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OpraHusarop KoHdepeHuun: ®epgepanbHoe rocyaapcTBeHHoe 61oKeTHoe Hay4Hoe
yupexxgeHne «MeavKo-reHeTU4MECKUMA Hay4HbIN LeHTp uMeHn akagemuka H.M.boykoBa»

[atbl npoBeaeHus: 27-29 anpena 2022 r.
 3ae3 y4acTHMKOB KoHdepeHumu: 27 anpena

» Pernctpauna yyactHmkos: 27 anpens c 10:00

» PaboTa BbiCTaBKM KOHbepeHUmMn: 27-28 anpens

Mecto npoBepeHnus: r. Cysnans, yn. JleHnHa, 45, otenb «[ywKapckana cnobopax»

MutaHue
« 3aBTpaKu BKJIIOYEHbI B CTOMMOCTbL HOMepa (pecTopaH «Ha MuHamxe»)
» Kode-bpeliku (Ha TeppuTOopUM KOHPEpeHLMN U BLICTABKMN)
 baHkeT no npurnawenuam 28 anpens B 20.00
(PoMaHoBCKui1 3an)

Beimku ob6s3aTenbHbI ANA [OCTyNa Ha TeppUTOpUIo KoHbepeHLUK, BbICTaBKM
1 opraHu30BaHHOIo NUTaHUA (8 C/Ty4ae nomepu, nomasnylticma, obpawjaimecs
Ha cmoliry peaucmpayuu)

OpraHusoBaHHbIN TpaHcdep AnA y4acTHUKOB
« K oTKpbITHio KoHbepeHUmu: 27 anpens oT /A Boksana r. Bnagumupa B 09:00
« [Mocne 3aKpbiTUA KoHdepeHUnK: 29 anpens u3 «ylwKapcKon cnobofpl»

00 /0 Boksana r. Bnagumumpa B 16:35

CanT KoHpepeHuun: ngs.med-gen.ru

KoHTaKTbl oprkomuTeTta: mgngs@med-gen.ru




CxeMa KoMnneKca «[lywKapckaa Cnobona»
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WorkShop npepactasnsaeT coboii popMy ny6mMyHOro o6y AeHUA UM OCBELLEHWA KaKWX-nMbo Bonpo-
COB 10 OMpeAeeHHOM TeMaTVKe, NP KOTOPOM BefyLMIA U OCTaslbHble YHaCTHUKN 0BMEHUBAKOTCA UH-
dopmaLmeit 1 CBOMM OMbITOM MO PeLIeHUo ToM UK MHOM NpobieMbl B aKTUBHOM o6LLeHnn. Beywmii
caM onpegenAeT yaobHbI popMaT NpoBefeHUA: paccKas, [OKMaA C NpeseHTaumeR nm ceMuHap ¢
BO3MOHOCTbIO peLleHnda 3afad. OcTanbHble YYaCTHVKM MMEOT BO3MOMKHOCTb 06LLaThLCA MO X0AYy Me-
pONpuATUA, 3a4aBaTb BOMPOCH! UMW e [eSITLCA CBOMM OrbiToM. Bpema npoBepeHna — 40-60 MUHYT.

WorkShop. Mactep-knacc no paspa6oTke u ucnosisoBaHuio TapretHeix NGS-naHenen

W.B. MepcusHoBa

Nabopatopua MonekynapHon 6uonoru HMULL AFOWN wm. [. Poravea 3aHumaetca NGS-auarHocTuKkoi Hacnea-
CTBEHHbIX 3a60n1eBaHN KPOBK 1 NaTonorum uMMyHuTeTa ¢ 2016 rofa; 3a 310 BpeMa 6bino BbinonHeHo 6onee 3500
uccnepoBaHuii. Jlabopatopua cocpeoTodeHa Ha paspaboTKe 1 MPUMEHEHUM MAKCUMaNBHO MONHOM U 3¢ dEKTMBHON
TapreTHOM ANarHOCTUYECKON NaHeny reHoB. NocneaHAA BePCUA eANHOM MMMYHONOTMYECKON W reMaToNoruieckon na-
Henm BKiioaeT 935 reHoB. B naHenb TaKie BKIIOYEHbI KIMHUYECKI 3HaYNMble HEKOAMPYIOLLMe 06N1acTy, BbinagatoLume
MpY CEKBEHMPOBAHMM 3K30MOB, Y4TEHbI Y4acTKM, MPOBAEMHbIE BCNEACTBIE BLICOKON rOMOSOMAM, U COCTABNIEH CMUCOK
KaCcTOMHbIX KOOPAMHAT «TOYEK MHTEpeca» ANA U3BECTHbIX BapUaHTOB, KOTOPbIE MOrNM Bbl BbITb NOTEPAHBI B CyYae
MpUMEHEHM CTaHAAPTHBIX GUILTPOB MO YacToTe 1 MECTOPACTONOKEHWI0 BapuaHTa. Mbl npeanaraeM obcyanTb Bo3-
MOMHOCTb CO3/iaHNA 0BLLE! POCCUICKONM OHNANH 6a3bl aHANOMMYHbIX KYPHUPYEMBIX, aHHOTMPOBAHHbIX M 06HOBNAEMbIX
KacToMHbIX NaHenei. 370 No3Bonuno bkl BbICTpee M Ka4ecTBEHHee NPOBOANTL aHa/N3 3K3OMOB U YUMTHIBATb HEOOXO-
AnMocTb fononHuTenbHbix JHK-nccnenosanmii nabopatopuaM, He MMEIOLLMM Y3KOI CrieLmani3aLmi.




[MporpamMmMa KoHpepeHLUn

B paMKax KoHbepeHLMM TpaaMLMOHHO NPOMAET HECKOJIbKO KPYT/ibiX CTOJIOB Ha pasfinyHble TeMbl. CTo-
Jlbl — 3TO MECTO AJ1A AUCKYCCUIA CaMbiX aKTyasbHbIX BOMPOCOB. Pe3y/ibTaToM 3TuX 06CYHAeHUIM CTaHo-
BATCA GOpMMpOBaHMe NpodeccroHabHbIX CO0BLLeCTB, BbIpaboTKa peKOMeHAALMIA M MHOroe Apyroe.

Kpyrnbii cton N21. MoeT nin reHeTUKa NoMoYb B MPUHATUU XUPYPrU4ecKUX peLleHnuin?

B.A. PymMaAHUeBa

KaK xvpypr MoeT 3anofo3puTh HaCNeACTBEHHYIO AUCMNa3vio coeauHuTenbHon Tkanu (HOCT), kyaa HanpasuTb 60nb-
Horo? MOMKET /1 KNMHYECKNI reHeTVK NpoBecTy AnddepeHunanbHyio aMarHocTuky cuHgpomos HOCT Ha npueme, go
HasHaueHWA reHeTyeckoro Tecta? Kak nosbicutb 3pdexTnHoCTb [HK-anarHoctkn HOCT: naHenu, 3K3oM, reHom?
KaKk noHATb, Kay3aneH v BapuaHT, eciv CTaHOapTHble MeTobl (KocerperaumoHHbii, GYHKUMOHaNbHLIA aHanu3) He
MOryT AaTb TOYHOro 0TBeTa? YT0 MOXHO caenatb, 4tobbl pesynbTatsl AHK-auarHocTuku HOCT peansHo noMoranu
xupypram?

Kpyrneii cton N22. OnbiT co3paHua nepBoi B Poccun oTKpbIToN 6a3bl AaHHbIX reHeTUYeCKUX
BapuaHToB.

[.H. XMenbKoBa

MoroBopuM B LIENIOM 0 CEKBEHMPOBaHUM BOSLLUMX NMOMYAALMOHHBIX KOrOPT, O TOM, YTO MOTOM C 3TUMM [JaHHBIMU MOXKHO
Aenatb, a YTO - HeMb3A, KaK MOMHO MPUMEHATL 3TV AaHHbIe Ha MPaKTUKe W KaKue Miochl, MAHYChI 1 BO3MOKHOCTH
pasBUTWA eCTb Y MOfJ06HBIX MPOEKTOB B Poccum.

Kpyrnbii cton N23. MNpeaBaputenbHblie pe3ynbTaThl NPOEKTa No HeoHaTaslbHOMY CKPUHUHIY C
Mcnonb3oBaHWEM 3K30MHOIo CEKBEHUPOBaHUA.

E.A. NomepaHueBa

B HMWL| A1 uM. KynakoBa npoBoamTCA 1ccnefoBaHne KIMHUYECKON LIEHHOCTH MOHO3K30MHOI0 CEKBEHWUPOBaHUA
HOBOPOMAEHHbIX. B paMKax NpoeKTa ceKBeHMPOBaHWE BLINONHAGTCA BCEM [ETAM, KOTOpbIE POAWUIUCH B LIEHTPE, U YbM
pOAMUTENN COMNAacUNMCh MPUHATL Y4YacTe B UCCNeaoBaHUM. HOBOPOMOEHHbIE, KOTOPbIM NPOBOAMTCA UCCAEA0BaHME,
pasgeneHbl Ha fge rpynmbl: 1. bes deHoTMnMYeckux ocobeHHocTel. VM NpoBoauUTCA CKPUHUHIOBOE UCCNeoBaHWe, B
paMKaXx KOTOPOro aHaNM3UpPYeTCA Hasnume Y HUX reHeTUYECKIX BapuaHTOB, KOTOpbIe NpUBeaYT B By ayLLeM K pasBuTUA
MOHOreHHbIX 3aboneBaHui; 2. C 0ocobeHHOCTAMM GeHOTUMA, CEMENHOro aHaMHe3a W pasBUTUA - 3TO Fpynne nauueH-
TOB MPOBOAMTCA AMArHOCTUYECKOM UCCNeoBaHWe C YYETOM KIMHUYECKO MHGopMaumi. Ha ceKumu, nocslleHHoN
3TOMY NPOEKTY, ByOyT AONOKEHbI NPeaBapuTeNbHbIE pe3ysbTaThl UCCNefoBaHuA, Nocne Yero byayT obeyHaeHs! BO-
npockl coobLUeHUA 0TeNbHLIX BapUaHToB B ¢opMaTe 06LLei AUCKyCCUM.

Kpyrneii cton N24. UHTepnpeTauma naToreHHOCTU peLeccMBHBIX BapuaHToB

0.A. LLlarnHa

BapuaHTbl B pefkux peLieccuBHBIX FeHaX, KaK MPaBUIbHO OLEHUTb MaTOreHHOCTb, KaKiMe KpUTEPUK WCMOSb30BaTb,
BLIHOCUTb MM HET B 3aK/IOYEHNe OfMH BApUaHT M MOXHO M WX Kyfa-To nepesectn u3 VUS? Mpu nHTepnpeTaumn
MaToreHHOCTV BapWaHTOB B PELIECCUBHBIX MeHaX BO3HWKAET Liefbii pAL TPYAHOCTEN: 1) BbIABNEHWE OAHOMO BapuaHTa
B reHe C MoAXofALMM GEeHOTMMOM: UCKaTb I BTOPOW W KaK 3T0 CAeNaTk; 2) BAapUaHT B reHe ANA KOTOPOrO OrvcaHo
1 [OMVHAHTHOE W peLiecc1BHOE HacnefoBaHue; 3) Ba HEOMMCaHHBIX paHee BapuaHTa B PeLIECCUBHOM reHe — rae
HabpaTb KpuTEpKeB, YTOBKI OHM CTanN AOBPOKAYECTBEHHBIMU WIW NaTOreHHLIMY; 4) BapuaHTbl de novo B peLieccus-
HbIX F€HaX: KaK1e KpUTEPUM MOXHO, a KaKue HeNb3A MCMoMb30BaTh U Kak OnpefeuTb LMC-TPaHC NOMOKEHNE; 4) uTo
Aenatb ecv y npobaHaa BapyaHTOB C MPU3HaKaMM MaTOreHHOCTM BONbLIE YeM HYMHO ANA PasBUTUA HONE3HN - KaK
onpeaenuTb CaMblii-caMbli; 5) MOMHO I MPKU aHanM3e 3K30MHbIX AaHHBIX MPOMYCTUTL CaMble YacTble MyTaLMK W KaKk
3T0ro U3beaT; 6) eCTb /M LaHC NP CeMetHOM aHanu3e AoKasaTh naToreHHocTb VUS B X-CLienneHHoM peLieccBHoM
reHe, B TOM YnCne ecniv NpobaHz AeBoYKa. 3TV 1 Apyrie 3a[aum 1 criocobbl 1X peLLeHns NonpobyeM ycneTb obcyanTb
B paMKax Kpyrinoro cTona.




27 anpens, cpega

c 10:00 Peructpauuma

¢ 10:30 - 12:00 [puBeTcTBEHHbLIN Kode

12:00-13:00  CaTenNUTHbIN cuMo3nyM AnbbuoreH /
pynna komnanui P-®apm

13:00-13:10  MepepobiB
I'IneHapHaH ceKuuA
Modepamopsi: M.10. Ckobnos, [.H. XMenbxosa

13:10-13:15 OTKpbITME KOHpEepeHLUn C.M. Kyues,

M.{0. CKobrios,
A.B. Jlagpos

13:15-13:40 OnbIT co3gaHus nepeoi B Poccum OTKpLITON 6asbl faHHbIX reHeTnyeckux  J.H. XMenexosa
BapWaHToB

13:40 - 14:05 KaK OTKpbITb HOBLIY FeH. ONbIT MexdyHapoaHoW Kornabopauum I.I” LpiearKosa
Mo HacNeACTBEHHBIM OMTUYECKUM HEMponaTUAM

14:05 - 14:30 Hu3Hb 6€3 KoMN/EKCoB M.I0. Crobnos

14:30 - 15:30  MepepeiB
HoBble noaxoabl B oHKoAMarHocTuke Mmetogamm NGS
Modepamopei: A.C. Llykaros, [.C. MuxalineHko
CnoHcop cekyuu 000 «KatidweH Pyc»

15:30 - 15:48 Ponb NGS B anarHoctuke cuHgpoma JiuHya A.C. LykaHos

15:48 - 16:06 Y10 MOMHO M3BNEYb U3 aHanM3a ferpagupoBaHHon PHK M.U. CopoKruH
napaduH131MpoBaHHOM OMyX0NEeBOW TKaHN?

16:06 - 16:24 MpumeHeHue pasnnuHbix nogxoaos NGS B AnarHocTuke 1 Belbope W.A. lemudosa
Tepanum npu paxe erkoro

16:24 - 16:42 MecTo NGS B AnarHocTMKe repMUHasbHbIX MyTaLmii AM. AaHuwesuy
MPU HaCNeCTBEHHbIX OHKOOMMYECKUX CUHOPOMAX

16:42 -17:00 VIHTepnpeTaLma COMaTUYECKMX MEHETUYECKMX BApUaHTOB B AETCKOM A.E. ipyti
OHKOMOrMN

17:00 - 17:15 OHroreHomuka QIAGEN - ot pyTiHbl 1 KTl 4o «BbicoKoi MoneKynapHoit  A.f0. AHukaes
KYXHN»

17:15-17:45 CpaBHeHMe HOBbIX M paHee OMy6MKOBaHHbIX PeKOMeHaLMi A.C. MuxatineHKo
M0 MHTEepPMpeTaLy OHKOreHHOCTY W TepaneBTUYECKO 3HaUMMOCTH
COMaTUYECKUX MyTaLWi B OMyX0NAX

17:45-18:15  Kode-6peiik
TapreTHoe CeKBeHupoBaHune
Modepamopsi: U1.B. MepcusHosa, 1.1 LjplzaHkosa
CnoHcop cexkyuu 000 «buoXumMak»

18:15-18:35 CpaBHWTENbHbIV aHanK3 pe3yNbTaToB CEKBEHMPOBAHMWA MEHOB PP. Canaxos

CapKOMepHbIX BEJIKOB € MCMO/b30BaHMEM TEXHOMOMMIA KOMMaHWI
Illumina n Oxford Nanopore Technology
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18:35 - 18:45 OnTMM3aLmMA NPOTOKONa CeKBeHMpoBaHWA No MeToay CeHrepy A.B. CmMupHosa
ONA «CTIOMHBIX» PErviOHOB reHOMa

18:45 - 19:00 TapreTHoe CeKBeH1POBaHMe: COBPEMEHHbIE NoaXoabl U obnacTu W.I0. Kapnosa*
npyMeHeHuA

19:00 - 19:40 MacTep-Knacc no paspaboTKe 1 1Cronb3oBaHuio TapreTHbix NGS- W.B. MepcusHosa
naHenen
MpurnaweHHble yyacTHuku: [.B. MNbAHkos, B.C. KaitMoHoB

19:40 - 21:00  [lepepbiB

21:00 - 23:00

[puBeTCTBEHHBIN BypLUET 1 NOCTepHanA ceccud. PoMaHOBCKUI 3an

* MpuHa Kapnosa - MeHedep no npodykyuu 000 «Pow [uazaHocmuka Pyc»

28 anpensa, yeTBepr

MeauumHcKan reHeTUKa
Modepamopsi: A.®. Mypma3uHa, B.A. PymaHuesa

9:00-9:20 [MprMeHeHVe NONHOreHOMHOr0 CEKBEHVPOBaHWA A4/1A BLIABNEHWA E.C. KysHeyosa
pedKvX HacneACcTBEHHbIX 3aboneBaHui

9:20 - 9:35 CTpyKTYypa 1 pasHoobpasve BPOKAEHHBIX MbILLEYHLIX AUCTPODHI M.A. Yaycosa
B Poccuiickon Oepepaumnm

9:35-9:50 Korpa NGS nepeBopaunsaet guarHos A.®. MypmazuHa

9:50 - 10:00 MpeanKTOpbI HU3KOM 3 HERTUBHOCTM MONTHOrO CEKBEHMPOBAHWA 3k3oMa  O.I” Hosocesiosa
Y NaLMEeHTOB C MOA03PEHMEM Ha HacneACTBEHHbIE POPMbI Snnencumn

10:00 - 10:40 Kpyrnbliit cTon. MoeT M reHeTMKa NoMoYb B NPUHATUM B.A. PymaHyesa

XUPYpPruveckux peLueHuin?
MpurnaweHHble yyacTHukK: M.A.Cnap6ep, U.B. KanuBey

10:40 - 11:00

Kode-6peik

BuonHpopmatnka NGS
Modepamopei: T.C. Cumarosa, @.A. KoHosanos

11:10-11:25 OnTMK3aLmA npoLiecca b1onHpopMaTH4ecKoi 06paboTku C.3. Huronaes
MOMHOreHOMHBIX faHHbIX NGS cexBeHMpoBaHuA

11:25-11:40 «AptedakrTbi» TexHonoru NGS - HaitT 1 06e3BpeauTh T.C. Cumarosa

11:40 - 11:55 BronHdopMaTMUecKre NoAXoAbl K KOHTPOSO KadecTBa AaHHbIx NGS H.A. 3ybaweHKo

11:55 - 12:05 PaspaboTka naHenelt AnA TapreTHOro CeKBEHMPOBAHMA € Y4eTOM A.E. Pomaros
HepaBHOBECHOMO CLieMeHUs

12:05-12:15 Onpegenenvie GeHOTUNA NaLMeHTa Ha OCHOBE HEMONHbIX FreHeTudeckunx  A.A. Hukozocos
[aHHbIX

12:15-12:25 Xo6oTHMLa: MCCneaoBaHWe KauecTBa MOMEKYIAPHBIX CUrHATYP 10.A. Medsedesa

12:25-12:40 ®opMrpoBaHme 6a3bl AaHHbIX FEHETUYECKUX BapUaHTOB, I’10. 3o06KoBa

BCTPEYaloLUMXCA Y YCIIOBHO-3L0POBbIX HuTeNen Poccuitckon
Qepepaunm




12:40 - 13:25

Kpyrnbiit cton. Cosganue 6a3 AaHHbIX FeHETUMECKUX BapUaHTOB.
MpurnawexHble y4acTHUKM: @.A. KoHoBanos,
B.E. PameHckui, E.A. MoMepaHueBa

[.H. Xmenvbrosa

13:25 - 14:25

lMepepbiB

MHoronuknmi NGS
Modepamopsi: M.B. [onybeHKo, A.A. by30uH

14:25-14:40  CexBeHnpoBaHMe 242 KNMHUYECKM BaMHBIX FEHOB B POCCUICKOM B.E. Pameticruti
nonynAuuu 13 ViBaHoBCKoM obnacTu

14:40 - 14:50 AHanM3 KNMHUKO-reHETUYECKMX 0COBEHHOCTEN NaLMEHTOB € cuHApoMoM  A.E. MocmpuaaHsb
yonMHeHHoro uHTepeana QT B CMbMpcKoM pervioHe

14:50 - 15:00 EBponelickie LKanbl NONMreHHOro pUcKa apTepuanbHom runepteHsun: — A.C. JlumoHosa
BOCMPOU3BOAMMOCTb Y HuTenen LieHtpanbHoi Poccun

15:00 - 15:10 OueHKa ypoBHA MeTUIMPOBaHWA MofceMeicTB peTpoTpaHcrnosoHa LINE- B.B. [emeHesa
1: LTHS v L1PA2 B nnaueHTe
nepBoro TpUMecTpa bepeMeHHOCTH

15:10 - 15:20 MakeT RMetSeq ana 06paboTKM TapreTHOro YyBCTBUTENBHOMO A.A. 3apybuH
K METUIMPOBAHMIO PECTPUKLIMOHHOIO CEKBEHMPOBAHWA

15:20 - 15:30 CocefiHue C Onyxosbio «HOPMarbHble» TKaHW HacneayloT onyxonesble  A.A. By3duH
3KCMPECCUOHHbIE CUrHATYPbI

15:30 - 15:37 [MonHOreHoMHoe CeKBEHMPOBaHWE B AMArHOCTUKE Hacne[CcTBEHHOrO M.B. MaKaposa
paKa MOJI0YHO Hese3bl Y POCCUICKUX NaLMEHTOB

15:37 - 15:44 ["eHeTYecKan reTeporeHHOCTb OCTPLIX JIEMKO30B C NepecTpoKoi E.A. 3epraneHxosa
t(10;11)(p12;g21)/PICALM:MLLT10 y geTeit

15:44 - 15:51 CneKTp repMUHanbHbIX MyTaLMin B OHKOACCOLMMPOBaHHBIX MeHax B.B. CemeHosa
y NaLVeHTOB [ETCKOro W IOHOLLIECKOro BO3pacTa C OrnyXoNifAMW Mo3ra

15:51 - 15:58 CvHapoM OpumaHa-LLengoHa BcnepcTame HecbanaHCMpoBaHHOM T.B. KomaHosa
TpaHcnokaumm 46,XX,t(9;20)(g33.3q34.3;p13)

15:58 - 16:05 BapuaHTbI reHeTUYeCKMX HapyLLEHWI Y NALMEHTOB C CUHAPOMOM T./. AiHosa
MeviTua-Erepca

16:05-16:35  Kode-6peiik
MHTEPECHbIe ncTopuu
Modepamopei: 0.A. LLjaeura, M.0. Ckobnos

16:35-16:55 OyHKUMOHanbHan Ofyccen: KaK YCTaHOBUTb MOJEKY/IAPHBI MexaHusM  [1.A. Cnapbep
HoBoro deHoTuna?

16:55-17:10 Ecnv Bce 6bin10 Tak npocTo, To NoYeMy Tak fonro? M.B. lllaposa

17:10-17:25 [wuarHocTnyeckan oguccen: KombuHMpoBaHHoe 3HO KpoBETBOPHOM E.A. 3epraneHKosa
ThaHu (OMJT+T-KneTouHan nuMpoma)

17:25-17:40 Yepes TepHUM MONEKYNAPHO-TEHETUYECKUX METOLOB K AWarHo3y 10.B. Baxupesa

17:40 - 17:55 [opory ocuanT MAYLMIA: ONbIT AUArHOCTUKK aTUMMYHOIO CUHAPOMA A.C. MisaHosa
Petta

17:55-18:05 [MprMeHeHVe NONHOr0 CEKBEPHMPOBAHMA 3K30Ma MpK NPUBLIYHOM C.A. Asdediqux

HeBblHaLLMBaHUU GEPEMEHHOCTM
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18:05-18:15 OnbIT yCreLHoro MpUMeHeHUA CaMOCTOATeNbHOrO NepeaHanusa fastqg  4.A. Caywes
MaHesn KIMHULNCTOM

18:15-18:30 My6anKauma B peTUHIOBOM KypHane 6e3 BoeHW 1 0bMaHa 0.A. JlesyerKo

18:30-18:35  I'pynnoBas doTorpadua. PoMaHOBCKMiA 3an

18:35-20:00 [epepbiB

20:00 -23:00 lana-yxuH. PoMaHOBCKMiA 3a/, Mo NpUrialleHAM

29 anpens, naTH1Ua

OyHKUMOHanbHbIM aHanu3 NGS Haxogok
Modepamopei: A.f0. ®unamosa, 11.0. bbitKos

10:00 - 10:25

HoBanA MeTaBceneHHasA NaToreHHbIX BapuaHTOB

A.I0. ®unamosa

10:25 - 10:45

PeaKvie MoneKynApHO-reHeTYeCKe MeXaHW3Mbl NaToreHesa,
accouMMpoBaHHbIe C MOBUIBHLIMM FEHETUMECKUMM 3IeMeHTaMM
W CTPYKTYPHBIMU NEpPEeCcTPOrKaMm

WN.0. bbidKos

10:45-11:00

CucTeMa 3KCNpeccm MUHUTEHOB ANA OLIEHKM NaToreHHOCTU 3K30HHBIX
BapyaHTOB, BAWAIOLMX Ha crinaicuHr B reHe DMD

K.A. [asbideHKo

11:00-11:10

MexaHu3Mbl peann3aummn HoHceHc-BapuaHToB reHa DMD: Tak nm Bce
04eBMUOHO?

