IIporpamma O6pa3oBarteibHOro Meponpusitusi B pamkax X| nayunoii kondgepeHunu

14:45-15:00
15:00-16:00

15:00-15:25

15:25-15:50

15:50-16:00

10:30-10:45

10:45-12:15

«['eHeTHKa YejI0BeKa M MATOJOTHSDY, MOCBALIEHHOI 35-71eTHI0
HUMU mequumnckoi reneruxku Tomckoro HUMIJ

27-30 nosiops 2017 roaa, r. Tomck

Mecro npoBenenus: Konrpecc-mientp «Pyoun»
(r. Tomck, ip-T Akagemudeckuii, 16, 60Ib110# KOHEpEHIT-3a1)

27 Hosiops 2017 r. (MOHeAeIbLHUK)
Perucrpanus yuacTHUKOB 00pa30BaTEIbLHOTO MEPOIIPUATUS

Ilnenapuoe 3acenanue / Yueoubliii 010k (boJiboii koHpepeHir-3aji, KoJ-BO
mect 300)
IIpeacenaresib: 10KTOpP OMOJOTHYECKHX HAYK, Mpodeccop Kyuep A.H.

Jleknus «MosekynspHas SMHAEMHOJOTHS TEPaleBTHUYECKUX 3a00JIeBaHUN B
Cubupu».

B nexuun Oyzper caenaH o030p MO pe3ysibTaTaM HCCIEIOBAHUNA I'€HETHUYECKUX
MEXaHM3MOB PACIPOCTPAHEHHBIX 3a00JEBaHUI 4YeNoBeKa B  Pa3IMYHBIX
ATHUYECKHX Tpymmax HaceneHus CeBepHoil A3un. ByayT npuBeneHsl jaHnHbie 00
0COOCHHOCTSIX reHooH1a HaceJeHus peruona B CBSI3U c
IPEIpacloNOKEHHOCTEI0O K OOJIe3HAM  LMBWIM3ALMU U HEKOTOPHIM
3a0oneBaHusM, crenupuyeckuM JUis  peruoHa. byayT  mpencTaBieHbI
NPEUIOKEHHS TI0 COBEPIICHCTBOBAHUIO MPODMIAKTUKY 3a00JI€BaHUN YETIOBEKa C
y4eToM crieunGuKu MOIeKyIsspHOr snuaeMuonoruu B CeBepHoil A3um.

Jlextop — BoeBoga Muxaun MBaHOBUY, TOKTOp MEAMLIMHCKUX HayK, podeccop,
akanemuk PAH, pykoBoaurens HUW tepanuu u npoduiiaktuueckoi MeaUIIMHbI
- punmana ULul" CO PAH (r. HoBocubupck).

Jlekuus «HoBbie XpOMOCOMHBIE OOTE3HI.

Jlexuus mocBsiieHa  0030py  COBPEMEHHOIO  COCTOSIHMSI  KJIMHHUYECKOMN
LIUTOTEHETUKHU B €€ HOBYIO 3Py, CBA3aHHYIO C IIMPOKUM BHEAPEHUEM TEXHOJIOTUI
CEKBEHHPOBAHUA T€HOMa. ByAayT paccMOTpeHBl HOBBIE KIIACCHI XPOMOCOMHBIX
Oone3nelt, wuaeHTHUUKAIMSA KOTOPBHIX CTaja BO3MOXHA C TMPUMEHEHUEM
BBICOKOPA3pEIIAIOIIUX METOJAOB MOJEKYJIAPHOW IUTOT€HETUKH W TEHETUKH.
OcHOBHBIE aKIIEHTHl OyayT cHaelaHbl Ha pPa3HOOOpa3HH HOBBIX THUIIOB
XPOMOCOMHBIX MyTallMii ¥ Bapuauuii B uucie konud ydactkoB [HK wu Ha
O0COOCHHOCTSIX UX (PEHOTUMTUYECKON MaHU(ECTAIINH.

Jlextop — JleGeneB MWropp HuxomaeBuu, JTOKTOp OMOJIOTHYECKUX HayK,
npodeccop PAH, 3amecTutens nupekropa 1mo HaydHOW paboTe, pyKOBOIUTENb
naboparopuu nuroreHeTnkn HUW meaunmuckoi renetuku Tomckoro HUMIJ
(r. Tomck).

Huckyccns
28 Hos0ps 2017 r. (BTOPHHK)
Perucrpanus yqacTHUKOB 00pa30BaTeIbHOTO MEPOIIPUSATHUS
IlnenapHoe 3acenanue / Yueoubiii 010k (boJbmoii koHpepeHi -3a/1, KOJI-BO

Mect 300)
IIpencenarenu: akagemunk PAH SAnkosckuiit H.K.; yien-kopp. PAH



10:45-11:10

11:10-11:35

11:35-12:00

12:00-12:15

Crenanosn B.A.

Jlekuust «BOJIONMS JIMHUK Y -XPOMOCOMBI B OMYJISIUsAx CuOupm».

B nekuum mnpencTaBiieHbl JaHHbIE O T'€HETHYECKOM BapualeNbHOCTH psiza
POCCUMCKHMX MOMYJALMN 10 JAHHBIM IOJHOI'O CEKBEHHPOBAHUS Y -XpPOMOCOM.
[TogpobHO AeTanu3upoBaHa CTPYKTYpa TaluIOrPYII, 33 CYET “‘TIOJTHOT€HOMHOTO”
CEKBEHHPOBAHUSA Y -XpPOMOCOMBI, IpEACTaBJI€Hbl Haubojee HMHTEPECHBIE
rarmorpynmsl — Rlal, N1b, Nlc, Qla3, C3. Oxapakrepu3oBaHa cyO3THUYECKAS
T depeHnmanus KOpeHHbIX ’THOCOB CHOMPH U UX POAOBas CTPYKTYpa, a TaKxKe
PEKOHCTPYKIHS AeMOrpagpuuecKod MCTOPUH MOIMYJSAIHMA - POCTa YHUCICHHOCTH,
JPEBHUX M MCTOPHMYECKUX MUIpALUi MO MapkepaM Y-XpOMOCOMBI Ha YypOBHE
BBICOKOPA3PEIIAIOIIEr0  aHaiuu3a Y -XPOMOCOMHBIX  JIMHHMWA.  JleTranbHO
OXapakTepHU30BaH HA0Op TIamyIorpymi Y-XpOMOCOMBI, SIBIISIFOIIMXCS OCHOBOM
reHooH]a MHOTUX 3THOCOB Cubupu.

