HayuHo-npaKTuyeckaa KoHdpepeHuun

«MpeMmnaaHTaLMOHHOE reHeTUYEeCKOe TeCTUPOBaHUE B KIMHMYECKOW NPaKTUKe: ANCKYCCUOHHbIE
BONpocCbl U 6anKaiiwee 6ygywee»

15 pekabpa 2018 ropa
Perucrpauua yyactHukos 8.30-9.00
Mpeacepatenu: Cyxux I.T., Tpodumos A.10., HasapeHko T.A.
MpusetcTtBMe y4acTHUKOB KOHPpepeHuun Cyxux I.T., HasapeHko T.A.

9.10- 9.30 TepMmuUHONOrNA U CPAaBHUTE/IbHDbIA aHA/IN3 METOA,0B NPEUMIMIAHTALMOHHOTO FrEHETUYECKOrO
TeCTUPOBaHMUA.

B nekyuu 6ydym npedcmasneHbl OCHOBHbIE MEPMUHbI U MOHAMUA MPEUMnAIaHMAyUuoHHOU 2eHemuyeckol
Oua2HOCMUKU MOHO2eHHbIXx 3a60se8aHuli, a makice NPooemMOoHCMPUPOBAHbLI pe3ysabmamel npPosedeHH020
CPaBHUMEbHO20  QHAAU30  Memo008  MPeuMnaAaHMAYUOHHO20  2eHemuyeckozo  MmecmupOBaHUS,
MpUMEHAEMbIX 8 PYMUHHOU NMPAKmuke akyulep-2UHeKos02d, Crneyuanusupyowe2ocs Ha 8Cromo2amesbHbIX
PEeNPOOYKMUBHbIX MexXHO02UAX, K020a Heobxo0umMmo rnpedomepamume PUCK poroeHus pebeHka, 601b6HO020
MAXENbIM HaCAe0CmeeHHbIM 3a601e8aHUEM,; CHU3UMb PUCKA HAAUYUSA XPOMOCOMHbIX abeppayuli, 8e0yujux K
8HympuympobHoli cmepmu na00a uau poxoeHuo pebeHka ¢ namosnoeueli (8 nepsyio oyepeds, y HeHWUH
cmapuwe 35 uau cmpadarowux NpUBsbIYHLIM He8biHaWUBaHUeM bepemeHHOCcMU)

Nektop: EKnmoB Anekcein Hukonaeesuy pykosoguTteb rpynnbl NPEMMNNAHTALNMOHHOIO reHeTUYECKoro
CKPMHWHTA nabopaTopmnmn MOSIEKYIAPHO-FTEHETUYECKUX MEeTOA0B NabopaTopmnmn MONEKYNAPHO-TEHETUYECKUX
metogos OIreY «HMUL, AT nm. B.N. Kynakosa» MunHsgpasa PP

9.35 - 9.50 MpenmnnaHTaUMOHHDbI reHeTU4YeCKUit CKpUHUHT B nporpammax IKO. EcTb n yeTKkue
NoKasaHuA.

B nekyuu 6ydym npedcmassieHbl OaHHbIe 10 MPosedeHUr0 NPeuMnaaHMAayUoOHHO20 2eHeMuU4ecKo20
CKPUHUH2a y NayueHmos 2pyrin ¢ 8bICOKUM PUCKOM Heydayu npu KO u3-3a 8eposmHoCcmMu HaAUYUSA
aHeyna0UuGHbIX 3IMBPUOHOB. Liesb - ymeHbleHUe 3mo20 PUCKd, MAK KaK 8 Mosa0CMb MAMKU rnepeHocam
MOs16KO IMOPUOHbI C HOPMALHBIM KAPUOMUMOM, UMetoujue bosee 8bICOKUL WAHC UMMAAGHMAyuu.

