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BBenenue

Kparkas memunuHcKast sHIuKIIoneaus [1| maér ciemyroriee onpeieseHue CJIoBy “TeHe-
TUKA: HAyKa O HACJEJICTBEHHOCTH W MU3MEHYUBOCTH opraHm3ma. CorjgacHo 3aKOHAM Ha-
CJIeJIOBAHUsI BCE OCHOBHBIE NPU3HAKU U CBONCTBA JIIOOBIX OPraHU3MOB OIPEIETAIOTCA U
KOHTPOJIUPYIOTCS €IMHUTIAMYU HACJIEICTBEHHON MHMOPMAIINY - TeHAMU, JIOKAJTU30BAHHBIMU
B crenuduIecKux CTPYKTypax KJETKH - xpomocoMax [2, 3|. B c¢Bsa3u ¢ aTuM OCHOBHOI
3aj1a4ueil TeHeTUKY $IBJISIeTCsSl Ha OCHOBE MEPBUYHON CTPYKTYPbI OGHOMOJIUMEDPOB (MOJIEKY.JT
JHK wnmu PHK) onpeznenurs denorun ocobu, MeXaHU3MbI HACJIEIOBAHUS TEX WJIA UHBIX
npusnakoB u T.11. [lomy4uenune nadopmaruu o nepsudnoii crpykrype JIHK nazbiBaercs ce-
kBenuposanueM [4]. K coxasiennio, coBpeMeHHbIE METOJIbI CEKBEHUPOBAHUSI HE B COCTOSIHUN
PeI0CTABUTH UH(MOPMAIIAIO O TTOJIHON HYKJICATHHOMN MTOCIEI0BATE/IHHOCTH B PAMKAX KOH-
KpeTHOil xpomocoMmsl [5]. Cama 1o cebe HyKJeaTHIHAs HOCJIEI0BATEIBHOCTD HE COJEPXKUT
IpsAMO# MH(MOPMAIMU O MPOUCXOXKJIECHUM TOTO WJIM WHOTO OJHO3HAYHO WIACHTU(MUIIIPYE-
MOro ydacTka (Mapkepa), U MO3TOMY JIOBOJBHO CJIOKHO OIPEJIEJIUTh, OT KAKOTO IIPEeJIKa
OBLTT yHACJIe/IOBAH TOT Wi WHON npusnak. J[yisg onpenenennsa mabJIOHOB HACTIEIOBAHUS U
BBIABJICHUSI €0 TIPUHIUIIOB UCTIOJIb3YIOTCA TeHETUIECKHe KapThl XPOMOCOM [6].

leneTudeckasi Kapra - 9TO CXeMa WA TOPSI0K PACIOJIOXKEHUS MapPKEPOB Ha XPOMOCOME
(37ech u Jasee mopa3yMeBaeTcss CTPYKTYDHBIA MapKep, T.e. MapKep, UMEIOIIUil OTInIr-
MO€ HYKJIEATHUIHOE IIPEJICTABJIEHIE, KOTOPOE TIO3BOJISIET er0 UACHTU(MUIMPOBATE) U T€HOB.
BagacTyio, HAJIMINEe TeHOB He TaK BaXKHO, KAK HAJMINE MAPKEPOB, IOTOMY YTO T'€HbI HMEIOT
CBOMCTBO HACJEI0BATHCs He MOJHOCTHIO |7]. Vmest co3maTh reHHBbIE KAPTHI IPUHAJIEXKUT
Tomacy Moprany, BHECIIEMY OI'POMHBIN BKJIaJ B TEOPUIO HACJEICTBEHHOCTU. Ero mies
OblL1a CBsI3aHa C sIBJIEHUEM CIIEIIJIEHHOTO HACJIe0BaHus TeHOB. V3-3a MefloTuIeckoro Kpoc-
CUHTOBEpPA, KOTOPBIH JielaeT HEBO3MOYKHBIM TOJTHOCTHIO KOPPEIUPOBAHHOE HACJIEIOBAHUE
MapKepOB M BJIMSAET HA PACXOXKJEHWE CIEIJIEHHBIX T€HOB IO pa3HbIM rameram, y Mopra-
Ha, MTOSIBUJIOCH TIPEJITIOIOKEHNE O CYIIECTBOBAHUHI CBI3U MEXKIy (PU3NIECKUM PACCTOSTHHEM
MeXKJly MapKepaMu M UX B3aMMOJIEHCTBHEM B IIpoliecce HacJegoBanus [8]. Dro mpesmno-
JioKenue toaTBepausioch B 1913 roxy yuenukom Moprana Anbdpemom CrépreBanTomMm,
IIOCTPOUBIIIAM IIE€PBYIO T€HETUYECKYIO KapTy Ha OCcHOBe janubix Drosophila melanogaster
[9, 10].

Kpoccunrosep Ha sTame Meiio3a BHOCUT BO3MYIIEHUE B CIEIJIEHHOe HacjeoBaHue (8],
U 9eM Yallle OH IIPOSBJISIETCs, TeM Yalle Hab/II0/IaeTcs OTKJIOHEeHHe OT crensiennii. Duznde-
CKO€ PACCTOSHUE MEXKJIy IMapoil TeHOB IPSIMO ITPOIOPIMOHAIBHO BEPOSATHOCTU KPOCCHHIO-
Bepa, YTO MO3BOJISIET OJHO3HAYHO PACIIOJIOKUTH MapKepbl Ha Mosiekyste [10]. Tenernyeckoe
paccTogHre He TPYIHO MEPEBECTU B (PU3MYECKOE, HO Jallle BCETO B 3TOM HET HEOOXOIUMO-
CTHU, TaK KaK T'eHeTUYecKas KapTa HECET CTPYKTYPHBIN XapakKTep U JJId MeXaHu3Ma HacJie-
JloBaHusl cymiecTBerer nopsaok [11, 12| uccmemayembix mapkepos. Ejunureil nsmepenust

paccrostaust siBasiercst 1 cantumoprad (1 ¢cM). Crout ynomsiHyTh, 9TO 3a/ada IOCTPOe-



HUSI T€HEeTUIECKON KapTbl XpOMOCOMBI MMe€E€T CMBbBICJI OJId AUITJIOUIHBIX OCO6€I>1 n JIydiiie
pelaercs, Korjia UccjeyemMble ocobu Haxoustces B pojgctse [13]. Bagaua rtak xke pema-
€TCs TIPOIIE C TOMOIIBIO JIAHHBIX O CEMENCTBAX 0COOEl, KOTOphIE Pa3MHOXKAIOTCA € 0OJIb-
moit ckopocThbio (BbicTpoe pasMHOXKeHHe U GOJIBIIOE KOJIUIECTBO MOTOMKOB MO3BOJISIIOT
CEKBEHUPOBATH 0OJIbIIIEEe KOJIUIECTBO 0COOEl M3 Pa3HBIX ITOKOJEHUN 3a MEHBIINA TEePUOJI,
[I09TOMY JIAHHBIE O TAKUX POJIOCIIOBHBIX TIOJIy Yar0TCst Hanbosiee nHGOPMATUBHBIMHE ), TOITO-
My OOJIbIlIee KOJIMYECTBO KapT HA JIAHHBIAH MOMEHT MMEIOT XPOMOCOMBI JIPO30UII, KOITIEK,
MeJIKUX I'PBI3YHOB U HACEKOMbIX [14]. B jannoM mcciiejoBaHru HAC MHTEPECYIOT MeHeTHYIe-
CKMe KapThl YeJI0BEKa, TaK KaK 3TU KAPThI ABJISAIOTCA €IMHCTBEHHBIM CIIOCOOOM ITPOBEICHU ST
FEHETUYIECKOT0 aHAJIM3a HA HAJMYUE U ITPEJIPACIIOIOKEHHOCTh OCOOU K TSZKEJIBIM HACJIE I
CTBEHHBIM 3&60JI€B&HHHM. C IIOMOIIbIO I'€HETNYCCKOI'O aHaJInN3a MOXKHO BBIABJIATD 6OH63HI)
Aubrreiivepa [15], remoduimio [16], xopero Xarruarrona [17] u 1.

CoBpeMeHHBIE CPEJICTBA NEHETUIECKOTO KAPTUPOBAHUS ITO3BOJISIIOT MOCTPOUTH KAPTY
1o dailury ¢ JaHHBIMU O POJIOCJIOBHOI B ompesenénnoM dopmarte [18, 19, 20]. IIpuuém e
00s13aTEJTbHO UMETD ITOJIHYI0 WH(POPMAIUIO O CTEIIEHN POJICTBA, ITOJIOBON TPUHAIIEIKHOCTH
U BO3pacTe paccMaTpuBaeMbIx ocobeii. Bojiee Toro, pe3ybTaTbl CEKBEHUPOBAHUSA MOTYT
coepKaTh OIHOKU.

