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OrnasneHue

CIIMCOK COKPAILIEHUIT

HA3HAUYEHUE U KPATKOE OITMCAHUE ITPOI'PAMMbBI

VY CJIOBUS UCITOJIb30BAHUS IIPOIPAMMBI

PEJAKIIMU JIOKYMEHTA

CHUCTEMHBIE TPEBOBAHM S

3AIYCK ITPOTPAMMBI

TTAIIKA IIPOTPAMMBI

TTEPCOHAJIbHBINA KJTFOY ABTOPM30BAHHOI'O ITOJIb30OBATEJIA

KATAJIOT GENCY_LIB: CJIYKEBHBIE ®AMIIBI JAVA

KATAJIOT DATA: CJIYKEBHBIE ®AMJIBI JIJISI UCIIOJIb3YEMBIX JIOKYCOB

KATAJIOT REFERENCES: JIMTEPATYPHBIE ITEPBOMCTOYHUKUA

PABOTA C IIPOTPAMMON: BBIBOP STAJIOHHOM MOIYJISILUN U BBOJI TEHOTHIIOB

PABOTA C ITPOTPAMMON: PACYET MOIYJISLIMOHHBIX YACTOT TEHOTHIIOB

PABOTA C IIPOTPAMMOM: PACYET YACTOTHI KOMBUHUPOBAHHOI'O TEHOTHIIA
COXPAHEHUE PE3VJIbTATOB U 3ABEPILIEHUE PABOTbI C IIPOTPAMMOIA

HCIIOJIb30BAHUE GAIJIA PE3VJIBTATOB B TEKCTE «3AKJIIOUEHHS DKCIIEPTA»

PABOTA C ITPOTPAMMOM: UCITOJIb30BAHME PA3JIMYHBIX STAJIOHHBIX YACTOT AJUIEJIEN
AJIEKBATHBIE ITOITY JILIMOHHBIE JAHHBIE OTCYTCTBYIOT

«HEBBISBJIEHHBIE» AJIJIEJIM C HYJIEBOI YACTOTOIM BCTPEYAEMOCTHU

PACUYET RMP: CTAHJIAPTHAS ITPAKTUKA B JIHK-UCCJIEJJOBAHUSX

WHTEPIIPETALIMS PE3YJIbTATOB: AIIPUOPHBIE YCJIOBHS, O KOTOPBIX CJIEJYET IIOMHUTh
HE3ABUCHUMOCTD JIOKYCOB, HEPABHOBECHME I10 CLIEIIJIEHHIO 1 XPOMOCOMHA S JIOKAJTA3ALIAA
KAUECTBO MEPBUYHBIX [OIYJISALMOHHBIX JAHHBIX: MHAEKC IICAY 11 PXB

SNP-, INDEL- 1 JIOKYCBI «[EHETUYECKO ITPEJIPACITIOJIOXKEHHOCTI

JIOKYCHBI JIUIS1 YCTAHOBJIEHUS TTIOJIOBOM ITIPUHAIJIEXKHOCTH Y MAPKEPEI XPOMOCOMBI Y
JIOKYCBI, PACIIOJIOXKEHHBIE HA XPOMOCOME X UEJIOBEKA

JTOPABOTKA I10

PEIIEHUE 3ATPY JHEHUI

CIIMCOK JIMTEPATYPBI

BJIIATOIAPHOCTHU

OBPATHAS CBSI3b

Buibpocume npedvioyuyio eepcuto! Tocneounssn pedaxyus ookymenma: gepcusi 1 (June, 2018)
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Cnuncok cokpaLleHum

B/ — 6a3a qaHHBIX

JHK — n1e30KkcuprOOHYKICHHOBAS KHCIOTA

39 — 3aKiII0YeHHE SKCTIepTa

MTIHK — mutoxonapuansuas JTHK

HO (H.0.) — HyKJIeoTHuHOE ocHOBaHue ([IHK)

HC — nepaBHOBecue 10 CLEICHUIO

OII — oTHOIIEHUS TPABIOMIO 00U

OC - onepauuoHHas cucrema

IIP® — nonumopdusM JUIMHBI PECTPUKLIIMOHHBIX ()parMEeHTOB

IIK — nepcoHanbHbI KOMIIBIOTEP

nH (1m.H.) — mapa vykiaeotuaos (JHK)

no (1m.0.) — napa ocaoBanuii (JIHK)

MO — nporpamMHoe obecrieueHne

IICAY © — nonHas cymma ajijieIbHbIX YacTOT

ITIP — nonmMepa3Has enHasi peakus

PB-IIIP — nonmMepaszHas 1enHasi peakiiysi B pealibHOM BPEMEHU

PII — pyKOBOZCTBO ITOJIB30BATENSA

P® — Poccuiickas @enepanus

PXB — paBHoBecue Xapau-BaitnOepra

PII CMD — Poccuiickuii LleHTp cy1e6HO-METUIIMHCKOMN 3KCIIEPTU3bI

cuun (CHUIL, CHull) — ToueuHbIil (TOYKOBBIM, OJHOHYKJICOTUIHBIN) mouMopdu3M, He
camasi ylauHas pyCCKOsI3bIuHas Tpou3BoHast oT SNP

CHIA — Coenunénnsle IItatel AMepuku

BLAT — BLAST-like alignment tool, mporpamMma s BbIpaBHMBaHMs (JOKaJU3aLIUN)
HYKJICOTUIHBIX TIOCIIEI0BATEIIEHOCTEH OTHOCUTENHHO pehepeHCHOTO TeHOMa

bp — base pair(s), mapa ocnoBanwuii (JJHK)

CODIS — Combined DNA Index System, nocnoBHo — komOuHHMpoBaHHas cucrema JIHK-
WHJIEKCOB. ba3a MaHHBIX TeHETHYeCKuX Mpoduied Ha ypoBHE 13 MHKPOCATEIUTUTHBIX JIOKYCOB,
pazpabotannas u ucnonszyemas B O®BP (CIIA), a Taxke B Kanaze

CKI — combined kinship index, koMOMHHPOBAHHBINA UH/IEKC POICTBA

CPI - combined paternity index, KOMOMHUPOBAHHBI UHIEKC OTIIOBCTBA

DIP - deletion/insertion polymorphism, nomumop¢usM Tuma «IeNenns-BCTaBKay,
cuHoHuM InDel

Buibpocume npedvioyuyio eepcuto! Tocneounssn pedaxyus ookymenma: gepcusi 1 (June, 2018)
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DNA - deoxyribonucleic acid, JIHK

DOI - digital object identifier, uudposoit naentupukatop oowvekra. [IyTh K JOKYMEHTY
(Hanpumep, cTaTbe) B ce€TH MIHTEpHET.

ESS — European standard set (of loci), mocioBHo — EBporeiickasi craHmapTHas IaHEIb
(;1oxycoB). HaGop M3 HECKOJIIBKMX MMKpPOCATEJJIMTHBIX JIOKYCOB, MCHOJIb3yeMbIX B EBpocorose B
kauecTBe aHanora CODIS.

HWE — Hardy-Weinberg equilibrium, paBaoBecue Xapau-BaitnOepra

ID — identification, naenTudukanus (TUMIHOCTH)

InDel (INDEL) — insertion-deletion, monmuMopdu3M THIa «BCTaBKa-ACNCIHA», CHHOHUM
DIP

ISFG — International Society for Forensic Genetics, MexayHapoaHOE OOIIECTBO CyIeOHOM
ICHETUKHU

KI — kinship index, uaaekc pojcraa

LR - likelihood ratio, oTHOIIEHUE (-51) MPABIAOIIOTO0MS

MAF — minimum allele frequency, MuHUMabHas YacTOTa AJIENs (B MOITYIISIINAN )

MB, Mbyte — megabyte, merabaiit, eruHUIIa U3MEPEHUS KOIMYecTBa HH(opMauu

Mb — mega base pairs, B koHTekcTe cTpykTyphl JJHK — o1uH MUIIHMOH nap HyKJI€OTHIHBIX
OCHOBAaHUI

mtDNA — mitochondrial DNA, mutoxonapuansHas JJHK

P — probability, BeposTHOCTb (B KOHTEKCTE pacu€TOB — allOCTEPUOPHAs BEPOSITHOCTD)

PI — paternity index, HHAEKC OTIIOBCTBA

PCR - polymerase chain reaction, ITI[P

PMID, PubMed ID - wunentudukarop crateu B baze JlaHHbIX OnOMeIMIHMHCKON
auteparypsl PubMed.

PP — prior probability, anmpuopHast BepoSITHOCTb

RMP — random match probability, BepossTHOCTb Cily4aiiHOrO COBIaIEHUS

RT-PCR - real tyme polymerase chain reaction, I1L{P B peanbsHOM BpemMeHU

SNP — single nucleotide polymorphism, ToueunsIif momuMoppu3M, CHUIM

STR(s) — short tandem repeats, KOpoTKHe TaHJAEMHBbIE ITOBTOPBI, MUKPOCATEIIITUTHI

VNTR(s) — variable number tandem repeats, BapuaGenpHOE YHCIIO TaHJIEMHBIX TOBTOPOB,
MUHHCATEITUTHBIE JTOKYCHI

WT — wild type, amiensb «IMKOTo TUIa», TO €CTh KHOPMAJIbHBIN», HE MyTaHTHBII

Buibpocume npedvioyuyio eepcuto! Tocneounssn pedaxyus ookymenma: gepcusi 1 (June, 2018)
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HasHayeHue 1 KpaTkoe onncaHue nporpamMmmel

[IporpaMMa mnpenHa3HaueHa J[UId pacdy€ra GepoAmMHOCHU  CAYUAUHO20 COBNAOEHUS
KOMOUHUPOGAHHBIX 2€HOMUNOE ]IS aHAIM3UPYEMBIX Ouonormdeckux oOpasmoB mpu JIHK-
UCCIIEIOBAaHUSAX M MOXET OBbITh HCIOJb30BaHA B AKCHEPTHOM MpPAKTHKE CyAeOHO-METUIIMHCKUX,
KPUMUHAIUCTUYECKUX, KIMHUKO-AUAarHOCTUYECKUX, THCTOJIOTMYECKUX U JAPYrux JiabopaTopuii,
3aHUMAIOIIUXCS UJICHTU(PUKAIIUEH MPOUCXOXKICHUS OMOJIOTHUYECKUX 00pasnoB (WaeHTU(UKALHEH

JIUYHOCTH).

IIporpamma oGecrnieurBaeT BbINOJIHEHUE CIEIYIOMUX (QYyHKIIMMI:

v/ BBIOOp STAJOHHOMN MOIMYJISIIUK JUIs PACYETOB;

v/ BBOJ T€HOTHUIIOB JUIi OJHOIO OOCIEIOBAHHOIO nMLa (0OBEKTA) IO OTAEILHBIM
JIOKycaM;

v pacyéT MOMYNIAIMOHHONW YaCTOThl BCTPEYACMOCTH BBUIBICHHOTO T'CHOTHIA II0
KaKJIOMY JIOKYCY;

v’ pacyér MOMyJSsIIHOHHON YaCTOThl BCTPEYAEMOCTH KOMOMHUPOBAHHOTO TEHOTHIIA TIO
HECKOJIbKUM BBIOpPAaHHBIM JIOKYCaM;

v/ COXpaHEHHE Pe3yNbTaToOB paboThl B OTACIBHOM (haiiie;

v BO3MOXHO H3MEHEHHE KOH(UTypamuu CIyKeOHbIX (ajoB MO YCMOTPEHHIO
MI0JIb30BATENs], B TOM YMCJIE CO3JaHHUE OMOPHBIX (ITAJIOHHBIX) YACTOT ajuleneil auis

000 JTOKAIBHOW MOMYISIIUH.

Jis  TepMUHA @epoAmHOCHb  CAYYAUHO20 COGNAOEHUA KOMOUHUPOBAHHO20 (-bIX)
2eHomuna (-06) B PYCCKOSA3BIYHOM JIMTEPAType MCHOJB3YIOTCS CIEIYIOIIHNE CHHOHHUMBI:
8EPOSIMHOCMb  CIYYAUHO20 COBNAOEHUS, BePOSAMHOCIb CIAVHALUHO20 COBNAOCHUS 2eHemU4ecKux
NPU3HAKOS, 8EPOSIMHOCMb CAYYAUHO20 COBNAOEHUsl 2eHOmUnos. B aHTIOSI3BIYHON IHUTEpaType —
chance of a random match, DNA profile population frequency, DNA profile probability, genotype
frequency, probability of a random match, random match probability (RMP).

B cBoeli mpakTUKe MBI UCIOJB3YEM ATy MPOrPaMMY B TOM YHCIIE JUISl YUCIEHHOW OLEHKU
3HAYUMOCTH BBISBJIEHHBIX COBIAJCHUNH TEHOTUIIOB TMPH YCTAHOBJIEHMHM WHIWBUYaJbHOU
MPUHA/JIEKHOCTH THCTOJIOTMYECKOro Marepuana. Takas yciyra dYacto HeoOXoauma IJis
UCKJIIOUEHHS TEperyThIBaHUsI TUCTOJIOIMYECKUX 00pas3loB, KOTJa MalUeHT C IOJ03PEHUEM Ha
OoJIe3Hb TONy4YaeT «4yXOW» JuarHo3 (Hampumep, pak). bonee moapoOHO mpo «oHHOKY

NEPENyThIBAHUA» MOXHO IMTOYHUTATh Y HAIINX Ha[zTHénOB.

Buibpocume npedvioyuyio eepcuto! Tocneounssn pedaxyus ookymenma: gepcusi 1 (June, 2018)


https://unim.su/service/ustanovlenie-prinadlezhnosti-materiala/
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Ha nepBom sTame pa®oThl C MPOrpaMMOil OCYIIECTBIISETCS BBOJA YCTAHOBJICHHBIX MJIs
HCCIIEZIOBAHHOTO 00paslia TEHOTUIIOB IO 0moenbHbiM A0Kycam. Ha BTOpoM 3Tame, omarh e Mo
OTJIETbHBIM JIOKycaM (1O MPOM3BOJIBHOMY YHCIY JOKYCOB), PAaCCUUTBHIBAIOTCS MOIMYJISIIMOHHBIC

YaCTOThI Q,‘ BBIIBJICHHBIX 'CHOTHIIOB I10 CICAYIOIIUM (bOpMy.]'IaMZ

2
P — ON151 20MO3ULOMHBIX 2EHOMunoes,

2pq = 2*p*q — 014 cemepo3ucommubix 2eHOMUNOS,

rac p U ¢ — COOTBCTCTBYIOIINUEC YaCTOTHI BBIABJIICHHBIX aJiIeNne.

Ha 3aBepiatomem 3tarne paboThl paCCUUTBIBACTCS YACMOMA KOMOUHUPOBAHHO2O 2eHOMUNA
(random match probability, RMP) myTém nepeMHOXeHHsI TOMYISALUOHHBIX YaCTOT YCTAaHOBJIEHHBIX
reHOTUNOB Q; Il BCeX (WM NMPOM3BOIBHOTO YUCIIA) UCCIEA0BAHHBIX JIOKYCOB, COITIACHO NPABUTLY

nepemnoxcenus, product rule:

— * * *
RMP = Qnepsbu? JI0KyC Qsmopoﬁ JIOKyC e Qnocﬂeouuﬁ a0KyC

JlonmomHuTENBHO BeMMUrHAa RMP 4uciIeHHO BhIpaXkaeTcs U Kak oOpaTHasi:

L =1/RMP
RMP

B TepMUHaX o0un u3 NNN (nanpumep, 08yX MULIUAPOOE cmMa MULIUOHOE NAMUCOM MbICAY

mpexcom,) Yenogex.
Ilomy4yeHHble pe3ynbTaTbl pPacuy€TOB COXPAHSIIOTCA B OTAEIBHOM (Qailie pe3ysbTaToB

dopmara Microsoft Excel m MoOryT OBITh HENOCPEJICTBEHHO HCIOJIb30BaHbl NMPU O(GOPMICHUU

3axmroueHus Dxcnepra (39).

