st uero cay:xxkut anaan3 ADMIXTURE u kak od padoTtaert
Enena JlykpsiHOBa, OMOMH( OPMATHK

ADMIXTURE (6ykBajibHO: PIMECH) — 3TO KOMIBIOTEPHAs IPOrpaMMa (aHaJIH3), TIO3BOJISIONIAs BBISBISTH CMEIIAHHOCTh COCTABa
Hekoero Habopa MHIMBUIOB Ha OCHOBE JAHHBIX O TEHOTHIIAX M TeM CaMBbIM CTPOUTh MPEIOTOKEHUS O POMCXOXKICHUH MOMYJISALUH.

ITpunuun paoomer ADMIXTURE.

Paccmorpum npunimn pa6otst ADMIXTURE Ha npumepe 06pa3iioB 1 nomyJisiimil u3 npoekta HapMap.
Bcero y Hac N = 324 o06pasiia/MHANBUIA, KK U3 KOTOPHIX OTHOCUTCS K OJIHOM M3 YEThIPEX HIKETIePEUHCIICHHBIX TOMYJISIIUI:

1. AODPUKA (ASW) — A¢ppuxanckue npenku u3 Oro-3anagHoit yactin CIHA

2.10TA (CEU) — xutemu mrata I0ta CIIIA ¢ kopasamu u3 CeBepHoit u 3anagHoi EBporst
3. MEKCHUKA (MEX) — Mekcukaniipl, JIonr-Annenn CIITA

4. MIOPYBA (URI) — Hopy6a, Hurepus

I[J'[FI yIlO6CTBa J]a)'[bH@fI].Hel”O H3JI0KCHUA 6y}1€M Ha3bIBATb 9TU MNOITYJIAINN «U3BECTHBIMU .

Takske MbI TpearoaaraeM, YTo OHU MPOU30ILIK OT K pa3HbIX MpeaKOBBIX MOIYJISAIMA (Mbl HE 3HA€M OT KAKUX UMEHHO). B nanbHelem
OylieM Ha3bIBaTh ST MPEIKOBbIC MOMYJIAINE «IIPEII0IaracMbIMU MPEIKOBBIMU». DTUX «IIPEINOJIAraeMbIX MPEIKOBBIX» MOIMYJIAIMA Ha
CaMoM JieJie He CYIIEeCTBYET, y HUX HeT OOIeNpPU3HAHHBIX HA3BaHUI U XapaKTepUCTHK. V Ha 3TOM Tare Mbl Jake He 3HaeM Kakue
00pasiipl K Kakok u3 3tux K nomyisiuit MoryT ObiTh OTHECEHBI. TeopeTHYecKr BO3MOKHO, YTO 0OPa3iibl U3 OJHOW M TOH ke
«W3BECTHOW» MOMYJIAMY MOTYT MPUHAIIEKATh K JBYM Pa3HbIM «IIPEII0JIaraeéMbIM MPEJKOBBIM» MOMMYJIAIMSIM.

Hpumep 1.

[pennonoxum, uro K = 3.