Nekrtop: JonrywwnHa Hatanma ButanbeBHa fOKTOP MeAULMHCKUX HAYK, 3aMeCTUTe b OUPEKTOPa,
pyKoBoAauTeNb AenapTaMeHTa OpraHusaumnmn HaydHon gestenbHoctn OIreY «HMULU, AT um. B.U. KynakoBa»
MwuH3apasa PO

NekTop: Kynakosa EneHa BnagmmpoBHa KaHANAAT MEANLMHCKMX HAYK, CTapLUMIA HayYHbIN COTPYAHUK
OTAEeNEeHUNA BCMOMOraTe/IbHbIX TEXHONOIMI B iIeveHnn becnaoama nm. npodpeccopa b.B. JleoHosa PrBY
«HMMUL, AT nm. B.U.Kynakosa» MuH3gpasa PO

9.55 - 10.15 MIT B knuHuKe IKO. Yero kpaTtb?

B nekyuu 6ydym npedcmasneHbl aKmyasbHble OaHHbIE 0 Memooe MpeumnaamayuoHH020 2eHemu4YecKoao
mecmupoeaHus, Komopsili 103e8o15em nosbicUms 3ghghekmusHocms npozpamm KO 3a cuem svibopa
amMbpuoHa be3 ezeHemu4eckol namosoauu.

Nektop: DomnH Amutpmin Banepbesund, Bpad rMHEKOOr-PeNpPOAYKTONON, FeHepasibHbIA ANPEKTOP CETU
KAUMHUK «KnnHuKa JokTopa PomunHa» u nabopatopum « Medical Genomics»

10.20 - 10.35 MI'T Bcem uau MIT no nokasaHuam. OnbIT KAMHUKKN ABA-TeTep.
B nekyuu 6ydym 3ampoHymel 80rpocs! 0 NposedeHuU NPeumMnaaHmMayUuoOHHO20 2eHemuYecKo2o

mecmupoBaHUA o MNOKA3aHUAM u 6e3 Hux, a makxe 6ydym npedcmassieHbl AKMyasbHele OaHHbIE MO
nposedeHuto 1T, 0CHOBAHHbIE HA Onbime KAUHUKU «Asa-llemep»




NekTop: ®Pegoposa EneHa MuxannoBHa, KaHAMAAT HMONOrMYECKUX HayK, 3aBeaytolWnii nabopatopueit
reHeTUKU KAMHUKKU penpoaykumn «ABA-MeTtep»

Nekrtop: WnbikoBa CBeTnaHa AnekcaHApOBHa, 3aBeAyoLan ambpronormyeckon nabopatopmnen KANHUKK
penpoaykumn «ABA-MeTtep»

NekTop: AHYYK Tapac Braanmuposumy, aKyLlep-rMHEKON0r-penpoayKTo/or, BPay BbiCLLEN KBANPUKALMOHHOM
KaTteropuu, YneH Esponelickoro obulectsa smbpuonorum u penpoaykumm denoseka (ESHRE). Ynew
Poccuiickoi accoumaumnm penpoayKkumm yenoseka (PAPY).

Nektop: KanyrmHa Anna CTaHMCAaBOBHA, L4OKTOP MEAULMHCKUX HAYK, aKyLep-rmMHEeKoA0r-penpoayKToor,
3aMecTUTe b [NTABHOrO BpaYya Mo M’MHEKOI0TMN U PENPOLYKTUBHOM MeAnLMHE KAMHUKKN penpoayKumm «ABA-
Metep»

10.40 - 10.55 MecTo MIT B Lenoyke NPoPUNAKTUYECKUX MEPONPUATUIA Y CYNPYIKECKMX Nap C BbICOKMM
puUcKom poxxaeHusa 6onbHoro pebeHka.

B nekyuu 6ydym oceeuweHbl 80MpPOCHI, C8A3AHHbIE C IPo8edeHUeM NPeumMnaaHmMayUoOHHO20 2eHeMmuYecKo2o
mecmupoeaHus, 0CoObeHHOCMbIO KOMOPOo20 A8/9emcs nepexod om 8eposMHOCMHO20 K 00HO3HAYHOMY
MPO2HO3UPOBAHUIO UCX00a bepeMeHHOCMU 8 CEMbSAX C 8bICOKUM PUCKOM poxcOeHus 60s6H020 pebeHKa, a
makce, He0b6x00UMOCMb 8 MPOGUAAKMUYECKUX MEPONPUAMUSAX Y CYMPYHECKUX Nap C 8bICOKUM PUCKOM
poxOeHUA 2eHemuyecKu 60s1b6H020 pebeHKa.

