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OpraHusarop KoHdepeHuun: OefepanbHoe rocyaapcTBeHHoe 6loaXKeTHoe Hay4Hoe
yypexxgeHne «MeamKo-reHeTUYECKUIA Hay4HbIN LeHTp MMeHn akagemuka H.M.boykoBa»

[atbl npoBegenHus: 28-30 anpena 2021 r.

» 3ae3 y4acTHMKOB KoHdepeHumu: 28 anpena
 Pernctpauma yyactHuKoB: 28 anpens, 10:00-12:00
» PaboTa BbicTaBKM KoHbepeHUnn: 28-29 anpensa

MecTo npoBefenus: r. Cysgans, yn. JleHuHa, 45, otenb «[ywKapckasa cnoboga»

MutaHue
« 3aBTpaKu BKJIIOYEHbI B CTOMMOCTbL HOMepa (pecTopaH «Ha MuHamnxe»)
» O6eabl M yMH 28.04 BKIOYEHbl B CTOMMOCTb NMaKeTa yYacTHUKa (pectopaH «Ha MuHamxe»)
» Kode-bpeliku (Ha TeppuTOpUM KOHEpPEeHLIMN 1 BbICTABKM)
 baHkeT no npurnawenuam 29 anpens B 20.00
(I'TK, pecTtopaH «Cy3ganb», yn. KopoBHUKK, 45)

Beimu ob6s3aTenbHbl ANA [OCTyNa Ha TeppUTopUio KoHbepeHLUK, BbICTaBKU
W opraH130BaHHOIo NUTaHUA (8 C/Ty4ae nomepu, nomasnylicma, obpawadimecs
Ha cmoliry peaucmpayuu)

OpraHusoBaHHbIN TpaHcdep AnA y4acTHUKOB
* K oTKpbITUio KoHbepeHLUmu: 28 anpens oT /A Boksana r. Bnagumupa B 09:00
« [Mocne 3aKkpbiTA KoHdepeHuumn: 30 anpens u3 «lylwKapcKoi cnobofbl»

00 /g Boksana r. Bnagumumpa B 17:00

CaunT KoHpepeHuun: ngs.med-gen.ru

KoHTaKTbl oprkomuTeTta: mgngs@med-gen.ru
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[MporpamMmMa kKoHpepeHLMH

WorkShop npepctaBnAet coboit GopMy ny6nmnyHoro obcyXOEHUA UM OCBELLUEHUA KaKuX-nmMbo
BOMPOCOB M0 0ONpefesieHHo TEMaTHKe, MPY KOTOPOM BEAYLLMIA M OCTasbHbIE Y4aCTHUKN 06MeHUBaIOTCA
MHdOPMaLMeNn U CBOMM OMbITOM MO PeLUeHnIo TON WKW WHOW MPo6neMbl B aKTMBHOM O6LLEHWM.
Beaywwmin cam onpepensaeT yaobHbI popmaT NpoBefeHUA: pacckas, AOKMaA C MpeseHTaumen umm
CeMVHap C BO3MOMHOCTBIO pelleHnd 3aAay. OcTarnbHble YY4acTHUKU UMEKT BO3MOXKHOCTb 06LaThCA
Mo XoAy MeporpuATKA, 3a4aBaTb BOMPOCk UK e AeNIUTLCA CBOWMM OMnbITOM. BpemA npoBefeHua —
40-60 MUHYT.

WorkShop 1.

MpuMeHeHWe KOMMbIOTEPHbIX anropUuTMOB B NPaKTUKe Bpava-reHeTMKa

Begywui — H.A. CeMeHoBa

B nocnepgHee BpeMA Bo3pacTaeT posib KOMMbIOTEPHbLIX AMArHOCTUYECKMX MPOrPaMM B KNMHUYECKOW MpaKTUKe
Bpava-reHeTuKa. PaspabaTbiBaloTcA M BHEAPAIOTCA KOMMbIOTEPHbIE CUCTEMbI, MO3BOMAILME YCTaHOBUTb
[MarHo3 Ha OCHOBE KOMIJIEKCa KIIMHUYECKMX U BUOMETPUYECKMX AaHHbIX naumeHTa. «Face2gene» — oauH 13
aBTOMaTU3MPOBaHHbIX aJrOPUTMOB, MpPeAHasHaYeHHbI [ONA «MOPTPETHOM AWMArHOCTUKW» HAcTeACTBEHHbIX
6osie3Helt, crnocobeH ynpocTUTb paboTy Bpadva-reHeTMKa B YCTaHOBSEHUM 3abofieBaHUA Yy MauueHTa C
ocobeHHocTAMM deHoTUMA. TOUHBIM KAMHUYEeCKUIM AUarHo3 No3BOWUT Bbi6paTh ONTUMaJIbHYI0 MOATBEPHKAAIOLLYIO
[MarHocTUYecKylo TakTUKy. byaeTt npeacTaBnieH OMbIT MPUMEHEHUA 3TOMO U HEKOTOPBIX APYIMX KOMIMbIOTEPHBIX
nporpamM B paboTe KMHUYECKOr0 FeHeTUKA, U TaKkKe aHanm3 ux 3GpdeKTUBHOCTU. MOXET N1 KOMMbIOTEPHBbIN
anropuT™ 3aMeHUTb paboTy Bpaya?

WorkShop 2.

KaK npuMeHATb AaHHble reHeTUYeCKUX TECTOB B JlIeYeHUU NaLMEHTOB C 3NUJIeNncuen u
HapyweHueM paseutusa (neurodevelopmental disorders) Ha npakTuKe

Begywui - A.A. LLlapkos

3ayeM fenatb reHeTUKY, eciv ceMbA He nnaHupyeT getein? OT reHoTUNa K NIeYeHUI0, U OT JIEYEHUA K FeHOTUNY:
Korga 3HaHve KIMHYKW MPUBOOMUT K HEOXMAAHHbIM pe3yribTaTaM reHeTvku. He TabneTkon eguHoi (not by drug
alone): UTO MOXHO NpeanoMuTb NaUMeHTy U3 HeMedUKaMeHTo3Horo fieveHud. Bench to bedside: ot npobupku
K nocTenu 6onbHoro. MeHHaA TepanuA 1 byaylme nepcrekTmBbl. Ha ceccumn 6yayT pasobpaHbl pasHble Mogenu
Bblbopa Tepanuy AnA MauWeHTOB C 3nuierncuvelt U OBUraTesibHbIMU HapyLUEHUAMM, M3MEHeHWe anroputMa
NeYeHUA C y4eTOM JaHHbIX FeHETUHYECKOr0 TECTUPOBAHWSA, @ TAKMKE MHOTO KIIMHUYECKMX CITy4aeB U MHTEPaKTUBHOE
ronocoBaHve.

WorkShop 3.

MepeaHanu3 NGS gaHHbIX

Begywuin — ©.A. KoHoBanos

KTo n3 Bpayeit He nony4van «rycrtoe» 3akloveHWe Mo pesysbTaTaM CeKBEHWPOBaHUA WKW pesynbraT C
HenoaxoAAwmMM BapuaHTamMn? CKobKO pas He MoATBepHAaanach NaToreHHOCTb Aare MHTepPEecHbIX HaxodoK?
KawpooMy 3HakoMa 3Ta cuTyauus: B FeHeTUYecKoM Mpupode MaTosiorMuM HeT 0co6blX COMHEHW, OAHAKo
MOJIEKYIAPHaA NpUYnHa Tak U He HanaeHa. MiHorga nepeq TeM, Kak ABUraThCA Aasnblie, MEEeT CMbICA caenaTth
HOBTOprIVI aHanu3 aHHbIX CEKBEHMPOBAHWA: HanpuMep, OH MOXeT NpoBOAUTLCA OpYyrMMU cneyuanmucTtamu, no
NpOoLLIECTBUN BPEMEHM UM MPU 3aMEeTHOM YTOMHEHWUW KIIMHUYECKON KapTuHbl. Ha HalueM BopKLUuomne Mbl 06cyanM
PO/Ib TAKOro nepeaHanu1sa, ero 3agayv 1 BO3MOXHOCTU.

B nocnegHuin fieHb KoHbepeHLMM TpaaMLUMOHHO NPOMAET HECKOJILKO KPYr/ibiX CTOSIOB Ha pasfvyHble
TeMbl. CTOS1bl— 3T0 MECTO AJ1A AUCKYCCUM CaMbIX aKTyaslbHbIX BOMPOCOB. Pe3y/bTaToM 3TUX 06y AeHI
CTaHoBATCA GOpMMpoBaHUe NPodeccoHasbHbIX CO06LLecTB, BolpaboTKa peKoMeHOaUuin U MHOroe
npyroe.

N21. PykoBogcTBO AnA Bpayei KIMHMYECKUX CneLlManbHOCTel No UCNosIb30BaHMIO FeHOMHBIX
AaHHbIX

Bepaywwui — A.O. BopoBuKoB

«PeKoMeHp0BaHa KOHCYbTaLmMA Bpava reHeTUKax» — 3Hakoman ¢pasa? Xota Metoabl NGS AnarHoCTUKM yiKe cTanm
PYTUHHBIMY B paboTe Bpayeit KIMHUYECKMX CreLmanbHOCTel, OTCYTCTBYET eAUHbIV NMOAXOM K aHanmsy BapuaHToB
HYKNIEOTUAHOM NOC/eA0BaTeNIbHOCTM M KIIMHWUYECKON KapTWHbI MaLMeHTOB Mpy o6paTHOM (eHOTUNMPOBaHMM.
MHorpaa BapyaHTbl MOryT NonyyaTh KapAvMHAIbHO OT/IMYAIOLLYIOCA OLIEHKY 3HAUYMMOCTY pPasHbIMU crieLanmcTamy,
a MaumeHTbl MoryT HabnioaaTbCA C HEBEPHBbIM AMArHO30M WM «TepATb» BEPHO YCTaHOBNeEHHble. B pamkax
KPYrnioro cTofia MpurialleHHble AOKNaAYMKu MPeACTaBAT CIIOMHbIE KIMHWYECKWe cilydan c rnocnefytolmm
ob6cyaeHeM HeobX0ANMOCTM CO3AAHNA PeKOMEHAaLMIN AN1A KNMHULMCTOB MO OLiEHKEe BapyaHTOB HYKNeoTUAHOM
rocsiejoBaTeIbHOCTM OT NiLA NpodeccMoHanbHoro BpayebHoro coobluyecTsa.

N22. PykoBoacTeo no uHtepnpetaumm NGS aaHHbIX B OHKOMOrum

Beaywwuin - [1.C. MuxanneHko

Yixe He nepsbii rog NGS LWMpoKo ucnonb3yeTca AnA ANarHOCTUKM HaceACTBEHHbIX OHKOMOMMYECKMX CUHOAPOMOB
1 NpopUIMPOBaHNA COMATUYECKMX MyTaLM B OHKoMorum. HecMoTpA Ha 3To, BOMpocoB K uHTepnpeTaumm NGS-
TecToB MeHblUe He cTaHoBuTcA. Cneundurka NGS B OHKOMIOrMM — 3T0 60/1bLLOE KONMYECTBO BriepBble BbIABIEHHbIX
MyTaLWi C pa3HoW CTerneHbIo MaToreHHOCTH, 0CO6eHHO, ec/v ie/10 KacaeTcA COMaTUYECKMX MyTaLuii B ONyX0SIeBOM
MaTepuane. Moka 61omMHbopMaTUKK CropAT o noaxodax K peknaccudukaumm VUSOB v oLeHKe naToreHHoCTu
reHeTUYecKUX BapuMaHToB, flabopaTopHble MeHeTUKM JIOMAIOT FOIoBY Haf TeM, YTO HanucaTb B 3aK/oYeHuu
OHKOJI0TY U NauueHTy. MoeT 6bITb, C YMCTON COBECTbIO YKasaTb BCe, YTO HaLU/M, BbIAENMB CriepBa naToreHHble
MyTaLmn 1 cHabaMB 3aKo4eHne B KoHLe 6osbLuoi Tabnuuelt VUSoB? Ho Takoe 3aksioyeHve HepeaKo npobrieMHo
KOHCYNIbTUPOBaTh Bpauy, ¥ OHO MOMET BbITb HEBEPHO UCTOSIKOBAHO MaLMEHTOM. YOapWUTLCA B APYryt0 KPaHOCTb:
YKasaTb TO/IbKO U3BECTHbIE MaToreHHbIe MyTaLWm U TOSIbKO MPU AaHHOM NaToMopdOIorMyeckoM TUne oryXosnu,
1 B pAge CJly4YaeB MoJlyunTb 3aK/I04eHVe TUMa «Mpy CEeKBEHMPOBAHUM 3K30Ma OMyXO0JN MyTaLuW He BblABEHbI»?
Toe He roguTcs.... B popMaTte Kpyrioro ctona BegyLMe 3KCNepTbi-OHKOreHETHKMN PAcCKamyT O COBPEMEHHbIX
NnoAxo[ax K OLeHKe NaToreHHOCTV MyTaumm, GopMUpOBaHUK AMarHoCTUYeCKoro 3aKnoyeHna no NGS-aHanmsam,
nodenaTcA Npo6/eMHbIMUA KIMHUYECKUMU CIyYasMu U3 CBOEI MPaKTUKKM U 06CyaAT HegaBHO ony6/IMKoBaHHbIe
pexoMeHgauum.

N23. PykoBogcTBo no uHTepnpeTtaumum NGS gaHHbIX B MEAULIMHCKON FreHeTUKe

Bepywwuin — O.11. PbixkkoBa

C BHegpeHveM NGS ceKBEHUPOBaHWUA B KIIMHUYECKYIO MPaKTUKY, BO3HUKIA HE06X0AMMOCTb paspaboTKu eanHbIX
npaBwn KnaccnomKaLmmM BHOBb BbIABSIAEMbIX BapuaHTOB, MepBbie U3 KoTopbix 6binv npednoeHsl B 2013 rogy
aMepyKaHCKMM CoobLLEeCcTBOM MeaMUMHCKUX reHeTMKoB (ACMG). OHM nexat B 0CHOBE pPYKOBOZACTB, MPUHATLIX B
60bWKMHCTBE CTPaH Mypa. OgHaKo, 3TW peKoMeHZaLMK BCe eLle NpeTepreBaloT U3MEHEHWA U aKTyanmsunpyioTcs.
[enaioTcA NonbITKWU He TOSbKO onpeaenATb NaToreHHOCTb BapuaHTa, HOo ¥ ero NPUYMHHOCTb B KaX0M KOHKPETHOM
cnyyae. Hanbonee KapanHanbHbIMU ABAAIOTCA NMPeAnoKeHUA, BblABUHYTHIE HA Cbe3/je eBporeicKoro oblecTsa
MeOULUMHCKMX reHeTuKoB (ESHG). HackonbKo OHM MpUMEHUMbI MPU HAMWCAHWWM 3aKIOYEHUA U CTOUT NN KX
BHeZpATb B MPaKTUKy 06CyaMM Ha KpyriioM ctone?