O6menpusnanabivu [21] u Hanbosiee PacIpOCTPAHEHHBIMU METOJIAMU T€HETHIECKOTO

KapTUpOBaHUA ABJIAIOTCA:

e Anropurm Dicrona-Crioapra
e Asnropurm Jlamnepa-I'puna

[IporpamMHBIE CpEJICTBA, OCHOBAHHBIE Ha BBINIEYKA3aHHBIX AJTOPUTMAaX, XOPOIIO pe-
IIAIOT IOCTABJIEHHYIO 33/Iady HA B3dATOM Yy YeJIOBEYECKUX OCODeil MarepuaJie Ipu CpaB-
HUTEJIBHO He6OHbI_HOM (HO CPaBHEHHIO C KOJIMYECTBOM HM3BECTHBIX HaYKeE€ BHUIaMH MapKe-
poB) KosimdecTBe MapkepoB [Asropurm Dicrona—Crioapral u ucciaeLyeMoil ceMbr s
HeGosbmoro pasmepa |[Aaropurm Jlannepa—I'punal. IIpakruueckue tpeboBanust COBpe-
MEHHOI MeIUIMHBI IPUBO/IAT K HEOOXOIMMOCTHU CTPOUTH NeHETHYECKUEe KapThI TI0 Bce 00Thb-
UM 1 OOJIBITUM HabOpaM MapKepoB. BeraucnresbHas CJI0KHOCTH aJITOPUTMA DJICTOHA-
Crioapra 3aBUCUT OT KOJUIECTBA UCCIIEYEMbIX MAPKEPOB IKCIOHEHIUABHO [22], T103TOMY
BpeMsl PBIOOTHI &JITOPUTMA PACTET C YBEJIUYEHUEM JAHHOTO napaMerpa. B pesynbrare yero
IreHeTU4ICeCKOE€ KapTUPOBaHHUEC 9TUM METOJO0OM CTaHOBUTCA HEOCYIMICCTBUMMBIM Ha ITPAKTHKE.
Asropur™m Jlangepa-I'puHa mo3BoJIsieT nccae0BaTh 60JIbIIee KOJTMIECTBO MAPKEPOB, HO HA
JIAHHBIX O CeMeiCTBaX MEHBIIEro pa3Mepa, TaK KaK BpeMsi pabOThI 9TOr0 aJrOPUTMa IKC-
MMOHEHITUAJIBHO PACTET C YBEJIMYEHUEM KOJIUYECTBA HAOJIOIaeMbIX B POJIOCJOBHON 0CObeii-
“menrpapojuresieit’”’ (ocobeit, pouTe I KOTOPBIX IPUCYTCTBYIOT B UCCJIEIYEMOM MHOXKECTBE
ocobeit) [22].

B 2013 roxy B pabore [23] Cepreem ChicoeBbIM GbLIT MIPEIOKEH AJTOPUTM MOCTPOSHUST

T€HEeTUYIECKON KapThl MyTEM IPSIMOrO M3BJICYEHUT WH(MOPMAIIUU O TEHETUYECKUX PACCTO-



AHUAX MEXKJy MapKepaMu 0e3 y4uéTra KpaTHOCTH KPOCCUHTOBepa. BbrauciuresibHas CIoxK-
HOCTb JAHHOI'O aJI'OPUTMa UMeeT IOJIMHOMUAJIbHYIO 3aBUCUMOCTD 3aBUCUT KaK OT KOJIMYe-
CTBa MapKepoOB, TAK U OT MOIITHOCTU MHOXKECTBa 0c0obeil B pacCMaTPUBAEeMOil POIOCTIOBHOI,
9TO JejaaeT ,ZL&HHBIfI AJITOPUTM IIEPCIIEKTHUBHEE DaHee€ YIIOMAHYTBIX [Jid pelIeHund 3a/da4
coBpeMeHHOU TeHeTuku. [Ipm 3TOM ajropuTmM mpsSAMOro M3BJIEYEHUS JTAHHBIX UMEET DSl

CYHIECTBEHHBIX HEIO0CTATKOB, & MMEHHO:

1. Ilnoxas TeopeTmyeckass 0O0OCHOBAHHOCTD.

B pabote 23] CblcOeBbIM yTBEPXKIAETCsI, YTO AJITOPUTM M3BJIEKACT BCIO BO3ZMOXKHYIO
MHMOPMAIUIO O PEKOMOMHAIMAX MAapKEPOB B HCCJIenyeMbix 0cobsix. B rimase 1.3 mbl

ITOKAYKeM, 9TO 3TO YTBEPK/IeHUE BOOOIIE IOBOPsi HEBEPHO.

2. OrcyrcrBue BepuduKaImm.

Autroputm OBLIT TIPOBEPEH TOJBKO Ha HEOOJIBINOI cembe Kotrek n3 192 ocobeit u pac-

CMaTpUuBaJl 35 MapKePOB. Ha APYTux JaHHBIX aJITOPUTM HE IIPOBEPAJICA.

3. Hesepwublil pe3ysibTaT B Ciiydae KPATHOCTH KPOCCUHTOBEPA.

9T0 CYLUIECTBEHHO CHU2>KaET IIOJIESHOCTD aJI'OPUTMa, TaK KaK B IIPUPOJIEC HEOJHOKPAT-

HBIIT KDOCCUHTOBED — SBJIEHHUE, BCTPEYAIOIIEeCs JIOCTATOYHO JaCTO.

Ucxons u3 sToro, 1esib JaHHON paboThl MOXKHO C(POPMYJIMPOBATH CJIEIYIONIUM 00Pa30M:
IpeajIozKUThb HOBBIH AJITOPUTM ITOCTPOCHUA F'CHETUICCKUX KapT Ha OCHOBE IIPEAJIO2KEHHOT'O
B cTaThe [23] MeTosa, yCOBEPIIEHCTBOBAB AJIFOPUTM B YACTH Y9I6Ta KPATHBIX PDEKOMOUHA-
11ii, BEpUOUIUPYs IOy IEHHBIN aJITOPUTM Ha PeaIbHbIX U CUHTETHIECKUX JTAHHBIX, CPAB-
HUB PE3yJIbTAThl pa0OTHI HOBOTO aJITOPUTMAa C PE3YJIbTaTAMU U XapPaKTePUCTHKAMU PabOTHI

aHaJIOI'OB.



1. O6G30p cyUIeCcTBYIOIIUX PeIIeHnun

OcHOBHBIE TTOHATUIA

g Toro, 9TOOBI pacCMATPUBATH CYIIECTBYIOIINE TIOJIXO/IbI, HY?KHO O0Jiee (hopMaIbHO

[IOCTABUTH 3a/5a4dy, KOTOPYIO oHu pemaior. Ham nmorpebyiorcs ciemyronue noustus [24]:

Mapkep (JJHK-mapkep) — noauMopdHblil TPU3HAK, BIABJISIEMbI Ha YPOBHE HYKJIEO-

tuiHO# TocstenoBarenbuocT JITHK.
JIokyc — moJioxkeHne Mapkepa Ha T€HeTUYEeCKOU MJIU ITUTOJIOTHYECKON KapTe.
Annens — Bapuant nocienoBarenpHocTu JIHK B Tekymmem sokyce.

T'omosurora — nuruton Hast (ABOIHON HAOOP OAMHAKOBBIX XPOMOCOM ) 0CODb, KOs TEHOB

KOTOPOH IIPEJICTABJIEHA, OJUHAKOBBIMU AJLIEJIAMU.

T'erepo3urora — aumionHasi 0cOOb, KOIMsI N€HOB KOTOPO# IIpejicTaB/IieHa Pa3HBIMU aJl-

JICJIAMM.

[Tosicuum BBeiéHHBIE BBINIE MoHATHA puMepoM. Mudopmarmio 06 ocobu Gynem 3amm-
cbiBaTh B Buje cTtpoku Buga AaBb, rme A — Bua mapkepa B OTIIOBCKOM XPOMOCOME B
no3uiuu 1, a — BUJ MapKepa B MATEPUHCKOI xpoMocome B no3uriuu 1, B — Buj mapkepa
B OTIIOBCKOI XpPOMOCOME B To3uiuu 2, b — BuJ Mapkepa B MaTEPUHCKONW XPOMOCOME B
nozunuu 2. B gamHOM mpumepe 0coOb TeTepo3WroTHa B MO3UIUAX 1 M 2, TAK KaK MMeeT
pasHble Mapkepbl OT oTHa u marepu. Ecim 661 B nosunuu 2 nHaxoauiach crpoka BB, to

0Cco0b ObLTa, ObI TOMO3UTOTHA, TAK KAaK MapKepbl OJIMHAKOBBIE.

T'amera — opmHapubIit HAOOp XpoMocoM. B Halrem cirydae, MOJCTPOKA TOCEI0BATETHHO-

CTH aﬂﬂeﬂeﬁ, comepzKallagd IIOJIOBUHY I'€eHETUYIECKOI'O MaTepHruaJla.

®Daza — paziaunuaor jase ¢asbi: CIS u TRANS. CIS — pacnosioxkenune JOMAHAHTHBIX T€HOB
Ha oxHOil xpomocome, a TRANS — pacnosioxkeHre JOMUHAHTHBIX N'€HOB Ha Pa3HbIX
xpomocomax. Paza mMeeT CMBICJ TOJBKO JIjIsI 0CO0eil, TeTepo3UroTHBIX B 000UX JIO-

KyCaxX.

B wnamem npumepe ocoor AaBb naxomurca B daze CIS, Tak Kak JOMUHAHTHBIE TIPU-
3HaKU (CMMBOJIBI B BEDXHEM PErucTpe) HaXOJATCs Ha OHOI xpomocome. AabB — npumep

TRANS ¢assbr.

PekomMOuHanmus — mnepepacipejiesienre TeHeTUIeCKOTO MaTepuaJjia POIuTeseil B OTOM-

CTBe.



