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JIrobernkmit

MHUHUMAJIBHOE PACCTOSIHUE MEXK/TY CIIYIANHOM
IMOCJIEOJOBATEJIbHOCTBIO N
EE COBEPIIEHHEIMHU MAJIMHAPOMAMM !

1151 IPOM3BOJIBHOM TOCJIEIOBATEIBHOCTH T YACTO PACCMATPUBAIOT HOPMUPOBAH-
HOE JIJTMHON & MUHUMAJBHOE paccrosinue Jlepenmreiina imp(x) Mexk1y © u nepeMen-
HBIM CJIOBOM Bugia we(w), Tae w — aoboii npeduke B , a ¢(+) — mepecTaHoBKa OyKB
B W B OOpaTHOM TOPSIKE C 3aMEHOW WX Ha <«IBOWCTBEHHBbIe» OyKBBI. Hampmmep,
B3anmozamenoit A ¢ T u G ¢ C. CBoiicTBa BaXKHON TEOPETUYECKU U B MPUIOKEHUSIX
dyuKME imp(x) 0CTAIOTCS MATEMATUYECKA HE U3yHE€HHBIMH. [[09TOMY MBI TpOBe-
Ji1 OOLIMPHBIE KOMIIBIOTEPHBIE SKCIIEPUMEHTHI, Kacaroluecs: HoBeJeHus imp(z) Ha
CIIy9afiHbIX IOCJI€0BATEIbHOCTAX. B HUX HAOJIONAETCS, UTO HOJIS IIOCJIEI0OBATEI b
HOCTel %, OJIM3KUX K COBEPIIEHHBIM MAJIMHIpOMaM wc(w), OUYeHb MaJla; MeJuaHa U
cpefiHee 3HAUEHMI ist imp(Z) CYIIECTBEHHO 3aBHUCAT OT BEPOSTHOCTEH OT/IEIbHBIX
OyKB. Y JUIMHHBIX IIOCJIE/IOBATEJILBHOCTEN T 9TU XapaKTEPUCTUKU CJ1abo 3aBUCAT OT
JUIMHBL T, & JJIsi KOPOTKUX, HAIIPOTUB, 3HAYMMO 3aBHUCAT OT JinHbI. Ho oHM Bechb-
ma 3aBucaT or GC-cocraBa; U CpelHEKBaPATUYHOE OTKJIOHEHUE MAJIO 3aBUCUT OT
Hero. PaccMoTpensr u Ipyrue XapakTepucTuku. Pe3yibrarsl IPUMEHUMBbI, B YACTHO-
cTH, B 3aJ1adax omonHdopMaTuku. Hampumep, mpu IMOUCKe CaiTOB KOOIIEPATUBHOTO

CBSI3BIBAHNS TPAHCKPUIIITHOHHBIX (PAKTOPOB U MPOMOTOPOB.

Karoueswie caosa: mannupoM, ciydaiinas nociaenosareabHocts, GC-cocras, 6ronH-

dopmaTuka.

DOI: 10.31857/50555292377, EDN: 77

§ 1. Beenenne

B pabore paccmaTpuBaeTcss MUHUMAJIbHOE HOPMAPOBAHHOE JJIUHOMN CJTyIaifHOM ITocIe-
JOBaTeJIbHOCTHU ¥, PEJAKIIMOHHOE PACCTOAHNE MEXKJy T U II0CJIe/I0BaTe/IbHOCTAMU CIIeIN-

AJLHOTO BUA (POBOPAT «CJIOBAMEY ), ¥ KOTOPBIX HPeUKCH] Te XKe caMble, 9T0 Y L. DTU

1 PaGora BhIIOJIHEHA B paMKax rocygapcTsenHoro 3aganus UIITIN PAH, yreep:xaearoro MunoGpHa-
yku Poccun.
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CJIOBA OJIHO3HAYHO BBIYUCJISIOTCH 110 KAXKIA0MY pedUKCy w B & U uMeroT Bui we(w), rie
dyukuusa (-) onpenenena nmke. Camo paccrosuue obosnadaercs imp(z) kax dyHKIMs

oT .