Jlexktrop — XapokoB Biamumup HukxonaeBud, MOKTOp OHMOJOTHYECKHUX HAYK,
BEJYUINIl HAy4YHBI COTPYIHHUK J1a0OpaTOPUU 3BOIIOIMOHHON reHetukn HUN
memuiuHckor reHetuku Tomckoro HUMI] (r. Tomck).

Jlekuusa «TeppuropuanbHas W3MEHUMBOCTh W TCHETHYECKAs TETEPOTCHHOCTH
HACJICICTBEHHBIX 0OJIe3HEl B oy siusx Poccuny.

B mekuum npennonaraercs IPEACTaBUTb  JaHHBIE O TEPPUTOPUAIBHOMN
U3MEHYMBOCTU U T€HETUYECKON MeTepOreHHOCTH MOIYJISIIHI/3THUYECKUX TPYIII
Poccum mo reHaMm HaceNCTBEHHBIX Oosie3He. B nexunmm mpenmosaraercs
00CYIUTh TaKxe MOJICKYJISIPHYIO DI IEMUOIOTHIO MOHOI'€HHBIX
HacJIeICTBEHHBIX 00JIe3HEN.

Jlektop — 3uHuenko Pena AOynbha3zoBHa, MOKTOP MEAWIMHCKUX HayK,
npodeccop, 3aMeCcTUTENb JTUPEKTOpa Mo HaydHo-KinmHu4ecko padbore ®T'BHY
Menuko-reHeTnyeckuit HaydHblii eHTp (r. MockBa).

Jlekuus «PapMakoreHeTHKa B ICUXUATPUU: JOCTHKEHUSI U IEPCIIEKTUBBDY.

B nexumm OynyT naHbl ONpeNEleHHs] OCHOBHBIX TOHSATUN W HamnpaBieHU B
obmactu (apmakoreHeTuku. bynyT mnpencTaBieHbl JUTEpaTypHbIE JaHHbIE U
pe3yabTaThl COOCTBEHHBIX HCCIIEN0BAHUIN TE€HETUYECKUX u
(apMaKOreHeTHYEeCKHX AacCHEeKTOB ICUXMUYECKUX paccTpoicTB. OcoObli aKIEHT
Oyner cpaenaH Ha BO3MOXKHOCTHM MPUMEHEHHS JIOCTH)KEHUH COBPEMEHHOMN
TEHETUKU B IPAKTHUYECKOM 31paBOOXPAHEHMM JUIsl NMPOTHO3a PHUCKA Pa3BUTHSA
JIEKapCTBEHHO-UHYIIMPOBAHHBIX TMOOOYHBIX A()PEKTOB AHTHUIICUXOTHUECKOM
Tepanuu U pa3paboTKH MMOIX0JI0B K NEPCOHATU3UPOBAHHON TEpaUH.

Jlextop — MBanoBa CBernaHa AJeKCaHApPOBHA, AOKTOP MEAMIMHCKHX HAYK,
npodeccop, 3aMeCTHTENb JAUPEKTOpa [0 HaydyHOM paboTe, 3aBeayroluas
nabopaTtopueil MonekynsapHOM reHetukn M Owoxumuun HUW ncuxuueckoro
3nopoBbst Tomckoro HUMI] (r. Tomck).

boxan Hukomaii AnekcaHapoBU4, OKTOp MEIMIMHCKHX HayK, mpodeccop,
akagemuk PAH, nupexrop HUU ncuxuyeckoro 3m0poBbs Tomckoro HUMI] (r.
Tomck).

Huckyccus



15.30-17.00

15:30-15:55

15:55-16:20

16:20-16:45

16:45-17:00

IlnenapuHoe 3acenanue / YueOnbii 0,10k (bosbioi koHdepeHi-3a/1, KOJ-BO
mect 300)

Ipencenarenn: kanauaatT meauunHckux Hayk Hazapenko M.C.; nokTop
Onosiormyeckux HaykK, nmpogeccop PAH Ilonsikos A.B.

Jlekuusa «MonekynspHoe NpoQUINPOBaHUE KJIETOK COCYIOB U JICHKOIIMTOB
YeJI0BEKa IIPU aTepOCKIIEPO3EN.

B nekuuu npeacTaBieH KOMIUIEKCHBIA aHAIU3 CTPYKTYPHOM U AIIMTE€HETHYECKON
BapralOeIbHOCTH T€HOMa KJIETOK COCYIOB M JICHKOIIMTOB MpPH BBIPAXKEHHOM
aTEepPOCKIIEPOTUYECKOM TMOpPAaXEHUM apTepuid y uyenoBeka. B pesynbraTe
MPOBEJICHUSI  MCCIEOOBAHUS  PACIIMPEHbl  UMEIOLIMECS  MPEACTaBICHUS
OTHOCHUTEIIHO (G YHKIIMOHATBHOM 3HAYUMOCTHU TE€HOB-KaHIUJaTOB
aTepOCKIIEP03a, BBISIBICHHBIX PaHEE HA OCHOBAHUY I'€HETUYECKUX UCCIEIOBAHHUI
accoluanui, a Takke UJIeHTU(PUIMPOBAHBI HOBbIE MHUILIECHU JJI IPO(MUIAKTHKHY,
JIMATHOCTHUKY U JICYEHUSI TAHHOM NATOJIOTHH.