B npuBenénnoM Bbiliie mpuMepe Ipu 00pa3oBaHuU 0COObIO TaAMEThI, KOTOpasl epeIacT-
¢l IOTOMKaM, MOTYT BO3HUKHYTH cjeiytomue codetanns: AB, Ab, aB u ab. [loxyuyurs
nH(MOPMAIUIO O HAJTMYUY peKOMOUHAIMN Mbl MOzkeM, 3Hast da3y. s CIS-dassl (B Hamem
cirydae, 0cobb mpejicTaBisiercs crpokoit AaBb win aAbB), pekoMOUHAHTHBIMY OYJLy T SIB-
asTbes ramersl aB u Ab, B ciryuae ke TRANS-dasbr (ocobs — crpoka Buma AabB niu

aABDb), pekoMOMHAHTHBIMU SABJITIOTCS TaMeThl ab u AB.
l'emeTmueckas KapTa — cxeMa pPacCIOJIOKEHUsI MapKepPOB HA XPOMOCOME.
KpoccunroBep — mporiecc obMeHa y4acTKaMU TOMOJIOTUIHBIX XPOMOCOM.

[lepeiiiéMm K aJrOpUTMUYECKOMY CMBICTY 3aJIa9d U PACCMOTPUM IIyTH €€ PEeIIeHUs.
Nmes na Bx0/1€e JaHHBIE O POJIOCIOBHOM, KOJTUYECTBE UCCJIEIyeMbIX MapPKEPOB, O HYKJIEOTH/I-
HBIX TI0CJIEJOBATEIbHOCTAX BCEX 0CO0Eil, a TaK Ke O UX POJCTBEHHOW CBA3M, T€HETUIECKYIO
KapTy MOXKHO HOCTPOUTH C IMIOMOIIBIO CAEAYIONINX aJIOPUTMOB, UMEIOIIUMHU IIPOIPAMMHY IO

peasm3anuio [22]:
e Asnropurm Dsicrona - Crioapra
e Asropurm Jlamnepa - ['puna

® HOCTpOGHI/Ie TF€HETUYIECKUX KapT IIO IIOJIHOCTBIO CEKBECHHUPDOBAaHHBIM y4daCTKaM I'€HO-

moB (CblcoeB)

Auropurm Dscrona-Crioapra, Tak e Kak u ajropurm Jlamaepa-I'puna, TpyaHO Ha-
3BaTh AJTOPUTMAMU B KJIACCHIECKOM ITOHUMAHUHU ITOTO CJIOBA, TaK KaK OHU HE ITPEeI0CTaB-
JIAIOT cODOil pabovuero MexaHW3Ma, IMPUBOISINETO Cpa3y K OTBETY, a CKOpee MO3BOJISAIOT
IPUBECTH 33Ja9y B OHMOJOTHYIECKON U PopMaIbHON (POPMYJIHMPOBKE B 3a/a4dy B MaTeMa-
TUYIECKON 3aIuCh, KOTOpas XOPOIIO M3ydeHa, UMEET PEeNIeHUs] U XOPOIIO MOJIE/IMPYeTCs.
Tak, nampumep, anroputm Jlangepa-I'puna dpopmynmupyer 3a1a4dy T€HETHIECKOTO KapTH-
pPOBaHUsI B TEPMHUHAX CKPBITHIX MAapPKOBCKUX IIEIeil, a ajaroput™ djctoHa-Crioapra or-
TUMHU3UPYET (DYHKIIMOHAJ IIPABIONOI00Us I KOHKPETHON POIOCIOBHOM, YIIPOINas ero

BbIYMCJICHUA.

1.1. AaropurMm DuicroHa-Crtioapra

Hawm U3BECTHO, YTO I'€HOTUII POAUTEJIA BJAMNAECT Ha I'€HOTHUII pe6éHKa, IIO9TOMY MOXKEM

3alliCaTb BEPOATHOCTDH I'€HOTHUIIa ITIOTOMKa KaK

P(Gfounder‘)-

Tak>ke MBI 3HaeM, 94TO BEePOATHOCTLb I'€HOTUIIa ITIOTOMKa KOHTPOJIMPYETCAd POAUTEIbCKUMU

TeHOTUIIaMM

P(Goffspring | Gmother> Gfather) .

8



Asropurm Dsicrona-Crioapra, Kak u ajgroput™m Jlangepa-I'puna, He CBSI3bIBAET 4aCTOTY
PEKOMOMHAIINI C PACCTOSHUEM MEYK/ly N€HAMU U He PACCMATPUBAET BJIUSAHUE PACCTOSHUS
Ha CIleTJIEHWE TIPUA HAaCJIeJIOBAaHUM, YTO B HAIlEM CJIydae O3HA4YaeT, YTO BbINMIEyKa3aHHAasd
M3HAYAJIbHO HUKAK HE IIapaMeTpPU3yeTCH.

BepositHOCTh HabJIIOMaEMOT0 (hEeHOTUTIA KOHTPOJIUPYETCS T€HOTUIIOM
P(X;|G;).

Paccmorpum dyHKIMOHAI MPaBAONOAo0us Uik 339l T€HEeTUIEeCKOTO KAPTUPOBAHUSA B

obIIeM cirydae, UCIOJIb3Ys 3alMCAHHbIE BBIIIE BeposATHOCTH [25]:

L =Y¢,..Sa, Pifo.smyP(Go|G, G) Pis P(X,|G;)

Ecnu obpatnTh BHUMaHTE HA 3AIUCH BEPOSITHOCTEN POTUTE/IHCKOTO T€HOTHUIIA, TTOTOMKA
JIAHHOT'O POJIUTEJISI U BEPOSATHOCTH (DEHOTUIIA JTAHHOTO PeOEHKA, B TIOMPOOOBATH TTOCUUTATD
X B CJIydae POJIOCIOBHBIX 6€3 KPOBOCMECHUTEIbHBIX “OpakoB”’ U copepKallux He 60jiee dem
JIBa MTOKOJIeHNsT (MHAYe TOBOPsI, KazK/1ast 0CO0b M3 POJIOCIOBHO SBJIsIeTCs JIMOO POIUTENIEM,
b0 PEGEHKOM), TO MOYKHO 3aMETUTh, YTO OOJIBIUHCTBO BEPOSTHOCTEH 060PAUNBAETCS B
HOJIb (TaK KaK HeT 3aBHCHMOCTH).

Ncnonb3yst 310 HAD/IOAEHNE, MOXKHO 3aIllUCATh HOBBINA (DYHKITMOHAJ IIPAaBIOIOJI00USI,

AKTyaJIbHbII [JId CEMEUCTB U3 JIBYX IIOKOJICHUI.

L= EGfound”P()(founder|C7onunder)]—I(Gfounder)-P(Gfounder>

— e H;(G;) — Beposrnocts najuaus y G nereit Bmecte ¢ G;. Ilpn Makcnmmsanun gan-
HOT'O (DYHKITMOHAJIA, TTPOCMOTP 0COOEil HAYMHAETCs C HUKHETO YPOBHSI, U3-3a IIPEBPAIICHUsT
B HOJIb OOJIBIIION YaCTH BEPOATHOCTEI.

MaxkcuMu3alis onucaHHOro (PyHKIIMOHAJIA ITPABIOTIOM00MST IMeeT OOJIBIIYIO BhIUUCIIN-
TEJIbHYIO CJOXKHOCTbH, & UMEHHO SKCIIOHEHITMAJbHBIN POCT BPEMEHU BBLITIOJIHEHUS C yBEJIH-
YeHHeM KOJIMYEeCTBA UCCIIelyeMbiX Mapkepos [22|. Tliocamu TaHHOTO aJIrOpUTMa ABJISIeTCS
XOpoIliasi TPUMEHUMOCTD B CJIydae MOTEHIIUAJIbHO OOJIBIIUX CEMEWCTB, WU B C/Iydae KO-
HEYHOI'0 U MaJIOTO KOJIMYECTBA HMCCJIEyEeMbIX MapKEpPOB.

JlaHHBIN aJrOPUTM UMEET He €IMHCTBEHHYIO ITPOTPAMMHYIO PeaTU3aInio, HO JIjIs CpaB-
HEHUsT aJITOPUTMOB B KOHIIE JAHHOW paboThl MbI OymeT ucmoab3oBaTh maker FASTLINK

[20], Tax KaK 9TO camas IMOCJEIHSIST BEPCHs AJITOPUTMA, a 3HAYUT, U HanboJsiee HaJIEKHA.

1.2. Aaropurm Jlangepa-I'puna

B orauuunm ot anropurma Diicrona-Crioapra, anroputm Jlanmepa-I'puna ocHoBaH Ha

JIPYTOM IPE/IIOJIOKEHUN O BEPOSITHBIX pekoMOnHanusx |26]: cBsi3b BeposaTHOCTH peKOMOU-



HaIMU B TIO3UIUU N C BEPOSITHOCTHIO peKoMmOuHaruu B no3uruu n — 1. [To nannoit momesm
HE TPYJHO IOCTPOUTH CKPBITYI0 MApPKOBCKYIO Iielib. Ecm He BaBaThCsd B MOAPOOHOCTH,
TO MBI, YTOObI TOJYYUTh JAHHBIE O TOW WJIM WHOM TO3UIMU JIOJIKHBI PACCMOTPETH BCE
ITPE/IIIECTBYIONINE U TTOCIEIYIONIE MapKEPHI.