B pabore paccMaTpuBaoTCsi OCJIEIOBATEILHOCTH B I€THIPEX OyKBEHHOM aJihaBUTe.
B 6uounrdopmarnieckoM KOHTEKCTE OYKBbI HA3BIBAIOTCS HYKJIEOTUIAME U 0O03HAYAIOTCSI
A, C, G, T; 14 HUX OLIPEAEJIAIOTCA TaK Ha3bIBaeMble KOMILJIEMEHTAPHbIE I1apbl {A, T} u
{G, C}. Tounee, oupenessiercsd OTHOIIEHHE KOMILIEMEHTAPHOCTU, KOTOPOE 3allUChIBACTCS
kKak c¢(A) = T, ¢(T) = A, ¢(C) = G u ¢(G) = C; u s Jroboro cyoBa w = Yi...Y, (B
posin npedukca) c¢(w) onpenensiercst Kak c¢(w) = c(yx). .. c(y1). XoTs pesysbraTsl IpH-
BOJISITCST JIJIsT HYKJIGOTHIHBIX aJihaBUTa U KOMILJIEMEHTAPHOCTH, IIpeJjIlaraeMasi MeTO/InKa
MPUTOJIHA JJTsT JIIOOBIX ajihaBUTA U OTHOIIEHUS] KOMILUIEMEHTAPHOCTH Ha HEM; HYKJIEO-
TUAHBIA caydail dynknuu imp(z) BbIOpaH BCIEACTBHE €€ IMUPOKOH BOCTPEGOBAHHOCTH
B 6uonndopmaruke. C10BO (TaK roBOPAT, 9TOObI OTJIMYATH €0 OT MOCJIEI0BATEILHOCTH
x) Buza we(w), aJist J060ro IoJICJI0Ba W, HA3BIBAETCH COBEPIIEHHBIM ITaJIuHIpoMoM. Or-
Kyga caexayer, 4to |w| = |c(w)| u Takoe c0BO YETHOI JUIMHBL rje | - | — mIuHa cJIoBa
WK TIOCJIeJIOBAaTeIbHOCTH. B OnomHMoOpMaTiKe TO OIpeIe/ieHne BBIPAXKAIOT CJIOBAMU:
a COBIaJIAeT C KOMILJIEMEHTAPHON K Heil II0C/IeJ0BATE/IbHOCTHIO, YUTAEMO B OOPaTHOM
nanpasiernn [1]. HecoBepieHHbIM TATHHIPOMOM HA30BEM MOCIIENOBATEIBHOCTD & GIm3-
KYIO 110 PACCTOSTHUIO K COBEPIIEHHOMY HMATUHIPOMY wc(w), Tle w — HEKOTOPbIit npedukce
B 2. 31IeCh MOAPA3yMeBaeTCsl JOCTaTOYHas 6,u30¢Th U we(w), HO BHIOOP IPAHUIILI CBEP-
Xy (roBopsIT: IOpOra) 9TOM GIM30CTH 3aBUCHUT OT TIPUKJIAIHON 3a1aun. Huke npejioxken
BapHaHT TAKOTO [IOPOTa, HO IPUBEIEHHBIE KOMITBIOTEPHBIE SKCIIEPUMEHTBI OTHOCSITCS K T10-
CJIEJIOBATEJIBHOCTSIM  6€3 OrpaHUYeHUsT HA MOPOT. [IOMCK HECOBEPIIEHHBIX TAJTUHIPOMOB
¥ BBIOOD 9TOrO IOPOra W BeChbMa HETPUBHAJIEH U BayKeH BO MHOTHX IMPUKJIAIHBIX 333~
Jax, BK/IIOUas bnodusndeckne. B qacTHOCTH, HECOBEPITIEHHBIE TTAJIUHIPOMbI, OJIU3KHE TI0
[TOCJIEIOBATEILHOCTH K COBEPIIEHHBIM, MOT'YT CJIY?KUTDH CARTAMU KOOIIEPATUBHOTO CBS3bI-
Banus ¢ JIHK rpanckpunimoHubix GakTopos, 06pa3yomux roMOIUMEpHI [2]; Takue caii-
ThI OOBIYHO HecOBepllleHHble. HecoBepileHHbIE AJIMHIPOMBI, OJIM3KHE K COBEPIIEHHBIM,
BXOZISIT KaK TIOJIIOCIIEIOBATENBHOCTD B cOCTaB MHOrUX Hekogupytomux PHK [3]; orn pac-
IpoCTpaHeHbl B reHoMax sykapuor [4,5] u upokapuor [6]. Bmecro npedukcos anajiorny-
HBIM 00pa30M pacCMaTPHUBAIOTCH Cy(MMOUKCH WK JaXKe CJI0Ba, OIPEeIEHHBIM 00pa3oM
PACIIOJIOYKEeHHBIE B L. PaccTostHie MeXK/ 1y IPOU3BOJILHOIL I10C/Ie10BaATE/IbHOCTBIO T M COOT-
BETCTBYIONIUM €if COBEPIIEHHBIM HAIUHIPOMOM W (W) OIPeessieTcs KaK PeJaKIInOHHOe
paccrognue (paccrosuue Jlesenimreitna) [7], Koropoe 3aTeM HOPMUPYETCsI JIJIXHON TTOCIe-
JIOBATEJILHOCTHU X. Pe3y/IbTaThl IPUBEIEHBI IS CJIyUasi, KOrja paccrosuue JleBeHmmreitna
HE HUCIOJIb3YeT BeCA. DTO PACCTOSHUE MEXKJLy JBYMsI OCJIEI0OBATEIbHOCTSIMI, KAK U UX
HAMOOJIBIIIAsT ODIIAsT ITO/IIOCIE0BATEILHOCTD, BBIYUC/ISAIOTCS 38 KBAIPATHIHOE BPEMSI OT
uX JUIHHBL. VI3BECTHBI aJrOPUTMBI BBIYUC/IEHUS PEJAKIIHOHHOIO PACCTOSTHUS 38 HEMHOTO