Nekrtop: MnHKMHa aHHa MBaHOBHaA, AOKTOP BMonornyeckmx Hayk,. 2015 no HacToawee Bpemsa - NMML, "Matb
n guta" 3aBegytowan nabopatopuen MoNEeKyAPHOM reHeTUKN

11.00 - 11.20 UHTepnpeTauma pesynbrartos MNIT.

B nekyuu 6y0ym 3ampoHymsi GKmMyasbHble 80MpPocsi 06 UHMeprnpemayuu pe3ysaemamos
MpeumMnaAaHMAYyUOHHO20 2eHEMUYECKO20 MeCmuUpO8aHUS.

NekTtop: NomepaHueBa EKaTepmHa AnekceeBHa, KaHaMAaT bMoormyecknx Hayk. 3aseaytowas Meguko-
reHeTu4yeckon nabopaTtopuen Genetico. MNIrA-koHcynbTaHT, Bpad K/14. OpraHusaTtop nepson B Poccum ciybbl
MNr4-koHcynbTMpoBaHUA

11.25 - 11.40 OcobeHHOCTM ambpuonoruyeckoro atana nporpamm BPT npu nposeaenun MIT.

B nekyuu 6ydym oceeuwjeHbl ocobeHHocmu Haubosee 8aHHO20 3M6pUOﬂOZUH€CKOZO amana e rpoecpammax
8criomoeamersribHbiX penpodmeueHb/x mexHosnoauli npu nposedeHuu npeumrsiaHMayuoHHO20 2eHemu4eCcKozo
mecmupoBaHuA.

NekTtop: WypbirnHa OkcaHa BUKTOpoOBHa, AOKTOP MeAULMHCKUX HayK. C 2010 paboTaeT B KnnMHuke "MaTtb 1
anTa-UOK" B gonkHOCTM 3aBeaytowen nabopatopum BPT

11.45 - 12.00 l'eHeTHYecKue ¢paKTopbl MyXKCcKoro 6ecnnoaus

B nekyuu 6ydym npedcmasseHbl OaHHble 0 eeHemu4eckux pakmopax 6ecnaodus y My#4uH, Komopsie
CMaHo8aMcA Npu4uHol pazeumus cepbé3sHbix HacnedcmeeHHbix 3a60ae8aHuUl, @ MAKXCe 3aMPOHyMbl
80POCHI, CB8A3AHHbIE C HapYWeHUe pernpodyKmueHbIX (hyHKYUL no npu4uHe naoxo2o eeHomuna

Jlektop: CepebpaHHmnKoBa Onbra AnekcaHAapoBHa, Bpay KAMHMYecKoi nabopaTtopum, ambpuronor
«KpacHOAPCKOro LLeHTp penpoayKTUBHOW MegULMHbI»

12.05 - 12.20 foctuKeHUA Y3 ANarHoCTUKKN ANA BbiABNEHUA NOPOKOB pa3BUTUA Nao[a
B nekyuu 6ydym oceeujeHsl acriekmel [TpeHamaneHol duaeHoCMuUKu, Aasndowelica Haubonee sgpheKkmusHosIM

cpedcmsom I'IpOd?UﬂGKmUKU HacnedcmeeHHoU namosoauu u I'IO380/7FHOL(4€L7 omolimu om 8EePOAMHOCMHO20
rnpoeHo3a, O0OHO3HAYHO pewaem 80ripoc o0 B03MOXHOM ropaxceHuu nno0a. BeiagsneHuUe AHOMAs1bHO20 11004 U




nocnedyoujee npepobisaHue bepemeHHOCMU 03805H0M MHO2UM HEeHWUHAM, Y KOMOopbIX 8e/UK PUCK
poxcdeHuUA maxceno0601b6H020 pebeHKa, pewumscs Ha N08MopHy bepemeHHocms. Ocoboe mecmo 8
npeHamarsbHol OUua2HOCMUKEe 3aHUMAdem yabmpa3gyKosoe UccaedosaHue. AHAU3 8POHOEHHbIX TOPOKO8
paszsumus na00a, OUG2HOCMUPOBAHHbIX C TOMOU,bIO Y1bMPA38YKOBO20 UCCAE008AHUS 80 8pEeMS
bepemeHHOCMU, MOKA301 YeMKYH0 308UCUMOCMb MEXOY XaPAKMepPOM IMOPOKA U CPOKOM €20 8bi18/1eHUS.