SarmieM BeposiTHbIE (DEHOTHUIIBI B BUAE X;, & COCTOSHIE UIEHTUIHBIX 110 ITPOUCXOXK Ie-
HUIO aJjutesieil B Kaxk oM Jokyce I;, tie i € (1 : M). 3anuiiem BepOSTHOCTD MPOSIBJISIEMOTO

(beHOTI/IHa B 3aBUCHUMOCTH OT COCTOAHHMNA I'€HOTHUIIa KaK
P(X,|I)).

Bocnonbayemcst mpeimosioyxkeHneM, 9To BePOsiTHOCTh PEKOMOMHAIINY B ITO3UITUU 1 00YCJIOB-

JIEHA BEPOATHOCTHIO PEKOMOMHAIUY B TIO3UIUU N — 1. SaINIIEM 3Ty BEPOATHOCTb KaK
P(I;4|1;).

Ucnionb3ys onucanabie BEPOSITHOCTH TOJIydaeM (PyHKITUOHAJT TPABJIONOI00MST, 3aIUCAHHbIT

CJIEJIYIOIIUM OOPA30M:
L=%;..%, P, P(LIL_ )M, P(X4|L).

MakcuMu3upoBaTh JAHHBIN (DYHKIIMOHAJ TOXKE JIOCTATOYHO TPYHAOEMKO. ¥y ITOTO IOJ-
XOJIa SKCIOHEHITUATbHAS BBIYUCIUTEIbHAST CJIOKHOCTD, 3aBUCSINAA OT 00bEMa POIOCIIOB-
Hoit |27, 22|. T.o. npu ucciaemoBanuu OOJIBIIAX CEMEHCTB STOT aJrOpUTM HEIDDEKTUBEH
U MOYKET He 3aBEPIIUTHCS. 3aTO OH ITO3BOJISIET MCCJIE0BATH JIIOO0E YMCJI0 MApPKEPOB, UTO
JenaeT ero 6ojiee yIOOHBIM JIJI PENIeHUs 3ajlad COBPEMEHHOUW INeHETUKH, TaK KaK HMCCJIe-
JlyeMble T€HOMbBI CTAHOBSITCS CJIOKHEE TI0 CTPYKTYPHOMY (MapKepHOMY ) IIPEJICTABICHUIO, a
HCCJIe/lyeMble POJIOCIOBHBIE HE HACTOJIBKO OOJIBIIINE TI0 KOJIMYeCTBY 0cobeit. Tak ke JTaHHbIiI
AJITOPUTM ITO3BOJISIET MCCJIEIOBATH CEMbU C KDOBOCMECUTETBHBIM CIIADUBAHUEM, HAIIPUMED,
CEeMbU KOIIIEK, MEJIKAX I'PHI3YHOB U T.II.

JlaHHBI AJTOPUTM TakK Ke MMeeT peajim3oBanHoe mporpammuoe cpeiactso CRIMAP
[19], koTropoe Gyjer npuHUMATH yYaCTHe B CDABHEHUU AJTOPUTMOB T€HETHYECKOTO KapTu-

pOBaHUs, TPOBOJIUMOM B paMKax JTaHHON pabOTHI.

1.3. HOCTpOGHI/Ie reHeTn4YeCKmux KapT II0 IIOJIHOCTBIO CEeKBEHUPO-

BAaHHBIM ydYacTKaM reHOMoOB (genmap)

[Ipenpiayinue aaropuT™Mbl ObLI OCHOBAHBI HA TIPEIIOJIOXKEHUU, YTO ITPOIECC Tepeiadn
T€HOB — 3TO JIMIIb BEPOATHOCTHBINA IPOIECC, U HE YYUTBHIBAJIM CHENMUMUKY 0OPA3OBAHUST
raMeT U Iepejadu HacjeJcTBeHHON mudbopmarmu. Vcnosmb30BaTh B Ka4ecTBe JAHHBIX O
ITPOMCXOYXKJIEHNN AJUIESIN JIAHHBbIE U3 MPSAMBIX ITOTOMKOB W ITPEIKOB Ha OCHOBE Pe3yJjIbTa-

TOB uX cekBeHupoBaHus ObLI0 mpesmoxkeno C. CeicoeBbim B 2013 romy. Ero anropurm
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ObLT OCHOBAH HA 3HAHUU O TOM, UTO YACTOTA PEKOMOWHAIUN MEXKJy IByMsl MapKepamu
IPSIMO [TPOTIOPIIUOHAJIBHA PACCTOSTHUIO MeXK Iy HUMU [23]. B remernvyeckoM KapTupoBaHUM
MOSIBUJIACH HOBasl Wesl He MaKCHUMHU3UPOBATH (DYHKIIMOHAJ TTPABIONOI00US, & CMOTPETH
Ha CTpyKTypHOe mpescTasienue /IHK kornkperHoit ocobu m m3BjiekaTb WH(MPOPMAIUIO U3
nero. Takxke B crarhe [23| MpojeMOHCTPUPOBAHA JIydlliasi BHIYUCIUTEIbHAS CJIOKHOCTD,
KOTOpasl {ABJISETCs IMOJIMHOMUAJIBHON, & TaK Ke XOpolllasg TOYHOCTh B CJIydae C PeabHbI-
MU JAHHBIMU KOIIIEK, KOTOPhIe, KAK M3BECTHO, HE YKJIA/IBIBAIOTCS B 00JIACTH MPUMEHEHUsT
ajropurMma JJcrona-(CrioapTa.

HenocraTkom JaHHOTO aJIrOPUTMA SABJISETCS €r0 HEOITPOOOBAHHOCTD, 3aTO K YBEPEHHBIM
JIOCTOMHCTBAM MOXKHO OTHECTH MOJTUHOMUAIBHYIO CJIOYKHOCTD U YI00CTBO MCIIOJIb30BAHMUS.
JIaHHBII aJrOpUTM MMEET IPOTPAMMHOE CPEJICTBO B BUJE CKpUITa Ha s3bike Python2 u

OyIeT UCIOJIb30BAHO HAMU B KadecTBe 0a3bl JIJI COOCTBEHHOU peasn3aliiu.

IlocTpoenue remernydecKnx KapT

[TockoabKy cyIecTBYIOIINE JTOPUTMbI UMEIOT OOJIBINTYIO BHIYUCIUTEIHHYIO CJIOKHOCTD
WJIM HE CIIOCOOHBI JaBaTh MPABUJIBHBIA OTBET B HambOOJIee YaCThIX CAydasixX, ObLIO PEIIeHo
HAIMCATh HOBBIA aJITOPUTM, ITIO3BOJISIONIMI CTPOUTH T€HETHYECKE KapThl ObICTpee M Kade-
CTBEHHee, 9eM CyIecTByomme. Tak Kak B CIydae ¢ 9KCIOHEHIMATBHBIM POCTOM (JTOPUTM
Duicrona-Crroapra u anropurm Jlanmepa-I'pura) moMoub MOIyT TOJBKO JIOKAJIBHBIE OIITH-
musanuu |28, 22, 29|, He BJIHUSONIME HA ACUMIITOTUYECKYIO CKOPOCTb, PA3yMHO IIPEJIIOJIO-
2KHUTb, 9TO pa3BUBaTb CTOUT aJI'OPUTM IIPAMOI'O U3BJICYCHUA JaHHBIX O peKOM6I/IHa.HI/IHX nus3

IIOJITHOCTBHIO CEKBEHMPOBAHHBIX T'€HOMOB, PACCMOTPEHHBIN B ry1aBe 1.3.
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2. IlocranoBka 3aga4n

O0630p CyIECTBYIONUX PEIeHuil TOKAa3aJI, 9TO HU OJINH U3 CYIIECTBYIONUX AJITOPUTMOB
FEHETUYECKOIO0 KAPTUPOBAHUS HE SBJISETCS MOJHONEHHBIM U yJIOOHBIM CIIOCOOOM PEITIeHuU st
peleHnsl BO3HUKAIOIINX B COBPEMEHHO! T'eHeTHKe 3a/1a4. 1eM He MeHee HeJIOCTATKU aJro-
pUTMa, TIPEJIOKEHHOTO B 1.3 MOTryT OBITH YCTPAHEHBI WM CBEJIEHBI K MUHUMYMY.

Taxum ob6pazoM, 1eIbI0 JAHHOM PabOTHI SIBJISETCS HAITMCAHUE HOBOTO aJIrOPUTMAa T'eHe-

THYECKOT'O KapTUPOBaHUs Ha 0a3e MeToJla MPsIMOT0 M3BJIEYEHUs JTAHHBIX.
i focTuzKeHus TIOCTABJIEHHOM T1eJTi ObLIT ¢cOPMYJIUPOBAH DT 3a]1a4:
1. /lopaboTka aJropurMa MIpsiMOr0 M3BJIEYEHUS JTAHHBIX

2. Bepudukarus moIy9eHHOrO aJropuTMa

(a) MoIesMpOBaHME W T€HEPAIHs TECTOBBIX JTAHHBIX

(b) cpaBHeHME CYIECTBYOIIMX AJTOPUTMOB C TIOJIyYeHHOI Bepcueit
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3. Hopaborka ajJiropuTMa