MeEHbIIIee BpeMd, 9eM KBaJIPpaTUIHOE [8, 9]7 MaTeMaTU4deCKOe OXKM/aHue JIJIMHDBI HanbOJIb-
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et o0IIeit TOTOCIeIOBATETHLHOCTH ABYX CAYYAHBIX JBOMYIHBIX MOCJIEI0BATETLHOCTEH
pacemorpeno B [10]. GC-cocraB HYK/JIEOTHIHON TIOC/IE0BATEIBHOCTH ONPEIEIISIeTCI KAK
J10J1s1 B Heil OyKB G u C; MOXKHO aHaJIOrndHO paccMmarpubark AT-cocras. Hamomuum, aTo
GC-cocras omunakos st obenx nemneit JTHK. Hanpumep, GC-coctas Bcero remoma, aeJio-
Beka 41%. Ecim B JTHK wenoseka paccMOTpeTh KOPOTKOe OKHO, TO B HéEM GC-cocTas me-
HSIETCSI B IIIMPOKUX IMIPEJIeIax: B OKHe JJINHOW HEeCKOJIbKO coTeH HykJreoTu0B GC-cocran
mensgercs ot 0% g0 100%; a B okne gymnoit 100 Teicsta Hykaeotunos GC-cocras MeHsieT-
cst ot 35% 1o 60%. Mbl npoBe KOMIIBIOTEPHBIE SKCIIEPUMEHTHI HA, OCHOBE OIMCAHHOIO
HIUZKE METO/IA, BISICHSIOIINE CBONCTBA MUHUMAJIHLHOTO PACCTOSHUS MEXKTY CJIyIailHON 10~
CJIEIOBATEJILHOCTBIO & ¥ COOTBETCTBYIONIMMHE €ii COBEPIIEHHBIME ITAJUHApOMaMu we(w),

KOTOpBIE YaCTUYHO IIPUBENIEHBI B pasjese «Pe3ynbrarTsls.

8§ 2. Merogn

B [11] HaMu mpesioxKeH aJrOpuTM, KOTOPBIN MO IIOCJIEI0BATENBLHOCTH & MOJIYIAeT
cucoK e npedrukcoB w B & (0T HAYAJa ), Ui KOTOPbIX HOPMUPOBAHHOE HA JJIUHY
I peJlaKImoHHOe paccrosinue dist MeXKy Bcell © = wz W COBEPIIEHHBIM MAJTHHIPOMOM
we(w) JocTUraeT MUHUMYMA, BBIYUC/IAEMOrO 110 BeeM o0muM npedukcam w B & 1 we(w).
Dro paccrosiane, obosHauaercs imp(x). Ham anropurm Bbimaér u dynknuo imp(z) —

SHaYeHUEe MUHUMYMa JJId IIOCJI€I0BATEC/ILHOCTU I, PaBHOE

min{dist(z, wc(w))|x = wz}

imp(z) = 2]

O6braHO noceoBarebHocTH & 1 we(w) pasHoil puHbl. OTMETHM PaBEeHCTBO
imp(z) = imp(c(x)).

3uavenue imp(z) roBOPUT, HACKOJBKO IIPOM3BOJIbHAST TI0CIIEI0BATEILHOCTD & OTIINIAETCSI
OT GJIMKANTIIEro K Hell COBEPIEHHOTO TAJMHAPOMA BUia we(w ), TAe w mpoberaeT Bee pe-
duxkcst B . s & ¢ uérHOill fyiuHoii BeiosHsercd imp(z) < %; A7 & ¢ HeIETHON JIJTMHON
BoInoJiHgeTcsa imp(x) < %—!— ﬁ, rje |z| — mumHa nocseoBaTeabHocT . Hanpumep, s
x u3 oxHOl Gyksel imp(z) = 1. B [12] mosyuen asropurm noncka (cBsi3HON) cTpoku u (B
MOCTIETIOBATEIBHOCTH ), KOTOPASI TI0 PEIAKITMOHHOMY PACCTOSTHUIO JOCTATOYHO GJIN3Ka K
KaKOMY-TO COBEPIIEHHOMY TTAJUHAPOMY; W TOPOT 3TOH OJIM30CTH BKIIOYEH B KBAIPATHY-
HYIO OIIEHKY CJIOXKHOCTHU aJIrOPUTMa. DTa U HAIIA 331891 BayKHbI B OnonndopMaTuke u B
JIPYTAX IPUJIOKEHUAX; OHU PA3JINIAIOTCS KaK TI00aJIbHOE, Y HAC, U JIOKAJIbHOE, B [12], BBI-
PABHUBAHUS TIOCJIEIOBATENLHOCTEN. B IpUKIaMHBIX 3a89aX MUHAMAIBHOE OTKJIOHEHWE
COBEPIIEHHOIO aJMHAPOMa we(w) OT BCell HOCIeI0BATEILHOCTH & ¢ OBIIUM IIPedUKCOM
W MOXKeT OBbITh BEJUKO, U BEJUYMHA OTKJIOHEHUs UMEET, B YACTHOCTH, OHMOMDU3NIECKOE
3HAUEHNe, KaK MOKa3aHo, Hanpumep, B [2]|. Cosepmennbiit nasuaapom we(w), Ha KOTO-