M.A. Opnosa

11:10-11:20

HepaspelLLeHHbI crlyyalt ¢ XopoLUMM FreHOM-KaHAnAaToM. HoBbIi
HacNeACTBEHHbIV CUHOPOM?

W.B. MepcusaHosa

11:20 - 11:50

Kode-6peitk

PenpoNGS
Modepamopsi: M.B. Kpeumap, B.b. YepHbix

11:50 - 12:00

MepcreKTMBLI FeHOMHBIX UCCe[0BaHUA B QUArHOCTUKE FeHETUHECKNX
HapyLUeHMit penpogyKLmmn

B.B. YepHbix

12:00-12:10

CHpMHMHF Ha HOCUTENbLCTBO: OT 683FpaHMHHbIX na60paTopr|x
BO3MOMHOCTEM K peannam KNMHWYECKOM NPaKTUKKN

M.B. Kpeumap

12:10-12:20

CpaBHWTeNbHbI aHanu3 pesynbTatos M T-A Metogom NGS B KneTKax
pasHbix 06/1acTel TPOGIKTOAEPMbI

H.N. TuHKkuHa

prrﬂble CTOJ1bl N0 Hay4YHO-NpaKTU4eCKUM BornpocaM

12:20-13:20

lMpeaBapuTenbHble pesynbTaTkl IPOEKTa Mo HeoHaTabHOMY
CKPMHUMHTY € UCMO/Ib30BaHNEM 3K30MHOI0 CeKBEHNPOBaHUA
MpurnaweHHble yyacTHuku: E. LLly6uHa, A.A. [okwyKuHa, E.P.
TonMayeBa

E.A. lNMomepaHyesa

13:20 - 14:10

MHTepnpeTauma naToreHHOCTH peLiecCUBHBIX BapMaHTOB
MpurnawenHele yyactHukK: M.A. Yaycosa, 0.A. JleueHko, M.10.
Cxobnos

O0.A. WaauHa

14:00 - 14:05

3aKpbiTne

16:35

Otbesp aBTobyCa




LLUKONA AHAJIU3A NGS OAHHbIX ONCONGS SCHOOL'22
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b
C 30 man no 3 nioHa 2022 B Mockse npoaeT BTopad WwKona aHanmsa NGS OaHHbIX B OHKOreHeTuKe
«OncoNGS School>21». OcHoBHOe HamnpaBsieHNe LUKOJ bl — 0CBOEHME HaBbIKOB M0 aHaM3y

M nHTepnpeTaunn OaHHbIX, MNoSTy4YeHHbIX Mpn NGS CeXBeHVpoBaHMn [HK naumeHToB € pasfiMyHbIMMN
oryxonesbiMn 3a6071eBaHMAMM.

Ha 370l Lwkone 80% BpeMeHu byAeT NOCBALLEHO NMpaKTuyecKon paboTe: aHanmay NGS AaHHbIX,
MOsyYeHHbIX MPY CeKBEHMPOBAHWM PA3INYHBIX MaHe el FeHoB MaLMeHTOB, MOVCKY 1 MHTeprpeTaLmm
MaToreHHbIX BApUaHTOB, M3y4eHWio 6a3 JaHHbIX 1 MHOroMy ApyroMy. B LKome Bbl CAMOCTOATENLHO
npoaHanmavpyete oKos10 coTHW NGS daHHbIX peanbHbIX CyYaeB NaLMEHTOB C LUIMPOKKMM CMEKTPOM
Pa3/MYHbIX OMyxXoneBbIX 3a60/1EBaHIA: HACEACTBEHHbIE OMyX0/eBblE CUHAPOMLI; HACNeACTBEHHbIE
OHKOJIOrMYEeCKMe CUHAPOMBI PaKa MOTOYHOW Hese3bl, ANYHNKOB ¥ TOSICTOM KULLIKK; OMyXOosielt 4eTCKOro
BO3pacTa; paKka MpeAcTaTeNlbHON ese3bl; PaKa WMTOBUOHON Hene3bl.

B KoHLe 5-1 AHeBHOr 0 Kypca by et 3K3aMeH. YcrnelHo caaBLlumje ero ciylaTenu nonyyar
cepTUdUKaThl BbinyCKHUKOB LLIKoMbI. Bo3pacTHbIX Miv Apyrnx orpaHUYeHuii 417 Y4aCcTHUKOB HET,
HO pEKOMEHOYEM 03HAKOMUTLCA C AOMOHUTENBHOM MHPOPMaLMEN yYacTHUKaM. Konnm4ecTBo MecT
Ha Lwrony — 35.

Peructpaumsa o 16 mana 2022 E E
Latbl npoBepenums: ¢ 30 MadA no 3 nioHA 2022 L -

MecTto npoBepenusa: MockBa, yn. HmkHAA CbipomATHUYecKan, a. 10, ctp. 12,5
3Ta — y4ebHbI ueHTp RMA E

Wkona npoBoAUTCA O4YHO




AHOHCbI KOHpepeHLni

AHOHCbI IPYTUX MEPOMPUATUI

B atom rogy HaMmum 3arJiaHMpoBaHo NnpoeegeHue HeCKOJIbKUX LUKOJI:

LLIkona aHanu3a NGS gaHHbIX MOHOreHHbIX 3aboneBaHuin - MGNGS School ' 22

+ 370 camas nepeas (a o cYéTy byaeT WwecTan) 6a3oBad LLKOSIA N0 0CBOEHMIO HABLIKOB
no aHanM3y 1 HTepnpeTaummn AdaHHbIX, NonyYeHHbIx Npu NGS cekBeHvpoBaHmnn JHK nauneHToB
C HacneacTBeHHLIMK 3abonieBaHuAMN. MprxoauTe.

LLikona aHanu3a NGS gaHHbIX MOHOreHHbIX 3a6onieBaHuii (MPoABUHYTLIN ypoBeHb) - MGNGS
High School * 22

«  Te, KTO yiKe 6bl11 Ha MepBOV LUKOSE UK UMEET HaBbIKM B aHanM3e AaHHbIX — 4060 NoanosaTh
Ha cneaytoLwmin yposeHs! LLkona byaeT npoxoduTs pas B Hedesto B dopMaTe oHMaiH.
YyacTHMKaM WKosbl By OyT BblOaBaThCA AaHHbIE CIIOMHBIX CTyYaeB: NMaHesell reHoB, 3K30MoB
1 reHoMoB. B KoHLe Hefenn 6yaeT NpoBOAWTLCA COBMECTHBIN Pa3bop 1 aHanm3a nostyyeHHbIX
pesy/bTaToB.

LLikona aHanusa NGS gaHHbIX B oHKoreHeTuKe - OncoNGS School * 22

+  OHKoOreHeTVKa — 3T0 OTAe/bHOe HanpaBeHVie MeareHeTUKIN CO CBOVMMM 0COBEHHOCTAMM
OrMyX0/eBbIX 3a60/1eBaHUIA: MOSIEKYIAPHOrO NaToreHesa, AMarHoCTMKK, iedeHns. 060 BCEM 3TOM
MOMHO Y3HaTb Ha LLKOJIE M0 OHKOreHeTVIKe.

LLIKona no ¢yHKUMOHaNbHOM reHoMUKe B MeAULMHCKoM reHeTuKe — School of Functional
Genomics ‘22

. KaK ouUeHWTb MaToreHHOCTb BapmaHTa? Kak 3KcneprMeHTasnbHO [oKasaTk ero NaToreHHoCTb
CaMOCTOATESbHO MM C MOMOLLbI0 Kosiner? YTo HysHO caenatb, YTobbl nccnenoBaThb
MOJeRYNAPHLI NaToreHes 3aboneBaHnA? Kak caenaTts nepsble Wark B CTOpoHy Tepanm? 060
BCEM 3TOM Ha 3TOW LUKOJe.

BpemsaA 1 MecTo npoBeaeHu1e 3Tux WKon byaeT o6bABeHo no3we. Cellyac Bbl MOMKETe 0CTaBUThL CBOIO
3afBKY Ha y4YacTve B 0HOM U3 CIedYIOLLMX LUKOS, M Mbl 3apaHee U3BECTUM Bac 0 MilaH1pyeMbIx JaTax,
¥ Bbl ByeTe MMeTb NMPUOPUTETHYIO perucTpaLmio.

OpraHusaTtopbl MeponpuaTuin — OIEHY «MeanKo-reHeTUHECKMI HayYHbI
LIeHTP MMeHn akadeMuKka H.IM. boykosa»

Moppo6Has uHdpopmaums Ha caite http://ngs.med-gen.ru




IIPePACIIONOKEHHOCTE K PaKOBLIM 3a00J1€BaHUAM Holland

Hab6op digitalMLPA pns onpepenetmns reHeTuIecknx g MRC

MRC Holland npeacTaBnset HoBbIii HAGOP AN ONPefeNeHUs TEHETUYECKUX NPeAPaACTONOXEHHOCTEN
K pakoBbiM 3a6oneBaHusam SALSA digitalMLPA Probemix D001 Hereditary Cancer Panel 1

Ha6op no3sonser onpegenstb feneumnn uam gynin- CNeACTBEHHYIO MPeAPaACMONOKEHHOCTb
Kauuu B 3K30HaX reHOB, CBA3AHHbIX C HACNEACTBEH- K paky,

HOW NPeAPACcNONOKEHHOCTbIO K TaKUM hopMam
paKa, kaK 06pa3oBaHus Onyxonei rpyam, SUYHUKOB,
TOJICTOM KNLWKM, XKENYAKA, NPEACTATeNbHOI Kefesbl,
NOKENYAOYHOI Xene3bl u MenaHome.

5 MULWeHel pas onpefeneHns MyTaHTHbIX
nocneaoBaTeibHOCTel,

3 MuweHu ans obpasua aukoro Tuna (oTpuua-

} ) TeNbHbI KOHTPONb),
370 nepBbIit HAGOP, OCHOBAHHBIN Ha TEXHONOTUN

MLPA, co3aaHHblit ans uccnegosanus metogom NGS
1 coBMeCTUMbIii ¢ nnatcopmamu Illumina.

Ha6op nossonset npoBoauTL onpeaenetue no 690
MULWEHSM B 0AHOM 06pasLie:

Onpepenenue 6onee 120 MULEHEI ANA KOH-
TPONS: BKNOYEHBI 30HAbI A5 UAEHTUDUKALMUM
06pasLoB 1 30HAbI ANA 0GHAPYKEHUs OWNOOK
UAW OTKNOHEHUIT NPU BbINONHEHUM TECTOB
digitalMLPA, Takux Kak npumecu u pparme-

® 558 MUWeHeN AN OnpeaeneHns KonuinHo- Tauus o6pasuos AHK, aktueHOCTb nurassl
CTU B reHax I0KyCOB, OTBEYAIOWMUX 33 Ha- 1 NOANMEpA3bl U CTeneHb rMBpUAN3aLNN.
Breast Ovarian Colorectal Gastric Prostate Pancreatic Endometrial Melanoma
BRCAI APC BRCA1 BRCAT EPCAM BAPT
BRCAT BRCA2 BMPRIA BMPRIA BRCA2 BRCA2 MLHT CDKN2A
BRCA2 BRIPT CHEK2 CDH1 CHEK2 CDKN2A MSH2 CDK4
BARDI1 EPCAM EPCAM EPCAM STK1I TP53 MSH6 MITF*
CDH1 MLH1 MLHT MLH1 TP53 PMS2 TP53
CHEK2 MSH2 MSH2 MSH2 PTEN
NBN MSH6 MSH6 MSH6E STKT
PALB2 PMS2 MUTYH MUTYH TP53
PTEN RADSIC PMS2 PMS2
STKN RADSID POLE* SMAD4
TP53 STKN SMAD4 STKT11
TP53 SCG5/ GREMI TP53

STKTI
TP53

Kart. Homep HasBaHne Peakuuii
D001-025R  SALSA digitalMLPA Probemix D001 Hereditary Cancer Panel 1 - 25 rxn 25
DO001-050R SALSA digitalMLPA Probemix D001 Hereditary Cancer Panel 1 - 50 rxn 50

D001-100R  SALSA digitalMLPA Probemix D001 Hereditary Cancer Panel 1 - 100 rxn 100

3A0 «buoXnmMak»
119192, MockBa, JJIoMOHOCOBCKMIN MpOCneKT, Aom 29, kopnyc 1
TenedoH: (495) 647-27-40; e-mail: pcr@biochemmack.ru

EMOXIMMAK . www.biochemmack.ru



Habopbl 1 nanenn QlAseq
Bbronndpopmatuka

Bce pewenus ans NGS,
koTopble Bam Hy>XHbl,

ot QIAGEN

OTOBbIE U KOCTOMHbI€ TAPreTHble NaHesn

* MynbtumopansHbie nanenu (JHK+PHK)

* DK30Mbl

* Habopbl ansi nonHOreHoMHbIX 6146111401#

M3 eAUHUYHBIX KNEeTOK M BHekneTouHon JHK

* ApanTepbl U MHOEKCHI AN PA3IMYHBIX
NGS-cekseHatopos

* [MaHenu ansa asnUreHeTMKn U MeTareHOMUKU

—— Sampl

3akas u F qiag giagen.com | +7 499-7&-15-56
00O «Kaitmxen PYC», Mockea, Mpeckenckas Hab., a.6, ctp.2, od. 5001 | caittei: giagen.moscow, giagen.com
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BU3yanu3aLMM U pacyeTa aKTUBALIMU MO IKCMPECCUOHHBIM AaHHBIM 42
3onomosckaa M.A., Tkaves B.C., 'ypbaHosa A.A., CumoHos A.M., Paeackud MM., E¢umos B.B., Cexaqesa M./,
lapara A.B., bopucos HM., Ky3emur [].B., CopokuH MM, By3duH A.A.

IK30MHOE CEKBEHUPOBaHME B KOMMNEKCHOM ANArHOCTUKE FreHeTUYECKH
o6ycnoBneHHbIX popM MyHCKoro becrnoaua 43
Cornososa O.A., Poirkkosa 0.1, OnapuHa H.B., YepHbix B.b.

CepBMC Mo NOMCKY pacrpocTpaHeHHbIX GapMaLeBTUYECKMX NPenapaTos Mo U3BECTHbIM
COMaTU4ECKWUM MapKepaMm B CONMAHBIX U reMOMOo3TUYECKMX OMyXOoNsAX A
Kynemur HA., ®ediowkuHa U.B., Mopbayes A.10., LLlezadi 1.8., KanpuH A.4.

AHanus nyTei, CBA3AHHbIX C 3MUTENaNbHO-Me3eHXMMaJlbHbIM NepPexoaoM
U YCNOBUAMM MUMOKCUM, Y NaLMEHTOK C KapLMHOMOW MOJIOYHON HKeslesbl 45
bposkuHa 0./, KOcybanuesa M., Xodbipes [.C., HukumuH A.I".

PeKOoHCTpYKUWMA reHHOM CeTH LM30dppeHUn AS1A NMOUCKA FreHOB-MULLEHEN
NeKapcTBEHHbIX BO3AENCTBUN 45
LoxosH A.10., ['nyweHro M.B., Opnos (0./1.
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YCTHbIE AOKJT1AAbI

OnbIT co3aaHusa nepeoi B Poccun oTKpbITON 6a3bl AaHHBIX FeHETUMECKMX BapMaHTOB
Xmenbkosa [1.H.™, Bap6utos 10.A.2%, MomepaHuesa E.A.!, CnenuyeHkos A.B.?, 3y6aweHko H.A.', MupoHoBa
W.B.', KaitmoHos B.C.', Mpepeyc A.B.2

'AQ «LI'PM «eHeTnKO», MocKBa

%000 «Cepbanab», CaHkT-TMeTepbypr

*WHeTuTyT BronHpopMaTukm, CanKT-MNeTepbypr

E-mail: khmelkova@genetico.ru

MoTtuBauma 1 uenu: HecMoTpA Ha ycnexv B peanvsaumy MaclwTabHbIX MeAyHapOAHbIX MPOeK-
TOB MO CO3[aHWI0 MOMYNALUMOHHBLIX 633 AaHHBIX, AaHHLIE MO YacToTe BapMaHToB B nonynAauum PO
Ha KpYMHbIX BbIGOPKax A0 CUX Nop He bbinn ony6aMKoBaHbI.

MeToabi: B Bbi6opKy Bowwio 6096 o6pasLoB, ceKBEHMPOBAHHbBIX B PaMKax MOJSTHOro/KMHUYECKOr 0
3K30Ma (4819/1277 obpasuos) B nabopaTopuax MeHeTuKo (4075 obpasuos) n Cepbanab (2021 obpa-
3e). 5276 obpasuoB 6b110 MONYYEHO OT MaLMEHTOB C MOAO3PEHNEM Ha MOHOTeHHoe 3abosieBaHue,
820 06pasLoB — OT YC/I0BHO 340POBbLIX JOHOPOB.

PesynbTarbl: AHanu3 gaHHbIX Mo obpaslaM, CeKBEHMPOBaHHLIM B ABYX JlabopaTopuaAx, bbin ocy-
LLeCTB/IEH C MOMOLLbI0 eAnHOro 6uonHpopMaTyeckoro navnnanHa. beina ocylwlectsneHa ¢unb-
TpaumA obpasLoB Mo rnybyHe MOKpPbLITUA, NapaMeTpaM KayecTBa U BEPOATHON CTEMeHW poAacTBa.
B pesynbTate ¢punbTpaumm B BeibopKe ocTanock 5268 obpasuos. OunbTpauyaA BapuaHToOB OCYLLEeCT-
B/IANIACh TAKKe Mo MoKasaTenAM MoKpbITUA U KadecTBa. CyMMapHo 6bino BeiABneHo 2 092 456 Ba-
puaHToB, U3 HMXx 509 409 - HoBble, paHee He On1CaHHble BapuaHTbl. Bbinn BbiABAEHbI NaToreHHbIe
1 BEPOATHO MaToreHHble BapuaHTbl B MOPOUAHLIX FeHax, YacToTa KOTOPbIX CTaTUCTUYECKN 3HAYMMO
MnpeBbilLasna 4YacToTy B KOHTPOJLHOW MOy IALMOHHON BeiIbopKke gnomAD.

3aknwyeHune: baza gaHHbIX FEHETUYECKMX BapUaHTOB U KX MOMYNALUMOHHBLIX YacTOT B POCCUICKOM
nonynAuumn beina onybnvKoBaHa B OTKPLITOM JOCTYMe Mo afpecy rused.ru.

OnTUMM3auuA NPOTOKOJNIa CEKBEHUMPOBaHUA Mo MeToAy CeHrepy ANA «CNOMHbIX» PerMoHoB
reHoMa

CmupHoBa A.B.™, llapuHa [.A.', ukpeseukasa C.0.!, LUubynbckan [.C.', LLlep6akosa H.B."
Mosonouxaa U.C.!

"HayuHo-1ccneoBaTesNbCKMit KIMHUYECKUIA UHCTUTYT NeauaTpui UMeHn akagemuka 10.E. BenbTuwesa, Mocksa
E-mail: dudko.a@pedklin.ru

MotuBauua u uenu: Banmpauma reHeTUYECKMX BapUaHTOB C MOMOLLbIO CEKBEHUMPOBAHWA MO METO-
ay CeHrepa ABNAETCA OAHUM M3 Hanbosiee BaXHbIX LIAroB MpyY YTOYHEHWW NaTOreHHOCTU BapuaHTa.
Llenbio Hawel paboTbl cTana paspaboTKa ONTUMAsbHOMO MPOTOKOJSIa CEKBEHMPOBAHMWA M0 MeToay
CeHrepa, AnA Banupaumy Tex BapuaHToB, 06HapyeHHbIe NMpy aHanuse/nepeaHanvse aaHHbIx NGS,
KOTOPbIe PacrosiaraloTcA B C/IOHHBIX PErMOHax reHoMa.

MeTogbi: Cpean MHOXKeCTBa FeHETUYECKMX BapUaHTOB, MPeACTaBNeHHbIX ANA BaMAALMN CEKBEHU-
poBaHueM o MeTody CeHrepa B Halei nabopatopuu 6binv oTobpaHbl BapuaHThl B reHax COKN1C,
FOXC2, KCNHZ, nocnefoBaTeslbHOCTU KOTOPbIX XapaKTepu3yloTCA BbICOKMM 3HaYeHeM GC-cocTaBa
(70% w BbiLwE), HANMYMEM BOJIBLUMX Y4ACTKOB MOBTOPOB W MOIMHYKNEOTUAHBIX TPAKTOB.
PesynbTartbl: Mpu noncke npaiMepoB oT6upanuch napbl ¢ 6onee BbICOKOM TeMMepaTypoi OTHUra,
B AunanasoHe 69-83° (In-Silico PCR). Mpu 3TOM UrHOpMpoBanuch BTOPUUHbIE CTPYKTYPbI OJIMIFOHYKIIe-
0TMAOB, NMpeAcKasaHHble KoMrbloTepHbIMM anroputMami (OligoAnalyzer Tools). Take npoBogunca




MOUCK OMTUMaNbHON MoANdUKALMN PeaKLIMOHHOM cMecK aMnaMduKaumm nyteM fobaBneHVA creum-
anbHbIX KOMMOHEHTOB (bopmamua, 6etanH, DMSO 1 op), a TakKe BapbMpoBaHUEM 3HAYEHWUI KOHLIEH-
Tpauwit fAaHHbIX KoMroHeHToB. MporpamMa MUP gna HapaboTKM MHTepeCyIoLLero y4acTa BKoyana 5
MUH feHaTypaumumi npy 95°, 3Tan oTura npaimMepos - 40 ceK Npu MHOMBUAYaNbHOWM pacyeTHoM TeMre-
paType AnA Ka40M Napbl NpaiMepoB W 3Tan 3M10HraLmu, B TedeHun 1 MUH npu 72°. MpoToKon TepMu-
Hupytowwer MLP Brntouan atan uHuummpyioLeit aeHatypaumm (1 MuH npu 95°), nanee 36 UWKIOB OeHa-
Typaumu - 30 cek npu 96°, oTur npaiimepos - 30 cek npu 50° 1 3Tan anoHrauum npu 60°, 4 MUHYTHI.
B pesynbTate Aanee 6binv nonyyeHsb poperpamMmel € Moc/Ie[0BaTENIbHOCTLI0 HTEPECYIOLLVX PErMOHOB.
3akswyenue: C TpygHOCTAMM BanuaLmm MyTaLmii B C/IOHKHBIX PErMOHaX CTaNKMBAOTCA MHOMECTBO
nabopaTtopuit. 3To MOET NPUBOANTL K TOMY, YTO BBIBOA O CErperaumm AaHHbIX BApUMaHTOB ¢ 3abone-
BaHWeM cAenaTtb HEBO3MOXKHO B MOJIHOM Mepe, YTO B CBOIO 04epefb NPVMBOAWT K NoTepe noTeHumanbs-
HO Kay3aTMBHbIX BapuaHToB. OfHaKo, MoAndUKaLmMm NMPOTOKoa CeKBEHNPOBaHWA No MeToay CeHre-
pa Mo3BONAKT MNPOAOIKUTL UCCIIE[0BAHNA MHTEPECHBIX, HEOMMCAHHBLIX paHee BApUaHTOB B CJIOMKHbIX
pervoHax reHoma.

MpuMeHeHMe NONHOreHOMHOro CeKBEHUPOBaHUA AJ1A BbIABNEHUA peAKUX HacneACTBEHHbIX
3a6oneBaHun

Ky3HeuoBa E.C.™, 306KoBa I".10.", BenennkuH M.C.', KpunnupbiHa A.A.", TposHosa 0.C.2, Caraipak 0.B.",
BapaHosa E.E."?

"MeauKo-reHeTYecKan nabopatopua «3BoreH», . MockBa, Poccuiickas Oedepaups

*HUKM neguatpum um. akaa. 10.E.Benbtuwesa M6OY BO PHUMY um. H/ Muporosa

Poccuitckan MeOUUMHCKanA aKafleMns HenpepbIBHOro Npodecc1oHanbHoro 06pasoBaHMa MiHICTepCTBa 34paBOOX-
paHenua Poccuickon Oepepaumu, r. Mockea, Poceuiickan Qepepauma

E-mail: e kuznetsova@evogenlab.ru

MotuBaums u uenu: OLeHUTb BKNaZ NOIHOrEHOMHOrO CEKBEHMPOBAHWA B BbIABNEHNE MPUYMH HACNEACTBEHHBIX
3ab0neBaHuIi NaLMEHTOB, { KOTOPbIX PaHee reHeTUYECKWE TECTUPOBAHWA He MO3BOMNM BLIABUTL FEHETUYECKME
BapuaHTbl, CBA3aHHbIe C 3aboneBaHneM.