Jlekrop — Hazapenko Mapus CepreeBHa, KaHIuUIAT MEAUIIMHCKUX HAaYK,
pYKOBOAMTENS JabopaTopuu mnomynsuuoHHOW reHetnku HUWU menunmHckoi
renetuxku Tomckoro HUMII (r. Tomck).

Jekmua «NGS B 1MarHocTHKe MOHOTE€HHBIX OOJIE3HEN.

B mekmuum  paccMOTpeHbI YHMCIO M pa3Mep TEHOB, MPUBOIANIMX K
HACJICJICTBEHHBIM 3a00JI€BaHUSIM, CKOPOCTh HAKOIUICHUS 3TUX JAHHBIX, pa3Mephl
U Jpyrue XapaKTepUCTUKU SK30MHBIX TMaHeNell pPa3IUYHBIX MPOU3BOJUTENCH.
OO0cyx1arTcsi BOMPOCH MPUMEHUMOCTH JaHHBIX, a TAaK)K€ KaCTOMHBIX TaHeJIen
s pemieHuss  3amad npaktuueckor  JIHK-mumarHoctmku.  OneHuBaeTcs
BOCTPEOOBAHHOCTh TMMaHEJICH pa3IMyHOrO pa3Mepa B  3aBUCHUMOCTH  OT
TEHETUYECKON  TEeTepOreHHOCTH  3abojieBaHms. KpaTko  mpencraBiieHBI
COOCTBEHHBIE PE3YJIbTATHI.

Jlextop — IlonsikoB Anekcannp BrnagumupoBud, JOKTOp OMOJOTMYECKUX HAYK,
npodeccop PAH, 3aBemyrommii maGopatopueit JIHK-muarnoctuku OI'BHY
Menuko-renernueckuii HayuHsii ieHTp PAH (1. Mocksa).

Jlekumsa «NGS B kKapAHOJIOTHH: OXKHUAAHUS U PEATBHOCTD.

OtHocurenbHass noctynmHocTh MeTogoB NGS B Hacrosiuee BpeMsl NpuUBENa K
TOMY, 4TO OOJIBILIOE YUCJIO MAIMEHTOB C KapIHWOJIOTMYECKUMHU 3a00JI€BaHUSIMU
oOpamarores 3a JIHK-nuarHoctukoil camocTosATeNnbHO, AM00 MO HANpaBICHUIO
nedanux Bpauedl. Kapauonorm u OonbHBIE O0XHMIAIOT, YTO B pe3ysbTare
UCClieIoBaHUsT OyAyT BBISBICHBl MYTAllMM, IIOCTaBJIE€H MM ONPOBEPTHYT
nuarHo3, Oynmer yTrouHeHa cTparerusi JiedeHus. OnpHako pesynabtratbl NGS
3a4acTy0 Pa304yapoOBbIBAIOT Bpadye, U 3TO pa30uyapOBaHUE PACIPOCTPAHAETCS Ha
FeHETUYECKYI0 JTMarHOCTUKY U KOHCYJIbTHpOBaHHME B 1ejoM. M36exars 3Toro
pa3oyapoBaHUs MO3BOJINT YETKOE OIpPENEICHHE IOKAa3aHMH K Takoro poja
JUAarHOoCTHUKE, IOHUMaHUE BO3MOKHOCTEH 1 OFpaHquHHﬁ METOAa.

Jlextop — 3aknsaspmuHckas Enena BameppeBHa, NOKTOp MEIMIMHCKMX HAayk,
3aBenytomias jaboparopueit menunuHckoil reHetukn DIBHY «Poccuiickmii

Hay4YHBINA HEeHTp xupypruu uM. akaa. b.B. Ilerpockoro» (r. Mocksa).

Huckyccns



13:30-13:45

13.45-15.15

13:45-14:10

14:10-14:35

14:35-15:00

15:00-15:10

15:30-19:00

15:30-15:50

29 Hos10ps 2017 r. (cpena)

Perucrpanus yqacTHUKOB 00pa30BaTEIbHOIO MEPOIPUSITUS

Ilnenapuoe 3acenanue / Yueoubliii 010k (boJiboii koHpepeHir-3aji, KoJ-BO
mect 300)

IIpeacenarenu: 1okTOp OMOIOrHYECKUX HAYK, podeccop Pyouos H.b;
AOKTOP MeauuMHCKNX Hayk 3axaposa E.1O.

Jlexknus «/JIHK-tipo6s1 1 FISH B snoxy JIHK-mMukpounmnoB u NGS».

B nexnuu Oyner mpoBeleH aHAM3 COBPEMEHHBIX MOJXOJOB MPH MPOBEICHUU
JTUArHOCTHKU XPOMOCOMHBIX TaTojoruii uenoBeka. OmpeneneHo MecTo
nojy4eHuto u ucrons3zoBanuto JJHK-pob u ¢yopecrenTHoi rubpuansanuu in
situ 11 BBIABJICHUS M OIMCAaHUS AaHOMAIbHBIX XpoMocoM. PaccMoTpeHbl
KOHKPETHBIE IPUMEPHI TUTOT€HETHUECKOW JUArHOCTHKH.

Jlextop — PyOuoB Huxonaii bopucoBud, A0OKTOp OMOJIOIMYECKHX HAYK,
npodeccop 3amecTuTenb AMpekTopa mo HayyHou pabore MIulT CO PAH,
3aBeqyIOUINI Kadeapol IUTOIOTUN U TEHETHKH (PaKyIbTeTa €CTECTBEHHBIX HaYK
HI'Y (r. HoBocubupck).

Jekuua «Bo3moxHocTH U OT'paHUYCHUA J1a60paTopH0171 JUAarHOCTUKH
HaCJICACTBCHHBIX OoJie3Hely.