POM OJOCTUTACTCA MUHUMAJILHOE OTKJIOHEHHE OT & C IIPOU3BOJIbHBIM O6HII/IM Hpe(bI/IKCOM w
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B X, HA30BEM ONTUMAJBHBIM ITAJIAHAPOMOM I . Hamu 1oKa3aHo, 9To 38 KBaAPATAIHOE
BpEMsI OT JJIMHBI UCXOHOM TOCJIE0BATEILHOCTH X HAIN AJITOPATM CTPOUT YKA3AHHBIA B
HAYAJIE 9TOTO pa3Jiesia CIUCOK JIMH IpedbUKCOB, B TO BpeMsl KaK IIOJIHBIH mepebop Beex
npedUKCOB B T ¢ BBIYHACICHAEM PEIAKIMOHHOIO PACCTOSHEA JJISI KazKJOI0 U3 HUX Tpe-
Oyer Kybudeckoro Bpemenn. KommpioTepras peamsarus Ha s3bike Python ajgropurma,
onmcanHoro B [11], mocrynsa no agpecy http://lab6.iitp.ru/-/pali Bmecre ¢ npumepamun

€€ MCHOJIb30BAHUSI.

KommbiorepHrast reHeparius BHIOOPKY HE3ABUCUMBIX CIYyIaflHBIX [TOCJIEI0BATETLHOCTEH

T ¢ JAHHOW JUIMHON 7 BBIIIOJIHAJIACH II0 CAyYalHON BeIn4YuHe, y KOTOPOA BEPOATHOCTU
1—

6yxs G u C pasubl 47, a 6yks A u T paBupl —2<, rj1e gc — mapamerp, 0 < ge < 1. C pocrom

o06béMa BeIOOpKE cpefHee GC-cOCTaBOB OTIEIBHBIX MOCIEI0BATEIBHOCTEH T U3 BHIOOPKH

CTpeMHUTCS K ¢c¢, a cpemnekBagparudHoe orkjaoHeHne GC-cocTaBoB BBIOOPKU CTPEMUT-

ge-(1—ge)
n

[IOCJIEIOBATEILHOCTH & C JIAHHOW JIMHON M. PaspaboTaH CKpHUIIT, KOTOPBI IeHEepUpPy-

cs K . B srom cmpicie mapamerp gc xapakrepusyer GC-cocras cirydaiiHO#
€T He3aBHUCHUMBbIE BBIOOPKH OJMHAKOBOI'O 33/]AHHOIO 00bEMA U3 HE3ABUCUMBIX CJIYYaiHBIX
TTOCTIEIOBATETHLHOCTEN T ¢ 3aJJaHHON JTMHON N U JaHHbIM gc. HimKe IpUBOAATCS Pe3yiib-
TaThI, YCPEIHEHHBIE TI0 BBIOOPKAM 00bEMa CTO THICSY IPU JJIMHE IMOCIEI0BATETbHOCTEH
n = 1000, n 06béMa MUIMOH IIPHU JJIHHE TocaeaoBaTenbHocreit n = 100 wm n = 50.

VBenmmdenne o0béMa 1 JIUHBL 1 > 50 TPUBOAAT K KAYECTBEHHO CXOJHBIM PE3yJIbTaTaM.

Io BeiGOpKe (mepeMenHas T IPOGEraeT eé JEMEHTBI) 00pasyeTcs UUC/IOoBasl MOCIIe-
JIOBATEJNBHOCTh 3HaUeHuH yHKImu imp(x) wam apyroit 3aganHol dyukimmn y = f(z),
y KOTOPOH OJIMHAKOBBIM 3HAMEHHUSAM TIPUITNCHIBAETCS KPATHOCTE f1(y), T.e. J0am BBIUmC-
JIIOTCS C YIETOM KPATHOCTH, 110 COOTBETCTBYIOIMIEMY YHCIY Z-OB. B 9TOM CMBIC/IE HUXKE

FOBOPHUTCS O XapakTepucTrkax GyHKmu imp(z) nin apyroit dyuxmuun f(z).

§ 3. Pesyubrarsl

Ha Be160pkax 00béMa B MIJLIMOH MIOCJIEI0BATEILHOCTEN J1JIst MHOTMX (DUKCHPOBAHHBIX
JuinH B uHTepBaie 50-100-200 HaiiieHBl SMIUPUIECKHE 3aBUCUMOCTH Meauanbl Me(n) u
CpPeTHEKBAIPATUIHOTO OTKJIOHeHUs ¢(n) ays dyHknum imp(z) or qjmHbl 1 = |z| moce-
JoBaTeabHOCTEH . TUNUIHBIN B 9THX 3aBUCHMOCTE moKasaH Ha puc. 1— 2. Mer npes-
nostaraeM, aro Me(n) upu durcuposannom GC-cocraBe CTPEMHUTCA K MUIO00PAZHOMY
rpaduKy C HEKOTOPOIi ITEPUOJANYHOCTHIO U yOBIBAIOIIEH aMILIUTYION; CTPOroe OIUCAHUE
IIPEJIEILHOTO BU/a IpaduKa IIPEICTABIAIO0 Obl 3HAYUTEIbHBIN HHTEPEC.

IIpu ge = 0,5 cpennerBapaTuiHOe OTKIOHeHNE o(n) dyHKIuu imp(x) Xoporio ar-
npokcumupyetcs (¢ Kosdbdunmentom gerepmunanun R? = 0,999) 6uicTpo yGBIBaIOMIE

dyukuueii or JmHBL n = |T| HOCIEI0BATEILHOCTE] T

(n—0,6)03

950% = 79 58n
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Puc. 1. BaBucumocts Meauans Me(n) (opaunara) or janHO# muuHbl n = |z| (abcimcca)
nocsieioBaTesIbHOCTeR ¢ s pyHKmu imp(x) npu 3Hadenuax napamerpa gc = 0,5 u
gc=0.

