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B pabome paccmompenvi cnocobvl 2eHepayul, NPU3HAK08 HYKAEOMUOHBIT Calimos npu onpe-
denenuly 2eHEMUYECKUT NOAUMOPPUIMOE C UCTLOALIOBAHUEM MEMOJ06 MAWUHH020 00yvwenus. Hc-
€1e008GHA UHPOPMAMUBHOCTL NPUSHAKOE 8 NPUMEHEHUYU K CMOOEAUPOSAHHLIM OAHHDIM 26HOMHO20
cexsenuposarus ¢ dobasaenuem 2ayccoeckozo wyma. Hauboaee unpopmamusnvmu u He3asucu-
MBMU TAPAKMEPUCTNUKAMY HYKACOMUOIHDIT CAUMO8 ABAAIOMCA NPUSHAKU HA OCHOSE N02GPUPMA
sepoamnocmu owubku 6 pudax, p-eesuvune mecma Ilyaccona, wucea nokpumuli peheperncrnozo u

nepeoz2o HepePhepercrozo KaHai08.

BBEJIEHUE

Oxnnonykieoruabie noaumopdusmbr (SNP —
or anru. Single Nucleotide Polymorphism) sisis-
FOTCS OJIHMM W3 HamboJjiee PaclipOCTPAHEHHBIX TU-
[I0B T€HETUYECKUX BapHUAINA B N€HOME UeJIOBEKA.
Cy1mecTByomue CTATUCTUIECKIE METOIbI UJIEHTHU-
dbukanmu oTHOHYKIEOTHIHBIX TOIUMOPGU3MOB 1]
TPeOYIOT 3HAYNTEIbHBIX BBIYACIUTEIHHBIX PECYPCOB
U CJIO’KHO IIPUMEHUMBI [IPY aHAJIM3e SKCIEPUMEH-
TaJIbHBIX JIAHHBIX C BBICOKMM yDOBHEM ImyMa [2].

IIpumenenne MeTOI0B MMUTAIIMOHHOTO MOZIE-
JINPOBAHUS ¥ MAIIUHHOTO O0YYeHUs MIO3BOJIAET I10-
BBICUTH TOYHOCTH ompejesienusi caitroB SNP mpu
VBEJIMYEHNN IIyMa B 9KCIIEPUMEHTAJBHBIX JTAHHBIX
TEHOMHOTO CEeKBEeHNpOBaHUs. Jlormaeckum mpoIoJi-
2KE€HUEM PabOTHI SBJISIE€TCS MOBBIINIEHUE CTEIEeHN Jie-
TaJIM3AIUNA MOJEJINPYEMBIX IIPOIECCOB B MMUTAIMOH-
HOi Mozenn [3] u uccrenoBanue HHGOPMATUBHOCTH
XapKeTPUCTUK WJIU IPU3HAKOB HYKJIEOTUIHBIX Caii-
TOB TIPU PENIEHUN 3aJa9H OnpeeseHns caiitop SNP
C WCIIOJIb30BAHUEM METOJ0B MAIMMHHOIO 00y I€HUs.

Ilenbio mamnoit paboThI SABJISIETCS BbIICIEHUE
U uccjeaBoanre 3pOEKTUBHOCTH TPU3HAKOB HYK-
JIGOTHJIHBIX CAUTOB IIPU OIPEJIEIEHUN TeHETUIECKUX
MOJIUMOP(MU3MOB C HCIIOJB30BAHUEM METOIOB Ma-
mUHAOr0 o0ydenus. PacmMorpensr 23 npusnaka,
XapaKTepHU3yIoIie TaHHble TEHOMHOTO CEKBEHUPO-
BaHUsI HOBOT'O MOKOJIeHHUsI [1], npescrasiennble dnc-
JIOM TIOKPBITHI HYKJIEOTHAHBIX caiiToB. Mccienosa-
HIe nHMOPMATUBHOCTH TPU3HAKOB HYKJICOTHUIHBIX
CAlTOB BBIIIOJIHEHO HA IIPUMEPE aHAJIN3a T€HOMHBIX
JAHHBIX Y€JIOBEKA C UCIOJIb30BAHUEM METOJ0B Ma-
[IIUHHOTO 00y YeHMsI.