C TeyeHVMeM BpeMeHW HaKanjMBalOTCA CBELEHUA He TOSIbKO O «LiefieBblX» BapuaHTaX, NpeanosiouUTesIbHO
NPUBOAALMX K MaTOMOMMN Yy KOHKPETHOro 60JIbHOM0, HO WM BapuaHTaX, accoLMMpOBaHHbIX C 3abosieBaHUAMM,
KOTOpPbIX HET B HanpaBUTeNlbHOM AMarHo3e («BTOpPUYHbIE HAaxoOKW»). Kakue M3 HWX BbIABAAIOTCA M KaK Yacto?
[ocTaToyeH M CMUCOK reHoB, MHbOPMaLMI0O O BapuaHTax B KOTOPbIX HEOBXOOMMO BbIHOCUTL B 3aKsioveHue?
MomoraeT M 3HaHWe 0 HUX Ha MPaKTUKE — ellie OAWH BaHbIV acreKT 06CyHAeHUA.
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3an «PoMaHoBCKUN»

10:00 - 12:00

Peructpauua

CatennutHbIM cumnosnyM KomnaHum Thermo Fisher Scientific

16:25 - 16:35

MpumMeHeHne meToda NGS B auarHocTUKe 10.10. Komanescraa

,ElVICTpOd)VIHECKOFO TMNa 6yl'|)193HOI'0 anngepMonnsa

12:00 -13:00

OTKpbITWE cMMMo3uyMa. MNpefcTaBieHne KOMMepYECKoro
napTHepa — KoMnaHun «Anamen»

E. HYexoacrux

16:35 - 16:50

MpuMeHeHne cekBeHaTopos DNBSEQ B knnHu4ecKoi A. Xauur

ANarHocTuke

OnpefeneHve MyTaLMOHHOM Harpy3KM C MOMOLLbIO NaHesm
Oncomine: UccnefoBaHWe paka MOYEBOro MysbipsA U 0630p
COBpEMEHHbIX Ny6anKaLmi

[.C. Muxadnerko

16:50 - 17:30

WorkShop 1. MNMprMeHeH1e KOMMbIOTEPHbIX anrOPUTMOB H.A. CemeHosa
B MpaKTVKe Bpa4a-reHeTvKa. MpuraLleHHbIe YYacTHUKM:

E.B. 3aknA3bMuHcKasn, .M. I'yceBa

BbifiBNeHWe BO3MOMHBIX TPAHCIOKALWI Y CYMpYHecKux nap
no pesysbTaTaM Mcc/ie[oBaHNN XpOMOCOMHOro Npoduna
KNeTOK TPod3KToAepMbl, BbINOHAEMBbIX MeToAoM NGS
(nonynpoBoAHMKOBOE CEKBEHMpOBaHWE) B Nporpammax 3K0
cMrT-A

H.3. Ckobnukos

17:30 - 18:00

Kode-6peiik

HoBble noaxoabl B oHKoauarHoctuke Metogamm NGS
Modepamopei: A.E. fpyd, B.A. Munetixo
CnoHcop cekuuu 000 «KangweH Pyc»

OnbIT NpyMeHeHWA TapreTHbix NGS-naHenen AmpliSeq
1 naHenen ana KMNUP OpenArray B AMarHocTuke
HacneACcTBEHHbIX HApYLLEHWI IMNMAHOo obMeHa

A.H. Mewkos

18:00 - 18:15

Pa3pa6oTKa NoAxof0B Ha OCHOBe AYMNNEKCHOMO CeKBEHUPO-  H.B. MumiowKura
BaHuA [HK ana aHanu3a 4acToThl U CNEKTpa COMaTUYeCKUX
MyTaLit B HOPMAasbHbIX M OMyXOMeBbIX THaHAX

XpOMOCOMHBI MUKPOMaTPUYHbIN aHann3:
HoBasA nnatdopMa — HoBble BO3MOKHOCTU

W.B. KaHugey

BOI'IpOCbI, 3aKpbiTVe CMMNO3nyMa

18:15-18:30

AHanms reHHbIX nepecTpoex MeTojOM TapreTHoro B.A. Arywura
BbICOKOMNpousBoanTeIbHOro CeKBeHMpoBaHUA

B AWArHOCTUKe paKa LUMTOBMAHON ¥enesbl

13:00 - 14:00

Oben

MUHYTKM (KOpOTKKe coobLyeHUs)

NGS - nogBeaeHwe utoros 6 net
Modepamopei: M.10. Ckobrnos, A.B. Jlaspos

18:30 - 18:37

MnapgeH4yeckan nevyeHo4Has HeOCTAaTOUHOCTb, T.10. JlecHuyeHKo
obycnoBneHHasA MyTaumammn B reHe TRMU, onncanve

KNIMHUYeCKoro cny4an

14:00 - 14:05

OTKpbITUE KOHbEpPeHLMK

M.I0. CKobros,
A.B. Jlaspos,
C.U. Kyyes

18:37 - 18:44

OnbIT NpuMeHeHna NGS ana onpedeneHna comMatudecknx  A.B. MyHexo

MyTauui y [eTel ¢ ornyxonaMu ronosHoro Mosra (OMM)

14:05 - 14:30

CoBpeMeHHbI TaHAWaGT MONEKYNAPHLIX METOA0B
B AMArHOCTVKe HacNefcTBeHHbIX 60/1e3Hel

A.B. Jlagpos

14:30 - 14:55

AHanmn3 3K30MHbIX M FEHOMHbIX AaHHbIX B AMArHOCTUKe
HacneCcTBEeHHbIX 3a60s1eBaHUIA: OMNbIT, HabAeHWA
M TeHaeHUunn

@.A. KoHosanos

18:44 - 18:51

OuieHKa BK/aaa reHeTUYeckux GaKTopoB B pasBuTie n.C. Abpamos
MepBUYHO MHOMECTBEHHBIX 3/T0Ka4eCTBEHHbIX
HOBOO6Pa30BaHMIA C UCMOSb30BAHNEM

BbICOKOMNPOM3BOANUTE/IbHOI0 CeEKBEHMPOBaHNA

14:55 - 15:20

HusHb nocne NGS

M.10. CKobros

18:51 - 18:58

MpuMeHeHe pesynbTatoB NGS M UCKYCCTBEHHOMO UHTeNn-  M.B. Yeapos
NeKTa ANA oLeHKM reHeTUYeCKoi NPeapacroioMeHHOCTH K

MIOCKOKJTIETOYHOMY paKy ronoBbl U LWen

15:20 - 15:35

MepepbiB

KnnHnyecKan reHeTuKa
Modepamopei: E.B. 3aknasemuHcKas, H.A. CemeHosa

18:58 - 19:05

Ponb reHeTyecknx ¢paxkTopos B popMMpoBaHUM KnHuye-  E.C. Makawosa
CKOro TMMa y NauneHToB c HelpodubpomatosoM Il Tnna:
pe3ynbTaTbl MUIOTHOMO UCCNed0BaHNA

15:35 - 15:55

OAuH NaumeHT — 0AMH reHeTUYeCKUI AnarHos — yxoasLan
KoHuenuusa?

E.B. 3aKnasbMuHcKan

15:55 - 16:10

OnbIT NPUMEHeHUA TEXHONOrMM MOHOMOJIEKYIAPHOMO
CEKBEHWPOBaHWA AJ1A NMo1cKa MyTaLumi
Npu rMnepTpoduYeckoin KapamoM1onaTm

M.B. lonybeHKo

19:05-19:12

Monck MapKepoB 3¢ deKTUBHOCTM Tepanum MHrMbutopammn  3./1. Adunbeepeesa
TUPO3WHKNHA3 NPY XPOHUYECKOM MUEIOMAHOM JIeiKo3e
Ha 3Tane AMarHOCTUKK 3aboneBaHNA

19:15 - 21:00

YXWH 1 oTAbIX

21:00 - 23:00

puBeTCTBEHHBIM QYpLUIET U MOCTEpPHAA ceccuA

16:10 - 16:25

OnddepeHumanbHaa amarHoctmka CMA 1 BporKAEHHbIX
MWOMaTUI € UCronb3oBaHWeM TapreTHo MPS naHenu

.A. Yaycosa
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8:00-9:00

3aBTpak

KnunHunyecKan reHeTuKa
Modepamopei: E.f0. 3axapoaa, 0.A. LLjaeuHa

12:36 - 12:43

BapuaHT HyKneoTuaHom nocneoBaTeIbHOCTU B reHe
ADNP — npvuvHa pegKoro reHeTMYeCKoro cMHApoma
XenbcMypTen-BaH Aep Aa (KIMHUYECKUIA cryyaii)

T.B. KomaHosa

9:00 -9:20

MoHoreHHbIe 1 He 04eHb: CoYeTaHWe ABYX Hac/eACTBEHHbIX
6one3Hen

E.I0. 3axaposa

12:43 - 12:50

CnoxHble PAX6-accoummpoBaHHble GeHOTUMbI
1 BO3MOMXHOCTU AnarHocTmkmn Metogom NGS

T.A. Bacunvesa

9:20 - 9:30

KnuHuKo-reHeTn4ecKan XapaKTepuUcTuKa 60/1bHbIX
C HEVIPOQEFEHepaLlMeVI C HaKorJieHneM xenesa
B FOJ/I0OBHOM MO3re 4 Tvna

M.A. Cnapbep

12:50 - 12:57

MoNHO3K30MHbIN aHanu3 crepMaToreHesa B
npeceneKkTMpoBaHHOM BLIBOPKE 13 POCCUMCKUX
MY NIETUITHUHECKIMX MOMYALMIA

A.B. Ocaduyx

9:30 - 9:40

MccnegoBaHue YacToT HaceACTBEHHbLIX HeMponaTui,
06YyCNoBNEHHbIX MyTaumaMu B reHax GDAP1 n SH3TC2, B PO

A.®. MypmasuHa

9:40 - 9:50

MonekynApHo-reHeTUYeCcKanA AMarHOCTMKa cuHapoMa bap-
ne-bvuana v BoiABNEHWe YacToro NaToreHHOro BapnaHTa
B reHe BBS7 y poccUCKMX NaLMeHTOB

M.[]. Opnosa

12:57 - 13:04

BoifBIEHNE BO3MOMHBIX TPaHCIOKaLUMI Y POAUTESNbCKMX Nap
Mo pesynbTaTtaM 1ccie[oBaHUiA XpOMOCOMHOro Npoduna
KNETOK Tpod3KTOAEepMBI, BbINOHAEMbIX MeTofoM NGS
(NonynpoBoAHMKOBOE CeKBEHMpOBaHWe) B NporpamMax 3K0
cMrT-A

T.A. Mapaxoackan

9:50 - 10:00

CneKTp MyTauuii y AeTen ¢ BPOKAEHHbIMM NOPOKaMu pas-
BUTWUA MOYEMNOJI0BOM CUCTEMBI pesynbTaTaM UccefoBaHus,
nosy4eHHble MetogoM NGS

B.A. PymaHuesa

13:05 - 14:00

Oben

BuonHdpopMaTMyecKknit aHanus gaHHbix NGS
Modepamopei: @.A. KoHosarnos, A.I1. Kopbym

10:00 - 10:40

WorkShop 2. Kak npuMeHATb faHHble FeHETUYECKUX TECTOB
B JIEYEHUM MALMEHTOB C 3MNWIENCUEN Ha MPaKTUKe
MpurnaweHHble yyacTHuku: A.O. BopoBuKos, E.C. Makawosa

AA. llapros

14:00 - 14:10

anIMEHEHVIe noaxopfa pacnpenesieHHbIX BbIYUCNIEHWI K CO3-
AaHuo Be6-I'IpW'IO)'KEHMF| ONA KNUHWYeCKon WHTepnpeTauun
FeHOMHBbIX OaHHbIX

H.A. KynemuH

10:40-11:10

Kode-bpeitk

MHoronukuin NGS
Modepamopei: 0.C. nomos, M.B. NonybeHKo
CnoHcop ceKumn 000 «Pow AuarHoctuka Pyc»

14:10 - 14:20

ABTOMaTM3aLMA NoAroToBKM AaHHbIX NGS nauueHToB onia
nHTeprpeTaumn. OMbIT MeAULMHCKMX FeHETUKOB

10.B. BamKuH

14:20 - 14:30

BuonH$opMaTHyeckre noaxonbl K onpeaesneHuio nona npu
aHanuse aaHHbIx NGS

H.A. 3ybaweHKo

11:10-11:25

3dPexTmBHOCTE NGS AMarHoCTMKM onA pasHblx
3aboneBaHui

0.C. (nomos

14:30 - 14:40

OnbIT 4eTEKUMU KNMHUYECKM 3HAYMMBIX Bapyauui Ymcna
Kornuv [HK B AaHHbLIX NOIHOIK30MHOMO CEKBEHMPOBAHUA

A.A. TeeneHesa

11:25-11:35

HoBbI noaxof K KOHTPOSio KadecTBa AaHHbIX NGS
B 0611aCTV reHeTUYeCKOM ANarHoCTUKM

M.B. VisaHos

11:35-11:45

Bknag «BbinageHusa» annens (allelic drop-out)
B OrpaHunyeHne gmarHocTmyeckorn apdpexrTmBHocTH MNLIP-
0rnocpefoBaHHOIr0 CEKBEHMPOBaHWA

A.l". Llecmak

14:40 - 14:50

[mnarHoctrKa Mo3amuHbix CNV ¢ ncnonb3oBaHneM OaHHbIX
TapreTHOro BbICOKOMPOW3BOAMTE/IBHOMO CEKBEHUPOBAHWA
(NGS)

K.O. KapaHdawesa

11:45-12:00

Bo3MorkHocTv HI'C B pyTUHHOM NpaKTWKe — cerogHA
1 3aBTpa

W.A. Jemudosa

14:50 - 15:05

TexHoNnornA NpoCcTpaHCTBEHHON TPAHCKPUMNTOMUKM B UCCTe-
[0BaHVAX HEOAHOPOAHOCTM OMyXosiei oT Npo6onoaroToBKM
[0 aHanmsa v Busyanusaumm NGS gaHHbIX

W. MopmHosa

12:00 - 12:15

NGS - B Maccbl: onbIT BHepeHMA U HOBble NepCcreKTUBbI
nepBoro 3aperncTpnMpoBaHHoOro Tecta B OHKON0rnmm

T. [puzopbesa

15:05 - 15:45

WorkShop 3. MNepeaHanus NGS gaHHbIX
MpurnaweHHble y4acTHUKK: M.B. LLlapoBa, ®.A. KoHoBanos

MUHYTKM (KOpOTKKe coobLLEeHUSA)

15:45 - 16:15

Kode-6peiik

12:15-12:22

KnuHunyeckuin cnyyain cuHapoma TaTToH-bpayH-PaxMaH.