NekTop: ApbirnHa Tamapa AnekcaHAPOBHA, Bpay yAbTPa3BYKOBOMN ANArHOCTUKN OTAENEHUA YIbTPa3BYKOBOW
AnarHoctukm Orey «HMUL, Arm nm. B.U. Kynakosa» MuH3apasa PP

NekTop: lN'yc AnekcaHap NocndoBuy, AOKTOp MeaMUMHCKUX HayK, Mpodeccop. PykoBoauTenb oTaeeHus
dYHKUMOHaNbHOW anarHocTukn B ®rBY «HMUL, AT UM. B.U. KYJIAKOBA»

Aunckycena 30 muHyT
MNepepbiB 30 MUHYT

Mpeacepatenn Cyxux I.T., HazapeHkKko T.A., EkKumos A.H.
13.20 - 13.35 Utorn BocbMM TbicaY uccneposaHuit merogom NGS/MPS B MIT-A

B nekyuu 6ydym npedcmasseHsl umoau uccaedo8aHull aMbpUOHO8 HA HAAUYUEe 2eHemu4YecKux HapyuweHul
rnocpedcmeom nposedeHus nPeumMnaaHmMayUoHHO20 2eHemuYecko20 mecmuposaHus memodom NGS (Next
Generation Sequencing)

JNlekTop: KopHunos HuKonait BanepbeBuny, akywep-ruHeKoI0r-penpoayKToor, 3aBeyoWmii oTaeneHnem
Next Generation Clinic. /laypeat npemuun "XpyctasibHaa npobupka" B HOMUHAUUKM "nyylumnii Bpay-
penpogyktonor". YneH AmepuKaHCKoro obLLecTsa penpoayKTuBHoli meanumHbl (ASRM) ¢ 2004 roga. YneH
EBponelickoro obwectsa ambpmonornmn n penpoaykumm yenoseka (ESHRE) ¢ 1998 roaa

13.50 - 14.05 Pe3ynbratuBHocTb nporpamm KO c MIT. CobcTBEeHHDIM ONbIT.

B nekyuu 6ydym ocseujeHbl acrieKkmel 00CMuMceHUs 8bICOKUX NoKaszamernel sghgpekmusHocmu nevyebHoix
yuknos 3KO, 3ampoHymebl 80MPOCLI 0 GAKMOpPaAx, 8AUAOWUX HA pe3yabmamusHocme npozpamm KO ¢
npeuMnAaHMAUUOHHbIM 2eHemu4ecKUM mecmuposaHuem, a makxe 6yoym npusedeHsl npumepel,
O0CHOBAHHbIE Ha cO6CmeeHHOM ornbime.

NekTop: KpacHononbckaa KceHna BnagmcnaBoBHa, OKTOP MeAULIMHCKUX HayK, Mpodeccop. PykosBogutens
oTgeneHunn penpoaykronormn MOHUWAT, uneH-koppecnoHaeHT PAH, Bpay Bbiclw el KBanNdUKaLMOHHOM
KaTeropum no cneumanbHOCTU «aKyLIEePCTBO-TMHEKONOTNA»

NekTop: CecMHa HuHa MropesHa, 3aBeayowmnii nabopatopmeit aMm6pmMonorMm KAMHUKK «bruoontuma»

JlekTop: Bockoboesa EneHa HOpbeBHa, KaHAMAAT MEAMUMHCKUX HayK, BEAYLLMIA Hay4YHbIA COTPYAHMK
NabopaTopun HacneaCcTBEHHbIX 6one3Hel obmeHa Belects OIBY «MeaMKo-reHEeTUYECKOro Hay4YHOro LLeHTpa»

14.10 - 14.25 MoHoreHHble 3ab6oneBaHuA. TaKTUKA, HaNnpaBAEHHAA Ha POXKAeHUe 340poBoro pebeHka.