IIpu gc = 0 cpesHeKBaipaTHIHOE OTKJIOHeHue s o(n) ammpoxkcnvupyercsa (R2 = 0,99)

Jpyroit 6eicTpo yobIBaromiel dyHKIuell oT JUIMHBL 1 = || mocJe0BaTebHOCTeH X

(n—0,1)03

0% = 75 65m

O6e 3aBUCHMOCTH TTOKA3aHbI HA PUC. 2a.

Hamee, ipu gc = 0,5 Ha BbIOOpKaX 00bEMa MUJJINOH IOCTEIOBATEIHLHOCTENl ¢ TeMu
2Ke JUIMHAMU HalIeHa SMIUPUYIECKas 3aBUCUMOCTD JOJIA IOCIEIOBATELHOCTENR T B 3a-
BUCHMOCTH OT PEJIAKITMOHHOTO paccTosiHust dist MeXK Iy & U ONTUMAJIBHBIM MTATHHIPOMOM
we(w). Ha puc. 3 nokazaHa 3aBucuMocTsb ducsia N 1IOC/IeI0BATEIBLHOCTEN & B 3aBUCHMO-
CTH OT pemakimoHHOTO paccrosuus dist mpu n = 100. B wactHOCTH, M0/15 TTOCTETOBA-
TEJIbHOCTEN, OJM3KNX K TAKUM COBEPIIEHHBIM MMAJUHIPOMAM, OUY€Hb MAJa: HE HAILIOCH

HU OJHON MOCJIEIOBATEILHOCTH Ha PACCTOSTHUAX MeHbIe 16 u 6osbiine 37.

Kosokomoobpasublil Bu 3TOi 3aBUCHMOCTH COXPAHSIETCS U IS JIPYTUX JIJIMH U BbI-

OOpOK.

JlaJiee, BEIYUC/ICHDI SMIIMPAYECKHE CPEIHEE, MEIUaHa U IPYTIHe KBAaHTUIH 1 (DyHK-
mn imp(z) u CIyIafiHBIX HyKJIEOTHTHBIX MOCTEI0BATEIBHOCTEH B 3aBUCAMOCTH OT JIJTH-
HBLI U napaMeTpa gc. Hanpumep, 11 HE3aBUCUMBIX CJIyIailHBIX MOCJIEI0BATEILHOCTEN T
¢ jymHoi n = |x| = 1000, HE3aBUCUMBIMU TIO3UIUSIMU U JAHHBIM gc cpeadee p(n,gc) n
CPeJIHeKBaIpaTHIHOe OTKJIOHeHue o(n, gc) st imp(x), npusenens! B Tabu.l. s nymu

ceeimre 1000 cpesiHee (4 MOYTH He 3aBUCHAT OT JIJIMHBI 7 TTOCIEA0OBATEILHOCTH, PHC. 4.
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Puc. 2. (a) 3aBUCHUMOCTD CPEJHEKBAIPATUYIHOIO OTK/IOHEHUs 0(n) (OpAUHATA) OT JJIMHBL
n = |z| (abcuuceca) nocaegosarenbHocTedl & Ais dyakuuu imp(z) nupu gc = 0,5 u ge = 0.
Ha puc. 2a noka3aHbl e111é COOTBETCTBYIOIE PErPECCUr, UX (DOPMYJIbI IPUBEIEHBI HUXKE.
(b) Iepsast u3 5THX 3aBUCUMOCTEH JIsi GOJIBIIEr0 HHTEPBAJIA JJINH [I0CJIE10BATEIbHOCTEH.

Huzke “k%-kBanTuib paBen ¢” o3HaYaeT, 9TO k IPOIEHTOB BLIOOPKU IIOC/IEIOBATE b-
HOCTEl T yJOBJIETBOPSIET HEPABeHCTBY imp(z) < ¢ ¢ HANMEHBIINM BO3MOXKHBIM ¢; a 50%-
KBaHTWIb COBIAJAET C MEIUAHON. PaccMOTpeHbl BBHIOOPKHU CIy4YalHBIX IIOC/IEI0BATE Ib-
HocTel x ¢ JymHamu n = |z| = 100 u n = |z| = 50 npu pasimuaeix GC-cocTaBax; aHao-
IUYHBIe COOTHOIIEHUs HabonaoTes u nupu n = |z| = 1000. B yacrHocTH, N3 OCIEIHIX
cToa6110B Tabu1. 2-3 BuaHO, 4To npu Jbom GC-cocrase it IOYTU BCEX IIOCJIEI0BATE b-

HOCTel 2 3HavYeHus imp(x) GIM3KA K MeJuaHe.