@.M. BocmaHosa

Moncku HoBbIX pelleHni B MeQULIMHCKON reHeTUKe
Modepamopei: M.I0. Ckobnos, A.H. Tionbnaxos

12:22 - 12:29

LoF BapuaHT KaK npuyrHa TUBB-accoummpoBaHHOro
paccTpoincTaa

0.A. JlegyeHKo

12:29 - 12:36

["oMo3uroTHble MyTaumu B reHe TRIP4 KaK npuunHa
BPOMAEHHON MbileyHon anctpodum, Tun JasuHboH-LLose
(KNMHWYecKu cyyait)

C.C. MunuHa

16:15 - 16:35

OnbIT UccnegoBaHnA BapnaHTOB HyKJ'IeOTVID,HOVI
nocnenoBaTesibHOCTU, HapyLlaloLWnx ChNancuHr

A.10. ®unamosa

16:35 - 16:55

OyHKUMOHANbHbIA aHanu3 peaKk1X BapuaHToB
Np1 MoHOreHHbIX GpopMax caxapHoro Auvabeta

A.H. Tionenaxos




29 anpena, yetsepr ECENKIeIVElo]la (/7P

[porpamMma KoHpepeHLMH

30 anpenAa, NATHULA ECEURIR(eIVETSTo]-Te3{%170Y

11:00-11:10

MHHOBaLWoOHHasA TecT-cucTeMa Ana npeuMnnaHTaumonHoro  C.B. Monos
reHeTudecKoro TectupoBanua (M)

11:10-11:20

CpaBHWTEeNbHAA XapaKTEPUCTMKA CTPYKTYPbl XpOMOCOMHbIX  C.A. Agdeduux
aHoManun B umknax PGT-A cpeau pasHbIX MeULIMHCKNX
LieHTpoB

11:20-11:35

CeKBEHMpOBaHMe HOBOI'O NOKOJ1IeHNA B ANArHOCTUKe 1 M.N. MnuHKuHa

npodunaxTvKe poxaeHusa 60bHOro pebeHKa

11:35-11:42

CornacoBaHHOCTb pe3ynbTaToB reHeTU4eCKNX MeTooB Mpu B.I. MNywkapes
HepaBBMBaIOLLIeVICFl GEDEMEHHOCTM: KIMHUYECKNIA CJ'Iy‘—IaVI

11:45-12:15

Koge-6peiiK, Check-out

Kpyrnbi cton no Hay4HO-NMPaKTU4YeCKUM BOMpocaMm
Modepamopei: A.B. Jlaspos, M.f0. Ckoboa

12:15-12:45

«PyKoBOACTBO ANA Bpayein KIMHUYECKUX creunanbHoCcTen
o UCroJsib30BaHUI0 MreHOMHbIX AaHHbIX» BefeT A.O. boposuKoB

Ob6cyaeHne anropuTMoB UHTEPpeTaLmmn pesybTaTos A.O. BoposuKos
anarHoctvkn MetogoM NGS ana Bpayeit KIMHUYECKUX
cneunanbHocTen

12:45 - 13:25

«PykoBogcTtBo No uHtepnpetaumn NGS gaHHbIX B OHKONOrMn»
Beget [1.C. MuxanneHKko

KnuHnyeckaa MHTEepnpeTaunA: Korga BapuaHT ABNAeTCA O0.U. BposKuHa

naToreHHbIM?

16:55-17:10  BnnAHWMEe XpOMOCOMHOWM NaTONOMMN Ha NPOCTPaHCTBEHHY  [1A. Bacusniees
opraHusaumio reHoMa

17:10-17:20  [epBbii ONbIT UCMONb30BaHNA oboraleHHbIX 3C-6ubnuoTtek  B.C. Quwmar
0118 reHOMHOM ANarHOCTUKM HacneAcTBeHHbIX 3aboneBaHU

17:20 - 17:30  MepecTpoiku reHa TCF3 y neTew c B-knetouHbM ocTpbiM  E.A. 3epKarneHKosa
NMMbo6NACTHLIM NEIKO30M

17:30-17:40  BbicokonpoussogutensHoe HLA-TunMposaHue T.C. Cumarosa
[ONA co30aHUA PerucTpoB AOHOPOB
MuHyTKM (KOpOTKME coobLyeHuA)

17:40 - 17:47  WccneposaHue BnnAHUA BapuaHTa c.859A>G K.A. [JasbideHKo
B reHe ADSL Ha crninacuHr npe-MPHK

17:47 - 17:54  CeMelHbIn cniydan aHemun JdarimoHaa-bnexkdena: J1.0. Cropodymosa
MyTaLuA B Caic-canTe U HerosHaA NeHeTPaHTHOCTb

17:54 - 18:01  OyHKUMOHASbHbIN aHaNN3 OOHOHYKIEOTUOHBIX 3aMeH A.Q. [leemapesa
rs2072580 1 rs590352, cBA3aHHbIX
C NpeapacronoHEHHOCTBI0 K Pa3BUTUI0 OHKOJTOMMYECKUX
3aboneBaHwii

18:01 - 18:10 [pynnoBana ¢poTorpaduA. PoMaHoBCKUI 3an

18:10-19:30 [epepbiB

19:30-20:00 TpaHcoep go Mana-yxuHa oT LeHTpanbHoro Bxoaa MNywKapKu

20:00 - 23:00 Tlana-y*wuH

30 anpena, NATHULA

KnuHnyeckne nprMepbl HEOAHO3HAYHbLIX MHTEPNpeTaLWn T.B. Kereesa

OcTpble BONPOCh! MHTEpMpeTaLmMm: YTo Bbl He HaigeTe HU B  B.A. Munedro
OHOM pyKOBOACTBE

13:25-14:05

«PykoBogcTtBO No uHtepnpeTtaumn NGS gaHHbIX B MeAULIMHCKOMN
reHeTUKe»
Benet O.M. PbixkKoBa

CnyyaiiHble HaxoOKu, BbIfIBMIEHHbIE NP NMpoBeaeHUA 0.J1. lLlamoxuHa

3K30MHOIo CeKBeHUpoBaHUA Y pOCCVIVICI-(VIX 60/IbHbBIX

YacToTa BCTpe4aeMoCTH 1 CNEKTP MyTaLMiA B FreHax [.H. Xmensrosa
BRCA1/2, coobLueHHbIX B Ka4ecTBe BTOPUYHBIX HAXOL0K
Mo pesysnbTaTaM MosIHO3K30MHOr0/MOSIHOFEHOMHOMO

CeKBeHMpoBaHWA B BbibopKe 13 3000 nauveHToB

MHTepI'IPETaLI,VIH BblAB/1AEMbIX BApUAHTOB C Yy4eTOM KaK O.1. PeixKosa

NaToreHHOCTH, Tak N Kay3aTUBHOCTU

8:00-10:00 3aBTpaK, Check-out
nrr
Modepamopei: M.B. Kpeumap, C.A. AsdelivuK

10:00 - 10:20  [lNpuMeHeHWe pe3ynbTaToB 3K30MHOr0/reHOMHOM E. Lybura
CEeKBEHMPOBaHWA B OPOA0BON ANArHOCTUKE

10:20 - 10:35  KoMnineKkcHble reHeTuyecKune TecTbl Ha ocHoBe NGS ¢ uenblo  M.B. Kpeumap
TeCTUPOBAHWA Ha HOCUTENBCTBO: MEX QY BO3MOXKHOCTbLIO,
OTBETCTBEHHOCTBIO Y peanbHOCTbLIO

10:35-10:50 OnbIT MCMONBb30BaHWA BbICOKONPOM3BOAUTENBHOMO CEKBEHU- T.M. AHosa
poBaHuna NGS B gopooBoi AnarHoCTUKe

10:50 - 11:00  OnbIT NPUMEHEHNA MOSTHO3K30MHOIO CEKBEHMPOBaHWA A.[1. Kopbym

B KayecTBe MeToaa NPeKOoHLEeNUMOHHOINo CKpUHUHIa
HOCUTENbCTBA peLeCCUBHbIX 3aboneBaHnM

14:05 - 14:10

3aKpbiTne

14:10 - 15:10

O6en

17:00

OTtbesq aBTobyCa




AHOHCbI KOHpepeHLNi

LLUKONA AHAJIU3A NGS OAHHBIX MGNGS SCHOOL'21

A

4

il 0

C 21 no 25 mioHa 2021 B MocKkBe nporaeT AoAroxkaaHHasA nATas Wrona aHanmda NGS gaHHbix «MGNGS
School'21»! OcHoBHOe HampaBfeHWe LUKOSbl — OCBOEHME HaBLIKOB MO aHanM3y W MHTeprpeTauum
JaHHbIX, MostyyeHHbIx Mpy NGS cexkBeHnpoBaHin [HK nauyeHToB ¢ HacneAcTBEHHLIMIM 3a6051eBaHUAMM.
Ha 3toin wkone 80% BpeMeHn bydeT MOCBALLEHO MpakTudeckol pabote: aHanmz NGS aaHHbIX,
MosyYeHHbIX MPU CEKBEHMPOBAHUM MaHenel/3K30M0oB/MreHOMOB MaLMEHTOB, MOMCK 1 UHTeprpeTauma
MaToreHHbIX BapuaHTOB, 13y4eHre 6a3 AaHHbLIX 1 MHOroe Apyroe. Bea paboTa nocTpoeHa Ha AeTasibHOM
pa3bope 1 aHanMse pasfiMyHbIX Cy4aeB MOHOreHHbIX 3abonieBaHWiA. Bo BpeMs 3aHATWI Bbl He pas
MpoZeTe CaMOCTOATENBHO BeCh MyTb OT aHanm3a NGS-AaHHbIX U KIMHUYECKON KapTWHbI MaumeHTa
0 GOpMUPOBaHKA CBOEr0 COBCTBEHHOMO 3aK/ioYeHMA. Mbl TakKe pa3bepeM ¢ BaMu H6a30Bble acreKThl
TEXHOMOrMM NMPo6oMoAroTOBKM 1 MAaTGOPM CEKBEHMPOBaHWA, @ TaKkKe 06LUMEe MPUHLMMLI NepPBUYHON
06paboTKM AaHHbIX.

B KoHLe 5-11 AHeBHOMO Kypca byaeT 3K3aMmeH. YCreLHo cAaBLUMe ero CiyLLaTesnm nosyyat cepTuduKaThl
BbINYCKHMKOB LLIKosbl. Bo3pacTHbIX nin Apyrvx orpaHnyeHuid Ansa YH4acTHUKOB HET, HO peKoMeHayeM
03HaKOMUTBCA C AOMOMHUTENBHON MHPOPMALIMEl y4acTHMKaM. KonmuecTBo MecT Ha wkony — 35.

Peructpauua go 21 man 2021

Oatbl npoBegenms: 21-25 mioHA 2021

MecTo npoBepgenua: Mockaa, yi. HHAA CblpoMATHUYeCKaA,
0. 10, ctp. 12, 5 3TarK — y4ebHbI LieHTp RMA

LLIKona npoBoamMTCA 04HO.
MonpobHanA MHdopMauwma Ha caiTe http://ngs.med-gen.ru/mgngs-school21/

FEHOMHOE PEJAKTUPOBAHUE B MEOULIMHCKON FEHETUKE 2021

1 viona 2021 roga B Mockse B pamKax IX Cbezfda Poccuiickoro o6LiecTBa MeaULMHCKKX MeHEeTVKOB
coctouTcA BTopas MexayHapoaHan Hay4YHO-NMpaKTU4ecKan KoHdepeHLMA « eHOMHOe pejaKTMpoBaHVe
B MeanUmMHcKom reHeTuke 2021» — MGEditing'21.

KoHdepeHumA noceALieHa 0BCyHOEHMI0 COBPEMEHHBIX BO3MOMHOCTEN KOPPEKLMM HacneCTBEHHOM
MaToNIorMM C WUCMOJIb30BaHMEM TEXHOMOMMIA FTEHOMHOrO PefaKTUpPOBaHUA 1 reHHoM Tepanun. byayT
PacCMOTPeHbl aKTyarnbHble BOMPOCH! BbIGOpa OMTWManbHOM CTpaTerv pefakTMPOBaHWA, MeTodoB
[0CTaBKM 1 OLLeHKM 3G dEKTUBHOCTU METOAOB (N Vitro v in vivo. ByoyT paccMOTpeHbl OpraHM3aLmoHHbIe
BOMPOChI Pa3BUTUA TEXHOMOMMN pegakTnpoBanua JHK.

[oknagbl Ha HKoHdepeHUMM 3auHTEpecyloT yueHblX, Bpadei-nabopaHToB MeHeTVMKOB W OpYrux
CreumanicToB Mo paspaboTke MeTOAOB fleYeHUA opdaHHbIX 3a60/1eBaHUIN MeTOAaMV peAaKTUPOBaHKA
reHoma.

Peructpauusa o 30 nioHA 2021

MecTto npoBepeHus: Mocksa, HoBbilh Apbar, 4. 36,
3naHue MNpasuTtensctea MocKsl

KoHdepeHumA NpoBoAMTCA 04HO. Y4acTve becrninatHoe
MoppobHan nHpopmMaLmaA Ha caiTe http://ngs.med-gen.ru/MGEditing20/




KAPA Target Enrichment System

Bo3moxxHOCTb aHanm3a pas/ingHblx
reHeTN4ecKux MapKepoB B reHomMe
yesioBeka metrogom NGS

KactomHas cuctema rubpunansaumoHHbIX
30HA0B, A1 TapreTHoro oboraweHusa Nobbix
FeHOB WM PErMOHOB B TFEHOME YesloBeKa.
BbibepeTe TOJIbKO TO, YTO MHTEPECHO BaM.

OnNTUMN3NPOBAHHBII 9K30M YesI0BEKA,
obwmm pasmepom 43 Mb. nybokunn oxeat
KOOMPYIOLINX PErvMoHOB BCEX W3BECTHBIX

rEeHOB.
Cuctema KAPA Hyper - 310 MOSHBIN
KoMMeKc peareHToB npobonoAroToBKM

obpa3uoB €  TapretHoiM  oboralleHuem,
coBMecTUMbIV ¢ nnatdopmamu lllumina.

000 «Pow inarHoctuka Pyc»:

115114, Poccus, MockBsa, yn. JIeTHUKOBCKas, A. 2, CTp. 2,
BusHec-ueHTp «BuBanban nasa.

Ten.: +7 495 229-69-99

A dakc: +7 495 229-62-64
& https://diagnostics.roche.com/ru/ru/home.html

HYPERCHOICE, HYPEREXOME n KAPA spnstoTcs TOBapHbIMY 3Hakamu PoLu.
Bce npoune 06beKTbl MHTENNEKTYANIbHON COBCTBEHHOCTI
npuHaanexart COOTBETCTBYIOLIMM NpaBoobiaaTensam.

13a 6onee noppobHoi MHGopmaLven o npopyktax HyperChoice un
HyperExome o6patuteck K nokanbHOMY NpeacTaBuTento Pow

CBs>KUTECh C HAMU:

+7(495) 614-45-97
info@alamed.ru

A LaMed

Pemenusd B Life Sciences

Bce Heobxodumoe 0as kaxc0o2o amana CeK8eHUPOB8AHUS: OMm
evidenenus JJHK 00 cexseHuposaHus U NOAYHeHUS pe3yabmamos

anaausa! 4 -I-
o’

Genexus,
Thermo

First Genetics

LightCycler 96, ROCHE Magna Pure
. B ROCHE
~> = Qubit Flex,
Pearentnr Kapa Thermo

33388 Thermo SONY SERVA i Agilent
QIAGEN SCIENTIFIC Electrophoresis T

A HAYYHbIX UCCNEQOBAHMIA. HE ANA AUATHOCTUKIA.

www.alamed.ru




— QIAGEN®

22228 QlAseq® Human Exome Kit

loToBbIii 3K30m oT QIAGEN — npo6onogroroBka u
6uonHdopmaTuKa «nopg, Knou»!

Manenb QlAseq Human Exome BK/aouyaeT B cebs Bce HEOBXOAMMbIE KOMMOHEHTbI A/ NPOBEeAeHUs
oboralleHVs 3K30Ma YenoBeKa MeToAoM rvbpuausaumm v cosfaHua 6ubnvotek ana nnatdopm
Illumina n Thermo Fisher Scientific.

*  OnTUManbHbIi pasmep 3k3oma — 33 Mb

MaHenb cogepkuT AByuenoyeyHble JHK-30HAbI ana oboralieHns ak3oma, pa3mep KoToporo coctasnseT 33 Mb. B
naHesb BKIOYEHbI KOAMPYIOLWME MOC/e0BaTe/IbHOCTU BbICOKOKOHCEPBATUBHbLIX reHos 6asbl CCDS. Pasmep
oborawaemori obnactu coctasnfet Bcero 37 Mb. UckaounTenbHas roMOreHHOCTb MOKPbITUSA CHUXKaeT Ao 50%
3aTpaT Ha CUKBEHC B CPAaBHEHWM C PYTUMM SK30MHbIMU pPeLLeHUAMMU.

