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Mporp&eneya pykoBOACTBOC MABUEAB3 0B aTE¢
Cnu1coK cokpaLleHun

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
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Mporp&eneya pykKkoBOACTBOC Mpund83 0B aT ¢
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
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Mporp&eneya pykKkoBOACTBOC MDUA83 0B aT ¢

HasHayeHue 1 KpaTkoe onncaHue nporpamMmmel

IMporpamma mnpenHasHaueHa st pacuéra 9 J totsW Is dzts fyls mMdzlz yO2? dzs G ts
C sd3B d dzd 6 B ® Odizdts afiffs anamusupyemsix Ouonoruueckux obpasuoB npu JTHK-
HCCIICIOBAHKUSX U MOXKET OBbITh HCIOJB30BaHA B JKCIIEPTHOW MPAKTHKE CYAeOHO-MEIUIMHCKHUX,
KPUMUHATUCTHYECKHX, KIMHHUKO-IHATHOCTUYECKUX, TMCTOJOTHYSCKHX M JAPYrHX JabopaTopHii,
3aHUMAFOIIUXCS UACHTU(PHUKAIMEH TPOUCXOXKICHUSI OMOJIOTHUCCKUX 00pa3ioB (MaACHTU(UKAIHCH

JIUYHOCTH).

IIporpamma oGecrnieurBaeT BbINOJIHEHUE CIEIYIOMUX (QYyHKIIMMI:

V' BBIOOD ATAIOHHOM MOMYJSALUH I PaCYETOB;

\V BBOJ TCHOTHUIIOB JJII OJHOTO OOCIEIOBAaHHOTO Jula (00BEKTa) MO OTICIbHBIM
JIOKycaM;

V pacuér nomyJsUUOHHOW YacTOThl BCTPEYAEMOCTH BBISABJICHHOI'O T'€HOTHIA IIO
KaKJIOMY JIOKYCY;

V  pacy€r nomyiasUOHHON YacTOThl BCTPEYaEMOCTH KOMOWHHUPOBAHHOI'O T€HOTHIIA I10
HECKOJIbKUM BBIOpPAaHHBIM JIOKYCaM;

V  coxpaHeHue pe3yabTaToB pabOThl B OTAEIBHOM (dailie;

V BO3MOXHO H3MEHEHHE KOH(PUrypauuu CiayxkeOHbIX (PalIoB MO YCMOTPEHUIO
MI0JIb30BATENs], B TOM YMCJIE CO3JaHHUE OMOPHBIX (ITAJIOHHBIX) YACTOT ajuleneil auis

000 JTOKAIBHOW MOMYISIIUH.

Iins Tepmuba 9 j oW S dAg@igis y 02 dzs e s mMseo f OH J ded W-" ~9) B 3B
G J dzts s -tf ®)B pycCKOSIBBIYHON JUTEpAType HCIOIB3YIOTCS — CIEAYIONIMEe CHHOHHMBI:
BEPOATHOCTbL C/hAy4yYyaWhHOro coBNnajgeHUs, BEpPOATHOC
NPU3HaEKBOOBAI THOCTb CANy4yYannHOT o B aeuoisishiangiieHTaparyper—€ H 0 T 1
chance of a random matcBNA profile population frequency, DNA profile probability, genotype
frequencyprobability of a random matclendom 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.
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Mporp&eneya pyKkoBOACTBOC MBUIEA83 0B aTE¢
Ha mepBom »srtame pa®oThl ¢ TPOrpaMMoOi OCYIIECTBISETCS BBOJI YCTAHOBJICHHBIX IS

MCCIIEIOBAaHHOTO 00pa3iia TeHOTUINOB MO0 O T A1 € /1 b H bl M. Hal ©rdpoM 1AM, omnsaTh Ke 10
OTJIETbHBIM JIOKycaM (1O MPOM3BOJIBHOMY YHCIY JOKYCOB), PAaCCUUTBHIBAIOTCS MOIMYJISIIMOHHBIC

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

pz—,ﬂ'ﬂﬂ roMo3 nr oT,H blX reHoTMnMnNOoB

2pq=2%p*q—-pnNnAa T eTepo3WrMaitoBblX T €H

rac p u q — COOTBCTCTBYIOIIKUC YAaCTOThI BBIABJICHHBIX aJiIeNne.

Ha 3aBepraromiem srare paboThl paccunThiBaeTca 4 a C T OT a KOMOMHUMPOBAHH:
(randommatchprobability, RMP) ytém nepeMHOXEHHsI MOMY/ISIIMOHHBIX YaCTOT YCTAHOBJICHHBIX
reHoTHIIOB Q) JUTs BeeX (MITH MPOU3BOJBHOTO YKCIIA) MCCICIOBAHHBIX JIOKYCOB, COTIIACHO N P & B U N1y

nepemmH o palucuue,

RMP=0y ;o 2 *ocsasie 52 * o @ dzj v dad 2 s € 2

Z[OHOJ'IHI/ITGJ'IBHO BenununHa RMP uuncienno BbIPAXXACTCA U KAaK 06paTHa51:

1 =1/RMP

RMP

B TepmuHax O O MHNNN(H a n p naveeypx, MU JT/BMUPIZIVADSHTOMBC OT T bIC 4

TpeXx)HeT 0B eK
[TonydyeHHble pe3ynbTaThl PAcUETOB COXPAHSIIOTCS B OTAEIBHOM (ailie pe3ysibTaToB

dopmara Microsoft Excelu moryr ObITh HEMOCPEACTBEHHO HCHOJIB30BaHbI MPH OPOPMIICHUH

3axmroueHus Dxcnepra (39).
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Mporp&eneya pykKkoBOACTBOC MPUA83 0B aT ¢

YCnoBumsa Ncnosib30BaHNA NporpamMmbl

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

[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 NpPOTpaMMbl W JUIS TPOJOJDKCHHS paboThl HaxmuTe KHOMKYy C )} f6 ( dzd d30% e
Haxarue »TOl KHONKM O3HadyaeT NoJHOE coriacue Jlunensuarta (Iosp30Bareis) €O BCEMH
nynkTamu JIC. B ciydae Hecornacus monb3oBaTens ¢ KakuM-nmn6o nmyHkrtom JIC crnexyeT HaxaTh
KHOMKY G| J 16 dzd d3fork@3aTrbest OT MCHONIB30BAHMUS IPOTPAMMBI.

JIMIeH3MOHHOE COTJIAIICHHE COAEPKUTCs B (aiiie licence.txtu MoxeT U3MEHATHCS TOJIBKO
MPaBoOOJIAAATeNIIMU  TIPOTPAMMBI B OJTHOCTOPOHHEM TIOPSAKE B JIFOOOM MOMEHT BPEMCHH.
VYBenomnenne ABTopu3oBaHHBIX llonmp3oBareneld O BHECEHHBIX HM3MEHEHHSIX B  YCIOBHUSA
JUIEH3MOHHOTO COTJIAIIEHUSI OCYIIECTBISIETCS B IMPOU3BOJBHOM (popMe, MPEMMYIIECTBEHHO IO
anekTpoHHOU TouTe. [Ipogomkas MCIONB30BaTh MPOTPAMMY TIOCIEC BHECCHUS TaKUX H3MCHCHHIA,

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.
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Mporp&eneya pykoBOACTBOC MBWEA83 0B aTE

CucrtemMHble TpeboBaHng

[Iporpamma HamucaHa B cHCTEME IporpaMMupoBaHus Java MuHUMalbHBIE CHCTEMHBIC
tpeboBanus: mpoueccop 1,73 GHz omeparuBHas mamsats 1,0 Gbyte omepanmonnas cucrema
Microsoft Windows (XP wu Bbime). O0si3aTeIbHO HaJH4YHe HAa padoyeM KOMIbHIOTEpe
npeaycraHoByeHHOro nakera Microsoft Office Excel (2003 u Bbi1Ie).

AunbrepHatuBHble oducHbie nakeTsl (OpenOfficen np.) He ronsTes.

Jliis pa®oThl ¢ mporpaMMoin Takke HeO0OXOJAUMO YCTaHOBUTHh Ha KOMITBIOTEP MPOTrPaMMHOE
obecreuenue Java(ue ke Version 8, Update 4d0becmiatHoe mporpaMMuoe obecrieuenne Java

pU HEOOXOAMMOCTH CIIEIYET 3arpy3UTh WK OOHOBHTH C caiiTa pa3padoT4yHKa:

https://java.com/download

ITpu ucnons3oBanuu nporpammbel GENCYHa pasauuHbix Bepcusx Microsoft Windowsmoryt
BO3HUKHYThH CJIydad HEKOPPEKTHOM paboThl Mporpammel. bosee moapoGHas mHpOpManus Ha 5Ty
TeMy IIpuBeZicHa B paszfene Pemenune 3aTpyaHennid Hacrosmero PykoBoacrsa.

[Ipy WCIONB30BaHUKM KOMIBIOTEPOB € UNIX-OMOOHBIME OTEPAlMOHHBIMUA CHCTEMAMHU
(UNIX systerrike) neooxomuma ycranoska OC Microsoft Windowsin6o BTopoii cucteMoid, 1100

BuptyansHoi Mammuoi (VirtualBox VMwareu T.11.).

3anyck nporpaMmmbl

[Tporpamma mocrtaBnsiercss 6o Ha USBhakonurene, mubo 1mo 31eKTpoHHOW mouTe. B

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

Jlist ycremHoro 3amnycka nporpaMMbel HE00X0IMMO Hallnuue B €€ KaTajore Tpéx (aiiaoB —
gencyexe gency.kew licencetxt, a Taxxe nByx mojakaranoros: datau gency_libco cnyxeOHbIMU
¢daiinamu. IlogpoGHee dopmar 5Tux (GalaoB W TOAKATAIOTOB OYIET ONHWCAaH HIKE, B
COOTBCTCTBYIOIIIUX pa3Jiciax.