3.1. Anaians HeJOCTAaTKOB M MX HCIIPpaBJIEHHUE

3.1.1. BoccraHoBJ/ieHHE pPacHOJIO>KEHUsI MapKEPOB II0 MaTpuIle IIONapHBIX pac-

CTOSAHUN

B crarpe CbicoeBa [23] yTBep:kaaercs, 4To ajropuTM UCHOIL3yeT BCIO UH(MOPMAIIUIO
O IMIPOUCXOKAECHUU AJIJICJIN, KOTOPYIO BO3MOXKHO IIOJIYIUTHh U3 IIPEAOCTABIAEMbIX JTaHHDBIX.
st 6oJtee TOYHOTO MPEJICTABJICHUS TIpOTiecca pabOThl ajroputMa ObuTa HAMu CHOPMYITU-
pOBaHa €ro OCHOBHAsl MBIC/Ib: aJITOPUTM YIOPSAI0YUBaEeT HAOOP MapKepOB HAa XPOMOCOME,
UCIIOJIB3YS JIjIs 9TOTO MaTPHUILy MONAPHLIX paccTodHuii. BoobIe roBopsi, HEMOCPEJICTBEH-
HO MATPHUILy HOMAPHBIX PACCTOSHWI HA STale IMOCTPOEHUs Mbl HOIYIUTh He MoxkeM [30],
MIO3TOMY AJTOPUTM HKCIOJB3YeT OIEHKY MATPHIIbI, OCHOBAHHYIO Ha YacTOTe PEKOMOWHAa-
nuit. Kak Ob1L/10 cKa3aHo paHee, 9aCTOTa PEKOMOMHAIIMI MEXK/Iy JBYMsi MapKepaM# IPsSMO-
[POMIOPITHOHAJIbHA PACCTOSTHUAIO MeKTy HUMH [31], MOSTOMY MATPHILy MOMAPHBIX PACCTOSI-
HU MBI OT[CHUBAEM MAaTPHUIEH YACTOT PEKOMOUHAIUN.

Tak kKak peasuzaius ajJropuTMa He YIUTHIBAET KPATHBIM KPOCCUHTOBED, MOYKHO IIPE/I-
MTOJIOKUThH, ITO OIEHKA MaTPUIILI TOTMAPHBIX PACCTOSHUN HAmbOJIee TOYHA B CJIydae, eCjin
MapKephl PACIIOJIOXKEHBI JIPYT K JIPYTY OJIM3KO HA XPOMOCOME, TaK KaK BEPOATHOCTb KPOC-
CHHTOBEpa Ha OTPEe3Ke MaJioil JJIMHBI MEHbIIE BEPOSATHOCTU KPOCCHHTOBEPA Ha OTPE3Ke
oosbrieit umabl. Ha Puc. 1 mokazan rpad B3amMHBIX PACCTOSIHUI ¢ BEPITUHAMU. 371€Ch
BUJIHO, 9TO IIO ITOJIYIE€HHBIM JaHHBIM MO2KHO IIPDEACTAaBUTDH IIOCJICIO0BATECJIbHOCTb MapKeEpPOB

B BHUJIE TOYEK, JIEXKAIMX HA OJHOI MPsIMOii (BBICTPOUTH B JIMHHUIO).

Puc. 1: Tlonapubie paccrostaus B ciaydae caabo yIaJIEHHBIX MAPKEPOB

Ha Puc. 2 nokazana ujeHTUYIHAas CUTYAIU JIJId BBIDOPKH U3 Y€ ThIPEX MapKEPOB, TAJIEKO
PACITOJIOZKEHHBIX JIPYT OT JIpPyTa.
Takum 06pa3zoM MbI ITOKA3aJIM, YTO MATPUIA YACTOT PEKOMOUHAIINY SABJISI€TCS OIEHKOI

MAaTPUIILI TOTIAPHBIX PACCTOSHUM, TPUIEM OIIEHKA HAnboJIee TOYHA B TOUYKAX, HAXOIATIIINXCS
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Puc. 2: Tlonapuble paccTogHud B ciiydae CUJIBHO VIAJEHHBIX MapKEPOB

OJIM3KO JPYyT K JIPYTY.

CoryiacHO IPUBEIEHHBIM BhIIIE (paKTaM, Mbl CINTAEM, ITO HAMOOJIee TTPABINBBIMA JTAH-
HBIMU B MATPHUIE ABJIAIOTCA Mapbl MAPKEPOB C MUHUMAJIBHON YacTOTON pPEKOMOWHAITUI
Mexkly HuMH. llosromy mnpescraBisercd yMeCTHBIM HadaThb CTPOUTH KapTy OT IEHTPA,
OTPeIeTIEHHOTO ABYMS CAMBbIMU OJTM3KUME Mapkepamu. bostee (popMaIbHO 3TOT aJIropuTm

MOZKHO 3alluCaThb TaK, KaK IIOKa3aHO B JIMCTHUHIC A.HI‘OpI/ITM 1.

AnroputMm 1 JInanepusaiusi MapKepoB
1: function LINMARK
2 n « dim(dist M atriz)
3 (I,r) < argmin, , distMatriz{z|[y]
4 order < I, 7]
5: while ectb He paccmorpennbie y3ib1 do
6
7
8
9

[ « first(order)

r < last(order)

m <— OmzKafmmit K | uiam r y3eJl.
if m 6mmxke k r then

10: order < order + [m]
11: else

12: order < [m] + order
13: end if

14: end while

15: return order

16: end function

— TJ/e BXOIHBIM mapamerpom distMatrix sBisieTcst KBaapaTHas MATPHUIA IaCTOT Pe-
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KOMOMHAITHIA.

[Ipumensass maHHBI aJTOPUTM, MOJyYaeM pe3yJbTaT B BUEe NOPAIKa mMapkepos. Ha
Puc. 3 BuzHO (XOTH TpejicTaB/IeHne U He JIMHEITHO), YTO eCTh HEKOTOPbIE OIIMOKH, a TaK JKe
BU/IHO, YTO 3TH OIIUOKHU IMOPSIJIKA JTONYCTUMbIX TpaHCIO3uIiuii. B Buie 3akpaliieHHbIe y3JI0B

IIpeJICTaBJIEHbl MapKephl, TOPA/IKOBbI HOMED KOTOPBIX HE COBIAJIAeT € MOPSJIKOBBIM HOME-

POM B IIOJIYIEHHOM pe3yJibTare, T.e. omubku. [locMoTpeB Ha pUCYHOK MOXKHO OITPOOOBATH

.09

.023

.058

.083

Puc. 3: Ilopsimok MapkepoB moc/ie TPUMEHEHUsT AJITOPUTMa, BBITATUBAHUS B JIMHUIO HA Ce-
MeiicTBe u3 192 xormek ¢ 35 Mmapkepamu

IIPEJICTABUTh M3HAYAJILHYIO MATPUILy PACCTOSHUN B Buje rpada ¢ BepIImHAMEA B MapKe-
pax m pébpaMu C BecaMH, PaBHBIMHM YAaCTOTE€ PEKOMOWHAIIMN MEXKJLYy JIBYMsl BEPIIMHAMUI
(B HaIIEM ciIydae — MapkepaMmu). Eciin BCIIOMHATE aJIrOPUTM IIOCTPOEHUST MEHUMATIHHOTO
ocToBHOTO jiepeBa [Ipuma [32], KOTOpBI OCHOBBIBAETCST HA BLIOOPE Pedpa ¢ MUHUMAJILHBIM

BECOM, YTO B HAIIIEM CJIy4ae SKBUBAJEHTHO BBIOOPY Iapbl MapKEPOB C MUHUMAJILHBIM PAC-
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CTOSTHHEM MEXKJIy HUMU CPEJIU BCEX OCTAJIbHBIX AP, TO KaXKEeTCs JIOTUYIHBIM MOITPOOOBATH
HANTHU MOPAJIOK MapKepoB € MOMOIIbI0 ajroputMa I[Ipuma. 3amerum Tak ke, 9TO MOXK-
HO TIOJTYYWTh WCKOMBINA TIOPSIOK, BBEJA HYMEPAIUIO BEPITUH MUHUMAJBHOTO OCTOBHOTO
JiepeBa (IIOJIyYE€HHOTO € MOMOIIBI0 ajroputMma [Ipuma) u3 rpada nonapHbIX PacCTOsHUIA.
PezysibraTr Oyaer Tounee B ciiydae HanboJiee TOYHOTO NMPUOJIMKEHNS MATPUIILI TIOMTAPHBIX

paccrostHnit marpureit pekomounamnuii. Ha Puc. 4 npeacraBiieHo mOCTPOEHHOE ¢ TTOMOIIBIO

.013]
01

.000

083

058 @
@ 040

023 ) (7))
021
5
(o

Puc. 4: Munumasibroe octoBHOE J1epeBO rpada MOMapHbIX PACCTOSHUIMA

asropurMa IIpuMa MUHMMAIBLHOE OCTOBHOE J1epeBo. He TpyaHO 3aMeTUTh, 94TO Te YYACTKH,
KOTODPBIE HE MMeJId HapYyIIeHusl Mopsijika B mepBoM Bapuante |[Puc. 3| ocramuch HensmeH-
HbIMH. HO Tam mosiBMJIMCh HEKOTOPbIE OCOOEHHOCTH, M3-32 KOTOPBIX ITOJIYIEeHHBIN rpad He
MOKET HA3BIBATHCS JIMHUEH W ynopsaaouuTh Bepiuabl (Anamoruano Puc. 3 3akparienst
Te MapKepbl, NOPSIJOK KOTOPBIX ObLI OIPE/IeIeH HEBEPHO) IPOCTBIM CIIOCOOOM. DTH 0CO-
OEHHOCTH BBI3BAHBLI JUOO HAJUYHMEM IIap MapKepoB, MEXKIy KOTOPLIMH He HaOJI0IAI0Ch
pekombunanuii (.000 Ha rpade), MO0 HAJIUIUEM TTAP MAPKEPOB, JIEXKAIKUX JIPYT OT JIPyTa
Ha, OOJIBIIIOM PACCTOSHUM.