* BbICTPbIN NpoToKon rubpuausaumm — ot 30 MUHYT A0 4 YacoB

MpoToKon No3BO/MAET UCMONL30BaTb PasnnyHoe Bpemsa rmbpuamnsauum ot 30 MUHYT Ao 4 vacoB. Bo3moxHO
npoBefieHMe peakuuu B TeyeHue Houu. [na uvccnepoBaHuii, Tpebyowmx nokpbitve 100x M meHee,
pekomeHayetcs 30-T MUHYTHaA rMbpuamnsaums. Cam NPOTOKON IErKO aBTOMATU3MpPYyeTCA U MacwTabupyeTcs.

* 8 o06pasuos 3a oaHy rMbpuaunsaumio
Peakuma rubpuamnsaumm moxet 6biTb OT OAHO- A0 BOCbMUMIEKCHOW /1A AOCTUXEHWUA MAKCUMaNbHOM
3 dEeKTMBHOCTU IKCNEPUMEHTA.

* MonHocTbio rotoBas oboraweHHas 6ubanoteka scero 3a 1 geHb
O6Lee Bpema NPOTOKO/A COCTaBAAET Bcero 6-9,5 4acos, BKAOYAA rMbpuan3aLmio.

* BuouHdpopmaTtuka «nog Knou»

MaHenb ABNAETCA 4YacTbiO FOTOBOTO pPeLeHUA, KOTOpoe BKAYaeT 06paboTKy NOAyYeHHbIX AAHHBIX U KX
KAMHUYECKYIO MHTepnpeTauuto. Bpema o6paboTku «cbipbix» AaHHbIX FASTQ ¢ nporpammHbim obecneyeHnem CLC
Genomics Workbench coctasnser Bcero 60 MUHYT, BKAo4as BbipaBHMBaHMe M variant calling. O6nayHbiit
nHTepdeiic QCl Interpret No3BoNAET 3a CYUMTAHHLIE MUHYTbI OMPEAENUTb KAMHWUYECKU 3HAUYUMble BapUaHTbl U
npesoCcTaBUTL UCHepNblBatoLLMe IMTEPATYPHbIE JaHHbIE U raiifbl NO Kaxaomy obpasLy.

e —
iontorrent

HoBbin AeHb AN
Bawuewn naboparopum

HoBbi MUp NGS

OT obpasLia o oT4eTa 3a OAMH AeHb,
Gnarogaps NoHOM aBToMaTr3aLmm paboyero npouecca

MpeacTtaBnsem cuctemy Genexus

CucTtema lon Torrent™ Genexus™ — 3TO NepBOe rOTOBOE PELLEHNE A1 CEKBEHMPOBaHNS
cnepytoulero nokonenus (NGS) ¢ NonHOCTbIO aBTOMAaTU3MPOBaHHbIM Pa60o4M NMPOLECCOM
OT obpasua [0 oT4eTa, obecnedmBatoLLas pPeadynstaTbl B TeHEHe OQHOrO AHS, BCEro

B [1Ba KacaHusi.

3Ta YpesBblHaHO rmbkas cnucTema no3BonseT obpabdaTeiBaTb 06pasLibl SKOHOMUHYECKM
3(PhEKTMBHO - Aarke N0 OOAHOMY, MO Mepe 1X NOCTYNNeHns. Ee npocToTa U NpakTU4YHOCTb
nomMoryT Bam BHeapuTb NGS camoCToATeNbHO, He3aBMCUMO OT Balero onbita B NGS.

Oco6eHHOCTHU

m  BecnpeleneHTHas aBTomaTusaums ot o6pasia oo oTyeTa 1 npocToTa
ncnosb3oBaHus - Bcero 10 MUHYT py4YHOro Tpyaa v ABa KacaHus
4ns 3anycka npuéopa

Bpewms oT 6uonorudeckoro obpasua 4o otyeTa — BCero oguH AeHb

B03MOXXHOCTb SKOHOMUYECKN 3¢)CbeKTI/IBHO aHannsnpoBaTb OTAENIbHbIE
o6pa3u,b|, CHM>)Xas He06XO0OMMOCTb B UX HAKOMMEHUN, a TakXe
pacwmpeHne BO3MOXXHOCTEN ANs AOCTUXKEHUS 6bICprIX pe3ynbraTtoB

HaiguTe 6onbLue ThermoFisher
Ha thermofisher.com/newday SCIENTIFIC




Te3ncel KoHPepeHUUn




Te3ncekl koHpepeHLMM

OrNMABJIEHUE

YcTHbIe AoKNnagp!
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MoTtuBauma u uenu: MeTofbl CEKBEHMPOBAHNA «TPETLEMO MOKOSIEHUA» BblIn paspaboTaHbl OTHOCK-
TesIbHO HeaBHO M XapaKTepu3yloTcA J0BOJIbHO BbICOKMM YPOBHEM OLUMGOK CeKBeHMpoBaHuA. Llenb
nccnefoBaHNA — 3KCNePUMEHTANIbHOE NPYMEHEHNE TEXHOMOM MM MOHOMOJEKY/IAPHOIO CEKBEHUPOBA-
HuA (Oxford Nanopore Technologies) ona JHK-amarHocTvku Ha npuMepe runepTpoduYecKon Kap-
avomuonatum (CKMM).

MeTogabi: ViccnenoBaHnve 6bi10 NpoBefeHo B rpynrne n3 12 naumeHToB ¢ AvarHosoM MKMI. B Ka-
YyecTBe MaTepuana anA npurotosneHna JHK-6ubnmoTtek ncnonbsosanu long-range MUP-npoayKThb
(anvHoM fo 8 T.M.H.), cofepalume nocnenoBaTenbHOCTb 4 0CHOBHLIX FreHoB MKMIT (MYH7, MYBPC3,
TNNTZ2, TPM1). CekBeHMpOBaHWe BbINO/IHEHO Ha AYelKe Minlon (v9.4.1). MNepBUYHbIN aHaNM3 gaHHbIX
N OeMybTUNIEKCMPOBaHME NPOBOAMIIM C MOMOLLbIO MporpaMMel Guppy Vv.3.2.2. BbiABneHve BapyaH-
TOB NpoBefeHo ¢ NoMolLLbto ABYX anroputMoB: «Nanopolish» u «Clairvoyante».

Pesynbratbl: B pesynbtate aHanusa 6bino BbiAB/ieHO B 06uieit cnoxHocTn 268 (Nanopolish)
1 333 (Clairvoyante) npeanonoxutenbHbix SNV, 13 KOTOPbIX OKOJI0 MOJIOBUHbI COCTaB/IANM Aeneumn
UK nHcepumn. OubTpaLma MUCCEHC- M HOHCEHC-BapMaHTOB MO PacnpoCTpaHeHHOCTM B MONYAALMAX
(<0,01%) nosBonuna BblOeNMTb 9 KaHOMOATHLIX BAPUMAHTOB, U3 KOTOPbIX 4 66 MOEHTUOULMPOBA-
Hbl 06oMMUK anropuTMamy aHanusa. MNocne BepudMKaLMM C NOMOLLBID CEKBEHMPOBaHMA Mo CaHrepy
6binM NMoaTBEpXHOeHbl TpY BapuaHTa B reHe MYH7 v oguH — B reHe MYBPC3. [Ins 3TUX BapuaHTOB
6bin1a NpoBefeHa OLieHKa NaToreHHOCTY C MOMOLLBI0 KpUTepUeB, NpeAcTaB/ieHHbIX B peKoMeHOaUmAX
Mo MHTeprpeTaumn OaHHbIX BbICOKONPOU3BOAUTENIbHOrO CEKBEHMPOBaHMA. 10 UTOraM OLEHKM Tpu
BapuaHTa B reHe MYH7 6bin OTHeCeHbl K BEPOATHO MaToreHHbIM, a BapuaHT B reHe MYBPC3 - K Ba-
pyaHTaM C HeornpeeNeHHbIM KMHUYECKUM 3HaUYEHNEM.

3aknioveHune: TeXHOOrMA MOHOMOMNEKYAPHOrO CEKBEHMPOBAHUA MOMET UMETb MEPCTEKTUBY NMpu-
MeHeHuAa B [JHK-gnarHocTuKM HacneocTBeHHbIX 3a60/1eBaHUMN.

PaboTta nognepaHa rpaHToM MNpesnpeHTa Poccuiickon Qenepaumnm N2 MK-1093.2020.7.

[2. CucTeMHbI aHanNM3 KayecTBa CeKBEHUPOBaHUA 06pa3LioB 3K30Ma YesioBeKa Ha nnatpopme
MGISEQ-2000

B.A.BenoBa, A.C.MaBnosa, PH.Adpacuxes, B.H.Mockanenko, M.KopaHoBa, A.A.Kpusoii, B.B.YepaHes,
B.A.HukawwuH, U.A.Bynywesa, [1.B.Pebpukos, [.0.Kopoctun*

LleHTp BLICOKOTOUHOIO peAaKTUPOBaHMUA U FeHETUYECKUX TeXHONOrWA anA ruomeanumHel, PHUMY um. H..Muporosa
E-mail: verusik.belova@gmail.com

MotuBauma u uUenu: BoMbWMHCTBO pelleHUd O7A 3K30MHOro oforalleHus paspaboTaHo
nop cexkseHatopsbl Illumina, Halwel Lenbio 6bl10 TECTUPOBaHKE MEPBOr0 OpUrKMHaNbLHOro Habopa
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Aana MGISEQ-2000. TaKe Mbl paspaboTanu cBoe peLueHne AnA oboralleHna nynos 6ubnmoTekx ¢ uc-
nonb3oBaHueM 3oHA0B Agilent SureSelect All Exon v6. B 3Tolh paboTe Mbl MPOAeMOHCTPUPOBANy,
UTO MO KaYecTBEHHbIM U KOJIMYECTBEHHbIM XapaKTepUCTUKaM Hall MPOTOKOJ, HasbiBaeMbli RSMU_
exome, npeBocxoauT KUT oT MGI Tech.

Martepuansl u Metogbl: Mel coctaBunm 2 nyna us 24 bubnmotek reHomHor AHK (B T.4. 6 He3aBucK-
MbIx AnA obpasua NA12891) - B Kawagom no 8-12. 06a nyna oborawany 3 nogxogamm — rno npoToKo-
ny RSMU_exome c 3oHaamu Agilent v6, otaensHo ¢ 3oHgamu MGIEasy v4 1 no ctaHgapTHOMy NpoTo-
Kony MGIEasy Exome Capture V4. CekBeHupoBaHue nposogunu B pexume PE150 Ha MGISEQ-2000,
nony4mnun Habop AaHHbIX, COCTOAWMIN 13 64 nap fastq dainos. [InA cpaBHEHUA MPOTOKOJI0B NPOBO-
VN1 HopManusaumio faHHbIx Ao 50 M pupos 1 61MonH$opMaTUYeCKUi aHanMs ¢ MoMOLLbIO NPorpaMm
FastQC, Trimmomatic, BWA, Picard, BCFtools.

Pe3ynbTatbl: Ham yaanock yBenmumTb KonnyecTso o6pasLos B nyse Ao oboraileHns Ao 12, npu 3ToM
CHU3WUTb KOMMYEeCTBO UMKIOB ¢umHanbHon MUP go 7. C6anaHcMpoBaHHOCTL MOSTyYaeMblX AaHHbIX
Ha obpasel B nyne okasanacb fyulle andA npotokona RSMU_exome, yem ansa MGIEasy (3 obpasua
Bbinano c on-target covered x10 <95%). Mocne Hopmanusauum oueHnnm kadectso WES 6ubnmnotek
NA12891 ans 3 nogxopos. [Ana RSMU_exome + Agilent v6 nonyunnu 3HadeHus: dup = 5,8%, off-
target = 7,6%, on-target cov x10 = 95,81%. [Ana RSMU_exome + MGIEasy v4: dup = 10%, off-target
= 11%, on-target cov x10 = 94,96%. [nA ctaHgapTHoro MGIEasy Exome Capture V4: dup = 10%,
off-target = 19%, on-target cov x10 = 91,13%. lNpu 3ToM B cnyyae GpUKCMPOBAHHOIO CeTa 30HAOB
MGIEasy v4, Haw NpoTOKON MO3BOJSIAET MONYYMTb Ha 2% 6osiblie Ka4ecTBEHHbIX AaHHbIX variant
calling.

3aksn4yeHune: Mbl NpoaeMOHCTPUPOBaNK, YTO AJIA NOJSTyYeHUs OAMHAKOBOMO MO MOIHOTE MOKPLITUA
3K30Ma B C/ly4ae UCMosb30BaHWUA NpoToKosa oboratleHna RSMU_exome TpebyeTcsa MeHblUee Konn-
YecTBO pMAoB Ha obpasel, YeM AndA opuruHansHoro MGIEasy.

3. NpuMeHeHUe KOMNbIOTEPHBIX a/lfOPUTMOB B NMpPaKTUKe Bpaya-reHeTuKa
H.A.CemeHoBa*, [1.M.I'yceBa, T.B.MapkoBa, H.A.[leMuHa

OIBHY «MeauKo-reHeTUYECKHI Hay4HbIN LIEHTP MMeHW akadeMuka H.M.boukoBa», MockBa
E-mail: semenova@med-gen.ru

MoTtuBaumMa 1 Lenu: B nocnefHee BpeMsA BO3PacTaeT posib KOMMbIOTEPHbBIX AUArHOCTUYECKMX Mpo-
rpaMM B K/VHUYECKOW MpaKTVKe Bpada-reHeTWKa. «Face2gene» oOMH M3 aBTOMAaTM3MPOBaHHbLIX
anropuTMOoB, NpeAHasHaYeHHbIX ONA «MOPTPETHOM AMArHOCTUKM» HAcNefCcTBEHHbIX 3aboneBaHui.
MpoBeaeHo nccnenoBaHWe oLeHKN 3GGeKTUBHOCTY [aHHOTO anropuTMa.

MeTogbl: BCe MauWeHThl 6biIM KOHCYIbTMPOBaHbl BpadaMu-reHeTukamu MIHL, 3akoHHble nped-
cTaBUTeNM npobaHOoB Janu YCTHOe M MUCbMEHHOe corfiacue Ha nposefeHVe GOTOCHEMKM U UC-
cnegoBaHue. C NoMoLLblo KOMMbIOTEPHOM MporpamMMel «Face2gene», NpegHasHaveHHoW AnA ava-
FHOCTUYECKOro Moucka Hososorun no $oTo, NMpoBedeH aHanu3 32 NauueHTaM C YCTaHOBJMIEHHbBIM
[MarHosoM. B uccnepoBaHue 6binv BRIOUEHb! 60/bHbIE C HAceACTBEHHbIMU 3a60/1eBaHMAMM, Xa-
paKTepusyloLMMICA crieundpuUeckuM nuueBbiM deHoTunoM. MpoBedeHo cpaBHeHWe Npeanonarae-
MbIX «Face2genex»-anropMTMoM AMarHO30B C NOATBEPHAEHHBIMI HO30/I0MUAMU.

PesynbTathl: y UccredyeMbiX NaLUMEHTOB COBMAAeHU NPpeaMKTUMBHbIX U MOATBEPHAEHHbIX AMarHo-
30B 6b1710 17, uTo cocTaBuso 53,1%. Bce naumeHThbl, B 3aBMCMMOCTM OT CTErNeHn BepOATHOCTM Npea-
rosiaraemMoro anropuTMOM AMarHo3a, 6binv pasgesnieHsbl Ha 3 FpyNMbl: C HA3KOW, CPefHel U BbICOKOM
BEPOATHOCTbIO. VI3 rpynnbl ¢ HU3KOM BEPOATHOCTLI0 AMarHo3a KoIMYecTBO COBMaAeHUi coCTaBuio

36,8% (7/19), cpenHeit — 66,7% (4/6), Boicokow -85,7% (6/7). Cpean cMHOPOMOB, 06YC/IOBNEHHbIX
XPOMOCOMHbIMX aHOMaNINAMM 06LLee KoNMYecTBO COBMageHuit coctaBuno 66,7% (4/6), cpeam MoHo-
reHHbIX 3a6onesaHuin — 50% (13/26).