B nekyuu 6ydym npedcmaesieHbl OCHOBHble MoHo2eHHble 3a607e8aHUA 8CMPeYaoUUecs 8 PyMmuHHOU
NPAKMuKe  aKywep-2uHeKosa02d, Crneyuaausupyrouje2ocs Ha  8CroMo2amesibHbIX  pPernpoOyKMUBHbIX
MexHoM02UAX U UX 8AUAHUE HA poxcdeHue pebeHKa. A mak e 6ydym pa3obpaHel 8ce akmyasbHbuie Ha
Ce200HA MAKMUKU 8e0eHUA NAauueHmo8 C MOHO2EHHbIMU 3060/1e8aHUAMU, HAMPABAEHHbIe HA CHUMXeHue
pucKa poxcoeHuA pebeHKa ¢ namosoauel.

NekTop: Tpodumos AmuTtpuii FOpbeBmY, LOKTOP BMonornveckmnx Hayk, NMpodeccop. C 2016 r. no HacToAWee
Bpema — 3aBeAyoWmMin OTAENOM KIMHUYECKOM U MONEKYNAPHOM reHeTukn B PIreY « HMUL, AT UM. B.W.
KYJTAKOBA»




NekTop: JoHHMKOB AHApeN EBreHbeBMY, KaHAMAAT MeAMUMHCKUX HayK. Bpay KnnHmnyeckoit nabopaTopHoi
AMarHocTMKK. 3aBeayrowmin OTaeneHnem. Jlabopatopma MoONeKkynspHO-reHeTu4eckux meton0s B Prby
«HMWL ArN UM. B.U. KYJTAKOBA»

14.40 - 14.55 NMpenmnaaHTauMOHHaA reHeTUYeCKana ANArHOCTUKA KaK NPOPUNAKTUKA reHETUUYECKUX
3aboneBaHumii.

B nekyuu 6ydym npedcmasseHsl OaHHbIe Mo nposedeHuto npeumnaaHmMayuoHHol ceHemuyeckol
Oua2HOCMUKU 8 Yesnax npoguaakmuKu U c80espeMeHH020 8bifieneHUs eeHemu4ecKux 3ab6oaesaHuli y
nayueHmMos.

Nektop: CBeTnakoB AHATOAUI BacnabeBmnY, KaHANAAT BUONOTMYECKMX HAYK, AMPEKTOP «KPaCHOAPCKOro LLEHTP
pPenpPoOAYKTUBHOM MeaANLMHbI»

15.00 - 15.15 MoryT am ocob6eHHOCTM KapuoTUna Cynpyros BAUATb Ha ucxoAapbl nporpamm KO.

B nekyuu 6ydym npedcmassieHbl GKMyasbHble OOHHbIE O XPOMOCOMHbIX epecmpolikax u 2eHHbIX Mymayusx,
ocobeHHocmAx eeHomuna u 06 ompuyamesnbHeiX pe3yabmamax rnposedeHHbix npoepamm 3KO, 0aHHbie o
enusHUe ocobeHHocmeli Kapuomuna cyrnpy2o8 HA ebIHAWUBAHUE bepemeHHOCcMU, poxdeHue 300p08020
pebeHKa u pebeHKa ¢ 8poHOeHHbIMU OegheKmamu pa3sumus.

NekTop: 3apeukKan Hagexaa BacunbeBHa, KaHAMAAT MEeANLMHCKUX HayK, Bpay reHeTUK LeHTpa
pPenpoAyKTUBHOrO 340P0BbA «3a POXKAEHMEN

15.20 - 15.35 MaymneHTbl C HApYLWEeHUAMMU KapuoTuna B nporpammax BPT: B3rnapg, reHeTuka.

B nekyuu 6y0ym 3ampoHymbi 8011POCkl, O MPUYUHAX HEYyOaYHbIX MOMbIMOK 3a4amus pebeHKa ecmecmeeHHbIM
nymem uau npu nomouyu IKO 8 853U ¢ HapyweHUemM 8 Kapuomune pooumesnel, makxe 6ydym
npedcmassieHbl AKMYasabHbie OaHHbIe 8 06acmu UCCAe008AHUA Kapuomuna.