3amyck mporpaMMbl OCYIIIECTBISETCS BBI30BOM (aitina gencyexe

[IporpamMma ycremrHo 3amyckaeTcs kKak ¢ kécrtkoro gucka [1K, tak u ¢ BHemmamx 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.
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Nanka nporpamMmmsbi

Ha npuBenénHoM HMXe pUCYHKE H300pakeHa CTpyKTypa pabodeld MamKd HpOTrpPaMMBL,

KOTOpas BKJIIOYAET BCE HEOOXOUMBIE JJIst pabOThI (pailyibl U KaTaJoTu:

= M=1E3
Mavn  Mpaska Bua  MsbpanHoe  Ceperc Cnpaeka ﬂF
@ Hazan - -\J Lﬁ p Makick H_" Mankm - @ CHHXPOHHZAUMA NankKy

[

data " gency_lib

3amauq AnA paidnos 4 nanok ¥
Apy¥rve MecTa ¥ e
[——
L_J references
MNogpobHo ¥

— gency
Adobe Acrobat Document
an 1003 KE
= licence
== | TeKCTOEEIN AOKYMEHT
= 11 KR

sample_gency_power_plex_16
.;:1 Mt Micrasaft OFfice Excel 97...
il | 16 KE

o gency

gency. key
dhakin "KEY"
1KE

sample_gency_identifiler
M1t Microsoft Office Excel 97...
1 KB

€|

daiinel gencyexe gency.kew licence.txtsapastorcst ucnoaHseMbiM (GailioM mporpamMMsl,
KIIIOUOM ABTOPU30BAHHOI'O I10JIB30BATCIA n TEKCTOM JJUIIEH3UOHHOT'O CorJialli€Husd,
cooTBeTCTBeHHO. OHM 00513aTEIBHBI JIJIST PA0OTEHI.

daiin gencypdf seisercs PY K 0B O A C T BOM (B0 ére &iDiR adraere),au3
pOrpaMMbl OH BBI3bIBACTCSI KHOMIKOU ¢ ¢ 1 16 O B Ai1s(paboTocrnocoOHOCTH He KPUTHYCH.

daiiner  samplegencyidentifilerxls u samplegency power plex 16xIs sBustoTcs
npuMepaMu (HailioB pe3ynbTaTOB ¢ T€HOTHUIIAMHM W pacuéTamy, OHHM TaKKe HEeOoOsM3aTeNbHBI IS
yCIIeNIHOM paboThl. DTH (ailyibl UCIIONB3YIOTCA B HACTOsIIEM PyKoBOJCTBE MpU ONMHUCAHUH PaOOTHI

POTrpaMMBl.

B xaramorax data m gency_lib maxomstcs paboume daiinsl mporpaMMbl, U 00a 3THX

Karajora sIBISIFOTCS 00s3aTeNbHBIMU 151 paboThl. KaTamoru oOHOBIsIEMbIE.
B karamore referencesnaxomsrcs ¢aiiapl cTareil ¥ NPUIOKEHHH K HHUM, COJAEpIKalllne

OTAJIOHHBIC AJJICJIBHBIC YaCTOTBI AJIsI BCEX HCIIOJB3YEMBIX JIOKYCOB. OOHOBJIIEMBIN Karajor,

sBJIsIeTCst 001mM Jutst iporpamm Pindexu Gency Ho ist KOppeKTHOM paboThl OH HEOOA3aTeCH.
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Mporp&ensya pykosoagcTtTBocmAInsdB88 oBarTte

[NepcoHanbHbIN KMKOY aBTOPU3OBAHHOIO NMofb3oBaTens

Kaxxnas aBropuzoBanHas konus GencysanuiieHa nepcoHaIbHBIM KITH0YOM, (aiiil KOTOporo
gencykeyoobs3aTenbHO TO/DKEH HaXOIUThCS B OJHOM MAaIKe ¢ UCIOMHsIeMbIM (paitiiom gencyexe

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,

HakaB KHOTIKY ¢ [ 1 fc 5 G ,tadnpipaep: €

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

Boio6pocunute npepgbigywyt BlepoarmgHasagoieyaswpst @une, 2018



Mporp&ensya pykosoagcTBocmMAln 88 oBarTe

KaTtanor gency lib: cnyxebHble dannbl Java

B karamore gency_libmaxozsres jar-¢pa i foslanria. Java ARchive conepxariue haitis

oTnenpHbIX Onommorek JAR

atin [paera Bwa  MsbpanHoe  Cepevc  Crpagka
’ ( =1 [
l.ﬁ p Mok [1_ 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
— 255 KB — 61 KB
Apyrve necta N icepdf-core-4,3.3 & icepdf-viewer
.i;‘;,.l Executabls Jar File .i;‘;,.l Executable Jar File =
Noapobho — 7E3 KB — 416 KB
E; junit-4.11 E; il Thn: Executable Jar File
.iE;,.l Executable Jar File .i;’;,.l Exec| Memenen: 13,05.2015 12152
— 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
£l | Executable 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 ITPOrpaMMHOTro odecrnieyeHus Java
Conepxkanue nanku gency_liboOHoBmsieTcs: Ui HOBBIX BEpPCUil MPOrpaMMbl. AKTYalbHBIN

Zip-apXuB 3TOT0 Karajora A0CTYIICH Ha caiite (pa3mep okojo 15 Mbyte):

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

Jliist KOppeKTHOM paboThl pOorpaMMbl B Tanke gency libae 1omkHO HaXOAUThCS HUKAKUX

JIpyrux (IOCTOPOHHUX) (paitioB.
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Mporp&ensya pykosoagcTBOCmMARN BB oBarTe

KaTanor data: cnyxebHble dhansbl Ang Ncnonb3yemMbix JTOKYCOB

DT1OoT Karayior sBisercs ooOmmM g nporpamMm  Gency m Pindex CooTBeTcTBEHHO,
OIMCAaHUE KaTauora U CTPYKTYPbl HAXOSIIMXCS B HEM CITY>KEOHBIX (aiijioB HOAPOOHO U3JI0KEHO B
pykoBozacTse st [1 1 H A eHenReaiansl TOIBKO OCHOBHBIE CYIIECTBEHHBIE ITOSICHEHHS.

st ycnemHoi paboThl MpOrpaMMbl B OJHOM Mamke ¢ UCHoJHseMbIM (aiimom gencyexe
JIOJDKEH HaXOIUThbCs Hemycrod karaimor data B HéM pasmerieHsl city:xeOHBbIC (aiiibl GpopmaTa

Microsoft Excel conepkarine naHHbIe 00 STAJOHHBIX MOMYJISIMOHHBIX YACTOTAX aylleied I

HCIOJB3YEMBIM JIOKYCaM:

H=E
Mafin  Mpagka Bug  MsbpaHHoe Cepewc  Cnpaeka 'ﬁ'
@ Hazaa -~ -\) L@ p MoKck Il;‘ MankH v
(3 C\Program Filesigencydata hd | Mepexoa

3 . M —

E
M

Moapobio = amelagenin. xls CSF1PO, s 0151656, x)s 025441 s

K]
il

%
EH EH B EH
D251338. xls 0351358 xls DE5516. xls D75820.xls
THn: MHcT Microsoft Excel
AeTop: Efremow LA,
T [ SJaronoeok; Allele sheet For Pindesx & Gency
Vsmeren: 20,05,2015 17:36
_rﬁ:" _rﬁ Pazmep: 17,5 KB
p—
Das1179.xls 01051248, x5 D125391.xls 0135317, xls

Yucno paboumx ¢aitioB B kartajgore data COOTBETCTBYET YHCIY HCIIOIb3yEeMbIX
T0JIB30BATENIEM JIOKYCOB, 110 MPUHIMIY O A U H @M IMH . OOy dBCIIO0 UCTIONb3YEMbIX

JIOKYCOB HC€ OI'paHHU4YCHO.

B',aH{Hm Jlnsi KOppeKTHOW paboThl MporpaMMmbl B aupekTopur data He JOMKHO HAXOIAUTHCS
o apyrux (moctoponHux) daitnos popmara MicrosoftExcel
Jlnst MaKCHUMAaTbHOM COBMECTHMOCTH HPOrpaMMbl ¢ Tr00biMu KoHbuUrypaiwsmu Microsoft Windows
BCe CIy)KeOHbIe (haiiibl I OTAEIBHBIX JIOKYCOB COXpaHEHBI B «cTapom» ¢opmare «K H 1 Exael

97-2003, ¢ pacupenuem * XIS,
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http://tapotili.ru/doc/pindex.pdf

Mporp&eneya pykoBoacTBOC MABN B oBaTe
Ha3Banus ciyxeOHBIX (alIoB COOTBETCTBYIOT Ha3BaHHAM JIOKycoB. Kaxnprii daiin

COACPIKUT UYCTBHIPC JIMCTA, B KOTOPBIX HNPUBOAATCA YaCTOTLL aliesen JJIs quBIpéX OTAJIOHHBIX
nonysinuit: 6z MGt ¥ ma _ daud,njao tets J t5d HCmcTeet 2 9 A h-avhiite), a
dzj ¢ o' (@urrh u M _ g-black a dzs B OV dzeztiz©©®  ff s fuedzWiwcgY_ ga i n a
othen.

Bo Bcex cmyxeOHbIX (haitnax - KPaCHBIM LBETOM MWCIIOJIb30BaHA I S4YEEK C

HYJICBbIMU 3HAYCHUSAMU YaCTOT ajiyieneii B HUCCICOAOBAHHBIX BBIGOpKaX.

YacToThl anienei 1 pycCKOH MOMYJISIUM, PEJICTABICHHBIE B CTOJ0IAX «B» B MepBbIX
JHUCTaX COOTBETCTBYIOIUX (ailmoB (nMuctel U M A _ (p-8UH),N1 BISIOTCA  KOHCEPBATHBHOM
OLIEHKOM I €BPOIIEONIHOTO HacesneHus Poccun.

Taxas olieHka Oblila BBIIOJHEHA CIEIYIOIIUM 00pa3oM:

1) IIPU CPABHUTEJIBHOM aHAIIM3€ PA3NUYHBIX MOMYJSIUOHHBIX JAHHBIX AJIs HACEJICHUS

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

) MEpPBUYHbIE MOMYJSIMOHHBIE JIaHHBIE B «OIMOPHON» paboTe TMpOBEpeHbl Ha
coorsercraue [1C A€ (monmuas cymma amienbHbIX udactoT) u P X BpaBHoBecue
Xapau-BaiinOepra) — B OTIeNpHOM pasjienie HIDKe 3To Oyner oOcykaarbesi Ooiee
oJIpOOHO;

(i) 4acTOTHl ajyiesied M3 BbIOPAaHHOW «OMOPHOI» mNeuaTHOM paboThl MEPEeCcCUUTaHbl C
y4€ToM  peKOMeHIalMid, W3JIOKEHHBhIX B  pabore  Gjertsonetal., 2007
(PMID: 19083766). Ilpm sToM Bce HyJEBble 3HAU€HUS YACTOT ajulesed u3
MICCIIC/IOBAaHHBIX BBIOOPOK TOJYYHIA MUHUMAJbHBIE aJulenbHble YacToTsl (Minimum
Allele Frequency MAF), yxe ¢ HeHy/IeBBIMU 3HAYCHUSMH;

(i)  Bce moONydYeHHBIC 3HAUCHHMS YaCTOT aJICJCH JIOTMOJHHUTENLHO OKPYTJICHBI C
TOYHOCTBIO [0 TpEX 3HAKOB IOCiE 3amsaTo. B eauHMuyHBIX cioydasx TakKoe
OKpPYIJIEHUE BBINOJIHEHO 1O JBYX 3HAKOB: HapUMEp, I TaKUX «3K30THUECKHX»

nokycoB kak D1S111,CYAR4.