I. TIPUBHAKU HYKJIEOTUIHBIX CANTOB

B Tmabsmune 1 npencrasien doparmesnT Habopa
SKCIEPUMEHTAJIBHBIX JAHHBIX , COAEPKAIINNA YnCIIa

HOKPBITHI HYKJIEOTUIHBIX CafiToB (KOJOHKU 3-7) 1
Tun pedepeHCHOro HyKJIeoTH 1 (KOJIOHKA 2).

Tabnuma 1 — @parmenT HAOOpa JAHHBIX

CEKBEHUPOBaHUA XPOMOCOMBI 22 JejI0BEKa
Pacnonoxxenne | Pedepencuoe | A| C| G| T
3HAYEHUE
0 | chr22:16050343 | T 02|01 25
1 | chr22:42771714 | A 25/ 000
2 | chr22:42771715 | T 02103
Boriesensr 23 cTaTUCTUYECKHX IIPU3HAKA,

BKJIIOYAIOIINAE UCXOHBIE YUCJIa TOKPBITHI, PE3YJIb-
TAThl KJIIOYEBBIX KJIACCHYCCKUX KPUTEPUEB, SMITU-
pudeckue nmpusHaku caiitoB SNP u ap.: X; — mHop-
MHUPOBAHHOE 9UCJIO TIOKPBITHIT pedepPeHCHOro HyK-
sgeorusia; Xo — X4 — OTCOPTUPOBAHHDBIE B TIOPSIIKE
yObLIBaHUST HOPMUPOBAHHBIE YHCJIa HOKPBITUI J1J1s1
HepedepeHCHBIX HyKJICOTHIOB; X5 — S9HTPOIHUS Caii-
ta [1]; X¢ — p-Besmauna suHTponuu caiita [1]; X7 —
P-BEIMYUHA TECTa OMHOMHUAIBLHOTO PACIPEICICHUST
[1]; Xs — p-Besmumua TouHoro tecra @umepa [1];
Xo — p-Bestmumna TouHOTrO Tecta Ilyaccona [1]; Xig
— JlorapudM BEpOATHOCTH OMMOKY B pujax [4]; Xq1 —
Bapuaius nozuiu yrennd [4]; Xqo — cpennsas nosu-
tus grenus [4]; X135 — GuHAPHBLT IPU3HAK, YKA3bIBa-
IOIMuil COBIAJAET JIM HyKJICOTUJ, C MAKCAMAJIHHBIM
KOJI-BOM IIOKDBITHI ¢ pepepeHCHBIM (IMIMPUYECKUil
npusHak); X14 — OMHAPHBINA MPU3HAK, YKA3bIBAIO-
Wi PABHSIETCS JIM IPUOJIN3UTENHLHO KOJ-BO PUJIOB
i pedbepeHcHOro n HepedePEeHCHBIX HYKJIEOTHIOB
(aMuupuyeckuii npusnak); X15 — 6ananc asuesnei
[4]; X16 — xKauecTBO PSIIOM PACIIONIOKEHHBIX HYKJIIEO-
0B [4]; X17 — KOJI-BO MOBTOpEHHIl JUHYKJIECOTH-
qoB [4]; X1s — cpenusist mosunust urenus [4]; X9
— HanpasjieHHOCTh crperya [4]; Xop — cymMmmapnoe
pacxoxenue wionianeii [4]; Xo; — pasnoobpasue
HyKJ1eoTu 108 [4]; X295 — KOJI-BO HECOOTBETCTBUIA pH-
108 [4]; X23 — KOJ-BO T10C/IEI0BATEIBHBIX TIOBTOPOB
onHoro HykieoTuma [4].
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IIpusnakm X; — X4 MOTYT OBITH BBIJAEIEHBI
W3 UCXOMHBIX YACTOTHBIX TAOJIHUI] B/ TAOIUIBL 1.
Hazosem ux muddepeHma bHbIMI TPU3HAKAME, UX
VJI00HO TIIPUMEHSITh JIJIsi METOJIOB MAIIMHHOIO 00y ue-
uud. s Beiesiennst mpu3HakoB Xi15 — Xo3 Hy2KHA,
JIONIOJIHUTEIbHAS aHHOTUDYIOasd uadopmanus [5]
U BBIJIEJIAIOTCA OHU C YIETOM COCTOSIHUST CMEXKHBIX
caiitoB. HazoBeM mx MHTErpajbHBIMU [IPUIHAKAMU.
TTosHbIif HAOOP IPU3HAKOB UMEET CMBIC]I IIPUMEHSITh
B OCHOBHOM J1jis1 00yJeHust HefipoceTeil.