JlaHubIil TPpUMEpP MOKA3bIBAET, YTO B 3aJa9aX TaKOTO POJa IMPUMEHUMbI OCHOBBI T€O-

pun rpadoB U MPABOMEPHBI MPEJINOJIOKEHUA O HAUOOIBIIIEM TPABIONOI0OMN MAJEHBKUX
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paccroguuii. Kpome TOro, MOKa3aHHBIN aJTOPUTM HPU MPABUJILHON OpraHU3aIlnd XpaHe-
Hus rpada UMEeT BBIMUCIUTENbHYIO CI0KHOCTh O(M? % log(M)), aro BHOCHT HEGONIBIIOE
VIIydIlIeHVe B aJITOPUTM, TaK KaK B M3HAYAIBLHON BEPCUU AJITOPUTMa CJIOYKHOCTH Tama Io-
cTpoeHus TopsijiKa Mapkepos coctasysia O(M?). BocnosbsoBarbess anroputmom [Ipuma
MbI CMOKEM B CJIy4ae, eC/ii MATPUIA 9acTOT PEKOMOUHAINIT HanboIiee TOYHO TPUOJINZKAET

MaTPUILy MOTaPHBIX PACCTOSTHUN.

3.1.2. IloBbIlIIEHNE TOYHOCTA MATPHUIBI YaCTOT PEKOMOWHAIMIA

PaccMoTpenHbIe BBIIIE JIOKAJIBHBIE ONTHUMHU3AINN OA3UPYIOTCS HA TOM, 9TO MaTPHIA
MOTIAPHBIX PACCTOSHMUI, TIOJIyIeHHAS B PE3yJIbTaTe U3BACUCHUS NH(MOPMAIUU O TPOUCXOXK-
JICHUU aJLIeJTh, TpaBaono1o0ua. Mbl yKe MOKa3bIBaIM, 9TO I JAJEKO OTCTAIOIINX JIPYT
OT Jpyra MapKepoOB OIEHKA HEBEPHA.

He TpymHO 3aMeTUTH, 9TO TOYHOCTDH MOJIYIAEMOTO PE3yJIbTATa 3aBUCUAT OT TOYHOCTHU
MaTPUIBI YaCTOT PEKOMOWHAINN, TaK KAK B HAIEM CIydae NMMEHHO 3Ta MATPUIA sIBJISET-
cd IpUOIMKEHNEeM MATPHIIHI MMOMMAPHBIX paccTosgHmil. Kak ObLI0 HEOTHOKPATHO 3aMEYeHO
BBIIIIE, AJITOPUTM, Ha 6a3e KOTOPOTO MBI IIBITAEMCS TIOJIYIUTh HOBOE peIlleHue, He YIUThIBa-
€T KPaTHOCTh KPOCCUHTOBEPA, B CBA3U C 9YeM MaTPHIA 9aCTOT PEKOMOWHAIINN aKTyaJIbHa
TOJIBKO B CJIy9ae OJJHOKPATHOIO KPOCCHHTOBepa. Pa3yMHOIl sB/sieTcs 3a/1a9a U3BJICUCHUST
JIAHHBIX O KPATHBIX PEKOMOWHAIUSX, TAK KAK 9TO sIBJICHHE CJIy9aeTCs B MPHUPOJE J0CTa-
TOYHO YACTO.

[Tonpobyem paccMoTpeTh (DYHKIUIO OT paccrosiausi Mexay mapkepamu f(d) : R — N,
BO3BPAIIAIOILY 0 KOJUIECTBO IPOU30IIEANIX peKoMOnHamuit. O4eBuIHO, 9TO 3Ta (DYHKIUS
HeyObIBaoIasl, IOTOMY YTO €CJIM PEKOMOUHAIMS [TPOM3OIILIA Ha YIacTKe [a, b, pasmessiio-
IeM JiBa Mapkepa, To Ha 6ostee 6osbinoMm yuactke [A, B] D [a, b] pekoMbuHaImii BO3MOXKHO
HE MEHbIIe, YeM y2Ke mpousonuin. OIHaKO MepBOHAYMAILHO HAM HE M3BECTEH TOPSIJIOK Map-
KEPOB U PACCTOSHUS MEXKJIy IMapoii MapKepOB.

SaMeruM, 9TO YaCTUIHBIE CBEJIeHUs] O IMOPSAJIKE W PACCTOSTHUSAX WU3BECTHBI HAM TIOC/IE
OJIHOTO TIPOXO/a AJTOPUTMa genmap 0 POAOCJIOBHON. Takum 0Opa3oM BCTAET BOIIPOC O
crocobax yTOYHEHUsT TIOJIYI€HHOTO MOPSIKA.

[Ipeamonoxkum, 410, 6A3UPYICh HA MOy YCHHOM TIOCIE OHOTO IIPOXO0/ia AJTOPUTMA Pe-
3yJIbTATE, MOYKHO YTOIHUTH ITOT PE3YJIbTAT, PACCMATPUBAS KAXKIYI0 0COOb TOBTOPHO, aK-
KyMYJIUPYys MATPUILy YACTOT PEKOMOMHAINN U 3HAsI IIPUMEDPHOE PACCTOSIHUE MEYK/Ly Map-

KepaMu.

3.2. /lopaboTaHHBIN AJITOPUTM

Tak Kak HaX0KJCHUE MAaTPpUIbI 9aCTOT peKOM6I/IHaILI/H71 ABJIACTCA CaMbIM I'JIaBHBIM 39Ta-
IIOM aJIr'OpUTMa I'eHETHUYECKOI'O KapTUpOBaHUA, a TOYHOCTDb HOJIyLIGHHbII;'I MaTpPHUIbl BJINAET

Ha IIPABUJIBHOCTH Pe3yIbTaTa paboThl BCETO aJropuTMa, TO OCHOBHYIO 33/1a9y JTAaHHOI pado-
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ThI MOXKHO C(DOPMYJIMPOBATD CJICIYIONUM 00Pa30M: HAUTHU AJTOPUTM YTOTHEHUST MATPHUIIHI
JaCcTOT PEKOMOMHAIINIA.

Hamu 66110 yuTEHO MIPEIoIozKeHne, YTO MOXKHO UCIIOJIb30BATH PE3Y/IbTAT PAOOTHI 13-
Ha4YaJIbHOU BEPCUU AJI'OPUTMAa KaK IIPEIANOJIOXKEHUE O IOPAIKE PACIIOJIOXKCHUU MapKepOB
Ha xpoMocoMme. [Ipu maHHOM JIONyIIIEHNN MBI MOXKEM HCIIOJIB30BATH 3HAHUS O KOJIMYECTBE
IIPOU3OIIIE/IINAX PEKOMOMHAIINIM B 3aBUCHMOCTHU OT PACCTOSAHUS MEXKJTy HUMH.

Ucxonsg n3 sroro, mnojiydaeM JTOTMOJHEHHBINR aJrOPUTM, OCHOBAHHBIN HA M3HAYAJHHOMN

BEPCUU, BXOAHBIC ITapaMETPbl KOTOPOI'O aHaJIOI'MYHbI C PaCCMOTPEHHBIM B I'JIaB€ 1.3:

AsroputMm 2 IlocTtpoenue reHeTnIeCKUX KapT C YIETOM KPATHOCTU KPOCCHUHIOBEPA

1: function GENMAP2

2 order < gen__map(pedegree)

3 agg < On,m

4 for k in pedegree do

5: recs < OM,M

6 for i < 0;i < M;i+ + do

7 for j«i;5 < M;j++ do

8 recsli, j| «— get RecCount(k,i, j)
9: recs|j, i] < get RecCount(k,1i,j)
10: end for

11: end for

12: fori<+ 0;i <M —1;7++ do

13: for j < 0;i< M —1;j++ do
14: if recsli, j| > recsli,j + 1] and recs[i,j + 1] = 0 then
15: recsli,j + 1] <= recsli, j] + 1
16: recs[j + 1,1] < recs[j,i] + 1
17: end if

18: if recsli, j| > recsli,j + 1] and recs[i,j + 1] = —1 then
19: recsli, j + 1] <= recs|i, j]

20: recs[j + 1,1] < recs|j, ]

21: end if

22: end for

23: end for

24: agg <— agg + recs

25: end for

26: return Linmark(agg)

27: end function

Hosplit ajiroput™ peasusyeT ONKUCAHHYIO Bbille cxemy. Ilokazkem, 4To 9Ta cxemMa ONTH-
MaJIbHas 1 6oJtee ObICTpast, YeM HanbOoJiee MOMyISPHBIE ceifdac aaropuTMbI. TakzKe 000CHY-

€M IIPENMYIIECTBA JAHHOU BEPCUU aJITOPUTMAa 110 BPABHEHUIO C IPEAbIAYINEH peaaTn3alrei.
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4. CpaBHeHHue aJIrOPUTMOB

CymecTByer /Ba MOIX0/1a K CPABHEHUIO OMOJIOTHIECKUX AJITOPUTMOB:
® CpaBHEHWE C UCHOJIb30BAHUEM PEAJbHBIX JIAHHBIX.
® CpaBHEHHE C MCHOJIb30BAHUEM CHHTETHYECKUX JTAHHBIX.