ADMIXTURE nanee pabotaer ¢ oOpa3uamu (MX reHOTUIIAMH) ¥ 3alaHHbIM Hamu ynciiom K = 3. Vimest cBeJieHusi O TeHOTUITaX U1
MPEATNOJIOKEHNE O KOJIMYECTBE «IpeAroaraeMsix npeakossx» nonynsauuil (K) ADMIXTURE crpout cBoro Moaenb
(IpeanoiokeHne) TOro, KAaKoB BKJIA KaXJI0W U3 «IIPEAINOJIAraeMbIX MPEAKOBBIX» MOMYJISIIIUA B KaX bl MHAUBUL. B pe3ybraTe Mbl
UMeeM JIJIST KaXI0ro MHAUBUAA 3 1uhphl: KOJIMUYECTBEHHBIN BKJIAJI KAXKION U3 TPeX MOMYJIAUE (Wi 00pa3HO FOBOPSI, HA CKOJIbKO
MIPOLIEHTOB JIAHHBI WHAWBU COCTOUT U3 MEPBOM «IPEAINOIAraeMOon MPEIKOBOW» MOMYJISILIUY, Ha CKOJIKO — U3 BTOPOU U Ha CKOJIBKO —
u3 TpeTheit). [Ipu 3TOM MoXKeT OBITh M TaKask CUTyalus, YTO Y KOHKPETHOrO MHAMBHU/IA B COCTaBE OTCYTCTBYET KaKasi-TO U3
«TIPEIIoJIaraeéMbIX MPEeAKOBBIX» MOMYJIANUHN, JaXke BO3MOKHO, YTO OH IPUHAICKHUT TOJBKO K OJHOU U3 «IIPEAIOIaraéMbIxX
MPEAKOBBIX» moyJisaLmil. ITpennonoxum, ansa naausuaa Nel stu mudpst Takue: 0.3, 0.5 u 0.2. Yro a1 1ppel o3Havaot? O3HaYaoT
OHU JIOJIM KON U3 «IIpeoiaraeMbix mpeakoBeix» momyssiui (ITI1I1) B maguBume Nel, T.e. mHauBuA cocrout Ha 30% u3 nepBoi
II1IT, Ha 50% — u3 BTOpo# u 20% — u3 Tpetbeit. Yem Gonbiie Bkiaa kaxaou [T B uHauBMAA, TeM OOJIbIlie UHAUBUL SBJISETCS
«HOCHUTEIeM» JaHHOH TMOIMYJIAINY U ee TIpeAcTaBuTeNieM. DTH I pbl MOXKHO BU3yanu3upoBats (bar plot), Hampumep, Tak:


http://hapmap.ncbi.nlm.nih.gov/
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UHaueug Nel

ITpu 3TOM MBI CAMH MOXEM 3aJaTh OO0 LBET U151 KAk IO U3 TPeX «IPeArolaraeMbIX NpeJKoBbIX» Homyasuil. Ha pucyHke Bbiie
MBI BBIOpAJIN: KPACHBIM, 3€JIEHbIN U CUHUIA.

Jlanee MbI TpPyNIApyeM 3THX UHAWBHUIOB IO «M3BECTHBIM» TTOMYJISIIUSAM U MOJydaeM reHeTHdecKkre Mpoh i KaXI01 U3 MOy IAIMI.
Haripumep, m1st AprKaHCKON IOy JTSILAN:


http://xn--c1acc6aafa1c.xn--p1ai/wp-content/uploads/new-13.jpg
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ADPUKA

A mocJie 3Toro Mbl MOKeM CpaBHUBATH U3BECTHBIC NNOMYJIALU 11O 9TUM I'€HETUYCCKUM HpOQ)I/II[HM MEXKIAY coboi

BaxeH Kak KOJIMYECTBEHHBII COCTaB, TaK M KAUECTBEHHHBII, T.€. KaKue «IperioiaraeMsle MpeJKoBbie» MOMYJIANUN (U3 TPeX — KeJToH,
3eJIeHOI M KpacHOi1) MPUCYTCTBYIOT B MHAMBH/IAX M B KAKOM COOTHOIIEHNH. OOBIYHO CpaBHEHUE MPOUCXOIUT «Ha IJ1a3», YUCTO
BU3yasbHO. OTHUM HCCIEIOBATENSIM MOXKET ITOKA3aThCs, YTO MPOMUIN OXOXKH, APYTUM MOXKET IMOKA3aThCs, YTO MPOpHIIH
COBEPILIEHHO Pa3IHYHbL.

Hpumep 2.

Ternepp paccMOTPHM CUTYaIMIO, KOTAA YUCIIO «IIPEATIOIaraeéMbIX MPEAKOBBIX» nomyysanuid K = 5. Mbl MokeM BapbHpOBaTh 3TO
3HAYEHUE CKOJIbKO YTOJHO.