3aKkntoyeHue: Vcrnonb3oBaHve 4aHHOro AUarHoCTUHMECKOro a/ifOpMTMa MoKasaso 3HaumMMyto 3¢ dek-
TUBHOCTb B C/lydae BbICOKOW MPeauKTMBHOM BEPOATHOCTM AMarHo3a. [puMeHeHre KoMMbIoTepHbIX
MPOrpamM C Liefblo AMarHOCTUKM HacleACTBEHHbIX 3a60/1eBaHMI, XapaKTepU3YIoLLMXCA crieumndmye-
CKMM $EeHOTUMOM, MOKET NO3BOJIUTL Bpady-reHeTUKY onTMMM3MpoBaTh AuddepeHUmManbHo-auarHo-
CTUYECKUI MOUCK.

[4. PaspaboTKa NoaXo4oB AJ1A aHaiM3a 4acToTbl U CMEeKTpa COMaTUYeCKUX MyTaLuii B
HOpMaJibHbIX M OMYyXO0JIEBbIX TKAHAX Ha OCHOBE AyrieKcHoro cekBeHupoBaHua JHK
H.B.MutiowkuHa*', M.M.Xonmaros', U.B.Busun’, I.A.AHyc'?, A.0.UBaHuoB'?, E.LL.Kynuruxa'?,
E.H.UMAnuTOB"?

"HMWL onkonorvm uM. H.H.Metposa, CaHKT-MeTepbypr

2 CaHKT-INeTepbyprckuii rocyaapCTBEHHbINM NeanaTpUIeckuin MeaUUMHCKUIA YHUBEpCUTET

E-mail: nmmail®inbox.ru

Motusauma n uenu: Mytauum B reHax, oTsevalolmx 3a penapauumio [HK, yacto nexat B ocHose
HacnefCcTBEHHbIX OMyX0eBblX CMHOPOMOB, OJHAKO HEerNocpeaCcTBEHHOE BbIABMIEHWE TaKMX MyTauui
He Bcerga BO3MOMHO. MapKepoM Hanuuua gedextoB B cucTeMe penapaumy OHK MoeT 6biTb Ha-
KorsieHVe M36bITOYHOro KoIMYecTBa COMATUYECKUX MyTaLmii B HOpMasibHbIX TKaHaXx. OgHa us uenen
[aHHOro UccnefoBaHWA — paspaboTka crnocoba oLEeHKM KonMYecTBa COMaTUHECKMX MyTaLmiA B HOp-
MaribHbIX TKaHAX YenoBeKa npu nomolum NGS. PaspabaTbiBaeMble METOAMKM MOTYT BbITb TaKMKe UC-
MoJib30BaHbl [J1A BbIABNIEHWA OMyXose ¢ runepmyTabenibHbIM GeHoTUMOoM.

MeTogbl: B ocHoBe npeanaraembix NoaXo40B NEKUT NPUHLMM OyrieKCHOro cekBeHnpoBaHna JHK
[Schmitt M.W. et al. Proc Natl Acad Sci USA. 2012; 109(36):14508-14513], ucnonb3oBaHue KOTOporo
MO3BOJIAET C BbICOKOWM TOYHOCTbLIO BbIAB/ATH [aMe eAMHNYHbIE (He KIOHasIbHbIE) COMaTUYecKme MyTa-
LMK, Mpu YCroBUU OHOBPEMEHHOTO NMPOYTEHUA NOC/IeAoBaTeIbHOCTeN obeunx Liene AByxLernoyey-
Hbix pparmeHToB [AHK NGS-cekBeHaTopoM.

PesynbTathl: Ham yaanock 3HaumTeIbHO NOBBLICUTb TOYHOCTb OPUMMHANBHOM METOANKM AYTJIEKCHOr0
CEeKBEHMPOBAaHMA 3a CYET UCMOJIb30BaHUA PpepMeHTa Hykeassl P1 B npolecce penapaumm KOHLOB
[OHK BMecTo [JHK-nonvMepasbl. Bnarogapsa aToMy, Mel cMoriv pa3paboTaTth crocob BbifBIEHWA Ony-
XOJ1eit C BblpaXeHHOM rmnepMyTabesibHOCTbIO, OCHOBaHHLIN Ha OyrIeKCHOM cekBeHupoBaHum [HK,
BbII€/IEHHOM U3 GUKCMPOBAHHbBIX GOPMaNMHOM, 3aKJlo4eHHbIX B napaduH TKaHen. OpurnHanbHaaA
MeTOAMKa OYIJIEKCHOr0 CeKBEHMPOBaHUA TpebyeT MPOYTEHWA MHOMECTBA KOMWUIM OOHUX U TeX e
(dparMeHTOB A1A MOCTPOEHNA KOHCEHCYCHBIX MOC/e40BaTe/IlbHOCTEN, YTO AenaeT AaHHbIA MOAXOA
3KOHOMUYECKN He3DPEKTUBHBIM. A TOro YTobbl pelwnTb 3Ty NpobieMy, Mbl NMPUCTYMWIN K pas-
paboTKe HOBOrO MeTOAa, KOTOPbIM [OJIHKEH MO3BOSINTL MPOBOAUTL CEKBEHMpOBaHWE obeunx Lenei
¢dparmeHToB [JHK 6ubnnoTern BMecTe, B COCTaBe €AMHON MOJIEKYIIbI.

3aksntyeHue: PaspabaTbiBaeMble METOAMKM MOTYT CTaTb HOBbIM MHCTPYMEHTOM /151 OLIEeHKU QyHK-
LIMOHAJIbHOM aKTMBHOCTM cucTeM penapaumm JHK B HopManbHbIX 1 omnyxoneBbix TKaHAxX. PaboTta noa-
AepaHa rpaHtom PHO 19-15-00312.
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5. AHanus reHHbIX NepecTpoeK MeTofoM TapreTHOro BbICOKONPOWU3BOAUTENILHOMO
CEeKBEeHUpPOBaHUA B AUArHOCTUKE paKa LWUTOBUAHON XKenesbl

B.[.AkywmHa', T.0.Aegeesa?, T.M.Kasy6ckan®*, T.T.Kongpatbesa®*, J1.B.JlepHep*, A.B.J1aBpos'
TOIBHY «MeauKo-reHeTUHeCKUi HayYHbIN LIEHTp MMeHn akagemuka H.M.Boukosa», MockBa
>MocKoBCKas ropofckan KinHudecKkas 6obH1La uM. B.M.ByaHosa

3OrBY «POHL| um. H.H.BnoxuHa» MuHagpasa Poccun

“000 «MpeMen», Mocksa, Poccuiickan Degepauma

E-mail: vdyakushina@gmail.com

BbiABNIAEMOCTb M3BECTHLIX TOYEYHbIX APanBepHbIX MyTauuii Npu paKe LUMTOBUAHOM enesbl
He npeBbiwaeT 40-60%. [MpegnonaraeTcA 4TO BHeApeHVE aHanM3a PpacLUMpPeHHOro CreKTpa
MepecTpoeK  MO3BONWUT  MOBLICUTb  YyBCTBUTENILHOCTL  AWddEpeHLManbHo — AMArHOCTUKK
[06pOKaYeCTBEHHbIX U 3/10KaYeCTBEHHBLIX HOBOOOPA30BaHWI, a TaKKe AOMOHUTL TepaneBTUYecKme
noAxoAbl MHFMBUTOPaMU TUPO3UHKMHA3.

MeTofoM TapreTHOro BbLICOKOMPOU3BOAWTESILHOIO CEKBEHWUPOBAHUA BLINOSIHEHO MCCNefoBaHWe
TOYEYHbIX MyTalUMWii, M3MEHEHWA KOMWMHOCTU U MepecTpoeKk B 3/10KayecTBeHHbIX (64 obpasua)
1 fobporavecTBeHHbIX (16 06pa3LioB) 06pa3oBaHUAX LUMTOBUAHOM Henesbl, U HopMaribHoM TKaHu (12
o6pasuoB). CekBeHMpoBaHye BbINonHeHo Ha nnatgopme Illumina NextSeq (ana ToueuHbIX MyTaLmin
n CNV) n MiSeq (ana nepectpoek). MoaroToBKka 6ubnmoTeK BbiNosHeHa no TexHosorum AmpliSeq.
MepecTpoiikn onpedenAnncb MO HanMuMio QbIOXMMH-TPaHCKpUNTa. [u3anH naHenu npaviMepos
Ha npegnonaraemble Napsl reHoB BbinosiHeH B lon AmpliSeq Designer RNA Fusion, oTcyTcTByiowme
B AmpliSeq Designer napsbl BKo4eHb! ¢ nomolubio ceparca White Glove. MaHens npaiiMepoB no3Bso-
NAeT aHanu3mpoBsaTb 157 Hambonee pacnpocTpaHeHHbIX NepecTpoeK B 13 3GPeKTOpHbIX reHax.
M3BecTHble ApaviBepHble MyTaumn B reHax BRAF, (K-,N-)HRAS BoifaBneHbl B 62% obpasuos. Mpeano-
naraemble ApaviBepHble MyTaumm B reHax PIK3CA, PPM1D, PDGFRA, KMT2A, KDR BbisiBneHbl B 7%
06pasLoB, He HecyLLMX Apyrve ApairBepHble MyTauuu. MepecTpoiiku onpedeneHsl B 12% obpasLos,
Hamnbonee pacrnpocTpaHeHHble — CCOC6-RET (3 obpasua) u PAX8-PPARG (2 o6pasua), nepecTponku
TPM3-NTRK1, ETV6-NTRK3, STRN-ALK — no ogHoMy cnyyato. B o6pasuax c BbifABfIeHHbIMU Nepe-
CTPOMKaMu OTCYTCTBOBaNM Apyrue AparBepHble MyTaLmu, onpeaeneHne BROYEHHbIX B AW3alH ne-
PECTPOEK MOBbLILLIAET YyBCTBUTESIBHOCTb AMArHOCTVKM PaKa LMTOBUAHOM Here3bl Ha 12% no cpaBHe-
HUIO C MeToAaMM OrpaHUYeHHBIMU TOYEYHBIMW MyTaumAMK. CyMMapHas BbIABIAEMOCTb ApaiBepHbIX
MyTaLuii ¢ NoMoLLbio paspaboTaHHol naHenu — 81%.

@uHaHcupoBaHnue: OI'BY «DoHA coaencTsnA passuTUIO Masbix GOpM NPeanpuATUN B Hay4HO-TeX-
HUYecKoW coepex (4421MC2/9119 C3-40846); PHO (19-75-00053).

[6. MnapgeH4ecKana ne4yeHo4YHaA HeAOCTaTOYHOCTb, 06yC/IOBNIeHHAsA MyTaUMUAMU B reHe TRMU,
onucaHue KJIMHUYECKoro ciyyas

T.10.lecHnuenko™, H.A.CemeHoBa?, N.I".UbiraHkosa?, E.J1.Jaganu?, T.B.Ctpokosa®, H.H.Tapar?,

W.A Ky3bMuuesa*

TOreoY A0 PMAHIMO Munsgpasa Poccim, MockBa;

2QIBHY «MenyKo-reHeTUUYeCKIA Hay4HbIN LIEHTP MMeHW akadeMuKa H.M.BoukoBa», MockBa;

3OIBYH «®WL| nuTaHma 1 6roTexHonorum 1 6e3onacHoCTV nuwwu», MocKBa;

“TBY3 KO «KanycKan obnacTHan KnvH4ecKan 6onbHuua», Kanyra

E-mail: toma.lesni4denko@yandex.ru

MoTtuBauma v uenu: TpaH3uUTOpHaA MrafeHYeckas neyeHoYHasas HepgoctaTtodHocTs (TMIH;
OMIM:613070), obycnoBneHHasa 6uannesnbHbIMU MyTaumuaMm B reHe TRMU - pekoe HacnencTBeH-
Hoe 3aboneBaHue, ¢ YacToToi <1:1000000. CxoAcTBO KIIMHUYECKON KapTWHbI 3TOro 3aboneBaHuA
C Opyr¥MY HacnefcTBeHHbIMU 60/1e3HAMU 06MeHa, B TOM 4YuCile C FJIMKOreHo3aMu, 3aTpyaHAeT
anddepeHUManbHyo AMAarHOCTUKY Ha KIMHUYecKoM 3aTane. [pocnexnBaeTcA reHodbeHoTUNMYecKan
KoppenAuuA TAKEeCTU 3aboNeBaHVA: 0T CaMOMPOM3BOSIbHOI O BbI3AOPOBIEHMA A0 NeTaslbHoro Ucxoaa
B 3aBUCMMOCTU OT TUMa MyTaumi. HoHceHc-BapuaHTbl B FOMO3WUIOTHOM WIW KOMMayH-reTepo3nroT-
HOM COCTOAIHUM acCoLMMPOBaHbI C 6oriee TAXesbIM TeYeHWeM BMIoTb [0 fieTasibHoro ucxoda. bonee
TOro, MPeA/oMKeHa naToreHeTMYeckan Tepanua L-umctuHoM, addeKTrBHOCTL KOTopol TpebyeT noa-
TBEPKOEHA.

Metopbi: MpepctaeneH cnyyan TMIMH, obycnosneHHon MyTaumamm reHa TRMU. MonekynApHo-reHe-
TUYecKasa AMarHOCTMKa OCyLLecTBAANAch nocne cMepTy pebeHKa. AHanus OHK npoBeneH MeToaom
NGS-ceKBEHMPOBaHWA C UCMO/Ib30BaAHNEM KacTOMHOM NaHenn, BKloYaolwen 47 reHoB, accoLmmpo-
BaHHbIX C Hac/e4CcTBeHHbIMM rernaTonaTMaMun. HaloeHHble BapuaHTbl BanvanpoBaHbl CEKBEHNPOBa-
HveM no CeHrepy, NoaTBEPHOEHO UX TPAaHCMOMOMKEHNE.

Pesynbtatbl: [leBouYka ¢ GEHOTUMOM MO TUMY KYLUIMHIOMOHOro, MaTpOHU3MOM, renaTtoMerasive,
runornvKkeMunent. B aHannse KpoBu: UMTONM3 A0 3 HOPM, MMMNOMIMKEMUA, X0NecTas, AUCIUNUAEMUA,
rynokanbumemua. ['MnepKopTULM3M UCKNoYeH. [Npy }K3HW ycTaHoBNEH ravKoreHos 1 Tuna. CMepTb
pebeHKa HacTynuna B Bo3pacte 10 MecALEeB OT NMoMOpPraHHON HeoCTaTOUYHOCTU Ha ¢oHe pecnu-
paTopHoro 3abonesaHusA. MeTogom NGS-ceBKeHMpoBaHWA 6bl10 BbIABEHO OBa, paHee OnuUcaHHbIX,
BapuaHTa c.706-1G>A u c. 835G>A (p.Val279Met) B reHe TRMU. MNepBbit on1caH y nauueHTa, ¢ ne-
TaslbHbIM UCXO0O0M, BTOPOW -B FOMO3UIOTHOM COCTOAHUM NPY TPAH3UTOPHOM TEYEHUN.