Hanee, nabmomaercs caemyiomiee. [Ipu gc = 0,5 un Bcex gaunax 6 < n < 100 mocsemo-

BaTeJbHOCTEN T MeJuaHa YHUCJIOBOH IIOCIIEI0BATEJIbHOCTH, COCTABJICHHON U3 KOJIWYECTB
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Puc. 3. Hucno N ykazano B jorapudmmdeckom macmrabe. [lpu gc = 0,5 mokazana 3a-
BucuMocTh unciaa N (opauHaTa) nocienosarenbHocTeil @ (¢ aimHoi n = 100) B BBIGOD-
Ke 00béMa MUJUIMOH OT MUHHMMAJLHOIO PeJAaKIMOHHOro paccrosuust dist mis dyHxunm
imp(z) (abermeca) Mexkay U ONTHMAJIBHBIM HAJIXHIPOMOM we(w).

Tabauya 1. Cpeduee snauenue p(n, ge) u cpednexsadpamusmoe omraonerue o(n, ge) oas
Pynrwyuu imp(z) u daunnor nocaedosamesvrocmeti ¢ n = |x| = 1000 6 sasucumocmu
om GC-cocmasa.

IMTapamerp gc | Cpegnee 1(1000, ge) pyst imp(x) | Orkmonerne o(1000, g¢) st imp(x)
0,00 0,147 0,0044
0,05 0,172 0,0054
0.10 0,193 0,0056
0,15 0,211 0,0056
0,20 0,225 0,0054
0,25 0,237 0,0052
0,30 0,246 0,0049
0,35 0,253 0,0048
0,40 0,258 0,0046
0,45 0,261 0,0044
0,50 0,262 0,0044

OIITUMAJIBHBIX IMAaJUHIAPOMOB B IIOCJ/IEIOBATEC/ILHOCTH I IIO BI>I60pKaM C JJaHHBIM 7, paBHa

JBYM; T.€. IPUMEPHO B IOJIOBHHE IO & UMeeTCs > 2 ONTUMAJbHBIX maJauaapoMoB. Moma

9TOl nocaenoaresbHocTu pasHa 1. Ipu aroGom ge € [0,0,5] u n = 100 90%-ii xBan-

TUJIb KOJIMYECTBA ONITUMAJIBHDBIX ITAJUHIPOMOB PABEH 9ETHIPEM, TO ecThb mpumepuo 10%

MOCJIEJIOBATENLHOCTEH T COOTBETCTBYET > 4 10 ONTUMAJBHBIX TMAJIUHIPOMOB; & 99%-it

KBaHTWIb paBeH 7. Ilpu 3Tux gc cpemuee 3HaUeHNE MO BHIOOPKAM TON YUCJIOBOH MMOCIe-

JIOBATEJHHOCTH JIEXKUT B MHTepBase (2,14, 2,28). CpejiHee 9UCIO0 ONTUMAJIBHBIX NATMH-

qapomos ipu n = || = 100 u BEIGOPKaX 00bEMa MIIINOH ¢JIab0 3aBUCUT OT MapaMerpa

gc, puc. 5.
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Puc. 4. 3asucumoctn cpexpnero 3uadenus p(n, gc) aua imp(x) oT muHbl 1 = |z| moce-
nosarensHocTel x pu GC-cocrasax 20%, 30%, 40% u 50%.

Tabavya 2. Keanwmuau Oas dymwxyuu imp(z) u cpednexeadpamusmnoe omrKAOHEHUE
o(n, gc) das kopomkuxr nocaedosamenvrocmeld x ¢ daunol n = |z| = 100

IMapametp gc | 0,001% | 0,01% | 0,1% | 1% | 10% | 50% | o
0,00 0,08 0,09 | 0,10 | 0,12 | 0,14 | 0,16 | 0,020
0,05 0,09 | 0,11 | 0,12 [0,14 0,16 | 0,18 | 0,022
0,10 0,11 0,12 | 0,14 | 0,15 0,18 | 0,21 | 0,022
0,15 0,13 | 0,14 [ 0,15 [0,17]0,19] 0,22 | 0,022
0,20 0,14 | 0,15 | 0,17 | 0,19] 0,21 | 0,24 | 0,022
0,25 0,15 | 0,17 | 0,18 [0,20]0,22 | 0,25 | 0,021
0.30 017 | 018 | 0,19 |0,21]0,23 0,26 | 0,021
0,35 0,17 | 0,18 | 0,20 [0,22]0,24 0,270,020
0,40 0.18 | 0,19 | 0,21 [0,22] 0,25 0,27 | 0,020
0,45 0,19 | 0,19 | 0,21 [0.23]0,25 0,270,019
0,50 0.18 | 0,20 | 0,21 [0,23] 0,25 0,28 | 0,019

st Bcex mocJieI0BaTeIbHOCTEH & HEOOJIBITION JINHBI BEIUUCIEHO PEIAKITMOHHOE Pac-

CTosIHEe
dist(z) = |z|imp(x)

MEXKJy Z U ONTUMAJBHBIM MAJUHIPOMOM. Hampumep, B Tabue 4 JJIs Beex HOC/Ie10Ba-
TesibHOCTEN = JymHbL 15 B andasute {A, C, G, T} (Musunaps ¢ HeGOIBIMM) TIPUBEIEHO UX
pacipe/ieJieHre B 3aBUCUMOCTH 0T 3HadeHus dist(x).