Jlnst  ynoOctBa paboThl  Ajis  OOJIBIIMHCTBA JIOKYCOB — HCTIOJIb30BaHBI  CIIEIYIOIINE
JOTIOJTHUTEJIbHBIC 0003HaueHUs ajuiene: <, >, dzts 9, 02 WT u HekoTtopbie npyrue. Hampumep,
obo3HaueHre «0zts © & P10O0HO HCMONB30BaTh B CAyYasxX, KOTAa MO KaKUM-THOO0 MpHYHHAM
HCBO3MOXHO TOYHO YCTAaHOBUTH BEIIBJICEHHBI aJUIeNIb WM JKE DTOT HeﬁCTBHTeHLHO HOBBIIA

(OTHOCHUTENIBHO PENKHIA) aljienb etl€ OTCYTCTBYET B TaOJULIe AJI aHAIU3UPYEMOTro JIOKYyca.
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Mporp&eneya pykoBoAacCcTBOC MBAnB oBarTe
OOG6HOBICHUS CITY)KEOHBIX (PailIOB MTPOU3BOAATCS 1O MEPE HAKOIUICHUS TMOMYJISIIHOHHBIX

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
reHoma uyenoBeka. @ainbl CO3JaHbl Uil BCEX MHKPOCATEIUIMTHBIX JIOKYCOB, BXOJSLIUX B

COBpEMEHHBIEC MeKayHapoaHbie 6a3bl nanHbix (Mutepnon, CODIS ESSa 1.1.).

Ba}HHU Kondurypupoanue nporpaMMbl BO3MOXHO JJisi pabOTHl ¢ TaKUMU HOTUMOP(HBIMU
Mmapké€pamu, kak VNTRS STRSINDELS SNPS o mo0bie HOBbIE TOKYCHI.
Bo3moxxHO co3manue cimyxeOHbIX (DaillloB MpOrpamMMBl JUISL OTAENBHBIX BUIOB )KUBOTHBIX, TAKXKe

101 JTF0OBIE JIOKYCHI.

IIpu pabore mporpamMma CUMTBHIBACT 4YHMCICHHBIE 3HAYEHUs TOJBKO M3 IMEPBBIX JBYX
CTOJIOLIOB KaXXAOIO JIMCTA, JONOJHHUTENbHAs Ciy)KeOHas HHGpOpMalus B OCTalbHBIX SYEHKax
porpaMMoil urHopupyercs. HactoTel ajuienell CUMTBIBAIOTCA MpOrpaMMmon u3 crosonoB «B» c

TOYHOCTBIO 10 TPEX 3HAKOB MOCJE 3aISATOM.

Ba}HHﬂ YerBépThie JUCTHI Kaxaoro (aitma (nmucter U M A _ (p-athien apennasnaueHsr s
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
nupektopun data ¢aiel TONBKO JUISI TEX JIOKYCOB, KOTOPBIE IOCTOSHHO HMCIIOJIB3YIOTCS B
JKcrepTHOM nmpakTuke. Hanpumep, ecnu pyTuHHO uccnenytores 15-20 oAHUX U TeX ke JOKYCOB, TO
MOXKHO OCTaBUTh B gupekTopur data coorBercTByromme 3TUM JoKycam 15-20 ¢aiinos, a

ocTasibHbBIE (Wbl YAAIUTH WA IEPEMECTUTD B apXHB (B APYroi Karajor).
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Mporp&eneya pykoBoacTBOC MIbmB& oBaTe

Katanor references: nutepartypHble NEPBONCTOYHNKN

DTOT KaTaJloT TaKkXe ABJsIeTCs 00ImuM Jijist mporpamm Pindexu Gencyu conepKuT ctaTby U
JOTOJTHUTEIIBHBIC MAaTEPUANIBI K HUM (TaOJIUIIBI U TIPOYUE MPUIIOKEHHS B BUJIE OT/ACIBHBIX (aAIIOB),
KOTOpbIE OBUIM WCIOJNB30BaHbl U CO3JAaHUS CIY)KEOHBIX (aijIOB MO OTACIBHBIM JIOKyCaM C
4acTOTaMH aJUieliell B PAa3IMYHBIX STAJIOHHBIX MOMYJSAUAX. Hanwmuume Wi OTCYTCTBHE 3TOTO
Karajora Ha paboTOCIIOCOOHOCTh MPOrPaMMbI HUKAK He BIUsAeT. Karamor oOHOBISIEMEIH, MO Mepe
MOCTYIJICHUST HOBBIX MOMYJISIMOHHBIX NaHHbIX. Daiinel Ha3zBanel 1Mo Homepy DOI wm PMID

(PubMedID), pamusiru nepBoro aBTopa v rofy myOJIuKaIlim.

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

nyonukanuu. Hanpumep, st tokyca D18351 B mucte d18sb1-white ykaszano cienyroiee:

yOfmlstslsr Odzdzj dzj 2 HdzW jotetsf jsdHBEEE &OMjdj ddy wz¢ (349 d
Budowle et al., 2 011, PMID: 20878415; } & ¢ ¥ 1,000)

CootBerctBeHHO, s eBporneounoB CIIIA mno sromy 5okycy B mporpaMMe ObUIH
HCIIOJIB30BaHbl YaCTOTHI aiviencii u3 paborsl Budowleetal., 2011 (PMID: 20878415). B mamke
referencesnaxomurcs coorBerctBytommii ¢aitn: PMID 20878415 Budowle etal 2010.pdf. B
JAHHOM ciy4yae roj myOnukanuu yka3zaH kak 2011 nns meuatHoit Bepcuu, HO kKak 2010 — mmst

QJICKTPOHHOI'O BapuaHTa.
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Mporp&enmya pykoBopgcTBOCMIGN BB oBaATE

PaboTa ¢ nporpammon: BbI6op 3TanoHHOM NONynsumMm U BBOA rEHOTUMNOB

bY

[Tocne 3amycka mporpaMmbl HY)KHO BBIOpaTh B BBINAJAMONIEM MEHIO OkHa C )} Sif &z dzw ydw e
HYXHYIO OJTalOHHYI nonyiasuuio. Jlns  pacu€roB mporpamma OyaeT —aapecoBaThCs 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 cieayeT BhIOpaTh B BBINAJAIONIEM MEHIO OKHa G[ (S CemikHblil JOKyC M yKas3aTh
ATl HEro YCTaHOBIGHHBIN reHotum. [locie Haxkatust kHomku Gl ' B fc @ I8 ‘pabGouem mone
IIpOrpaMMbl MOSBATCS Ha3BaHUE JIOKYCa, YCTAHOBJICHHBINH reHoTHI (B hopmate A 1 1 &, Al N €)N b
M COOTBETCTBYIOIIIME YAaCTOTHI ayuieneit (P u () ais BeIOpaHHOM STanoHHOM momynsiuu. [Ipumep

st mokyca D8S1179ua pucyHke HIKE:

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
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Mporp&ensya pykosoagcTBOC M nB3 oBarTte
Jlanee HY>KHO BBIOpaTh M3 CHUCKA CICIYIOUIUN JIOKYC W TMOBTOPHUTH ISl HETO OMHUCAHHYIO

nporeaypy (BBOJ reHOTHIIOB—> KHomKa Gl I B ¢ @4 ’BusyanbHas mpoBepka).
HeBepHo BBeAEHHBIE JAaHHBIE MOTYT OBITH B JIF0O0OW MOMEHT yJIaJeHBl U3 pabodero moss
nporpamMMmbl. J{ias 3TOro HEoOXOAMMO HAaBECTH KypCOp MBIIIM Ha CTPOYKY C OLIMOOYHBIMU

Y

JaHHBIMH, HAXKaTh MPaBYI0 KHOMKY MBIIIH U BBIOpaTh KOMaHay ¢ U H O dzd Is ' e

PaboTta c nporpammoit: pac4E€T NonynagumMOHHbIX YacTOT FreHOTUMNOoB

[Tocne BBO/Ia TEHOTHUIIOB [0 BCEM HCCIIEOBAHHBIM JIOKYCaM Ha CIIEyIOIIEeM dTare padoTsl
paccUnTBHIBAIOTCS. MHIMBUTyaJIbHBIE MOMYJISILIUOHHBIE YACTOThI FEHOTUIIOB 10 OTJEIbHBIM JIOKYCAM.

Jns sToro B paboyeM TIoyie MpOrpamMMbl  CIIEAYyeT KypCOpOM MBIIIM  BBIICTUTH
HHTEPECYIOIIYI0 CTPOKY M HakaTh KHOMKY G { O )y &. [dIBilsbibopa HECKOIBKUX JIOKYCOB
(cTpok) ciemyer BO BpeMsl BbIACTICHHS KypCOPOM JOMOIHUTENBHO HaXaTh U YAECPKUBATh KIABUIILY
cCtrle na knaBuarype. @opMyJibl U pe3yabTaThl PACUETOB YaCTOT 'EHOTHIIOB JUIS BCEX BHIOPAHHBIX
JIOKYCOB (OHHU BBIJICJIAIOTCS MOJICBETKOW) OyAyT BBIBEACHBI B paboveM IOJIe MPOTrPaMMBbI, Kak 3TO
MOKa3aHO Ha pUCYHKe HIDKe. B aToM mpumepe mist pacyéra 4acTOT T€HOTHIOB ObUIM BBIOPAHBI

TOJIbKO J1Ba JIoKyca u3 Tpéx, D8S1179u D73820,

Gency E]El&‘

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
renotunoB. Knonka ¢ | O ) U & pabaasiBacT TOJBKO B OTHOIIEHHH BBHIOPAHHBIX B pabouem

I1OJIC JIOKYCOB.
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Mporp&eneya pykoBoacTBOC MABNnB oBaTe
[Tpu HE0OXOAUMOCTH Ha JTHOO0M dTarne paboThl MOKHO MOJHOCTHIO OYUCTUTH PAOOUYUI JTUCT

(xaonka ¢ 1 d M Is &),learako mpu 3TOM Bece BBEAEHHBIC JaHHBIC U PE3YJIbTAThl PACYETOB OYIyT
yTepsiHbl. BybTe 0CTOPOKHBI.
Ha nrobom sTame paboThl MOKHO COXpPaHHUTh pPe3yibTaThl B OTACIbHOM (aiine (opmara

Y

Microsoft Excelknonka ¢ & s~ tc Odzd Is* e

Ba}HHﬂ Tekymiast Bepcusi MpOrpaMMBbl IOKa HE MO3BOJISCT 3arpy’KaTh pe3yJbTaThl PacuéToB W3
COXpaHEHHBIX paHee (ailinoB.
Taxke He peann3oBaHa (YHKIMS HUMIIOPTA JAHHBIX M3 TEKCTOBBIX (DailloB pe3yabTaToB C
reHeTnyeckux ananm3atopoB (GeneMapperu mp.). CooTBeTCTBEeHHO, Ha KHomke CR 3ff 514 s

H O dzczcrent BpeMeHHas 3ariiyiiKa.