3a49acTyIo TPOBECTH KOPPEKTHOE CPABHEHUE ITPU TIOMOIIU PEAJIHbHbBIX JTAHHBIX HE YIAETCS

IO CJIEAYIOIIUM IITPpUYNHAM:

e burosormgyeckmnx JaHHBIX HE€ MHOI'O.

Cexsenunpopanne mostekyst JIHK He mponsBoauTest /11t HEKOTOPBIX BUIOB IO TPUTHHE

JOPOT'OBU3HBI UJIX OTCYTCTBUA HAyIHOI'O MHTEpECa K 9TUM JaHHDbIM.

® ,B;aHHbIe U3 pa3HbIX UCTOYHHUKOB MOI'yT OBbITH HE COIIOCTABUMBI.

Hampumep, goctaTodHo Majio JIaHHBIX, KOTOPbIE OTJIMYIAIOTCS MUHUMAJIbHBIM HA0O-
poM mapamMeTpoB. TpyaHO HANTH CeKBEHUPOBaHHBIE POJOCIOBHBIE 250 cobak, ecyiu B
OJTHOM cJiydae HyKHbI 250 ocobeit ToIbKO 6esoro mBeTa, a B apyroit 250 cobak, oTIu-
JaloUXCs [BETOM IJIa3. Jallle BCero BCTPEYAIOTCs pa3pO3HEHHbIe HAOOPHI JTaHHBIX,

C pa3HbIMHU KOJIMYECTBOM U BUJaMHN MapKepOB, KOJIUICCTBOM IIOKOJIEHUM W T.II.

e JI1s1 OMOJIOTMIECKUX JTAHHBIX XapaKTEePHBI ONTMOKH.

XOTb U yTBEPKIAETCsHA, UITO BEPOSITHOCTH OIMIMOOK NPH CEKBEHUPOBAHUU MUHUMAJIb-
Ha, Pe3y/IbTaT CEKBEHUPOBAHUS BCE-TAKU COMEPKUT omuoOku. [lomydenune npupoiHoro
MaTepuaJia He MOXKET OBbITh OJIHO3HAYHBIM 10 OIPEJEJIEHUIO, TaK KAK BEJIUK Ue/I0Be-

JecKuil paKTOp M HEJIOCTATKU OMOJOTMIECKOTO IIPOrPaAMMHOI0 00EeCTIeUeHMSI .

[ ] HOJIy‘IeHI/Ie OMOJIOTMYECKIX JaHHBIX J0POro.

CekBennpoBaHue ocobeil 1 TeM 0oJiee IeJIbIX POJOCIOBHBIX CTOUT poporo. Hampuwmep,
IIOJIHOE CEKBEHUPOBaHUE 'eHOMa dYesioBeka crouT ne Menee 1000 USD [33]. dyist neseit

TeCTUpOBaHUA U OTJIaJKNW METOIJ0B 9TO HECOU3MEPHUMBIE 3aTPAaThbI.

CunreTnyeckue JaHHbIE JINIIIEHBI ONMUCAHHBIX BBIIIE HEJIOCTATKOB, HO IIPU HEIIPABUIIb-
HOU MOJIeSTA CHHTE3a JAHHBIX OHU MOT'YT HE COOTBETCTBOBATH JIEUCTBUTETHHOCTH, NCKAXKATH
WJIM BOBCE MOTEPATH OMOJIOTUYECKUN CMBICIT.

Nmenno mosTomy Jijist cpaBHEHUS aJITOPUTMOB MEK/JLy CODOit, a Tak Ke it BepuduKa-

MM HOBOI BEpCHUU AJTOPUTMA HaAMU ObLIa BbIOPAHA CJIEIYIONIasi CTPATErns:

Oran 1: CpaBHUBATH HA CHHTETHYECKUX JAHHBIX, 9TOObI OOHAPYKUTH CUJIHHBIE U CJIa0bIe CTO-

POHBI AJITOPUTMA

Oran 2: Bepedurnuposars Ha peajbHBIX JAHHBIX C IEJIBIO IPOBEPUTH PAOOTOCIIOCOOHOCTH
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CpaBHeHnue CymecTBYIONNUX aJrOPUTMOB Ha CHHTETUIECKUX JAHHBIX SIBJISICTCS BaXKHOI
3ajadeil, Tak KakK 3TO IM03BOJISIET BBIABUTH HEMAJIO TOJIE3HON MH(MOPMAIINH, TO3BOJISIONIEe
BBISIBUTH BEPOATHBIE ONIMOKH, IMPOBEPUTH M OTJIQJUTL ajroputMm. Kpome Toro, mamHbie
MOYKHO T'€HEPUPOBATH JIJIT AKIEHTUPOBAHUS BHUMAHUs HA UCCemyeMoit npooseme. Ha-
IIPUMeED, B CJIydyae UCCAeJIOBaHUA MOBEAEHUS IPOrPaMMBbl Ha JTAHHBIX, IOJIYYEHHBIX IIyTEM

MOJIEJIMPOBAHUS KPATHOI'O KPOCCHHTOBEPA.

4.1. I'eHepanus TeCTOBBIX JAaHHBIX

[enepariust TECTOBBIX JAHHBIX B CIydae TEHETUKU SBJISIETCS 3a/ia4ueil, TpeOyolmeil akKy-
PaTHOCTH, TaK KaK BO BpeMd MOJCJIUPOBaHUA CI€CHEPUPOBaHHbIE TECTOBbIEC JaHHbIE MOI'YT
OTEPATH OMOJIOTUYeCcKuil cMbIc/. ['eHepupyst TECTOBOE MHOXKECTBO 0Cc0obeli, HaM HeOOXO -
MO YUUTBIBATH 3TU 00CTOATE/IbCTBA. B Anropurme 3 mokazan ajropuTM FeHEPaIud POJIo-

CJIOBHBIX.

4.2. IIponecc cpaBHeHUs U aHAJIU3a

s mHamboJsiee MOJTHOTO CPpaBHEHUS AJTOPUTMOB CTOHUT BBIJIEIUTDH PsiJl OMOJIOTTIECKUX

ACIIEKTOB, BJIMAIOIIUX Ha PE3yJ/ibTaTbl pa,6OTbI aJITOPUTMOB!:

e Hamyre OOJIBIIOr0 KOJIMYECTBA HeI/IHCbOpMaTI/IBHbIX map (MHOI‘O T'OMO3UT'OTHBIX JIO-

KYCOB)
® HAJWYME HEOTHOKPATHOIO KPOCCHHTOBEPA,
® cro YETHOCTDH

He cTout 3a6b1BaTh, 9TO TAKKE HEMAJOBAXKHBIM JIJII CKOPOCTH BBITIOJTHEHUS aJITOPUTMA
ABJIAETCH TOPAJIOK KOJIMIECTBA MAPKEPOB U MOITHOCTb POIOCTIOBHOIA.

B cBsi3u ¢ 3TUM paccMOTpUM coYeTaHMsI OMOJIOTMIECKUX OCOOEHHOCTEI, BIIMSIONINX Ha
Ka4eCTBO Pe3yJIbTATOB aJ'OPUTMOB, ¢ 00bEMOM fnanubIX. B Tabure 1 Ha nepecevennu cTpo-
KA U CTOJIOIA HAXOJIUTCSI MM TECTOBOTO MHOXKECTBa, OCHOBAHHOI'O Ha POJIOCJIOBHOM, CO-
JiepaKalieil CToJIbKO 0cobeil, CKOJIbKO HAXOJAUTCA B HA3BAHUU CTPOKH U ITOKA3BIBAIOIIEM

CTOJIbKO MaKpP€E€KOB, CKOJIbKO B Ha3BaHUU CTO.H6H‘a.

oprauu3Mbl | Mapkepbl 30 40 50

200 0200m30 0200m40 0200m50
300 0300m30 0300m40 0300m50
400 0400m30 0400m40 0400m50

Tabsuma 1: Bxommbie maHHbIe

CTOI/IT 3aMETUTDb TaK 2K€. YTO IIOMHUMO KOJINYECTBEHHLIX XapaKTEePUCTUK, POAOC/IOBHbIE

UMCIOT TaKue I1apaMeTpPbl, KaK KOJIMYI€CTBO KPOCCUHI'OBEPOB, BEPOATHOCTH KPOCCUHI'OBEPOB
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AsroputMm 3 l'enepariusi poiocIoBHOI

1: procedure GENPEDIGREE(n _gen, crossover _strategy)
2: population « [|

3 founders < crmcok mpapoauTeseit

4: population < population + founders

5: for gen < 0;gen < n__gen;gen + + do

6 (males, females) < divide(population)

7 mother < choice(females)

8 father < choice(males)

9 child < CrossBreed(mother, father)

10: no6aBuTh child xk population

11: end for

12: print population

13: end procedure

14:

15: function CROSSBREED(mother, father)

16: mothergamet < Crossover(motherchromosomes, crossover__strategy)
17: fathergamet <— Crossover(fatherchromosomes, crossover__strategy)
18: end function

19:

20: function CROSSOVER(chromosomeA, chromosomeB, crossover _strategy)
21: CT0SSOVers <— TOYKU KPOCCUHIOBEPA B COOTBETCBUU C crossover strategy
22: gametA < [|

23: gametB < ||

24: for position in chromosome do

25: if position in crossovers then

26: swap chromosomeA, chromosomeB

27: gametA < gametA + chromosomeA|position

28: gametB < gametB + chromosomeB|position]

29: end if

30: end for

31: return random(gametA, gametB)

32: end function
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n T.II. CJIG,ILYIOIHI/IG TEeCTOBBIE MHOXKECTBa ObLIIN Cr€HEPpUPOBAHDBI C IIEJIbIO IIOKa3aThb TOYHOCTb
TOr'O XWJIX MHOI'O aJirOpruTMa.
TecToBble MHOXKECTBA JJId IIPOBEPKU TOIHOCTHU IIOCTPOCHHA C yI€TOM KPaTHOI'O KPOC-

CUHTOBEpA:
nocross — 200 korek, 30 MapkepoB, HET KPOCHHTOBEPOB
singlecross — 200 korek, 30 MapkepoB, TOJIBKO OJTHOKPATHBIE KPOCCHHTOBEPHI

manycross — 200 koriek, 30 MapkepoB, KpaTHble (60JIbIIIe OJHOIO) KPOCCUHIOBEPbI KPOC-

CUHT'OBEPOB
cats — 192 komku, 35 MapKepoB — peajbHble JTaHHbIE.