Haiifennsr cpepame 3nadenns st GyHKIUM imp(x) MO BCEM MOCIIEJI0BATETBHOCTSIM
pUKCUPOBAHHOIl JJIMHBI 11, KOTOPOE HA30BEM <«TOYHBIM» 3HaUYeHHEM. B 4acTHOCTH, JJIst

ama n = 15 u gc = 0,5 u jymH n = 30 u gc = 0 oT/IMYMEe 3TOrO0 TOYHOI'O CPETHETO OT



186

188

189

Tabauwya 3. Keanwmuau u cpednexeadpamusmnoe omraonenue o(n,ge) oaa Pynkyuu
imp(z) u ewé boaee xopomruz nocaedosamenvrocmets T ¢ daunot n = |z| = 50.

IMapamerp ge | 0,001% | 0,01% | 0,1% | 1% | 10% | 50% | o
0,00 0,04 | 0,06 | 0,08 0,1 [0.14]0.,16 0,031
0,05 0,06 0,08 | 0,1 |0,12|0,16 | 0,2 | 0,033
0,10 0,08 | 01 [0.12]0,14]0,18]0,22 0,034
0.15 0,08 | 0,1 |0,120,16]0,18]0,24 0,034
0,20 01 | 012 [ 0,14 [0,16] 0,2 [ 0,24 [ 0,033
0,25 0,12 | 0,14 | 0,16 | 0,18 | 0,22 | 0,26 | 0,032
0,30 0,12 | 0,14 [ 0,16 | 0.2 [ 0,22]0,26 | 0,032
0,35 0.12 | 0,16 | 0,18 | 0,2 | 0,24 0,28 | 0,031
0,40 0,14 | 0,16 | 0,18 | 0,2 | 0,24 0,28 | 0,031
0,45 0,14 | 0,16 | 0,18 |0,22] 0,24 | 0,28 | 0,030
0,50 0,14 0,16 | 0,18 | 0,22 | 0,24 | 0,28 | 0,030
2,4-k
2,2;...... L i
2 1 ol
1,8+ ©0
1,6 -
<><><><><><><><><><><><><><><><><><><><><><><><><><><><><><><><><><><><><><><>
1,4 55500009922
1,2 -
1 9

Puc. 5. Cpennee unciio u crangapTHOE OTKJIOHEHHE YHC/IA ONTUMAJIBHBIX MAJIMHIIPOMOB
upu n = |z| = 100 u BbIGOpKax 06bEMa MUJUIMOH B 3aBHCHMOCTHU OT IapaMeTpa gc.

cpeamero 1o BbibopkaM He npesbimaer 0,2%. Amamormanas TouHas MeIMAHA COBIAJIAET
C MeJIMaHOM 10 BBIOOPKE, eC/Ii MeIUaHa PeJaKIIMOHHOIO PACCTOSTHUSI MEXKIy & U OITH-
MaJIbHBIM TAJTHIPOMOM Iiesioe uucjo. Hampumep, 3To yciioBre Hapytmaercs mpu gc = 0,
TO eCTh JyIsl nocjenosareabaocreii B ajdasure {A, T} u mmnax n = 2 wim n = 6, Koraa

MeJUaHbl paccTosduus paBHbI 0,5 1 1,5 cOOTBETCTBEHHO.

8§ 4. 3akmrouenue

Hamu BbITOSIHEHBI OOIIMPHBIE KOMITHIOTEPHBIE SKCIIEPUMEHTBI, KOTOPhIE TO3BOJIIIIN
IIPEJIIIOJIOKUTD CJIEYIOIIe YTBEPKaeHus. Jlosst caydaiiHbIX IOcse10BaTeIbHOCTENR & ¢

mmaoit n > 100 u onenkoit GC-cocTtaBa mapaMeTpoM ¢c¢, KOTOPbIe OJIM3KA K ONTHMAJIb-
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o | dist
8 | 1121668
7 | | 28025268
6 196 098 260
5 42868449
4 314800716
3 92312224
2 [T11967372
1 [ 731820
0 N
0 100000000 200000000 300000000 400000000 500000000