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
komMOunupoBanHoro rexnoruna (RMP) Bce 3HaueHHs dYacTOT TEHOTHUIIOB IO OTICIbHBIM

ayTOCOMHBIM JIOKyCaM MOTYT ObITh IIEPEeMHOKEHBI (M P a BMMEIP € M H 0 praducuue);

RMP=0y ;o 2 *docsasie 52 * o @ dzj v ded 2 s € &2

CoOTBETCTBEHHO, Ha 3TOM (3aKJIIOYUTEIHLHOM) 3Tare pabdoThl MOJIb30BaTENb BHIOMpPAET Te
JIOKYCBI, KOTOpBIE OH cOOMpaeTcst UCIob30BaTh Uil pacuéra RMP. s aToro cnenyer, yaepxKuBast
kiaBuiny CCrrle Ha KiaBHAType, BBIICIUTh B pabodyeM TOJie MPOrpaMMbl MBIIIBIO BCE HYKHBIC

JIOKYCBI, TPH 3TOM BBIOPaHHBIC CTPOYKH BBIACIAIOTCS MOACBETKOM. [locie HaXaThs KHOTKH
L . " y 1
¢l J te] dzdzi pepyuBrater pacuéra RMP u o0OpaTHOH BeTHUHHBI (WD ) s 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.xI®acuér RMP BbimonaeH Toipko 1o mepBbiM 10 JIoKycam, Kak 3TO

BHUJHO B pa60qu IoJIC MMpOorpaMMbI Ha 3TOM PUCYHKC.
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Mporp&enmya pykoBopgcTBOCc MmN BB oBaTeE

=
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 HeoOXoauMOCTH MOXHO CTepeTh paccuuTaHHble 3HaueHuss RMP u (HMKHSSA

kHomKa ¢ [ U d M l€)[8si6pars apyryro KoMOMHAIHMIO JJOKYCOB U 3aHOBO paccuntath RMP.
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Mporp&eneya pykoBoOoOACTBOCMROINB oBAaTeE

CoxpaHeHune pe3ynbTaTtoB M 3aBepLuieHmne paboTbl C NporpamMmmMon

1
RMP’

VYka3aHHbIE T€HOTHUIIBI 10 BCEM JIOKYCaM M pe3yJbTaThl pacuéToB, BkiItoyas RMP u

MOXXHO COXPaHHUTh B OTACIbHOM (aitie pesynabTatoB ¢opmara Microsoft Excel knomka
cd 15 A 6 O dzB1eT daitn MoXKeT ObITh HEMOCPEICTBEHHO MCIOIB30BaH mpu odopmiieHnn 30.
Jlnst okoH4YaHus pabOThl M BBIXOAAa W3 HPOTPAMMbI CIIEAyeT HakaTh Ha BCEM XOPOIIO

3HAKOMYIO KHOIIKY B IIPaBOM BEPXHEM YIJly padOoyero moJs:

[To oxoH4YaHUM PabOTHI HACTOSITEILHO PEKOMEHIYETCS OTKPBITH (haili pe3ysbTaToB yKe B
penaktope Microsoft Excelu okoHuarenbHO MPOBEPUTH yKa3aHHBIH KOMOMHHUPOBAHHBIA T€HOTHII.
Ecnu mpu mpoBepke OOHApYKHTCS, YTO KaKHe-TO aJUiejd ObLIM BBEICHBI HEMPABUIBHO, TO He
cJIelyeT BHOCUTh U3MEHEHUSI HEMOCPEACTBEHHO B penakTope Microsoft Excel [IpuunHa B ToM, 4TO
JUIL TOMO- M TETEPO3UTOTHBIX T'€HOTHIIOB HCIIOJIB3YIOTCS pasHbie (OPMYJIbl pacyéToB, a TaKKe
KXl a/uielib UMEET COOCTBEHHYIO YacTOTy BCTPEYAEMOCTH B MOMyJsAlud. [lodTomy mpH
U3MCHECHUM @K€ OJHOrO ajlielii W3MEHUTCS COOTBETCTBYIONEE 3HAYCHUE IOMYJISIMOHHOM
YaCTOTHI TCHOTHIIA.

JInst ucripaBieHUsT OMIMOOYHBIX T'CHOTHIIOB HYXXHO CHOBA OTKPBITH (paili pe3ysbTaToB B
nporpamme GeNCyu yaaauTh CTPOUYKH C OMIMOOYHBIMU JaHHBIMH B paboueM moJie (TpaBasi KHOIKA
MBIIIH -> KoMaHaa U H O dzd).dTocie atoro ciaeayer 3aHOBO BbIOPATh HYXKHBIHN JIOKYC U3 CITUCKA

H BBCCTHU 110 HEMY HpaBI/IJ'II)HI)II\/JI T'C€HOTHII.
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Mporp&eneya pykoBOACTBOC MRANB oBAaTeE

Mcnonb3oBaHue danna pe3ynbTaToB B TEKCTE «3aKMoYeHUs sKkcnepTa»

@aiin pe3ynbTaToB B OOMIMX YePTaX BBIMJIUT CIEAYIOMIMM 00pa3oM, Kak 3TO MOKa3aHO Ha

npuMepe ¢aitna sample_gency _power_plex_16:xls

¥ sample_gency_power_plex_16 [Pexum coemectumocti] - Microsoft Excel -

PeuEHzlu.iui:EaHne E{ PaspaAaTumK

@ - =
CEwmi 2 B3 ¥enoeroe dopmaTposatie - g=Bcrasute * || X + . i
o] | = uy ] dopmatp 5 : w lﬁ
. #

\ e
- I'.1E|a.q Ba Pa:METr.paHuu,tl ﬂJ-:u':n:l

= &

x

J Tahoma w0 A A== -
E l“'g ~ % 000 [ PopmatwposaTe kak TaBanuy || 3% Yaanute v -
BT g | L& U E S A [EEEEEE g 5 Crunm aeex - Hloopuar= | 2 Sownpe sugente-
Bydep o6m.., LWpudT (P BEIDAEHMBAHME F} Yucno F} CTunm Aueikn PeaakTHpoBaHME
| Al - ) | Nokyt
A B C D E F G f
1] Jlokyc | Annenb 1 Yacrota annena 1 (p) Annene 2 Yacrota annena 2 (q) ®opMyna Yacrota reHoTHna
2 D351358 15 0.254 " 15 p=p 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 " 18 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
8 D135317 I 11 0.353 "o 0.202 2#p*q 0.142612
9 D75820 I 8 0.172 " 1w 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 2.2803893077717554E-14 4.367977069715904E13 |
M A M fuctl ¥ 0 | m ] 0
fotoso | 25 | |ﬁ =]} E” 100% @—D @

MOoHO OTKpBITH (haiin pe3yabTaTtoB B pemakrope Microsoft Excel ckomuposars u3 Hero
SYEHKU ¢ JaHHBIMU W BCTAaBUTh UX B HY)kHOe MecTo 30. [lomyuuBiinyrocs TaOiuIly IpH >KETaHUU
MO’KHO TIpeoOpa3oBaTh B 0oJiee MPUBBIYHYIO0 KOHKPETHOMY MOJB30BATEIO GOPMY.

OzarnaBuTh TaOIUILy PE3YIHTATOB MOKHO CJIETYIOIIUM 00pa3oMm:
t OfMyy s o jtoswWisdesmisd Mz yO2 detséts Mtsof OH jdzedW ¢ j d
d fydztp & O dzdgte df3 § SYlvjls dgj ¢ tefipas'dfotgj Lfj te® ©IsktecCd)fdetise d Y ME t5 ok
ftcj  OF®ISiIsB § CISVVN) B sdzse dgg OB f S C Odz detsets + f d
d paezO 1 zh-KHdDOd dz0 ¢ . o .

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

obpazom: «[10 /1y 4e HHO e RMPH(a44aeCHTUOET bl KOMOMHMDOBXHBBAIM®

nonNyyYyeHHOP GBAHEHR@BRLCTBYET O TOM, UTO cpeaw
TONbLKO OAWH YyenoBek o6napgaeT BbisBANEeHHbLMO#BOUYET
BenNuywKw aT/lemMoCTag/osH HPOPpMY NTMpoBaHMsa BbBOAgaA B

TOM, YTO MccnNnepgoBaHHDLIKN oOOG6HewKRMMPOMIOWEN oT Ny
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Mporp&eneya pykoBOACTBOC MERNB oBAaTeE

PaboTa ¢ nporpaMmon: MCNONb30BAHNE PA3NIMYHbIX 3TANTIOHHbLIX YaCTOT annenemn

JUia Tekylmieldl BepCUM IPOrpaMMbl HYKHYIO S3TaJOHHYIO IONYJIALMIO CIEAYeT cpasy
BBIOpATH MPH 3aIlycKe B BbINaaoeM MeHo ¢ 1 1S {f [z dz"[Tgotie"BEO1a TeHOTUIIOB BCE pacdETh
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 «9K30THUECKHX» JOoKycoB (Hampumep, D1S111, D17S5, CYAR4, PAH, vVWFII u

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 Pycckasi nonmyasinms. J[aHHBIE 110 3TATOHHBIM YacTOTaM ajulesiel Ha TeKyIIUd MOMEHT

SIBHO HEJIOCTATOYHBI (B pa3HOW CTETEHHU BBI3BIBAIOT BOIPOCHI) VIS CIEAYIOUINX BEChbMa
aKTyalpHBIX JOKycoB: D1S1656, D241, D6S1043, D10S1248, D12S391, D22S1045, F13A01,
F13B, FESFPS LPL, SE33. CmoTpuTe npuMedaHust B COOTBETCTBYIOIIUX (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
BCTPEUAEMOCTHU B CTONOMax «B».