Buibpocume npedvioyuyio eepcuto! Tocneounssn pedaxyus ookymenma: gepcusi 1 (June, 2018)
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YCnoBumsa Ncnosib30BaHNA NporpamMmbl

[Iporpamma 3ammmena I'paxaganckum Koaexkcom P®, MexIyHapOAHBIMU COTIIALLICHUSMH
00 aBTOPCKUX MpaBax, a TaKKe JPYTMMH 3aKOHAMH U JIOTOBOpPAMU, PEryJIUPYIOIIMMHA OTHOLIEHUS
aBTOPCKOTO IIpaBa.

[Iporpamma He mpoma€rcs, a MPENOCTABISETCA B MOJB30BAHUE MO JUUEH3UU. [IpuHUMD
JTUIEH3UPOBAHUS — CTAHJIAPTHBIM JUIS TPOTPAMMHOTO OOECIEYCHHs, OJAHA KOMHS HAa OJUH
KOMIIBIOTEP.

[Ipu 3amycke nmpoaykTa o3HakoMbTech ¢ ycinoBusamMu Jlunensunonnoro Cornamenns (JIC) B
CTapTOBOM OKHE MPOTPaMMBl W JUIsl MPOJOJKCHHSI PabOThl HAXKMHTE KHONKY «/Ipunumaroy.
Haxarue »TOl KHONKM O3HadyaeT NoJHOE coriacue Jlunensuarta (Iosp30Bareis) €O BCEMH
nynkTamu JIC. B ciydae Hecornacus monb3oBaTens ¢ KakuM-nmn6o nmyHkrtom JIC crnexyeT HaxaTh
KHONIKY «He npunumaro» 1 0TKa3aTbCs OT UCIOJIB30BAHUS IPOTPAMMBI.

JIMIIEH3MOHHOE COTJIAIIEHUE COJIEPKUTCS B (ailiie /icence.txt 1 MOKET U3MEHSATHCS TOJIBKO
MPaBoOOJIAAATeNIIMU  TIPOTPAMMBI B OJTHOCTOPOHHEM TIOPSAKE B JIFOOOM MOMEHT BPEMCHH.
VBenomnenue ABTopu3zoBaHHbIX [lonb3oBaTeneil O BHECEHHBIX M3MEHEHMSIX B  YCIOBUSA
JUIEH3MOHHOTO COTJIAIIEHUSI OCYIIECTBISIETCS B IMPOU3BOJBHOM (popMe, MPEMMYIIECTBEHHO IO
anekTpoHHOU moure. [Ipomormkas UCHONb30BaTh MPOrpPaMMy IOCJIE BHECEHUS TaKMX W3MEHEHUH,

IIOJIB30BATCIIb COrJIalIacTCA UCIIOJIHATh UX Tpe6OBaHI/I$I B IIOJIHOM 00BEME.

HporpaMMa N HACTOAIICC PYKOBOI[CTBO MOJIB30BATCIIAI COACPIKAT OXPAHACMBIC aBTOPCKUM
IMpaBOM MaTc€puajibl, TOPrOBLIC 3HAKHW W JPYIruc 00BEKTHI HHTCJ’IJ’ICKTyﬂJ’IBHOﬁ CO6CTB€HHOCTI/I,
MMprUHaJIC)KAIIUEC CTOPOHHUM IMOCTAaBIIUKAM. COOTBCTCTBCHHO, CTOPOHHHUEC MMOCTABUIMKHU BJIAZACIOT U
COXPAHAIOT 34 co0oii Bce ImpaBa COOCTBEHHOCTH U IpaBa Ha UHTCIUICKTYAJIbH YO COOCTBEHHOCTH B

OTHOIIICHUU 3TUX OOBEKTOB.

Pegakuuu JoKyMeHTa

Bepcus 1.0 (06.2018). PykoBo1icTBO 1TOJIB30BaTENS B LIEJIOM HAMKMCAHO.

Buibpocume npedvioyuyio eepcuto! Tocneounssn pedaxyus ookymenma: gepcusi 1 (June, 2018)
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CucrtemMHble TpeboBaHng

[IporpamMma Hamucana B CHUCTEME MpOorpaMMUpoOBaHus Java. MUHHMAaIbHBIE CUCTEMHBIC
TpeboBanus: mpoueccop 1,73 GHz, onepatuBHas mamath 1,0 Gbyte, omepanmoHHass cUCTEMa
Microsoft Windows (XP wu Bbime). O0si3aTeJIbHO HaJIM4YHe Ha padoyeM KOMIbIOTepe
npeaycraHoByeHHOro nakera Microsoft Office Excel (2003 u Bbi1Ie).

AnpTepHaTuBHBIC 0pucHBIC TakeThl (OpenOffice u p.) HE TOAATCSL.

Jliis pa®oThl ¢ mporpaMMoin Takke HeO0OXOJAUMO YCTaHOBUTHh Ha KOMITBIOTEP MPOTrPaMMHOE
obecrieuenue Java (e auxe Version 8, Update 40). becratHoe nporpaMMHoOe obecrnieueHue Java

pU HEOOXOAMMOCTH CIIEIYET 3arpy3UTh WK OOHOBHTH C caiiTa pa3padoT4yHKa:

https://java.com/download

IIpu ucnonszoBanuu nporpammsl Gency Ha pa3inuuHbIX Bepcusix Microsoft Windows moryt
BO3HHMKHYTH CIIy4al HEKOPPEKTHOH paboThl mporpammbl. boiee moapoOHas mHpOpMaus Ha 3Ty
TeMy IIpuBeZicHa B paszfene Pemenune 3aTpyaHennid Hacrosmero PykoBoacrsa.

[Ipu wucmonb30BaHUM KOMIBIOTEPOB C Unix-mOJOOHBIMU OIEPALMOHHBIMUA CHCTEMAaMU
(UNIX system-like) neobxonuma ycranoska OC Microsoft Windows n1u0Go BTOpoil cuctemMoit, 11bo

BUpTYyanbHOU MammHou (VirtualBox, VMware n 1.11.).

3anyck nporpaMmmbl

[Iporpamma moctaBisiercs au60 Ha USB-HakomuTesne, JTUOO MO AJIEKTPOHHOU mourte. B

0o0ouX clydasix Zip-apXHUB MPOTPaMMBbI COJIEPKUT BCE HEOOXOAUMBIE TSl paOOThI (Daitiib.

Jl51a ycrenrHoro 3amycka mporpaMMbl He0OX0IMMO Hajuuue B e€ karanore Tpéx Qaiinos —
gency.exe, gency.key w licence.txt, a Takxe IByX IMOJKATAJIOTOB: data u gency lib co ciy>xeOHBIMU
¢daiinamu. IlogpoGHee dopmar 5Tux (GalaoB W TOAKATAIOTOB OYIET ONHWCAaH HIKE, B
COOTBETCTBYIOIIUX pa3Jeiax.

3aHy0K MporpaMmal OCYHICCTBIIAICTCA BbISOBOM q)afma gency.exe.

[Iporpamma ycnemHo 3amyckaercs: Kak ¢ kéctkoro aucka IIK, tak m ¢ BHemnux USB-
¢drnem-Hakonuteneil. OAHAKO MPH 3alycKe MPOrpaMMbl C BHEIIHETO IHUCKA, 3aIIUIIEHHOTO OT
3aMucy, MOXKET BO3HUKHYTH MPOOJieMa C COXpaHEHHEM Pe3yJIbTaToB pabOoThHI MporpaMMsl (¢aiina ¢

pacu€ramu). B aToMm ciydae Oynet BbiaHO cooOiieHrne 00 ormmoke.

Buibpocume npedvioyuyio eepcuto! Tocneounssn pedaxyus ookymenma: gepcusi 1 (June, 2018)
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Nanka nporpamMmmsbi

Ha npuBenénHoM HMXe pUCYHKE H300pakeHa CTpyKTypa pabodeld MamKd HpOTrpPaMMBL,

KOTOpas BKJIIOYAET BCE HEOOXOUMBIE JJIst pabOThI (pailyibl U KaTaJoTu:

= (= [B)X]
Mavn  Mpaska Bua  MsbpanHoe  Ceperc Cnpaeka ﬂF
@ Hazan - -.\_;J lﬁ p Makick H_" Mankm v @ CHHXPOHHZAUMA NankKy

= e 2
3amauq AnA paidnos 4 nanok ¥ b~ data 'm gency_lib
' references M gency
MNogpobHo ¥
— gency gency. key
Adobe Acrobat Document drarn "KEY" =
ks 1 003 KE 1KE
= licence y sample_gency_identifiler
== | TeKITOBEIA A0KYMEHT 4:1 M1t Microsoft Office Excel 97...
= 11 KB Hill | 1KB
E sample_gency_power_plex_16
.;:1 Mt Micrasaft OFfice Excel 97...
il | 16 KE =
w

Qaiinel gency.exe, gency.key u licence.txt SBISIOTCS UCHOTHAEMBIM (ailIoM TPOTPaMMBI,
KIIFOYOM  aBTOPU30BAHHOTO  TOJIb30BATENsl W TEKCTOM  JIMIICH3UOHHOTO  COTJIAIICHUS,
cooTBeTCTBeHHO. OHM 00513aTEIBHBI JIJIST PA0OTEHI.

Qaitn gency.pdf sBasercs Pyxkosodocmeom nonvzosamens (Bbl ero ceituac uurtaere), u3
MIPOTPaMMBbI OH BBI3BIBACTCSl KHONKON « Crpagkay» U AJis pabOTOCIIOCOOHOCTH HE KPUTHUCH.

Qaiinel  sample _gency identifiler.xls wu sample gency power plex 16.xls  sSBISIOTCS
npuMepamMu (HaiiIoB pe3yIbTaTOB ¢ TEHOTHIIAMH M PACYETaMH, OHU TaKKe HEOOS3aTeNbHBI IS
YCIIENIHOM paboThl. DTH (ailyibl HCIIOIB3YOTCS B HACTOSIIEM PyKOBOJCTBE MPHU ONMHUCAHUK PaOOTHI

POTrpaMMBl.

B karanorax data u gency lib naxonmsrcs pabGoume (aitibl mporpamMmbl, U 00a ITHUX

Karajora sIBISIFOTCS 00s3aTeNbHBIMU 151 paboThl. KaTamoru oOHOBIsIEMbIE.
B xaranore references nHaxomsTcs Galiabl cTateid W MPUIIOKEHUA K HHUM, COJEpIKalllue

OTAJIOHHBIC AJJICJIBHBIC YaCTOTBI AJIsI BCEX HCIIOJB3YEMBIX JIOKYCOB. OOHOBJIIEMBIN Karajor,

SIBIISIETCSL OOIIMM 117151 TiporpaMM Pindex n Gency, HO JJisi KOPPEKTHOM pabOThI OH HEOOsA3aTeIICH.

Buibpocume npedvioywyio eepcuro! Tlocneousia peoaxyus doxymenma: eéepcus 1 (June, 2018)



Ilpoepamma Gency, pykogoocmeo nonvzosamens: cmp. 10 uz 38

[NepcoHanbHbIN KNKOY aBTOPU3OBAHHOIO Nofnb3oBaTens

Kaxnas aBTopu3oBanHas konusi Gency 3alllMIIeHa IEPCOHANBHBIM KITIOYOM, (aiii KOTOpOro
gency.key 00513aTeIbHO JOHKEH HAXOIUTHCS B OJJHOU MaIKe ¢ UCIOIHIEMbIM (ailioMm gency.exe.

OTOT KIIOY HUKAK HE 3allUIaeT OT MHOTOKPATHOTO KOIMHUPOBAHUS IPOrPaMMBI
aBTOPU30BaHHBIM I10JIb30BaTeNneM Ha npousBosibHOE uncio [IK. OgHako Hanuuue Takoro Kiooya B
onpenenéHHON CTenmeHn AaéT BO3MOXKHOCTh  Pa3padOTUYMKaM  CICIUTh 32  BO3MOXKHBIM
HECaHKIMOHUPOBAHHBIM PACIPOCTPAHEHUEM MPOTPaMMbl, MOCKOJIbKY B HEM 3alu(poBaHO UMS
aBTOPU30BAHHOTO MOJIH30BATEIIS.

V3HaTe UM ABTOPU30BAHHOI'O ITOJIB30BATC/IA W JOIOJIHUTCIIbHYIO HH(bOpMaHPIIO MOJXHO,

Ha)kaB KHOTIKY « () npozpamie), HAPUMED:

Gency [Genotype frequency) E|
rar -
| MporpaMma ANA pacyeTa BEPOATHOCTH CNYYAHRHOIo
COBNageHWA KoMOMHMPOBAHHOMO FreHOTHNA
Bepcwra 3.1

(c) 2015 1.4, EdpeMoE
info@tapotiliru wesese tapotiliog,
2B, Efperoea (A0 'POCCHACKEME EOCMMYECEME CHCTEME! )
AETOPHE0EaHHAA KOMNKA NporparMMel 4N0A NonsZ0EaTenA:
Edhpemoe MNea Anekceeend MEXd PAH

OK

Buibpocume npedvioywyio eepcuio! Tocneounssn pedaxyus ookymenma: gepcusi 1 (June, 2018)



Ilpoepamma Gency, pykogoocmeo nonvzosamens: cmp. 11 uz 38

KaTtanor gency lib: cnyxebHble dannbl Java

B xaranore gency [ib naxonsres jar-¢haiinst (ot anrn. Java ARchive), conepxamue hanisi

OTIENLHBIX OMOIHnoTeK JAR:

atin [paera Bwa  MsbpanHoe  Cepevc  Crpagka
; [ =, f
l‘ﬁ; p Mok [L Mankk - @ CHHXPOHHZALHA NankH
-
! " Q commons-codec-1.9 Q commons-logging-1.1.3 —
3apaun aAna dainos wnanok ¥ .iE,l Execukable lar File .i;‘,l Executable Jar File
— 2596 Kb — Gl Kb
Apyrve necta N icepdf-core-4,3.3 & icepdf-viewer
£l | Executable Jar File £l | Executable Jar File =
— 7E3 KB — 416 KB
Moppobo
E; junit-4.11 E; jxl | T Executable Jar File
&£, | Executable Jar File Lo | Exec Mteren: 13.05,2015 12:52
— 240 KE — 700 | Pasmep: 415 KB =
By logdi-1.2.17 By poi-3.11-20141221
.iE,l Execukable lar File .i;‘,l Executable Jar File
— 479 KB — 2032 KB
poi-examples-3,11-20141221 poi-gxcelant-3,11-20141221
.i;‘;,.l Executabls Jar File £l | Executable Jar File 3
— 1 Le — Tl Nl =
ObbekTos: 15 15,5 MB j MoH KoMOEHITER

DTOT KaTaJor HeOOXOAHMM /ISl YCHEUIHOH paboThl MPOrpaMMBbl, TOMUMO MPEABAPUTEIHEHO
YCTaHOBJIEHHOT'O ITPOTPaMMHOT0 odOecriedeHus Java.
Coneprxanue nanku gency lib 0OGHOBISIETCS ISl HOBBIX BEPCHI MPOrpaMMBIL. AKTYaJIbHBIN

Zip-apXWB TOTO KaTajiora JIOCTYIIeH Ha caiTe (pa3mep okoiio 15 Mbyte):

http://tapotili.ru/programs/gency lib.zip

JIJiss KOppeKTHOH pabOThI TPOTPaMMBI B TAIKe gency lib He TOKHO HAXOJIUTHCS HUKAKUX

Ipyrux (OCTOPOHHUX) (haiiiioB.