MeTogb!: MaumeHTaM 1 Ux poacTBEHHVKAM NPOBEAEHO MOJSIHOrEHOMHOE CeKBEHMPOBaHUe (Ha nnat-
¢dopme BGI). CerBeHnpoBaHue no CaHrepy U XpOMOCOMHbIN MKPOMATPUYHLIN aHann3 UCMob30Banu
ONA Banugaumm pesybTaTos.

Pesynbratbl: B nccnegoBaHuy npuHAnM yvactne 458 naumeHToB € MOJO3PEHNEM Ha HaCcNeACTBEH-
Hoe 3aboneBaHVe (HEpPBHO-MbllLeYHbIE 3ab60s1eBaHWA, KapaAMOMKONaThK, YMCTBEHHAsA OTCTasnocTb,
paccTpoicTBa ayTUCTUYECKOrO CMEKTPa, 3NUIIencum 1 Ap.) U 82 UX KPOBHbLIX POACTBEHHUKA A/1A Npo-
Be[IeHVA CerperaumMoHHOro aHanunsa. BceM nauneHTaM paHee NpoBOAMAUCE FTEHETUYECKUE UCCNeno-
BaHWA (BK/IOYasA NaHeM Ha YacTble MyTaluW U NMOSTHO3K30MHOE CEKBEHVPOBaHWE), KOTOpbIE HE Mo-
3BO/IW/M YCTAHOBUTb AMarHo3.

Y 371 (81%) n3 458 naumeHToB HaaeHo 644 reHeTUYECKUX BapuaHTa, ABNAILMXCA BEPOATHON Npu-
UMHoV 3aboneBaHuA: 142 naToreHHbIX M 83 BepoATHO NaToreHHbLIX BapuaHToB, 410 BapuaHTa C He-
M3BECTHOW KIMHUYECKOW 3HAUYMMOCTbI0. TakKe 06HapyHeHbl 3 KIIMHUYECKM 3HaUYMMbIX BapuaHTa 1 6
CTPYKTYPHbIX BapUaHTOB, He CBA3AHHBLIX C OCHOBHbIM AvarHo3oM. Y 87 (19%) nauueHToB reHeTu-
YecKre BapuaHTbl, CBA3aHHbIE C OCHOBHLIM 3abosieBaHWEM, He HalaeHbl. [aToreHHble 1 BepOATHO
naToreHHble BapuaHTbl, He OTHOCALLMECA K OCHOBHOMY AMarHo3y, BbIHECEHbI B 3aK/0YEHNE COrNIacHO
pexkoMmengaunam ACMG.

3aknioyeHue: [NosHOreHoMHoe CeKBEHVMPOBaHWEe NMO3BOJINIO BbIABUTL FEHETUYECKME BapuaHTbI, AB-
NALWMECA BEPOATHON MPUYMHON peKMX Hac/eACcTBEHHbIX 3aboneBaHui, y 81% naumeHToB, KOTO-
pbIM paHee Npu MOMOLUM APYTrvX FTEHETUYECKUX TECTOB He YAaoCh YCTaHOBUTbL AMArHo3.
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CTpyKTypa u pasHoobpasue BpoxAeHHbIX MbileYHbIX auctpoduit B Poccuiickoi ®epepaumm
Yaycosa M.A.™, PoikkoBa 0.11.", Yyxposa AJ1.!, MyHpopoBa M.!, 3abHeHKkoBa B.B., LLaToxuHa 0.J1.",
Yepesatosa T.B.', Opnosa A.A.", LLlaruHa 0.A.', BeckopoBaitHbiii H.C.", Monskos A.B.

'OIBHY «MeanKo-reHeTUYeCKMIA HayYHbIV LIEHTP MMeHM akaaeMuKka H.MN. Boukosax, MockBa

E-mail: zay85@mail.ru

MoTuBauma u uenu: MpoBecTn reHeTUYECKMI aHann3 cTpyKTypbl BM Ha ocHoBaHuM nccneoBaHuA
BbI6OPKM 60JIbHBIX, MPOMKMBaKOLLMX Ha TeppuTopun PO. B Poccun nogobHble nccnefoBaHWs paHee
He NPOBOAWSIUCH, U MOYyYeHHble AaHHble byayT NpeacTaBieHbl Briepsble.

Metogbl: MeTooM MPS, ¢ ncrnonb3oBaHWEM TapreTHbIX MaHesner M 3K30MHOM0 CeKBEHMPOBaHMA,
nccnefoBaHa BbibopKa HepoACTBEeHHbIX 60/IbHbIX C HAaNPaBNAOWMM AMarHo30M «BpoxaeHHas Mbl-
LWeyHaA aucTpodums/Mronatuna (286 naumeHToB ¢ MaHUbecTaumein 3aboneBaHns B Bo3pacte ot 0 o 2
ner).

PesynbTratbl: Bblin 06HapyKeHbl NaToreHHble/BepOATHO NaToreHHble BapuaHTbl, ABNAOLMECA MO-
JIeKyNAPHO-TeHeTUYeCKOol NPUYMHON 3ab0NeBaHWsA, B CliedyIoLMX reHax, OTBETCTBEHHbIX 3@ pasBu-
e BML: COL6AT (14 cnyyaes), COL6A2 (6 cnyyaes), COLEA3 (7 cnyyaes), LAMAZ (10 cnyyaes),
SEPNT1 (B 3 cnyyasx), POMGNT1 (2 cnyyan), FKRP (1 cnyyait), GMPPB (1 cnyyaid), LMNA (1 cnyyait).
[aHHoe pacrnpefeneHne NoKasbiBaeT, YTo Ha NepBOM MecTe Mo pacnpoCcTpaHEHHOCTM B Poccuiickon
Qefepauny HaxoaMUTCA Fpynna KonsareHomnaTui, cBAsaHHasa ¢ aeduumtoM KonnareHa VI Tuna.
Ha BTOpOM 1 TpeTbeM MecTax HaxoAATCA Mepo3uH - AedULMTHAA MblleyHaa aucTpodua u a-gmc-
TpOrNnKaHonaTuu. Tak e 6blIN HalgeHbl NaToreHHbIe/BepoATHO MaToreHHble BapuaHTbl, ABMAI0-
LUMecA MOmeKyNAPHO-TeHeTUYeCKOM NMPUUMHON 3a60/1eBaHNA B reHaX, OTBETCTBEHHbIX 3a pasBuUTMe
muonatuii: RYR1 (7 cnyyaes), FKBP14 (7 cnyyaes), DNMZ2 (5 cnyyaeB), TPM2 (2 cnyyan), MTMT (1
cny4aes), PLODT (1 cnyyaes), STAC3 (1 cnyyaes), KLHL40 (1 cnyyaeB), MYH2(1 cny4aes). YTto yKa-
3bIBAET Ha 3aTpyAHeHWe AMarHoCcTMKM BM[ 13-3a cXoXecTy KIMHUYECKUX MPOABIIEHUI C ApYruMM
BPOMAEHHBIMW HEPBHO-MbiLLeYHbIe 3a60/1eBaHUAMU.

3akniouenue: MNpeobnagaioweli dopmort BMI Ha Tepputopum PO ABNAIOTCA KoslareHonaTum, ceA-
3aHHble ¢ geduumToM KonnareHa VI Tuna. Yto oTamMyaeTcs oT pe3ynbTaToB, ony6/IMKOBaHHbLIX B MU-
pOBOWA NIUTepaType, XapaKTepHbIX ANA APYrux cTpaH. Hambonee onTMMasbHLIM METOOM MUCCeoBa-
HuA BM[ sBnseTcA NOWCK NaToreHHbIX BapMaHToB MeTogamm MPS,

MpeaunKTOpbl HU3KOM 3¢ GEKTUBHOCTU MNOSTHOMO CEKBEHUPOBAHMSA 3K30Ma Y NaLMeHTOoB C
nofo3peHUeM Ha HacneAcTBeHHble GopMbl anunencum
Hosocenosa 0.I"."%*, KnectoBa B.C.%, Mosonoukas U.C.3*, BukaHos PA.

'AQ «DepcT MeHeTUKC», MocKBa

?[leTcKan ropoAcKan KnnHYecKan 6onbHuua M. H.O. unatosa, MockBa

3000 «uammran [eHoMUKC», MockBa

“POCCUIACKUI HaLMOHaNbHBIA MCCNeSoBaTENbCKUI MEAULMHCKWI yHUBEpcuTeT uMeHn H. W. Tuporosa, Mocksa
E-mail: lgnovoselova@gmail.com

MoTuBauua v uenm: OI'Ipe,D,EJ'IVITb npeanKTopbI H83¢¢!EKTVIBHOCTVI MOJIHOIro CeKBeHNpoBaHUA 3K30Ma
npu narHocTuKe anunencun.

MeTtogabl: AHanM3 KIMHUYECKUX OaHHbIX U pe3ynbTaToB [OHK-amarHocTmkn MeTooM mMaccoBoro na-
pannesibHOro cekBeHMpoBaHMA 324 naumeHToB nogospeHneM Ha reHeTn4yeckn eTepMUHMpPoOBaHHYIO
anunencuio. YuntbiBanca BO3pacT Ha MOMEeHT ONArHoCTUKU U nebiota NpucTynoB, Han4yme peMmnccuu,
NMCUXOHEBPOornyecKkmnx HapymeHvM (3anep)KKa pa3BuUTUA, YMCTBEHHAA OTCTaNoCTb, KOFHUTUBHbIN
ﬂe¢VILlVIT, ayTVIBM), MOPOKOB pPasBUTUA U OpYyrux I'IOpaH-(EHVIH FONOBHOI0 Mo3ra, TMn anunencun.




Pesynbratbl: O6Lan rpynna coctosna us 51 B3pocsoro (15,8%) u 272 (84,2%) neteit, cpeaHuin Bo3-
pacTt 9,8+10,0 (0,1+55,2), cooTHoweHue no nony M(1,0): H(1,1). FeHeTuyeckan npuumHa 3abonesa-
HWA He ycTaHoBneHa B 119 (36.7%) cnyyasx, BoiABneHa B 68 (21,0%), 13 Hux: 9 (13,5%) - Bapuauum
uMcna Konui reHoB., 59 (86,8%) — ogHOHYKNeoTUAHbIE 3aMeHbl (28 paHee He onucaHHble). B 71,2%
- BapWaHTbl C JOMUHAHTHBIM TUMOM HacnefoBaHuA B 28 reHax (B 23,8% B reHe SCN1A); 17,2% - pe-
LeccmBHbIM (ADAMZ22, ARSA, DOCK7, DPYS, KCTD7, KIAA1109, MTHFR, PAH, PIGO, TPP1), 9,4% -
X-cuenneHHbIM (CDKL5, FLNA, MECP2, PCDH19). B 137 cnyyasx (42.3%) - BapuaHTbl C HEU3BECTHBLIM
3HayeHueM, 13 Hux 16 (4.9%) - B reHax c HeroJsIHOM NeHeTPaHTHOCTLI0, YHaceoBaHHbIe OT poau-
Tenei. B 121 cnyyae (35.9%) obcnenosaHve He 3aBeplueHo. Cpeay MaUMEHTOB C YCTaHOBMIEHHOM
reHeTUYecKol NMpUYMHON 3nuencum Bbille OoNA ciyyaeB ¢ gebioToM npuctynos Ao 3 net (89,1%)
1 MCUXOHEBpOsIornyecknMmn HapyeHusamm (57,4%), B CpaBHeHUM € FPyMoi ¢ oTpuuUaTesibHbIM pe-
synbtatoM OHK-guarHoctuku: 51,2% (p<0,001, OR=7,795; 95%CI 0,483+3,023) n 25,2% (p<0,001,
OR=3,990; 95%Cl 2,116+7,522) cooTBeTCTBEHHO. [10/1A MOOPOCTKOB M B3POC/IbIX BhilLe B FPyrMe ¢ He-
YCTaHOBEHHOWM NpUYNHON 3anunencuu - 48,7%, vyem cpeaun naumenTos ¢ [HK-BepnomLmMpoBaHHbIM
avarHosoM- 8,8% (p<0,001).

3aknioyeHre: MoXHO oXuMaaTb HU3KYI 3G HEKTUBHOCTb MOSIHOrO CEKBEHWUPOBAHWA 3K30Ma Npu au-
arHoCTUKe 3MUnencum y NOAPOCTKOB U B3POC/IbIX C HOPMaslbHbIMU KOFHUTUBHBIMU CMOCOBHOCTAMU
1 BO3pacToM AebroTa anunenTuYeckmx npucTynos nocne 3 ner.

OnTuMM3aumA npouecca 6MonHpopMaTUyeckoin 06paboTKKU NONTHOreHOMHbIX AaHHbIX NGS
CeKBeHUpoBaHUA
Hukonaes C.3.", XatbkoB W.E.', BogyHoBa H.A.", Capages B.B."

'MBY3 «MOCKOBCKMI KNMHUYECKMIA HayuHbil LieHTp M. A. C. JloruHosa [13M», MockBa
E-mail: s.nikolaev@mknc.ru

MoTuBauma v uenu: OLeHNTb NPUPOCT MPOU3BOANTESILHOCTY NPOrPaMMHOI0 0becneyeHus, UCrosb-
3yeMoro AnA 06paboTku AaHHbIX NGS ceKBEHMpPOBaHMA 3a CHET Napanienn3aLmnm BbIMUCTIEHUIA U Ha-
cTpoviku Java Virtual Machine (JVM).

MeTopabl: [InA nccnegoBaHuA 6binn BbibpaHbl AaHHbIE NMOSTHOrEHOMHOI0 CEKBEHUPOBaHWA C MeAnaH-
HbIM NMOKpbITeM 30X. B cpaBHUTENBHBIN aHanu3 6binm BRloYeHsl BWA-MEM, Picard MarkDuplicates
1 npunoxeHua naketa GATK: BQSR, HaplotypeCaller, GenotypeGVCFs. Pe3ynbTathl yKasaHbl B MU-
HyTax W NMPOLEHTHOM CHUMEHWUW BPEMEHW BbIMOJTHEHNA.

Pesynbrartbl: o pesynstataM cpaBHuTenbHOro aHanmsa, MarkDuplicates nokasan cHukeHue Bpe-
MeHu 06paboTku ¢ 130.2 MuHyT fo 109.9 (15.6%) 3a cyeT onTumMmsaumm JVM. BpeMa BbINoHEHMA
BQSR cokpatunocsk ¢ 380.2 MuHyT Ao 93.0 (75.5%). CaMoe 3HauuTenbHOE pasnndne Habio[anoch
B cnydae ¢ HaplotypeCaller: BpemMA o6paboTkn cokpatunock ¢ 2372.4 MuHyT Ao 405.0 (82.9%).
B cnyyae ¢ GenotypeGVCFs, BpemA aHanusa cHuausock ¢ 47.4 MuHyT fo 10.8 (77.2%).
3aksyeHune: B gaHHOM uccnefoBaHUM bbINo MOKasaHo, YTO UCMONb30BaHWE MapansieNibHbIX Bhbi-
YMCIIEHWIA 1 ONTUMM3ALMA BUONHPOPMATUYECKUX alrOPUTMOB MO3BOJIAIOT MOBLICUTL 3P HEKTUBHOCTL
06paboTkn AaHHbIX NGS ceKBeHMPOBaHWA NPV HEU3MEHHOCTU TEXHUYECKMX XapaKTePUCTUK UCMONb-
3yeMoro obopyAoBaHuA.
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BuouHdopmMaTuyecKue noaxoabl K KOHTPONIO KayectBa AaHHbIX NGS

3ybawwenko H.A.™, KopbyT A.IM.!, KanutoHosa 0.C.', LLnpokosa H.A.!, MupoHosa W.B.!, KaitMoHos B.C.",
Xmenbkosa [.H.'

'AO «LIr'PM «EHETWKO», MockBa

E-mail: zubashenko@genetico.ru

MoTtuBaumsa u uenu: OgHVMM U3 BaHbIX 351eMeHToB BHeapeHuA MeToaa NGS B pyTUHHYIO0 KNMHUYe-
CKYI0 MPaKTUKRY CITYHUT MPOopaboTKa KOHTPOJIA Ka4ecTBa UCCIe[0BaHuUA, B T.4. Ha YpoBHe 61onHdop-
MaTu4eckon 06paboTku AaHHbIX. Llenb JaHHOro uccnefoBaHWA - paspaboTka navnnanHa oLeHKK
KayecTBa AaHHbIX NGS.

Metogbi: C uenbio pa3paboTKU anropuTMa KOHTPOJIA KavecTBa 06pasLioB Bbiiv M3y4eHbl U MpoTe-
CTUPOBaHbI pPasnnyHble roToBble 6MONHGOPMaTUYECKUE PELLEHNS, U3 KOTOPbIX 6biNM BbibpaHbl Hau-
6onee 3¢ PpeKTHBHbIE M YA06HbIE B UCMOSb30BaHWW. ANropuTM 6N BannampoBaH Ha BbibopKe >5000
06pasLioB, CEKBEHMPOBaHHBIX B paMKax MOJIHOI0 3K30Ma.

PesynbTathbl: B pe3ynbTaTte npogenaHHoi paboTel 6bi1 pa3paboTaH Nno3TanHbiv NannnaiH, BKioYa-
oM B cebA OLIeHKY FyBUHBI U LUMPUHBI MOKPBLITUA, MPOLIEHTa HelesieBbIX (0 d-TapreT) MpoYTeHuI,
BEPOATHOCTM KOHTaMWHaumy obpasua vyepofHor OHK, onpegeneHuye nona v cTeneHn reteposu-
roTHocTV obpasua v Apyrue MeTpuku. MNocne Banupaumm Ha BoibopKe 06pasLoB navinnaiH 6bii BHe-
[PEH B PYTUHHYIO MPaKTWKy B nabopaTtopuu.

3aksoyeHue: PaspaboTka 61onMHopMaTUYeCcKoro nainiaHa KOHTPosIA KavecTBa 06pasLoB, BKIIO-
yarowero B cebf MHCTPYMEHTHI, 6a3npyloLLMecs Ha pasfIMyHbIX NoaxoAax, Mo3BOMIa 3HAUYUTESTbHO
YMpOCTUTb KaK OLIeHKYy KavecTBa 06pasLioB, TaK U BbiAIBNIEHNE HECTaHOAPTHLIX KeMCOoB, TPEBYIoLWMX
0c060ro BHUMaHWA Ha CTaauW MHTeprpeTaumu.

Paspab6oTKa naHenei AnA TapreTHoro CeKBeHMpPOBaHUA C Y4eTOM HepaBHOBECHOMO CLenIeHUs
PomaHos [.E."?*, CKo6nukos H.3."?

'000 «CJ1 Megukanlpyn», KpacHonap

l0xHbI GesiepanbHbIn yHUBEpCUTET, PocToB-Ha-[oHy

3KybaHCKuin rocyjapcTBeHHbI MeAULMHCKUIA yHUBEpcUTeT, KpacHomap
E-mail: rdme@ya.ru

MotuBauua u uenu: B uccnegosaHnax GWAS, Kak npaeuio, paccMaTpuBaloTcA NoaMMopduUsMbl,
OEMOHCTpYpYIOLLME HaMbBOoSbLUYIO CTeMNeHb accoumaumn. Takue nmampyowme nonMMopousMsl MoryT
BbICTYMNaTb MPOKCU-BapuaHTaMu, B TO BPEMA KaK Kay3asibHble MofiMMOpOu3Mbl OKa3biBalOTCA CLe-
MSeHbl C HAMMN.

Llenbio nccnenoBaHna 6bino onpedesieHne rpaHvL FeHOMHbBIX JIOKYCOB ANA CO3[aHWA NaHesei
K COVID-19 ¢ y4eToM HepaBHOBECHOIO CLieM/IEHNA.

Metogbi: MicxogHble faHHble B BUae vef-daiinos 6bim n3BneyeHsbl U3 Habopa AaHHbIx 1000 Genomes
30x on GRCh38 (Byrska-Bishop et al., 2021), conepaliero 3202 obpasua 13 26 nonynauui.

KapTbl HepaBHOBECHOI O CLieMeHWA 6bIm nocTpoeHsl ¢ nomolybio LDBlockShow (Dong et al., 2021).
[nAa Kawporo nogo6paHHOro yToKyca 6biin NosyYeHbl CHUMKK reHoMHoro 6pay3sepa UCSC ¢ nosuum-
AMW FEHOB N OPYrX FEHOMHBIX 3/1EMEHTOB C LiefIblo YTOMHEHMA MPaHuL IoKyca.

MosnyyeHHble 306pareHna bbivM 06beAMHEHD! C MOMOLLbI0 KOHCOMBHBIX YTUAMT ImageMagick.
Pe3ynbTtathl: Bbinm n3y4veHsbl FeHOMHbIE OKpecTHOCTM 21 nofMMopdm3Ma, [EMOHCTPUPOBaBLUEro ac-
coumaumio ¢ TaKecTblo TeveHnsa COVID-19 mnm BocnpumMumnBocTio K SARS-CoV-2 (COVID-19 HGI,
2021; Mousa et al., 2021).




Mop oKkpecTHocTbIO NosMMopdusMa noHnManca ydactok +100000 H.n. oT nosuummn nonnMopdusmMa.
"paHMLaMmM NOKyCcoB ANA CO3[aHMA NaHeNN BbICTYMNanM rpaHuLbl 6/10K0B HEPaBHOBECHOO CLierie-
HUWA, COAepHaBLUMX COOTBETCTBYIOLLMIA MOMMOPPU3M.

06Lwan anvHa oTobpaHHbIX AN1A CO34aHWA NaHenu JIoKycoB cocTaBuna 441000 H.n.

Briokun HepaBHOBECHOro cLemnneHnA AnA 06beAnHEHHON FpynMbl NOMyNALMIA, eBPOMENCKON rpymmbl
(EUR) 1 ueHTpanbHo-eBponeiickom rpynnbl (CEU) nokasanu BbICOKyt0 cTerneHb CxofcTBa Apyr € ApYroM.
MeTofvKa, NpUMeHeHHanA B UCCIe[0BaHNM, MOXKET BbITb UCMosb30BaHa A/1A pa3paboTKM HOBLIX Na-
Heslell TapreTHOro CEKBEHNPOBaHWA C YYeTOM HePaBHOBECHOI O CLIEMNIEHMA.

3aknioyeHune: HepaBHOBecHOe CLiernieHne MOMET BbICTYNaTb B Ka4ecTse AOMOJ/IHUTESIbHOro napa-
MeTpa OL|eHKM KOPPEKTHOCTN CEKBEHMPOBAHNA 0TOB6PaHHbIX JTOKYCOB.

[nA yTouHeHNA rpaHuL, JIOKYCOB MOXHO TaKMe UCMo/b30BaTh CTereHb KOHcepBaT3Ma nocneaosa-
TeNIbHOCTY.

WccnepoBaHve BbINonHeHo npu drHaHcoBorn noaadepke KybaHckoro HayyHoro goHga n 000 «CJ1
Megwukanlpyn» B pamMKax Hay4Horo npoexkta MOU-M-20.1/10.

Onpeneneuue cbeuomna nauyueHTa Ha OCHOBE HemnoJiHbIX reHeTU4eCKUX AaHHbIX

Hukorocos O.A."*, OaHunos KA.

'000 «ATtnac», Mocksa

E-mail: nikogosov.d@gmail.com

MoTtuBauma u uenu: 3a4yacTylo B pesynbTaTe 06paboTkm AaHHbIX NGS yaaeTca nonyymts MHpopMa-
LMI0 0 reHoTMnax He Bcex uHTepecytowmx SNV. HenonHoTa reHeTMYecKUX JaHHbIX MOMET CHUXaTb
TOYHOCTb MHTEpPMpeTaLUMn UK OenaTtb ee HEBO3MOXKHOMN.

Mbl noctaBunu cebe Lenb HaWTU cnocob NonyyYeHUA 0OHO3HAYHOWM MHTEprpeTaLum Mo HeroJsHbIM
reHeTMYeCKUM JaHHbIM NaumeHTa.

MeTogbi: Ha npuMepe dpapmakoreHeTUKM Knonugorpena bbinv n3yyeHbl MaTeMaTUYecKme CBOMCTBa
LIeNoYKkK 3TanoB MHTeprpeTaumu, NpuBoOAALLMX K peKoMeHaaumn. [anee npoBoAMIICA aHaIU3 3TUX
CBOWCTB C Lief1blo HalTK Te, KOTopble MO3BOJIAT MONYYUTb OAHO3HAYHYI0 PEKOMEHOALMIO B YC/TOBUAX
HEerMoJsIHOTbI FeHETUYECKMX AaHHbIX NaLMeHTa.