II. ONMCAHUE BBIYUCJIUTEJIBHOI'O

SKCIIEPUMEHTA

Sajiatei TpoBeIeHNsT BBIYUCIUTEILHOTO JKCITe-
PHUMEHTA sIBJISIETCST MCCIIeI0BaHue: 1) nadopmaTs-
HOCTHU NIPU3HAKOB; 11) TOYHOCTH METOIOB MAIIMHHOIO
0o0ydeHnst, 00y I€HHHBIX HA BBIJIEJIEHHBIX TPU3HAKAX;
iii) BpeMeHn paboThl AJITOPUTMOB.

NudbopmaTuBHOCTS TPU3HAKOB OIEHUBAETCS IO
METOJLY CJIy9aifHOTo Jieca ¢ KpUTepUueM IIPUPOCTa. HH-
dopmaruBHOCTH (KpUTEPHEM PACHICILICHUS Y3JIOB)
nujeke Jxnunu [6]:

Gini(Q) = 1- 3%
=1

e () — pe3yJIbTUPYIOIee MHOXKECTBO, 1L — YUCJIIO
KJIACCOB B HEM, P; — BEPOATHOCTD i-TO KJIAcca.

III. PE3VJIbBTATHI

Paccmorpensr quddepenimaibable MTPpU3HAKH
X1 — X4 JJIs1 pelieHus 3aJ1a9u OIpeieieHus CaifiToB
OJTHOHYKJICOTHTHBIX TOJAMOP(MUIMOB C UCIOIB30Ba~
HUEM METOJ/IOB MAIMHHOIO OOy YIeHus.

Ha pucynke 1 mpejicraBieHa cToovYaTast aua-
rpaMma BasKHOCTU [IPU3HAKOB, OIEHEHHBIX HA CMO/Ie-
JINPOBAHHBIX JAHHBIX C T00ABJIEHUEM CTAHIAPTHOTO
rayCCOBCKOT'O IIIyMa.
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Puc. 1 — Onenennas BaXKHOCTb TPU3HAKOB 110 METOILY
CJIyJaifHOT'O Jleca ¢ KpUTepUueM IIPUpPOCTa
nHOOPMATUBHOCTH UHJIeKC J>KuHHI

Hawnbosee nudopMaTUBHBIMI TPU3HAKAME SIB-
sastiorcst: X19 — JorapudM BEPOSITHOCTH OITUOKU B
punax; Xg — p-Benuuanna tecta Ilyaccona; X5 — 9H-
Tpornus caiita. OIHAKO 31eCh HE YITEeHA KOPPEJIsIIsT
MEK/JIy MPU3HAKAMU, KOTOPas MOXKET JOCTUTATH TI0-
panka 60%.