Buibpocume npedvioywyio eepcuro! Tlocneousia peoaxyus doxymenma: eéepcus 1 (June, 2018)


http://tapotili.ru/programs/gency_lib.zip

Ilpoepamma Gency, pykogoocmeo nonvzosamens: cmp. 12 uz 38

KaTtanor data: cnyxebHble dansbl Ans Ucrnonb3yeMblX JIOKYCOB

OtoT Karajor sBisercs obummM At nporpamMm  Gency u  Pindex. COOTBETCTBEHHO,
OIMCaHME KaTajora U CTPYKTYphbl HAXOJAIINXCS B HEM CITyKeOHBIX (haillioB MOJIPOOHO U3I0KEHO B
pykoBojcTBe Ui [lundexca. Huxe naHbl TOJIbKO OCHOBHBIE CYIIECTBEHHbIE ITOSICHEHUS.

Jlnst ycnemHoi paboThl MpOrpaMMbl B OHOHM IMamke ¢ MCIOMHSAEMBIM (aijioM gency.exe
JIOJDKEH HAXOAWTHCS HEMyCTol Kartanor data. B HEM pasMerieHsl ciyxeOHbie (aiinsl popmara

Microsoft Excel, copepxaimiue JaHHble 00 STAJOHHBIX MOMYJALMOHHBIX YacTOTax ajuieneill 1o

HCIOJB3YEMBIM JIOKYCaM:

H=E

Mafin  Mpagka Bug  MsbpaHHoe Cepewc  Cnpaeka #
e Hazaa -~ -\) L@ p MoKck Il;‘ MankH v

(3 C\Program Filesigencydata V| I£d Nepexoa

Jagauv ana daidnos v nanok ¥ T
s % s s
=l =l =
M
Moapobio = amelagenin. xls CSF1PO, s 0151656, x)s 025441 s

EN KN EN EN

Iﬁ If

D251338,xls D351358 xls D55818.xls D75820.xls

THn: MHcT Microsoft Excel

AeTop: Efremow LA,

SJaronoeok; Allele sheet For Pindesx & Gency
MzMeHen: 20,05,2015 17:36

Pazmep: 17,5 KB

£ Ly,

Iﬁ ﬁ

DE51179,xls D1051248. %15 D125391.xls D135317.xls

T

Yucno pabouux aiiloB B KaTajmore dafa COOTBETCTBYET WYHCIY HCIIOIb3yEeMBIX
MOJIB30BaTEJIEM JIOKYCOB, TIO TIPHHIIUAITY 00uH ¢hatin — odun nokyc. OOIIee YUCIO HCIOb3yeMbIX

JIOKYCOB HC€ OI'paHHU4YCHO.

AL o
,aH{Hm Jiss KOppeKTHOH paboThl MporpaMMBbl B JUPEKTOPHH data He JOJKHO HaXOIUTHCS
e
npyrux (moctopoHHux) QaitnoB popmata Microsoft Excel.
JL1st MakCUMalIbHOM COBMECTHUMOCTH TIPOTPaMMBI ¢ II0ObIMH KOHpUTypauusmu Microsoft Windows
BCe cIy>keOHbIe (Daiibl /TSl OTJEIBHBIX JIOKYCOB COXpaHEHBI B «cTapom» (popmate «Kruuea Excel

97-2003», ¢ pacmiupeHuem *xIs.

Buibpocume npedvioywyio eepcuro! Tlocneousia peoaxyus doxymenma: eéepcus 1 (June, 2018)



http://tapotili.ru/doc/pindex.pdf

Ilpoepamma Gency, pykogoocmeo nonvzosamens: cmp. 13 uz 38

Ha3Banus ciyxeOHBIX (alIoB COOTBETCTBYIOT Ha3BaHHAM JIOKycoB. Kaxnprii daiin
COJICP)KUT YETBIPE JIMCTA, B KOTOPBIX MPHBOJISATCS YaCTOThI ajlieNiel JUIsl YETBIPEX STATIOHHBIX
MOMYJSIIAN: pycckue (TUCTBl umsi_¢haina-rus), esponeoudst CIIA (nmuctel ums_atina-white),
Hezpul CIIIA (nmuctel umsa_¢havina-black) v nwoban noxanvhas nonynauua (MACTHl ums_¢haiina-
other).

Bo Bcex ciaykeOHBIX (aiinax [FEMMBRE KpACHBIM IBETOM MWCIIONB30BAHA UIS SUCEK C

HYJICBbIMU 3HAYCHUSAMU YaCTOT ajiyieneii B HUCCICOAOBAHHBIX BBIGOpKaX.

YacToThl anienei 1 pycCKOH MOMYJISIUM, PEJICTABICHHBIE B CTOJ0IAX «B» B MepBbIX
JUCTAaX COOTBETCTBYIOIIMX (DaloB (JUCTBI ums_c¢hatina-rus), SBIAIOTCA KOHCEPBATHBHOIM
OLIEHKOM I €BPOIIEONIHOTO HacesneHus Poccun.

Takast orieHKa Obl1a BBINOJIHEHA CIIEIYIOLIMM 00pa3oM:

1) IpY CPAaBHUTEIILHOM aHAJIM3€ PA3JIMYHBIX MOMYJSALHMOHHBIX JaHHBIX Ul HaceJIeHUs

Poccun cnenan BbIOOp «ONOPHOI» NEYaTHOM pabOThl U3 HECKOJIBKUX JOCTYIHBIX, IO
KaueCTBY NPEJCTABICHHBIX MJAaHHBIX, O0BEMY M OJHOPOJHOCTH HCCIEI0BAHHOU
BBIOOPKH;

(i) NEpBUYHbIC MOMYJSALUOHHBIE JaHHBIE B «ONOPHOI» paboTe NpOBEpeHbl Ha
coorerctBre 11CAY © (monHast cymma ajuienbHbIX 4actoT) U PXB (paBHOBecue
Xapau-BaiinOepra) — B OTIeNpHOM pasjienie HIDKe 3To Oyner oOcykaarbesi Ooiee
oJIpOOHO;

(ii)  yacTOoThl ajulerei W3 BHIOPAHHOM «OMOpPHOW» IMe4YaTHOW paboThl MEPEeCUUTaHbl C
yu4€TOM  pEeKOMEHJAlMW,  MU3JOXKEHHBIX B  pabore  Gjertson et al., 2007
(PMID: 19083766). Ilpm sToM Bce HyJEBble 3HAU€HUS YACTOT ajulesed u3
UCCIIEIOBAaHHBIX BBIOOPOK MOJYYMIIM MUHUMAJIbHBIE aIeNIbHbIE 4acTOThl (Minimum
Allele Frequency, MAF), yxe ¢ HEHyJIeBBIMU 3HAaUECHUSIMU;

(iii) Bce TIOJNyUYEHHbIE 3HAUYEHUS 4YACTOT ajieled JOMOJIHUTEIbHO OKPYIJIEHBI C
TOYHOCTBIO [0 TpEX 3HAKOB IOCiE 3amsaTo. B eauHMuyHBIX cioydasx TakKoe
OKpPYIJIEHUE BBINOJIHEHO 1O JBYX 3HAKOB: HapUMEp, I TaKUX «3K30THUECKHX»

nokycoB kak DIS111, CYAROA.

Jlnst  ynoOctBa paboThl  Ajis  OOJIBIIMHCTBA JIOKYCOB — HCTIOJIb30BaHBI  CIIEIYIOIINE
JONIOJTHUTENbHBIE 0003HaueHUs aenei: <, >, nwoewtit, 0, WT n HekoTopble npyrue. Hampumep,
0003HAYCHHUE «HO6BLI» YTOOHO HCIOJIb30BATH B ClIydasX, KOrjga MO KaKUM-IHOO MpUYHMHAM
HEBO3MO)XHO TOYHO YCTAaHOBHUTH BBISBJICHHBIM aienb WM K€ O3TOT JAEMCTBUTEIHHO HOBBIN

(OTHOCHUTENIBHO PENKHIA) aljienb etl€ OTCYTCTBYET B TaOJULIe AJI aHAIU3UPYEMOTro JIOKYyca.

Buibpocume npedvioyuyio eepcuto! Tocneounssn pedaxyus ookymenma: gepcusi 1 (June, 2018)


https://www.ncbi.nlm.nih.gov/pubmed/?term=19083766

Ipoepamma Gency, pykogoocmeo nonvzosamens: cmp. 14 uz 38

OO6HoBNEHUS CayX)eOHbIX (hallJIOB MPOU3BOIATCS MO MEPEe HAKOIUICHUS MOMYJISIUOHHBIX
JTaHHBIX. [[OMOMHUTENHHO, TP BBISBICHUU PEIKUX HOBBIX W/HIH «IIPOMEKYTOUHBIX» ajlieNeil mo
OTJICTBHBIM JIOKYCaM OHU TaKXke JO0OaBISIOTCS B COOTBETCTBYIOMINE (haiiIbI.

K nHacrosimeMy BpemeHu ciyxeOHble (ailiibl co3nanbl Oosiee yem st 60 pa3HBIX JIOKYCOB
reHomMa uenoBeka. @ailbl co3maHbl A BCEX MHKPOCATEIUIUTHBIX JIOKYCOB, BXOISAIIMX B

COBpEMEHHbBIE MeX1yHapoaHble 0a3bl JaHHbIX (MHTepnion, CODIS, ESS u T.1.).

Ba}HHU Kondurypupoanue nporpaMMbl BO3MOXHO JJisi pabOTHl ¢ TaKUMU HOTUMOP(HBIMU
Mapképamu, kak VNTRs, STRs, INDELs, SNPs, non nt00bie HOBBIE JIOKYCHI.
Bo3MmoxkHO coznanue ciayxkeOHbIX (hailioB MporpamMmbl Ul OTAEIbHBIX BUAOB JKUBOTHBIX, TAKXKe

101 JTF0OBIE JIOKYCHI.

IIpu pabore mporpamMma CUMTBHIBACT 4YHMCICHHBIE 3HAYEHUs TOJBKO M3 IMEPBBIX JBYX
CTOJIOLIOB KaXXAOIO JIMCTA, JONOJHHUTENbHAs Ciy)KeOHas HHGpOpMalus B OCTalbHBIX SYEHKax
IporpaMMoil urHopupyercs. HactoTel ajienell CUMTHIBAIOTCA MPOrpaMMON M3 CTOJIOLOB «B» ¢

TOYHOCTBIO 10 TPEX 3HAKOB MOCJE 3aISATOM.

Ba}HHﬂ UerBEpThie JIMCTHI KXKAOTO Qaiia (TUCTBl ums_@atina-other) mpeaHa3HAYCHBI IS
3aJIaHMs] 4acTOT ajulelied B aKTyaJbHOW IOJIB30BATENIO JIOKAJIBHOM mnonyssinuu. 1lo ymomuanuro
BCEM aJUIEJISIM B 3THUX JINCTaX IMPHUMIMCAHbl 4acToThl, paBHble 0,500, ¥ 5TH SYEHKHU BBIICIICHBI
KpacHOM - OxpyrieHne 3Ha4eHUl B 3TUX S4YEHKaX yCTAaHOBJIEHO HA TOUHOCTH B TPH 3HAKa
IIOCJIE 3aISTOM.

IIpuriamaeM K COTPYAHMYECTBY pernoHajibHble JIA0OPATOPMHM VI CO3AAHUSl ITAJOHHBIX

4aCTOT aJljIesel ISl JIOKATbHBIX MOMYJISIIUi.

Jlist MakcUMalIbHO OBICTPOM 3arpy3Kd W pabOThl MPOTPAMMBI PEKOMEHIYETCS XPaHUTh B
TUpeKTOpuH data Qaitnel TONBKO IJs TEX JIOKYCOB, KOTOpPbIE MOCTOSHHO HCIOJB3YIOTCS B
JKcrepTHOM nmpakTuke. Hanpumep, ecnu pyTuHHO uccnenytores 15-20 oAHUX U TeX ke JOKYCOB, TO
MOXHO OCTaBHTh B JUPEKTOPUM data COOTBETCTBYIOIIME O3TUM Jiokycam 15-20 daiinoB, a

ocTasibHbBIE (Wbl YAAIUTH WA IEPEMECTUTD B apXHB (B APYroi Karajor).

Buibpocume npedvioyuyio eepcuto! Tocneounssn pedaxyus ookymenma: gepcusi 1 (June, 2018)




Ilpoepamma Gency, pykogoocmeo nonvzosamens: cmp. 15 uz 38

Katanor references: nutepatypHble NEPBONCTOYHNKN

DTOT KaTaJloT TaKXkKe SABJSIETCS 00muM 1Jist iporpaMm Pindex u Gency v COIEPKHUT CTaThU U
JIOTIOJIHUTENbHBIEC MaTepUaibl K HUM (TaOJIHUIIbl U IPOYHE MPHIIOKEHUS B BUJIE OTJCNIbHBIX (DAliIoB),
KOTOpble OBbUIM HCIIOJIB30BAHbI JI CO3JAaHUSl CIYKeOHbIX (ailloB MO OTHENbHBIM JIOKycam C
4acTOTaMM ajulelied B Pa3fMYHBIX JTAJOHHBIX NONyasuusx. Hanuume wiaum OTCyTCTBHE 3TOrO
Karajora Ha paboTOCIIOCOOHOCTh MPOrPaMMbI HUKAK He BIUsAeT. Karamor oOHOBISIEMEIH, MO Mepe
MOCTYIUICHUSI HOBBIX TMONYJSIMOHHBIX JaHHbIX. Paiiapl Ha3BaHbl 10 Homepy DOI wiu PMID

(PubMed ID), hbamMunvu epBoro aBTopa v roay myOJuKaiuu.

Kaxxnpiii pabouuii TUCT KaXA0T0 CIIy>ke0HOoro (haiiina COIepKUT KpaTKylo HHPOPMAIUIO 00
HUCTOYHHKE COOTBETCTBYIONIMX MOMYISIHOHHBIX JAHHBIX C OTCBUIKOW K COOTBETCTBYIOIICH

nyonukanuu. Hanpumep, ans nokyca D18S51 B nucte d18s51-white ykazaHo cieayromiee:

YacToTbl annenen ansa esponeoungHoro HaceneHusa CLUA (349 HepoacTBEHHbIX YeroBek, Mo AaHHbIM
Budowle et al., 2011, PMID: 20878415; MNCAY = 1,000)

CootBerctBeHHO, s eBporneounoB CIIIA mno sromy 5okycy B mporpaMMe ObUIH
HCIIOJIB30BaHbl YacTOThI ajuieneld u3 padbotel Budowle et al., 2011 (PMID: 20878415). B mamnke
references Haxomutcs coorBercTByrommii ¢daiin: PMID 20878415 Budowle etal 2010.pdf. B
JAHHOM ciy4yae roj myOnukanuu yka3zaH kak 2011 nns meuatHoit Bepcuu, HO kKak 2010 — mmst

QJICKTPOHHOI'O BapuaHTa.