Pesynbratbl: Mbl 06Hapy*HUIK, YTO €CN LienoYKa 3TanoB UHTepnpeTaummn (oT Crvcka reHoTuUrnoB
[0 peKoMeHAaLUmm) — 3T0 MOC/Ie40BaTesIbHOCTb CIOPbEKTUBHBIX GYHKLMIA, TO Aae Npu OTCYTCTBUM
YacTu reHOTUMOB MaLUMeHTa MOMHO MOJyYNTb OJHO3HAUHbIM pe3ysibTaT Ha OAHOM W3 CriedyoLmx
3TanoB pacyeTa — OT NpeAcKasaHnA akTMBHOCTM LuToxpoma P450 2C19 fo Bbibopa pekoMeHAaumm
1o CTapTOBOW 403MPOBKe Knonuaorpena. 3ToT noaxod 6bin peann3oBaH NPorpaMMHoO U 3amnaTeHTo-
BaH (https://new.fips.ru/registers-doc-view/fips_servlet?DB=RUPAT&DocNumber=2754884).
3aknioveHue: OnpefeneHHble MaTeMaTUYECKMEe CBOMCTBA MHTepNpeTaLmm reHoTUMNoB nauueHTa no-
3BOMIAKOT MOSTYYUTb OJHO3HAYHOE 3aKSIloYeHMe Jaxe B C/lyYae HerosIHOThl FeHETUYECKMX AaHHbIX.

@®opmMupoBaHue 6asbl AaHHbIX FeHeTUYEeCKUX BapuaHTOB, BCTPEYaloWMNXCA Y YCIIOBHO-
340poBbIX Xutenen Poccuiickon ®epepauumn

3o6koBa I.10.'*, 3eneHoBa E.A.!, BeneHnkun M.C.!, BapaHosa E.E.!, Caraiigak 0.B.", Anb6ept E.A.2

1000 «3soreH», MockBa

2 MOCKOBCKUI QU3MKO-TEXHUYECKUIA MHCTUTYT, MocKBa

E-mail: zobkova.dna@gmail.com

MotuBauma u uenu: basbl JaHHbIX FeHeTUYEeCKMX BapUaHTOB, OCHOBaHHbIE Ha MOJSIHOreHOMHbIX UC-
cnegoBaHuAX utenen Poccuiickon @egepauum, otcyTcTyioT. Lienb — onpegeneHne YactoT reHeTu-
YeCcKMx BapMaHTOB Ha OCHOBaHMM COBCTBEHHOM 6a3sbl AaHHbIX.




Te3ncel koHpepeHLMM

MeTtogbi: [MonHoreHoMHoe cekBeHupoBaHue obpasuoB [HK, BbligeneHHon us nepudepuyeckon
kposu 8.000 ycnoBHO-300poBbIX uUTenen Poccuitckon @epnepaunn. Matepuan - nepudepuyeckan
KpoBb. O6paboTKa AaHHbIX - nannnanH GATK. O6paboTtKa vcf ¢painos gnA nogcyera vacToT - Mpo-
rpamma Plink.

Pesynbratbl: basa AaHHbIX OxapaKTepusoBaHa Ha OCHOBe MHGOPMaLWK U3 OMPOCHBIX JIUCTOB, CO-
[AeprKaLumx Borpockl 0 300POBLE W MECTE HUTELCTBA YHACTHUKOB U MX POACTBEHHMKOB. B pesyb-
TaTe npoBefeHHOro nccnenoBaHus 3a nepuog ¢ 2019 — 2022 roa onpepeneHsl YactoTsl 6onee 100
MJTH. FeHETUYECKMX BapuaHToB. [pK1 NoMcKe pasinymMin YacToT C eBPOMNeNCKUMU AaHHbIMK (gnomAD
v3.1.2) ocoboe BHMMaHWe yAenAnoch NaTtoreHHbIM BapyuaHTaM, BEPOATHO NaToreHHbLIM 1 BapuaHTaM
C HeonpeeneHHON KIMHUYECKON 3HAYMMOCTbLIO AJ1A FeHOB, acCOLMMPOBaHHbBIX C Hanbosee YacTbl-
MU HacnefCcTBeHHbIMK 3aboneBaHMAMK. OTMeYeHbl pasiMuMA B YacToTaX HEKOTOPLIX MaToreHHbIX
1 BEpPOATHO MaToreHHbIX BapuaHToB anA reHoB PAH rs62642945 (0.00001470 v 0.0006037), BRCA1
rs80357906 (0.00005879 n 0.0017247), BLM rs200389141 (0.0003676 n 0.0021559) - yacToThl B €B-
porneicKoi nonynAumm 1 6ase gaHHbIX Evogen, cooTBETCTBEHHO.

3aksyenue: MnaHnpyeTcA perynApHoe obHoBMeHWe M AopaboTKa basbl AaHHbIX C YYeTOM yBe-
NIMYEHUA KOSIMYECTBA YYACTHUKOB UCCIe[OBaHMA. YCTaHOBMIEHME YacTOT FeHETUYECKMX BapuaHToOB
YCII0BHO-3A0P0BbIX uTenen Poccuiickoin ®efepaLiin NO3BOAMT MOBbICUTL 3GPEKTUBHOCTbL ANarHo-
CTVKW LUIMPOKOIO CMEKTPa HaceACTBEHHbIX 3a60/1eBaHUI.

CeKBeHMpoBaHUe 242 KIMHUYECKU BaXKHbIX FeHOB B POCCUMCKOM nonynAuumu us MiBaHoBcKoi
obnactu

PameHckuit B.E."#*, Epwosa A.U.", 3aitueHoka M.%, Kucenesa A.B., apukosa A.A."%*, BatkuH 10.B."5,
CotHukoBa E.A.", E¢pumosa U.A.", AuBawwyk M.I".5, Kypunosa 0.B.!, Ckupko 0.M.", Mypomuesa I".A.", Benosa
0.A7, PaukoBa C.A.7, Mokpoeckasa M.C.", LanbHoga C.A.", Mewkos A.H.", pankuHa 0.M."

"HaumoHanbHbI MeAVLMHCKIA UCCIeR0BaTENbCKUA LIEHTP Tepaniv 1 NpodunakTYeckoi MeanumHsl MuHsapasa PO,
Mocksa, Poccua

*MoCKOBCKIM rocyAapcTBeHHbIi yHUBepcuTeT M. M.B. JloMoHocoBa, MockBa, Poccua

*MOCKOBCKMI U3MKO-TEXHUHYECKMIA MHCTUTYT (HaumoHanbHbIi MccnenoBaTenbckuin yHuBepcuTeT), Mocksa, Poccus
“UHcTUTYT NpobneM nepedayn uHdopMaumm uM. A.A. Xapkeaida PAH, Mocksa, Poccus

HoBocnbupcKmit rocynapcTeeHHbi YHBepcuTeT, HoBocubnpck, Poccua

PoccuicKIiA rocyapcTBEHHbIN arpapHbii yHuBepeuteT — MCXA umermn K.A. TuMmpasesa, MockBa, Poccus
"Kapavonoruuieckuit aucnaqcep, ViBaHoo, Poccus

E-mail: ramensky@gmail.com

MoTuBauma u uenun: Ha cerogHALIHWIA feHb ory6/IMKOBaHO 04eHb HEMHOMO UCCIEA0BaHMUIA, OMUCHI-
BaloLWMX pefikne unn 601e3HeTBOPHbLIE BapyaHTbl B POCCUICKOM NOMy ALK,

MeTtopabl: bbino npoBefeHo TapreTHoe ceKBEHWPOBaHWE C 6OMbLLOW FyBUHOWM MOKPLITUA 242 re-
HoB B BbibopKe 1685 wuTenen VBaHoBCKoM 0611acTu, MoOroTOBIEHHON B paMKax MHOIOLEHTPOBO-
ro HabnoaaTenbHOro UcciefoBaHUA «3NMOEMUONONVA CepAeYHO-COCYANCTLIX 3a6oneBaHNn U 1X
¢daKTopoB pucka B permoHax Poccuiickon ®epepaumnm» (3CCE-PD). BeibpaHHbIe FreHbl 0TBETCTBEHHDI
3a pasBUTMe HACNeACTBEHHbIX aTeporeHHbIX AUCIMIOEMUIA, LLeMUYECKoN 60M1e3HM cepaua, apTe-
puyasnbHOM MMNepTeH3UN, ULIEMUYECKOrO MHCYIbTa, KAPAMOMUOMNATUI U KaHanonaTui.

Pesynbratbl: [MpuMepHo 11% 13 11,876 obHapyeHHbIX BapuaHTOB He onvcaHbl paHee, 60MbLUMH-
CTBO TaKUX annenei Habio[alTCcA B 04HOM UK ABYX KonuaAX. Mbl 06HapyHUM ABa JOMUHAHTHBIX
1 BOCEMb PELIECCUBHBIX U3BECTHBLIX 60/1€3HETBOPHLIX BAPMAHTOB, NepenpeAcTaBeHHbIX B POCCUIACKON
nonynALMM No cpaBHeHWIo ¢ eBporerickoi. [inaA 28 reHo u3 cnincka ACMG59 6bin1a nosy4yeHa oLeH-
Ka 4acToTbl BCTPEYAEMOCTM U3BECTHLIX U MpearonaraeMblx 601e3HeTBOPHBIX BapyaHTOB, KOTopas




cocTaBuna npumMepHo 1.4%. [nA 3TMx BapyaHTOB Ha OCHOBE MMEIOLLMXCA KIIMHUYECKUX U BUOXMMU-
YeCKMX AaHHbIX 6bIN10 MPoM3BeAeHa NMPOBEPKa HaNIMUMA KIIMHUYECKMX MPOoABIEHUA peHoTunoB. Hamm
TaKe BblIN onmMcaHbl TPU HOBbIX YKopayMBaloWwmMx 6enok BapuaHTa B reHe APOB 1 oanH B MYH7,
HabsntoAaeMbIX y vl € rMnobeTanmnonpoTerHeMMen U rMNepTpodpuYecKoi KapaMomMmonaT1en.
3aknioveHue: NMonyyeHHble pesynbTaThl ABAAIOTCA LIeHHbIM pecypcoM ANA KIMHUYECKON MHTeprpe-
Taumm B POCCUMCKON NOMNyIALMK.

AHanus KNMHUKO-reHeTUYeCKUX 0cob6eHHOCTeN NaLUeHTOB C CUHAPOMOM YAJIMHEHHOI0
uHTepBana QT B CMbupcKoM pervoHe

Moctpuranb A.E.™, CBuHuoBa J1.1.2, HancaHosa U.}K.!, Cusues A.A.", 3apybuH A.A.!, Ckpaéux H.A.!

'HayuHo-nccnenoBaTenbCkUin MHCTUTYT MeAMUMHCKOM reHeTuku QefepanbHoro rocyAapcTBeHHOro BioMeTHoro
Hay4HOro yupermaeHna «TOMCKWIA HaLMOHaMbHbIM MCCNIeA0BaTENbCKIUN MEAULIMHCKMIA LieHTp Poccuiickol akapgemum
HayK», TOMCK

Hayy4Ho-MccneoBaTenbCKuil MHCTUTYT Kapamonorun OefepasnbHoro rocyfapCTBEHHOO BI0METHOr0 Hay4YHOro y4-
peaeHnsa « TOMCKUI HaLMOHaNbHBIA UCCNefoBaTeNbCKU MEAULIMHCKIIA LIeHTp Poccuiickoi akaaeMn HayKy, TOMCK
E-mail: postrigan.anna@medgenetics.ru

MoTtuBauus u uenu: CuHOpPoOM yanuHeHHoro uHTepsana QT - HacnedcTBeHHoe 3aboneBaHue, Npu-
UMHa KOTOpOro - MyTauuu B FeHax, Koaupyowmx cybbeanHULbl MOHHbLIX KaHanoB. eHeTu4ecKui
aHann3 CYMQT BaeH, Tak Kak AasbHenan TaKTUKa NeYeHna 3aBUCUT OT TuUNa MyTauum U reHa,
B KOTOPOM OHa JIoKanu3oBaHa. Llenbio paboTbl ABNANCA MOUCK NaTOreHHbIX FreHETUYECKUX BApUaHTOB
B reHax KCNQ1, KCNHZ2 n SCN5A y naumwerTos ¢ CYMQT.

Mertopgb!: MeHeTUYeCKMn aHann3 nposoauncA 48 nauneHTam ¢ guarHozom CYUQT 1 uneHam nx cemen
¢ noMolbio NGS. MpoaHanu3npoBaHo TpU reHa, CBA3aHHbIX C Hanbonee yacTbiMu Tvnamm CYMQT
- KCNQ1, KCNH2, SCN5A. OboralleHve Koavpylowmx peroHoB NMpoBOAUIIOCH C UCMOJSIb30BaHUEM
Habopa SureSelectXT. O6paboTKa AaHHbLIX CEKBEHMPOBaHWA NpoBefeHa C ucnosib3oBaHneM GATK.
OueHKa KIMHWUYEeCKOM 3HAYMMOCTU BbIAIBIEHHLIX BapUaHTOB MPOBOAMSIACh HA OCHOBAHUM POCCUMCKUX
peKoMeHOauMn AnA MHTeprpeTaummn AaHHbIX, nosyyYeHHbIx Metogamu NGS.

Pesynbratbl: [MaToreHeTMYECKN 3HaUMMble FeHeTUYeCcKUe BapuaHTbl Bbln 06HapyeHbl v 21 ye-
noseka. Bcero 6b1n0 BbiABeHo 16 BapuaHToB: 9 13 HUX pacrnonoxeHbl B reHe KCNQT, 4 — B reHe
KCNH2, 3 — B reHe SCN5A. 77% o6HapyeHHbIX BapuaHToB — MucceHc, 15% — npuBoaswme K casury
paMKu cunTbiBaHWA, 8% — B canTax crinancuHra. OCHOBHBIM KITMHUYECKMM NPOfB/IEHUEM CUHOPOMaA
Y HOCUTESIEN NaToreHHbIX BapyuaHToB 6b110 yanvMHeHne nHtepsana QT Ha 3K, B To e BpeMs, y Ho-
cuTenen AByX U 6onee BapUaHTOB OTMEYEHbl TaKKe CUHKOMasibHble COCTOAHWUA, MPUCTYMbI CyAopor
1 apuTMUK. Bbino TakKe NpoBefdeHo CpaBHEHWE NPOAOIKMUTENILHOCTU MHTepBana QT y aAsyx rpynn
nauueHToB. B nepayto rpynny (15 yenoBeK) BoLAM NaLMEHTLI, Y KOTOPbIX B pe3ysibTaTe MosieKynap-
HO-reHeTUYECKoro aHanusa 6binn obHapyKeHbl MyTaumn. Bo BTopyio rpynny (11 yenosek) Bownm
naumeHTbl ¢ AMarHozoM CYUQT (unv nogo3peHneM Ha Hero), Y KOTopbIX MyTaLui BbIAIBIEHO He 6bis1o.
Bbino nokasaHo, YTo NpoAoIKUTENBHOCTL MHTepBana QT B rpynne ¢ BbIABNEHHOM MyTauMen cTaTu-
CTUYECKU 3HAYMMO 60Jibliie, YeM Y NMALMEHTOB, Y KOTOPbIX MyTauuA He obHapyeHa (p<0,05).
3akntoyeHue: [TokaszaHa 3G HeKTUBHOCTb MCMOSb30BaHMA MacCOBOMO NapasnsesibHOro CEKBEHMPOBa-
HuA reHoB KCNQ 1, KCNH2 n SCN5A ona MonerkynAapHo-reHeTu4eckom gunarHoctukm CYUQT.

EBponeickue WKanbl NOIMreHHOro pUcka apTepuanbHONU rMNepTeH3MnU: BOCNpPOU3BOAUMOCTL Y
wwutenen LleHTpansHoi Poccun

JiumoHoBa A.C."™, Epwosa A.U.!, Mewkos A.H.!, Kucenesa A.B.", CotHukoBa E.A.", MokpoBckaa M.C.",
KyueHko B.A.", lapurosa A.A.", PameHckuin B.E.!, OpankuHa O.M.'




Te3ncel koHpepeHLMM

'OIBY «HaumoHanbHbI MeAULMHCKIA UCCIe[0BaTENbCKUI LIEHTP Tepanuu v NpodMUIaKTUIYECKoi MeauUMHb MUHW-
cTepcTBa 3npaBooxpaHeHna Poceuickoi Oepepaumm, Mocksa
E-mail: limonova-alena@yandex.ru

MoTtuBauusa u uenu: Llenb nccneqoBaHnA — U3yunTb BOCMPOM3BOAMMOCTb LLIKAJ FeHETUYECKOro pu-
cKa (LLIMP) apTepunanbHoi runepteHsum (AlN), paspaboTaHHbIX Ha EBPONENCKUX BbIbOpKax, Ha npeg-
CTaBUTENAX POCCUIACKOM MOMYALMM.

MeTogbl: MoneKynapHo-reHeTU4ecKuin aHanus npoeeféH c nomolbio Nextseq 550 (ILllumina, CLLA)
C NpuMeHeHVeM naHenun BKoYalowwen 975 BHI, accoummpoBaHHbix ¢ Al'. Pe3ynbTaThl ceKBEHMPO-
BaHWA aHanuanpoBanu ¢ noMouybio GATK 3.8 Ctatuctndeckni aHanus nposoaunnu B cpede R 3.6.1 ¢
MOMOLLbI0 METOJ0B PErpeccMOHHOr0 aHanms3a.

Pesynbrarthl: Mo pesynbtataM aHanusa nutepatypbl oTobpaHbl nAte LUMP Al Ehret et al, 2011 (29
BapWaHTOB HyKeoTuaHoi nocneposatesbHoctv (BHM); Ehret et al, 2016 (66 BHIM); Evangelou et al,
2018 (901 BHIM); Warren et al, 2017 (146 BHI); Pazoki et al, 2018 (314 BHIM). BocnponssogumocTs LLUMP
OL|eHEeHa C MoMOLLbIO MPeaCcTaBUTeNIbHON BIBOPKM annaeMuonormydeckoro nccnegosaHna ICCE-VBaHo-
B0 (1682 ven. 49 [39;56] neT). LUIP Al, BK/toYeHHble B aHanu3, ¢ NonpaBKoK Ha MoJsi, BO3PAacT U MUMoTeH-
3VBHYIO Tepanuio, NPOAEeMOHCTPUPOBANM HU3KYI0 NPeAcKasaTesbHYI0 CoCOBHOCTb B OTHOLLEHWM Pa3Bu-
TviA Al. V3 NATK WKan MakcMManbHbIn pesynbTaT nonyyeH ana LLUMP Warren et al, KoTopasa o6bAcHAeT
He 6onee 0,85% BapunabenbHOCTU 3HAYEHWUIN CUCTOSNIMYECKOr0 apTepUasbHOro AaBieHNs.
3akniovenue: LLIMP AlN, paspaboTaHHble Ha eBPOMENCKUX BbIGOpKax, He PeKOMeHAYEeTCA UCMO0sIb30-
BaTb 6e3 NpeABapuUTeNbHOM Banuaauum, BBUOY UX HU3KOM NpefcKasaTtesibHov crnocobHocTy ana Al
y NpeacTaBuTesIen POCCUMCKOM NOMyALMM.

OueHKa ypoBHA MeTUNIMpOBaHUA nogceMeincTs peTpotpaHcnosoHa LINE-1: LIHS uL1PA2 B
nnaweHTe nepBoro TpuMecTpa 6epeMeHHOCTH

[Oemenesa B.B.", Tonmauesa E.H.', Bacunsesa 0.10.", Muranuna [.1.!, CaxeHoBa E.A.", Hukutuna T.B.',
EpmonuHa E.A.", ®oHoBa E.A.', Jle6eges U.H.!, Bacunbes C.A.

"Hay4Ho-1ccnenoBaTesbCUiA UHCTUTYT MeMUMHCKON reHeTUKM, TOMCKUIA HaLMOHATbHBIN UCCeloBaTeNbCKUi Meau-
UMHCKWiA LeHTp PAH, . Tomck

E-mail: vikki.frizzy@gmail.com

MoTtuBauusa v uenu: AHanun3 NpodunA METUIMPOBAHNA B OTAESbHBLIX CalTax U NoJcemMencTBax pe-
TpoTpaHcrnosoHa LINE-1 B BopcyHax xopuoHa croHTaHHbIX abopTtycoB (CA) Ha ¢oHe MoBbIlLeHUA
cpegHero nHaekca Metunmposanmna LINE-1.

Metogbi: Haekc metunupoBanua 19 CpG-cantos B LINE-1 oueHvBanu B BOpCMHaxX XopuoHa Me-
OvumHcKmx aboptycoB (MA) (n=30) n CA ¢ Tpucommeit (n=75), MoHocoMumen X (n=36), HopMasibHbIM
KapvoTunoM (n=128) ¢ NoMoLLbIio TapreTHoro BUcyNbGUTHONO MaCcCcOBOro NMapasiieslbHoro CEKBEHM-
pOBaHMA € aHanM3oM oTAenbHbIX JIoKkycoB LINE-1.

Pesynbratbl: ViHOekc MeTunupoBanus LINE-1, npoaHanv3vpoBaHHbIA B CpeaHEM MO reHoMy, 6bi
Bbille B BOpcuHax xopuoHa CA Kak y o6pasuoB ¢ Tpucomuent (44,2+4,7%), Tak U ¢ MOHOCOMMEN
X (42,1£5,1%) no cpaBHeHuio ¢ MA (39,9+2,4%) (p<0,05). Ona noacemencte LTHS (xapakTepHoe
ToMbKO AnA venoBeka) u L1PA2 (pacnpocTpaHeHHoe y roMvHua) uHaekc Metunmpoanua LINE-1
6b151 MPOAHaNM3MpPoBaH B 32 XpoMocoMocreUMdUUHbLIX JTOKycaX, BbiAeneHHbIX 6MoMHGOpPMaTUYECKM
no creuMomnHecKMM oOHOHYKNEOTUAHBIM nonnuMopduaMaM. Meway cemenicteamm LTHS  un L1PA2
[aHHbIN NMoKasaTesib He oTinyanca B rpynne MA (L1HS=25,3 + 10,9 n L1PA2=21,3 + 12,8), Ho BO Bcex
Tpex rpynnax CA vHOeKc MeTUnMpoBaHUA 31eMeHToB U3 nofceMelictBa L1HS 6bin 3HauMMo Bbille
1o cpaBHeHuIo ¢ nogceMencTeoM L1PA2: HopManbHbI KaproTun (28,3 + 8,51 22,2 + 10,7), TpucomMmn
ayTocoM (28,4 + 9,21 23,1 + 11,9), MoHocomum X (26,9 + 10,6 n 21,3 + 10,5) (p<0,05).




3aknioyeHue: BrifBneHHoe paHee nosbileHVe HaeKkca MeTunuposanua LINE-1 B rpynnax CA cea-
3aHO B MepByio oYepefb C 3BOJIOLMOHHO 6onee MonoabiMu 3neMeHTamu LINE-1 13 nogcemeiictea
L1HS. 3To MOXeT NpMBOAWTL K HapYLLEHWIO PaboTbl FreHOB, PacronoeHHbIX B613u nokycos LINE-
1, aHOManvAM pasBUTUA U rMbenn aMbpUoHa.

Pab6ota nopnepraHa rpaHtom PH® N2 19-74-10026.

Maket RMetSeq ana 06paboTKu TapreTHOro YyBCTBUTESILHOE K METUJIMPOBAHUIO
PEecTPUKLMOHHOIO CeKBEHMPOBaHUA

3apy6uH A.A.™*, Cusues A.A.", ancaHosa U.}K.!, Ckpaéun H.A.

HayuHo-unccneoBaTenbCKuii MHCTUTYT MeAULIMHCKOM FeHeTVKY, TOMCKIIA HaLMOHaNbHbIA MCCNe0BaTeNbCKIUN Meay-
LIMHCKMI LieHTp Poccuinckoit akapeMun HayK, ToMcK
E-mail: aleksei.zarubin@medgenetics.ru

MotuBauua u uenm: MRE - seg-oanH n3 MeTogoB onpegeneHna metunuposanua OHK, wumeer
pAd HeOCTaTKOB, YTO MeLLaeT ero LWMPOKOMY pacnpocTpaHeHuio. Mbl npeanaraeM HoBbIM NOAXOL
K NNaHUPOBaHWIO 3KCMEPUMEHTOB M aHanu3y AaHHbiXx MRE-seq, no3Bonsiowmii UHTerpupoBaTth 3ToT
aHanus co ctaHgapTHbIM NGS-ceKBEHMPOBaHNEM KacTOMHbIX UMM 3K30MHbIX MaHesiel ¢ 30HAO0BbIM
oboraleHveM, 6e3 3HaUMTENbHOr0 PocTa 3aTpPaT Ha CEKBEHUPOBaHUe.

