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B pabore mpencTaBieHbl pe3yibTaThl HCCIIEA0BAaHHS HAO0Opa MPU3HAKOB HYKJICOTHIHBIX CANTOB
IpU OIPEIENICHUH TeHETUYECKUX MOJMMOP(U3MOB € UCIIOJIB30BAHUEM METOJI0B MAIIMHHOTO O0Yy4EHHUs.
I/ICCHGI[OBaHa I/IH(I)OpMaTI/IBHOCTB IMPU3HAKOB B IPUMEHCHHNHU K SKCIICPUMCHTAJIbHBIM JaHHBIM '€HOMHOTI'O
CEKBEHMPOBAHUSI XPOMOCOMBI 22 TeHOMa YeJIoBeKa ¢ To0aBJIeHHeM rayccoBcKoro nryma. Hanbomnee nH-
(hopMaTUBHBIMHU XapaKTEPUCTHUKAMU HYKJICOTHUAHBIX CAMTOB SIBIAIOTCS MPU3HAKUA HA OCHOBE YHCEI I10-
KpBITHI pe)epeHCHOTO HYKIICOTHA U MEPBOTO MO YOBIBaHUIO Hepe(epeHCHOro HYyKIEeOTHAA, a TaKkkKe
Pp-BEIIMYMHA TECTa OMHOMHAIIBHOTO PacIpeAeICHIs.

Knrouesvle cnosa: OTHOHYKICOTHUAHBIM TE€HETHUSCKHH TOIMMOP(HU3M, HHOOPMATHBHOCTD
MIPU3HAKOB HYKJICOTHIHBIX CATOB, MAITHHHOE O0yUEHHE.
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This paper presents the results of a study of nucleotide site features while identifying genetic
polymorphisms using machine learning methods. The informativeness of the features was examined using
genomic experimental sequencing data on chromosome 22 of the human genome with the addition of
Gaussian noise. The most informative nucleotide site characteristics are features based on the numbers of
coverage of the reference nucleotide and the first-in-decreasing non-reference nucleotide, as well as the
p-value of the binomial distribution test.
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BBenenne

Mertop! ITyOpecIieHTHON CIIEKTPOCKOIIHH, TPUMEHSIEMBIE B TIOJTHOTPAHCKPUTITOM-
HOM CCKBEHHPOBAHUH, IMO3BOJISIOT TOYHO YCTAHOBHUTH HYKJICOTHIHBIC MOCIICIOBATEIEHO-
ctu monekyn JJHK [1, 2]. B sxuBbIX oprann3Max pa3iudusi COCTABOB TEHOMOB 00YCIIOB-
JICHBI FTEHETHUECKUMU ToJMopdr3mMami [3, 4]. BaxkHoit 3a1adeli siBIsieTCs ONpe/Ie/iCHue
CaliTOB OJTHOHYKJICOTHUIHOTO TeHeTHYecKoro nmosmmopdusma (SNP, ot anr:. single nucle-
otide polymorphism). CymiecTByroiye CTaTUCTHYSCKUE METO/IbI UACHTH(DHUKALINU OJTHO-
HYKJICOTHIHBIX TIOTMMOP(HU3MOB TPEOYIOT 3HAUYUTEIIHHBIX BEIYMCIUTEILHBIX PECYPCOB U
CIIOXKHO TIPUMCHHUMBI MIPU aHAIM3¢ IKCIIEPUMEHTAIBHBIX JAHHBIX C BBICOKAM YPOBHEM
nryma [5]. [IpumeHeHne METo10B MaIIMHHOTO 00YUYEHHS TTO3BOJISIET TIOBBICUTh TOYHOCTh

Keanmosas snexkmponuxa: mamepuanvt XV Meoswcoynap. nayu.-mexn. kongpepenyuu, Munck, 18—20 nosops 2025 e.

443



onpenenenus caiitoB SNP nipu yBennueHuu 1ryma B 9KCIIEPUMEHTATBHBIX IaHHBIX T€HOM-
HOro cekBeHupoBanusi [6, 7]. IIpu aToM BayKHO# 3a1aueii sIBJsIeTCS MCCiIeaoBanne uHpop-
MATHUBHOCTH XapaKTEPUCTUK, WIN MPU3HAKOB, HYKJICOTUIHBIX CATOB MpU HICHTU(UKA-
uu caiitoB SNP ¢ ucnons3oBaHreM MeTOI0B MarmmHHOro o0ydenus [8]. B padore [8]
BBIJICJICHBl OCHOBHBIE TIPU3HAKH HYKJICOTHJIHBIX CAWTOB, MH(POPMATUBHOCTh KOTOPBIX
MIPOaHAIM3UPOBaHA Ha CMOJICTIMPOBAHHBIX JaHHBIX. JIOTHYECKUM IIPOJOIKEHUEM PAOOTHI
SIBIISIETCSI UCCIIEI0OBaHNE WH(OPMATUBHOCTHU MPU3HAKOB HYKJICOTHUIHBIX CAWTOB Ha DKCIIE-
PUMEHTAIBHBIX JAHHBIX T€HOMA YEJIOBEKa, B TOM YHCJIIE MIPU YBJICYEHUU YPOBHS SKCIIEPU-
MEHTAJIBHOTO LIyMa.