Buibpocume npedvioyuyio eepcuto! Tocneounssn pedaxyus ookymenma: gepcusi 1 (June, 2018)


http://www.ncbi.nlm.nih.gov/pubmed/?term=20878415

Ilpoepamma Gency, pykogoocmeo nonvzosamens: cmp. 16 uz 38

PaboTa ¢ nporpammon: BbI6op 3TanoHHOM NONynsumMm U BBOA rEHOTUMNOB

[Tocne 3amycka mporpamMmbl HY’KHO BBIOpaTh B BBIMANAIONIEM MEHIO OKHA «llonynsauus»
HY)XKHYIO OJTaJlOHHYIO momyisiuto. Jlns pacy€roB mporpamMma OyJeT ajapecoBaTbCsi K

COOTBETCTBYIOIIIUM YaCTOTaM aJIerei:

WNMNopT AaHHe:  Cnpaeka O nporpawde

Tokyt Annent 1 YacToTa annena 1 Annene 2 YatToTa annena 2 i) POpMENa YacTOTa IEHOTHNA

MomynAuma

PY¥CCKUE
EBPOMEOHALI CLLIA
HETPLI CLIA
APYrAA

MeHoTun

Annens 1 Annens 2

-] [T

Paccuniaie H MepeMHOXMIL H OYHUCTHTE || CoxpaHnib |

YacToTa KOWGWHMPOBAHHOTO reHOTUNA, random match probability (RMP) OfIMH U3

3areM clieZlyeT BbIOpaTh B BBINAAAIOIIEM MEHIO OKHa «//oxyc» HYXHBIH JIOKYC M yKa3aTh
JUIE HEero YyCTaHOBJIEHHBbIM reHoTun. [locne HaxkaTus KHONKM «Bwiopams) B pabouem moine
IIPOrpaMMbl MOSBATCS Ha3BaHUE JIOKYCa, YCTAHOBJICHHBINH reHOTHI (B hopmaTe Anrens 1, Annensv 2)
U COOTBETCTBYIOIIME YaCTOTHI ajuieneil (p M ¢) Juisl BbIOpaHHOW 3TajoHHOM momynauuu. [lpumep

utst tokyca D8S1179 Ha puCyHKe HIDKE:

A
HWunopt pavHeix  Cnpaeka O nporpaMue
a
T JNokyc | Annenb 1 | Yactota annensa 1 (p) | Annenb 2 | Yactota annensa 2 {q) ‘ ®opMyna | Ya—|
D851173 | 10 | 0.054 | 14 | 0.225 | |
PYCCKHWE -
Nokyc =
D8s1179 -
TeHoTHN ]
Annene 1 Annens 2
[0 =] [14 [~]
=
] i [ []
Yactota or random match probability (RMP) OfMH n3

Buibpocume npedvioywyio eepcuio! Tocneounssn pedaxyus ookymenma: gepcusi 1 (June, 2018)



Ilpoepamma Gency, pykogoocmeo nonvzosamens: cmp. 17 uz 38

Jlanee HY>XHO BBIOpaTh U3 CHHUCKa CIEAYIOIIUN JOKYC M MOBTOPHUTH JUIsl HETO OMHMCAHHYIO
nporenypy (BBOJ reHOTUIIOB—> KHOTIKA « Boiopams) —> BU3yajbHast IPOBEPKA).

HeBepHo BBeAEHHBIE JAaHHBIE MOTYT OBITH B JIF0O0OW MOMEHT yJIaJeHBl U3 pabodero moss
nporpamMMmbl. J{ias 3TOro HEoOXOAMMO HAaBECTH KypCOp MBIIIM Ha CTPOYKY C OLIMOOYHBIMU

JaHHbIMU, HAXKATb IIPABYIO KHOIIKY MbIIIH U BI)I6paTB KOMaHay «Yoanumo».

PaboTta c nporpammoit: pac4E€T NonynagumMOHHbIX YacTOT FreHOTUMNOoB

Ilocne BBO/Ia T€HOTUIIOB IO BCEM HCCIIEOBAHHBIM JIOKYCaM Ha CJIEAYIOILEM 3Tare padoThl
PACCUYUTBIBAIOTCS MHINBHUYAJIbHBIE ITONYJIALIMOHHBIC YACTOTHI TEHOTHUIIOB 110 OTAEJIBbHBIM JIOKYCaM.

Jns sToro B paboyeM TIoyie MpOrpamMMbl  CIIEAYyeT KypCOpOM MBIIIM  BBIICTUTH
MHTEPECYIOIIYI0 CTPOKY M HaxaTb KHONKY «Paccuumampy. J{ns BbIOOpa HECKOJBKUX JIOKYCOB
(cTpoK) cienyeT BO BpeMsl BbIJEICHHSI KypCOPOM JIOTIOJIHUTENIBHO HaXKaTh U YAEPKUBATh KIIABUIILY
«CtrD) na knaBuarype. @OpMyIibl 1 pe3yabTaThl pacu€éTOB YACTOT TEHOTHUIIOB JUUIsI BCEX BBHIOPAHHBIX
JIOKYCOB (OHHU BBIJICJIAIOTCS MOJICBETKOW) OyAyT BBIBEACHBI B paboveM IOJIe MPOTrPaMMBbI, Kak 3TO
[I0Ka3aHO Ha pUCYHKe HIKe. B 3ToMm mpumepe s pacuéra 4acToT I'€HOTHMIIOB ObUIM BBIOpAHBI

TOJIBKO JBAa JIOKYyca U3 Tpéx, D8S1179 u D75820.

WNMNopT AaHHe:  Cnpaeka O nporpawde

Tokyc Annent 1 YacToTa annena 1 Annene 2 YatToTa annena 2 i) POpMENa YacTOTa IEHOTHNA
DEsS1179 10 0.054 14 0.225 Py 0.0243
021311 29 019 332 0.046
D75820 8 0172 12 0.145 Ty 0.043a3

MomynAuma

PYCCKHE -

Nokyc

D75820 -

MeHoTun

Annens 1 Annens 2

. Ix] [2 1]

Paccuniaie H MepeMHOXMIL H OYHUCTHTE || CoxpaHnib |

YacToTa KOWGWHMPOBAHHOTO reHOTUNA, random match probability (RMP) OfIMH U3

Takum >xe 00pa3oM HJsi BCEX HWHTEPECYIOIIMX JIOKYCOB PAaCCUUTHIBAIOTCS YaCTOTHI
reHotunoB. Knonka «Paccuumamup) cpabaThiBaeT TOJHKO B OTHOIIEHWU BBIOPAHHBIX B pabodem

I1OJIC JIOKYCOB.

Buibpocume npedvioywyio eepcuio! Tocneounssn pedaxyus ookymenma: gepcusi 1 (June, 2018)



Ilpoepamma Gency, pykogodocmeo nonvzosamens: cmp. 18 uz 38

[Tpu HE0OXOAUMOCTH Ha JTHOO0M dTarne paboThl MOKHO MOJHOCTHIO OYUCTUTH PAOOUYUI JTUCT
(xkHOTIKA «Quucmums)), OAHAKO MPH 3TOM BCE BBEACHHBIC JaHHBIC U PE3yIbTAaThl PACYETOB OYIAYyT
yTepsiHbl. ByJIbT€ OCTOPOXKHBI.

Ha mo0Gom stame paboThl MOKHO COXPaHUTh pe3yJabTaThl B OTACIbHOM (aitie dopmara

Microsoft Excel (knonika «Coxpanumsuy).

Ba}HHﬂ Tekymias Bepcusi IPOrpaMMbl IOKa HE MO3BOJISIET 3arpyKaTh Pe3ysbTaThl Pacu€ToB U3
COXpaHEHHBIX paHee (ailinoB.
Taxke He peann3oBaHa (YHKIMS HUMIIOPTA JAHHBIX M3 TEKCTOBBIX (DailloB pe3yabTaToB C
reHeTHUecKuX aHainmuzatopoB (GeneMapper u mp.). COOTBETCTBEHHO, Ha KHOmUKe «Mmnopm

OAHHBIX) CTOUT BpCMCHHaAsA 3ariyuika.

PaboTa c nporpamMmon: pacy€T 4acToTbl KOMOMHNUPOBAHHOIO reHoTUNa

Jns ayTOCOMHBIX JIOKYCOB TaKOW PACUET SBJIAECTCS MPOCTHIM U MOJHOCTHI0 KOPPEKTHBIM
TOJILKO B TOM cllydae, KOrja HaOItoJlaeTcsi He3aBUCHMOE HacjeloBaHue aijeneld (OTCYyTCTBHE
CIIETVICHUSI MEXYy JII0OObIMH JIOKycamu). B 3ToM ciydae s pacyéra momyJasIUOHHON 4acTOTHI
KOMOMHHpOBAaHHOTO TeHoThma (RMP) Bce 3HAa4eHHS YAacTOT TEHOTHIIOB TIO0 OTACIbHBIM

ayTOCOMHBIM JIOKYCaM MOT'YT OBITh IIEPEMHOXKEHBI (npasuio nepemHodxcenus, product rule):

— * * *
RMP = Qnepsbu? JIOKyC Qemopoﬁ JIOKyC e Qnoc.rlednmi N0KyC

CoOTBETCTBEHHO, Ha 3TOM (3aKJIIOYUTEIHLHOM) 3Tare pabdoThl MOJIb30BaTENb BHIOMpPAET Te
JIOKYCBI, KOTOpBIE OH COOMPAETCs UCIIONIb30BaTh Ul pacuéra RMP. JIns 3TOro cienyer, yaepxKuBast
knaBully «Ctrl» Ha KilaBHaType, BbIIEIUTH B pabodeM I0Jie MPOrpaMMbl MBIIIBIO BCE HY>KHBIE

JIOKYCBI, IIpHU 3TOM BI)I6paHHI>Ie CTPOYKH BBIACIAIOTCA HOI[CBGTKOﬁ. ITocne HaxaTHs KHONIKH

. . 1
«llepemnoscume) pe3ynbratel pacuéra RMP u oOpaTHOH BeIMYMHBI (m) JUIL  BCEX

BBIOPAHHBIX JIOKYCOB OTOOpA3sATCS B HIDKHEH YaCTH OKHA MPOTPaMMbl, KaK 3TO IMOKa3aHO Ha
PHUCYHKE Ha CIICAYIOIICH CTpaHHUIIC.

B sroM mpumepe HCMONB30BaHbl JaHHBIE O TCHOTHIIE OOCIEIOBAHHOTO JIWIIA, IOJIHBIN
reHeTH4YeCKud mnpoduiab KoToporo (mo 15 ayrocoMHBIM JIOKycaMm) YyKa3zaH B (aiiie
sample gency identifiler.xls. Pacuétr RMP BbITIONHEH TOJBKO MO TepBbIM 10 JOKycam, Kak 3TO

BHUJHO B pa60qu IoJIC MMpOorpaMMbI Ha 3TOM PUCYHKC.

Buibpocume npedvioyuyio eepcuto! Tocneounssn pedaxyus ookymenma: gepcusi 1 (June, 2018)




Ilpoepamma Gency, pykogoocmeo nonvzosamens: cmp. 19 uz 38

=
E=IES
Wmnopr aanHeix  Cnpaeka O nporpaume
MEITE] Nokye Annene 1 YacToTa annena i (p Annenk 2 YacToTa annena 2 () Popmyna YacTaTa reHoTHNA
0@s1179 10 0.054 14 0.238 T 0.0243
021811 28 0149 332 0.046 Py 0.01748
PHEELE v D75820 8 0172 12 0.145 Py 0.049a8
CEF1FO 10 0.283 12 0.307 Py 0.173762
D351348 14 0.254 14 [ 0.064516
TNokyc THO1 4] 0.223 [} [y 0.045725
D135317 10 0.059 11 0.353 Py 0.041654
D19S433 - 0165539 12 0.34 13 0192 Py 0.1344
0251338 19 0.146 19 [ 0.021316
0185433 12 0.075 16 0.046 Py 0.007 268
FeHotun
Annens 1 Annene 2
Paccyuiate ‘ ‘ MNeperHoKUIL ‘ ‘ OH4UCTUTE | | COxXpaHuTL |
Yactora KOMOMHUPOBAHHOIO FEHOTUNA, random match probability (RMP)Y 1.024431028944986E-14 OnawHuWz 9.761516117193889E13

Yacrota koMOWHHMpOBaHHOrO TeHoTHma cocraBuina 1.024431028944986E-14, moxHO
OKPYTJIUTH 3TO 3HAUEHUE MPOCTO 10 10, To ecTh TaKUM TEHOTHIIOM B CpeHEM 00Ia[acT OUH H3
9.761516117193889E13 uenoBek, Takke €ClIM OKPYIJIUTh MMOJYYEHHOE IPOrpaMMON 3HaYeHUe 10

9,76*10", 10 3TO MPUMEpPHO 0MH 13 97 TPULTHOHOB 600 MIITHAP/IOB YEIOBEK.

[Ipn HEeoOXoaUMOCTH MOXHO CTE€pPETh pacCUMTaHHble 3HaueHuss RMP u (HMKHSSA

KHOTIKA «Quucmunis)), BRIOpATh IPYryr0 KOMOWHAIIUIO JIOKYCOB M 3aHOBO paccunutatbh RMP.

Buibpocume npedvioywyio eepcuio! Tocneounssn pedaxyus ookymenma: gepcusi 1 (June, 2018)



Ilpoepamma Gency, pykogoocmeo nonvzosamens: cmp. 20 uz 38

CoxpaHeHune pe3ynbTaTtoB M 3aBepLuieHmne paboTbl C NporpamMmmMon

1
RMP’

YKazaHHbIE T€HOTHIIBI 110 BCEM JIOKYCaM M pe3yJIbTaThl pacu€ToB, BKIo4as RMP u

MOXHO COXPaHHTh B OTICIbHOM (aiine pesynbratoB ¢opmata Microsoft Excel: kHOIKa
«Coxpanumupy. ITOT (ailyi MOKET OBITH HEMTOCPEICTBEHHO MCITOIB30BaH MpH odopmiaeHuu 30.
Jlis okoH4aHMsI pabOThl M BBIXOJA W3 IPOrpaMMbl CIEAyeT HakaTb HAa BCEM XOPOIIO

3HAKOMYIO KHOIIKY B IIPaBOM BEPXHEM YIJly padOoyero moJs:

[To oxoHuaHuu pabOTHl HACTOSTETHLHO PEKOMEHIYETCS OTKPBITH (pailyl pe3yapTaToB yxKe B
penaktope Microsoft Excel 1 OKOHYATENbHO MPOBEPUTH YKa3aHHBIH KOMOMHHPOBAHHBIA F€HOTHII.
Ecnu npu nmpoBepke OOHapyX HUTCs, YTO KaKue-TO ajulesid ObUIM BBEACHBI HENPABUIIBHO, TO He
cjeyeT BHOCUTh H3MEHEHUS HEMOCPEICTBEHHO B pepaktope Microsoft Excel. [lpuuuHa B TOM, 4TO
JUIS TOMO- M TE€TePO3UTOTHBIX T'€HOTUIIOB HCHOJB3YIOTCS pa3Hble (OpMyIbI pacuéToB, a TaKxke
KOKIBIA ajuielb UMEET COOCTBEHHYIO YacTOTy BCTpeuaeMocTd B momyisiiuu. [lostomy mpu
W3MEHEHUN JaK€ OJHOI0 ajlledsl HM3MEHUTCS COOTBETCTBYIOIIEE 3HAYECHHE IONMYJSLHOHHON
4aCTOTHI T€HOTHIIA.