B nexmuu 6y,HYT pPaCcCMOTPECHBI COBPEMCHHLIC IMOAXOAbI K JUAIHOCTHKEC OJHOI'O
M3 KJIAaCCOB MOHOTCHHEIX 3a00JICBaHUM 4YEJIOBEKa - HaCJICACTBCHHBIX Oone3nel
obMeHa BemiecTB. Ha kiauHMYECKHX IIpuMeEpax 6y,HYT p8.306paHI>I OCHOBHBIC
np06neMm B aHaJIM3€ W MHTCPIIPETAaln OMOXUMHMYCCKUX U MOJICKYJISAPHO-
I'CHCTUYCCKUX JaHHBIX.

Jlextop — 3axapoBa Exarepmna IOpbeBHa, HOKTOp MEOMIMHCKMX HayK,
3aBeyromias Jiaboparopuell HacJIeJACTBEHHBIX OoJsie3HEH OOMEHa BEIIeCTB
®I'bHY Meauko-reHeTnyeckuii Hay4Hblil HeHTp (T. MockBa).

Koncoprmym «Genome Asia 100K»: CexBenupoBanne 300 renomoB u3 Poccun
(Genome Asia 100K consortium: Sequencing of 300 Asian’s genomes from
Russia).

[lepBrle pe3ynbTaThl 1O cekBeHHpoBaHHiO 300 TE€HOMOB mHpeiCTaBUTENEH
KOPEHHOTro HaceneHusi Poccuu, NperMyIIeCTBEHHO a3MaTCKUX ATHHYECKUX
rpymi. Pabora BeIOTHEHA B paMKaxX MEXIYHapOJHOTO KoHcopimyma «Genome
Asia 100K».

Jlextop — I'ycapeBa Enena CepreeBHa, TexHonornueckuii yausepcuter HanbsHr
(Nanyang Technological University, Singapore Centre for Environmental Life
Sciences Engineering (SCELSE)), Ph.D. (Cunramyp).

Huckyccus

Cumnosuym «Opdannbie HacJeACTBeHHbIE 00J1e3HN» / Y4eOHbIi 010K
(boJaboil kKoHpepeHu-3aJ1, KoJa-Bo MecT 300)

IIpencenaresn: 1OKTOP MeAMUUHCKUX HAYK, npogeccop Haszapenxo JLIL;
AOKTOP MeIMUMHCKUX HAYK, npodeccop Konaparsesa E.N.

Jlekumsa «Tuposunemusi. Barmsin remarosnora Ha HacleACTBEHHbIE OOJIE3HH C
HapyLICHUEM JIUITUAHOTO OOMEHa.



15:50-16:10

16:10-16:30

16:30-16:50

Jlexiuss OynmeT TOCBsIIEHA COOCTBEHHOMY OTBITY JICUCHHSI HACIEACTBEHHOMN
tupo3uHeMun U auddepennuansHoil nuarnoctuke ee ¢ HBO ¢ mopaxkenuem
MeYCHU. byyT clenanbl akIeHThl Ha KIIMHUYECKUE U OMOXUMUYECKHE MapKEePhl
3a00J1CBaHUM.

JlexTop — [lonsikoBa CBetnana MropeBHa, TOKTOp MEAUIIMHCKUX HAYK,
npodeccop kadeapsl rocnuTanbHOM nequatpun uM. B.A. Tabomnaa ®T'BOY
BIIO PHUMY um. H.U. ITuporosa (r. Mocksa).

Jlexkuus «HoBas spa B Ie4eHUU (PEHUIKETOHYPHH.

B nexkuumum moapoOHO wu3naraeTcsi HapylleHHs OOMEHa, CBS3aHHBIE C
npeBpameHueM (QeHuJaJaHMHa B TUPO3WH OOYCIIOBICHHAs HapylLICHHEM
aKTUBHOCTH (epMmeHTa (eHunanaHnHa-4-TUAPOKCUIIA3bl U BBI3BIBAIOLIAS
3a0oneBanue -  ¢eHuIkeToHypuro.  Jleuenme ~— Hapymenus ~— oOMeHa
OCYLIECTBIIsIETCA ¢ nomolblo nuetsl. HoBas 3pa B neuenun Havanack ¢ 2007,
Korja ObUT TIoJTydeH carnporntepu quruapoxiopua — (Kuvan®) - uCKyCCTBEHHO
CHUHTE3UPOBAHHBIN SKBUBAJICHT NTEPUHOBOTO Ko(akropa,
terparuapodbuontepuna (BH4). Pasoupaercs mnompo6Ho nedyenne «BH4-
YyBCTBUTEJIBHBIX»  IALUEHTOB c KJIaCCUUYECKOU (beHunKeTonypuein
CalpoONTEpUHOM, IPEUMYIIECTBA TaKOr0 JIEUEHUS OT KJIACCHUYECKOro —
COOJIOZICHHUE JTUETHI.

Jlektop — Hazapenko Jlronmuna IlaBioBHA, JOKTOP MEIHWLMHCKUX Hayk,
npodeccop, 3aMEeCTHTENIb IUPEKTOpa MO HAYYHOW W JIEYEOHOM NeATebHOCTH
HUUN menuumnackoit reneruku Tomckoro HUMI] (r. Tomck).

Jlekuusa «Tpynnoctu nuddepeHMaNIbHON JUArHOCTUKH MHUTOXOHIPHATBHBIX
3a00JIeBaHUN Y JETEI».

MuToxoHIpransHble 3a00NIeBaHUS — HWCKIIOYUTENBHO TeTepOTreHHas TpyIina
MaTOJIOTHH, 00yCIIOBIICHHOU nedexramu TE€HOB SIIEPHOM W
mutoxoHapuanbHo  JIHK,  KOHTpOdIMpyOIUMX  CIOXHBIE  MPOLECCHI
HHEpreTMYeckoro oOMeHa B  MUTOXOHApPUAX. TpyaHOCTH  JUArHOCTHKHU
OOyCIIOBJIEHBI ~ IIMPOKUM  TOTUMOP(U3MOM  KIMHHUYECKUX  TMPOSIBICHUH,
CXOJCTBOM C 3a00JeBaHMSIMH JIpyroro Te€He3a, OTCYTCTBUEM BBICOKO
WH(GOPMATUBHBIX  JaOOpaTOPHBIX  MapkepoB.  BbiieneHue  KpUTepHEB
JAUAarHoCTUKHU € TOCICAYIONIUM MOJICKYJIAPHO-TCHCTUYCCKUM HCCICAOBAHUEM
MO3BOJISIET YCTAHOBUTH JMArHo3 M OKa3aTh MAlMEHTaM M UX CEMbAM MEIHMKO-
TEeHETUYECKYIO TIOMOIIIb.