MeTtogbi: [1HK, o6pabaTbiBanu ynsTpassyKoM B perknmax 300 1 500 r.H. MNocne 3Toro nonoBuHY Kax-
noro o6pasua obpabaTbiany Hpall. Bce o6pasubl 66111 oboralleHbl ¢ noMolublo 3oHAoB SureSelect
Custom DNA Target Enrichment Probes (BrniouatoLume 3k30Mbl 37 reHoB o6Luen anuHon 168497 Hy-
KNeoTMO0B) U CeKBEHMPOBaHbI C UCMOb30BaHNEM ceKkBeHaTopa MiSeq. MeHoTUNMNpoBaHWe NpoBo-
avnu ¢ ucronb3oBaHveM GATKA. YpoBeHb METUNMPOBAHNA OLeHMBaNM C NoMoLLbto nakeTa RMetSeq,
ony6nuKoBaHHoro Ha github.com/alekseizarubin/RMetSeg.

Pesynbratbl: B pesynbTaTe gona uenesoi obnactu ¢ oxsatoM bonee 50x coctasun 95,9% u 95,7%
AnA HeobpaboTaHHbIX 1 06paboTaHHbLIX PecTpuKasoi obpasLoB (NpK cpeaHeM NOKpbITUKM 289 1 314
n.H.). 06beanHeHKe 3TUX 06pa3LoB U MoZdennpoBaHue ¢ NoKpbiTeM B 300 M.H. NoKasasno fosio obna-
cTv ¢ oxBaToM 6onee 50x, 96,4%. B uccnenyemoMm pervioHe naeHTMoMLUMpoBaHsl 573 caiita pecTpuk-
umm ¢ 6onee YeM 50-KpaTHLIM MOKpPbITUEM. B KOTOpbIX BbI1 ONpeaenéH ypoBeHb METUIMPOBaHUA, KO-
TopbI u3MeHsAnca ot 0 go 100% ¢ MeguaHHbIM 3HaveHneM 0.95%, UTo COOTBETCTBYET OMUOAEMOMY
3HaYeHWIo, MOCKO/bKY 60sIbLLAA YacTb 30HA0B 3aXBaThiBaeT perioHbl S3K30MOB.

3aknioyeHune: TapretHaa MRE-seq n nakeT RMetSeq no3sonAoT ogHOBpeMeHHO onpeaenaTb ypo-
BeHb MeTunupoBaHua [HK 6e3 yiepba ana KavyecTsa reHoTUNMPOBaHWA MNpY CTaHAAPTHOM CeKBe-
HMPOBaHWUM C 30H0BbLIM 060ralleHNeM.

MonHoreHoMHoe ceKBeHMpOBaHUe B AMArHOCTUKe HacNeACTBEHHOI0 paka MOJIOYHOM Kenesbl Y
POCCUMCKUX NaLIUEHTOB

Makaposa M.B.!, HemuoBa M.B.!, BapaHoBa E.E."?, Caraigak 0.B.!, Benennkun M.C.", KpuHuubiHa A.A.",
Bsaxosa M.M.?, CemeHoBa A.B.%, MankuH B.H.2, BogyHoBa H.A.%, BopoHuosa M.B.5, JaHuwesuny A.M.4,
XatbkoB W.E.%, Kannep [.10.5, CaBenos H.A 5, LLabyHun A.B.”, Ipekos [.H.”, Ne6eges C.C.7, MpoueHKo
0.H.8, Mexyesa A.0.%, Muwenko A.B.%, MpueseHues A.C.°

000 «3BoreH», Mocksa

20rboY [0 «Poccuitckan MeaULMHCKaA akafeMuA HenpepbIBHOro NpodeccuoHanbHoro obpasosanmua» MuHagpasa
Poccun, Mocksa

STBY3 «[opofcKan KNMHUYecKan oHKonoruyeckan bonbHuua N2 1 [13M», Mockea

“TBY3 «MoCKOBCKMI KNMHUYECKMI Hay4YHO-NPAKTYECKII LieHTp M. A. C. JloruHosa [13M»
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SOrBY «HMWL aHgokpuHonorm» Munaapasa Poccum, Mockea

STBY3 «MocKoBCcKan ropofickan oHKomoruyeckan 6onbHuLa N2 62 [13M»

"TBY3 «[opofickan KnnHKueckan 6onbHuLa M. C. M. BoTkuHa J3M»

®TBY3 «opofckan KnuHuueckan bonbHULa N2 40 13M», MockBa

°TBY3 «[opofckan KnuHuueckan bonbHuua uM. [. . MnetHesa [13M», MockBa
E-mail: makarova@evogenlab.ru

MoTtuBauusa u uenu: MatoreHHble repMyUHasnbHble BapuaHTel reHoB BRCA T BRCAZ2 obycnaBnuBatoT
pasBuTtHe TonbKo 15% Bcex HacneACTBEHHbIX CllyYaeB paka MosioyuHon enesbl (PMMK). BoiaBneHve
BCEX KJIMHWMYECKMN 3HAYMMBIX FreHETUYECKMX BapuaHToB (He TosibKo reHoB BRCA 1/2), accoummpoBaH-
HbIX C HacneAcTBeHHbIM PMIK, BKlovana pefikve 1 paHee He onvcaHHble, M03BOSIAET MNOBbLICUTb BbIAB-
NAEMOCTb HacNeACcTBEHHbIX cyyaes PMMK.

Metogbi: C 01.02.2021 no 01.09.2021 obcnenosaHo 280 nauMeHTOB C MNOAO3PEHMEM Ha Hacnen-
CTBeHHbIN PMMK MeTofoM nofHoreHoMHoro cekBeHnpoBaHusa (MGI, Kutait). BbisBneHHble reHeTUYe-
CKVe BapunaHTbl BanvMAanpoBaHbl METOLAOM CEKBEHUPOBaHWA Nno CaHrepy no cTaHOapTHOMY NPOTOKoNY
C WCMoNb30BaHWEM crielnduryecknx rnpanMepoB. OLeHKa NaToreHHOCTVM BapMaHTOB MpoBoAMach
cornacHo Kputepuam ACMG.

Pesynbratbl: Y 10413 280 (37%) NaumeHTOB BbiIBIIEHO HOCUTENbCTBO 129 NoTeHLMaNnbHO KIMHUYECKH
3HAYMMBIX FeHETUYECKMX BapMaHTOB, acCOLMMPOBAHHbIX C KaHLIEpOreHe3oM, U3 HUX 73 — MaToreH-
HbIX, 27 — BEPOATHO NaTOreHHbIX 1 29 — ¢ HeornpeAesieHHOM KIIMHUYECKOIN 3HauMMOocCTbto. Hanbonb-
LUee KosIM4YecTBO Bap1aHTOB BbifBMeHo B reHax BRCAZ, BRCA1, CHEKZ2, ATM, BLM. 11 n3 129 reHe-
TUYECKMX BapUaHTOB paHee He onucaHbl, U3 HUX 4 — natoreHHble: ROS1 chr6:117357996G>T, MSH6
chr2:47799947T>A, AKAP9 chr7:92097163C>T, PTCH1 chr9:95480536C>A, 7 — BepoATHO NnaToreH-
Hble: BRCA2 chr13:32355112del, BRCA2 chr13:32371074-32371075del, EZH2 chr7:148832695del,
FANCM chr14:45189241-45189242del, POLG chr15:89333247del, EGFR chr7:55174768T>C, BIVM-
ERCC5 chr13:9.102862924-102862926delTCCinsAAGCATCTA (hg38).

3aknioyeHue: MNprMMeHeHWe MOSIHOreHOMHOr0 CEKBEHMPOBaHWA Y MaUMeHToB C MpennosiaraeMbiM
HacnencTBeHHbIM PMHK no3BonAeT paclumMputs BO3MOMKHOCTY BbIABMEHUA U U3YYeHUA NOTEHLMaNbHO
KIMHUYECKM 3HAYMMBIX FfEHETUYECKUX BapUaHTOB B POCCUICKOM BbiGOPKe MaLMeHToB.
MccnepoBaHme BbiNosiHeHO Npy duHaHCoBoKW noaaepke MNpaButensctBa MocKBbI.

FeHeTM4YecKanA reTeporeHHOCTb OCTPbIX JIeMKO30B ¢ nepecTtpoikon t(10;11)(p12;q21)/
PICALM::MLLT10 y geten

3epkaneHkoBa E.A.™, BopkoBckan A.H.!, Bonukos E.B.!, Kaszakosa A.H.!, CongatkuHa 0.W.!, MaTBeeB
E.B."?, KasaHos M.[."%?, OnbwaHcKas 10.B.

'QepepanbHoe rocyaapcTBeHHoe 6GlogMeTHoe yuperaeHre «HauvoHanbHbIA MeOUUMHCKUMIA WUCCefoBaTeNbCKui
LIeHTp [IETCKOM remMaTonoriu, OHKOMOrM 1 UIMMyHOMOrM UMeHu MuTpuA PoradeBa» MuHMcTepCcTBa 30paBooxpaHe-
HuA Poccuiickoin @egepaumm, Mocksa

(DepjepanbHOe rocyAapcTBEHHOE BI0HKETHOE YUPEKaEeHIe HayKu VIHCTUTYT npobneM nepegaun MHGopMaLmy M. A.A.
XapreBuda PoccuiicKkoi akageMun Hayk, Mocksa

3CKONKOBCKMIA MHCTUTYT HayKu 1 TexHonoruiA, MockBa

E-mail: eazerkalenkova@gmail.com

MoTuBauma u uenu: TpaHcnokauma t(10;11)(p12;q14)/PICALM::MLLT10 ABnAeTcA peaKow peryp-
PEHTHO NepecTpoKol Npu ocTpbix neriko3ax (OJ1) ¢ LWMPOKUM CNeKTPOM JIMHENHON NpUHAANEKHO-
cw. Llenbto naHHoi paboTel ABUICA aHanus MoserynsapHoro npoouna PICALM::MLLT10-accoummpo-
BaHHbIX OJ1y geten.




MeTtopnbl: B uccnenosaHve sownun 36 naunenHtos (3-16 net, MeamaHa 10) ¢ anarHosamm T-0J1)1
(n=16, Mak=3:1), OMJ1 (n=16, M:2k=1,29:1) n apyrumm OJ1 (n=4, cooTHoLleHWe M:=3:1). BceM nauu-
eHTaM 6bino NpoBedeHo KapuoTtunupoBaHue 1 FISH. MonekynsapHoe npodunupoBaHve BKOYano
aHanus nonHoro TpaHckpuntoMa (NEBNext Ultra Il Directional RNA, NEB, CLLA; n=30), nonHoro
ak3oMa (Agilent SureSelect Human All Exon V7, Agilent, CLLUA; n=23) u knoHansHoro peneptyapa
nepectpoek TCR 1 IGH (n=24; Komkov et al., 2020).

Pesynbratbl: B coctaBe xumepHoro reHa PICALM::MLLT10 Toukn paspbiBa PICALM nexanu B vH-
TpoHax ¢ 17 no 19, B MLLT10 - B uHTpoHax ¢ 3 no 9. Ctpyktypa PICALM::MLLT10 6bina 6onee rete-
poreHHon y OMJ1, uem y T-0OJ1J1 (6 BapuaHToB TpaHcKpunTa NpoTus 3). MNpy aHann3e conyTcTBYOLLMX
MyTaumi (n=30) BeiABMAM OT 1 40 8 NaTOreHHbIX 3K30HHBIX COMATUYECKMX BapuaHToOB Ha obpasel,
MeaumaHa 3. Hambonee yacto 6biim 3aTpoHyThl reHbl RAS-nytn (NRAS, n=12; KRAS, n=1; HRAS, n=1),
a Take JAK-KkuHasbl (n=2), PTPN11 (n=2) n MTOR, PTEN, CDKNZ2A, TP53, BRCAT (n=1 Kaxngo-
ro). Mpu 3TOM accoumaLmmn crnexkTpa OoMnoNHUTESbHLIX MyTaLWI C IMHENHON NpuHaanexHocTbio OJ1
He Habnopanock. KnoHanksHble nepectpoikn TCR n/vnm IGH 6611 06HapyKeHbl y BCex UccnefoBaH-
Hbix T-0/11 (n=12 13 12) n y 6onblumHcTBa OMJT (n=8 13 12). MNpaKkTnyeckm Bce obpasLibl ¢ MaXKOpHbI-
MM KJIOHaMW MMein NepecTpoikiu D-Lenu, 4to roBopuT 06 1X paHHEM MPOVCXOMAEHUN.
3akniovenune: PICALM:MLLT10-accoummpoBaHHble OJ1 XapaKTepusyloTCA BbICOKOW reTeporeH-
HOCTbIO XMMEPHOr0 reHa, ManoW MyTaLMOHHOW HarpysKoW C MpevMyLLecTBEHHbIM BOBJIEYEHUEM
RAS-nyTu, a TaKKe HanuumeM KnoHanbHblx nepectpoek TCR u IGH kak B T-0J11, Tak 1 B OMJ1. Uc-
crlefjoBaHMe BbIMNOJSIHEHO 3a cyeT rpaHTa Poccuickoro HayuHoro doHaa N2 22-25-00367.

CneKTp repMUHaNbHBIX MyTaLMiA B OHKOACCOLIMMPOBAHHBIX FeHax Y NaLMeHTOB AETCKOro U
IOHOLLECKOIro Bo3pacTa C OfyXo/ifiMU Mo3ra

CemeHoBa B.B."?3*, Kosnoa B.M.', Xapuukos [.B.?, MupowHukoBa A.C.%, Jiucuua T.C.%, HyKoBcKan E.B.2,
Hacegkuna T.B.2?

"HUW peTckoit oHKkonorum v rematonorim OIBY «HMILL onkonorum um. H.H. BnoxuHa» Munagpasa Poccum
*JleyebHo-peabUnnTaLmMoHHbI HayuHbIA LeHTp «Pycckoe Mone» OTBY «HaumoHanbHbIA MeOULMHCKIUIA UccedoBa-
TE/bCKUI LIEHTP JETCKON FeMaTOoNoru, OHKOMOMM U UIMMYHOSIOM W MMeHW [MuTpua PorayeBa» MuHucTepcTBa 3apa-
BooxpaHenuA Poccuickon Oepepavmm

SMHCTUTYT MoneRynApHoi 6ronorum uM. B.A. 3Hrensrapara Poccuiickoi akagemun Hayk (UMB PAH)

E-mail: sulpiridum@yandex.ru

MotuBauua u uenu: ViccnenosaTtb CNeKTp FepMUHANBHBIX MyTaLMA B OHKOACCOLMMPOBAHHLIX FeHax
Y NaLMEHTOB OETCKOro 1 IOHOLLECKOro BO3pacTa C Pas/inyHbIMK TUNamMu oryxosnei Mosra (OM).
Metogbl: AHanu3 [OHK w3 numdountoB nepudepnyeckon KpoBW MPOBOAMIN HA CEKBEHaTopax
NextSeq500 1 NextSeq2000 Illumina ¢ ucnonb3oBaHneM naHenu 3oHaoB Kapa HyperChoice (Roche),
BKJIIOYAIOLLEN KOAMPYIOLLME y4acTKM 415 OHKoacCoLMMPOBaHHbLIX FreHoB. [1A aHanmnsa KpyrHbIx ne-
pectpoek B reHe NF 1 ncnone3osanu metog MLPA.

Pesynbrathl: B nccnegoBaHve Bowo 86 nauveHToB (40 ManbuMKoB U 46 OeBodeK, Bo3pacT oT 3
no 22 ner). bbinu BoiABNeHbI cnedyiowme Tinbl OM: actpouuTtoma (n=39), MegynnobnactoMa (n=12),
anmMHAanMoMa (N=8), rM1MoMa HKU3Koi 3/10KavecTBeHHOCTH (N=6), KpaHWodapuHrmoma (nN=2), aTununu-
Has TepaTopabgounaHas onyxosb (n=2), NHeobnactoMa (n=2), NneoMopdHas KcaHTpoacTpoLMToMa
(n=2), opyrue pegkue onyxonu (n=13). Y 10 naumeHToB 6bI 06HAPYHKEHbI KIMHUYECKM 3HaYMMble
MyTaumm B reHe NF 1: 5 geneumn, NpuBoaALMX K COBUIY PaMKW CYUTBIBAHWUA, 3 MUCCEHC-MyTaumm 1 2
MyTauum, NPUBOAALLME K 06pa3oBaHMIo CTOM-KoaoHa. Y HocuTenen Mytauni NF1 gMarHocTMpoBaHbl
pasfivyHble TUMbl OMyXoJiel: TMMoMa 3pUTesbHbIX NyTel (N=4), nunouuTapHas acTpoumToMa (n=5),
onyxonb cTBosia Mo3ra (n=1). Jpyrie HaxoOKW BKIOYANM NaTOreHHbIe Y BEPOATHO NMaToreHHble Ba-
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puaHThl B reHax CHEK2, APC, MUTYH, MLH1, SMARCB1, SMARCA4, BRCA1, BRCAZ2, PALB2, NF2,
ATM, EML4, 6uannencHble MyTaummn B reHe PMS2 y naumeHTa ¢ cuHapoMom TiopKo. Bee BbifiBNeHHbIe
BapuWaHTbl 6bIK BanvAanpoBaHkl NyTeM NPAMOro CeKBEHNPOBaHWA no CaHrepy.

3aksoyeHue: MepMrHanbHbIe BapUaHThl B OHKOACCOLMMPOBAHHBIX reHax bbiin o6HapyKeHbl y 26%
nauwueHToB. Mytaumm NF 1 BcTpedanuck Hanbonee 4acTo 1 6bin accoLmmpoBaHbl C pasiviHbIMU TU-
namu onyxonei. CBoeBpeMeHHoe BbiABNeHne NF T-accoummpoBaHHbIx OM ABnAeTCA KpalHe BaHOM
3apavelt BBMAY BO3MOXKHOCTM Ha3HaYeHNA TapreTHOM Tepanuu.

CunapoM ®OpumMaHa-LUengoHa BcneacTeue HecbanaHcMpoBaHHoM TpaHcnoKauum 46,XX,t(9;20)
(933.3934.3;p13)
KomaHoBa T.B."?*, Mununa C.C."?, Mewepsaxosa T.).", Mpokonbesa H.M.!, Mputbiko A.."2

'TBY3 «HIML cnew.Mem.nomoum getam [13M», Mocksa, Poccua
2OrAQY BO «PHMMY um. H.W. Muporosa» M3 PO, Mockea, Poccua
E-mail: TatyanaVK84@gmail.com

MoTuBauma u uenu: MNpefcTaBnAeTCA KIMHUYECKUIA CryYai HabNIAeHUA NaUMeHTa ¢ BPOXKAEHHbI-
MW KOHTPaKTYPaMU HUKHUX N BEPXHWUX KOHEYHOCTEN, LA, CUHAPOMOM ABUraTesbHbLIX HapYLLEHWI
1 32[1ePHKOM NCUXOMOTOPHOIO Pa3BUTHA.

MeTtopabl: KnuHnyeckoe ob6cnenoBaHue, NosiHo3K30MHoe cekBeHnpoBaHye (M3C), MoneKynApHo-Lu-
ToreHeTUYecKoe 1ccnefoBaHne (XPOMOCOMHBIA MUKPOMAaTPUYHbIN aHan3 - XMA 3K30HHOI0 YPOBHA).
Pesynbratbl: MNpobaHa, aesouka, 2007 r.p. oT 1 6epemeHHocTH, 1 cpouHbix pogos. Bec 2500 r,
pocT 49 cM, Anrap 7/8 6. MNpy poxaeHUM BbIABIEHBI MHOMECTBEHHbIE CTUMMbI AM33MbpHOreHesa,
Aedopmauma cTon, pasrmbaTesibHaA KOHTPaKTypa JIeBOro rosIeHOCTOMHOro cyctaea. PaHHee Mo-
TOpHOe pasBuTHe C 3apepHKoi. DeHoTUNMYecKke ocobeHHOCTU (Bo3pacT 14 neT): oCMbICieH-
HbIi KOHTaKT 3aTpyAHeH. Peun HeT. HaBblKM caMoobC/yKMBaHWA YacTUYHO MPUBUTLL. Y3Koe fnuo.
Bonbluve oTToMbIpeHHbIE AUCMNACTUYHBIE YLUHbIE PaKOBUHbIL. Bbicokuii no6. MvnoTtenopusm. Yskui
HOC C 3a0CTPEHHBIM KOHUYMKOM Hoca. MukpocToMmuA. Mvnonnasua nogbopoaka. AHoManbHbIA Mpy-
Kyc. MbllweyHaA Macca passuTta cnabo. HapyleHue ocaHku. OrpaHudeHne MoABMMKHOCTY BO BCEX
KPYMHbIX U MEeNKUX cycTaBax. YNbHapHasa AeBuaumA KucTeil. KamnropakTunuA. ManbLbl TOHKWe,
KoHycoBuAaHble. CTonbl ManeHbKne. OrpaHMyeHvie MOABUKHOCTM B FOSIEHOCTOMHOM cycTaBe. YKopo-
YeHWe W aHoMarsbHbIM pocT 4 nanbua cronsl. Mpu M3C MyTauui B reHax, accoLMMPOBaHHbIX C CUH-
apoMom OpumMaHa-LLlengoHa He obHapyeHo. Mpyu XMA ycTaHoBneH KapuoTun: 46,XX.arrlhg38]9q
33.3¢934.3(127016168_138124666)x3,20p13(259113_1003183)x1. pu aHanu3e npoucxoxaeHus
BbIAIBNIEHHOrO XPOMOCOMHOr0o AucbanaHca ycTaHOBMIEHO, YTO POAUTENN He ABNAITCA HOCUTENAMM
BbIAIBNIEHHbIX NMEPECTPOEK.

3aknioveHue: MpeacraBneH KAMHUYECKUA cnydan cuHapoma OpuMaHa-LLenaoHa y AeBoYKM ¢ Ha-
nnuneM HecbanaHcMpoBaHHOM TpaHCNoKaUuK. KnMHnyeckoe HabniogeHe AEMOHCTPUPYET BO3MOMK-
HOCTb UCMOJIb30BaHWA MOJIEKYIAPHO-LIMTOreHETUYECKUX TEXHOMOMMI B MOUCKE MEHETUYECKUX Mpu-
YMH 3ab6051eBaHUA B C/ly4ae OTCYTCTBME BbiABNEHWA MyTaumin npu M3C.

BapuaHTbl FeHeTUYeCKUX HapyLLEeHWI Y naumeHToB ¢ cuHapoMoM Meiitua-Erepca

flHoBa T.W."*, BopgyHoBa H.A.!, OaHnwesuy A.M., Monsakosa B.B.!, llornHoea A.H.2, LlykaHoBA.C2...........
'TBY3 Mockosckuin Knurndeckuin Hayurbin LieHTp uMenn A. C. NloruHosa [13M, Mocksa

20rBY «HMUL| KononpokTonoruu Mvern AH. Poiux» MuHagpasa Poccun, MockBa

E-mail: t.yanova@mknc.ru




MoTtuBauusa u uenu: HecMoTpA Ha XOPOLLIO U3yYeHHbIe KITMHUYECKMe 0cobeHHOCTH cuHapoMa lMenT-
ua-Erepca(CrE), accoummnpoBaHHoro ¢ MyTauuamMu B reHe STK11, oLeHKa reHoTun-¢$eHoTHMN Koppe-
NAUMKM Ha CEroHALIHUIA OeHb 3aTpyAHUTENbHA.

Mertogbi: MNpeacraBneHbl KIMHUYECKNE U FeHeTUYECKMe AaHHbIe 3 naumeHToB B BospacTe oT 21 Ao 39
NeT € KNMHUYeckummn npusHakamu ClME, KoTopble 06paTunuck 3a MeAULUMHCKOM noMolubio B [BY3
MKHL vm. A.C.JlornHosa [3M B 2021 roay. AvarHo3s 6bin noaTeepraeH ¢ nomoubio JHK-amarHo-
cTuKM reHa STK11 metogammn NGS n MLPA.

PesynbTratbl: BoifB/eHbl paHee He ornucaHHble B MeXAyHapoAHbIX 6a3ax AaHHbIX reHeTUYecKue Ba-
pyaHTbl. Y 0HOro naumeHTa AMarHocTMpoBaH BapuaHT €.921-1G>A caiTa cnnancmHra 7 UHTpoHa,
y OBYX 06creqoBaHHbIX - NPoTAXeHHble aeneuun ex1 n ex2-8 B reHe STK11(NM_000455.5). [laHHble
reHeTUYecKme BapuaHTbl ABNAIOTCA HOHCEHC-MyTaUMAMM, YTO COrflacHO AaHHbIM NIUTepaTypbl, Kop-
penupyeT ¢ 60s1ee BbICOKMM PUCKOM PasBUTKA paKa B CPaBHEHWUWM C MUCCEHC-BapuUaHTaMu. Y naumeH-
Ta ¢ geneumen ex 2-8 oTMevarnoch bonee TAMenoe TedeHne 3abonesaHunsA: AebioT 3abonesaHua c 11
MecsleB, B pesynbTate 17 onepauuin yoaneHo 6onee 70 nosvnoB, OTArOLLEH CEMENHbIN aHaMHes.
BceM nauneHTaM pekoMeH0BaHO Nepuoauyeckoe obcefoBaHNe, a TaKKe onpeaesieHVe BbiABeH-
HbIX BApMaHTOB Y POACTBEHHMKOB 1-2 cTeneHu poAcTBa.