Jlia ucnpaBieHUs OMIMOOYHBIX T€HOTUIIOB HYXXHO CHOBAa OTKPBHITH (haill pe3yabTaToB B
nporpamMmme Gency U yAanuTh CTPOUYKHU C OIMIMOOYHBIMY JaHHBIMHU B pabodeMm moie (IpaBasi KHOIKa
MBIIIH -> KOMaHja « Yoanumsuwy). Ilocie 3Toro cieayer 3aHOBO BbIOpATh HY>KHBIN JIOKYC U3 CITUCKA

H BBCCTHU 110 HEMY HpaBI/IJ'II)HI)II\/JI T'C€HOTHII.

Buibpocume npedvioyuyio eepcuto! Tocneounssn pedaxyus ookymenma: gepcusi 1 (June, 2018)



Ilpoepamma Gency, pykogoocmeo nonvzosamens: cmp. 21 uz 38

Mcnonb3oBaHue danna pe3ynbTaToB B TEKCTE «3aKMoYeHUs sKkcnepTa»

@aiin pe3ynbTaToB B OOMIMX YePTaX BBIMJIUT CIEAYIOMIMM 00pa3oM, Kak 3TO MOKa3aHO Ha
npumepe daitna sample _gency power plex 16.xls:

' 13] N sample_gency_power_plex_16 [Pexum coemectumacti] - Microsoft Excel - = X

[naeHas BCTaEka PasmMeTKaCIpaHuLl GopMYIE FREET PELLEHIUNOEAHNE Bt PazpghaTunk @ - = x
Lbi) LPJ o)
‘*A"J ? TahomcaiK Jka vE‘ <= E!'l@"l i‘;:i (-:JEvuJ,Mﬁ u.' ] ;v'cn!oe OpMaTUPOBAHKE ™ _:1“ Boasute * | E v W L?a
EE] § I"'g - % 000| ﬁmapnampaﬁm Kak Tafanuy - || 3% ¥ganute j E .
ST g | & U E S A ] [EEE| el | EEA] 5 Cram auee - Eloopuar= | 2~ wowmrpe eugenmm-
Bydep o6m.., LWpudT (P BEIDAEHMBAHME F} Yucno F} CTunm Aueikn PeaakTHpoBaHME
| a1 - fe | Nowyc
A B & D E F G T
1] Jlokyc | Annenb 1 Yacrota annena 1 (p) Annene 2 Yacrota annena 2 (q) ®opMyna Yacrota reHoTHna
2 0351358 13 0.254 r 15 pep 0.064516
3 THOL I 7 0.135 " 0 0.231 2*p*g 0.06237
4 D21511 31.2 0.087 32.2 0.098 2¥p™q 0.017052
5 D18551 I 13 0.121 I 16 0.172 2¥p™q 0.041624
[ PentaE I 12 0.138 " 16 0.083 2*p*g 0.023074
7 D55818 r 10 0.08 o 0.335 2*p*q 0.0603
[ D135317 [ 11 0.353 [ 12 0.202 2¥p™q 0.142612
9 D75820 I 8 0.172 "1 0.284 2%p*q 0.097696 1|
10 D165539 I 12 0.35 " 13 0.192 20 0.1344 1
11 CSFIFO I 10 0.283 "1 p*p 0.080089
12 PentaD f 12 0.1%6 "1z p=p 0.038416
13 Amelogenin X 0.5 Y 0.5
14 VWA I 17 0.234 Rt 0.215 2*p*q 0.10062
15 DES1179 I 13 0.342 " 13 p=p 0.116964
16 TPOX I 11 0.245 "o p*p 0.060025
17 FGA r 21 0.147 "4 0.122 2*p*q 0.035868
18 1
19 YacToTa KOMOHHHPOBaHHOIO reHoTHNA OaMH 13
20 2,2893893077717554E-14 4.367977069715904E13
M4 » M| ket 1 SFD 0 m 0
fotoso | 25 Uﬁ [0 {1} 100% @—@—@

MosxHO OTKpBITH (ailn pe3yiabTatoB B penaktope Microsoft Excel, ckonupoBaTh U3 HETrO
SYEHKU ¢ JaHHBIMU W BCTAaBUTh UX B HY)kHOe MecTo 30. [lomyuuBiinyrocs TaOiuIly IpH >KETaHUU
MO>KHO MpeoOpa3oBaTh B 0osiee MPUBBIYHYIO KOHKPETHOMY I0JIb30BaTENI0 GOpMYy.

OzarnaBuTh TaOIUILy PE3YIHTATOB MOKHO CJIETYIOIIUM 00pa3oMm:

Pacuém eepoamunocmu cayuainozo co6nadeHusn 2eHemu4eckux npPU3HAK06, GblAGIEHHLIX 6
UCcine006anHom 00veKkme (nammue Kpoeu, cmblée ¢ npe3epeamued, OKypKe, 2UCHOoN02U4ecKoM
npenapame u m.n., 06vekm NeNNN) u 6uonozuueckom oopasue (Kposeu, 0yKKaibH0o20 Inumenus

u op.) 2-na Ilywkuna-Yywruna A.C.

IIpu »TOM (opMynHpOBKa BHIBOJOB B 3D MOXET BBINISJIETh NPUMEPHO CIETYIOUIIM

obpazoMm: «llonyuennoe snauenue RMP (uacmomvl KOMOUHUPOBAHHO2O 2eHOMUNA, VKA3AMb

NOJVYeHHOe 3HAYeHUue) CEUOemeNbCmeyem 0 MoM, Ymo Cpedu HAceleHus 3eMiu meopemuyecKu
MONLKO OOUH 4ell08eK 001a0aem BbIsGIEHHbIM COYeMAHUeM 2eHeMuYecKux npusHarkos. Iloayuennotl
BEIUYUHBI QOCMAMOYHO / HeOOCMAMOYHO OISl YOPMYIUPOBAHUS 8bIBOOA 8 KAMEe20PUUHOU hopme O

MoM, 4mo ucciedosannvii 0ovekm npouzowén om Ihywkuna-9ywxuna A.C.».

Buibpocume npedvioywyio eepcuio! Tocneounssn pedaxyus ookymenma: gepcusi 1 (June, 2018)



Ipoepamma Gency, pykogoocmeo nonvzosamens: cmp. 22 uz 38

PaboTa ¢ nporpaMmon: MCNONb30BAHNE PA3NIMYHbIX 3TANTIOHHbLIX YaCTOT annenemn

JUia Tekylmieldl BepCUM IPOrpaMMbl HYKHYIO S3TaJOHHYIO IONYJIALMIO CIEAYeT cpasy
BbIOpATh IIPHU 3aIlycKe B BbINaAaroueM MeHto «/lonynayusay. Ilocne BBOAa FeHOTUIIOB BCE pacu&Thl
OyZAyT BBIIOJHEHBI [0 COOTBETCTBYIOILUM 3TAJOHHBIM MONYJISILIMOHHBIM YaCTOTAM.

OOBEKTUBHO, CYHIECTBYIOT HEKOTOpBIC 3aTPYAHEHUS Ui KOPPEKTHOro pacuéra 4acToT
TCHOTHIIOB 110 OTAEIBHBIM pePEPEeHTHHIM MOMYIALUAM. DTO KAcaeTcsi KaK OTCYTCTBHUS BHITHBIX
HOMYJSALUUOHHBIX JaHHBIX I0 OTAEIbHBIM JIOKycaM, TaK W HYJIEBbIX 3HAUY€HUH 4YacToT MAJs
«HEBBIABICHHBIX» ajjiesiel B KOHKPETHBIX HCCIIEOBaHHbIX BbIOOpKax. Huxke 3T 3aTpynHeHMs

paccMaTpHBarOTCs MOPOOHO.

AfnekBaTHble NONYNALMOHHbIE AAHHbIE OTCYTCTBYHOT

g psiga «dK30THUECKHUX» JIOKycoB (Hampumep, DI1S111, D17S5, CYAR04, PAH, vWFII n

HEKOTOpBIE JIPYrHe) aBTOpaM MPOrpaMMbl B HACTOSIIEE BpeMs HEH3BECTHBI a/IEKBATHBIC YACTOTHI
ayienielt 1Ji STAJIOHHBIX NMONYJIsuui eBporeon1oB U HerpoB CIIIA.

B Takux ciydasx BceM ajuleNsiM B 3THUX MOMYJSIIMAX 110 YMOJIYAHHIO IPUIIKMCAaHA YacToTa
Bcrpeuaemoctu 0,500 (50%, cMmoTpuTe cooTBeTcTBYIOImMKE (aitnbl). COOTBETCTBYIONINE SUEHKU B
¢aiinax BblAENEHBI - KpacHbIM 1IBETOM. YacTOTHI T€HOTUIIOB I 3TUX JIOKYCOB IO 3TUM
HNOMYJSIUAM OyJQyT pacCUMTaHbl C HCIIOJI30BAaHMEM allleNIbHbIX uacToT, paBHbIX 0,500. Yro,

C€CTCCTBCHHO, HCTIPABUJIBHO.

B aH{Hﬂ Pycckast monmyasinusi. J[aHHbIE IO 3TaJOHHBIM YacTOTaM ajuleeil Ha TEKYIIUl MOMEHT

SBHO HEJIOCTaTOYHBI (B PA3HOI CTENEHU BBI3BIBAIOT BOIIPOCHI) ISl CIEAYIOLUIMX BEChbMa
aKTyalbHBIX JOKycoB: DI1S1656, D25441, D6S1043, D10S1248, D125391, D22S1045, FI13A401,
FI13B, FESFPS, LPL, SE33. CMOTpUTE IpUMEUYaHHUs B COOTBETCTBYIOIUX (hailax U yKa3aHHbIE B

HUX JINTEPATypHbIE IEPBOMCTOYHUKH.

«HeBbISBNEHHbLIE» anfienu ¢ HyNneBown YacTOTON BCTPEYaeMOCTH

Jlis Bcex JOKYCOB B JBYX pe(epeHTHBIX MOMYNISIMSIX M3 YeThIpEX (A7 HErpoB M
esporiconioB CIIIA) OTAENBHBIM «HEBBIBICHHBIMY» QJJIeNsIM MPUIIMCaHAa HyJeBas YacToTa
BCTPEYAEMOCTH B CTOJIONAX «By.

Hanpumep, mst nokyca D16S539 amnenu <5, 5 u 6 He ObUIM BBISIBJICHBI HU y €BPOIIEOU]IOB
Poccun, Hu y eBpornieonioB CIIIA. ¥V eBporneonioB CIIIA He ObL1 BBISIBIIEH TaKXe U ajlienb 7.

OKCIIEpUMEHTAJIBHBIE YaCTOTHl TAaKHUX «HEBBIABIECHHBIX» ajlIeJIed B MCCIEIOBAHHBIX
BbIOOpKAxX BO BcexX ATHUX ciydasix paBHbl 0. B ciyxeOHbBIX daiinax amis sueek ¢ TaKUMU HYJIEBBIMU
SKCIIEPHMEHTANbHBIMH YaCTOTAMH aJlIeNiell IpUMEeHeHa KpacHast AN

Buibpocume npedvioyuyio eepcuto! Tocneounssn pedaxyus ookymenma: gepcusi 1 (June, 2018)




Ilpoepamma Gency, pykogoocmeo nonvzosamens: cmp. 23 uz 38

Opnako nus eBponeounoB Poccum NONONMHUTENBHO BBIOJIHEHA KOHCEPBATHBHAS OLICHKA
4acTOT ajulesiell MO NMEepBUYHBIM JaHHBIM. [loaToMy it «HyneBbIX» amnened <5, 5 m 6 jokyca
D16S539 «akTyalpHble» 4YacTOThI U1 PYCCKOM momyisinuu ykaszanbl paBHeiMu 0,001 (MAF, B
cronbue B). B 3TOM ciydyae 3HaueHUS 4YAaCTOT TE€HOTUIIOB OYAYyT pacCUUTaHbl KOPPEKTHO,
IIOCKOJIBKY MpPOrpaMMa MCIIOJIb3YeT ATAJOHHBIE YacTOThl ajuleJell MMEHHO M3 CTOJOLOB «By
paboYrX JIHUCTOB.

A 1pu nonbITKE pacy€ra 4acTOT F€HOTHUIIOB 110 3TAJOHHBIM YacTOTaM ajuleleil uisl Jpyrux
MOMYJISIMM MOYKET IIPOUCXOIUTH olepauus «ymHoocernue Ha O». 1lpu 3TOM YacTtoTa reHOTHIA,

€CTCCTBCHHO, OKaXCTCA paBHOfI HYIIIO.

}HH“ bynbre BHHUMaTenbHBI HpU pacuéTe YACTOT TEHOTUIIOB IO JTAJOHHBIM YacTOTaM
Ba ajuiened A1 pa3HbIX HOITYJISIUM.

st eBponieonioB U HerpoB CIIIA MMEHHO KoHcepsamueHas oueHKa uacmom aijieneil 1o
MEPBUYHBIM JIAaHHBIM TIOKA BBIMOJHEHA TOJBKO I CIeAyroImux JokycoB: D3S1358, D8S1179,
D18551, D21S11, FGA, THOI. To ecTb BCEM «HEBBISIBICHHBIMY aJUICIISAM MPUITHCAaHAa MUHUMAJIbHAs

(HenyneBast) momyJslMOHHAas yactota MAF.

Pacuétr RMP: ctanpapTHaga npaktuka B JHK-nccnegoBaHusax

Pacuér vacmomsi kombunuposannoco cenomuna SBISIETCS CTAHIAAPTHOM MEXITYHAPOIHOM
MPAKTUKOW TIPU OIEHKE 3HAYUMOCTH BBIMIOJHEHHBIX MOJEKYISIPHO-TEHETHUYECKUX OKCIEPTU3
uaeHtudukanuu nuaHoctd (Harpumep, NRC, 1992; NRC, 1996, Ilepeneuuna, I puweykun, 1996).

Hcnonb30BaHHbIE  aNTOPUTMBI  Pacy€TOB K  HACTOSIIEMY BpPEMEHU  YriayOIE€HHO
MpopaboTaHbl, B TOM YHCIIE C y4E€TOM TMOAPA3ACIEHHOCTU pe(PEPEeHTHON MOMyIAINH, THIOTE3
oonopcmea 6 JIHK-npoghuny pa3audHBIX POJICTBEHHUKOB TOA03peBaeMoro Jjwuia, 3¢dexra
«HYIEBBIX» anjenedt u np. (Hanpumep, Brenner, 1994; Evett, Weir, 1998, Forensic DNA evidence
interpretation, 2005; Lee et al., 2001; Walsh, Buckleton, 1991): cMOTpHUTE CIIUCOK JUTEPATYPhl U

CTaTbH B IIAIIKC references.