Jlektop — HukomnaeBa ExareprHa AnekcaHAapoBHA, JOKTOP MEAUIMHCKUX HAyK
3aBenyromias  otaesnoM  kiaumHudeckod  reHetukn  OCII «Hayuno-
WCCJIEI0BATENbCKUN KIMHUYECKUI WHCTUTYT neauaTtpuu uMm. akanemuka [O.E.
Benasrumesa» 'bOY BIIO PHUMY um. H.M. IMuporoBa Munsnpasa P® (r.
Mockga).

Jlexknus «Kak yBuieTs 00JbHOTO ¢ MYKOIIOJIMCAXaPUI030M».

bynyr nmnpeacraBieHbl  OCHOBHbIE  KIMHHUKO-OMOXMMHYECKHE IOKa3aTelu
MYKOIIOJINCAaXapuI030B y JETeH, OTpakeHbl BEIyIIHME IaTOI€HETUYECKUE
MeXaHM3Mbl  3a00JIeBaHMs, IOKa3aHbl  TPYAHOCTH  JAu(QepeHnanbHOR
JIMarHOCTUKU OOJEe3HM, a TakkKe PacCMOTPEHbl BOMPOCHI MATOr€HETHYECKOM
Tepanuu U 3p¢GEeKTUBHOIO MEIUKO-TEHETUYECKOTO KOHCYJIbTUPOBAHHUS.



16:50-17:10

17:10-17:30

17:30-17:50

17:50-18:05

18:05-18:20

Jlektop — Cemsiuknna Asuta HukosaeBHa, JOKTOp MEAMIIMHCKUX HAYK, TJIaBHBIN
HayuHbeld corpyaHuk OCII «HWUKUW nemmatpum wum. akagemuka IO.E.
Benprumesay ®I'bOY BO PHUMY um. H.U. ITuporoga (r. Mocksa).

Jleknusi «KAHTHOTEKH, 00YCIIOBICHHBIE OPaJUKHHIHOM.

Jlekuus OyneT MOCBSIIEHA PEIKO BCTPEYAIOIIEHCs aTOJIOTHH: HAacIeICTBEHHbIE
aHrnooTéKM, TuddepeHmanbHas IMarHocTUKa ¢ APYrMMHU BUJAMU aHTHOOTEKOB,
00yCJIOBJICHHBIX BBICBOOOKICHHEM OpaJlMKUHUHA, M UX MPHUHLUIBI TEPATIHH.

Jlektop — JlarbimeBa Tarbsina BacuiibeBHA, TOKTOp MEIMIIMHCKUX Hayk,
npodeccop PYKOBOIUTENb OTACICHUH WMMYHOIATOJIOTUM W HWHTCHCHUBHOMN
tepanuu kauHukn OI'BY T'HI “Uuacturyr ummyHomorun” ®MBA Poccum (r.
Mockaa).

Jleknus «Pannee nposiienue 6oneznu Dadbpu.

B nexuuu pazOuparoTcsi BOMPOCHI MMaTOreHe3a, dTUOJIOTUH, TeHETUKH OOJe3HU
®abpu. IlogpoOHO, KIMHHYECKHE OCOOCHHOCTH IPOSIBIICHUS 3a00JIeBaHUS,
HauMHasg C JeTckoro Bo3pacta. (OCOOCHHOCTH BBISIBICHUS OONBHBIX U
HEO0OXOAUMOCTH MPOBEJACHUS JICUCHUS U HAOIIOICHUSI.

Jlexrop — Haszapenko Jlrogmuna IlaBnoBHa, IOKTOp MEIMIMHCKHX HayK,
npodeccop, 3aMeCTUTENb AUPEKTOpa MO HAYYHOH M JIe4eOHOUM [esATeTbHOCTH
HUU menunmncko# renerrku Tomckoro HUMI] (r. Tomck).

Jlekuus «llepcoHanmu3upoBaHHass JMArHOCTUKAa W Tepamust OOJNBHBIX C
MYKOBHCIIUIO30M.

B nexkmmm  mpencraBneHa — wHGOpMamMs ~— COBPEMEHHOTO  IMMOAXOJa
nepcoHN(pUIMPOBAHHON HArHOCTUKHU 3a00JeBaHus Ha OCHOBe EBpormeiickoro n
HanpmoHaibHOT0 KOHCEHCYCOB TI0 MYKOBHCIUA03Y. PaccMaTpuBaIOTCsl BApHAHTHI
TapreTHOM Tepanuu, COrJIacHO FTeHETUYECKOMY JUarHo3y, a Tak’kKe BO3MOXXHOCTH
00JbHOT0 METa00IM3UPOBATH JIEKAPCTBEHHBIE MTPEMapaThl.

Jlexrop — KongpateeBa Enena IBaHOBHA, JOKTOp MEAMIMHCKHX HayK,
npodeccop, PyKOBOAUTEIb HAyYHO-KOHCYJIBTATUBHOIO OTAENa MYKOBHCIIHI03a
Menuko-reHerndeckoro HayuHoro nearpa PAH (r. Mocksa).

Jlekums «['eHeTHKa paHHUX AMWJICNTHUYECKUX dHIIEPaTonaTHii».