B sTOM ciiyyae y Hac BMecTO 3 yike 5 pasHbIX «IperosiaraeMblX MPeIKOBbIX» MOMYJISLUUM, 1JIs1 KAXA0M U3 KOTOPBIX Mbl 33JJaJI1 CBOU 5
Pa3HbIX [[BETOB — KPACHBIN, CAJIATOBBIN, 3¢JICHbIN, CHHUN 1 (proJieTOBbIN. [[BeTa BHIOUPAIOTCS IIPOU3BOIIBHO U «IIpeAIoiaraeMast
MpeIKOBash» MOIMYJISIMS U3 MIEPBOTO MPUMepa, KOTOPYIO Mbl OKPACHITH B KPACHBIN I[BET, HE IMEET HUYEro OOIIEero ¢ HIHEITHEH
«TIpeArnoJiaraeMoin mpeaKoBOi» MOMYJISIIUEN TOro ke 1BeTa. [JaHHbIN BT aKTyaJleH TOJILKO J1J1s1 KOHKPETHO STOW MOJEIH.

Ho, ecu paccyxaaTe B paMKax OfHON MOJIENH, TO €CJIM KaKOR-TO MHIWBU HE MOKa3bIBAET CMEIIAHHOCTH U BECh MPUHAJICKUT
OIHOMY LIBETY, B IPUHIIMIIE MOKHO CYATATH STOT LIBET [IBETOM €ro 3THoca. [Toxoxkue 3aK/II0UeHrs MOXKHO ClieNaTh U I BCer
TOITYJISIIIAM, €CJTU BCE MHAWBU/IB JAHHOW MOMYJIALNN MIPUHAJIEKAT OJHOMY LIBETY. XOTS 3TH BCE 3TH ONpeIeIeHNsI UMEIOT CMBICIT
TOJILKO B TOM CJTy4ae, €C/IM Mbl ISHCTBUTEILHO MOCTPOUIIA XOPOIIYIO MOJIeb, MOA00paiu onTumManbHoe 3HadeHue K (00 atom cm.
nojipoOHoe omucanue Hike B pasaese «[logbop ontuManbHoro 3HaveHus K»).

Tereppb MBI TOTYYUM TSI KaXKIOTO MHAWBHUIA 5 pa3HBIX NU(DP — BRI KAKIOU U3 5 «IIpeAIoIaraeéMbIX IPeIKOBBIX» TOMYJISIIUN B
TAaHHBI 00pasel. U rereTrueckuii mpodrib 111 OJHOTO MHAWBUA OyIET BHITISICTh, HATIPAMEP, TAKIM 00pa3oM:
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MHauBma Nel

Janee MHAMBUIPBL, KaK U B IIPEABIAYIIEM NPUMEpPE, IPYIITUPYIOTCS 10 «U3BECTHBIM» TOIYJISIIUSIM, TIOCJIE Yero CpaBHUBAIOTCS NIpoduin
«U3BECTHBIX» MOMYJISIIIUN MKy COOOM:
Bl 1'1 L] ‘I‘l”l [ |T1Ip!||“| l|
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BKnapn npeaKoBbiX NONyNALMA
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ADPUKA HOTA MEKCMHKA HMOPYBA

MHauewng #

IToooop onmumanvnozo 3nauenus K.

Cremyomumil BaKHbINA BOIPOC, Ha KOTOPBIN HEOOXOAUMO OTBETHTh: «Kakoe U3 Halmx JBYX MPEINONI0OKEHUIH O KOITMIECTBe
«TPeJINoNaraeMbIX MPeIKOBbIX» MOMYJISIINIA HanboJIee COOTBETCTBYET AEHCTBUTENLHOCTH? UTO ke BhIOpaTh B KAUECTBE HTOTOBOTO
sipTata 114 cratei? K = 3 wim K= 5?7 A moxer, K = 10? HATh IUIS STUX JAHHBIX OBUIO OBl ONITUMAJIBHBIM ?>.
e3 ara crateu? K =3 K= 5?7 A moxer, K = 10? Kak y3HaTh kakoe K 3 a OBLI0 OBI O an ?