Buibpocume npedvioyuyio eepcuto! Tocneounssn pedaxyus ookymenma: gepcusi 1 (June, 2018)




Ilpoepamma Gency, pykogoocmeo nonvzosamens: cmp. 24 uz 38

MHTepnpeTaums pesynbTaToB: anpuopHbIE YCIOBUS, O KOTOPbLIX cneayeT NOMHUTb

B peann3oBaHHOM anropuTMe pacuéToB 3a OCHOBY B3SIThI CIIEAYIOIINE allPUOPHbBIE YCIOBHUS:

1) IUTSt TOMO3UTOTHBIX TEHOTHIIOB HE MIPEIIOIAraeTCs «JI0)KHOH TOMO3UTOTHOCTHY;
2) MOJIaraeTCs MOJTHAsi HEBO3MOXXHOCTh MYTaIlUH;
3) gacToTa KOMOWMHUpOBaHHOTO  reHotuna (RMP)  paccuumThIBaeTcsl  MyTEM

NEPCMHOKCHHA HOMYJIIHUOHHBIX YaCTOT I'CHOTUIIOB IO OTACJIbHBIM JIOKYyCaM (Q,'), ucxoasa u3
MPEIOJIOKEHUS O TOM, YTO BCE ATH JIOKYChl HACJIEyIOTCsl He3aBUCUMO. Heszagucumocms 10Kycos
o0cyxaaeTcs moApoOHee B COOTBETCTBYIOIIEM pa3elie;

4) 9acToTa KOMOWMHHPOBAHHOT'O T€HOTHUIIA PACCUUTHIBACTCS ISl JIIOOOTO CIYYalHOTO
YeNIoBeKa U3 TOU ke caMoi pehepeHTHON MOIMYIISIHH, TO €CTh IS JINIA, HE SIBJISTFOIIETOCS KaKUM-

§19%(e]0) POACTBCHHHUKOM 06cnenyeMoro.

HccnenoBatento, BBITOJHAIOIMIEMY Takue pacuérbl, HEOOXOAMMO COBEPLIEHHO OTYETIMBO
MOHMMAaTh, YTO HE3aBHUCHMO OT TMoxydeHHoW BenmuuuHbl RMP, 100%-nas wuneHTHUKAINS
JUYHOCTH B CIy4asx [OATBEPKIEHUSA (TOJIHOTO COBMAJCHMS T'€HETHUECKUX Hpoduiieil)
HEJIOCTWXKUMa B IpUHIUNIE. XOTs Obl MO TOH HpuUYMHE, 4TO y ofHosAlueBblx Omu3HenoB JJHK
a0COIIOTHO OJIMHAKOBAS, U C TAKUM XK€ YCIIEXOM JIOHOPOM Clie/Ia OMOIOTHYECKOTO IPOUCXOKACHUS
MOXeT OBITh OpaT (cecTpa) -OMu3HeI 00CIeOBAHHOTO JIMIA: AKCIEPT B OOIIEM ciydae HE 3HaeT,
€CThb Ha caMOM JieJie TaKkoi OM3Hel y o0cieyeMoro JI1iia Wid HeT.

JIOTIOJIHUTENBHO, HE3aBUCHUMO OT 4YHCIa HCCIECJOBAHHBIX JIOKYCOB, COXPaHSETCS
BEPOATHOCTb TOTO, YTO IAe-HUOyAb Ha ocTpoBax OKeaHUWU WIM B COCEHEM TOpOAE NMPOKHUBAET
YeJIOBEeK C TOYHO TakMM >k€ HabopoM aijienel 1o BCeM 3THUM JIOKycaM, Kak y 00CiieJOBaHHOTO
JUIa, U HMMEHHO JTOT «COCeI» SBISAETCS MCTUHHBIM JOHOPOM cllefia OHOJOrHYECKOTro
IIPOUCXOXKACHHUS.

OpHako BCe ATH pacCyXJIEHUS HMEIOT B OoJblliell CTENEHU PUTOPUYECKHUM Xapakrtep, U
noctoBepHocTh JJHK-uccnenoBanmnii sBisieTcs 1eMCTBUTEIBHO OYEHD BBICOKOM.

B 57Ol cBSI3M HEOOXOOMMO OTMETHUTh, UTO KOPPEKTHOCTh (POPMYIUPOBAHHS BHIBOJOB
MMEHHO B KaTErOpUYHOM popme, Kak «uccredosanHuvli 00vexm npouzowtén om Ilywkuna-9ywxuna
A.C.» pu JOCTHIKEHHHM KaKOTO-TMOO OMpPEeAeIEHHOTO «IOpOTOBOTO» 3HaueHusi RMP siBhsercs
MpeIMETOM OTAENbHOM Nuckyccuu. TeM He MeHee, 3HAaUMMOCTh BBIIOJIHEHHBIX PacuéTOB MMEET
CMBICII OLICHUBATh B CPAaBHEHUH C YHCIECHHOCTHIO 00IIeMHpoBON momyssiuu. OLeHKy HaceleHus
3eMiIn Ha TEKYUIUIl MOMEHT MOYKHO CMOTPETh, HAIIpUMED, TYT:

http://countrymeters.info/ru/World
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http://countrymeters.info/ru/World

Ilpoepamma Gency, pykogodocmeo nonvzosamens: cmp. 25 uz 38

He3aBMCUMOCTb TOKYCOB, HEPABHOBECUE MO CLIENIEHMIO M XPOMOCOMHAg JIoKanm3aums

[Ipy  4uCiIeHHONM  OLEHKE  pe3ylbTaTOB  MOJIEKYJSPHO-TEHETHUYECKUX  JKCIIEPTHU3
MONYJALIMOHHAs YacTOTa BCTPEYAEMOCTH MYJIBTHIOKYCHOTO TE€HOTHUIIA OIpEAeisiercs Kak

IMPOU3BCACHUC COOTBETCTBYIOIINX YAaCTOT AJId BCEX HMCCICAOBAHHBIX HC3aBHCHMBIX (aVTOCOMHI)IX)

nokycoB. Takum oOpa3oM, Al MPAaBOMEPHOTO HCIIOJIB30BAHUS «APABULA NEPEMHONCEHUSA JAaCTOT
T€HOTHUIIOB MPUHIUITHAIIBHO BaXKHBIM SIBJISIETCS BBHIIIOJIHEHUE YCIOBHUSL O TOM, YTO aHAJIU3UPYEMbIC
JIOKYCBI SIBJSIFOTCS TEHETUUECKU HE3aBUCUMBIMU, TO €CTh OTCYTCTBYET MEXKIIOKYCHOE HepasHogecue
no cyennenuro (HC).

[Tonx HC nonumaror 00yr0 HECTy4aiHYI0 acCOlUalui0 (B3aMMO3aBHCUMOCTb) MEXKIY
ajensiMu pa3Hbix JIOKycoB. Crenenb HC MOXHO YMCIIEHHO OLEHUTH Pa3HbIMU METOJIaMU, U TaKOU
aHallu3 HCIONB3YIOT MPH KapTUPOBAHMM T'€HOB HACJIEICTBEHHBIX 3a00JEBaHUM, a Takke s
YIOPSIIOYMBAHUS TE€HETUYECKUX MapKEPOB OTHOCUTENBHO IpYr Apyra Ha (U3NYECKUX KapTax
xpomocoMm. [Ipu sToM Isi HEMTpanbHBIX JOKycoB BennuuHa HC sBisieTcst Mepoil TeHeTHUeCKOn
TUCTaHIUU: YeM Oonbire 3HaueHue HC, TeM MeHbIe GU3NYECKOe PacCTOSTHUE MEKIY MapKEpaMu
Y HUKE YacTOThl PEKOMOWHAIIMU ¥ MyTHPOBAHHUSI.

CootBerctBenHo, orcyTcTBHe HC (He3aBUCHMOE HacieloBaHUE ajuieiel) M0 YMOJTYaHUIO
MOAPa3yMEBACTCSl TOJIBKO JUIsI MAPKEPOB, PACIOIOKEHHBIX WM HAa Pa3HBIX XPOMOCOMAax, WJIM Ha
pasHbIX IUIeYaX OJHOM XpoMocoMbl. Bo Bcex OCTalbHBIX CcCllydasx paclojOKEHUE JIOKYCOB
OTHOCHUTENLHO OJIM3KO APYr K IPYTy Ha OJHOM IIJiede XPOMOCOMBI MOXKET paccMaTpUBaThCS Kak
CUTHAJI, YKa3bIBAIOIIMI HA MX BO3MOKHYIO B3aMMO3aBHUCUMOCTb. [Ipy BBISIBIEHUH JOCTOBEPHOIO
HC wmexny nByms nmokycamu (TpynmaMyd TakUX JIOKYCOB) MPUMEHEHHE TMpaBuia MEPEMHOKEHUS

gactoT (OIl) npu sKCIEepTHHIX BEPOATHOCTHBIX pacuéTax HelnpueMJINMO.

OTIMYHBIM IPUMEPOM HEKOPPEKTHOCTU MHOTUX Pacué€ToB sBisieTcs napa Jiokycos CSFIPO
u D5S818. O6a mapképa BXoasaT B HanmoHanbHY 0a3y naHHbix CLIA CODIS (Combined DNA
Index System) M, COOTBETCTBEHHO, BO BCE COBPEMEHHBIC MYJIbTUILUIEKCHBIE HAOOpHL. OHAKO OHU
JIOKQJIN30BAHbl HAa JUIMHHOM ILIeYe XpoMOocoMsl 5: 5¢32 u 5¢g23.2, cooTBeTCTBEHHO. bonee Toro,
¢du3nyeckoe paccTosHUE MEXIY HUMH COCTaBIIsI€T OKOJIO 26-27 Mb (MUIIJTMOHOB HYKJICOTHIHBIX
ocHoBaHmi): o gaHHbIM BLAT (Kent, 2002; Bepcus Feb.2009, GRCh37/hgl9). CooTBeTCTBEHHO,
3TH JIOKYCHl CIIEIUIEHbl MeXAy Co0Oi, YeMy HMEIOTCS MHOTOYUCICHHbIE JIUTEpaTypHbIe
NOJTBEpXAeHUs, Hampumep Wu et al, 2014. Takum o00pa3oMm, HCIOJIb30BaHUE «MpaAGULA
NepeMHONCEHUs U1 ITUX JBYX MapKEPOB HEKOPPEKTHO.

Tema clemnaeHHbIX JIOKYCOB CTAaHOBHUTCSA BCE 0oJiee aKTyalbHOW B CBSI3U C yBEIWYEHHEM
yyciia MapkE€poB B MYJIBTUIUIEKCHBIX HaOopax mnocieaHux mnokojeHuil. Kak ObITh B Takux
CUTyalusx?

Buibpocume npedvioyuyio eepcuto! Tocneounssn pedaxyus ookymenma: gepcusi 1 (June, 2018)


http://genome.ucsc.edu/cgi-bin/hgBlat

Ilpoepamma Gency, pykogoocmeo nonvzosamens: cmp. 26 uz 38

[Ipexxae Bcero HyHO YETKO MOHUMATh XPOMOCOMHYIO JIOKAJTU3aLUI0 BCEX HCIOIb3YyEeMbIX
nokycoB. Hanpumep, B UHCTpykimu k Habopam Tanomunu mpuBeneHa TaOlIMIa XpOMOCOMHOMN
nokanu3auu okojio 100 ayTOCOMHBIX MapKEPOB, MCIOJB30BABIIMXCS paHEE U UCIOJIb3YEMBIX B
HacTofIIee BpeMs IS MACHTU(UKAIMY JTUYHOCTH M YCTAaHOBJIEHHUS CIIOPHOTO pojcTBa (cTp. 64 u
nanee). J1a e TabJiiila BHIHECEeHA B IMAIKY references OTASIbHBIM (pailiioM:

Edpemos 2017 Tabruya 803M0K#CHO20 HepABHOBECUS_NO_CYENJIEHUIO _MeHCOY NOTUMOPG

HbIMU_JIOKYCAMU_2eHoMA_uenoseKa.pdyf.

Hcnonp3oBaHne MHAMBUAYAIBHBIX KO3()(QUIHMEHTOB HEPAaBHOBECHUS IO CLEIUIEHUIO CHIIBHO
YCIIOKHSIET PACUETHYIO 4acTb M TpeOyeT apryMEHTHPOBAaHHBIX ONOPHBIX 3KCIEPUMEHTAJIbHBIX
JAHHBIX JUIS Pa3HBIX IIap TAKUX JIOKYCOB.

Cunpro ynpowas, HC «mo ymomn4anuio» cienyer mojarartb Uil BCEX ayTOCOMHBIX
MapKEPOB, JIOKAJM30BAHHBIX HA OJHOM IIJI€Ye XPOMOCOMBI, (DU3UYECKOE DPACCTOSHUE MEXITY
KOTOphIMH MeHbIIe 50 MUUIMOHOB HYKJICOTHIHBIX ocHOBaHWi (50 Mb). WM s pacuéros
KOMOMHUPOBaHHBIX HHIEKCOB CPI u RMP ncnonbp30BaTh COOTBETCTBYIOIINE 3HAYCHUS TOJIBKO IS
OJIHOTO JIOKYCa U3 Ka)KJOU IPYIIIbI CLETUICHUS.

bonee noppobHo Ha Temy HC u «nipasuna nepemnoosicenusy» MOXKHO MOYUTATh B PasHbIX

CTaThsX U3 CIIMCKA JIUTEPaTyphl, HaripuMmep: HMearnos u op., 2005, Buckleton et al., 2001 .

Buibpocume npedvioyuyio eepcuto! Tocneounssn pedaxyus ookymenma: gepcusi 1 (June, 2018)


http://tapotili.ru/doc/tapotili.pdf

Ilpoepamma Gency, pykogoocmeo nonvzosamens: cmp. 27 uz 38

KauyecTBO nepBUYHbIX NOonynaunoHHbIX aaHHbIX: nHaekc NMCAY n PXB

KOppeKTHOCTh BBIMOMHAEMBIX pacuy€éTOB HANpPSIMYIO CBSi3aHA C KOPPEKTHBIM BBIOOPOM
COOTBETCTBYIOILIEH «3TaJOHHOW» MOMYISAIMOHHONW BBIOOPKHU ¢ yacToTaMu ajieneid. CyliecTBeHHbI
00BEM U OTHOPOJHOCTH UCCIIEIOBAHHON BBIOOPKH.

OneHkKy KadecTBa TMEPBUYHBIX IMOMYJSIIIMOHHBIX JAHHBIX MOXXHO TIOSCHUTH Ha TIpUMEpe
nokyca DI18S51. U3 Tabmunel B ctatbe Budowle et al., 2011 BUAHO, 9TO YacTOTHI aJuleNied IS
eBporieonioB U HerpoB CIIIA aBropamu yka3aHbl HMEHHO C TOYHOCTBIO J0 TpEX 3HAKOB IOCIIE
3aMsaTOM, KaK 3TO U MEPEHECEHO B COOTBETCTBYIONIME JIUCTHI pabouero daitna D18S51.xls.

[IpoBepka lloanou Cymmoer Annenvhovix Yacmom B paboueM iucte (aiiyia mporpaMMbl st
esponieonioB CHIA naér IICAY = 1,000. A Bot s HerpoB CIIA nonyuaem IICAY = 0,998.
Takue BBISBICHHBIE «aBTOPCKUE HEOPEKHOCTH OKPYTICHUS» MPU MyOITHKAIUH TOMYJISAIHOHHBIX
JTaHHBIX (aJIeJBHBIX YACTOT) BO BCEX CIydasX OTMEYEHBl BBIIEICHHEM KPACHBIM I[BETOM IS
coorBercTBytomnx 3HaueHuil [ICAY. Takum oOpasoMm, umoexc IICAY © snsiercs XOpOLIUM

MoKa3aTeieM KauyecTBa CaMOi «OTIOPHOM» ITyOIMKaIIH.