Jlekuusi mMOCBsIIEHA aarOpuTMaM JAMArHOCTUKM PAHHUX SIHIENTUYECKUX
sHIe(DaTonaTHil, MOCIEIHUM TEHACHITUSAM UCCIEA0OBAHHUI B ATOM 00JIaCTH B MUPE
U COOCTBEHHOMY OIBITY BbIsIBIsieMocTH B Poccun. BynyT mpuBeneHbl Kak
CTATUCTUYECKUE JAHHBIC, TaK M KJIMHUYECKUE TPUMEPHI U3 MPAKTHKH.

Jlexktop — IlapxkoB Aprem AuekceeBud, Hay4dHbI coTpyaHuK HayuHo-
HCCJIE0BATEIbCKOTO UHCTUTYTA meauaTtpuu uMm. akajgemuka O.E. BenpTHiesa
(r. Mockga).

Jleknus «Menuko-renernueckuii  1neHtp  (['eHernueckas — KIMHHKA).
IlepcniekTUBBI pa3BUTHUA».

B nexkuum paccmaTpuBarOTCSl BOMNPOCHl OpraHU3alUK  PadOTHI Menuko-
TeHETUYECKOro LEeHTpa, aMOyJIaTOPHOIO M MOJUKIMHUYECKOTO OTJIEJIEHUH.
IlepcnexkTUBBI pa3BUTHS MEANKO-TEHETUYECKONU MOMOIIH B PO.

Jlektop — CeuntoBa ['ynmpHapa HapumaHoBHA, kKaHAMIAT MEAUIMHCKUX HayK,
IJIaBHBIM Bpad reHerndyeckor knuHuku HUM menunumuckon reneruku ToMmckoro



18:20-18:30

18:30-18:40

18:40-18:50

18:50-19:00

08:45-09:00

09:00-10:30

09:00-09:25

HUMII (r. Tomck).

Jleknus «Kimmanueckuit cay4dai HEOOCTAaTOYHOCTHU 3-rugpoKcu-3-
MeTwirytapui-KoA nuasel

[IpencraBineHO KIMHUYECKOE OINUCAHUE PEOKOM OpraHu4ecKOd anuaypuH -
HEIOCTaTOYHOCTH 3-TUAPOKCHU-3-MeTmirinyrapuin-KoA nmassl.  Jlmarmoctuka
3a00J1eBaHUsl OCHOBBIBAJIACh Ha KJIMHHUKO-JIA0OPATOPHBIX JAHHBIX, B TOM YHUCIIE
Ha ONpEJIEICHUM OpPraHUYECKUX KHCIOT B MOYe, TaHAEMHOH Macc-
CIEKTPOMETPHH, TAPT€THOM CEKBCHUPOBAaHUH. Y MAalMEHTa OLPEIEICHAa MyTalus
B TOMO3UIOTHOM COCTOSSHUM B TI'€HE, KOIUpYroIleM (epMeHT 3-THIpOKCU-3-
meTwirnytapui-KoA nuasy, He onucaHHasi paHee B qureparype. Ha ocHoBaHUM
MOJIEKYJIIPHO-TEHETUYECKOIO0  JMAarHo3a CeMbE JaHbl PEKOMEHJAUUU 110
IIPEHATAILHON JUAarHOCTHKE.

Jlextop — Epemuna Enena PoGepToBHa, KaHAUIAT MEAMIIMHCKUX HAYK, JTOICHT
Kadenpsl TOCHUTANBHON Xupypruu menunuHckoro uncturyra ['BOY BIIO
«bypATCKHI  TOCYIapCTBEHHBIM  YHUBEPCUTET»,  3aBEAYIOIlas  MEAUKO-
reHeTudeckoil koHcynbranumeit I'AY3 «PecnyOnukaHCKuil nepHHaTaIbHBINA
LICHTP MUHUCTEPCTBA 3/ipaBooxpaneHust Pecniyonuku bBypsatus» (r. Yiaan-VYm).

Jlekums «Cnyuait cunipoma LlenbBerepay.

[IpencraBieno onucanue ciaydas cunapoma llensBerepa. Jluarnos 3aboseBaHus
OBLI MMOATBCPKACH OMOXHUMHUYECKUMH u MOJICKYJIAPHO-TCHCTUUCCKUMU
METO/1aMU HCCIIEeI0BAHUS.

Jlextrop — HukonoB Auekcanap MuxaillioBud, KaHAUAAT MEIUMLIHUHCKUX HayK,
3aBeNyOIMi  MeIUMKO-TeHEeTUYEeCKOM  KOHCyJIbTanuend /marHocTuyeckoro
nientpa Antaiickoro kpas (r. bapHayin).

Jlekuus «CnoXKHOCTH TUATHOCTUKU HETUIMUYHBIX (JOPM MYKOBUCIIHI032.
MyKkoBHCIIH/IO3 - HACIEACTBEHHOE AayTOCOMHO-pPEIeCCMBHOE 3aboseBaHue,
KOTOpPOE XapaKTEpPU3yeTCs HapYyLICHHWEM TPAHCIIOPTa HMOHOB XJIOpa Yepes
anuKajJbHyl0 MeMmOpaHy KiIeTok B pesyiabTare wmyramuu reHa CFTR. B
KJIaCCHUYeCKOl (hopMe - mopakaeTcs AbIXaTeIbHas U MUIIeBapUTEIbHAs] CHCTEMBbI
¢ MaHudecTanued Ha TepBOM Toay >ku3HU. [IpeacTaBieH ombIT BeACHHUE
MalMeHTa ¢ JMarHo3omM: MyKOBHCUMIO03, Y KOTOPOIrO KIMHUYECKAas KapTHHA
3a00JI€BaHUs TIPOSIBUTIACH TIOCTE 5 JIETHETO BO3pacTa, C MOPAKEHHEM TOJIBKO
JBIXaTENbHOM cucTeMbl, B OombIieii creneHu JIOP opraHos.

Jlextop — IlerpoBa Banepus BuxroposHa, Bpau-neguatp HUM meaunuuckon
reHetuku Tomckoro HUMII (r. Tomck).