3akntoveHue: [narHocTrka HacneacTBeHHbIX renaTonaTui ¢ ncnonb3osaHneM NGS-cexkBeHVpoBa-
HWA NO3BOJSIUT CBOEBPEMEHHO HA3HAYMTb MATOreHETUYECKYIO TEPAnMIo, @ TaKMKe OCyLLeCTBUTL Meaun-
KO-reHeTUYeCcKoe KOHCY/IbTUPOBaHWe B CeMbe, MIaHpYIoLLel AeTOPOHAEHMe.

07. OnbIT npuMeHeHuAa NGS anA onpepeneHnsa coMaTMYeCKUX MyTauuil y AeTei ¢ onyxonamm
ronoBHoro mosra (OM)

A.B.MyHbKO*, T.M.Muxanesckas, A.A.Murac

Pecny6nuKaHCKuiA HayYHO-MPaKTUYECKA LIEHTP AETCKOM OHKOMOMM, remMaTonorii 1 UMMyHONOrn

E-mail: punkoaspasp@gmail.com

MoTtuBauna u uenu: OnpeneneHne MoOJSIEKYNAPHO-FEHETUYECKNX M3MEHEHUA C MOMOLLbI0 MeTo-
na NGS y naumeHToB ¢ OI'M fononHAeT 06bI4HYI0 PYTUHHYIO OMArHOCTUKY M MOMoraeT BblaenuTb
rpynnbl NaUMEHTOB C arpecCcUBHBLIMU OMNYXONAMU, 1A KOTOPbIX MOAXOAUT MaKCMMasibHO BO3MOMHasA
Mo MHTEHCUBHOCTM TepanwuA, U Fpynbl NaUMeHTOB, KOTOPbIE MOT/IN 6bl BbIMUTL C MEHEE TOKCUYHOM
1 MeHee MHTEHCMBHOW abloBaHTHON Tepanuen.

MeTopabl: MonCK coMaTUYeCcKMX MyTauuii B OMyXoneBoM MaTepuane ocyllectBnanm MetonoM NGS
Ha npubope MiSeq (Illumina, CLLIA). MpobornoaroToBKka 6MG/IMOTEKM OCYLLECTB/IANACH C MOMOLLbIO Na-
Henn QlAseq Targeted DNA HC Panel (Qiagen, MepMaHuA). B gaHHyio naHenb BKtoYeHbl 280 reHoB,
aCCOLMMPOBAHHEIX C OMyX0JIAMM FofI0BHOMO Mo3ra. B xofe paboTkl anpobupoBaH KoHBewep no obpa-
60TKe AaHHbIX CEKBEHUPOBaHUA, KOTOPLIA OCHOBAH Ha UCMO/b30BaHWUM TakMX NporpamMM Kak FastQC,
Trimmomatic, BWA, SAMtools, ytunut Picard (SortSam, FixMatelnformation, MarkDuplicates),
GATK (BaseRecalibrator, PrintReads, DepthOfCoverage, DiagnoseTargets, MuTect2), n ckpunta
Ha fA3blKe MporpamMupoBaHuA Bash. AHHoTaUmA BapuaHToB 6blia BbINOSIHEHA C UCMOJSIb30BaHNEM
nporpaMmbl Annovar.




Te3ncekl koHpepeHLMM

Pesynbtathl: Ha AaHHOM 3Tane paboTbl aKLUEHT bbii cAenaH Ha OLeHKe BO3MOXHOCTEN Nporpam-
Mbl MuTect2, ncrnonb3yemolt AnA 06HapYHEHWA COMaTUYECKUX MyTaLuii, KOTopasa OAHOBPEMEHHO
obpabaTbiBaeT o6pasubl onyxoneson [JHK v HopMbl, BblAeneHHoN 13 KpoBu. HaliaeHHble MyTaLmm
cpaBHMBanucb ¢ MyTauuaMu OI'M u3 6a3 gaHHbix COSMIC, Clinvar, OMIM. UHdopMaumio o YacToTe
MyTaLum nosly4any Ha ocHose AaHHbIX npoekTta 1000 Genomes v KoHcopLmyma EXAC. Mpu ¢punbTpa-
LMW1 aHHOTMPOBAaHHbLIX AaHHbBIX UCKIIIOYaNUCh CUHOHUMUYHBIE 3aMeHbl, 3aMeHbl B MHTPOHAX, a TaKke
BapWaHTbl, YacToTa B MonyALMM KoTopbix 6onee 1%.

3akntoyeHue: Mp1MMeHeHWe BbILLEONCaHHOMO BUOMHPOPMATUHECKOMO KOHBEepa NO3BOJIUT OCyLLe-
CTBUTb CKPUHWHI COMaTUYECKMX MyTauuin y naumeHToB ¢ OM, KoTopbii MpUBEAET K MOBbILLEHMIO
TOYHOCTW ANArHOCTUKM U BLIABSIEHWIO MaLMEHTOB, MOTeHLUMabHO NOAXOAALLMX 1A NpoBeAeHWA Tap-
reTHOW Tepanun.

[8. OueHKa BKnaga reHeTM4eCKUX GaKTOpoB B pa3BUTHE NEPBUYHO MHOXECTBEHHbIX
3/10Ka4yecTBeHHbIX HOBOO6pa30BaHuUI C UCMOJIb30BaHWEM BbICOKONPOU3BOAUTENIbHOIO
CeKBEeHMpPOBaHUA

W.C.A6pamoB'*, T.C.JIucuua', A.M.Januwesuy?, A.0.XaxuHa', A.[.Maugait', [.A.LLunynmnn'

TOrBY «LCM» ®MBA Poccum;

2['BY3 MKHL| umenu A.C.Jlornnosa [3M, r.MockBsa, Poccua

E-mail: abriv@bk.ru

BeeneHve: [oNA NepBUYHO MHOMECTBEHHBIX 3/I0Ka4YeCTBEeHHbIX HoBoobpasoBaHuii (MM3H) B cTpyk-
Type OHKoJlornyecKon 3aboneBaeMocTu coctaBnAeT 8-9%. OKosno 25-30% MM3H ABnAloTCA CUHXPOH-
HbIMU. MPUYMHON Pa3BUTUA HECKOJIBKUX OMYXOJIel B TEYEHWE HMU3HW MOTYT CIYHUTb HebnaronpusT-
Hble (aKTOpbl BHeLWHel cpefbl, BO3AENCTBME XMMUOTEpanuM WK Jly4eBOM Tepanun Mpu evyeHnum
NepBO OMNYXONW, a TaKkKe reHeTUYecKanA NPeapacrosIoKeHHOCTb.

Llenb: npoBecTn oLeHKy BKada reHeTUHeCKUX paKTOpPoB B pasBUTME BTOPbIX MEPBUYHBIX OMyXosewn
Y MaUMEeHTOB Ha OCHOBAHWWN MEHETUYECKOro TECTUPOBAHMA Ha HanMuve Hac/eACTBEHHbIX MyTaLui,
aCCOLMMPOBAHHBIX C OMYyX0s1eBbIMU CUHOPOMaMW.

Matepuansl u MeTofpi: B uccriegosaHve Bowwnv 36 naumeHToB ¢ AgvarHozoM NM3H, B ToM uucne, na-
LIMEHTbI C paKOM MOJIOYHOM enesbl, PaKOM ANYHUKA, PaKOM MaTOYHON TPY6bl, PAKOM TOHKOM U ToJ-
CTOMN KULLIKW, PAKOM MeJlyAKa, PaKOM MOAMesyA04HON ene3bl, PaKOM LUMTOBUAHOM ¥esie3bl, pPaKoM
CJIOHHBIX }Kefes, pakoM MoYKM, MeriaHOMOW Koxu, Basannomor, TMMdomol XoamKMHa, CapKoMON
fOuHra, nenommocapkomon. [HK Bbigensanv us numdoumToB nepudepunyeckoin. Beicokonponssoam-
TeslbHoe CEKBeHMpoBaHWe NpoBoanan Ha nnatdopme MiSeq (Illumina). MogroToBry 6MbnMoTexk OHK
OCYLLECTB/IANN C UCMONIb30BaHNEM KacToMHoM NaHenu 3oHaoB KAPA Hyper (Roche).

PesynbTatbl: y 8 naumeHToB 661 BblABMeHbl 10 MAaTOreHHbIX UM BEPOATHO NaTOreHHbIX BApMaHTOB
HYKNeoTMAHOM Noc/ieoBaTeIbHOCTU, OTHOCALLMXCA K Koaupylowmm obnactam reHos BRCA 1, BRCAZ,
MSH6, MUTYH, PALB2, TP53. Y ooHOM NauUMeHTKN C AMarHO30M paK LUMTOBWUOHON ese3bl, pak Mo-
JIOYHOW ¥Kene3bl, paK MaTou4Hol Tpy6bl BbiABMEHbl 2 MyTauumn ¢.5503C>T, p.Arg1835Ter, rs41293465
B reHe BRCA1 v c.172_175del, p.GIn60ArgfsTer, rs180177143 B reHe PALBZ2, paHee onucaHHble
KaK natoreHHble. Takxke, y MaUMEHTKM C AVarHO30M paK MOJIOYHOWN ene3bl M paK 3HAOMETpHA, Bbl-
ABneHbl 2 MyTaummn ¢.1421_1422dupGT, p.Gln475CysfsTer, rs63750854 B reHe MSH6E 1 ¢.7879A>T,
p.1le2627Phe, rs80359014 B reHe BRCAZ2, paHee onMCaHHbIE KaK NMaToreHHbIe.

BblBoAbl: MOSIEKYNAPHO-reHeTUYECKOe TeCTUPOBaHWe MaHeny reHoB Mo3BosiAeT Hanbornee MosHO
oLeHMBaTb BKNaA reHeTUYecKkux GpakTopoB B PasBUTKE BTOPLIX MEPBUYHBIX onyxonei. Hakonnexve
3HaHWI B JaHHOM 06/1aCTU MOMOXKET OLIeHMBATb PUCK U MPOBOAUTL NPOGUIAKTYKY PasBUTUA BTOPbIX
oryxorewn, B NepBylo o4epefb, 3a CHeT BbIAB/IEHNA MyTaLWi, aCCOLIMMPOBaHHBIX C HAaCIeACTBEHHBIMU
OryXoseBbIM/ CUHAPOMaMMU.

09. NMpumMeHeHune pesynbraTtoB NGS U UCKYCCTBEHHOr0 UHTEIEKTa A/IA OLIEHKU FreHeTUYEeCKOM
npeapacnonoXXeHHOCTU K MI0CKOK/IETOYHOMY paKy rofioBbl U Weun

W.B.Yrapogs', B.b.YepHbix'?, H.B.MBaHoB', W.B.LLlapkoBa'?, B.H.MacneHHukos', [1.K.OcTaneHKo',
B.B.Conosent’

1000 «3KcmeH CantbepHeTHKe», . Mockea

2QIBHY «MeauKo-reHeTUYECKMIA Hay4HbIN LIEHTP MMeHU aKadeMuKa H.M.Boukosa», Mockea

E-mail: iugarov@yandex.ru

Pak ronosbl 1 wen (HNSC)- MHorodakTopHoe 3abonieBaHWe C TAMENbIMA MHBANTUAM3UPYIOLLMMU
MoceAcTBUAMM U BBICOKOM CMEPTHOCTBIO, 3aHUMAeT 6 MecTo cpefin OHKOJIOrMYecKKX 3aboeBaHui
Mo pacnpocTpaHeHHOCTU B Mype. PocT 3aboneBaeMocTu y niofein Ao 40 neT, Yactoe AMarHoCTMpoBa-
HWe B MPOABWHYTOW cTaaum TpebyeT pa3paboTku Mep NPOdUIaKTUKN AaHHOIO 3ab0neBaHuA.
Ctporue noporu 3HaumMmocTt GWAS nprBOOAT K BOSHMKHOBEHWIO HEMOJTHOM HacedyeMocTu. B Toxke
BpeMA OTCYTCTBME MHPOPMALMM O MaTOreHHOCTU FreHEeTUYECKUX BapUaHTOB, He OMMUCaHHBIX B SMTe-
paTtype 1 6asax AaHHbIX M MOAX0Aa ANA OLEHKM CYMMapHOro purcka MHOrodakTopHOM MaTosiorunu.
CnepoBatesibHO, paspaboTka NOAX0A0B K aHaM3npoBaHuio pesynbTatoB NGS, NULWEHHbIX 3TUX He-
[0CTaTKOB ABJIAETCA aKTyaslbHOM 3aavei.

Lenb pabotbl: paspaboTka noaxofa BbiABNEHUA MaTTepHoB B pesynbratax NGS, xapaKTepHbIX
[NA NaUWeHTOB C MHOrodaKTOpHEIMM OHKOJIOrMYECKMM 3a60/1eBaHUAMM U CO34aHUE FeHeTUYECKoM
naHenn OnA CKpUHWHIA Ha npegpacnonoxeHHocTb K HNSC.

Martepuanel u MeTtogbl: [1nA co3gaHvA NaHeny reHoB BbIMNOJIHEH aHanM3 3apyberkHbIX HayYHbIX CTa-
Tel Mo cnefyloLMM KIIOYEBBLIM CI0BaM: MJIOCKOKNETOYHbIN paK rofioBbl U Leu, NpeapacrosoHeH-
HoCTb, NonMMopoum3M. Ha ocHoBe AaHHbix TumorPortal (http://www.tumorportal.org/) u The Cancer
Genome Atlas cdopmmpoBaHbl ABe rpynnbl: naumeHTbl ¢ HNSC (n=384) 1 naumeHTbl ¢ ApYyruMmn HO30-
NIOrMAMM, BEICTYMAlOLLAA B KA4eCTBe KOHTPOJIbHOM rpynnbl (n=6362).

PesynbTathl pabotbl: Pa3paboTaH MeTod, KOTOpPbIM MO3BOMAET BbIABUTH CKPUHWHIOBbLIE MaTTEPHbI
MHOrOQaKTOpHbBIX COCTOAHUIA C Y4ETOM MOJSIMIeHHOW Mpuponbl 3a60NeBaHU U HeonpeneneHHoCTU
naToreHHoro 3gdeKTa oTAeNbHbIX FEHETUYECKUX BapUaHTOB.

MaTeMaTuyeckan Mopenb, CO3QaHHaA Ha OCHOBE METOAA, MOKa3blBaeT YyBCTBUTENbHOCTb 42%
1 cneumdudHocTb 6onee 90%. CKpUHUHIOBbLIE MaTTEPHbLI OXBATHIBAIOT BCE BbICOKO3HAYMMbIE MYTU-
poBaHHble MeHbl MO AaHHbIM Tumorportal. MocKobKy Ha AaHHBIA MOMEHT OTCYTCTBYIOT peLueHuA
ONA OLEeHKM reHeTM4YecKon npegpacronoxeHHocT K HNSC, To npvMeHeHWe NpefnoxeHHoro noa-
X0[a Mo3BOMUT NOBbLICUTb 3G EKTUBHOCTb BLIABIEHWA MPYMM PUCKA, UMEILLMX XapaKTepHbIe reHeTU-
YecKM1e BapuaHTbl M NIaHMPOBaTh AOKIMHUYECKYI0 MPOPUIAKTHKY.