NekTop: Jasblaos-CuHUUpIH AnekcaHap MeTposud, KaHAMAAT BUONOrMYECKMX HayK, FEHETUK KAMHUKM
penpoaykumn «ABA-MNetep»

Nekrtop: KanyrnHa Anna CTaHUCIaBOBHA, AOKTOP MeAMLMHCKUX HAaYK, aKkyLlep-rTMHeKoA0r-penpoayKToor,
3aMecCTUTE/b IN1aBHOrO Bpava Mo MMHEKOIOMUM 1 PENPOAYKTUBHON MeAULMHE KAMHUKKN penpoayKLumm « ABA-
MNeTep»

15.40 - 15.55 MpumeHeHMe MONEKYNAPHO-UUTOreHETUYECKUX METOA0B ANA AUArHOCTUKU C/IOXKHDIX C/lyYyaeB
aHOMaMii KaprMoTMNa: KPUNTUYECKMX TPAHC/OKALMA, OrPaHUYEHHOTO TKAHEBOrO MO3auLM3Ma, MapKePHbIX
XPOMOCOM y CYNpPY*KecKMX nap B XoAe NOArotoBku K MNrAa.

B neKyuu oceewjeHbl 0CObeHHOCMU rpumMeHeHUs MOeKYAAPHO-UUumo2eHemu4ecKko2o memood 0415 U3y4YyeHus
U U0eHMuUpUUUPOBAHUA XPOMOCOMHbLIX GHOMAAU, BCMpeYaembiX y CYyMpyHecKUx nap ¢ HapyweHuem
penpodyKkmusHoU (pyHKyUU.

NekTop: NeHanHa AHHa AHApeeBHa, KAaHAMAAT BMONOrMYECKUX HayK, HayYHbIN COTPYAHWK nabopatopum
npeHaTasbHON ANArHOCTUKM BPOXKAEHHbIX U HacneaCcTBeHHbIX 6onesHent PIEHY «HUU ATuP nm. [.0.01Tay,
Bpay NabopatopHblii reHeTUK CaHKT-MeTepbyprckoro rocyapcTBEHHOIO Ka3eHHOIO YUYpeXAEeHUS
34,paBOOXpaHeHMA [ANarHoCcTMYeCKOM LeHTPeE (MeaNKO-reHETUYECKOM)

16.00 - 16.15 YacToTa ¥ cneKTp aHOMaAuii KapuoTuna npu HepassusaloLeiica 6epemeHHocTn nocne KO
JKEHLUMH pa3HbiX BO3PACTHbIX rpynn

B xo0e nekyuu bydem rnposedeH aHaAU3 aHOMAAUl Kapuomuna rao00a npu Hepassuearouwjelica
bepemeHHocmu, 6ydym npedcmasseHs! Haubosiee Yacmel NpU4UHbl Hepassusarouwelica bepemeHHocmu




NekTop: Edbmumosa Onbra AnekceeBHa, KaHAMAAT HUONOrMYECKUX HAYK, HAayYHbIN COTPYAHUK fNabopaTtopum
npeHaTasIbHON ANATHOCTUKM BPOXKAEHHbIX M HAacnencTBeHHbIX 6onesHent PIEHY «HUU ATuP nm. [.0.01Ta»,
npenogasaresb Kapeapbl akyLepcTBa, TMHEKOIOTUN N PENPOAYKTONOTMN MeaULMHCKOro dakynbTeTa CaHKT-
MeTepbyprckoro rocyAapCcTBEHHOrO yHMBEpPCUTETA.

Ouckyccna po 18:00.

3aKpbiTe KoH}epeHLuun.

C YBaXkeHuem,
OupekTop «MHCTUTYTa PenpoayKTnBHon MeauumnHbI»
B coctase ®IrbY «HMUL, AT um. B. U. Kynakosa» MuH3sgpasa Poccuu

T.A. HasapeHko /d/g{
J x/%’