[{enbro paboTHI SBIISIETCS HCCeT0OBaHNE NH()OPMATUBHOCTH MPU3HAKOB HYKJICOTH/I-
HBIX CAaTOB MPHU OMPEIEICHUN TeHETUYECKUX MOJIUMOPPU3MOB MO IKCIIEPUMEHTATLHBIM
JTAHHBIM TEHOMHOT'0 CEKBEHHUPOBAHUS C HCIIOJIb30BAHUEM METOJIOB MAITUHHOT'O OOYYEHUSI.
HccnenoBanre nHGOPMATUBHOCTH MTPU3HAKOB HYKJICOTHUIHBIX CAUTOB BHITIOJTHEHO HA JIaH-
HBIX CEKBEHHUPOBAHUsI TEHOMA YEJIOBEKA.

1. IlpM3HAaKH HYKJI€OTHIHBIX CAiTOB

PaccmoTpenb! JaHHBIE TEHOMHOTO CEKBEHUPOBAHUS HOBOTO TIoKoJieHws [4, 9], pen-
CTaBJICHHbBIC YMCIIAMH TIOKPBITHI HYKJICOTUAHBIX caiToB [7, 8]. TlonHeiii Habop 23 mpu-
3HAKOB HYKJICOTUHBIX CAaliTOB BKJIIOYAET TAKME XAPAKTEPUCTUKU KAaK KOJIMYECTBA OKPHI-
TUN HYKJIEOTHIOB, PE3YJIbTAaThl CTATUCTHUYECKOTO aHAIM3a MOKPBLITH, Hanboee nHdop-
MaTUBHBIE aTpHOYTHI OMoornuecknx aHHotawii [3, 8]. JlaHHbI HA0Op MPU3HAKOB MO-
JKET UCMOIb30BaThCA B OOLIEM Cllydae, 1Mo pe3yJbTaTaM MPOBEIEHHOTO CEKBEHUPOBAHUS
HEKOTOPOU aHHOTHPOBAHHOW HYKJIEOTHUIHOM ITOCIIEI0BATEIIBHOCTH.

g npuMeHeHus B METoJaxX MAaIIMHHOTO OOy4YeHHUsS JI0CTaTOYHO OTPaHUYUTHCS
HabopoM u3 14 npu3HAKOB, TAKUX Kak: X1 — YUCIIO MPOUYTEHUM pe)epeHCHOT0 HYKIICOTH/IA;
X2 — X4 — OTCOPTUPOBAHHEIE B MOPSAKE YOBIBAHUS YHCIIA TIOKPHITHIA HEpePEePEHCHBIX HYK-
JIEOTUA0B; X5 — SHTPOMHSI HYKJICOTHIHOTO caiTa; Xe¢ — p-BeJIMYMHA TECTa O 3HAYM-
MOCTH 3HTpPONHHU caiita; X7 — p-BelIMUMHA TecTa OMHOMHUAIILHOTO pacIpeesieHus ; Xg —
Pp-BEIMYMHA TOYHOro Tecta duiepa; Xo — p-BenuuuHa tecta Ilyaccona; Xio — gorapupm
BEPOSITHOCTU OIIMOKH B IPOUYTEHUSAX; X11 — AUCIIEPCHUS B O3ULMAX POUYTEHUH, TJI€ BCTpe-
YJaeTcs BApUAHTHBINA (HepeEpEHCHBIN) aJuIelb; X12 — CPEIHSS TMO3UIHS B TIPOYTE-HUSMX,
I7le BCTpeuyaeTcsl BapuaHTHBIN (HepedepeHCHBI) amienb; X13 — UHIAUKATOP, YKa3bIBalo-
IMIMA COBMAJACT JM HYKJICOTH/ C MAKCUMAJILHBIM KOJUYECTBOM MOKPBITHI C pedepeHc-
HBIM OCHOBaHMEM; X14 — MHIMKATOP, YKa3bIBAIOLIMI Ha YKcia MOYTEHUH AJisi pedepeHc-
HOTO U Hepe(hepPEHCHBIX HYKJICOTHUIOB.