Ilocsie cpaBuenust amcamOJIsT MOJEIEN CITyIaii-
HOT'O Jieca, OOYYEHHBIX Ha PA3HBIX KOMOWHAIUSIX
PU3HAKOB, HAUOOJIBIIYIO0 TOYHOCTE B 98,26% umeer

MOJIEJIb, OOy UIeHHAsT Ha CJIEAYIONNX 4-X IpPU3HAKAX:
X109 — morapudm BEpPOSTHOCTH OIMMUOKU B puaax; Xg
— p-BenmumHa Tecta Ilyaccona; X; — oTHOCHTEH-
HOE YHCJIO MOKPBITUH pedepeHCHOro HyKJIEOTUIA,;
X5 — oTHOCHTE/ILHOE YUC/IO MOKPhITHiT 1-T0 HEepede-
PEHCHOTO KaHaJIA.

OHU ABJISIOTCS yPABHOBEIIEHHBIMEI U JIOTHY-
HBIMH: IPUCYTCTBYET BEPOATHOCTH OIIUOKU B pPH-
J1ax, pe3yJIbTaT OJHOIO U3 CTATUCTUYECKUX TECTOB,
a TaKKe YNCjIa MOKPBITUN B pepepeHCHOM U [IEPBOM
HepeepeHCHOM KaHaIaxX.

CpaBHeHre BpeMeHU BbIJE/ICHUS TPU3HAKOB HA
1000 mcxoHBIX CaITOB BHIIIOJHEHO HA IEPCOHATHEHOM
KOMITIBIOTEPE, 001 IAI0MIM 12 SAepHBIM IIPOIECCO-
pom AMD Ryzen 5900X (3.7 GHz). B ogronorouHoO#M
peaym3anyy Ha si3bike R ycpeHeHHOE BpeMsi BbIIe-
JICHUSI TpOCTeUmuX mpu3HakoB X1 — Xy 3anmMaeTr
0,39 ¢, orobpanubix npu3uHakoB X1,X2,X9,X19 — 1,6
¢, TmoJTHOTO Habopa mpusHakoB X1 — Xq4 — 38 c.

IV. 3AKJIIOYEHUE

st pelnieHust 3a1a9K ONPEJIEJIEHUsI CATOB OJI-
HOHYKJIEOTHIHOIO TIOJIUMOP(MU3MA C UCIIOJIH30BaHI-
€M METOJIOB MHTEJLIEKTYAJIbHOIO aHAJM3a JAHHBIX
B 0bIIeM cirydae paccMoTpenbl 23 npusnaka. OHu
pa3menens Ha guddepeHuaabHble, NCI0Ib3yeMble
JIJIsl METOJIOB MAIIMHHOIO O0yYeHUsI U MHTErpasib-
HbIE, IPUMEHUMBbIE JIJISI METOJOB C YIE€TOM IOPSIIKA
CTPYKTYPBI T€HOMA.

Omnpenenensl Hambosiee WHGOPMATUBHBIE U
He3aBUCUMbBIE [IPU3HAKA IS 331391 UACHTHUMOUKA-
mmu caiitos SNP ¢ ucronnb3oBanneM MeTon0B MAIIAH-
HOrO 00y4YeHHusl. DTO pU3HaKU X1o — Jorapudm Be-
posiTHOCTH OMUOKHU B pujax; Xg - p—BeJIMUNHA TECTa
IIyaccona; X1 — oTHOCHUTEIBHOE YHUCIO TMOKPBITHI
pedepencHoro mykmeoTuaa; Xo — OTHOCUTEIHHOE
YUCJI0 MOKPBITHIT 1-r0 HEepedepeHCHOro KaHaJa.

HemocrarkoM 1peiJIoyKeHHBIX IPU3HAKOB sIB-
JISIETCSI CYIIECTBEHHOE BO3PACTaHNE BPEMEHU UX BbI-
nesierns. Bpemsi paboThI aJrOpuT™Ma ¢ HOBBIME [IPH-
3HAKAMHU BO3PACTaeT IPUMEPHO B 4 pasa.
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