Hanpuwmep, mis nmoxyca D16S539 amnmenn <5, 5 u 6 He ObIIH BBISIBIICHBI HA Y €BPOIICOUIOB
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
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OpnHako ans eBporneousoB Poccun JONMOSHUTENBHO BBINOJIHEHA KOHCEPBATHUBHAs OLIEHKA
4acTOT ajulesiell MO NMEepBUYHBIM JaHHBIM. [loaToMy it «HyneBbIX» amnened <5, 5 m 6 jokyca
D16S539 «akTyanbHbIe» 4acTOTHI Uil pycckoil momynsimuu ykasansl paBaeiMu 0,001 (MAF, B
cronbue B). B 3TOM ciydyae 3HaueHus 4YaCTOT TE€HOTUIIOB OYAYyT pacCUUTaHbl KOPPEKTHO,
IIOCKOJIBKY MpPOrpaMMa MCIIOJIb3YEeT ATAJOHHBIE YacTOThl ajuleJell MMEHHO M3 CcToJ0LoB «B»
paboYrX JIHUCTOB.

A TIpH TOTIBITKE pacyéra YacTOT MeHOTHIIOB 110 STAJIOHHBIM YacTOTaM aJuleNel JUIsl APYrux
HOMYJALUI MOXET MPOUCXOAUTH omnepauus «y M H 0 X edHan .elpu sToM yacToTa reHoTuna,

€CTCCTBCHHO, OKaXCTCA paBHOfI HYIIIO.

}HHﬂ BynbTe BHHUMATENbHBI TPU pacdy€Te YacTOT TEHOTHIIOB [0 STAJIOHHBIM YacTOTaM
Ba ajuiened A1 pa3HbIX HOITYJISIUM.

Jlnst eBporieonsioB U HerpoB CIIA umenno € s dzinj tco Olsd o dzOW sy J dzGi®
MEPBUYHBIM JaHHBIM TIOKAa BBITIOJNHEHA TOJIKO JJIs cleayrommx Jjokycos: D3S1358, D8S1179,
D18%1,D21S11,FGA, THOL To ectb BceM «HEBBISBICHHBIMY aJIJICIISIM MIPUITUCAaHA MUHUMAJTbHAS

(uenyneBast) nomyisiuonHas yacrota MAF.

Pacuyétr RMP: ctaHpapTHaga npaktuka B JHK-nccnegoBaHusax

Pactéry aCcTOTbl KOMOMUHMP O BRAsEreH @TRHNAPTHOR MR YHAPOIBOI

HpaKTHKOﬁ npyu OLCHKE 3HAYUMMOCTH BBIIIOJHCHHBIX MOJICKYIAPHO-TCHECTUYCCKUX OKCIICPTU3

Yo

unentudukanun nuaHoctd (Hampumep, NRC, 1992NRC, 1996f1le pene 4y n H a , FpunuweuyK

Hcronp30BaHHbBIE  AITOPUTMBI  Pacu€éTOB K  HACTOSAINIEMY BpPEMEHH  YIIyOJIEHHO
npopaboTaHbl, B TOM YHCJIE C YYETOM IMOAPa3AeIEHHOCTH Pe(EPEHTHOM MOMYJISINUN, THIIOTE3
0 OHODPCT B A-HE 0 (bvds/uHEIX POJACTBEHHHUKOB IMOA03peBaeMoro Jjwuia, 3ddexra
«HYJIEBBIX» ayuteniedt u mp. (Hanpumep, Brenner 1994; Evett Weir, 1998; ForensicDNA evidence
interpretation 2005; Leeet al., 2001; Walsh Buckleton 1991)): cmoTpuTe CIHUCOK JUTEpATyphl U

cTaThM B manke references
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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) yactora koMOuHHMpoBaHHOro reHotunma (RMP)  paccuuthiBaeTcst  myTém

NEPCMHOKCHHA HOMYJIIHUOHHBIX YaCTOT I'CHOTUIIOB IO OTACJIbHBIM JIOKYyCaM (Qi), ucxoasa u3
MIPEJIIOJIOKEHUS O TOM, YTO BCE ATH JIOKYChl HACJIeqylOTCs He3aBucuMo. He 3 a B M C M KMP C T B N
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 HE3aBUCHUMO OT moxydeHHo BenmuunHbl RMP, 100%-nas wunenTuduxanms
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 pacCyXJIeHUsS HMEIOT B OSIbllell CTEeNeHUu PUTOPUYECKHUM XapakTep, U
noctoBepHocTh JJHK-uccnenoBanmnii sBisieTcs 1eMCTBUTEIBHO OYEHD BBICOKOM.

B 57Ol cBSI3M HEOOXOOMMO OTMETHUTh, UTO KOPPEKTHOCTh (POPMYIUPOBAHHS BHIBOJOB
MMEHHO B KaTeropuuHoi GpopMe, Kak «M C C 1€ OB aHH bl 06 b e K T -YypuokumzHoall & .
A . Cupu JIOCTHIKEHWH KaKOTro-THOO OIpeneiIEHHOTO «IToporoBoro» 3HadeHus RMP sBisercs
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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Mporp&eneya pykoBOACTBOC MEENnB oBarTe

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, AJsi MPAaBOMEPHOTO HMCIIONB30BAHUS «M P aB MU N a e pediot O K e H |
T€HOTHUIIOB MPUHIUITHAIIBHO BaXKHBIM SIBJISIETCS BBHIIIOJIHEHUE YCIOBHUSL O TOM, YTO aHAJIU3UPYEMbIC
JIOKYCBI SIBJSIFOTCS TEHETUYECKU HE3aBUCUMBIMH, TO €CTh OTCYTCTBYET MEXIOKYCHOE H € p a B H O B € C V
no cue@@eHUIO

[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.

OTIUYHBIM TPUMEPOM HEKOPPEKTHOCTH MHOTUX pacy€ToB siBisgercs napa jokycos CSFIPO
n D5S818 O6a mapképa BXOAiT B HanuoHaIbHYIO 0a3y manHbix CIIIA CODIS (Combined DNA
IndexSystem u, COOTBETCTBEHHO, BO BCE COBPEMEHHBIC MYJIbTHILICKCHBIC HaOOphl. OIHAKO OHH
JIOKAJIM30BaHbI Ha JJIMHHOM IIede XpoMmocombl 5: 5032 u 5923.2 cootBercTBeHHo. bonee Toro,
¢du3nyeckoe paccTosHUE MEXIY HUMH COCTaBIIsI€T OKOJIO 26-27 Mb (MUIIJTMOHOB HYKJICOTHIHBIX
ocHoBanui): o manHeiM BLAT (Kent 2002 Bepcust Feb.2009, GRCh37/hgl9). CooTBeTCTBEHHO,
TH JIOKYCHl CIEIUIGHBI MEXIy COOOH, YeMy WMEIOTCS MHOTOYHCICHHBIE JHTEpaTypHbIE
nonTBepxaeHus, Hanpumep Wu et al.,, 2014 Takum o0pa3om, HCIOJIb30BaHHE «M P & B M /1 a
nepemMH O)X®@ HUK ABYX MapKEPOB HEKOPPEKTHO.

Tema cIeNIEHHBIX JIOKYCOB CTAHOBHTCSI BCE OoJiee aKTyallbHOW B CBSI3U C YBEIMYCHHUEM
qrciaa MapkEépoB B MYJBTHIUIEKCHBIX HaOopax TOCHEIHHX TIOKoJeHnd. Kak OBITh B Takmx
CUTyalusx?
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http://genome.ucsc.edu/cgi-bin/hgBlat

Mporp&eneya pykKkoBOACTBOC MELENB oBAaTeE
[Ipexxe Bcero Hy>)KHO YETKO MOHUMATh XPOMOCOMHYIO JIOKAJIU3AIMI0 BCEX HCIOJIb3yEMbIX

nokycoB. Hanpumep, B MHCcTpykimu k HaGopam T & N O T npuBdsieHa TaOnMia XpOMOCOMHON
nokanu3auu okojio 100 ayTOCOMHBIX MapKEPOB, MCIOJB30BABIIMXCS paHEE U UCIOJIb3YEMBIX B
HACTOsIIee BpeMs ISl WIACHTU(HUKAIIMYA JTHYHOCTH U YCTAHOBJICHHS CIIOPHOTO pozacTBa (cTp. 64 u
nasee). Jta xe Tabiunia BEIHECEHA B Manky reference®taenbHpiM daitiom:

EdbpemoB_2017 _drbomaaHasmamHOBeCMUWsas _Nno_cuenne

HbIMW _noKycamMumu_TreHoMa_4yenoBeka. pdf

Hcnonp3oBaHne MHAMBUAYAIBHBIX KO3()(QUIHMEHTOB HEPAaBHOBECHUS IO CLEIUIEHUIO CHIIBHO
YCIIOKHSIET PACUETHYIO 4acTb M TpeOyeT apryMEHTHPOBAaHHBIX ONOPHBIX 3KCIEPUMEHTAJIbHBIX
JAHHBIX JUIsl pa3HbIX Map 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
komMOuHupoBaHHbIX HHAEKCOB CPl 1 RMP ncnonp30BaTe coOoTBETCTBYIOMINE 3HAYCHUS TOJIBKO IS
OJTHOT'O JIOKYCa U3 KaXJIOM I'PYIIIbI CLETIICHHS.

bosee moppobHo Ha Temy HC mu «cn paB M N a N e p roMHO CIOKEEHBVBSPA3HBIX

CTaThsIX M3 CIKCKa JINTepaTypsl, Hanpumep: B a H 0 B 1 Baogletoneta? @05 ;
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http://tapotili.ru/doc/tapotili.pdf

Mporp&eneya pykKkoBOACTBOC MA/NnB oBaTe

KauyecTBO nepBUYHbIX NOonynaunoHHbIX aaHHbIX: nHaekc NMCAY n PXB

KOppeKTHOCTh BBIMOMHAEMBIX pacuy€éTOB HANpPSIMYIO CBSi3aHA C KOPPEKTHBIM BBIOOPOM
COOTBETCTBYIOIICH «3TATOHHON» MOIMYJSIIHOHHONW BBIOOPKU C YacToTaMu ayuiesnei. CymecTBeHHBI
00BEM U OZTHOPOJHOCTD UCCIICIOBAHHOMN BHIOOPKH.