B Hacrosimee Bpemst B manke Data nnst 17 MHKpPOCATEUIMTHBIX JIOKYCOB B KauecTBE
«OIOpHOM» N7  PYCCKOM  MOMYJSILMM  HCIoJIb30BaHa  pabota  Zhivotovsky et al., 2009
(PMID: 19647694). Onnako ans nokycoB FGA, D13S317, D18S51, D2S1338, D21S11, vIWA B sToit
pabore B paznoii crenenu IICAY#1,00000 (cM. cooTBeTCTBYIOLIHE (HAMIIb).

IIpu 3TOM aBTOPHI NPUBOJAT 3HAYEHUS YACTOT ajliesiel ¢ TOYHOCThIO UMEHHO J0 1At (?!)
3HAKOB IOCJIe 3amlsaTol npu o0bEéMe ucciaenoBaHHON BeIOOpkH mopsaka 500-600 HEpoACTBEHHBIX
9enoBeK. Takas «TOYHOCTBY» YaCTOT alUleJiel BHIUTCS SBHO ONIMOOYHOHM, IMOCKOJBKY C TOYKH
3peHMs MOIMYJIALIMOHHOW M€HETUKU 3TO O3HAYaeT, YTO OMOpHas BHIOOPKA MOJDKHA ObUIa BKIIIOYATh
He meree 50 000 (maTuaecsITH THICSY) HEPOACTBEHHBIX yenoBek: 1/(2N) > 0,00001.

CooTBeTcTBEeHHO, B TiporpamMMmax Pindex u Gency nnst pacu€ToB UCTONB3YIOTCS JaHHBIE TIO
4acToTaM ajuiesied JJis PyCCKOM MOMYJALNHU U3 padoThl Zhivotovsky et al., 2009, HO >TH 3HAYCHUS

OKPYTJICHBI C TOYHOCTBIO NO TpéX 3HAKOB MOCJIE 3aMATOM.

Homumo undexca IICAY ©, JIPYTUM  BaXHBIM KPUTEPUEM KadyeCTBAa «OIMOPHON»
MyOIUKAUU SIBISIETCS COOTBETCTBHE HAOJIOJIABLIETOCS PACHpPENENICHNs T€HOTHIIOB PA8HOBECUIO
Xapou-Baiinoepea (PXB). Ilpo PXB MoOXHO mo4MTaTh, HAmpuMep, 3[€Ch WM B CIEHHUATHLHOU

nutepatype (cM. paznen Cnmcok JIuTeparypsbl).

Buibpocume npedvioyuyio eepcuto! Tocneounssn pedaxyus ookymenma: gepcusi 1 (June, 2018)


http://www.ncbi.nlm.nih.gov/pubmed/?term=19647694
https://ru.wikipedia.org/wiki/%D0%97%D0%B0%D0%BA%D0%BE%D0%BD_%D0%A5%D0%B0%D1%80%D0%B4%D0%B8_%E2%80%94_%D0%92%D0%B0%D0%B9%D0%BD%D0%B1%D0%B5%D1%80%D0%B3%D0%B0

Ipoepamma Gency, pykogoocmeo nonvzosamens: cmp. 28 uz 38

Jlns BeIOOpa STAJOHHBIX YacTOT ajuleled ObUIM MCIIOJIb30BaHbl JINTEPATYpHbIE JaHHBIC,
COOTBETCTBYIOIME paBHOBecHi0 PXB. B penkux ciydasx (Ipu OTCYTCTBUHM APYTUX IOCTYIHBIX U
0ojee aqeKBATHBIX ITyOJMKAINN) HECOOTBETCTBHE HCCIEIOBaHHOW BBIOOpKH PXB oTmeueHo B

COOTBETCTBYIOIHMX JUcTaxX. Hampumep, nist nokyca D6S1043 B nmucte d6s1043-white yka3zaHo:

BHumanue! [ns uccnegoBaHHOW BLIOOPKM OTMEYEHO HECOOTBETCTBME pacnpeneneHns reHoTunos
paBHoBecuio Xapaun-BanHbepra (PXB, p=0,0198).

BaxxHO yuuThBIBaTB, YTO B CIlydasX HECOOTBETCTBMS pacupeneneHus reHorunos PXB
UCIOJb30BAHUE COOTBETCTBYIOUIMX 4YacTOT ajlesiedl Il MOCIEAYIOIIMX pacdy€ToB (MHAEKCA
OTLIOBCTBA, POJICTBA, BEPOATHOCTU CIy4alHOrO COBHAJEHUS M JIp.) HE SABISAETCA KOPPEKTHBIM.
CreneHp 3TON «HEKOPPEKTHOCTU» OLICHUTH 3aTPYJHUTEIIBHO, I03TOMY B KaU€CTBE NMPAKTUYECKOTO
JKCIIEPTHOIO pEUICHUs IPEUIOKEHO HCIOJIB30BAHUE «KOHCEPBATUBHOM OLICHKU AJUICJIBHBIX
gactoT». OAHAKO HaWIy4IIMM pEIIEHUEM SBJISETCS OTCIIEKMBAHUE HOBBIX MYOJIMKalMi 110

aKTyaJIbHBIM JIOKYCaM U HOMYJIALUAM U OOHOBJIEHHE COOTBETCTBYIOLIUX CIYXEOHBIX (pailyioB.

Buibpocume npedvioyuyio eepcuto! Tocneounssn pedaxyus ookymenma: gepcusi 1 (June, 2018)



Ilpoepamma Gency, pykogoocmeo nonvzosamens: cmp. 29 uz 38

SNP-, InDel- 1 nokycbl «reHeTU4eckor nNpeapacrnonoXeHHOCTU»

K HnacrosimemMy BpeMeHH aBTOMATH3MPOBAHHBIM ()parMEHTHBIM aHAJIM3, OCHOBAHHBIA Ha
WCIOJIb30BAaHUU MOJIUMOP(PHBIX MHUKPOCATEIUIUTHBIX JIOKYCOB (STRS), SBISETCS CTaHAAPTOM Oe-
¢axmo Tpu HCCIEAOBAHUAX MO YCTAHOBJIEHHIO CIIOPHOTO POACTBA M MACHTU(PUKAIIMHM JTUYHOCTH.
OpHaKo 3TOT METOJ yXe MOJOWIEN K MPEeAely CBOUX BO3MOXHOCTEH U, OMOJIHUTEIBHO, UCXOAHO
o0aaeT psaoM HEeJJOCTATKOB.

HccnenoBanue nmoiuMopdHbIX MapkEPOB APYroro pojia, ¢ OJHOHYKICOTUTHBIMUA 3aMEHAMU
(SNPs), nns nener cyaeOHO-METUIIMHCKAX U KPUMUHAIIMCTUYECKUX dKCIEepTH3 Havyamoch B 2000-x
rogax. B 2003 r. Obl1 OCHOBaH MEXIYHApOIHBIM KOHCOPLMYM [IJIi BCECTOPOHHETO aHallu3a
BO3MOXKHOCTeH SNP-MapkEépoB Ui HMASHTH(PHUKAIMKA JIMYHOCTH M YCTAHOBICHHS pPOJACTBA
(SNP for ID consortium). HVcnonp3oBaHue MJis TEHOTUIIMPOBAHUSA WMEHHO CHHIIOB HMeEET
CJIe1yIOLME TPEUMYILECTBA:

e HH3Kas wacrora Myraumii wis SNPs (okomo 107-10° mo cpaBmenmo ¢ 10°-107 s
MUKPOCATEJUIUTHBIX JIOKYCOB);

e BO3MOXKHOCTb YIPOIIEHHS M IOJIHOM aBTOMAaTW3alMd MpOLEAYypbl F€HOTUIUPOBAHUS IpU
BBICOKOU MPOIYCKHOW CITIOCOOHOCTH J1ab0OpaTOpHH;

e BO3MOXXHOCTb MCIIOJIb30BaHUS OYEHb KOPOTKUX LieneBbix ¢pparmentos JJHK (Brmnots 1o 40-50
I.H.), YTO aKTyaJbHO JUIS aHAIN3a CHJIBHO JETPaJupOBAaHHBIX 00Pa3loB (MIPH MOCIEACTBUSIX
TEXHOTEHHBIX M MPUPOJHBIX KaTacTpod, BO3AEUCTBUS BBICOKUX TeMIepaTyp, Ipu OOJbIIOM
BO3PACTE UCKOMAEMbIX OCTAHKOB U T.1I.);

e OJIHO3HAYHOCTh YCTAHOBJIEHMsSI TEHOTWUIIA, HA YPOBHE KOHKPETHOTO HYKJIEOTHIHOTO
OCHOBaHHMS B 3afaHHOM nmo3unuu uenu JJTHK.

3/1eCh HYKHO TaKKe€ OTMETHUTh, YTO IMOJABJISIONIEe OOJBIIMHCTBO CHHUIIOB SBISIOTCS
MPOCTBIMU ABYX-aJICNbHBIMH MOJIUMOpP(PHU3MaMH, YTO HCKIIOYAET PsJl BO3MOXKHBIX TEXHHYECKHX
OLIMOOK U HEOJIHO3HAYHOCTEH, MPUCYIINX T€HOTUITUPOBAHUIO MUKPOCATEINIUTHBIX JIOKYCOB.

JIOTIOJIHUTENBHO, JOCTAaTOYHO OOJBIIOE KOJMYECTBO CHUIIOB (M HEKOTOPBIX JApPYTUX
NOJUMOP(HBIX MapKEPOB) celuac yke PYTUHHO MCCIENYeTcsl B paMKax MEAWKO-T€HEeTHUECKUX
TECTUPOBAaHUH, B TOM 4HcClIe ceMelHbIX. Ha ciyxy camble pazHOOOpa3Hble «nanenu eeHemuidecKux
npeopacnoNoHCeHHoCmely: PEeNpoIyKTUBHOE 30POBbE W MATOJOTHH IUI0JA, PUCKU HapYIIEHHM
CHCTEMBl CBEpPTBIBAaHUS KpOBH, OOJE3HM cCepAla M COCYJOB, OHKOJIOTMYECKHE 3a00ieBaHus,
aJIKOTOJIbHAsI M HAPKOTHYECKas 3aBUCHUMOCTb, HapylIeHHs: oOMeHa BemecTB, cuHApoM Kuinoepa,

CIIOpTHUBHAA YCIICHIHOCTD, OJKUPCHUC, (I)apMaKOFCHCTI/IKa, u map.

Buibpocume npedvioyuyio eepcuto! Tocneounssn pedaxyus ookymenma: gepcusi 1 (June, 2018)



Ilpoepamma Gency, pykogoocmeo nonvzosamens: cmp. 30 uz 38

AHaNM3Bl YPOBHSA «NOJHOE 2eHemuieckoe 00C1e008anue 0 MyHCUUH (HCeHuun)» 0OBITHO
BKJIIOYal0T He MeHee 40 pa3nuyHbIX T'eHOB. B ciiyuyae Takoro oOcieoBaHUS BIIOJHE PE30HHO
UCTOJIB30BaTh pe3ynbraThl (> 40 monuMoppHBIX MapKEPOB) ISl OLEHKH «YHHUKAIHLHOCTH
YCTaHOBJICHHOTO TEHOTHUIIA B JIOKAJIbHOW TOMYJISIIIHH.

Ecamm  roBopute o Mapképax InDel (INDEL, insertion/deletion, Ttaxxe DIP,
deletion / insertion polymorphism, nonumop$u3M THIIA IeNCIHsI-BCTaBKa), TO OHHU TAKKE SBIISTIOTCS
NPOCTBIMH JIBYX-aJUICIbHBIMU cHCTeMaMH. [l WIeHTU(UKAUK JHUYHOCTH W YCTaHOBIJICHUS
ciopHoro pojnctsa emé B koHie 2000-X TIT. MOSIBIIIUCH TOTOBBIC PEHICHUSI B BUAC KOMMEPYECKHX
Ha0OpOB I TaKHUX JIOKYCOB, Hampumep Pereira et al., 2009; Investigator DIPplex Kit (Qiagen,
I'epmanns). Heckonbko OCOOHSKOM B 3TOH ke rpynme HaxoasaTcst Alu-moBTopbsl (MOOMIIBHBIC
AJIEMEHTHl TEHOMa), TIOBTOPSIOMIASACSA TIOCIEOBATEIIEHOCTh KOTOPHIX HMMEET OTHOCHUTEIHHO
oousbion pasmep, okosio 300 m.o. OmxHAKO M ISl HUX OBUIM TPEJIOKEHBI TOTOBBIE PEHICHUS IS
uneHTudukanuu 1maHocTy (32 mapképa, Mamedov et al., 2010).

Bonee moapoOHyro mHDOpMAIMIO HA TEMY HCIOJIB30BAaHUS JBYX-aJUICIIBHBIX MapKEPOB B
UACHTU(DUKAINH JTUYHOCTH U YCTAHOBJICHUH CIIOPHOTO POACTBA MOXXHO HAWTH, HaIIpUMep, B 0030pe

Schneider, 2012 nnu 1o ccelake: http://strbase.nist.gov/SNP.htm.

st mporpamm Pindex n Gency pabouune (aiiyibl y)Ke CO3[aHbl s psiaa JBYX-aJlIeIbHBIX
JIOKYCOB, a TaKXXe Ui OTJAEJIbHBIX MUHU- U MUKPOCATEIIMTHBIX MAapKEPOB, aKTyalbHBIX B IIEPBYIO
ouyepeb B MEIUKO-TEHETHUYECKOM KOHCYIbTHUpoBaHMU, Hampumep: CCR5-delta32, D7S8, GYPA
(glycophorin A), HLA DQAI, ILIRN-VNTR, LDLR (low density lipoprotein receptor), NOS3-

VNTR, UGTIAI1-STR. Bo3MoxHO co3anue pabounx ¢GaiaoB Mo Jr00bie HOBBIC JIOKYCHI.

Buibpocume npedvioyuyio eepcuto! Tocneounssn pedaxyus ookymenma: gepcusi 1 (June, 2018)


http://strbase.nist.gov/SNP.htm

Ilpoepamma Gency, pykogoocmeo nonvzosamens: cmp. 31 uz 38

JTokycCbl Ang yCTaHOBNEHMS NOSIOBOM NPUHAAIEXHOCTU Y MapKEPbI XPOMOCOMbI Y

[IpakTdeckn BO BCE KOMMEpPYECKHME MYJIbTUIUICKCHBIE HAOOPHI, HCIIOJIb3yeMbIC B
HACTOAIIEE BpeMs MJii YCTAHOBJIICHHUS CIOPHOTO POJICTBA, BKIIOYEH JIOKYC aMeNl02eHUHA
(amelogenin, Amel, AMEL) — nins onpenesieHust TIOJI0BON MPUHAIICKHOCTH KaK 00CIeayeMbIX JIHII,
Tak ¥ OMOJIOTMYECKUX CIIEJIOB YEIOBEUECKOTO MPOUCXOXKIACHUsA. boiee TOro, B CBSI3U C Y3KHMH
MECTaMH aMeJIOTCHUHOBOTO TECTa, B MYJBTUIUICKCHBICE HA0OPBI «IOCIEIHETO ITOKOJICHUSD)
BKJIFOUCHBI JIOTIOJTHUTEIBHBIE MapKEPhI, PacloyiOKeHHbIE Ha XpoMocoMme Y uyenoBeka (DYS391,
DYS570, SRY, Y-indel u np).