3aknioyeHue: lNpeacraBneHHble HAMW AaHHbIE MO3BONAIT AOMONHUTL KMHUKO-TEHETUYECKYIO UH-
dopmaumio o CME. OueHKa Koppenauun Mexay TaxecTbto TeveHnA CME 1 MoneKynApHLIM BapuaHToM
B reHe STK11 Bo3Mo*Ha Npwu NpoBeeHnn 60/bLLEr0 KoNMYecTBa UCCeoBaHNI U pa3paboTKe eau-
HOro permcTpa HocuTenem MyTauui.

[opory ocunuT nayLmiA: onbIT AMarHOCTUKKU aTUnu4YHoro cuHapomMa Petta
MBaHoBa A.C."™, Cunukan J1.H.2, Kynukosa C.J1.%, Qanunenko H.I.', QaBbigeHko 0.

"MHcTuTyT reHeTvkm 1 untonoru HAH Benapycy, MiuHck
2Genomed Health Care Centre, Warsaw

3PHILL Hesponorum v Heiipoxvpyprin, MUHCK

E-mail: a.s.ivanova97@gmail.com

MotuBauus u uenu: CuHgpom PeTTa - reHeTudveckoe 3aborieBaHWe, BCTpeyalolleecs NpevMyLle-
CTBEHHO Y JeBOYEK U XapaKTepu3ytoLLleecs YMCTBEHHON OTCTaNIOCTb0, CTEPEOTUMHLIMU OBUHKEHUAMU
pYK, yTpaTol pasroBopHol peun v ap. Llenbio paboTsl 6bi10 MccnefoBaHWe NaUMeHTKM ¢ papMaKope-
3UCTEHTHOM 3nusencuei U peTTonoAo6HbIM CUMMTOMOKOMIIEKCOM [A/1A YCTAaHOBEHUA FeHETUYECKMX
NpuYnH 3aboneBaHuA.

Mertogbi: MNonck noTeHUManbHO NaToreHHbIX BApUaHTOB OCYLLECTBANCA C NMOMOLLbI0 CEKBEHUPOBA-
HWA MOJSTHOIO U KIMHUYECKOro 3Kk3oMa, MLPA, xpoMoCOMHOro MUMKpoMaTpuyHoro aHanmsa, MNLUpP.
Pesynbratbl: ViccneqosaHa aeBouka K. 4-x net ¢ gebioToM anunencuv B Bue reHepasiM3oBaHHO-
ro TOHMYECKOro HanpsAXeHUA B 4 MecsALa, BbipaXeHHbIM HapyLLIEHWEM NCUXOPEeYeBOro U MOTOPHOMO
passutuA U cTepeoTUnmaMK pyK. T.K. B 30% cnyyaeB cuHapoMa PeTTa naumeHTbl MoOryT COOTBeET-
CTBOBaTb K/IMHWYECKON KapTUHE, HO OEMOHCTPUPOBATL He BCE KPUTEPUM KNNACCUYECKOro pacCcTpom-
CTBa, Y AEBOYKM 3anofo3puiv aTunuyHyio Gopmy cuHapomMa PetTa. CeKBeHMpPOBaHME KIIMHUYECKOro
1 MOJIHOr0 3K30Ma He BbIABWU/IO MNaTOreHHbIX UM BEPOATHO MaTOreHHbIX BapUaHTOB HYK1e0TUOHOM
nocnegosatenibHocTU. Mocne nposefeHvsa MLPA-aHanu3a y naumeHTKM obHapyeHa aeneums B 06-
nactu 3k3oHa 5 reHa CDKL5, koTopas, ogHaKo, He NoATBEPANIACE XPOMOCOMHBIM MUKPOMATPUYHBIM
aHanusoM (XMA) 3K3oHHOro ypoBHA. [nA ycTpaHeHWsA NpoTvMBOpeYMin Bbina npoBedeHa Komnvue-
ctBeHHas MLP B peanbHOM BpeMeHU, B pesynbTaTte Aeneumnsa 3K30Ha bbina BepuduumpoBaHa, a ava-
rHO3 BMOC/eCTBUM MNOATBEPHAEH.




Te3ncel koHpepeHLMM

3aksyeHune: B faHHOM cnyyae 6narofapa UCMosib30BaHWI0 Pas/iMiHbIX MOJEKYIAPHO-TeHeTHYe-
CKMX METOA0B Y NaLMEHTKM bbina obHapyeHa 1 BepuduLMpoBaHa AeneLysa, pasMep KOTopor nona-
naert B «cepyto 30Hy» NGS 1 XMA. Mpu gnarHocTke peTTonofo6HbIX CUHAPOMOB ClieyeT yunTbIBaTh
reHeTUYeCcKyI0 reTeporeHHoCTb 3abos1eBaHNA U B C/ly4ae HeMHGOPMaTVBHbBIX Pe3ysbTaToB paccMma-
TpUBaTb BO3MOMXHOCTb NPUMEHEHUA anbTepPHATMBHBIX METOAOB AJ1A YCTaHOBMIEHWUA MOJEKYNAPHON
MPUYMHBI CMHOPOMA.

HoBaa MeTaBceneHHas NnaToreHHbIX BapuaHToB

Ounarosa A.10."*, PeseHryk WU.B. 2, MatkoBa M.A.>*, BeccoHoBa [.1.%, Ky3akosa 0.10.%, [lemakoBa B.B.%,
PoMaHuwmH A.0.45, ®uwmaH B.C.57, UManManuk E.H.%, YekaHos H.H.5, CkutyeHko PK.5, Bapbutos 10.A.%101,
KapabiMoH 0.J1.5, Cko6nos M.IO."!

'OIBHY «MeanKo-reHeTYeCKuiA HayYHbIN LIEHTP MMeHy akageMuka H.MN. Boukosax, Mocksa2/labopaTopua CTpyKTyp-
Hoi 6ronorim KneTku, MonuTexHU4eckas Wwkona, Mapuk, OpaHuma

*WHeTuTyT Xvmum [lanbHeBocTouHOro 0TAeNeHuA Poccuiickoil akageMuu Hayk, BnapmsocTok, Poccua
“[lanbHeBOCTOYHbIN defepanbHbii YHUBEpcUTeT, BnagusocTtok, Poccua

SBanTuiickuin GefepanbHblit yHUBEpCUTET UMeHu IMMaHyuna Kata, KanuHuHrpag, Poccua

8/HcTUTYT UckycctBerHoro MHTennekTa (AIRI), MockBa, Poccusa

"OIBHY «DenepanbHbIi 1CCnenoBaTebCkuii LEHTp VIHCTUTYT uMTonorim v reHetku Cubupckoro otaeneqns Poc-
CUINCKOM akapeMun HayKy, HoBocnbupck, Poccua

YnmBepcutet UTMO, CaHkT-Metepbypr, Poccua

*MHcTUTYT BroMHbopMaTuKK, CaHKT-MeTepbypr, Poccua

YQIBHY «HWUW akywepcTBa, ruHekonori 1 penpoayktonorum uM. . 0. Ottan, CaHkT-MeTepbypr, Poccua
"1CaHKT-INeTepbyprckuii rocyAapcTBeHHbIN yHBepcKTeT, CaKT-MeTepbypr, Poccua

E-mail: maacc@yandex.ru

MoTtuBauma u uenu: HeckonbKo paHee MpoBefEeHHbIX WCCIeA0BaHWA MOKasann, YTo BapuaHThI
B 5’'UTR MoryT npuMBoauTh K pasBUTMIO HACc/eACTBEHHbIX 3a60/1eBaHUI NMOCPEACTBOM paspyLUeHUA
MasiblX OTKPbITbIX PAMOK CUMTbIBaHUA.

MeTopabl: Vcnonb3ys pasnuyHble TUMbI 06LefocTyrnHbIX AaHHbIX (Ribo-seq, mRNA-seq, CAGE data,
paHee npefcKkasaHHble UORFs) Mbl MpoBenn pyyHylo aHHOTaUMI0O CaMTOB MHULMALMKU TpaHCNALMMK,
HaxoZAwmxcs B 5 -HeTpaHcmMpyeMbix o6nacTsax ~3'600 reHoB, yrioMMHaeMblx B 6ase AaHHbIX OMIM.
3KcnepyMeHTasnbHy0 BanvaaLmio NPoBOANIN C UCMOb30BaHUEM MIOLIMPEPa3HON CUCTEMBI.
Pesynbratbl: B Xo4e paboTbl Mbl BbIBUAN ~4,4 ThiC. MarbiX OTKPbITbIX PaMOK cuuTbiBaHWA (UORF)
B 5 -HeTpaHcnmpyembix o6nactsax (5 UTR) 1730 reHoB, accoummnpoBaHHbIX C pa3suTueM 3aboseBa-
HWI. Mbl NpoBen cpaBHEHWE HaLlen aHHOTaLMK ¢ NpeablayLLVMMM AaHHBIMU U NOSTYYNIIN CIIMCOK «Bbi-
coKo aocToBepHbIX UORFs». Micnonb3ya cobcTBEHHbIN 6MOMHbOPMATUYECKUI Ty, Mbl UCCTIEA0BaNU
BapWaHThl, JIOKanM3ytolwmecs B aHHOTUPOBaHHBIX paMKax, U3 6a3 aaHHbIx HGMD u ClinVar. JaHHbi
aHanu3 BbIABW/T paHee OMMCaHHble MaToreHHble BapuaHTbl, MEXaHU3M [eNCTBUA KOTOPbIX MOXeT
6bITb CBA3aH C paspyLlueHveM UORFs. [nA HeKoTopbIX NMpefcKasaHHbIX paMoK 6blsla MpoBefeHa 3Kc-
nepuMeHTanbHaA BanupaumA. Kpome Toro, Mbl Mokasanu, Yto pacripefesieHne rpynn BapuaHToB,
no-pasHomy BavAlWwmMX Ha UORF, pasnnuyaeTcA Mexay naToreHHbIMM BapuaHTaMu U NonyALnOH-
HbIMW BapuaHTamm 13 6a3sbl AaHHbIX gnomAD. HakoHeL, 0cHOBbIBaACh Ha BPYYHYIO BbIBEPEHHDBIX [aH-
HbIX, Mbl pa3paboTany anropuTM MalUMHHOTO 06yYeHNA, KOTOPbIN NMO3BOSIMA NpefcKasblBaTh CTapThI
VHALMALIMWN TPAHCTIALMK B OCTasbHbIX FeHaxX YesoBeKa.

3aksoudeHue: [laHHan paboTa noAYvepKMBaeT BaXKHOCTb UCCIe[oBaHUA 5 ' -HeTpaHciMpyeMoii obna-
cTv B xofe npoBeaeHna [HK-OMarHoCTVKM NaLMeHTOB ¢ HacNeACcTBEHHBIMM 3a60/1eBaHUAMM, @ TaK-
¥e npefocTaBnAeT NosiesHbii MHCTPYMEHT AN1A MHTeprpeTaLmmn TakmMx BapuaHToB.




CucteMa 3KCNpeccum MUHUIeHOB AJ1A OLIeHKU NaToreHHOCTU 3K30HHbIX BapMaHTOB, BAUAIOLUX
Ha cnnancuHr B reHe DMD

OaebigeHko K.A.'*, ®unatosa A.10.", Cko6nos M.I0."

'OenepanbHoe rocyAapcTBEHHOE BIOMMETHOE HayuHoe yupeaeHne «MeuKo-reHeTUYECKUI HaYYHBIA LIEHTP WM.
aKkapgemuka H.M. boukosa», MockBa
E-mail: xeerox2008@gmail.com

MoTuBauma n uenm: Llensio gaHHoi paboThl ABNAETCA CO3AaHME CUCTEMBI SKCMPECCUMM MUHUMEHOB,
ONA OLEeHKM NaToreHHOCTU BapuaHTOB, BAMAIOLMX Ha cniancuHr npe-MPHK B rene DMD.

MeTtopabl: BronHpopMaTUiecKuin aHanms Bbin BLIMOSHEH € UCMOMb30BaHNEM MHCTPYMeHToB SpliceAl
1 MaxEntScan. @yHKLMOHasbHBIN aHann3 € UCMosb30BaHMEM MUHUMEHHbIX BEKTOPHBIX KOHCTPYK-
LI 6bIN1 BBIMOHEH NMyTeM TpaHChEKLMM NNasMn, COAEPHKaLLMX UCCeQyeMble BapyaHTbl, B KNETKM
HEK293T ¢ nocneaytowmm Beigeneqnem PHK n OT-TLP.

Pesynbratbl: Cpean BapuaHToB B reHe DMD, 3apeructpupoBaHHbix B 6a3e HGMD, nopsaaka 8% npu-
XOAMTCA Ha BapuaHTbl, HapyLualoLue crnancuHr. 0aHaKo, No coBpeMeHHbIM OLeHKaM, AnA pasnny-
HbIX 3260/1€BaHUIA YMC/O TaKKUX BapuaHTOB MoeT gocturaTtb 30% oT Bcex naToreHHbIX BapuaHTOB.
TaKwve BapuaHTbl MOryT HaxoAMTbCA HE TOSIbKO B CaMKX CalTax CriflaicuHra, Ho 1 ryboKo B MHTpo-
Hax, a TaKe B 3K30HaX W, CNlejoBaTesIbHO, 6biTb HEMPaBWSIbHO NPOAHHOTUPOBaHBI.

[nA noucka Bcex BO3MOMHbIX BapuaHToB B reHe DMD, BAMAKLLMX HA CMNCKHT, Bbin BbIMOSHEH
rny6okwmii in silico MyTareHes nosHo nociefoBaTeIbLHOCTU AaHHOro reHa. Beino npepckasaHo no-
pAaka 8000 3K30HHbIX M MHTPOHHbBIX BapUaHTOB crnnancuHra. CpaBHeHVe npefcKasaHHbIX BapuaH-
TOB C BapuvaHTamu, NpoaHHOTUPOoBaHHbIMK B HGMD, BbisfiBI10 90 3K30HHLIX 1 6onee 300 MHTPOHHBIX
BapWaHTOB, MOTEHLMabHO BMAIOLLMX Ha CrlaiicvHr. Mbl paspaboTany n NpoTecTMpoBanu cucTeMy
13 20 MUHMIeHOB, 3KCMPeCcCcUpYIOLLMX 3K30HbI FeHa DMD 1 ¢ ee noMolLbio NpoBenn GyHKLMOHaNbHbI
aHanu3 6onee 30 3K30HHLIX BapUaHTOB (CUHOHUMUYHBIX, MUCCEHC M HOHCEHC), 3aperncTpupoBaHHbIX
B HGMD.

3aknioyeHue: bbino nokasaHo, YTo HEKOTOPaA YacTb MaTOreHHbIX 3K30HHLIX BapuMaHToBs B reHe OMD
B AeVCTBUTENbHOCTW ABMAETCA BapuUaHTaMu, BAUAIOLMMUW Ha crinanicuHr. MNpuMeHeHne ¢yHKLMO-
HaflbHOro aHanusa Mo3BosiAeT MPaBWIbHO NPOUHTEPNPETUPOBaTb BapUaHT U YCTaHOBUTL MOJIEKY-
NAPHBIA MEXaHW3M ero NaToreHHoCTy.

MexaHu3Mbl peanusauum HoHceHc-BapuaHToB reHa DMD: TaK nu Bce o4eBuAHoO?
Oprnosa M.[1.!, BeckopoBaitHbiii H.C.!, PbixkoBa 0.1.

'OIBHY «MeanKo-reHeTUHeCKiA Hay4HbIi LIEHTP MMeHM akapeMmka H.I. Boukosax, MockBa
E-mail: m.d.orlova@yandex.ru

MoTuBauma u uenum: Llensio nccnefosanva 6b110 M3yUNTb MEXaHU3M BAMAHUA CTOM-KOAOHOB Ha Mo-
cnepoartesibHocTb MPHK.

MeTtogbl: BrionHdopMaTudeckumy MeTogamm 6bino npoaHanvsuposaHo 656 BapuaHToOB, MpuBO-
OAWMX K GOPMMPOBaHUIO MperaeBpPeMeHHOr0 TepPMUHUPYIOLLEro KofoHa M3 6a3bl AaHHbIx HGMD
Professional Bepcun 2021.4. Beinv vcnosib3oBaHbl NporpamMMbl MpeAcKasaHvA CalToB CrifancuHra
Splice Al, SPiP n NetGene2.

Pesynbrartbl: MokasaHo, 4To 13 554 HOHCeHC-BapMaHTOB MpuY MbllleyHon avctpodun [ioweHHa 54
HOHCeHC-BapuaHTa MpefcKa3sbiBanvch KaKk BavaAloWwmMe Ha crinancuHr (9,7%). U3 Hux B 90% cnyyaes
NpefcKasblBaeTCA CABUM PAMKU CHUTBIBAHMA.

[nAa BapMaHTOB, accouMMpoBaHHbIX C MbIlLEYHON AncTpoduert bekkepa, BANAIOLMMMN Ha CNANCUHI
6b110 NpefcKasaHo 7 BapuaHToB U3 47 HoHceHc-BapuaHToB (14,8%). AnA 100% crinaic-BapuaH-




Te3ncel koHpepeHLMM

TOB MpOrpamMMmbl MpeAcKasbLIBaloT Aenelmn 6e3 caBuUra paMKM CHMTBIBAHWA: AeNeLyun YacTu 3K30Ha
WM MPOMYCK 3K30Ha MOJSIHOCTHIO.

3aknioveHune: PesynbTaThl UCCNeA0BaHWA COOTHOCATCA € NPeACTaB/IEHNEM O Pa3INUMAX GeHOTUMOB
MbilLeyYHon Auctpodumn [ioweHHa/bekKkepa 1 No3BONAIOT OLEHUTb MEXaHW3M BJIMAHWA HOHCEHC-Ba-
pvaHToB Ha crinancuHr reHa DMD. OTcyTcTBMe npedcKasaHuWin O BAMAHUM HOHCEHC-BapWaHTOB
Ha crnancuHr TpebyeT AanbHenLWero U3y4eHna BIMAHUA AaHHbLIX TUMOB BapyaHTOB Ha MOJIEKyNAp-
HbI MeXaHW3M MnaToreHesa MbilleyHon auctpodum OioweHHa/bekKkepa.

YTo4HeHusa/KoMMeHTapuu: BeeeHne: Hanbonee yacToi NpuumHomn MbllueyHol aucTpodum diolieH-
Ha/BeKKepa ABNAITCA MPOTAXKEHHbIE AeNeLyn 1 AyNAVKaLMW, UMEHHO 3TOT TUM BapyaHTOB rnonagan
B rosie 3peHua nccnefosaTenei M AMarHocToB [osroe Bpemd. V3BecTHO, YTO MyTaLmmn co CABUMOM
PaMKM CYATBIBAHWA MPUBOAAT K GEHOTUMY MblleyHol AucTpodum [iolweHHa, B TO BpeMA KaKk MyTa-
Lmmn 6e3 caura ABNATCA 6onee MAMKUMU U MPUBOAAT K pEHOTUMY MblLLeyHon AncTpodum Bekkepa.
C BO3HMKHOBEHWEM TEXHOJSIOrMM MaccoBOrO MapasiieflbHOro CeKBEHMPOBaHUA CTaso BO3MOMHBIM
NMpoBOAMTb MOMCK TOYKOBBLIX BapvaHTOB MoC/eAoBaTelbHOCTU reHa DMD, KoTopble TakMe MoryT
npvBoAWTbL K pasBuTuio 3aboneBaHuA. OfHaKo, MexaHU3Mbl NPOABSIEHUA OaHHbLIX TUMOB MyTaLui
He u3yyeHbl. OOHUM U3 MexaHU3MoB GOpMUPOBaHMA $eHOTUMA ABNAETCA HapyLUEHWe CriancuHra
B reHe DMD. B HacTofLLee BpeMA M3BECTHO, YTO OKasblBaTb BAVAHWE Ha CMAIANCUMHI MOTYT He TOJIbKO
MyTaLMn B KQHOHWYECKMX 061aCTAX, HO TaKMHE MUCCEHC W HOHCEHC-MyTaLWM U BapuaHTbl, HaxoaaA-
LumecA rnyboKo B UHTPOHE.

Hepa3speLueHHbIi cnyyait ¢ XOpowWwnM reHOM-KaHAUAaToM. HoBblit Hacne[CcTBeHHbI CMHAPOM?
MepcuaHosa M.B.™*, Kongpaiwosa 3.A.2 KypHukosa M.A.", [oHtiow E.K.2, PaiikuHa E.B.

'HMWLL Oetckoii Mematonoruum, oHKonorv 1 uMMyHonoriv um. [ Poravesa, Mocksa
Poccuiickan AeTcKas KMHUYecKan 6o/bHMLa, Mockea
E-mail: imers@mail.ru

MoTtuBauua u uenum: Llens pabotbl: [MoucK reHeTUYecKo NpuUMHbLI HOBOro (?) BPOMOEHHOr0 CUH-
Apoma.

MeTogbl: CekBeHMpOBaHME KaCTOMHON M6pUAN3aLMOHHON NaHenu 813 reHoB remMaTosIorMyYecKoro
1 uMMyHonorudeckoro npoduna (NimbleGen SeqCap EZ Choice Probes, Roche), cekBeHnpoBaHmne
3K30Ma («xGen® Exome Research Panel, IDT»), NextSeq 550, Illumina.

PesynbTarbl: [pobaHa — AeBoyKa 16 net, ¢ 3aaepHKoi GpU3NYECKOro M NCMX0-PeyeBoro passuTuA (B
16 net pocT 146 cM, Bec 30 Kr), ¢ BpoXAeHHbIMU NMOPOKaMW pasBUTUA: NULeBbIe AN3MOP(U3MbI, K-
nesupHas gedopMauumsa rpyaHON KNeTKW, AMCNa3va NasbLeB KUCTel U CTor, ONIMrofoHTUA 6e3 3a-
YaTKOB KOpeHHbIX 3y60B, Aucnnasva noyek; Ha Y3U, KT He BU3yanusupyioTca AUYHMKKM U MaTKa;
BIMC (oTKpbITOE 0BanbHOE OKHO, NMPOJIanc MUTPasibHOMO KiaraHa), NepBUYHbIN rMneproHafoTPOonHbIA
rMNoroHaamnsMm, sHaeMuyeckuin 306. C Bospacta 5 neT 3aMeYeHo CHUMKEHUe B KpOBU 3pUTPOLIMTOB,
¢ 12 net - TpexpocTKoBasA UMTOMEHWA, B KOCTHOM MO3re — KapTuHa annasuun. BoiAeneH BepoATHO
natoreHHblI (LoF) coMaTuyeckuii BapuaHT B reHe PIK3R 1, KoTopbli 06HapyUBasICA B KPOBU U KOC-
THOM Mo3re, Ho OoTcyTcTBoBan B obpasuax [JHK 13 Horten n U3 KynbTUBMPOBAHHBIX ME3eHXUMarlb-
HbIX CTBOJIOBbIX KNETOK. TaKe y npobaHaa bbinv HageHbl 2 pedKyX BapuaHTa TPaHC-MOSIoKeHUN
B reHe POLR3F: cABUr pamMKu CUUTLIBAHWA B 3K30He 7 U MUcceHc-BapuaHT p.K146E B 3Kk30He 6 (HeT
yacTot B gnomAD, CADD=27.5). Poautenu AeBoYKu ABNAIOTCA reTepo3nroTamMum rno AaHHbIM BapuaH-
TaM, 3[0pOBbI CTapLuMii 6paT He yHacrefoBan HX 0aMH U3 HuX. MiccnepoBaHue 3K3oMa npobaHaa
He MpUHEeCs10 AOMOSHATENbHBIX HAX0O0K, 06 bACHALUMX heHoTUNM.

3aknioyeHue: B reHe POLR3F Ha cerogHA He OMnMcaHbl MyTauuW, CBA3aHHbIE C ayTOCOMHO-peLiec-
CYBHbLIMK 3a6051eBaHMAMM YenioBeKa. OfiHaKo 6uannenbHble MyTauun onucaHbl reHax apyrux cyb6b-




eanHuny PHK-nonmmepassl Il (POLR3A, POLR3B, POLR3GL) y NauMeHToB € YacTUYHO MOXOXMM CUM-
MTOMOKOMI/IEKCOM.
YTouHeHus/KoMMeHTapuu: Viem KonnabopaTopoB AnA NpoBeAeHUA GYHKLMOHANBHOr0 aHanmsa.

CKpMHMHF Ha HOCUTENbCTBO: OT 6e3rpaHuqulx naﬁoparoprlx BO3MOKHOCTEN K peanuaM
KJIMHUYeCKoM NPaKTUKU

Kpeumap M.B.!