OreHKy KadecTBa MEPBUYHBIX TOMYJSIUOHHBIX JIAHHBIX MOXKHO IOSICHUTh Ha HpUMeEpe
nokyca D18351 U3 Ttabaunbl B cratbe Budowleetal., 2011 BugHO, 9TO YacTOTHI ajuiesed yis
eBporiconioB u HerpoB CIIIA aBTOpaMu yka3aHbl HMEHHO C TOYHOCTBIO JIO TPEX 3HAKOB TIOCIE
3aIIATOM, KaK 3TO M IIEPEHECEHO B COOTBETCTBYIOIIKE JIUCTHI pabouero daitna D18H1XIs.

Iposepka M0 N HQY MMAN N1 e N & 61 K @ pabouem aucTe (aiiaa TporpaMmbl JUist
eBporiconioB CIIIA maér 1 C A H1,000. A Bor ans merpoB CIHA momyuaem ITCAY = 0,998.
Takuie BBISBICHHBIC «aBTOPCKHE HEOPEIKHOCTH OKPYIJICHUS IMPH IYOJIHKAIIMHA MOMYJISIIUOHHBIX
JaHHBIX (AUICJIBHBIX YacTOT) BO BCEX CIIy4asX OTMCUEHBI BBIZACICHHEM KPACHBIM IIBETOM IS
coorBercTBytommx 3HaueHuit [ICAY. Takum oOpazom, d dzH j € M El;{hﬁd}:m;{ XOPOLIAM

MoKa3aTeieM KauyecTBa CaMOi «OTIOPHOM» ITyOIMKaIIH.

B Hacrosmee Bpemst B manke Data mnst 17 MHKpOCAaTEUIMTHBIX JIOKYCOB B KaudecTBE
«OTIOPHOM» Ui PYCCKOM  TONyNsuuM — Kchojb3oBaHa pabora  Zhivotovskyetal., 2009
(PMID: 19647694). Onnaxo mis mokycoB FGA, D13S317,D018%1,D2S1338,D21S11, vVWAB aToid
pabore B paznoii crenenu IICAY#1,00000 (cM. cooTBeTCTBYIOLIHE (HAMIIb).

[Tpu 5TOM aBTOPHI NPUBOJAT 3HAUCHUS YACTOT AJUIENEH C TOYHOCTHIO UMEHHO 10 nsTh (?!)
3HAKOB IOCJIe 3amlsaTol npu o0bEéMe ucciaenoBaHHON BeIOOpkH mopsaka 500-600 HEpoACTBEHHBIX
9enoBeK. Takas «TOYHOCTBY» YaCTOT alUleJiel BHIUTCS SBHO ONIMOOYHOHM, IMOCKOJBKY C TOYKH
3pEeHUs TOMYIISIIHOHHON T€HEeTHKH 3TO O3HAyaeT, YTO OMOpHAas BBHIOOpKA OJDKHA OblIa BKIFOYAThH
He meree 50 000 (maTuaecsITH THICSY) HEPOACTBEHHBIX yenoBek: 1/(2N) > 0,00001.

CooTBeTcTBEHHO, B mporpammax Pindexu Gencymist pac4éToB UCIOIB3YIOTCS JTAaHHBIC TI0
yacToTaM ajuieNiell Uit pycckoi monysisiiuu u3 pabotel Zhivotovsky et al., 20090 stu 3HaueHus

OKPYTJICHBI C TOYHOCTBIO NO TpéX 3HAKOB MOCJIE 3aMATOM.

Momumo o dzH O Sy @ ¥, apyruM  BakHEIM KpHTepHEM KadecTBa «OMOPHOI
MyOJMKAITUU SIBJISIETCS. COOTBETCTBHE HAOJIOMABIIETOCS pacIpe/iesieHuss TEHOTHIIOB P & B H O B € C U K
Xap-BainHO EXiBdIpo PXB MOXHO MOYMTaTh, HAIPUMEP, 3[eCh WIH B CIHEIHATLHOM

nutepatype (cM. paznen Cnmcok JIuTeparypsbl).
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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

Mporp&eneya pykoBOACTBOC MEBnB oBarTe
st BIOOpa STAIOHHBIX YacTOT ajulesied ObUIM MCIIOJIB30BAaHBI JIMTEPATYPHBIC JTaHHEBIE,

COOTBETCTBYIOIME paBHOBecHi0 PXB. B penkux ciydasx (Ipu OTCYTCTBUHM APYTUX IOCTYIHBIX U
0ojee aqeKBATHBIX ITyOJMKAINN) HECOOTBETCTBHE HCCIEIOBaHHOW BBIOOpKH PXB oTmeueHo B

COOTBETCTBYIOMIMX JincTax. Hampumep, ms mokyca D6S1043B nmucte d6s1043white ykazano:

| dzd BOdzq )Y dMfdzj Hise Odzdzs? o' BSSd ©lsdj uj des dzj Hsslse j Isfl
0o dztso j Md4 OREz8H ¢ P=0019a] ,

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.
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Mporp&eneya pykoBOACTBOC MREANB oBAaTeE

SNP-, InDel- 1 nokycbl «reHeTU4eckor nNpeapacrnonoXeHHOCTU»

K HnacrosimemMy BpeMeHH aBTOMATH3MPOBAHHBIM ()parMEHTHBIM aHAJIM3, OCHOBAHHBIA Ha
HCIIOJIb30BaHUH TTOJIMMOPGHBIX MHUKPOCATEIUIMTHBIX JIOKycoB (STHRY), sBnsercs cranmaptom [ €
ha K T McCaeIOoBaHUsIX MO YCTAHOBJICHHIO CIIOPHOTO POJCTBA M MACHTHU(PHUKAIUH JUYHOCTH.
OnHaKo 3TOT METOA YK€ MOAOMIEN K Mpeely CBOMX BO3MOXXHOCTEH U, OMOJHUTEIBHO, HCXOTHO
o0aaeT psaoM HEeJJOCTATKOB.

HccnenoBanue nmoiuMopdHbIX MapkEPOB APYroro pojia, ¢ OJHOHYKICOTUTHBIMUA 3aMEHAMU
(SNPs), nns neneii cyneOHO-METUIIMHCKUX U KPUMUHAIMCTHYECKUX dKCIEepTH3 Havyasmoch B 2000-x
rogax. B 2003 r. Obl1 OCHOBaH MEXIYHApOIHBIM KOHCOPLMYM [IJIi BCECTOPOHHETO aHallu3a
Bo3MOkHOCTEH SNPRMmapk€poB mis uACHTHQHUKAIMM JUYHOCTH H YCTAHOBJICHHSI POJICTBA
(SNPfor ID consortium. Hcmons30BaHue JUis T'€HOTHIIMPOBAHHS HMMEHHO CHHMIIOB HMEET
CJIeyIOIINe TPEUMYIIEeCTBA:

e Hu3Kas wacrora Myraumii wii SNPS (oxomo 107-10° mo cpaBrenmo ¢ 107°-107 s
MHUKPOCATEJUIUTHBIX JIOKYCOB);

e BO3MOXXHOCTb YIIPOIIEHUS W TOJHOW aBTOMAaTH3allMW MPOLEAYpbl T€HOTUIIMPOBAHUSA MpPU
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 UCKOMAEMBbIX OCTAaHKOB U T.1I.);

e OJHO3HAYHOCTH YCTAHOBIICHHS TEHOTHIIA, HAa YPOBHE KOHKPETHOTO HYKIJICOTHUIHOTO
OCHOBaHHMS B 3afaHHOM nmo3unuu uenu JJTHK.

31ech HYKXHO TakKe OTMETHTh, YTO TOJABISIONIEe OOJBIIMHCTBO CHHUIIOB SIBISIFOTCS
MPOCTBIMU ABYX-aJICNbHBIMH MOJIUMOpP(PHU3MaMH, YTO HCKIIOYAET PsJl BO3MOXKHBIX TEXHHYECKHX
OIMMOOK W HEOTHO3HAYHOCTEH, MPUCYIINX TeHOTUITUPOBAHUIO MUKPOCATEIUTUTHBIX JIOKYCOB.

JIOTIOJTHUTENTBHO, JIOCTATOYHO OOJBINOE KOJUYECTBO CHHUIIOB (M HEKOTOPBIX JAPYTUX
noMMOp(HBIX MapkEPOB) celvac yke PYTHHHO HCCIEAYeTCS B paMKax MeIUKO-T€HETHYECKUX
TECTUPOBAaHUH, B TOM 4ucie ceMeiHbIX. Ha cmyxy cambie pazHoOOpa3Hbie «M @ HEe 11U T eHeTuuy
npeagpacnon oXpendoHyeRTapmHoe ﬁ”nopOBbe Y TIATOJOTHM IUIOJIA, PUCKU HapyLIECHHI
CHCTEMBl CBEpPTBIBAaHUS KpOBH, OOJE3HM cCepAla M COCYJOB, OHKOJIOTMYECKHE 3a00ieBaHus,
QJIKOTOJIbHASI U HAPKOTUYECKasi 3aBHCHUMOCTh, HapyIIeHUs OOMEHa BemlecTB, CUHApPoM JKunboepa,

CIIOpTHUBHAA YCIICHIHOCTD, OJKUPCHUC, (I)apMaKOFCHCTI/IKa, u map.
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Mporp&eneya pykoBoAacCcTBOCMRONB oBAaTeE

AHamu3el ypoBHA «M O THO € T eHeTuyeckoe 06CNesaBuacH N e

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.

Ecmu rosoputh o wMapképax InDel (INDEL, insertion/ deletion taxxe DIP,
deletion/ insertionpolymorphismmnonuMopdusm Tuma aenenns-BCTaBKka), TO OHH TaKKe SBIISFOTCS
NPOCTBIMH JIBYX-aJUICIbHBIMU cHCTeMaMH. [l WIeHTU(UKAUK JHUYHOCTH W YCTaHOBIJICHUS
ciopHoro pojnctsa emé B koHie 2000-X TIT. MOSIBIIIUCH TOTOBBIC PEHICHUSI B BUAC KOMMEPYECKHX
HaOOpOB Ul TakuxX JIOKycoB, Hampumep Pereira et al., 2009; Investigator DIPplex Kit(Qiagen
I'epmanus). Heckonmbko ocoOHsSiKOM B 3TOM ke rpymmne Haxomsrcss AlU-moBTOpbl (MOOHIBHBIC
AJIEMEHTHl TEHOMa), TIOBTOPSIOMIASACSA TIOCIEOBATEIIEHOCTh KOTOPHIX HMMEET OTHOCHUTEIHHO
oousbion pasmep, okosio 300 m.o. OmxHAKO M ISl HUX OBUIM TPEJIOKEHBI TOTOBBIE PEHICHUS IS
uaentudukanun tuaHocTH (32 mapképa, Mamedowetal., 2010.