Huckyccns

30 Hos10ps 2017 rona (4eTBepr)

Perucrpanus yqacTHUKOB 00pa30BaTEIbHOIO MEPOIPUSITUS

IlnenapHoe 3acenanue / Yueoubiii 610k (boabioii kondepeHir-3aji, KoJ-Bo
mect 300)

Ipencenarenn: wien-kopp. PAH Yepasinuesa H.B.; npogeccop PAH
Jledenes U.H.

Jleknus «llepcoHanu3anus Tepanvuyu B OHKOJIOTMH: MOJIEKYJISIPHO-TEHETUYECKHE
ACIEKTBI».



09:25-09:50

09:50-10:15

10:15-10:30

Pak cumraercs 00Je3HBIO, CBSI3aHHOW C TMOBPEXKICHUEM TI'€HOMAa OIMyXOJEBBIX
KJIETOK, KOTOpbIe OO0ECIeYnBalOT POCT U MPOTPECCHI0 3JI0KAYECTBEHHBIX
OTyXOJIeH, MPUBOJIA K THOENM TarueHTa. Bo3meicTBHE Ha paKOBBIC KIIETKU C
Henblo UX yHuuTokeHus juiib B 30-50% ciydaeB HNPUBOIUT K PErpeccuu
omyxonu. B jekmmm paccmarpuBaroTcs  (QyHIAMEHTAIbHBIE MEXaHU3MBI
dopMHpOBaHHS W TPOTPECCHH ONYXOJIM KaKk OCHOBAa Ui pa3pabOTKu
NEPCOHATM3UPOBAHHBIX IIOJXO0J0OB TEpAMA OHKOJIOTUYECKUX OOJNBHBIX C
UCTIOJIb30BAaHUEM areHTOB, HE TOJIBKO MOBPEKJAIOIINX OIYXOJIEBbIE KIETKH, HO U
CHOCOOHBIX MOJUQUIIMPOBATH OMYXO0JIEBOE MUKPOOKPYKEHHE C IOCTHIKEHUEM
MIPOTHBOOITYX0JIEBOTO 3 deKTa.

Jlextop — UYepnawianeBa Hanexna BukTopoBHA, TOKTOpP OMOJIOTMYECKHX HayK,
npodeccop, wieH-koppecnorneHT PAH, 3aMmecTuTens AUpEKTOpa MO HAYYHOM
pa6ote Tomckoro HUMIT (r. Tomck).

Jlekmust «MoienmupoBaHue HACICICTBEHHBIX OOJIC3HEH.

Jlexuusi 0 COBPEMEHHBIX TEXHOJIOTUSIX M3YyYEHHUs MAaTOreHe3a HAClIeCTBEHHBIX
3a00/1eBaHUI IIEHTPAIIBHONW HEPBHOM CHCTEMBI YEJIOBEKAa HAa OCHOBE TEXHOJIOTHH
WHIYIUPOBAHHBIX  IUTIOPUIIOTEHTHBIX  CTBOJIOBBIX  KJIETOK W aJpEecHOU
Moaudukauu reHoMoB ¢ momonisto CRISPR/cas9 Texnomorum.

Jlextop — CepoB Omner JleoHuaoBuY, TOKTOp OMONOTHUECKUX HayK, mpodeccop,
3aBEYIOIINI OTIETIOM MOJICKYJIApHBIX Mexanu3MoB onTorenesa Ulul' CO PAH
(r. HoBocubupck).

Jleknusi «CoBpEMEHHOE COCTOSSHHME M BO3MOYKHOCTM NPEUMIUIAHTALIMOHHON
TE€HETUYECKON AUArHOCTUKH.

[IpeummnanTanrionHass renerudeckas nuarHoctuka (IIIJI) sBnsieTcss HOBBIM
MOJIXOJOM B MNPOQHIAKTUKE HACJIEICTBEHHOM MAaToJIOTMM W pPa3BUBAETCS Ha
CTBIKE MEJIUIMHCKOM Te€HETHKH, KIMHUYECKOH SMOpHOJIOrHM, aKyllepcTBa H
TMHEKOJIOTUN C IPUMEHEHUEM BCIIOMOTATENIBHBIX PENPOLYKTUBHBIX TEXHOJIOTHH.
[1I'’1 npumeHsieTcs Asl ceMel BBICOKOTO pUCKa B OTHOILIEHUM M€HHBIX 0OJIe3Hel,
XPOMOCOMHOM NIAaTOJIOTMM, a TakKXe JUIsl NAlUUEeHTOK W3 TPYIIbl PHUCKa B
OTHOLIEHUM aHeymionauu y miuona. OOcyxnaercs 3Hadenue [T ans
MOBBIMICHHUST Pe3ynbTaTUBHOCTH mporpamm OKO. Meroauveckas 6aza [II']]
pa3BUBaeTCsi CTpeMUTENbHO. Ha CceronHsIIHMNM O€Hb HOBEHIIME METOIbI
MOJIHOTEHOMHOI'O aHAJIM3a YK€ CTallM YacThl0 KIMHMYECKOM mnpakTuku DKO-
III'A. B cBoto ouepenp, 6mnarogaps npumenenuto I1I'/] mosBunnce HOBbIe 3HAHUSA
0 CTPYKTYp€ XPOMOCOMHBIX HapylIEHUH, XPOMOCOMHOM MO3auIM3M€e Ha PAaHHUX
JTanax 3MOpUOHaNbHOrO pa3Butus yenoseka. C npumenenuem [1I']] BozHukm u
HOBBIE BOMPOCHl B 00JacTU TE€HETUYECKOro KOHCYIbTHpoBaHUA. Kak
[IpeuMyllecTBa, Tak M Hemocrarku wuiaum  orpanudeHus III'J[  mosmkHBI
INPUHUMATBCd BO BHHUMAaHHS NPU IUIAHUPOBAHMM M HCIIOJIB30BAaHUU 3TOHN
TEXHOJIOTUH.