'000 «BKP» KnuHika penpopyKumm 1 reHeTukm, CaHkT-MeTepbypr
E-mail: krechmar.mv@mail.ru

MoTuBauma u uenu: Passutune Metofos aHanmsa [JHK no3Bonnno KOHKpeTU3MpoBaTb MyTaLmmn Ha-
CNeACTBEHHbIX 3a601eBaHWIA Y HOCUTENEN U NEPETU OT IMMUPUYECKNX PUCKOB K KOHKPETHOW OLIEHKe
C Uesnbio nporHosa. Kputepumn n 06beM TecTrpoBaHuA MH3 He pernaMeHTHpoBaHbI M 3aBUCAT OT pas-
paboToK oTAenbHbIX labopaTopuit. KnuHnveckas oLeHKa AaHHbIX He CTaHAAPTU3MPOBaHa, KaK 1 an-
rOPUTMbl KOHCY/TbTUPOBAHWA U MPOTOKOSIbl 3aK/IOYEHUIA.

MeTtopbl: [poBefeHa cpaBHWUTENbHAA OLEHKA KIMHUYECKOW 3HAYMMOCTU CKPUHWHIOBLIX TECTOB
Ha HOCUTENbCTBO BbIMOSIHEHHBLIX MO PasHbIM MPorpaMMaM U 3GPEKTUBHOCTU KOHCYbTUPOBaHMUA
Mo ux pesynbTaTtaM. Bubl TECTOB yCNOBHO pasfesieHbl Ha YeTbipe KaTeropum - no o6beMy 1 Kpute-
pUVAM BKJTOYEHMA MyTaLmiA. PaspaboTaH NpoToKko MenKo-reHeTMHECKOro 3aK/TI0HeHNA A1A Pa3HbIX
rpynn.

Pesynbratbl: MeuKo-reHeTM4YecKoe KOHCYNbTUPOBaHWE C LENbio OLIEHKWM PUCKOB Hac/eACcTBEeH-
HbIX 3ab60s1eBaHMIA Y MOTOMCTBA MPOBOAMSIOCH KaK MepBUMYHOE C MOC/eAYIOWMM Ha3HaYeHeM Te-
CTUPOBaHWA U OL|EHKON PUCKOB, TaK U MO NPefoCTaB/eHHbIM pe3ysibTaTaM Mo pasHbIM TEXHONOMUAM
1 13 pasHbIX nabopaTtopuit. BeigeneHs! YeTbipe 0CHOBHbIE MPyMMbl 06C1e[0BaHHbIX: HEOTArOLLEHHbIe
CeMbMU; C NaTosiorveit HeyTOYHEHHOMO reHesa B CEMENHOM aHaMHese, Cyrpyr B KPOBHO-POACTBEH-
HOM 6paKe, AoHopbl B Nporpammax BPT. CTeneHb pycKOB pasgesnieHa no yCIoBHOM LLKae TAXKECTU
3aboneBaHwit: TpebyioLume AeTeKLUMM MyTaLmMiA U ONpefeneHnA reHeTUYEeCKoro cTaTyca Ha aTarne M-
6pvioHoB - MK n/vnn nnofoB MeToAaMu NpeHaTanbHOM AUArHOCTUKK; NMOAOAIOWMECA KOPPEKLWK,
3pdEeKTUBHON NPOPUIAKTUKE U abuanTaLumMmn Npu NOATBEPHOEHHOM FeHOTUME HOBOPOXAEHHOIO;
peKoMeHAyIolWMe Y4YUTbIBaTb 0COBEHHOCTH OpraHM3Ma B pasHbIX COCTOAHMAX HA PasHbIX 3Tanax oH-
ToreHe3a. bonee cTporve KpUTepWM OLIEHKM PUCKOB MPUMEHAIOTCA AJ1A JOHOPOB MOJOBbLIX KIETOK
B nporpammMax BPT (3KO).

3aknioyeHune: CKpMHUHIOBOE TeCTUpoBaHWe Ha HocuTenbcTBo MH3 ABnAeTcA apdeKTUBHLIM MeTo-
A0M npodunakTuku. CyliecTBylolwmMe TEXHONOMMU [al0T BO3MOMXKHOCTb My6OKoro aHanmsa u mac-
wrabHoro npuMeHeHuA. CyLlecTBYIOLMIA OMbIT N1A60PaTOPHbLIX NMPOrpaMM TECTMPOBaHWA, OLIEHKU
PUCKOB U ME[UKO-TeHETUYECKOro KOHCYNbTUPOBaHWA MOMET 6biTb 0606LeH M cTaTb OCHOBOWM
AnA paspaboTku PykoBoacTBa AnA pasHbIX rpynn 06cieayeMbiX M PEKOMEH[0BaH B LUIMPOKWX Mac-
wrabax.

YTouHeHusa/KoMMeHTapuu: ViccnefoBaHve BbiMosHeHo Npy duHaHcoBOW noanepkke MNpaeutens-
ctBa MockBblI.




Te3ncel koHpepeHLMM

MNOCTEPHbIE AOKNAADI

CoyeTtaHue ABYX NaToreHHbIX BapuaHTOB B reHax, accoyMmMpoBaHHbIX C Hacle4CTBeHHbIMU
onyxoJsieBbiIMU CMHOAPOMaMM Y OQHOIo YeJsioBeKa

XaxuHa A.0.™, A6pamos WU.C.", Jlucuua T.C.", Waruna A.0.", Wunynun FA.

'OrBY «LICM» ®MBA Poccum , Mocksa
E-mail: hahina.0506@gmail.com

MoTtuBauusa u uenu: OLeHNTb BO3MOMKHOCTb HaIMUMA ABYX NaTOreHHbIX repMUHabHbIX BapMaHToB
B reHax, acCoLMMpOBaHHbIX C HaclefCcTBEeHHbIMM onyxoneBbiMu cuHapoMamu (HOC) Ha ocHoBaHUM
reHeTMYecKoro TecTpoBaHuA MeTofoM NGS 1 noKasaTb BaXKHOCTb CBOEBPEMEHHOW ANArHOCTUKM.
MeTogabi: B nccreqoBaHve Bowwv ABe ThicAYM 06pasLoB, Mosy4YeHHbIX 0T MaLMEHTOB, UMEIOLINX AU-
arHo3bl paKk MOJIOYHON Xene3bl, MeniaHoMa, MMMGoMa, paK KenyaKa, paKk Nnoaresnyao4YHon xenesbl
1 ap. OHK 6bina BbigeneHa 13 nMMooumToB nepudepunyeckort Kposu. MoarotoBka 6ubnmnoTek buina
ocCyLLecTB/IeHa C UCMo/b30BaHMEM KacToMHol naHenu 3oHaoB KAPA Hyper (Roche). Beicokonpous-
BOAMTE/IbHOE CeKBEHMPOBaHMe 6bio NpoBeaeHo Ha nnatdopMe MiSeq (Illumina).

Pesynbratbl: Y 5 nauveHToB 6bi10 BhIABMEHO COYETaHWe OBYX MaToreHHbIX BapvaHTOB HyKIeo-
TWOHOW MoCefoBaTeNbHOCTU B FeHax, accoummpoBaHHbix ¢ HOC. Y Tpex mauveHToK ¢ AnarHo3oMm
paK MOJIOYHOW enesbl BbiABNeHbl MyTaumn. Y nepson ¢.172_175del, p.GIn60Argfs, B reHe PALB2
n ¢.5503C>T, p.Arg1835Ter, B reHe BRCAT . Y BTopon c.1421_1422dup, p.Gln475Cysfs, B reHe
MSH6 u c.7879A>T, p.lle2627Phe, B reHe BRCAZ. Y Tpetben ¢.1933C>T, p.Gln645Ter, B reHe BLM
n c.321del, p.Phe107Leufs, B reHe BRCAT. Y apyroi nauveHTKW BbifABNEHbI MyTaummn c.1592del,
p.Leu531Cysfs, B reHe PALB2 n ¢.206-2A>G, B reHe BRIP1. TaKe, 06HapyeHbl MyTaumm ¢.2436-
1G>A, B reHe MSH3 1 ¢.5932G>T, p.Glu1978Ter, B reHe ATM. BaHO MOMHUTb, YTO CYLLECTBYIOT MeHb,
Koaupylowme 6eniku, KoTopble ABMAKOTCA NapTHepamu U obecneynBaloT penapauuio JHK MeTogom
rOMOJIOrMYHOW peKoMBUHaLMM.

3aksyeHue: Hannume gByx NaToreHHbIX MyTaLUumii BIKAET Ha GEHOTUM, Mo3TOMY Heo6X0aMMO Yum-
ThIBaTb 3TO Ha 3Tane AMArHOCTMKM U NMPU Ha3HAYeHUM JIEYEHWA, @ He OrpaHNYMBaTLCA JINLLb MUCCe-
[OBaHUAMU «FOPAYMX TOUEK>.

MoneKynsapHo-reHeTUHECKUE HapyLLUEHUA Y MaLMeHTOB C AUarHo30M paK ANHHUKOB
WaruHa A.0."™, Niucuuya T.C.", Xaxuna A.0.", Wunynuu I.A.", A6pamos U.C.'

'OrBY «LiCM» OMBA Poccum
E-mail: nasya.shagina@gmail.com

MoTtuBauus v uenu: Llens nccneqoBaHvA - OLEHWUTb YacTOTY NaTOreHHbIX FepMUHAlIbHLIX BapMaHToB
B reHax, acCoLMMPOBaHHbIX C HacNeACTBEHHLIMU OMyX0neBbIMA CUHAPOMaMU Ha OCHOBaHWW FeHeTU-
YecKoro TecTvpoBaHuA MeTofoM NGS 1 nokasaTb BaXKHOCTb paHHel AMarHOCTUKN.

MeTtogbi: B nccnegosanve Bown 101 NaumMeHToK ¢ AMArHO30M pak ANYHMKOB, B TOM YKCIie B CO-
CTaBe MepBUYHO-MHOMECTBEHHbIX 3/10Ka4eCcTBEHHbLIX HOBOOGPA30BaHWI, CPefHUIA BO3pacT Ha Mo-
MEeHT AMarHocTuKM coctaBun 41,51 net (x11,89). OHK Bbigensanu us numdoounToB nepudepryeckoin
kpoBu. MoaroToBry 6mbnnotexk OHK ocyllecTBRsAnmM ¢ Ucnosib30BaHMEM KacTOMHOW NaHeny 30H40B
KAPA Hyper (Roche). BbicoKonpounsBoauTesibHoe CEKBeH1PoBaHWe NPoBoAUM Ha nnatdopMe MiSeq
(Illumina).

Pesynbrathbl: Y 27 nauneHToB 6b1im BbiABeHbl 20 MaToreHHbIX BApMAHTOB HYKIE0TMAHOM Mocieso-
BaTesibHOCTM B reHax BRCA1/2.Y 8 naumeHToB elue 8 BapuaHToB B reHax ATM, MLH1, MSH6, NTHL 1,
PALB2 v POLD1. Y opgHOM MauveHTKM 6bina BblAB/ieHa pefKas natoreHHaa MyTauma c.3159T>A




p.Cys1053Ter reHe DICER1, KOTOpbIV UrpaeT Ko4veByto posb B npoueccax PHK-nHTepdpepeHumn.
3aknio4eHune: MoneKynApHO-reHeTUYeCcKoe TeCTUPOBaHWeE NMO3BONAET NPUHATDL peLleHKe 0 HasHaye-
HUW TapreTHbIX MPenapaToB, CNPOrHo31poBaTh TeYeHKe 3a6051eBaHNA U Pa3BUTHE BTOPUYHbIX OMyX0-
New, a TaKKe NPou3BEeCcTY TeCTUPOBAHNE POACTBEHHWUKOB MaLMEHTOB.

YTouHeHne/KoMMeHTapuii: BeegeHne: 6onee 20% onyxoneit AMYHWMKOB UMEIOT HacNeACTBEHHYIO
npupoay, 65-85% 3Tvx crydaeB 06ycnoBfieHbl HafMYMEM MaTOreHHbIX BapUMaHTOB HYKIEOTUAHON
nocnepoBaTensHOcTU B reHax BRCA1/2. OpHaKo M3BECTHbI ApYrve reHbl, TakkKe CBA3aHHble C Ha-
CNe[CTBEHHbIM PaKOM AWYHMKOB, B TOM YMC/le FeHbl CUCTEMbI perapaLyn HecnapeHHbIX OCHOBaHWM,
reH-cynpeccop onyxonu TP53 u HexkoTopele apyrue: CHEKZ, RAD51, BRIP1 n PALBZ2. TexHonorum
BbICOKOMPOW3BOANTENTEHOr0 CEKBEHWPOBaHWUA MO3BOMAIOT aHaNIM3MPOBaTbh HECKO/IbKO MeHOB, acco-
LIMMPOBAHHBIX C HAcNeACTBEHHLIM PaKOM AWYHWMKOB, M TaKMM 06pa3oM MOMOraloT B AMArHOCTUKe
1 NepcoHann3aLmm feYeHnA NalmMeHToB.

WUccnepoBaHue reHa RPE6GS5 y 60nbHbIX MMIMEHTHOM AereHepauuMen ceT4aTKU U BPOXKAEeHHbIM
aMaBpo3oM Jle6epa B Poccun

CrenaHoBa A.A™, Kagbiwes B.B.", LaruHa 0.A.", Monakos A.B.'

'OepepanbHoe rocyaapcTBeHHoe BIOAKETHOE HayuHOe yupemaeHne «MeayKo-reHeTUYeCKMIA Hay Y HbIN LIEHTP UMeHM
aKkapgemuka H.M. boukosa», MockBa

E-mail: stepanovanna@gmail.com

MotuBauma u uenu: Llenbio Hawero nccnefoBaHWA cTano usydeHue reHa RPE6G5 y poccumcKux
60nbHbIx MAC 1 BAJ1. BopeTureH HenapBoBeK — 3To npenapat AJf1A FeHHoN Tepanumn, ofo6peHHbIN
ANA NeYeHVA NaLMEHTOB C ayTOCOMHO-PeLIecCBHON ANCTPOdUEN CETHATKM, Bbi3BaHHOW buannens-
HbIMW NaToOreHHbIMWU BapuaHTaMu B reHe RPEG5. [103TOMy TOYHbIA MONEKYNAPHLIA AUarHo3 uMmeet
peluatoLLiee 3Ha4YeHVe 41A 0[0BPeHNA TapreTHON Tepanuu.

MeTopabi: B HawweM vccnenoBaHum NpuHaAo y4actue 189 HepoAcTBEeHHbIX H0JIbHBIX C HAMPAaBAAOLLMM
avarHosoM MAC vnm BAJ1. BceM 60nbHbIM NpoBeieH aHanM3 reHHol naHenn Ha ocHose NGS, BK/o-
vatower 211 reHoB.

Pesynbratbl: B pasnuyHbix nonynaumax mupa 0,6-16% npuunHoin MAC ABnAoTcA naToreHHbIe Bapu-
aHTbl RPEGS5. B Poccum ele He NpoBOoAnnoCck UCCiefoBaHWA Mo oLeHKe YacToTbl RPE65-3aBUCUMBIX
¢dopm MNAC n BA.

Y 11 607bHbIX 6bINM BbIAB/IEHLI BapUaHThbl B reHe RPEGS5 B roOMO3UMOTHOM WM/W C/IOMHOM FeTepo3u-
rOTHOM COCTOAHWW. [111A Bcex 60J1bHbIX BapUaHThI 6bIIM NoATBEPHKAEHBI CEKBEHUPOBaHWeM o CaHre-
py, AnA 9 ceMell BbIMOSIHEH cerpeperaumoHHbIi aHanus 1 foKasaHa buanenbHocTb BapuaHTos. T.0.,
nonda RPE65 — 60nbHbIX B TEKyLLEM UcceoBaHWM cocTaBuna 5,8%.

Hamu 6binv BbiABEHb 12 pasnnyHbix BapuaHToB B reHe RPEGS, Bknovaa 8 mucceHc (c.1024T>C
(p.Tyr342His), c.1307G>A (p.Gly436Glu), c.746A>G (p.Tyr249Cys), c.1451G>T (p.Gly484Val), c.272G>A
(p.Arg91Gln), c.1451G>A (p.Gly484Asp), c.1340T>C (p.Leuss7Pro), c.982C>T (p.Leu328Phe), 2 HoH-
ceHc (c.370C>T (p.Arg124*), c.304G>T(p.Glu102*)) u 2 MyTaumm camnta cnnavicuHra (c.1451-1G>A,
¢.11+5G>A). Bbino BbifiBNEHO 2 BapuaHTa, paHee He onmcaHHbIx (c.1024T>C (p.Tyr342His), c.1340T>C
(p.Leus47Pro)). MaToreHHbIn BapuaHT ¢.370C>T (p.Arg124*) Hambonee YacTo BCTpeYaloLWwMIAcA B UC-
cnenyemoii BolbopKe, BbifiBIeH Ha 5 xpoMocoMax (22,79%).

3aknioyeHue: Bee 6onbHble, ¢ MOATBEPHAEHHBIMU 6UanenbHbIMY BapuaHTamu B reHe RPEGS, nopa-
XOAAT ANA TapreTHON Tepanuu.




Te3ncel koHpepeHLMM

PaspaboTKa cucTeMbl ANA NpeUMNIaHTaLUUOHHOIr0 FeHeTUHECKOro TeCTUPOBAHUA XPOMOCOMHbIX
aHeyniouguii (MIFT-A) MeToaoM MaccoBoro napasnsesnibHoro CeKBeHUPOBaHUA

Wrnatos K.B."2, AHucumeHKko M.C.%*, MapaHuH A.10.2, BopucoBa M.A 2, MomasHoii M.10.3, LLitokano J.H.2,
KosaneHko C.M.2

"MHcTUTYT 061Weit reHeTkm PAH, Mockea

000 «[JHK-aucnneit», HoBocnbupck

3000 «Hosbie MporpaMMHble CucTeMbl», HoBocubmpek

E-mail: dna-display@mail.ru

MoTuBaumsa u uenu: Boibop 3M6proHOB ¢ y4ETOM [T CyLLECTBEHHO CHUMAET PUCK POMAEHUA fe-
Tell C XpPOMOCOMHbIMM MaTosioruamMK nocne npoueaypsl 3KO. Llens paboTbl — co3daHve cucTeMbl
ona MIT-A, BkNoYaloLwer nosHoreHoMHylo amnanomkaumio OHK, ¢parmeHTpoBaHne npoayKToB,
BBe[EHVEe MHOEKCOB M afanTepoB A/A CEKBEHMPOBAHUA, aHaNN3 AaHHbIX CEKBEHMPOBAHUA C MOMO-
Lblo MPOrpaMMHOro obecrneveHuna ¢ Bblaayel 3aK/04eHUA 0 pesynbTaTe.

MeTofbl: [MonHoreHoMHylo amMnanduKaumio NpoBOOAMAN C MOMOLUBI ynyYlweHHon Bepcumn [LIP
C BbIPOMKAEHHbIMM NpaiMepamy u SD [HK-nonnMepasbl. MpoayKTbl GparMeHTMpoBann ¢ NMOMOLLbIO
[OHKasbl | 1 SD JHK-nonumepassbl. Jiurvposanu (T/A) uHOgeKcbl 1 aganTepbl, oborawanu. AHanms
61bnmoTeK NpoBoAMM Ha nNpubope MiSeq (Illumina). JaHHble cekBeHnpoBaHus (fastg-daiinbl) aHa-
N3MpOoBasK C NoMoLLbio paspaboTaHHoro nporpaMMHoro obecrnedeHna NGS Wizard (genomenal.ru).
Pesynbratbl: C NoMoLUblo pa3paboTaHHOM cUCTeMbl MPoBeAEH aHanun3 cepun obpasuos OHK, nony-
YeHHbIX 0T JOHOPOB C XPOMOCOMHbBIMY aHOMaNUAMK, U3 abOPTVBHOIO MaTepuana v U3 KIeTOK 3M6pu-
OHOB. B pe3ynbTaTte aHanu3a noATBepHOEHO Han4ne TPMCOMMM y oHOPOB (21 XxpoMocoMma), BbisiB-
JieHbl TpucoMmn B obpasiiax M3 abopTuBHOro Matepuana (xpomocombl 13, 16, 18, 22), MoHocoMUM
(xpoMocoMmsl 1,2, 5, 11, 15, 17) 1 pasnnyHble CTPYKTYpHbIE aHOMaNIUK B 06pa3sLax K/1eToK 3SMBPUOHOB.
3aknioveHue: PaspaboTaHa cucTeMa ONA aHanM3a aHeyrnioMaui, BKIOYaoWan MoSIHOreHOMHY0
amnnMouKaumio, GepMeHTaTUBHYIO GpparMeHTaUmio, BBeAeHWe afanTepoB C MHAeKcaMu, oborale-
HWe NoyYeHHbIX BUBNMOTEK M aHaNIM3 AaHHBIX C MOMOLLbIO NMPOrpaMMHOr0 o6ecrieyeHus.

OueHKa 3¢ peKTUBHOCTU CeKBEHUPOBAHUA 3K30Ma B KJIMHUYECKON NPaKTUKe MeaUKo-
reHeTM4YecKon KoHcynbTauum r. Cypryta (XMAO-IOrpa)

HoHHuKos M.I0."?*, ManaHos C.W.2, Noxkux 0.A."?, Kon6acuH J1.H."?, KosaneHko J1.B.!

'BY BO XMAQ-H0rpbi CypryTckuii rocyAapCTBeHHbIi YHUBEPCUTET

*MeuKo-reHeTU1ecKan KoHcybTaumua BY XMAO-I0rpsi «OKpyHOI Kapaunonoruyeckuit aucnaqcep «LieHTp anarHo-
CTUKM 1 CEpLEYHO-COCYAUCTON XUPYPrv»

E-mail: donnikov@gmail.com

MotuBauuma u uenu: Llenb nccnenoBaHuA — nNpoBedeHMe OLEHKU OMArHOCTUYECKUX pe3yNibTaToB
CeKBEHMPOBaHMA «KJIMHMYECKOrox» 3Kk3oMa (CES), Bce yvalle Ucrosb3yeMoro B NpaKTUKe pervoHasb-
HoW MeMKO-reHeTUYeCcKon KoHcynbTauum (MIK).

MeTogbi: CES npoBoAnsiock Ha ayTCOpCUHIe B aBTOPM30BaHHONM reHeTHYecKol labopatopum (OIb-
HY «HUW ATuP um. [.0. OTTa»). Bce HallaeHHble BapuaHTbl 6bIIM MOATBEPHAeHbI CEKBEHUPOBaHMU-
eM no CaHrepy. Bbin NpoBedeH peTpocneKTUBHLIA aHanu3 Bcex pesynbratoB CES (2019-2021 rr.)
ON1A NeauaTpUYecKolr KoropTbl NaLMeHTOoB.

Pesynbratbl: MoneKynapHo-reHeTU4ecKan natosorus 6bina anardoctuposaHa y 27% (27/100) pe-
Tel, YTo COOTBETCTBYET OLieHKaM pe3y/ibTaTMBHOCTU B ApYruX NodobHbIX UccnedoBaHuax. Konnye-
cTBo cnyyaes — 100. Bo3spacr, rr. (MeamaHa, Q1;Q3): 4,7 (1,8; 9,4). CooTHoLleHve nonos: M:H=0,72
(42/58). OnarHosbl Yalle AMarHOCTMPOBAUCh Y JLL C aHOMaNIMAMK HEPBHOM, KOCTHOW U AblXaTeslb-




HOM cucTeM. KonmnyecTBo BbIABNEHHBIX NMATOMEHHbLIX BapuaHTOB — 84; BEPOATHO MaToreHHblX — 63;
VUCS - 22. BbifiBneHbl MpenMyLLIecTBEHHO ayTOCOMHO-AO0MUHaHTHbIe 3aboneBanua (n=19), cpeau
HMX Hambornee YacTble — Helpodubpomatos (MIM #162200; n=3), HecoBepLUeHHbI ocTeoreHe3 (MIM
#166200; n=3), axoHgpornasun (MIM #100800; n=2). KonnuecTBo ayToCOMHO-peLiecCMBHON NaTo-
norum — 7, U3 HUX Yalle BCero - uunuapHas auckuHesua (MIM #615505; n=2). BuiaeneH 1 criyyan
X-cuenneHHon natonorum (remodunua A, MIM #306700). B 17 cnyyanx 6bino BbisiBneHo no 1 pegxon
natonoruu. Take, aHanmn3s ceMenHow cerperauum BblABMA 5 HOBbIX BapuaHToB B reHax TSCT, KATEA,
ANKRDZ26, ARID1B, RPGRIP1 (He BHeceHbl B 6a3bl AaHHbIX). TakuM obpasoM, apderTmBHocTb CES
coctasuna 27%.

3aknioyeHue: C Lesbio cBOEBPeMeHHOM ANarHOCTUKM He06X0AMMO B perMoHasbHbIX YCI0BUAX Mpo-
BoaMTb CES KaKk TecT MepBOro ypoBHA y OeTel C NMoJo3peHNeM Ha HacnedCTBEHHYI0 MaTosioruio.
HeobxoauMbl fanbHewwme GpyHKUMOHaNbHbIE UccneaoBaHua BeiABneHHbIX VUCS, ¢ nocneayiowmm
[ernoHVpoBaHNeM MHpopMaLMn B reHeTUYeckme 6asbl AaHHbIX.