Puc. 6. Iyist Bcex nocienoBaTensHocTell ¢ mimabl 15 B andasure {A, C, G, T} npuseneHo
pacIpezieleHue UX IHUC/Ia B 3aBUCUMOCTH OT 3HadeHusi dist(x).
HBIM TAJHMHIpOMaM, OYeHb MaJia. Pacupesiesienne 4ucjia TaKuX MOCTIEI0BATETHLHOCTEN &
B 3aBHCHUMOCTH OT PACCTOSHUS [0 ONTUMAJBHBIX MAJUHIPOMOB MMEET KOJIOKOJI000pas3-
Hyio dopmy, puc. 3. g nouTy Beex 1mocseoBaTesibHOCTell X 3Hadenue imp(x) 61mu3K0 K
cpenHeMy 3HavYeHMIO (N, gc) o BceM . CpejHee 3HaveHne ((n) CyMECTBEHHO 3aBUCUT
OT IIapaMeTpa gc¢, JOCTUras MakcuMyMa Ipu gc = 0,5, a CUMMeTPUYHO PaCIIOJIOXKEHHbIE
MUHUMYMBI 9TOrO CcpenHero mpocruraorcd upu gc = 0 u gc = 1 (¢ 3ameHoil B 1ocJe-
JIOBATEIbHOCTAX T U3 BbIOOpKU OykB A Ha G u T ma C). KBauruinu u cpejinee 3HadeHne
Jutst byHKIuKM imp(2) 3aBUCAT OT JUIMHBI OCJIE0BATEIBHOCTU . 3HAYEHNs KBAHTHUIIEH
crabunusupyorcs npu giauaax or 1000 6yks. s KOPOTKHUX [IOCJIEI0BATEILHOCTEH, 111~
HbI KOTOPBIX TUIIMYHBI [IJIsi CAWTOB CBA3BIBAHUS TPAHCKPUIIIHOHHBIX dakTopos ¢ THK,
cpenHee 3Hadenue [i(n, gc) OKA3BIBAETCI TOPA3J0 BhINIE, PUC. 4, YeM €ro IpejiebHOe
sHavenue. MbI mipejiosiaraem, 94To 9To crupaesiuso s Jitroboro GC-cocraBa, XOTsi CKO-
POCTH CXOJIMMOCTHU K IPEJeIbHOMY 3HAYEHHUIO pa3jndHble. KBaHTUIM YUCIOBOH IOCIe-
JIOBATEIbHOCTHY 3HAYEHM imp(x) JyIst CilydailiHbIX II0C/IEI0BATEILHOCTEN T yKA3BIBAIOT
Ha 3aBUCUMOCTH KBaHTWjeil or jiuubl ¢ u e€é GC-cocraBa, UTO MO3BOJISET OTCEYD II0-
CJIeJIOBATEIbHOCTH, HEOTJIMIUMbIE OT THIIUIHOTO Caydas. VIHBIMU CJIOBAMU, MO3BOJISIET
10 KcnepuMeHTaabHbIM JyinHaM 1 GC-cocraBy BeIGpaTh BEPXHIOI Ipanuily imp(x), upu
KOTOPO#1 9KCIIEPUMEHTAJIbHBIE TIOCIEOBATEIFHOCTH HECTYIAlHO OJIM3KYU K OITUMATHHBIM
IMaJUHIpOMaM. B 4acTHOCTH, TIPU MTOUCKE HECOBEPIIEHHBIX IMMAJUHIPOMOB B BBICOKOKOH-
CEepPBATUBHBIX 3JIEMEHTaX reHoMa [13], KOTOpble YacTo MMET HEGOJIBIIYIO JJIMHY, a UX
GC-cocraB 3HAYUTEHLHO OTJIMYAETCS OT CPEJIHETO 3HAYEHUS 0 MeHOMY. 3JIeCh BayKHO
yunrbiBarh mmHy 1 GC-cocTaB MHINBHUIYAJIBHBIX IMOCIEI0BATEIBHOCTEl B TE€HOME, W
TPY/IHO TI0JI00PATh YHUBEPCAJIbHBIHN IMTOPOT JIJIsT OTCEUEHUS TUIUYIHBIX CIydaeB. Tem He Me-
Hee, IPOBE/IEHHBIE KOMIIBIOTEPHBIE SKCIEPUMEHTHI IIPEJIaraoT B OHOnHGOPMATHIECKOM

KOHTEKCTEe rpyOyIo OIEHKY BEPXHEl IPAHUIIBI IPY TIONCKE HECOBEPIIEHHBIX MAJIIMHIPOMOB

10
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x B dpopme Hepasencrsa 0 < imp(z) < Me(|z|). Muorre aBTopbl HCKaJM aJrOpATMbI [T
BBIJIEJIEHNsI KOPOTKOTO COBEPIIEHHOTO WJIM TIOYTH COBEPIEHHOTO MaJUHIPOMa B JJTHH-
HOM TIOC/IETOBATEIBHOCTH . MBI IIpeinoiaraeM, 9o aJropuT™M HU3KON TOJTMHOMUATBHON
CJIOYKHOCTH JJisl PEIICHUsI TAKON 32124 BO3MOYKEH JIUIIb [IPH OrPaHUYeHusX Ha imp(x),
KOTOPBIE MPEBPAIIAIOT & TPAKTUIECKH B COBEPINEHHbIN majuuaapoM. [losrydyennbie BbImie
OIEHKN TaKxKe MOIYT HANTH NMpUMEHEHWe, HAIPUMED, B TEOPUM KOJUPOBAHUS B CBSI3U
C @-MYHBIME KOJIAMY, YCTONYMBBIMU OTHOCUTEJIHHO MOSIBJIEHUS] BCTABOK OIPEJIETIEHHOIO
Buga. Komawl, Bkmogast JIHK-kob1, yeTOIMBLIE K MOSIBICHUIO KOPOTKUX TAHIEMHBIX IT0-
BTOPOB, PACCMOTPEHbI B [14]. AHAIOrMYHBIMU BCTABKAMU SIBJISIIOTCS WHBEPTUPOBAHHBIE
MOBTOPBI, KOTOpbIe 06PA3YIOT COBEPIIEHHBIN MAJUHIPOM, KOIJIa HHBEPTUPOBAHHBIN yUa-
CTOK BCTpamBaercst 6e3 3a30pa, WU HECOBEPIIEHHBIN MAJMHIPOM, KOTJa BCTABKA OT/IE-

JIEHa HEKOTOPBLIM CJIOBOM.
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