2. MeToauka oToopa HHGPOPMATHUBHBIX NPU3HAKOB

I[MpemokeHa MeToIMKa 0TOOpa HH(POPMATHBHBIX IIPU3HAKOB, HCKITFOYAIOIIIAs MAJIO-
uH()OpMATHBHBIC aTPUOYTHI MIPU BBITIOJIHECHUH HA0Opa IOCIIECI0BATEIbHBIX YCIIOBUI: 3Ha-
yeHue kodpduruenta koppessaiuu [lupcona mexay mapamu npuszHakoB oosee 0,85; mepa
XapaKTePUCTHK C BBICOKOM My mbTHKOITHHEapHOCTRIO VIF (Variance Inflation Factor) [10]
BBIIIIE 5; OIIEHKA MEPHI B3aUMHOM HH(POPMATHBHOCTH MEKIY TMPHU3HAKAMH OTHOCHTEIBHO
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niesieBoit mepemennoi meree 0,1; L1 perymsipuzanus yctanaBmuBaeT KO3 PHUIMEHT 3HAUH-
Moctu (; 3HAUMMOCTb IPU3HAKA B MOJIENIM CITy4YaitHOTO Jieca, 0 Mepe KpUTEpHsi IPUPOCTa
uHopMaru Ha ocHoBe uHjeKe Jxuaan, meree 0,1 oT 3HaunMocTu Hanbosee nHpopMa-
TUBHOTO aTpuOyTa; y4eT MpU3HaKa BeJIeT K MPUPOCTY TOUHOCTH Kiaccudukamu He 6onee
gyem Ha 0,005 [11, 12].

JlanHast MeToIMKa 1MO3BOJISIET 0TOOpaTh HE3aBUCUMbIE U MH(OPMAaTUBHBIE IIPU3HAKU
npu uaeHtudukanuu caitoB SNP ¢ ncrnonb30BaHuEM METO0B MAIIMHHOTO 00YYEHUSI.

3. Pe3yabTaTthbl

3anavell MpOBEACHUS BBIUYMCIUTEIBHOIO KCIEPUMEHTA SIBISIETCS MCCIEOBAHUE
WH(GOPMATUBHOCTH MTPU3HAKOB U OIEHKA BPEMEHH PabOTHI aJrOPUTMOB T€HEpAIMH TIPH-
3HAKOB. B BBIYHCIMTEILHOM 3KCIIEPUMEHTE PACCMOTPEHBI STAIOHHBIC TAHHBIC O XPOMO-
come 22, noy4ennsie koHcopimymom GIAB [13]. HaGop maHHBIX COAEPKUT XapaKTepu-
ctuku 29 633 768 HyKJICOTHIIHBIX CANTOB, U3 KOTOPBIX 36 150 nCTHHHO UACHTUDUITUPO-
BaHHbIE cailTel SNP.

PaspaboTanbl 1 IporpaMMHO peaJin30BaHbI Ha sI3bIKAX MporpammupoBanus R u C++
QITOPUTMBI TEHEpaIK M OLIEHKA HH()OPMATUBHOCTH 14 MPU3HAKOB HYKJICOTHIHBIX Caii-
TOB TIPH PEIICHUH 33J]a41 OIPENICICHUS CANTOB OJHOHYKJICOTHIHBIX MOJIUMOP(U3MOB C
UCTIOJIh30BAaHMEM METOJIOB MAITMHHOTO OOYYEHHs Ha SKCIIEPUMEHTAIbHBIX JIAHHBIX Ce-
KBEHHUPOBAHUS XPOMOCOMBI 22 reHoma yenoBeka. Ha puc. 1 npeacraBieHbl THCTOTpaMMBbl
pactpeaeneH!i UCCIelyeMbIX TPU3HAKOB U alllIPOKCUMUPYIONTUE UX (PYHKIIUU.
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Puc. 1. Tucrorpammsl 14 npru3HakoB U anmnpokcumupytomue ux Gyskaun aias SNP u ne SNP caiitos

B cootBercTBUU ¢ pa3paboTaHHONW METOAUKON 0TOOpA, KaK CHIILHO KOPPEITUPOBaH-
HbI€, UCKIIIOUEHBI IPpU3HAKH Xs, X6, X9, U X10, IO MEPE B3aUMHOU HH(OPMATUBHOCTH — X3,

Keanmosas snexkmponuxa: mamepuanvt XV Meoswcoynap. nayu.-mexn. kongpepenyuu, Munck, 18—20 nosops 2025 e.

