 muH.)

CucteMHbIN noaxond K AMarHoCTUKe roHOCOMHOIO Mo3auumama
OnapwuHa H.B. (15 muH.)

Aunckycena (15 MUH.)

2 OeHb
6 anpensa 2023

09.30-11.15

Cumnosunym
®PyHKUNOHaNbHasA reHoOMM1Ka
Modepamop: Ckobrioe M. IO.

MpakTuyeckmne acnekTbl PYHKUMOHANBHOIo aHanmaa npy SCN1A-
accounnMpoBaHHOM aNUencum
Cnap6ep MN.A. (15 Mu1H.)

Mcnonb3oBaHue (OyHKLMOHANbHOMO aHanu3a aAng ycraHoBneHns
NaToreHHOCTN BapnaHTOB, BbISIBNIEHHbIX Y NALNEHTOB C
anctpodmnHonaTnusamu

HaBbiaeHko K.A. (15 MUH.)

Ponb doyHKUMOHANbHOro aHanuaa B yTOMHEHUM AuarHo3a npu
COL2A1-accoumnmpoBaHHbIX CKeneTHbIX gMncnnasnax
Bsaxupesa [0.B. (15 MyH.)

WcecnepoBaHue mexaHu3ma 0eNCTBUS HOBbIX BapMaHTOB CrniancuHra B
reHe DEPDC5 y naumMeHTOB C anunencuemn
Ocwunosa E.A. (15 MuyH.)

[narHocTnyecKknin NOMUCK CNOXHbIX CllyYaeB Y NaUMeHTOB C
HedpoKasibLIMHO3OM
LlWaposa M.B. (15 MuH.)

BapuaHTbl B 5 HETpaHCNMpyeMbIX 06nacTsix reHOB Kak MpuynHa
pas3BUTUSA HacneacTBeHHbIX 3aboneBaHnin
dunartosa A.KO. (15 MKH.)




[unckyceuns (15 MUH.)

11.15-11.30 MepepbIB

11.30-12.30 Cumnosnym
*Mpn nopaepxke komnaHum [KoHCOH u [koHcoH (He Bxoaunt B
nporpammy gnga HMO)
Tpu kuta ycnexa neyeHmnsa CMA: achpekTUBHOCTbD,
LeneHanpaBfieHHOCTb U AONITOCPOYHOCTbL Tepanmu
Moodepamop: 3uH4yeHko P.A.

HeoHaTtanbHbI ckpuHUHE B PO: HacTosiwee n 6yayuiee tepanun CMA
3uH4eHko P.A. (20 MuH.)

Bce cekpeTbl Monekynbl npenapaTta HyCUHEPCEH
Hazapos B.[l. (20 muH.)

MporHo3 appeKkTMBHOCTU Tepanun y npeacnMnToMaTuyeCcKnx
nauneHToB co CMA: yero oxmnagatb?
KapnoBuy E.WU. (20 MuH.)

12.30-12.45 T[lepepbIB

12.45-14.15  Cekums
OnbIT naboparopuun. Barnsapg ¢ pasHbIx pakypcos

Moodepamop: Pbikkosa O.[1.

BTopuyHble HaxoaKkn BHE PEKOMEHLOBAHHOMO CNucKa: CTOUT Nn
BblHOCUTL? LUaToxmuHa O.J1. (12 MuH.)

CkpbITble cnnanc-eapmaHTbl B CTON KOAOHaXxX reHa DMD: in silico vs. in
vitro - Opnosa M.[. (12 MuH.)

deHoTMnMYeckne n reHetnyeckoe pasHoobpasme PAConatui
OpnoBa A.A. (12 MKH.)

BO3MOXXHOCTM 9K30MHOMO CEKBEHMPOBAHUS AS1s1 NAUMEHTOB C
aucnnasven coeanHUTENbHON TKaHU
Bynax M.B. (12 muH.)

3aboneBaHus ¢ NO3gHMM AEOHOTOM: ULLEM «TEHETUKY»
3abHeHkoBa B.B. (12 MuH.)




[MonHoreHOMHOE CeKBEHMPOBAHME: BO3MOXHOCTU MOSIEKYIISIPHOWN
ANarHoCTUKKN, Korga octasibHble METOAbI MCHepnaHbl
PbikkoBa O.I1. (12 MuH.)

[uvckyccuns (18 MuH.)

14.15-14.30

MepepbiB

14.30-16.00

Cumnosnym

[dnarHocTuka HacneacTBeHHbIX O0ne3Hen: B3aaumogencTemne Bpada
1 nabopartopum

Modepamop: Saxaposa E.FO.

OawnH TecT - MHOro 6ones3Hen: reHeTMYeckMe NaHenu
3axaposa E.10. (20 MmuH.)

OAauH TecT - MHOro 6onesHein: TaHgeMHasi Macc-ClNeKTPoOMeTpus
BanpgakoBa I'.B. (20 MuH.)

«OTragan menoano»: gMarHo3bl Ha pas-gsa-Tpu
MeyaTtHunkoBa H.J1. (20 MuH.)

[dnarHocTnyecknin Tynuk: Koraa reHeTu4eckne 1 KIMHM4YeCckne gaHHble
He cxoaaTcs
Kapesa M.A. (20 Mu1H.)

Huvckyccuns (10 MuH.)

16.00-16.15

MepepbiB

16.15-17.45

Cumnosunym

[dnarHocTuka HacneacTBeHHbIX 60ne3Hen: B3aaumogencTene Bpada
1M na6opartopum

Modepamop: Saxaposa E.FO.

Cungpom MioHxrayseHa “by proxy": oOBepsin, HO NPoBepsiv
MenukaH M.A. (20 MKuH.)

A MoxeT nocmoTpum ewle...? nn nodemy nocnegHee crnoso 3a
Bpa4yom
Kucton [1.B. (20 MuH.)

CmoTpeTb 1 B1aeTb: guddepeHumansHaa AnarHocTmka
nenkogucTpouim




HaropHoB U.0. n 3axaposa E.FO. (20 MyH.)

Mbl TO, 4TO €CT Halwa Mama: TPpyAHOCTU AnddepeHuUmnansHON
ANarHOCTUKM HacneaCcTBEeHHbIX bonesHen n gedununta BUTAMUHOB U
KO(paKTopoB y Matepu

ManywkuH A.C. (20 MyH.)

Aunckycensa (10 MyH.)




