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[Pa3pa60T|<a KOHLEeMNLMU FrEHETUYECKOrO KOMMbIOTEPa

PaspaboTka kapgMoreHeTnyeckoro Tecta ¢ Ucnonb3oBaHnem metonos M/

«KapgnoXunsHb»

CosfnaHne NPorHOCTUYECKNUX CUCTEM C Mcnonb3oBaHMeM metonos I/
0115 NpefcKa3aHna PUCKOB PasBUTUSA Kapano3aboneBaHui

J MaruncTtepckasa nporpamma «AHanms gaHHbIX B OMONOrMK U MeaULMHE» aKKPeaUTOBaHa
AnbAHCOM B cdepe MCKYCCTBEHHOMO UHTENNEKTa

[on co3zpaHmna — 2021

Mwuccusa: paspaboTka

M MPUMEHEHNE COBPEMEHHbIX
METOLOB MaLUMHHOIo 0byYyeHus
M UICKYCCTBEHHOIO MHTENIEKTA
018 BOHPOPMATUKM

M MeOULMHBI

[lonuosa M.
Kangnaat Hayk,

—— ANPEKTOop
LeHTpa

[epbepT A.

HokTop Hayk,
—— Hay4HbIU
KOHCYNbTaHT

22 coTpyAHMKa:
- 1 [okTop Hayk
- 2 KanHgnpaTa Hayk
+ 19 Monoppbix yueHsbix
0o 35-tu net




3auyeM HYXKHO reHeTn4Yeckoe TeCTUpPOBaHUE
B KapAuonormm

[1peunsmoHHas MepguLUMHa Npu Hac/IeACTBEHHbIX CepAEeYHO-COCYAUCTbIX 3aboeBaHMAX

PaHHSsSa anarHocTuka ToyHass gMarHocTUKa

BrisBneHune HacnencteeHHbIx 3abonesaHnin (TKMIT, YcTpaHeHne anarHoCTMYeCcKoOn HeonpeneneHHOCTM
ALK, cuHpopom yanmHeHHoro QT) oo noseneHus MPY NOrPaHUYHbIX GEHOTUMNAX — UCKIOUYEHUE
CUMMTOMOB — /19 CBOEBPEMEHHOIO BMELLAaTENbCTBA HEHYXXHbIX MpoLeayp M oWnbOYHbIX AMarHo30B

KackapHbli CKPpUHUHI ceMbu | TapreTHas Tepanus

OpQUH NONOXUTENbHbIA Pe3yNibTaT OTKPbIBAET My Tb K [eHOTMN-OpMEeHTUPOBaHHOE IeYeHne: MaBaKaMTEH
obcnenoBaHMIoO POACTBEHHMKOB — MOTEHLMaNbHO cracas npy MYH7/MYBPC3-TKMTIT, reH-cneunduryHbie oTBETHI
HECKOJBbKO XM3HEW Ha KaXXabl UHAEKCHbIN CryYau Ha nNpenapaTsl 1 papMaKOreHOMMKa

CrpaTtudumkaums pucka PenpopykTBHOE KOHCY/NbTUPOBaHUE

PasrpaHuyeHmne BbICOKO- M HU3KOPUCKOBBLIX BAPUaHTOB A1 NHbopMmMpoBaHmne pelueHunii o NnaHMpPOBaHUM CEMbY
NPUHATUA pelweHnit 06 nmnnanTauum MK/, cnopTneHbIX C YYETOM pUCKa HacnefoBaHWs, NpenMniIaHTaunOHHOM
OrpaHUYEHUAX U UHTEHCUBHOCTU Habnto4eHNS ONarHOCTUKKM U NPEeHaTabHbIX OMLMiA

[eHeTUYecKOe TecTpOBaHME NpeBpaLLaeT peakTUBHOE JlIe4YeHune B
NPOaKTUBHYIO, NEPCOHANIM3NPOBAHHYIO KapAMONOrMYeCcKyto NOMOLLb
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®OyHpaMeHTaNnbHbie MOOENN B FTEHOMUKE
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Input 1 Mb DNA sequence
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[lpoBepeHo TecTnposaHue [eHU U mopenen
Ha 3TafloHHOM paTtaceTte [raitGym

New Results

Benchmarking DNA Sequence Models for Causal Regulatory Variant
Prediction in Human Genetics