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

Schneider2012wumu no cceuike: http://strbase.nist.gov/SNP.htm.

s nporpamm Pindexu Gencypabouwne ¢aitibl y:xe co3IaHbl A psia JBYX-aJICIbHBIX
JIOKYCOB, a TAaK)X€ JUISl OTACITBHBIX MUHH- H MHUKPOCATEIUTUTHBIX MApKEPOB, aKTyaJbHBIX B IMEPBYIO
odepe/ib B MEAMKO-TEHETHYECKOM KOHCyibTHpoBanuu, Hanpumep: CCRb5-delta32, D78, GYPA
(glycophorin A), HLA DQA1, ILIRN-VNTR LDLR (low density lipoprotein recepto), NOS3-

VNTR UGT1A1-STR Bo3moxHO co3aanne pabodnx (ailyioB 1o/1 JIF0ObIe HOBBIC JIOKYCHI.
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Mporp&eneya pykoBoACTBOCMRINB oBaTeE

JTokycCbl Ang yCTaHOBNEHMS NOSIOBOM NPUHAAIEXHOCTU Y MapKEPbI XPOMOCOMbI Y

[IpakTdeckn BO BCE KOMMEpPYECKHME MYJIbTUIUICKCHBIE HAOOPHI, HCIIOJIb3yeMbIC B

HACTOSIIIIeE BpeMsl Ui YCTAaHOBJIGHUS CIIOPHOTO pOJICTBA, BKIIOYEH JIOKYyC a M€ 1O T € HU H
(amelogeninAme| AMEL) — st onipeenieH st IOJIOBOM MPHHAMICKHOCTH KaK 00C/IeIyeMBbIX JIHII,
Tak ¥ OMOJIOTMYECKUX CIIEJIOB YEIOBEUECKOTO MPOUCXOXKIACHUsA. boiee TOro, B CBSI3U C Y3KHMH
MECTaMH aMeJIOTCHUHOBOTO TECTa, B MYJBTUIUICKCHBICE HA0OPBI «IOCIEIHETO ITOKOJICHUSD)
BKJIFOUCHBI JIOTIOJTHUTEIbHBIE MapKEPhI, pacmoyioKeHHbIE Ha xpoMocome Y uernoBeka (DY 391,
DYS570QSRY Y-indelu ap).

B menoMm, pe3ynbTarhl YCTAaHOBJICHHS IOJIOBOM MPUHAIICKHOCTH OOCIEIOBAHHOTO JIMIA
(oObekTa) He BAMSAIOT Ha 3HaueHUs RMP, mockoyibKy KOHKpPETHBI KOMOMHMPOBAHHBIA T'€HOTHII
BCTpEYaeTcsi, Tpy00 TOBOPs, C OJIMHAKOBOM YaCTOTOM KaK CPeIu MY)KUWH, TaK M CPEIIU YKCHIIHH.

O/HaKO yCTaHOBJICHHE TMOJOBOM MPHUHAIICKHOCTH YIABAaMBACT 3HAYUMOCTh PACUETOB YaCTOTHI
BCTPEUAEMOCTH COBIAJIAIOIIETO TeHOTHIA. Hampumep, BBIBO MOXKET ObITh CHOPMYIHPOBAH YKE
CIIETyIOIMM 00pa3oM: <Yy C T @ HOB/TEHHbBLAHHKHRIMONMEBMUPODBN OXMAgaeMo
0 AoHr W ANNNMZz Y e dz

Eciu roBopuTh MMEHHO O Mapképax Xpomocombl Y (0e3 jokyca a M€ /1O T),etH M H a
pe3yabTaThl UCCIENIOBAHMS CIIEAyeT WHTEPIPETUPOBATH B COOTBETCTBHHM C TEM, YTO BCE TaKHe
JIOKYCBl SIBJISIFOTCSA  CLETUICHHBIMH MeXay co00oif M  (HOpMUpPYIOT JTOCTATOYHO YHUKAJIbHBIH
MYJIBTHJIOKYCHBIH I @ M /1 0 TlddTOMy a7 HECKOJBKHX MapKEPOB XpPOMOCOMBI Y MPaBHIIO
MEPEMHOXKEHHS 9acTOT ayieliell (TeHOTHUITOB) HeMPUMEHHMO. B 3TOM 1mj1aHe yMEeCTHO TOBOPHTH O
YaCTOTE BBIABJICHHOI'O KOM6I/IHI/IpOBaHHOFO rarioTuna MMCHHO JIsI COBOKYITHOCTHU BCEX TaKHX

JIOKYCOB.

Taxum o6pazom, ucnosnb3oBath i pacu€éToB RMP «reHoTuns» no MapképaM XpoMOCOMBI
Y nunokycya M e N O I ve enenyen IlpenyBenomienust 06 3ToM J00aBIeHBI HEIOCPEACTBEHHO B

cootBetcTBytorue daiinsl (AMEL.XISu mp.).

Jlns mporpamm Pindex u Gency no snokycam AM e 11 o 1 ®¥R94,,Y-indel, DY$70,
DY®76 takke co3ganbl pabouyue Qaiyibl. DTO clelaHO B TEPBYIO OYepeab ISl TOTO, YTOOBI
COXpaHATh B (ailie pe3yiabTaToB TMONHBIE JaHHBIE 000 BCEX YCTAaHOBIEHHBIX TE€HOTHIAX

o0cie1oBaHHBIX JIUIL (OOBEKTOB).
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Mporp&eneya pykoBOACTBOC MENB oBAaTeE

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
Haxomarcss B I € MU 3 U I @CToHHAMV DTO SIBJIAETCS NPUHLMIUAIBHBIM pasziauuueM X- U
ayTOCOMHBIX MapKepOB.

IIpu pacuérax 4acTOT I€HOTHIIOB CIEAYeT MMETh B BHUJIY, YTO MOIYJALMOHHAS 4acToTa
TeMU3UTOTHOTO IO aJuIeio A My)KUYUHBI paBHa COOCTBEHHO MOIMYJISIIMOHHON 4aCTOTE ATOTO aJlIesst
p(a). Torna kak NOMYJISAIMOHHAS YaCTOTa TOMO3HIOTHBIX AA U reTepo3urotHbix AB jkeHIIH paBHa

p(a)? u 2p(a)p(b), cOOTBETCTBEHHO (KAK VIS AYyTOCOMHBIX JIOKYCOB).

Ba}HHﬂ B rekymeii Bepcun mporpammbl GENCY aaroput™ 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 Jiokyca X-xpomocombl, kak HPRTB(¢paiin HPRTBXIS). K coxxanenuto, ajekBaTHbIC JaHHbBIC
o Jacrorax amuieneil B mokyce HPRTB ans xakux-nubo poccuiickux momynsuuid pa3padoTdukam
MIpOrpaMMbl B HAcTOAIIEE BpeMsl HEM3BECTHBI. B enuHcTBEeHHON HalineHHON pabote [AC € € B
1999 wuactoTHOE pacmpeneneHue amiened A8 ATOro Mapképa ObUIO H3y4yeHO Ha BechbMa
MaJlouncieHHOW BbIOOpKe (50 HEpOJICTBEHHBIX YEJIOBEK), Yero $BHO HEIOCTaTOYHO JUIs
WCTIOJIB30BAHUS 3TUX JAHHBIX B KAUECTBE STATIOHHBIX JIJISI PYCCKOM MOITYIISIINH.

B nacrosimiee Bpemsi B pabouem daiine mis mokyca HPRTBnpuBenena «koHcepBaTHBHAS
OLIEHKa» 4YacTOT ajuleNed Uii PYCCKOW Momynsuud. B kadecTBE OMOPHBIX JaHHBIX OBLIH
UCIIOJIb30BAaHbBl YaCTOThI aieiedl B momymsiuuu [epmannu u3 paboter [Becker et al., 2008§.
UccnenoBannas BeIOOpKa BKIt0UYana 717 HEpOACTBEHHBIX YEIOBEK, B TOM uncie 439 myxxuuH u 278
KEHIIMH. DTaJIOHHbIE 4acTOThl ajuiened ans eBponeousioB U HerpoB CIIIA Takke BHECEHBI B
pabouuii ¢aiin, s 3TOro OBLIM MCIIOJIB30BaHbBI JaHHBIC U3 omucaHus K Habopam GenePrint STR

SystemgPromega Corporation, CIIIA).

IIpu pacuérax cienyer TakKe UMETh B BUIY, YTO Bce X-MapKEPHI JTOKATM30BaHbI HA OJTHON
xpomocoMme. HekoTopble pacrosnokeHHbIe OJIM3KO0 IPYT K APYTY JOKYCBHI CLEMIEHBI MEX1y cO00ii, 1

IMO3TOMY MOJY4YacMbIC [JId HHUX 3HAUCHUA 4YaCTOT I'CHOTUIIOB IIPpU pacqéTe KOM6HHHpOBaHHOFO
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3HaueHnst RMP Henb3st mpocTo mepemMHOXaTh (HEKOPPEKTHO). JIJIsi TakuX CIHEIMJICHHBIX JIOKYCOB

npu pacuérax RMP cnenyer onepupoBarh He YacTOTaMHM OTAEIBHBIX aJUIENEd IO KaXIOMYy
Mapk€py, a 4acToTor I a N /1 @ TokdTh Habopa ajuieseil, TIOKATH30BaHHBIX Ha OJTHOM M3 MapHBIX
XpoMocoM 10 BceM 3TuM Mapképam. [lpu sTtom Qopmynsl pacuéTroB MHpH HCIOIb30BAHUU
raioOTUIIOB BMECTO OT/AEIBHBIX ajuleliell ocTaloTcs TakuMH ke. Ecnu aHanu3 rarioTHIOB s
TaKUX CHETUICHHBIX JOKYCOB 110 KaKUM-JIMOO MPUYMHAM HEBO3MOXKEH WJIM 3aTPYAHUTENEH, TO JUIS
pacuéroB RMP crienyer ucnonb3oBath TOJBKO OAHO 3HaueHue Q; (is ogHOrO Mapképa) u3

KaX(HOﬁ I'pyImbl COCIITICHUS.