B menoMm, pe3ynbTarhl YCTAaHOBJICHHS IOJIOBOM MPUHAIICKHOCTH OOCIEIOBAHHOTO JIMIA
(oObekTa) He BIAMSIOT Ha 3HA4YeHUS RMP, TOCKOJIbKY KOHKPETHBI KOMOMHHMPOBAHHBIA T'€HOTHII
BCTpeuaeTcs, Ipy0o TOBOps, C OJUHAKOBOM YaCTOTOM KaK Cpeau MY>KYMH, TaK U CPeld >KEHIIHH.
OpHako yCTaHOBJIEHHME MOJIOBOW MPHUHAJUICKHOCTH YJIBaUBAE€T 3HAYMMOCTh PACYETOB YaCTOTHI
BCTPEUAEMOCTH COBIAJIAIOIIETO TeHOTHIA. Hampumep, BBIBO MOXKET ObITh CHOPMYIHPOBAH YKE
CJIEIYIOIUM 00pa3oM: «YCMAHOBIEHHbIU KOMOUHUPOBAHHBIU 2EHOMUN OHCUOAEMO 8CMpedaemcs y

00H020 u3 NNN myonrcuun .

Ecan roBoputh mMeHHO O Mapképax xpomocoMbl Y (0€3 JoKyca amenoceHuHa), TO
pe3yNIbTaThl UCCIICOBAHUS CIEAYET HHTEPIPETUPOBATH B COOTBETCTBHHM C TEM, YTO BCE TaKHE
JIOKYCHI SIBJISIFOTCSL  CIETUIGHHBIMH MEXIy co00i u  (GOpMHUPYIOT [TOCTaTOYHO YHUKAIBHBIH
MYJIbTUIOKYCHBIH eannomun. TlodTOMy IS HECKOJIBKHUX MapKEPOB XPOMOCOMBI Y TIPABHIIO
MIEPEMHOKCHHSI YaCTOT aJiesiel (TeHOTHIIOB) HEMPUMEHUMO. B 3TOM II1aHe YMECTHO TOBOPHUTH O
qacTOTE BBIABIICHHOT'O KOM6I/IHI/IpOBaHHOFO rarioTuna MMCHHO JIsI COBOKYITHOCTHU BCEX TaKHX

JIOKYCOB.

Taxum 00pazom, UCHONIB30BaTh IS pacu€ToB RMP «T€HOTUIBI» M0 MapKépaM XpOMOCOMBI
Y u nokycy amenozenuna He caenyer. IlpenyBenomienus 06 3ToM J00aBIEHBI HEIOCPEACTBEHHO B

cooTBeTcTBYytomue daitnsl (AMEL.xls u ap.).

st mporpamm  Pindex n Gency mo nokycam Amenoeenun, DYS391, Y-indel, DYS570,
DYS576 taxxe co3maHbl pabouue ¢aiiabl. DTO CIAETaHO B MEPBYIO OYEpenb JJIi TOTO, YTOOBI
COXpaHATh B (ailie pe3yiabTaToB TMONHBIE JaHHBIE 000 BCEX YCTAaHOBIEHHBIX TE€HOTHIAX

o0cie1oBaHHBIX JIUIL (OOBEKTOB).
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JToKyCbl, pacnonoXeHHbIE Ha XPOMOCOME X YeroBeka

[TonmumopdHbIE MHUKpPOCATEIUIUTHBIE JIOKYCHI, PACIOJOXKEHHbIE Ha XpoMocome X (HKC)
YeJI0OBEKA, B IIOCIEAHHUE OBl BCE IUPE UCIOIB3YIOTCA B MOJIEKYJISIPHO-TEHETUYECKUX IKCIIEPTU3aX
CIIOPHOT'O POJICTBA U UAECHTHU(PUKALUN JINYHOCTH.

VY KEeHIIMH B HOPME IPUCYTCTBYIOT JBE XpoMocoMbl X. Torma xkak y My»XK4YuH B HOpME
IIPUCYTCTBYET TOJIBKO OJHA Takas XpPOMOCOMAa, TO €CTb Yy HHMX BCE JIOKYChl Ha X-XpOMOCOME
HaxXOJATCS B 2eMU3USOMHOM COCTOSSHUM. OTO SBJISETCS NPUHLMINNAIBHBIM pa3iuuueM X- U
ayTOCOMHBIX MapKepOB.

IIpu pacuérax 4acTOT I€HOTHIIOB CIEAYeT MMETh B BHUJIY, YTO MOIYJALMOHHAS 4acToTa
TeMU3UTOTHOTO IO aJUIETI0 A MY)KUYUHBI paBHAa COOCTBEHHO MOIMYJISIIMOHHON 4aCTOTE ATOTO aJlIess
p(a). Toraa Kak NomynsLUOHHAs YaCTOTa TOMO3UIOTHBIX A4 U T€TepO3UTOTHBIX AB *EeHIIUH paBHA

pla)’ u 2p(a)p(b), COOTBETCTBEHHO (KaK UIs ayTOCOMHBIX JIOKYCOB).

B a}HHﬂ B Tekymeii Bepcuu mporpammbl Gency aaroputMm pacuéra 4acTOThl I'€MHU3HTOTHOTO
reHoTurna He peanu3oBaH. llosTomy pacuéT YacTOT T€HOTHUIOB MO JIOKycam X-

XPOMOCOMBEI 6YIICT BBIITOJIHCH KOPPEKTHO TOJIBKO B OTHOIICHHWHU KCHIIWH.

B HacTosee BpeMs IOTOBBIM K HCHOJB30BAHUIO CIY)KEOHBIM (haill co3aH TOJNBKO IJis
Takoro Jokyca X-xpoMocoMmsl, kak HPRTB (daitn HPRTB.xls). K coxxaneHuto, aieKBaTHbIE TaHHbIE
0 4JactoTax ajuieneil B nokyce HPRTB nns xkakux-nu0o pOCCHUICKUX HOMyJALMNA pa3paboTyrkam
IIPOrpaMMbl B HACTOAILIEE BPeMsl HEM3BECTHBI. B enquHCTBEeHHOW HaliieHHON palote [Acees u dp.,
1995] wactoTHOE pacrpeneneHue ajuienaed Juig 3Toro Mapképa OBUIO HM3Y4€HO Ha BechbMa
MaJlouncieHHOW BbIOOpKe (50 HEpOJICTBEHHBIX YEJIOBEK), Yero $BHO HEIOCTaTOYHO JUIs
HCIIOJIB30BAaHUS OTHUX JAHHBIX B KQUE€CTBE dTAJOHHBIX JJI PYCCKOM MOITYIISILUN.

B nacrosimee Bpemst B pabouem ¢aiine ans nokyca HPRTB npuBeneHa «KOHCEpBAaTUBHAs
OLIEHKa» 4YacTOT ajuleNed Uii PYCCKOW Momynsuud. B kadecTBE OMOPHBIX JaHHBIX OBLIH
MCMOJIb30BaHbl YAaCTOTHl ajulened B momyisuuu l'epmanuu u3 pabotel [Becker et al., 2008].
UccnenoBannas BeIOOpKa BKIt0UYana 717 HEpOACTBEHHBIX YEIOBEK, B TOM uncie 439 myxxuuH u 278
KEHIIMH. DTaJOHHBIE YacTOTHI ayiened nisi eBporneousioB W HerpoB CIIA Takke BHECEHBI B
pabouuii daiin, 11 3TOro OBLIM MCIOIB30BaHbI JaHHBIE U3 onucaHus K Habopam GenePrint STR

Systems (Promega Corporation, CIIIA).

[Ipu pacuérax cienyer Takke UMETh B BUIY, YTO BCE X-MapKEpHI JIOKATU30BaHbl HA OJHOMN
xpoMmocome. HekoTopeie pacrosnokeHHbIe OJIM3KO APYT K APYTY JOKYCHI CHEIMIIICHBI MEXKY CO00M, U

IMO3TOMY MOJY4YacMbIC [JId HHUX 3HAUCHUA 4YaCTOT I'CHOTUIIOB IIPpU pacqéTe KOM6HHHpOBaHHOFO
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3HaueHus RMP Henb3si MPOCTO MEePEMHOXKATh (HEKOPPEKTHO). JIJIsi TakWX CIEIMJICHHBIX JIOKYCOB

opu pacuérax RMP cnenyer OIEpUPOBATH HE YaCcTOTAMHU OTHEIBHBIX ajUICJICH II0 KaKIOM
Y y

Mapk€py, a 4acTOTOU ecanjiomuna, TO €CTh Habopa ajuiesei, TOKATH30BaHHBIX Ha OJTHOM M3 MapHBIX

XpoMocoM 10 BceM 3TuM Mapképam. [lpu sTtom Qopmynsl pacuéTroB MHpH HCIOIb30BAHUU

ramjoTHuIIOB BMECTO OTACIIBHBIX ajyIeNield OCTaloTCs TaKHMMH Jke. Eciim aHaimm3 ramjoTHIIOB JJIA

TaKUX CLCIIJICHHBIX JIOKYCOB I10 KaKUM-TI100 MNpuIrnHaM HCBO3MOXCH WJIN 3aTPYAHHUTCIICH, TO IJIA

pacuéroB RMP cienyer HCIOJIBb30BaTh TOJBKO OJHO 3HaueHHe (; (Wig OAHOIO Mapképa) u3

KaX(HOﬁ I'pyImbl COCIITICHUS.

HopaboTtka 10

[TonpazymeBaeTcs (BO3MOXKHA) CIIEyIOIIast ToOpadoTKa MPOTrPaMMBbl:

v

3arpy3ka COXpaHEHHBIX paHee (aillloB C pe3yiabTaTaMd pacu€ToB Ui HX
penakTupoBaHus (mepecuéra o APyruM STaJIOHHBIM 4acTOTaMm);

UMIOPT JaHHBIX U3 TEKCTOBBIX (hailJIoB pe3ysIbTaTOB C T€HETHUUYECKUX AHAIN3aTOPOB
(GeneMapper v nip.);

BBIBOJ B (hailyi pe3ylbTaTOB XPOMOCOMHOW JIOKaIHM3allMUd BCEX HCCIECIOBAHHBIX
JIOKYCOB;

BO3MOXKHOCTh BbIOOpa Oojiee KOHCEpPBAaTHBHBIX (OpPMYNI pacdyéra YacToT
TOMO3MIOTHBIX T'€HOTHIOB (B YAacTHOCTH, MCIIOJIb30BaHHEe (GOpMynbl 2p B
JIOTIOJIHEHUE K p”2 J1sl HUBENMPOBaHUA 3P (HEKTa «JT105KHON TOMO3UTOTHOCTHY);
BO3MOXXHOCTh HCIIOJIb30BaHMs CIIELUAIbHBIX KOPPEKTHPYIOIIKUX MOMYJISIIMOHHBIX
koa¢pdunrenTos (korpdunnent uHOpuaunra, Fsr, 6);

co3laHue pabouynx QailyioB ISl JOMOJIHUTENBHBIX JIOKYCOB X-XPOMOCOMBI U
peayM3anysl aNropuTMa pacuéra 4acTOT T€MHU3UTOTHBIX TE€HOTHIIOB IO JTUM

MapKképam.

Buibpocume npedvioyuyio eepcuto! Tocneounssn pedaxyus ookymenma: gepcusi 1 (June, 2018)



Ilpoepamma Gency, pykogoocmeo nonvzosamens: cmp. 34 uz 38

PelueHune 3aTpyaHeHuUn

JlaHHBINA pa3zen OyAeT HAMOJNHATHCS 10 MEpE BBISABICHUS KAaKUX-THOO 3aTpyAHEHUH IMpH
UCIOJB30BaHUU 1niporpammbl. Iloka 95TO nuCT 11 3aMEYaHMld M TOXKEJIAHUH KOHEYHBIX

OJIL30BaTENEH.
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BnarogapHocTu

Hunepnannckomy xynoxuuky nepuona CesepHoro Bospoxaenuss Heponumy bocxy
(Hieronymus Bosch, oxono 1450-1516) 3a Tpuntux «Caod 3emuwix HacaaxcoeHui», GparMeHT
KOTOPOT'O MCIIOJIb30BaH Ha 00JIOKKE HAcTOsIIero PykoBoicTaa.

Hageemcsi, 4To 3Ta WIUTFOCTpAIUsl HATVISHO TOSCHSET OTACIBHBIM HEMOATOTOBICHHBIM
YUTATENSIM TOT (PAKT, YTO BOZMOXKHO C1yualiHoe cognadeHue KOMOMHUPOBAHHOTO TEHOTUTIA MEXKIY
JIBYMSI Pa3HBIMH JIFOJBMH, MPOXKUBAIOIIMMHU Ha 3emiie. [10JHOCTBIO 3TOT TPUNTHX B BBICOKOM

paspenieHuy MOKHO IMOCMOTpeTh Ha caiite Myses [Ipano (Manpun):

https://www.museodelprado.es/coleccion/obra-de-arte/el-jardin-de-las-delicias/02388242-

6d6a-4e9¢-2992-e¢1311eab3609

Okcniepty @I'KY «111 I'maBHBI rocymnapCTBEHHBIH IIEHTP CYIAeOHO-MEAMIIMHCKHX U
KPUMHUHAIMCTUYECKUX dKcrepTu3 MunucrepcrBa 060ponsl Poccuiickoit denepanun» (r. Mocksa)
XapmamoBy Ceprero [1e6oBrdy — 32 TEXHUYECKOE 3aJaHHE HA TIPOrpaMMy, TECTHPOBAHHE TICPBBIX

pabounx BepcHil U KOHCTPYKTUBHOE 00CYKIeHUE.

[Ipoexty Sci-Hub u nuuyno Asekcanape Dn0aksaH — 3a yCTpaHEHHE Mperpaj B MOMCKaxX

HOJIHBIX TEKCTOB CTATEU.

ObpaTHaga cBs3b

Co BcemHu BoOIpOCcamu, 3aMEUaHUSAMH, MMOXKETAHUSIMU U TIPEIOKESHUSIMU — 00paIianTecs!
Edpemos Uinbs AnekceeBuy, K.0.H., C.H.C.

Mo0. Tenedon, Viber: +7 (903) 786-4-789

9. moura: info@tapotili.ru Caiit: www.tapotili.ru Facebook

JIaGoparopus XUMHYECKON GU3NKHU U OMOaHATUTUYECKUX MTPOLIECCOB
Wucturyra Onoxumudeckoit puszuxu um. H.M. Dmanyansa Poccuiickoil akagemun Hayk

(UbX® PAH). 119334, Poccus, r. Mocksa, yi. Koceiruna, a. 4.

KonTakTh! ABTOPOB TaKXE AOCTYIMHBI HEIMOCPCIACTBCHHO B caMoi nmporpamMme HaXaTUEM

KHOTIKU « O npozpammen.

OO6HOBIeHUST CMy)KeOHBIX (halIOB BBICHUIAIOTCS AaBTOPU30BAHHBIM TIOJB30BATENISIM TI0

3ampocaM, IPUCIIAHHBIM T10 3JIEKTPOHHOM ToUTe.
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