[Ipu Bepudukarum ajaropur™Ma Mbl OyJIeM 0OpaIATh BHIMAHNE HA JIBA [IapaMeTPa: CKO-
POCTbH DeIlleHus 33/Ia9i ¥ TOYHOCTD ITOJIyYE€HHBIX Pe3ysIbTaToB. 1.0. 60oJIee TOYHO Iporiece

CpaBHCHUA aJI'OPUTMOB MO2KHO OITKMCATb CJIEIYIOITM o6pa30M:

[Iar 1: /Iisg kak10ro TeCTOBONO MHOXKECTBA 3aIlyCTUTh IOOYEPETHO UCCe/lyeMble peain3a-

o1 aJITOPUTMOB

[Tar 2: 3aceuyb BpeMs BBINOJHEHUs 33Ja491d U 3aTE€M 3aIMCATh UX B COOTBETCTBYIOIILYIO Ta0-

JIAILY .

[Tar 3: IIpoBepuTh KOJUIECTBO OMUOOK B IOy YEHHOM OTBETE U 3AIMCATH UX B COOTBETCTBY-

IOTILY IO TaOJIHILY.

4.3. O60OIIIEHHDbIE JaHHBIE

i ocyiecTBIeHNsT CPaBHEHUS PACCMOTPEHHBIX BBINIE AJTOPUTMOB T€HETUYECKOTO

KapTUPOBaHUA ObLIN BLIOPAHBI HANOOJIEE IOy IsIPHBIC TTPOTPAMMHBIE TTAKETDI:

e CRIMAP: peanusyer amropur™m Jlannepa-I'puna
e FASTLINK: peasmsyer ajaroputm djicrona-Croapra

e genmap: peaju3alius MMPEJJIOKEHHOTO B JaHHON paboTe aaropurMa

Ucmonb3yst ONMCaHHYIO TJIABOM BBINIE CXEMY, IOJIYyYaeT CJIeIyIONIne JTaHHbIe O CKOPO-
ctu, nemonTpupyembie B Tabsmmie 2. He TpyaHO 3aMeTUTh 3aMETHBIN BBIATPBIIT HAIIETO
AJITOPUTMa TI0 CPABHEHUIO C OCTAJIHLHBIMU.

B Tabsmuiie 3 MbI MCIOJIB30BAIU JIPYTO€ TECTOBOE MHOXKECTBO, YTOOBI MOKa3aTh, KakK
KPAaTHOCTb KPOCCHHI'OBEPa BJIMAECT Ha IIPaBUJIBHOCTDL IIOJIy9Ia€MbIX PE3YJIbTAaTOB. I/I3 I10-

JIYIEHHBIX JaHHBIX BHUIHO, 9TO OHH/I6Ka, IIoJjiydaeMasd I10CJI€ 3aBePHICHU A pa6OTbI Hammero
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Genmap2 FASTLNK CRIMAP

0200m30 0.3c 10m 1h
0200m40 0.3c 10m 2d
0200m50 0.3c 10m 00
0300m30 0.4c 1d 2h
0300m40 0.45¢ 1d 2d
0300mb0 0.45¢ 1d 00
0400m30 0.6¢ %) 3h
0400m40 0.6¢ 00 3d
0400mb50 1c 00 00

Tabsmmra 2: CkopocTh pabOThI AJITOPUTMOB

Genmap2 CRIMAP FASTLINK

Nnocross 0 0 0
singlecross 0 0 0
manycross 10 2 3
cats 1 0 0

Tabauma 3: KonmrmaectBo ommbok

aJrOPUTMa TOTO Ke TOPSIKA, YTO U y ocTanbHbIX. [ cpaBuenus, B Tabsmre 4 moka3a-
HBI PE3YJILTATHI PAOOTHI MPEAbIIYINE BEPCUU aJITOPUTMA, YTO HATSIHO TOKA3bIBAET, YTO
npejjiaraeMbie B 9TOI paboTe U3MEHEHUs JIeHCTBUTEIBHO SABJISIOTCS Y1y YIIeHUSIMH.
3amycKk Ha 9THX JAHHBIX MOKa3aJl, YTO aJrOPUTM IPEJIOKEHHBI B JaHHOW pabore
paboTaeT HAMHOTO OBICTpee JPYTUX, 9TO €ro KA9eCTBO YMEHBIIAeTCA C yBeJIudeHueM -
dekTa 0T KpaTHBIX KPOCCHHIOBEPOB, HO JJjIsi PeaJbHBIX OMOJAHHBIX €r0 TOYHOCTH OoJjiee

yeM XBaTaeT.
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Genmap CRIMAP FASTLINK

NOCross 0 0 0
singlecross 0 0 0
mManycross 12 2 3
cats 1 0 0

Tabmuna 4: KonudecTBo ommbOK B cTapoil Bepcuu genmap

3akKJIroueHue

PesynabraThl

B xone BbIOTHEHUSA JUTIJIOMHONE PabOTHI OBLT pa3spadOTaH HOBBI aJTOPUTM HPAMOTO
n3BJIeYeHUsT HTHMOPMAIINE O PEKOMOMHAIIUX U3 CEKBEHUPOBAHHOTO T€HOMA, TTO3BOJISIFOIINI
MOJIy4aTh TE€HEeTUYECKHEe KapThbl B CJIydae OJHO- U MHOTOKDPATHOrO KpoccuHroBepa. Jlis
BepudUKAIA HOBOT'O aJITOPUTMAa ObLI PeaJM30BaH MEXaHU3M TECTUPOBAHUSA METOJIOB T10-
CTPOEHUSI TeHETUYIECKUX KapT, C IMTOMOIIHI0 KOTOPOTO ObLIN HAIJISIIHO IIPEICTAaBJIEHBI IIpe-

MYIIECTBa HAIllell pean3anun aJropuTMa.

AKTyaJIbHOCTH IIOJIyY€HHBIX Pe3yJIbTAaTOB

[IpuMeneHre reHeTUYECKNX KapT MOJIYYUJIO JOCTATOYHO IUPOKOE PACIPOCTPAHEHUE B
cdepe TrarHocTUpoBaHUS HACJEICTBEHHBIX 3a001eBanuil. VccrenoBanne MeXaHI3MOB Ha-
CJIEJTOBAHUSI, & TAK K€ BBISBJIEHUS €r0 3aKOHOMEPHOCTEH MO3BOJISEeT TOIYIUTh NH(POPMA-
MO O MPEJIPACIIOJIOKEHHOCTH Y YeI0BeKa (M He TOJIbKO) K TeM WJIM WHBIM OTKJIOHEHUSIM,
KOTOpbIE€ TPY/HO BBISIBUTDH JIO HadaJja MpoABjaeHus cuMIToMOB. [loy4uenne nudopmarn
O TEHHOI IIpPeJIPACIIOIOKEHHOCTH JI0 HadaJia 3a00JIeBaHUs II03BOJIAET MOJIU(MUIMPOBATH
Jiedenne u o0pa3 KU3HU, n3beras WM Kynupys UX JaJIbHEHIne mTposiBIeHus .

Kpome Toro, remerndeckue KapThl IPUMEHSAIOTCA B MCCJIEOBAHUAX ITPOIECCOB IBOJIIO-
nun. PaccMarpuBas reHeTmyeckre KapThl JIByX JOCTATOYHO OJMBKUX BUOB, MOXKHO W3-
BJIeYb MHMOPMAIUIO O TOM, B KAKOM HAIPABJIEHUU BOJIOINMOHUPOBAJIA KU3Hb U KaKue
TeHbI TIEPEeIABAINCH B ITEPBYIO OYEPETb.

N3-3a HerocTaTKOB COBPEMEHHBIX METOJ/IOB CEKBEHUPOBAHUSI, OTCY TCTBUS BO3MOYKHOCTHU
CEKBEHUPOBATDH I€JIOBEKA OOJIBIIIMMU TTOKOJECHUSIMA U JIOPOT'OBU3HBI 3TOT'O MIPOIECCa, €INH-
CTBEHHBIMU CIIOCOOAMU MOCTPOUTH T€HETUYECKYIO KapTy SBJISIOTCS PACCMOTPEHHBIE BbIIIE
anroputMbl. [IpenioxkeHHbIil & 3TOl padoTe aJrOpUTM MO3BOJISIET CTPOUTH KAPThI ObICTPEE,

9EM aJIbTEPHATUBHBIC aJITOPUTMbI, 1 TOYHEE, 9Y€EM €I'0 IIPpEAINIECTBEHHUK.
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