Gonzalo Benegas, Gokcen Eraslan, © Yun S. Song
doi: https://doi.org/10.1101/2025.02.11.637758
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PeweHune gna NoO

Ina npeackasanusa adpdekTa HeKoAUpYIOLLMEro BapMaHTa Ha 9KCNPEeCCUIO FreHOB

Borzol a Inpast 1 Mb DMA sequence
ChiP < 7511 e e | Sacpimricn
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BuiBop, pesynbTaToB aHanmsa

9 directories, U4l files

root@eafdcb3276c9: /workspace# column -t -s $'\t' results/borz_score_ag.txt | head

hash source blood_prct_change blood_gene blood_vessel_prct_change blood_vessel_gene lung_prct_change 1lung_gene endothelial_prct_change endothelial_gene heart_prct_change heart_gene probability
chrl0_100185586_A_C alpagenome -4.14 ERLIN1 -3.94 ERLIN1 -3.42 ERLIN1 =I5l ¥, ERLIN1 .92
chrl0_100185586_A_C borzoi -8.6 ENSGOOOO0107566.14 -1.48 ENSGOOOOO107566.14 -1.04 ENSGOOPOO107566. 14 —-1.92 ENSGOOOB0107566. .92
chrl10_100912943_T_C alpagenome 12.03 Y_RNA 12.07 Y_RNA 10.63 Y_RNA 5.67 Y_RNA .68
chrl0_100912943_T_C borzoi -3.43 ENSGO0000119906.13 -1.89 ENSGP0000272572.1 -1.65 ENSGO0000272572.1 =73 ENSGO00008272572. .68
chrl0_101786129_C_G alpagenome 5.37 OGA 3.4 0GA 5.28 OGA 1.88 0GA .64
chrl0_101786129_C_G borzoi L.17 ENSGOO000198408.14 ©.62 ENSGO0000198408.14 ©.97 ENSGO0000198408. 14 1.28 ENSGO0000198408. .64
chrl0_102479247_G_A alpagenome U0.75 ACTR1A 46.65 ACTR1A 53.28 ACTR1A ACTR1A .81
chrl0_102479247_G_A borzoi 29.13 ENSGOO000138107.13 38.25 ENSGOOPOO138107.13 25.85 ENSGO0000138107.13 ENSGPOO0P0138107. .81
chrl10_102714813_C_T alpagenome -38.96 SFXN2 =24 .64 SFXN2 -20.28 SFXN2 SFXN2 .99
root@eafdcb3276c9: /workspace# |

(<> B <> <> I <> T > I > B < » Tl < » <>
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[0OTOBbIM NPOrpPaMMHbIA NPOAYKT

BxopnHble paHHbIe
POS

218257348
170330550

186172122
4115726
63212769

BoiBop, pesynbTaToB aHanusa (3HaueHue naToreHHoCTH +
BnuaHue BapuaHTa Ha aKcnpeccuio reHoB)

hash source bl_iz:;grect blood gene b;i;{;:eafge;‘ blood_vessel gene Iu::;: grzt_ lung_gene Z:;i:z::; endothelial_gene h_e:; ;pg T heart_gene probability
| chrll_10729125 G_A alpagenome 15.64 IRAG1 16.95 Y _RNA 25.51 Y_RNA 8.08 IRAG1 0.69
ichrll 10729125 G_A borzoi 10.08 IRAG1 -38.03 IRAG1 -6.67 IRAG1 -9.66 IRAG1 0.69
ichr12_40158434 A G  alpagenome -77.11 LINC02555 -43.96 LINC02555 -66.0 LINC02555 -5.81 LINC02555 0.54
| chri2 40158434 A G borzoi -10.72 LINC02555 -10.04 LINC02555 -12.25 LINC02555 -7.84 LINC02555 0.54
chrl3 41189853 T C alpagenome  206.23 KBTBD7 201.54 KBTBD7 269.19 KBTBD7 90.66 KBTBD7 0.73
'chrl3_41189853 T C borzoi -3.25 KBTBD7 -6.27 KBTBD7 -7.09 KBTBD7 -7.65 KBTBD7 0.73
ichrld_23182?62_A_C alpagenome 43.45 ENSG00000288931 -37.8 RNU6-1138P -38.15 RNUG6-1138P -27.4 RNU6-1138P 0.95
chrl4 23182762 A _C borzoi 26.21  ENSG00000288931.1 37.5 ENSG00000288931.1  86.89 SLC7A8 51.47 :NSG00000288931.. 0.95
‘chrl4 75078070 A G  alpagenome 321.1 ZC2HC1C 280.81 ZC2HC1C 393.42 ZC2HC1C 163.07 ZC2HC1C 0.89
chrl4_75078070_A G borzoi -6.89 ZC2HC1C 7.38 ZC2HC1C 3.93 ZC2HC1C 2.8 NEK9 0.89
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lD,aHHble NOJIHOFr€éHOMHOro CEeKBeHNpoBaHus