Accouuauma BapuaHTa c.470T>C reHa CHEK2 c pucKoM pasBUTUA paKa MOJIOYHOM Xenesbl U
paKa AU4YHUKOB

BuHorpapos K.C.™, Jlucuua T.C.", XaxuHa A.0.!, A6pamos U.A.", LUunynuH A,

'OrBY «LiCM» ®MBA Poccum
E-mail: Kirillvinogradov1992@gmail.com

MotuBauua 1 uenu: 3a nocnegHee AecATUNETVE pAA UCCNEOOBaHWI MOKasanu posib BapuaHTa
c.470T>C B reHe CHEK2 B pasBuTWM 3/10Ka4ecTBeHHbIX HoBoobpasosaHuit (3HO), ogHaKo 3Ta cBA3b
He foKasaHa. Llenb oueHnTb 3aBUCUMOCTb YacToTbl BO3HMKHOBeHNA 3HO oT HanuumnA BapuaHTa c.470
T>C reHa CHEKZ2.

MeTogbi: Bbinv npoaHanusupoBaHbl AaHHbIE, NOJTyYeHHbIe B Xo[e cekBeHMpoBaHuA obpasuos OHK,
nosly4YeHHbIX oT 174 nauMeHTOB C AMArHO30M paKk MosiouHon enesbl (PMHK), 117 naumeHToB ¢ au-
arHo3oM pak AndHuKoB (PA) v 144 300poBbix JoHOPOB. Bbicokonpor3BoauTeNnbHOe CEKBEHNPOBa-
HWe BbIN10 NpoBeEeHo C Ucnosb3oBaHWeM naHenu 3oHaoB KAPA Hyper (Roche) Ha nnatdopMe MiSeq
(ILllumina).

Pesynbratbl: Bapuant c.470T>C B reHe CHEKZ B romosurotHon ¢popMe BbifABMeH y 1 nauuneHTa
u3 rpynnel PMHK, B reteposurotHolt ¢popMe BoiABNeH y 7 nauueHTos m3 rpynnsl PMMH (Minor allele
frequency (MAF)=0,026), 16 nauveHToB 13 rpynnsl PA (MAF=0,068), 12 nauneHToB 13 rpynrbl 340-
poBbix AoHopoB (MAF=0,042). YacToTbl anneneit cpeaun rpynn NauneHToB CPABHMBAMN C MOMOLLbIO
TouHoro Kputepua Ouiiepa. He 66110 BbIABIEHO 3HAYMMOW CBA3M YacTOTbl MMHOPHOMO anens ¢ pu-
cKkoM passutua PMHK (OP=0,78, 95% [W=0,48-1,28, p=0,28) unu PA (OP=1,26, 95% [1=0,53-1,81,
p=0,24).

3aknioveHune: OTCyTCTBME pasHULbI MEXOY YacToTaMy MUHOPHOMO annens y naumeHTos ¢ PMMK, na-
umeHToB ¢ PA 1 300poBbIX JOHOPOB 3acTaBAET HAaC YCOMHUTLCA B MATOreHHOCTM BapuaHTa c.470T>C
B reHe CHEKZ2, a MAF > 1% OTHOCWTb ero K BapuMaHTaM C HEM3BECTHbIM KIMHUYECKUM 3HaYeHeM
WM BEPOATHO [06POKAYECTBEHHbIM.

OncoboxPD: 6asa gaHHbIX 51672 MoneKkynApHbIX NyTel YenoBeKa ¢ Be6-cepBMcoM
BU3yaNM3aLmm U pacyeTa akTMBaLIMM MO 3KCNPECCUOHHBIM AaHHbIM

3onotoBckasa M.A.?3* Tkaues B.C.2 NypbaAHoBa A.A."*, CuMoHoB A.M.5, PaeBckuint M.M.5 | E¢pumos B.B.5,
CekaveBa M.W.% Mapaa A.B.%, Bopucos H.M.", Kyzbmun [1.B.", Copokun M.."248, ByaguH A.A. /587

"MOCKOBCKHUI1 GU3MKO-TEXHUIECKWIA MHCTUTYT (roCcyapCTBEHHBIN yHUBEpCUTET), Mockea, PO;
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2000 «OHKo60KC», MocKBa, PO;

SOrAQY BO PH/MY um. H.W. NMuporosa Munzapasa Poccuu, Mockea, PO ;

“OrAQY BO Mepsbiit MTMY umenn WM. CeveHosa MuHzapasa Poccum, Mocksa, PO;

SYHCTUTYT NepcoHanuavpoBaHHoi MeauumHLl, ®FAOY BO Mepabii MTMY um. WM. CeueHosa, Mockea, PO;
SOIBYH WHcTUTyT 61oopraHyecKoi xummum uM. akag. M.M. LLlemaruHa u 10.A. OBurHHUKOBa PAH;

"PathoBiology Group, European Organization for Research and Treatment of Cancer (EORTC), bptoccens, Benbrua
E-mail: zolotovskaia.ma@mipt.tu

MoTtuBauusa u uenu: CosgaHve 6asbl 4aHHbIX, CoAepalleln eMHOo0bpasHo KnaccuduLmMpoBaHHbIe,
bYHKUMOHaNbHO aHHOTUPOBaHHbIE MOJIEKYIAPHBIE NMYTU C MHCTPYMEHTOM pacyeTa UX akTUBaLmn.
MeTogbi: [laHHble 6binv cobpaHbl aBTOMATUYECKU C MOCNeayiolei 3KCnepTHoM Kypaumeit. Ussne-
YeHa U KaTanornsupoBaHa MHPopMaLMA 0 MOMEKYIAPHBIX YYaCTHUKaX MyTU U UX B3aUMOLAENCTBUAX
13 cnedylowwmx 6a3 gaHHbIx: Biocarta, KEGG, HumanCyc, Qiagen, NCI, Reactome n PathBank.
Pesynbratbl: OncoboxPD (https://open.oncobox.com) BKntoyaeT B ceba 51672 MoneKynApHbIX MyTy
YesioBeKa B eunHoobpasHoM dopMaTe. Kawabivi nyTb NpeacTaBnseT cobor rpad B3anMoOencTsui,
e BepLUMHbI - 3TO MOJIEKYJIAPHbIE YYacTHUKK, a pebpa — 3To B3auMogencTBuA Unm bruoxmMmuyeckme
peakunn Mexay HUMW. Bce MonerynApHble YYacTHUKU QYHKLUMOHAIbHO aHHOTUPOBaHbI C NMpUCBOE-
HVeM KoadoduumeHTa akTMBaLMW/MHIIMbKMpoBaHuA (ARR), KOTOpLI XapakTepusyeT BAMAHWE Ha 06-
LM GU3NONOTNYECKMIN NN MOSEKYNAPHBIN 3G deKT NyTh. B AononHeHWe K NosiHopa3MepHbIM MyTAM
6b1n1 BBe4EeHbI MUKPOMYTW, KOTOpble NpeacTaBnAnmn cobo nogrpad cyliecTByoLero nyT, cogep-
KaLMI rnaBHbIN 3G GEKTOPHBIN y3en 1 cocegHue y3sibl NepBoro - TpeTbero nopAgKa.

Hannuve ARR Ko3ddpuLMeHTOB N03BOJIAET BbIMUCIATL YPOBHU aKTvBaumm nyten (PAL) ¢ ncrionb3o-
BaHWeM npodwune reHHon aKkcnpeccun. PesynbTaTel pacyeTa akTMBaUMM MoryT 6biTb BU3yanusupo-
BaHbl Ha CXeMe KayKaoro nyTu, C LLIBETOBOW CXEMOW, COOTBETCTBYIOLLEN YPOBHIO aKTUBALMK Kawaoro
reHa-y4acTHuKa nyTu. TaKkkKe aBTOMaTUYeCKU reHepupyeTca rpadmk MakcuMarbHO aKTUBMPOBaH-
HbIX U MHIMBMpOBaHHbIX NyTel. B KauecTBe anbTepHaTMBLI Beb-cepBuUcy paspaboTaHa bubnmoTteka
Python oncoboxlib ona ncnonb3oBaHuA Ha NIOKaNbHOM KOMMbIOTEpE.

3aknioveHune: OncoboxPD - 3To KpynHeNwanA Ha HAaCTOALUMIA MOMEHT CTPYKTYPUPOBaHHAA KOMNEeK-
uMA eanMHoobpasHo 06paboTaHHbIX U QYHKLMOHANIbHO aHHOTUPOBAHHBLIX MOJSIEKYNAPHBIX MyTel Ye-
noseka. @opMat 6asbl NO3BOMAET pacCcUUTaTh IKCMPECCUMOHHYI0 aKTUBALIMM NyTel ¢ BU3yanusauven
QKTVBHOCTU OTAENbHbIX YYACTHUKOB MyTU.

3K30MHOe CeKBeHupoBaHue B KOMIJIEKCHOW AUarHOCTUKe FreHeTUYeCKHU OGVCHOBHEHHI:IX ¢OPM
MY}CKoOro 6ecnnogua

Conosoga 0.A.", PuirkkoBa 0.M1.2, OnapuHa H.B.!, YepHbix B.B.%*

'rBY3 MO «MOHMKM nm. M.®. Bnagumupckorox, Mocksa

2OIBHY «MeauKo-reHeTUYeCKMIA HayuHbIl LIEHTP MMeHU akapeMmka H.M. Boukosa», MockBa

E-mail: Olga_pilyaeva@list.ru

MoTtuBauusa u uenu: OnuncaHbl MHoroumcneHHble CNV 1 BapuaHTbl B reHax, CBA3AHHbIX C MYy¥CKUM
6ecnnogueM, uto TpebyeT UCMOob30BaHWA FTEHOMHbLIX METOA0B UCC/IefoBaHNA. B cBA3M ¢ 3TUM Lienbio
paboTbl ABNANach oueHKa 3GHEeKTUBHOCTM KOMM/IEKCHOMO MOAX0Aa B MOJIEKYAPHO-reHeTUYeCcKowm
OMarHOCTMKE MYMCKOro 6ecnsiofna, BKOYAoOLLEro MeTo4 MaccoBOro napassesisHoro CeKBEeHUpO-
BaHuA (MIC).

MeTogb!i: B BbI6opKY BKOYeH 41 NaUMEHT € MePBUYHBLIM MYMHCKUM becnioameM, cBA3aHHbLIM C He06-
CTPYKTVBHOW asoocriepMueit (n=39) n TAxesnon onvrosoocrnepMuen (n=2), HopMo/rMneproHagoTpon-
HbIM FMMOroOHaAU3MOM, HOPMaslbHBIM KapyOTUMOM, OTCYTCTBMEM MUKpoAeneumin nokyca AZF Y-xpo-




MOCOMbI 1 NaToreHHbIX BapuaHToB B reHe CFTR. CeKBeHMpoBaHWe 3K30Ma BbIMOMHANM Ha npubope
Illumina NextSeq500 co cpeaHWM NoKpbiTUeM x80.

Pe3ynbratbl: BapyaHTbl HyK1€0TUAHOM NociefoBaTesilbHocTU 0bHapyKeHbl y 15 (36,6%) naumeHToB
B 27 reHax (EP300, AR, MCM8, ANOS1, CYP21A2, CFTR, CATSPER1, SOX3, LHCGR, TEX15, DNAH11,
DNAH17, FSIP2, FSHB, DUSP6, HS6ST1, SMAD3, TEX14, VWA2, FSIP2, CFAP44, MEIOB, GNRHR,
RNF216, QRICH2, PLCZ1, CYP11B1), KOHTPONMPYIOLLMX CNEPMaTOreHe3 U MYMKCKYI0 pepTUILHOCTb.
Y Kawporo naumeHTa obHapy»eHo oT 1 4o 6 BapMaHTOB. Y 04HOro naumeHTa BblAB/IEHA CTPYKTYpHaA
nepecTpomnka, 3axsaTbiBaiowwan reH GNGT1, perynvpyowmin MUrpaumio NeEPBUYHbLIX MONOBbLIX Ke-
TOK. HeKoTopble Haxo4KN NPeACTaBANN cO60M FreTepO3UroTHLIE BapUaHTbl B FeHaX, OTBETCTBEHHbIX
3a ayTOCOMHO-peLieccuBHbIE GOPMbI, @ TaKKe He COYeTanChb C UMEIOLLENCA KIIMHUYECKON KapTu-
HOW U1 CIepMaTosIorMyecknMmn naMeHeHnAMN. O6HapyKeHHbIe FeHHble BapyaHThbI TPEBYIOT YyTOUHEHUA
npovcxoxaeHnaA (yHacne[oBaHHbIe Uan de Novo) v NoATBEPHAEHNA NaTOreHHOCTY.

3ak/iloyeHne: IK30MHOEe CEKBEHMPOBaHVE MOBbILIAET 3PPEKTUBHOCTb ANArHOCTUKM MEHETUYECKUX
¢dopM HapyLieHnA GepTUILHOCTU U LielecoobpasHo Y NaLMeHTOB C reTeporeHHbIMK popmamm bec-
NoAuWA, Y KOTOPbIX C MOMOLLIO CTaHAAPTHBIX FTEHETUYECKUX METO0B He 06HapYKeHbI FeHeTUYecKne
HapyLLeHNs.

CepBucC M0 NOUCKY pacnpocTpaHeHHbIX GpapMaLeBTUHECKUX MPenapaTos Mo USBECTHLIM
COMaTM4YeCKUM MapKepaM B CONIUAHbLIX U FeMOM03TUHECKUX OMyXO0JIAX

KynemuH H.A."#, ®epgiowkuHa U.B.2, Mopbaues A.10.", LLlerait M.B.3, Kanpun A.1.2

1Zenome.io LTD, Mocksa

20rbY OHKLl ®XM OMBA Poccuu, Mocksa

*0rBY «<HMUL| pagvonorum» Munsapasa Poccuu, Mocksa
E-mail: drkulemin@gmail.com

MoTuBauma n uenun: Peanusauma yaobHoro cepsuca nopbopa $hapmMakonornyeckux rnpenaparos
no pesynbTaTaM MapHOro CeKBEHUPOBaHWA HopManbHoW K onyxoneson [HK, KoTopbin no3soauTt
YBE/IMYNTb KOJIMYECTBO YCrMELLHbIX UCXOFA0B B OHKOMOMMMN.

MeTopabl: Pa3paboTaHHan 6a3a AaHHbIX bbina co3faHa nyTeM aHanmsa 3anmuceit U3 OTKPbITbIX UCTOY-
HWKOB 1 6a3 AaHHbIX. Bbina co3gaHa penAuMoHHan CTpYKTypa ¢ ucrosb3oBaHveM PostgreSQL.
Pesynbratbl: Mbl paspaboTtanu oTKpbITLIV OHNaH-cepBrc Zenome OncoBase, KOTOpbLI NMO3BoNAET
OCYLLECTBNATL MOUCK 3anmcei 06 U3BECTHLIX MPUMEHEHHbIX papMaLIeBTUHECKMX NpenapaTax npu ne-
YeHUW MaLMEeHTOB C MyTaLMAMM, KoTopble Bbiiv 06HapyKeHbl NapHbIM OMyXosieBbIM TecToM. Ha-
MosHeHWe cepBMCca OCHOBAHO Ha OTKPbITLIX MeAyHapoaHbIx 6a3ax AaHHbIx (Cancer Genome Atlas,
CiViC, PMKB etc.), KoTopble cofepaT 3anuch o NMpuMeHeHHbIX dapMaLeBTUYecKMX npenaparax,
a TaKXe pesynbTaTtax fiedeHuA. PesynbTaTthl MOMCKa AeNATCA Ha HECKOJIbKO MPYMM B 3aBUCUMOCTU
0T MeMLMHCKOro cTaTyca npenapara (paspelueHHblii «on-label», npenapat «BHe UHCTpYKUMM» «off-
label», 3kcnepuMeHTanbHbIN, YCNELWHbIR UK He ycrellHbI). ABToMaTuyeckan cucteMa Knaccudu-
Kauumn 1 nocneayoLero N3BneveHna pesybTaToB Mo3BOJIUT 3HAUMTESIbHO CHU3UTL BPEMA pyYHOro
Tpyda creunanvcToB B 0611acTy MHTeprpeTaLmmn reHoMHbIX AaHHbIX. B nepcnekTvBe nnaHupyeTca
paspaboTatb UHTEpdENC Be6-MPUNOKEHNA, KOTOPbIN MO3BOIUT UCMO/Ib30BaTh Pe3y/ibTaThl FeHOM-
HbIX UCCe0BaHUI He TOSIbKO BpavaM-reHeTMKaM, HO 1 BpayaM Apyrux creumanbHocTen Ana npu-
HATUA eeHEBHbIX KIMHUYECKMX peLleHni ANA OHKONOrMYeCKMX NaLMeHToB.

3akswyeHue: pegnonaraeTcA, YTo Npy opraHMsaumM yaobHoro JocTyrna K MHpopMauum o npu-
MEeHeHHbIX hapMaKoNornYeckmx Mperapatax ee MpUMeHeHWe B KIWHUKe 6yAeT MOTW aKTuBHee,
YTO B CBOIO 0Yepeb 3HAUNTESIbHO YBEIMYUT KONMYECTBO YCMeLHbIX C/ly4aeB B OHKOOMMN.




Te3ncel koHpepeHLMM

AHanus nyTeﬁ, CBAi3aHHbIX C 3nuTeJinasibHO-Me3eHXUMaJibHbIM NepexonoM U yCJIOBUAMU
FMMNOKCUM, Y NaLiUEeHTOK C KaleMHOMOﬁ MOJIOYHOW XKenesbl

BpoekuHa 0.1.™, l0cy6anuesa I".M.!, Xoabipes A.C.", HukutuH AT

1(D!3}:[!3[J-BJ'II::HbIl7I Hay4HO-KNNMHMYECKOro LieHTP Cneunanv3vpoBaHHbIX BUOOB MenMLlVIHCKOl‘;I noMoLUn U MeaUUUHCKKUX
TexHonorui ®MBA Poccum
E-mail: brov.olia@gmail.com

MotuBauma 1 uenu: YcTaHoBMEHO, YTO OTBET NaumeHToKk ¢ PMIK Ha Tepanuio B yCnoBUAX MMMNOK-
cun cnabee. Llenbio Hawen paboTbl 6bi1 aHanu3 6asbl AaHHbIX Npoduei 3KCNpeccuy MpoeKTa
METABRIC,cBA3aHHbIX ¢ IMI 1 rMnoKc1en B onyxonu.

MeTogabi: HopManusauuma faHHbIX NpoBoamnack ¢ noMolbio naketa DeSeq2. OTbupanuch audpdpeH-
umaneHo-3Kcnpeccvpyolmeca MPHK, nMelowme 3HaveHWA p-KpuUTepuA C MOMpaBKoOW Ha MHOMe-
cTBeHHble AaHHble <0,05. C noMolubio naxeTa fgsea nposoaunock oboralleHne AaHHbIX no [3 reHam
1 aHaNM3MpoBanMCh 3HAYNMbIE CUrHATBbHBIE MYTHU.

Pesynbratbl: Mocne ¢punbTpaumm AaHHbIX MO KAMHWYECKUM napaMeTtpaMm, 3 996 obpasuos 6bina
cocTaBneHa BbibopKa ¢ 531 o6pa3suoM. Ikcnpeccus 36 reHoB 6bina cBA3aHa ¢ MUNoKcue, UsMeHeHNs
50 reHoB, 6blfM BbI3BaHbl MPOLECCOM 3MUTeNIMaNnbHO-Me3eHXMManbHoro nepexoda (3MI). Momumo
M3BECTHbIX paHHee reHoB, 6bIIN MMMEP3KMPeccUpoBaHbl reH anbda-nakTansbymmH LALBA 1 reH ak-
30HYKNeasbl, CTUMYIMpoBaHHbIA MHTepdepoHoM 20 ISG20. AHanus curHanbHbIX MyTel BbiABUA Crie-
Jyiolpye 3Ha4YMMble MexaHW3Mbl: perynaTopHele NyTi dakTopa-1, uHgyumpyemoro runokcueit (HIF),
MeTabonuaM rioKossl (SLC2A1, PFKFB4, LDHA, ALDOA, ALDOC), u aHrnoreHes (ANGPTL4, VEGFA).
3MI BKAOYan cnegyolyme NyTv: MeTabonmaM HupHbix kucnot (LEP, TGFB, FASN), anonto3s (BNIP3L,
BNIP3, NDRG1), Krebs cycle (IDH, SDH) n knetouHyto agresuio (SNAIL, TWIST, ZEB1, ZEB2). Ha oc-
HOBe M13BeCTHON cUrHaTypbl U3 15 reHoB Mbl pasaenunu NauneHToB Ha 2 KnacTepa. B nepsbivi Knactep
BOLLM naumeHTKK (317/60%) c BbICOKMMM NMOKasaTeNAMM MMNOKCUMM (COrNacHo AaHHLIM MPOrpaMMmbl
ConsensusClusterPlus), Bo BTopoit Bowuiun naumeHTu (214/40%), Ybn nokasateniv 6biun Huxke. Mpu-
MeyaTeslbHO, YTO B MEepBOM KnacTepe Npeobnafany NauMeHTKM C HaMYMEM METacTasoB, a TaKKe
¢ HapyweHneM 3MI1 MexaHWU3MOB.

3aksyeHune: PasfeneHre NaUMEHTOK Ha OCHOBE BbIPaXEHHOCTU MPOoLeccoB runoKkema 1 3MI no-
3BOJIAET BbIABUTH MPYMMbl C BLICOKMM PUCKOM MporpeccupoBaHna 3aboneBaHuA. OueHka npodunen
3KCMPEeCccUn reHoB, CBA3AHHBIX C MUMoKcven 1 3MT1, No3BonAeT 06HapPYHUTb MeTacTaTUYECKUiA Mo-
TeHUMan 1 BblIbpaTh ONTUMAasbHY0 CTPATErMIO JIEYEHMA.

PeKOHCTpYKUUA reHHol ceTu Wn3oppeHnmn ANA NoMcKa reHoB-MULIEHEeN NTeKapCTBEHHbIX
BO3eUCTBUMN

[Hoxosx A.10.", Mnywenko M.B.", Opnos 10.J1.™*

"Mepsbit MIMY umM. .M. CeveHoBa MiHaapasa Poccum (CeyeHoBcKuii YHuBepcuTeT), Mockea
E-mail: orlov@d-health.institute

MoTuBauma n uenu: Ha gaHHbIN MOMEHT LUM30dPEHNA ABNAETCA NIOXO U3yYeHHbIM 3a60neBaHNEM
€ MHOr006pas1eM CUMMTOMOB, XapaKTEPHbIX AJA UHbIX NMaTONIOrMYEeCKMUX COCTOAHMIA, U CIIOMHOM AM-
arHocTuKow 6e3 0JHO3HAYHOrO NIeYeHNA.

MeTopabi: Vicrnons3oBanvck MeTofbl brioMHGopMaTUKK. [InA nomcKa MyLLIEHeln Tepanum Heobxoamma
PEKOHCTPYKLMA reHHOM ceTu 3aboneBaHwsA, KNacTepusaLmA reHoB B CETU, BbIAB/IEHNE KJTOYEBbIX re-
HOB, 06nafaloLLMX HaBOSbLLNM YNUCSIOM KOHTaKTOB B CETU.

Pesynbratbl: C NoMoLLbl0 OHNAWH-MHCTPYMeHTOB BuonHpopMaTukm OMIM, PANTHER u DAVID,
GeneMANIA 1 STRING-DB, GeneCards Mbl npoaHann3vpoBasni akTyasbHbIA Ha faHHbIN MOMEHT Mac-




CVB OaHHbIX, CBA3AHHbIX C LUM30bpEeHMet, paccumnTani KaTeropum reHHbIX OHTONIorMM AnA 601bLIoro
CM1CKa reHoB, BM3yann3nMpoBany UX U NOCTPOWN MeHHble CETU, CoAepHKalume BbIABMEHHbIE KioYe-
Bble 06BEKTBI M UX B3aMMOCBA3M, ornpeaenunn Hambosnee pefieBaHTHbIE reHbl LWM30GpeHnn.
3akniouyeHue: bronormyeckan MHTeprpeTaumA NoslyYeHHbIX pesysibTaToB BCE eLle OCTAeTCA CIIOMK-
HOM 3apjadvei. AHanM3 reHoB, CBA3AHHbLIX C WM30ppeHMen, onpedesieHne UX MoNOKEHNA B FEHHOM
ceTu (CBA3aHHOCTW) MO3BOJIAET OLEHUTb KX MEPCTeKTUBHOCTb B KAYeCTBe FeHOB-MULLEHEN ANA ne-
KapCTBEHHbIX BO34ENCTBUN.
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HayuHoe usgaHue «MeguKo-reHeTU4ECKOro Hay4YHOr o LieHTpa MMeHU akageMuka H.M.BoykoBax
Tupa 210 3K3.
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