[10. Ponb reHeTM4eckux ¢paKkTopoB B $OPpMUPOBAHUM KIIMHUYECKOrO TUMA Y MaLMEHTOB C
HeipodubpomMaTtosoM Il TMNa: pe3ynbTaThl NIUNOTHOIO UCCNIEA0BaHUA

E.C.Makawosa'?*, K.0.KapaHpawesa®, C.B.3onotoBa ', I.B.[daHunos’, 0.B.A6canaMosa !, A.B.onaHos'
TOrAY HMUL Heipoxupyprim uM. H.H.BypaeHko M3 PO

2I'bY3 MKHL|, um. A.C.JlornHosa [3M

3 OIBHY «MeaunKo-reHeTUYeCKUI HayYHbIN LIeHTp MMeHM akageMuka H.MN.BoyukoBax

E-mail: emakashova@nsi.ru

MoTuBauma u uenu: Heipodubpomatos Il Tuna (HO Il) — peakoe HacnenctBeHHoe 3aboneBaHve
3 rpynnbl pakoMaTo30B. B ocHoBe 3a6osieBaHUA NeXUT MyTaumA B reHe NF2, KOOMPYIOLLEro cMHTe3
6enKa-oHKoCynpeccopa MepsnHa. BeigensaoT aBa KnmHndeckux una HO |l: yMepeHHbIN unm cped-
HeTAenbi TMN MapaHepa n TAenbid Tvn BuwapTta. CornacHo AaHHBIM NUTepaTypbl M3BECTHO,




Te3ncekl koHpepeHLMM

UTO KNIMHUYECKUI TUM 3aBUCUT OT TUMA repMUHaNbHOM MyTauum, MpU 3TOM HOHCEHC U dpenMwndT
MyTauum B 3K30Hax 2-13 accoummpoBaHbl ¢ Hanbonee TAXKENbIM TeYeHeM 3abosieBaHNA.

Llenb vccnepoBaHuA: onpenenuts KOMMeKe GakTopos, BAMALMX Ha GOPMUPOBaHME KITMHUYECKO-
ro Tuna y naumentos ¢ HO II.

Matepuansl: B uccnenosanue 6bim BroYeHbl 35 naumeHToB (6 My4MH 1 29 HeHLUMH) ¢ Helipopurbpo-
Mato3oM |l Tuna. Y Bcex nauueHToB NpoBOAWIOCH ceKBeHVpoBaHue reHa NF2 B nepudepnyeckon Kposu
Pesynbtartbl: Bonbluyto YacTb coctaBunu ciyyam de novo (29 naumeHToB; 82,8%). CpegHuii Bo3pacT
KNMHUYecKoro aebiota coctasun 15,5 neT; cpefHWii Bo3pacT noslyyYeHus nepeoro fedeHus — 21 rog.
B 4-x cnyyanx Ha MOMeHT uccnefoBaHWA Bblia HavaTa TapreTHana Tepanua 6eBaumsyMaboM. 13 na-
LIMEHTOB Ha MOMEHT K/IMHUYecKoro febota uMenu 6onee 5 MHTpa- U SKCTpaKpaHUAsIbHbIX OMyXosein.
28 cny4aeB 6b1M 06ycnoBIEHbI HOHCEHC U GperMLLMdT-MyTaumMmnaMK, 5 — MyTaLMAMK cainTa crnan-
cuHra, 1 — MucceHe MyTaumen, 1 — nHcepumen. He 6b11o HageHo cTaTUCTUYECKU 3HAUUMbIX Koppens-
LM Meay TUMOM MyTaLmMM 1 BO3PacToM KIIMHUYECKoro AebioTa Ui Bo3pacToM MoJlyyYeHns Nepeoro
nevenus. [pun 3ToM nonyyeHa NpAMan 3aBUCUMOCTb Me Y KOSIMYECTBOM OMyXosiel Ha MOMEHT Kin-
HMYecKoro gebioTa v nokanusaumel repMuHanbHon MyTaumm (oo 10 3k3oHa) (p=0,043).
3aknyeHne: M3yyeHne KIMHUKO-reHeTUYECKMX KOppenaumi y NaumMeHToB ¢ HelipodnbpoMaTo3om
Il TMNa — BaXHeNLWMIA 3Tan AnA NOHUMaHWA 6UONOrMK Mep/InHa U ero GYHKLMOHUPOBaHWA KaK ony-
xoneBoro cynpeccopa. MNonyyeHHble HaMW aHHbIe MOTYT CBUAETEIbCTBOBATb O 3HAUUTENTBHON PO
FERM-pgomMeHa MepnuHa (1-10 3K30HbI), B natoreHese HO |l u peanvsaumm NpoTMBOOMYX0eBOM aK-
TUBHOCTU Mep/vHa.

011, Mounck MapKepoB 3¢ppeKTUBHOCTU Tepanum UHrM6MTopaMm TUPO3UHKMHA3 NpU

XpOHMUYECKOM M1EJIoOMAHOM JIeliKo3e Ha 3Tarne AMarHoCTUKKU 3aboneBaHun

3.M.Agunbrepeesa', A.l Hukutun?, .M. Herno', 0.A.LWyxos®, C.A.CMupHuxuHa', E.H0.Yenbiwesa’®,

A.B.J1aBpos’, A.I TypkuHa?, C.U.Kyues'

TOIBHY «MeauKo-reHeTUYeCKUN HayYHbIi LEHTP MMeHW akageMuKa H.M.boukoBa»

2HWW Mynbmoronorum @MBA Poccim

3QIBY «HauyoHanbHbIN MeULMHCKMIA UCCNe0BaTENbCKUI LIEHTP reMaTonorim» MUHUCTepCTBa 34paBoOOXpaHeHuA
Pocewiickon ®epepatmm

E-mail: Elmira5376@gmail.com

MoturBaums u Lenu: XpoHn4ecKkuii MMenouaHbii neikos (XMJ1) — yactoe oHKoremaTosiormdeckoe 3a-
6oneBaHue, r11aBHON NaToreHeTMYeCKo 0CO6EHHOCTBI0 KOTOPOrO ABJIAETCA IKCMPECCUA XMMEPHOT 0
6enka BCR/ABL, obnapatoLyero TMpO3MHKMHA3HOW aKTMBHOCTLIO. CyLLecTByloLLan Tepanua MHrbu-
Topamu TMpo3uHKMHa3 (UTK) obnanaeT BbicoKon 3¢ deKTUHOCTLIO, oaHaKo oKono 20-40% naumeH-
TOB PE3UCTEHTBLI K MEPBOV NIMHWM Tepanuu. B cBA3M ¢ YeM, Lenblo Hallero nccnefoBaHWA ABNAETCA
BblAB/IEHME MPOrHOCTUYECKMX MapKepoB 3¢ peKrTMBHOCTU Tepanun UTK.

MeTopgbl: B nccnegosaHune BKoYeHbl 60 NaLMEHTOB C LIMTOrEHETUYECKM U MOJIEKYIAPHO-TeHeTU-
YeCKUn NoATBepHAeHHbIM AvarHo3oM XMJ1. CeKBeHMpPOBaHME 3K30Ma OMyXOseBbIX KIETOK [0 Hava-
na tepanum UTK BbinonHeHo Ha nnatdopme Illumina NextSeq® 550 Sequencing System. CornacHo
kputepmam ELN2013, B rpynny ¢ ontuMarnbHbIM oTBeToM Ha Tepanuio MTK sowwim 30 naumneHTos, 18
607bHbLIX — rpynna NauMeHToB C NpefocTeperaowyMm Npu3HakamMm pe3ucTeHTHOCTY 1 12 naumeH-
TOB — rpynna pesucTeHTHbIX K Tepanum UTK. BUonHpopMaLmMoHHBIM aHan3 NpoBOAWM, UCMOJb3YA
SnpEff (aHanus Bcex TpaHckpunTos), ANNOVAR (aHanus yacToT anneneit B EXAC, 1000G n ESP6500,
anropuTMbl NMpoBepKM GyHKUMOHaNbHoM 3HadmumocTtu SIFT, PolyPhen2, MutationTaster, FATMM,
CADD, DANN, REVEL n M-CAP) un Alamut Batch (BnvaHne Ha crnnancuHr, 6a3sbl AaHHbIX dbSNP,
ClinVar, COSMIC, HGMD Professional).

PesynbTathl: Yaanock o6HapyuTb BapuaHThl, NpuBoasAwme K notepe ¢yHKUmm (LoF), B reHax
ASXL1 v DNMT3A y 33% nauueHToB B rpynne pesncteHTHbIX K TK, KoTopble He BcTpeyanuch
y naumeHToB Apyrux rpynn. NeH ASXL1 KoavpyeT 6enokK, y4acTByOWMA B peMofennpoBaHme
xpoMaTtuHa. l'eH DNMT3A koaupyeT depmeHT [JHK-MeTuntpaHchepasy 3-anbda, KoTopbi yya-
cTByeT B MeTunmposaHun [HK. B reMonosTyeckmx CTBOMOBLIX KIeTKax MaTTepHbl METUINPO-
BaHuA, ycTaHoBneHHble DNMT3A, cnocobcTByoT AMdPepeHLMpPOBKE B pasfiviHbIe TUMbl KI1ETOK
KpOBMU.

3aKntoyeHue: B pesynbTaTe npoBefeHHON paboTsl MOXKHO MPeAmnosoKuUTb, YTO BbIABNIEHHbIE Bapy-
aHTbl reHoB ASXL T u DNMT3A MoryT ABNATLCA NPOrHOCTUYECKUMIN MapKepaMu 3G PpeKTUBHOCTH Te-
panuu UTK Ha 3Tane guarHocTuKy 3aboneBaHuA.

[012. KnuHnKo-reHeTUYECKanA XapaKTepucTUKa 60JIbHbIX C HelipofdereHepaLuuei c HaKoNIeHNeEM
}Kesnes3a B roJIoBHOM Mo3re 4 Tuna

M.A.Cnap6ep', T.[.Kpbinosa', C.A.Penuna’, H.A.lemuna', I".E.PyneHckan’, U.B.LLapkosa', A.A.LLlapkos?3*,
B.B.Kagpiwes', N.B.Kanusew?, C.A.Kopoctenes?, E.A.MomepaHuesa®, M.E.MBaHoBa®, C.B.Muxaiinosa’,
E.l0.3axapoga’, A.I0.®unarosa', M.l0.Cko6oB'

"OIBHY «MeanKo-reHeTUYeCKII HayYHbIi LIeHTp UMeHW akapeMuka H.IN.boukosay, MockBa
2MeauKo-reHeTYeCKmit LeHTp «eHomen», MockBa

3HUKN neanatpum nvenm akagemuka 10.E.Benbtuiwesa OIE0Y BO PHMMY uM. H.U.Muporosa M3 Poccun, Mockea
“UHcTuTyT 61onorum reHa PAH, Mocksa

5UeHTp eHeTVkM 1 PenpogyKTuBHoit MeauumHbl «Genetiko, MockBa

8 «OdpTansMuK», Mockea

7Poccuiickan feTckan KnnHndeckan 6onbHua OFB0Y BO PHAMY um. H.M.Muporosa Munaapasa Poccim, Mockea
E-mail: psparber93@gmail.com

MoTtuBauma n uenu: TepMUH HelpodereHepaUMA C HAaKOMSIEHNEM XKefle3a B MOJIOBHOM Mo3re 06b-
eMHAEeT nof cobow rpynny pedxkyx HEBPOSOMMYECKUX CUHOPOMOB, 06LWMM KIMHUYECKUM MpU3Ha-
KOM KoTopblx ABnAeTcA MPT KapTuMHa HaKomnieHUA Kesesa B 6a3asibHbIX FaHrIMAX FOSIOBHOMO Mo3ra.
"OMO3UroTHble M KOMMayHAO-reTeposuroTHble naToreHHble BapuaHTbl B reHe C19orf12, npusogaT
K pasBuUTUIO HerpofeHerepaumuM C HaKOMJIeHVWEM Kefle3a 4 Tuna, Tak e M3BecTHoM Kak MPAN
(mitochondrial membrane protein-associated neurodegeneration). Ha OaHHbI MOMEHT OMMCaHbI
NULWb HebosbLUMe rpynMbl NauneHToB. YacToTa 3aboneBaHUA U CNEKTP NaToreHHbIX BapUaHToOB ocTa-
€TCA Manounsy4eHHbIM.

MeTopgbl: BeinBneHne 6onbHbIx ¢ MPAN ocyLlecTBnANoch Ha 0CHOBaHUM BHYTPEHHMX 6a3ax gaHHbIX
OreHY MIHU, otoenenva MeguumHcKon reHeTuku POKB, MeguKo-reHetudeckoro ueHtpa «[e-
HoMefd» U LieHTpa FreHeTUKM U pernpoayKTUBHON MeauUuHbl «Genetiko». OyHKUMOHANbHBIN aHanu3
BapuaHTa c.193+5G>A 6bin NpoBefeH C UCMONb30BaHWEM M1a3MUOHBLIX BEKTOPOB, 3KCMpeccupyio-
LUMX MUHUreHBbI. [ToMcK naTtoreHHbIX BapuaHToB B reHe C19orf12 6bin npoBedeH ¢ UCMosib30BaHEM
NPAMOro aBTOMaTM4YeCcKoro cekBeHnpoBaHuA no CeHrepy, reHomHon [HK nauneHToB, BblgeneHHoM
n3 nepudepuyecKkon BeHo3HOM KpoBu. OLeHKa YacToTbl 3a6osieBaHWA NPOBOAMIACH C UCMOJb30Ba-
HMeM 3aKoHa Xapau-BanHbepra.

Pe3ynbtatbl: Bbino BoifBieHo 16 6onbHbx ¢ MPAN 13 Poccum 1 6nmKaiiumx 3apy6erHbiX cTpaH.
Bbino BbiABNEHO 3 paHHee HeOMMCaHHbIX NaToreHHbIX BapuaHTa. OyHKUMOHa bHbIN aHau3 rnokasar,
yTo BapuaHT ¢.193+5G>A npMBoAMT K NPOMYCcKy BTOPOro 3K30Ha ¢ $OpMMPOBaHNEM NMpexaeBpeMeH-
HOro cTon-KofoHa. MoMCK NaToreHHbIX BapuaHToB Y Tpex 60sbHbIx ¢ MPT npr3Hakamu HakonneHus
¥enesa, NoaTBepaW AMarHo3 y elle ogHoro naumeHTa. PacyeTHadA YacToTa 3aboneBaHuA cocTaBuia
1:600,000. Bbinu BoiABNEHEI 60SIbHbIE C HETUMMYHOW KIIMHUYECKOM KapTUHOMN.




Te3ncekl koHpepeHLMM

3aKntoyeHue: B pesynbTaTe paboTsl beina cobpaHa 3 no pasmepy BoibopKa 6osbHbIx ¢ MPAN B Mupe.
BrepBble 6bina oueHeHa pacyeTHas YacToTa 3aboneBaHuA. Beina npoBefeHa noapobHaA KAWMHK-
KO-reHeTUYecKan XapaKkTepucTuka 6osbHbIx ¢ MPAN.

013 UccnepoBaHue 4acToT Hac/eACTBEHHbIX HEMPONaTUii, 06yCNOBNEHHbIX MyTaLUAMU B
reHax GDAP1 v SH3TC2, B PO

A.O®.MyprasuHa*, H.C.BeckopoBaiiHbiit, M.[1.0pnoBa, 0.M.PbixkkoBa, A.B.Monskos, 0.A.LaruHa
OIBHY «MeauKo-reHeTUYeCKMUI HayYHbIM LEHTP MeHn akagemyka H.MN.boukosay, MockBa

E-mail: aysylumurtazina@gmail.com

MoTtuBaumsa: Mytaumm B reHax SH3TC2 n GDAP1 ABnsloTcA caMbiMX YacTbIMK MPUYMHAMK Hacnen-
CTBEHHbIX MOTOPHO-CEHCOPHbIX HeMponaTuil C ayTOCOMHO-PeLeccuBHBIM TWUMOM Hac/efoBaHWA
(AP-HMCH) B Mype.