445



X4 1 X14, o L1 perynspuszanmu — X13, 10 KpUTEPUIO BAKHOCTH B METO/JIE CIy4YaitHOr O Jieca
— X12, B pe3yJIbTaTe BBIMNOJIHEHHS aJlrOpUTMa OOpaTHOTO 0TOOpa MPU3HAKOB C S5-TH Kpart-
HOM mepekpECTHOM npoBepkoi — X1, X2, Xs 1 X11. B pesynbrare orobpan npusHak X7 — p-
BEJINYMHA TeCTa OMHOMMAIBHOTO paclpe/IesICHUsL.

BaxHbIM CBOWCTBOM PEATM30BAHHBIX AJITOPUTMOB SIBJIIETCS KX ITyMOYCTOMYUBOCTD
[5, 14]. TlpoBeneH BBIYUCIUTEIBHBIN KCIIEPUMEHT C JOOABICHHEM rayCCOBOTO IIyMa.
Jlist uccnenoBaHusl METOAMKM OTOOpa MPU3HAKOB Ha 3alllyMJIEGHHOM HaboOpe JaHHBIX
B KXl HYKJICOTHIHBIA KaHAT T00aBJIeH HEOOJBIION aINTUBHBIA TayCCOBCKHUN IITyM
¢ mapametpamu M = 0 u 6 = 5. B pe3yibTare npuMeHeHUs pa3pab0TaHHONW METOUKH OT-
0opa UH()OPMATUBHBIX MTPU3HAKOB BBIJIEIEHBI 2 MPU3HAKA — YKCIIa TOKPBITUNA pedepeHc-
HOI'O HykJieoTuaa X1 M MEpBOro no yoObIBaHMIO HepedepeHcHoro Hykieortuaa Xz. [Jua-
rpaMMa pacroJjioKEHUs] HyKJIEOTUAHBIX CATOB B MPOCTPAHKE MPU3HAKOB X1 U X2 Mpea-
CTaBJICHA HA pUC. 2.
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Puc. 2. [Inarpamma pacnosio>keHust HyKJICOTHAHBIX CATOB B IMIPOCTPaHKe MPU3HAKOB X1 B X2

OnHuM U3 KpUTEpreB OLEHKH YPGEKTHBHOCTH pa3pabOTaHHBIX aITOPUTMOB SIBIIS-
eTcsi BpeMs uX paboThl. Berancnenus nposenens! Ha [1K, ocHamenHsM 12-sg1epHBIM TpO-
neccopoM Ryzen 9 5900X. PeanuzoBanbl pacnapasuiefieHHbIE BApUAHThl BHIYUCIUTEIb-
HBIX MPOIIEAYp — ¢ ucnoib3oBanreM R makeros parallel, Repp u ReppParallel. [Tpenmy-
IeCTBO pacnapauienenHoil ReppParallel-peanuzanmu Haj pacnapanieneHHol R-peasnu-
3anment cocraBisieT mopsiaka 10 pa3. Bpemst paboThl anropuTMOB reHepary MpU3HAKOB
COIIOCTaBUMO C BpEMEHEM padOThI KJIACCUUECKUX CTATUCTUUYECKUX METO/I0B UAEHTH(PHKA-
M HYKJICOTUIHBIX CAalTOB.
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4. 3akja0ueHue

Pa3paboTraHbl ¥ POrpaMMHO PeaTM30BaHbl AJITOPUTMBI TeHepalu 14 Mpu3HAKOB
HYKJICOTHJIHBIX caiiToB. [IpoBeneHo uccienoBanne WHOOPMATUBHOCTUA MPU3HAKOB HYK-
JICOTHIHBIX CAUTOB MPH ONPECIICHUN TCHETHYECKUX MTOJTUMMOP(PHU3MOB C HCIIOIh30BaHUEM
METOJIOB MAIIMHHOTO OOYYEHHUS Ha IKCIIEPUMEHTATLHBIX JTAHHBIX CEKBEHUPOBAHUS XPO-
MOCOMBEI 22 TeHOMa YeJIOBEKa C yUeTOM JI00aBJIEHUs rayCCOBCKOTro Iryma. OmpeneneHs
Hanbosiee MHPOPMATUBHBIE MPU3HAKU — YHCIIA MOKPHITUH pedepeHCHOTr0 HYKJICOTHIa U
NIEPBOTO 110 yObIBaHHIO HEpe(hEePEHCHOTO HYKJICOTH 1A, p-BEITUIMHA TeCTa OMHOMHUAILHOTO
pacrpeieieHusI.

[IporpaMMHBIE peaM3alii AITOPUTMOB BBIJCIICHUS TPU3HAKOB HYKJICOTHIHBIX
caiiToB pacnapasuiesieHsl. [IpenMyinecTBo pacnapamienentoi ReppParallel-peanuszarym
HaJ pacnapajuiesieHHoN R-peanuzanueii coctasisiet nopsiaka 10 pas.
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