OnrumaneHoe ynciio K «rpeanonaraeMbix IpeaKOBBIX» TOIMYJISLMI MOKET OBITh OA0OPaHO SMIMPUYECKUM IyTeM. Kaxapiil pas,
korga ADMIXTURE crpourt cBoo Moziens (HEKoe «IPeAIioioKEHIe») O CTPYKTYpPe «IPEAIIoaraeéMbIX IMPeIKOBBIX» MOMYJISIUIIA Ha
OCHOBAHHH JIaHHBIX O TEHOTUITAX MHAUBHUAOB (T.€. O TOM, KAaKOB BKJIAJ KaKJIOM U3 «IPEoaraeMblX PeIKOBBIX» MOMYJISAINN B
KaXIbI MHAWBU) AJIS 3aJJAHHOTO HaMH1 umcia K, oHa B KOHIIE MPOBOAWT CpaBHEHME CBOEW MOJEJH C PEaJIbHBIMU JaHHBIMH, & UMEHHO,
MIPOBEpSIET, HACKOJIBKO XOPOIIO BXOJHBIE JAHHBIE OIMCHIBAIOTCS MOCTPOEHHON MOJIENbI0. [IpearnonokuM, yTo Mbl OAAIH Ha BXOJ,
HallM JaHHble u3 npoekta HapMap u 3agamu uncno K = 1. Koneuno, ADMIXTURE noctpout cBoio MOJie/Ib UCXOIS U3 TOTO
MIPEIIOIOKEHHsI, YTO BCE MHAVBUBI IPOU3OILINA U3 OJHON MPEAKOBOM MOMYJISIHHN, HO OY/IET JIM 5TO COOTBETCTBOBAThH CTOJIb CHJIEHO
paznMyaommMcst Mex Iy coOoi 1o (pakTy reHOTHIIaM HallluX WHAMBUAOB? M HACKOJIBKO JTyullle Hallli JaHHbIE OIMCHIBAIOTCS] MOJEJIBIO,
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MOCTPOEHHOW Ha MPEATOIOKEHNN O TPEX MPeIKOBbIX nomyaauusax? A naru? [Tostomy B 10MONTHEHHE K Pe3ysbTaTaM O BKJIAAE Kaxaon
U3 «IIPEAIOJIaraeMbIX IPEAKOBBIX» IOIMYJISIMI B KaX bl MHIMBUI MBI IIOJIyYaeM ellie OJIHY BeJMYUHY — OLIMOKY — T.€. HEKYIO
XapaKTEePUCTUKY HECOOTBETCTBUS NMOCTPOSHHON MOJIEIH U pealbHbIX JaHHBIX. YeM Oosbliie 3HAUeHHEe STOW BEIMYHMHbL, TEM XykKe Hallle
MIPE/IIOIOKEHNE O KOJIMUECTBE MPEIKOBBIX MOIMYILiA. CTOUT HOMHHUTB O TOM, UTO HJeasa Mbl He JOObEMCS 1 HyJIEBOW OIIMOKH,
COOTBETCTBEHHO, TOXKE.

Ho kak sxe BbIOpaTh Torga ontuMansHoe 3Hadenne K? A Bot kak: nmocrpouM juis kaxaoro K u3 unrepsana or 1 10 5 cBoio Mozenb
(anmyctum nporpammy ADMIXTURE 5 pa3 11 oqHUX ¥ TeX ke MHAMBUIOB HO C NAThI0 pasHbiMU K) 1 mosmyunm ass kaxaoro K csoe
3HaYeHue omuoKu. OToOpa3uM TH 3HAUYEHUS Ha rpaduke:

OWKMBKA

Mbi BUOMM, YTO MUHUMAaUTbHAs omuoKa rpu K = 3, a nanbie, npu K =4 u K = 5, ommbka HauMHaeT pacT, 3HAYUT ONTHUMAIIbHOE
3Havenue K — 3.