HayuyHoe coTpyaHMuYyecTBO B paMKax KapAMOreHeTUYECKOro KOHCOpPLMyMa
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Busyanunsauma pesynbstaTtoB npenckasaHum
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KAPD'M o M3H b [lo3BonseT BbiIABNATL KAPANOMATONIONMM HA PaHHUX CTaAUSX,
TEM CaMbIM yJly4llas Ka4eCTBO XXU3HU NaLUEHTOB

TecT PuKcUpyeT HannMuMe HyKNEOTUAHBIX NOC/IeA0BaTe/IbHOCTEN, aCCOLLMMPOBAHHbIX

CO cneAyloWMMHU NaToIOrMSMM:

CuHgpoMm yanmHeHHoro uHtepsana QT
CuHppom bpyrapa

KaTexonammHepruyeckas noniMmopoHas
XKenyao4yKoBas TaXukapams

CuHppom kopoTkoro nHtepsana QT

[MnepTpo¢puyeckasn kapamomMmonaTms

ﬂ.M.ﬂ dTaluMOHHaA KapagnoMunoraTtuA

'

g

APHTMDFEHHBH KapanomMunoriatumsa

,El,pyrne KapgmnomMunoratuu

@YW [lporpeccupyolee HapylweHe cepaeyHoO

g

g

g

g

nPOBOOUMOCTHU

JlerouyHas rune PTEH3USA

CeMeinHas runepxonectepuHeMus

[lpyrue HapyweHus nunugHoro obmeHa
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Mo paHHbIM BceMupHoM opraHusauum sgpasooxpaHeHUs cepaeyHo-cocyaucTbie 3abonesanus (CC3)
AB/ISIIOTCSA OCHOBHOW NPUYMHOMU CMepTHOCTU no Bcemy mupy. Oxkono 17,9 munnuoHoB yenosek

YMUPaIOT €XXerogHo.

MexpayHapoaHbiM LeHTpoM 6uonHpopmaTuku HUY BLLID paspaboTaHa TexHonorus
OpraHu3aLum reHeTUYECKOro TECTUPOBaHUSA U OOPAbOTKM NOJTyYEeHHbIX AAHHbIX C
NPUMEHEeHUEM UCKYCCTBEHHOIro MHTEeJUIeKTa ANS 3aAa4 AMarHOCTUKM

U OLLeHKM PUCKa pa3sBUTUS TaKUX 3aboneBaHuM.

[eHeTnuecknn Tect KAPOUNOXU3HbDb npeacraBnset coboit MakcumanbHo nonHoe uccneposaHue 6onee 900 reHos,
aCCOLMUPOBAHHbIX C CEPAEYHO-COCYANCTbIMU 3aboneBaHnAMU. Tak)ke BO3MOXXHO reHeTUY4ECKOe TeCTMPOBaHME HabopOB reHoB,

dCCOUNNPOBAHHDLIX C KOHKPE€THbIMA HO3O0JIOTAMM.

B3aTue KpoBu y [NonHOreHomHoe buonHpopmarnueckunm  OTYET U KOHCYAbTALMUA C
MaumeHTa CEKBEHUPOBaHUE aHanus3 BPAYOM-TEHETUKOM
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KoHTaKThbl

Anppen Hapkwesny
3aMecTuUTeNb AUPEKTOpPa
NMNnLIH

Tg: @AndreyHSEAI
adarkshevich@hse.ru

Mapwus lNonuoBa
HupexkTop LleHTpa
BroOMeaNUMNHCKUNX
mccnengoBaHUm

N TEXHONOIMU

MNnlLIH

Tg: @maria__poptsova
mpoptsova@hse.ru
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