Llenb: Co3gatb M NPUMEHNUTbL CUCTEMY AeTeKUMM MyTauui B reHax SH3TC2 n GDAPT gna oueHKu
BKJ1a[a AaHHbIX popM B cTpyKTypy HMCH y poccuiickmnx 60nbHbIX.

Metogbl: [NpoBedeH peTpOCMEKTUBHBIM aHaNM3 OaHHbIX MOSIHO3K30MHOro ceKBeHupoBaHuA 1034
obpasuoB [HK 60sbHbIX, 06paTUBLUMXCA 32 CEKBEHWPOBAHWEM 3K30Ma C AWMArHo3oM, OT/IMYHBbIM
ot HMCH, nyteM ¢opmupoBanusa eamHoro VCF-dainna. PaspabotaHa cucTeMa OeTeKumMn MyTauui
B reHax SH3TC2 n GDAP1, ocHoBaHHasa Ha MLPA. MpoeeaeHo nccnegoBaHue obpasyos OHK npo-
6aHgoB 13 Bbl6opKy 1596 605bHbIX.

PesynbTatbl: AHanu3 VCF-daina no reHy GDAPT nokasan 45 oTnnuni ot pedepeHcHom nocnegoBa-
TeSIbHOCTM, U3 KOTOPbIX 8 NaTOreHHbIX 1 BEPOATHO MaToreHHbIX BapUaHTOB HYKIEOTUAHOM Moc/iefo-
BatenbHocTu (BHIM) (Kawabii Ha 1 xpoMocoMe u3 2068). PacyetHas yactota GDAP1-AP-HMCH co-
cTaBuna He MeHee 0,00001416 (He MeHee 1 Ha 70 621 yenoBeK). AHanu3 VCF-daina no reny SH3TC2
BbIABMA 51 0TNMuMe oT pedepeHcHON NoCNefoBaTeIbHOCTH, U3 KOTOPbIX 5 MaTOreHHbIX U BEpOATHO
natoreHHbIx BHIM (Karabi Ha 1 xpoMocoMe 13 2068). PacueTHas Yactota SH3TC2-AP-HMCH cocta-
Buna He MeHee 0,00000557 (He MeHee 1 Ha 179 533 venosek). U3 BbiABneHHbIX BHIM oTobpaHsl My-
Taumm gnsa BraodeHna B MLPA-cuctemy: 1 BHIN reHa GDAP1T (NM_018972.4) ¢.715C>T n 4 BHIM reHa
SH3TC2 (NM_024577.4): ¢.3325C>T, ¢.1585C>A, ¢.2860C>T, c.1972C>T. B nccnenoBaHHoM BbibopKe
¢.715C>T (GDAPT) obHapyeH B FOMO3UrOTHOM COCTOAHMM Y 5 NpobaHdoB M B reTepo3UroTHOM —
y 13 npobanfos, y 9 13 KOTopkIX BbiABMEHEI BTopble BHIM MeToqoM cekBeHMpoBanus no CeHrepy. B 4
obpasuax JHK BbiABneHbl MyTaummn reHa SH3TC2 B reTepo3nroTHOM COCTOAHWM, Y OAHOIr0 601bHOr0
BblABIeH BTOpow BHI.

3aksnoyeHne: MpuMeHeHVe pa3paboTaHHOM CUCTEMbI AeTEKLUMM MyTauuii y NpobaHaoB NoATBepan-
no, uto GDAP1-AP-HMCH sBnaeTcA ogHoM 13 camblx YacTbix AP-HMCH B PO, 1 nokasano, 4to Ha Tep-
puTopun PO He NpoM30LLIO HaKoMeHNA MyTaumin reHa SH3TC2, B cBA3n ¢ YyeM SH3TC2-AP-HMCH
BCTpeyaeTcA pere apyrnx popm AP-HMCH.

[14. MoneKynsApHo-reHeTU4YecKana AnarHoctuka cuiapomMa bapae-buana v BoiaBneHune
yacToro naToreHHoro BapuMaHTa B reHe BBS7 y poccuitickux naumeHToB

M.[.0pnosa*, MN.l'yHooposa, A.B.Monskos

OIBHY «MeayKo-reHeTUYECKHIN Hay4HbIN LIEHTP MMeHW akadeMuka H.M.boukoBa», MockBa

E-mail: m.d.orlova@ya.ru

MoTuBauus u uenu: Cunapom bappe-Buans — ayTocoMHo-peLieccuBHoe 3aborneBaHve, XapakTepu-
3YI0LLEeecA OHUpPEeHUEM, NMUIMEeHTHON AereHepaLUmen ceTYaThu, NoNAAKTUAMEN, 3a0epHKOM NCuxo-
peYeBoro pasBUTUA U CTPYKTYPHLIMU MOBPEHAOEHUAMU MOYEK.

Llenbto HacTosLel paboTbl 6b110 onpeaesieHe MasopHbIX FeHOB U CreKTPa NaToreHHbIX BapMaHToB
Y POCCUMCKUX MNALUMEHTOB C KIIMHUYECKUM OMarHo3oM «cmHapoM bapge-buanax.

Bbinn UccnenoBaHbl KoavpyOLLMeE NOC/e[oBaTesIbHOCTM U MpUsieralolme UHTPOHHbIE YYaCTKU BCEX
reHoB, accoUMMpoBaHHbIX € cMHapoMoM bapae-bnana Ha HacTOALLMI MOMEHT.

MeTogbl: bbinn nccnegosaHbl 40 HepoACTBEHHbBIX NauMeHToB ¢ cuHapoMoM bappe-buansa, ocmo-
TpeHHble Bpadvamu-reHeTvkamn OTBHY «MIHLUy». Beinn nccnegoBaHbl cnefytowme reHbl: BBST,
BBS2, ARL6, BBS4, BBS5, MKKS, BBS7, TTC8, BBS9, BBS10, TRIM32, BBS12, MKS1, CEP290,
WDPCPF, SDCCAGS8, LZTFL1, BBIP1, IFT27, IFT172, C8orf37.

Pe3ynbtatbl: B pesynbTate vccnenoBaHuA yoanoch noATBEpAUTL AMArHo3 MosieKynsapHO-reHeTu-
YecKUM MeTofoM y 40% naumeHToB (n=16). MaToreHHble M BEPOATHO MaToreHHble BapuaHTbl bbin
BbIfBSIEeHbI B reHax BBS 1, BBS4, BBS7, TTC8, BBS9, BBS10, BBS12 n MKKS. Hanbonee yacTo y uc-
cnefyemMow rpynmbl NauMeHToB Bbliv 06HapyHKeHbl NaToreHHbIe U BePOATHO MaToreHHbIe BapUaHTb
B reHax BBS1, BBS7 n BBS10. Y pocCUACKMX NaLMEHTOB OETEKTUPOBAH YacTbli MaTOreHHbIN BapuaHT
¢.1967_1968delTAinsC (p.Leu656ProfsTer18) B reHe BBS7.

3akntoyeHue: CornacHo MTepaTypHbLIM AaHHBIM, MyTaumm B reHe BBS7 BcTpevatoTeay 1,5-2% 6onb-
HbIX ¢ cuHapoMoM Bapae-Buana 3 pasHbix NonynAUWi, B TO BpeMA Kak B rpyrnne pocCUMCKUX na-
LIMEHTOB MaToreHHble Y BEPOATHO NaToreHHbIe BapuaHThl B 3TOM reHe yaanock obHapyxutb B 19%
cnyyaes. MNaTtoreHHbIN BapuaHT ¢.1967_1968delTAinsC B reHe BBS7 oKkasancA caMbIM pacrpocTpa-
HEHHbIM B rpynne ucciegyeMblx HaMU NauMeHToB, HapAAy € NaToreHHLIM BapuaHToM c.27 1dup B reHe
BBS10. Pe3ynbTaThl, NpefcTaB/ieHHble B paboTe, MOKa3bIBAOT 3HAUUTESbHbIV BKaA NaToreHHbIX Ba-
puaHToB B reHe BBS7 B 3aboneBaeMocTb cvHApoMoM bapae-buana B poccuiickoit nonynaumm.

015. CneKTp MyTauuit y AeTei ¢ BpOXAEHHbIMU MOPOKaMMN PasBUTUA MOYENOJIOBOWM CUCTEMBI
pesynbTaTtaM ucciefoBaHuA, nony4veHHble MetogoM NGS

E.l"Waitxaes', B.A.PymaHuesa®*, 3.P.CabupsaHosa’®, A.l0.Masnos?, I.M.CHurupesa’

TOrAY «HMUL Heitpoxupyprv um. akag. H.H.BypaeHko» M3 Poccun, Mocksa

2QIBY «PoccuiACKMit HayUHbIV LIEHTP XMPYpPriv MeHn akaa. b.B.Metposckoro» M3 Poccun, Mockea

3QIBY «PoccuiACKMiA Hay4HbIV LIEHTP peHTreHopaauonorimy» M3 Poccun, Mockea

E-mail: eshaikhaev@mail.ru

BpoaeHHble NopoKm passutna Movenososol cncteMsl (BIMPMC) — ogHa M3 caMblX MHOMOYUCIEHHbIX
rpynn BPOXOEHHbIX aHOMaWM, BKIIOYAIOLLMX MOPAKEHME MOYEK, MOYETOUHUKOB, MOYEBOIO Ny3bIpA,
YPETPbl, @ TAaKKE MYMCKUX U HEHCKUX FreHuTanui. [lo cvx nop MHorMe acneKTbl 3TuonartoreHesa MY
OCTalOTCA MOKa HEBbIACHEHHBLIMK, @ BbIGOp Crocoba KOHCEepPBATUBHOIO U XUPYPrUYeCcKoro SIeYeHns
YacTo 3aTpyaHEeH pa3HoobpasveM NpUYMH, CUMITOMOB Y NPOABIEHUN. ToYHaA MOEHTUOMKAUMA re-
HeTnyecKor ¢opMbl BIIPMC MoKeT N03BONNTL BHOCUTL CyLLIECTBEHHbIE M3MEHEHWUA B TAaKTMKY NPOBO-
OMMOr0 JIeYeHWA: U3MeHATb 06beM U paaMKabHOCTb XMPYPrMYECKOro NleYeHus, BbibupaTb KOHCep-
BaTVBHbIE METOAbI JIeYeHWs, NPOBOAMTb MPOodUNaKTUYECKMe onepauumn, Uy BKlOYaTb NaUMeHTOB
B PaHHWUI NIUCT OXUAAHWA OJ1A TPAHCMIaHTaLUumM NMoYeK.

Llenb paboTbl: BbiAiBIEHWE FEHETUYECKOM 3TUOMOMMMN PasBUTUA NepBuYHoro MY y geten, Usyuntb Ya-
CTOTY M CMEKTP HacNeACTBEHHbIX MyTaLWii AN1A NoAX0A0B (HanpaBfieHWe) NaToreHeTUYECKOr 0 JIeYeHNA.




Te3ncekl koHpepeHLMM

Martepuansl u Metogbl: B uccnegoBaHue 6binmn BrYeHsbl 25 nauveHToB ¢ MY B Bo3spacte oT 1.5
Ao 16 net c AebloToM 3aboneBaHNA B MepBbIN IO HWU3HW, U B NocnedylolieM Habnogaowmeca
B [eTCKOM yponorndeckoM otaeneHum PHLIPP. NGS uccnenosaHve nposogunu Ha npubope MiSeq
(Illumina, CLLA).

PesynbTathl: Y Tpex naumeHToB 6binv BbIABNEHbI MATOreHHbLIE MyTaLWK, He UMEetoLLME NPAMOro O0THO-
LLEHWA K OCHOBHOMY 3aboneBaHuio: ¢.5329dupC B reHe BRCA T — accoLmmpoBaHa C BbICOKMM PUCKOM
pasBUTUA paKa MONIOYHON U paKa ANYHUKA, €.5951G>A (p.Arg1984Gln) B reHe NSDT - aBnAeTcA npu-
unHol CuHapoma CoTtoca u MyTauma c.727C>T (p.Arg243Trp) B reHe TP63, KoTopas ABNAETCA NpuUyn-
HOW CMHOPOMOB 3KToAepMasbHOM AUCNNasum, 3aa4bel rybel, skTpogakTunmm u ADULT cuHapoma.
Y NATU NaumeHToB 6bINN BbIABMEHLI MyTaLyMW acCoLMMPOBaHbIe C BPOXKAEHHBIMW aHOManMAMM Mo-
YeK 1 MoYeBbIBOAALLWMX MyTei. BeiaBneHa MyTauma ¢.1006C>G (p.His336Asp) B reHe HNF 1B, koTopaa
XapaKTepu3yeTcA KaK BEpOATHO MaToreHHadA M accoLMMpoBaHHa C PasBUTUEM CUHAPOMA MYJbTUKM-
CTO3HOM Ancnnasum noyek. O6HapyrkeHa MyTaumsa c.865G>T (p.Asp283Tyr) ¢ HEM3BECTHBLIM KNNHUYE-
CKMM 3HayeHueM B reHe EYA1. MyTtauum B reHe EYA1 accoummpoBaHbl ¢ 6paxno-oTo-peHasnbHbIM CUH-
[APOMOM, KOTOPbI XapaKTepu3yeTcA aHOMaMAMM CO CTOPOHbI Pas/IYHbLIX OPraHoB U CUCTEM, B TOM
ymcne 1 MoYeriosioBoM cucTeMbl. BeifiBieHa MyTaLmMA € HeM3BEeCTHBIM KIIMHUYECKUM 3HaYeHNeM B reHe
MYLK, nMetoLLiaa BO3MOXKHOE OTHOLLEHWE K MoTepe TOHyCa MMafKUX MblLLL, MOYETOYHUKa 1 MOYeBOro
ny3bipA. O6HapyKeHbl HenM3BecTHble MyTauumn B reHax MYHI u KIF 17, nMetoLume BO3MOMHOE OTHOLLIE-
HWe K pasBUTMIO MOSIMKUCTO3HOM B0e3HN MoYekK.

016. 3pdekTnBHocTb NGS gnarHocTUKKM Ana pasHbiX 3aboneBaHum

0.C.Fnotos"?*, M.A.®enskos’, A.C.M Motos"??, A.E.LLInkos'?, B.B.Llait', }0.A.3itcmoHT', 0.B.PoMaHoBa',

P.C.Kanuuu', A.10.PygHuk', 10.A.Bap6utos?**, A.B.Mpegeyc’, O.E.Mones’, A.l0.Jlo6eHcKas®,

T.3.MBaweHko?, M.B.Acees?*, E.A.Cepebpsrosa'?, M.E.TypkyHoBa®, E.b.BawHuHa®, M.C.banaluosa’,

H.A.Myuenko’, C.MN.Ypa3sos', A.M.CapaHa’, C.I LLlep6ak'?, B.C.bapaHoB??

'CM6 I'bY3 «"opoackas 6onbH1ua N40x, CaHKT-INeTepbypr

2QIBHY «HWUM ATuP um. [1.0.07Ta», CaHkT-Tetepbypr

3OrbOY BIMO «CaHKT-MeTepbyprckuil rocynapcTBeHHbIA yHUBEpCUTET», CaHKT-TeTepbypr,

“UHcTuTyT BroMHbopMaTHKK, CaHKT-MeTepbypr

000 «Cepbanab», CaHKT-Metepbypr

S OIb0Y BO «CeBepo-3anaaHbiit rocyAapCTBEHHLIN MeOWLIMHCKUIA YHBEpCHTET UM. .M. MeuHnKoBa» MuH3npasa
Poccumn, MockBa

7 ®rAO0Y BO Mepsbiit MIMY uMenn /1.M.Cev