Ecnu Ha HameMm rpaq)mce Mbl HE BUIUM MUHHUMYMa (HaHpI/IMep, C KaXXbIM CJICAYIOIMINM 3HAYCHUEM K ommoka yMCHI)HIaeTCH), TO
HYXHO CTPOUTb MOJCJIb U BbI6I/IpaTb HoBOe K A0 TeX 1op, IMMOKa omIrOKa He HAUHET YBEJIMYUBATHCH.

Koppexmuocmeo gvldasaemvix pe3yabvmamos npu Oonmuma.ilbHo nobo@aunom yucae K.

Crout OTMETUTD, YTO PE3YJIbTAThl JadHHOI'O aHa/In3a OYE€Hb CUJIbHO OI'PaHUYCHDI CBOMCTBaMU BXOJHOTI'O Ha6opa NHIUBUIOB!:

1. O6pa3ibl JOKHBI OBITh MEX1Y COOON HEPOJCTBEHHBI.

2. Y4acTKu OTHOHYKJICOTHIHOTO nosimMopdusma (SNP), 1o KOTOpbIM POU3BOAUTCS TEHOTUITMPOBAHUE 00PA3LIOB, IOJIKHBI ObITh
PaBHOMEPHO PACMIPEIE/ICHB TI0 TEHOMY C JOCTATOYHO BBICOKOH TUIOTHOCTBIO

3. Amnenm SNP HaxopsTcsl B paBHOBECHOM CLIETIIIEHWH, 3TO 3HAYHT, YTO MOSIBJICHNE JAHHOTO aJIeNsl y KOHKPETHOTO MHINBHA
3aBUCHUT TOJIBKO OT €T0 YacTOTHI B MOMYJISLIMN, HO HE 3aBHUCHT OT JIPyTruX ajuiesien.

Bo3moxna CUTyallud, Koraga aJijiejii SNP ne Haxo4ATCA B pPaABHOBECHOM CLICTIJIEHHU Ha CaMOM [I€JI€, HO TOJIbKO «BBITJIAAAT TAKUM
06pa30M». B stom CJIydac pe3yJibTaTbl aHAJIN3a 6yI{yT HEKOPPEKTHHI.


http://xn--c1acc6aafa1c.xn--p1ai/wp-content/uploads/new-6.jpg

Takum 06pa3zom, OT OZHOTO HabOpa JaHHBIX 0 IPYroro Habopa JaHHBIX PE3y/IbTAThl TECTA MOTYT OUeHb CUIIBHO BAPbHPOBATS.
AKKypaTHOCTh 1 KOPPEKTHOCTb JJAHHOTO aHAJIN3a B HACTOSIIIIMI MOMEHT €Ille He JOCTUIJIa YPOBHS, Ha KOTOPOM MOHO MCIOJIb30BaTh
€ro KaK «J0Ka3aTeJbCTBO» CBOEH runoTesbl. Ho Mcronb30BaTh BKYIE C OCTAIbHBIMU aHATW3aMH TSI TOJTyYeHHsl GoJiee NOoIpOOHOH
nH(pOpManuy 0 HabOpe BXOJHBIX JaHHBIX (MHANBHAOB) — MOXKHO.

CrerneHb OJIM30CTH MEX/y PeabHOCTBIO M IOCTPOEHHOM MOJIENIBIO MOXET OBITh TAKOM K€, KaK U CTETIeHb OJIM30CTH MEXLY
«cepruueckM KOHEM B BaKyyMe» U peaJIbHOH JIOIAIbIo, @ MOKET ObITh M TAKOH Xke, KaK U MEX/Ly IBYMS peabHbIMU JIOIIAbMH.
CkaxeM Tak, pe3ynptatsl ADMIXTURE crout npyHMMAaTh BO BHUMaHUE, HO HA HUX HEJb3s PACCUUTHIBATb.
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