Jlextop — CBetyiakoB AHaToiMii BacuinbeBuu, KaHIUAAT OHMOJOTHMUECKUX HAYK,
PYKOBOJIUTENb YTpaBieHUs HWHHOBaUMOHHOW pestenbHOocTH DI'BOY BO
KpacTMVY um. npod. B.®. Boiino-fAcenenxkoro MunzapaBa Poccum (T.
Kpacnosipck).

ConoBnéBa Enena BukTopoBHa, KaHIUIAT OMOJIOTMYECKUX HAYK PYKOBOJMTEINb
nabopatopuu reHeTHKd, KpacHOsSpCKuil IEHTp penpoyKTUBHOM METUIUHBL, (T.
KpacHosipck).

Huckyccus



13:15-14:45

13:15-13:40

13:40-14:05

14:05-14:30

14:30-14:45

IlnenapHoe 3acenanue / YueoHubiii 010k (boJibmoii koHpepeHi -3a/1, KOJI-BO
Mect 300)

IIpencenareimn: akanemuk PAH SAnxosckuii H.K.; wien-kopp. PAH
Crenanos B.A.

Jlekuus «MonekyispHas TeHETUKA YEPT JINYHOCTU U IICUXOIATOJIOTHIY.

B nexkumm OyAayT mpeacTaBiICHBI OCHOBHBIE IICHXOOMOJIOTUYECKHE MOJICNN
JUYHOCTH, OCHOBHBIC  METOIBI, MCIOJB3yeMbl B  IICUXOIN€HETUYECKUX
UCCIICIOBaHMSIX, JIUTEPATYPHbIE U COOCTBEHHBIE JaHHBIE O POJIM '€HETUUYECKUX U
cpenoBbiX (akTOpoB B (OPMHUPOBAHMM HHIMBHIYAJIbHBIX pa3IUudil B
TEMIIEpAMEHTE M  Xapakrepe, O POJIM MEKICHHBIX M TI€H-CPELOBBIX
B3aUMOJICVCTBUI B MEKUHIMBUIYAIHbIX BapUalUAX JIMYHOCTH.

Jlektop — XycuyrauHoBa Onb3a KamuieBHa, JOKTOp OMOJIOTMYECKHX HaYK,
npocdeccop, uneH-koppecnonneHT PAO, Bpuo aupexkropa ®I'bYH UnctutyTra
OroxuMuu u reHeTuku Y pumckoro HayuHoro riearpa PAH (r. Ya).

Jlekums «I'eH-cpe1oBble B3aMMOJEHCTBHS KaK OCHOBA ()OPMUPOBAHHUS
3I0POBBS.

B nexkuun o0CyXIar0TCsl BOIPOCHI, KAacCArOIIUECs 3HAYMMOCTH B3aUMOJECHCTBUSA
IFEeHETUYECKUX U  CpPeloBBIX (PAKTOPOB Ul peaju3allMd T'€HeTHYeCKOH
IporpaMMbl HMHJUBUJOB U ONpPENENEHUS YpOBHSA 310poBbs. IIpuBogsrcs
CBEJICHUS O 3HAUMMOCTH HEKOTOPBIX HYTPUEHTOB (BUTaMHUHOB, OHO3JIEMEHTOB)
Uit (POPMHUPOBAHUS 3/I0POBBSI, O POJIM TEHETUYECKUX (PAKTOPOB B MO ICPKAHUH
roMeocra3a OMOJOIMYECKH aKTUBHBIX BEIIECTB, 00 acCOLMUPOBAHHOCTH I'€HOB,
BOBJICUEHHBIX B META0O0JIM3M HYTPUEHTOB C NATOJOTUYECKHUMH COCTOSHUSMH, a
Takxke npumepsl Moaudukanuit 3¢p¢exToB NOIUMMOP(PHBIX BAPUAHTOB T'€HOB Ha
pUCK pa3BUTHS 3a0o0jeBaHUN MHOTO(AKTOPHOH MPHUPOABI  pa3IMYHBIMU
cpefoBbIMU  (akTopamMu (OMO3JIEMEHTBl U JIpyIHe€ KOMIIOHEHTBHI JHMETHI,
HeOJaronpusITHbIE (aKTOPBI CPeibl, JIEKAPCTBEHHbIE MPenapaThbl U 1p.).

Jlektop — Kyuep Axkcana HwukonaeBHa, JOKTOp OHOJIOTMYECKHX HayK,
npodeccop, BeIyLIMH Hay4dHbI COTPYIHHUK JaOOpaTOPUM MOIMYJISIMOHHON
renetuku HWUW menunmnckoii renetuku Tomckoro HUMII (r. Tomck).

Jlekums «['eHeTnKa yenoBeka B MEXAUCHUIIIIMHAPHBIX UCCIEAOBAHUIX .

Bce mnpusHaku uenoBeka (OpMUPYIOTCS Ha OCHOBE €ro TIE€HETHYECKUX
0COOEHHOCTEH, pa3IMUHBIX Y Pa3HbIX JIIOJIEH, B COUETAaHUH C (aKTOpaMH CpeJibl,
BKJIIOYass (PaKTOpbI KyJbTYpHBIE M COLMalbHBIE. B jexnuu OynyT npHuBeIeHbI
JaHHbIE COOCTBEHHBIX HCCIEAOBAHUN O BJIMSHUU T'€HETUYECKUX OCOOEHHOCTEH
MeTaboaM3Ma QJIKOroJsl Ha BEPOSTHOCTh (OPMHUPOBAHUS IATOJOTHUECKUX
CTWIeH ero norpebieHus (alIKOroJiM3M, 3aloH, CypporaThl) B 3aBUCHUMOCTH OT
ypOBHsI 00pa30BaHus y HOCUTENEH pa3HbIX ajuieneil MeTaboau3Ma anKoros.

Jlextop — SAnxoBckuii Hukomnait KazumupoBud, 10KTOp OMOTOTHUECKUX HAYK,
akagemuk PAH, nayunsiii pykoBoautens MHctuTyTa oOmieit renetrku um. H.H.
Basusnosa PAH (r. Mockga).

Huckyccus