HopaboTtka 10

[TonpazymeBaeTcs (BO3MOXKHA) CIIEyIOIIast ToOpadoTKa MPOTrPaMMBbl:

V 3arpy3ka coxpaHEHHBIX paHee (aiJIoB C pe3yapTaTaMd pacdy€ToB JUIS HUX
penakTupoBaHus (mepecuéra o APyruM STaJIOHHBIM 4acTOTaMm);

V  UMIOPT JAaHHBIX U3 TEKCTOBBIX (DAJIOB Pe3y/IbTaTOB C FTEHETUUECKUX aHATIU3aTOPOB
(GeneMappen mp.);

V BbIBOI B (a1 pe3yabTaToB XPOMOCOMHOH JIOKAaJM3aIllMM BCEX HCCIIETOBAHHBIX
JIOKYCOB;

V BO3MOXHOCTb BBIOOpa Ooyiee KOHCEpBaTHUBHBIX (opMyd pacuéra 4YacToT
TOMO3MIOTHBIX T'€HOTHIOB (B YAacTHOCTH, MCIIOJIb30BaHHEe (GOpMynbl 2p B
JIOTIOJIHEHUE K p”2 J1sl HUBENMPOBaHUA 3P (HEKTa «JT105KHON TOMO3UTOTHOCTHY);

V BO3MOJKHOCTb HCIIOJIb30BAHUS CIEHUAIbHBIX KOPPEKTHUPYIOLIUX MOMYISIHOHHBIX
koa¢pdunrenTos (korpdunnent uHOpuaunra, Fsr, 6);

V co3naHue pabouux QailyioB JUIsl JAOMOJIHUTENBHBIX JIOKYCOB X-XPOMOCOMBI U
peayM3anysl aNropuTMa pacuéra 4acTOT T€MHU3UTOTHBIX TE€HOTHIIOB IO JTUM

MapKképam.
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PelleHne 3aTpyaHEHUN

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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Cnuncok nutepaTypbl

1. AceeB M. B. , CkK a K y H995B Aukhu3 annebsaopm aicinoi@pubia €eteipex
KOPOTKHX TaHJEMHBIX I[IOBTOPOB B TOMYJALMHU CEBEpO-3amagHoro peruoHa Poccun. —

e H e T3 )ag839-845. PMID: 7635321.

2. TaBpune,lelelkos n. . , F'yryHaBa M. A. ,(200MHaneHEK
[Iporpamma wuaeHTH(UKALMK JTUYHOCTH Ha OCHOBE 00paboTkm pesynbratoB JIHK-anammsa
«DNA-expert Lab». —CuaerenbcTBo 00 oHIIHANIBHON pEerucTpaluy nmporpaMmsl st 9BM
Ne2007613189 ot 27.07.2007. (-)

Hak-paMgeq@w@iee B CNUCKE 1 UITYyeOp/auTKyapsel MHGbIMIE YUTEEHKBE T K

w

3

OK a oTeyeeTnanke references.

3. EhbpemvosB n. A. , (Q@e)pllparpavma 1H. pAcuéra MHACKCA M BEPOATHOCTH
oTtuoBcTBa (MartepuHcTBa) mnpu wucciaepoBanusix JIHK — Pindex: Paternity Index. —
CBuIETENBbCTBO O TOCYAApCTBEHHOM peructpauuu nporpammbl uist 9BM Ne2009610058 ot
11.01.2009.-Mpor pamMmbl Ana 23BM67),206600006MNMBT

4, NBaHOB n. n., 3eMCKOBa E. O. , T2905)a K3yusnneB P.
MOTEHIIMAJIBHO CIICTUICHHBIX BapuaHTOB mnoiumopdusma xpomocomuoit JIHK B acmekre
CyAeOHO-IKCIIEPTHOTO MPHUMEHEHHsI MOJICKYJISIPHO-TEHETHUECKUX HMHIUBHUIYaTH3UPYIOIINX
cucreMm CD4, VWA u VWFIL. - Cy fe-@@ QU U MHCKaAsa 48 R)c29-84pPMilils a ,
15881140.

5. MepeneynmHa W. O. (1996) Beporreoerisid pacué@hl BAIHK-nakrunockonuu:
Meroaunueckue pexkomenaanuu. — Mocksa, K1 MBJI Poccun. (-)

6. MnmeHoB M. T., Konwnagpawos C. A., Ctopog@®@Hko WU
UccnepoBanue uactor BeTpedaemoctu amiened STR-nokycoB cpenu xuteneit Poccum:
uHpopmanroHHoe nucbmo. — Mocksa, DKL MB/] Poccuu. (-)

7. Becker D., Rodig H., Augustin C., Edel mann
(2008) Population genetic evaluation of eight X-chromosomal short tandem repeat loci using
Mentype Argus X-8 PCR amplification kit. — Forensic Sci Int Geet, 2 (1), 69-74. PMID:
19083792.

8. Brenner C.H(1994) Evaluation of the Product Rule. — in Advances in Forensic Haemogenetics
vol. 5, Eds. Bar W. Fiori A., Rossi U. Springer, Berlin, Heidelberg, 453-455.
https://doi.org/10.1007/978-3-642-78782-9 123 (+/-)

9. Buckleton J.S., Walsh S., Harbison §2801) The fallacy of independence testing and the use

of the product rule. — Sci. Juste, 41 (2), 81-84. PMID: 11393945.

Boio6pocunute npepgbigywyt BlepoarmgHasagoieyaswpst @une, 2018


https://www.ncbi.nlm.nih.gov/pubmed/?term=7635321
https://www.ncbi.nlm.nih.gov/pubmed/15881140
https://www.ncbi.nlm.nih.gov/pubmed/?term=19083792
https://doi.org/10.1007/978-3-642-78782-9_123
https://www.ncbi.nlm.nih.gov/pubmed/?term=11393945

10.

1.

12.

13.

14.

15.

16.

17.

18.

19.

20.

21.

22.

23.

Mporp&eneya pykoBOACTBOC MAEN B oBAaTeE
Budowle B., Ge J., Chakraborty R., Eisenberg A.J., Green R., Mulero J., Lagace R., Hennessy
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109. PMID: 20878415.
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Washington, D.C. Edited by John Buckleton, Christopher M. Triggs, Simon J. Walsh.
GenePrint™ STR Systems (Silver Stain Detection). Technical manual. — Promega Corporation
(USA), revised 7/99, 04/01, 7/06. (-)

Gjertson D.W., Brenner C.H., Baur M.P., Carracedo A., Guidet F., Luque J.A., Lessig R., Mayr
W.R., Pascali V.L., Prinz M., Schneider P.M., Morling(2007) ISFG: Recommendations on
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Kent W.J(2002) BLAT — the BLAST-like alignment tool. —- Genome Resl2 (4), 656-664.
PMID: 11932250.

Lee JW, Lee HS, Park M, Hwang JJ. (2001) Evaluation of DNA match probability in
criminal case. — Forensic Sci Int.116 (2-3), 139-148. PMID: 11182265.

Mamedov I.Z., Shagina I.A., Kurnikova M.A., Novozhilov S.N., Shagin D.A., Lebedev Y.B.
(2010) A new set of markers for human identification based on 32 polymorphic Alu insertions.
— Eur. J. Hum. Genetl8 (7), 808-814. PMID: 20179741.

NRC, 1992National Research Council. DNA Technology in Forensic ScieneeWashington,
D.C., National Academy Press, 1992.

NRC, 1996National Research Council (US) Committee on DNA Forensic Science: An Update.
The Evaluation of Forensic DNA Evidence Washington, D.C., National Academy Press,
1996. https://doi.org/10.17226/5141.

Pereira R. Phillips C., Alves C., Amorim A., Carracedp@usmao L(2009) Insertion/deletion

polymorphisms: A multiplex assay and forensic applications. — Forensic Science International:
Genetics Supplement Seri2s513-515.

Ruitberg C.M., Reeder D.J., Butler J.l2001) STRBase: a short tandem repeat DNA database
for the human identity testing community. — Nucleic Acids Res29 (1), 320-322. PMID:
11125125.

Schneider P.M(2012) Beyond STRs: The Role of Diallelic Markers in Forensic Genetics. —
Transfus. Med. HemotheB9 (3), 176-180. PMID: 22851932.

Walsh K.A., Buckleton J.$1988) — A discussion of the law of mutual independence and its
application to blood group frequency data. — J. Forensic Sci Soc.28 (2), 95-98. PMID:
3404111.
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24. Walsh K., Buckleton J.$1991) Calculating the frequency of occurrence of a blood type for a

'random man'. — J. Forensic Sci Soc3,1 (1), 49-58. PMID: 1856674.

25. Weir B.S(1992) Population genetics in the forensic DNA debate. — Proc Natl Acad Sci USA9
(24), 11654-11659. Review. PMID: 1465380.

26. Wu W., Hao H., Liu Q., Han X., Wu Y., Cheng J., L(2D14) Analysis of linkage and linkage
disequilibrium for syntenic STRs on 12 chromosomes. — Int. J. Legal Med.128 (5), 735-739.
PMID: 24929640.

27. Zhivotovsky L.A., Malyarchuk B.A., Derenko M.V., Wozniak M., GrzybowskR009)
Developing STR databases on structured populations: the native South Siberian population

versus the Russian population. — Forensic Sci Int Genet3 (4), el 11-116. PMID: 19647694.
Cnucok nnrteparTtypob.bl ABnNAaAaeTCAd JanekKkao H e NOMTHBbBM l

HacTOSSWEM PpPYKOB ®@eferenteB®0 /1 €Bp WiaaTnckse A ONOMKAT@MAbL H &

nNo TeopuUU pacaégasToTaM annenei B OTAENbHbLX 0
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BnarogapHocTu

Hunepnannckomy xynoxsHuky nepuoga CesepHoro Bospoxaenus e p OH U MY Boc
(Hieronymus Boschokomo 1450-1516) 3a tpuntux «Ca g 3 € MH bl X W, apparMes K 0, € H N
KOTOPOTI'O MCII0JIb30BaH Ha 00JI0’KKe HacTosIero Pykosocraa.

Haneemcs, 4ro sTa MiumOCTpanus HArISAAHO IOSCHSET OTACIBHBIM HENOJArOTOBICHHBIM
YUTATEISIM TOT (DAKT, YTO BO3MOKHO C /1Y 4 @ 1 H 0 € KOMOIBIHp@ IO VeBOTHIIA MEXKITY
IBYMsI Pa3HBIMHU JIIOABMH, IPOXHUBAOMMMH Ha 3emile. II0JHOCTBIO 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

kaonku ¢ [ e c.tc Od3dz] e

OO6HOBIeHUST CMy)KeOHBIX (halIOB BBICHUIAIOTCS AaBTOPU30BAHHBIM TIOJB30BATENISIM TI0

3ampocaM, IPUCIIAHHBIM T10 3JIEKTPOHHOM ToUTe.
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