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Hauano pa3BuTus COBPEMEHHOW MOJEKYISIPHO-TEHETUUYECKOM HSKCIEPTU3bI CBS3BIBAIOT C
oTkpeiTieM B 1984 romy Anekom J[Ixedbdpucom (YuuBepcurer Jlectepa, BenmkoOpuranus)
noauMop(du3Ma y4acTKOB MHMHH-CATEIUIUTHOM  Ae30KcHpruOOHYyKIenHOBOM kucioThl  (JJHK)
YeloBeKa, OO0JNaJalomuX YCTOMYMBOCTHIO M WHIAMBUAYAJIbHONW CHEHM(PUUHOCTHIO, a Takke
HEU3MEHHOCTBIO Ha TPOTsbKeHHH >XKu3HM uenoBeka [1]. JJHK mpodummpoBanue Bckope Hamio
nepBoe NpuMeHeHue B BennkoOpuTaHuu MpH yCTaHOBJICHUH POJCTBA B UMMUTIPAIIMOHHBIX CIIOpax
[2]. Komun [Tnadopk ObLT IEPBHIM B UICTOPUH CJICICTBEHHON TPAKTUKH, KTO ObUT UACHTU(GUIIUPOBAH
B 1987 rony meromom JIHK anammza B cBsizm pacciiejoBaHueM yOWWCTB M W3HACHIIOBAHHS JIBYX
MOJIOBIX JAeByliek B BemukoOpuranum, coepmeHHbIX B 1983 u 1986 romax. HoBbie MeToms
MO3BOJIMJIM HE TOJIBKO YCTAaHOBHUTH CEPUMHBIN XapakTep NPECTYIUIEHUH U HACHTU(UIUPOBATH
JUYHOCTh MPECTYMHUKA, HO M UCKIIOYUTh MPUYACTHOCTh K HUM JIUII, IIPOXOAAIIUX O CIEICTBUIO.
Bonee Toro, nanHoe yrosoBHOE AETO SIBJISIETCS U MEPBBIM B MUPE, TJ€ MOJICKYJISIPHO-T€HETUYECKHE
METO/Ibl CIOCOOCTBOBAIM pPeadMIMTAllMd HEBUHOBHOTO 4YENIOBEKa, paHee NPHU3HABIIErocs B
COBEPIICHUH OJHOTO U3 yOuiicTs [3].

B panpHeiinmieM noTeHIMaN pa3BUTHS MOJIEKYISIPHO-TEHETHYECKUX METOJIOB CIIOCOOCTBOBAI
UX OBICTPOMY BOBJICYEHHIO B YTOJOBHBIHN MPOIIECC M OTBEI UM POJIb OCHOBHOTO MHCTPYMEHTA IS
MIPaBOOXPAHUTEIBHBIX ~OPraHOB B  JOKa3blBAHUM TMPU  PACCIECIOBAHUM  MPECTYILUICHUM
HACWJIbCTBEHHOTO XapaKTepa, a TakKe JJIs MPAaBO3AIIMTHUKOB B YCTAHOBIEHUU CY/IEOHBIX OIIMOOK
10 paHee BHIHECEHHBIM IIPUTOBOPaM.

[Ipomomxaroruecs: pa3paboTKu Bce 0oJjiee MAcIITAOHBIX Pa3BUTHI HOBEHIIMX TEXHOJOTUH B
cdepe TeHeTUYeCKUX U OMOJIOTMYECKUX UCCIIEOBAHUM HAIUIM MPUKIAJIHOE 3HAYCHUE U B 00JIacTH
CUCTEM KPUMHUHAIMCTUYECKUX Y4eTOB. B Hacrosiee BpeMs aKTUBHOE HCIIOJIb30BaHHE T€HOMHOMU
nH(OPMAIIUU B IPAKTUKE YTOJOBHOTO paccieIoBaHUs U APYTUX acleKTax AesITeNbHOCTH 00IIecTBa
WHTEHCUBHO PACIIUPSETCS, CTPAaHAMHU PEATM3YIOTCS IPOEKTHI HAllMOHANBHBIX 0a3 maHHbIx JJHK.

MonekynsapHO-TeHETHUECKasi SKCIepTr3a SBISETCS YHUKAJIbHBIM BUJIOM HCCIEIOBaHUs, TaK
KaK pe3yJbTaTbl MOJEKYISPHO-T€HETUYECKUX MCCIEAOBAaHUMN CIIY)KAT Ba)KHEWILIEW J0Ka3aTeabHOMU
0a30if mpu paccleqOBaHUM U PACKPBITUU MPECTYIUIEHUH MO0 MHOTHUM KaTErOpHUsiM YrOJIOBHBIX U
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IPAKIAHCKUX JEII.

WupuBuayaneHas crenuduuHocts Moniekya JIHK crocoOcTByeT ToMy, 4TO mpU MPOBEICHUN
OJIHOTO UCCJIEI0BAHUS MOYKHO YCTAHOBUTH MHOXKECTBO IPU3HAKOB, KOTOPBIE ITO3BOJISIFOT € OOJIBILION
JI0JIEH BEPOATHOCTH YCTaHABIMBATH IPOMCXOXKIEHUE ClleJa OT KOHKPETHOIO JMIA, a TaKKe
OMOJIOTUYECKOE POJICTBO, MOJIOBYIO IPUHAIICKHOCTH UCCIETyEMBIX 00OBEKTOB.

DOBOMIONUS  MOJICKYJISIPHO-TEHETHYECKUX METOJI0B, TNPUMEHAEMBIX Uil WACHTH()HUKAINN
JUYHOCTH U (opMHUpoBaHUs 0a3 JAaHHBIX, [103BOJIMJIA BBIIEIUTh OCHOBHOE HAIpPABJICHUE aHAINM3a
reHomMe 4esnoBeka. COBpeMEHHBIE METOIbl HMICHTU(UKAIIMM YeJIOBEKa BBICTPOCHBI HA aHAIIM3E
IIOCJIEJOBATEILHOCTENH HYKJIEOTH/IOB, B KOTOPBIX BBISBIISAIOT ITOBTOPSIOLIUECS AJIEMEHTHI (UM TaK
Ha3bIBacMbIe KOPOTKHE TaHIeMHbIe MOBTOPHI, Short tandem repeat, STR) B KOHKPETHOM ydacTke
XpOMOCOMBI, Ha3bIBAEMOM JIOKYCOM (F€HETUYECKUM MapKEPOM).

Paseutne wu  coBepmieHCTBOBaHHME METOJOB  KpuMmuHamuctudyeckoro JIHK-anammsa
CrocoOCTBYET TOMY, 4YTO COBpeMeHHas TexHojorus uccienoBanus JIHK mo3Bosser ycnemrno
HCCIIEIOBaTh: MPAKTUUECKU BCE TKAaHU M OMOKMJIKOCTH OpraHum3ma uesnoBeka, conepxamue JTHK;
MHUKpOKOJINYECTBA OMOMaTepHalla; CMEIIAaHHbIE CIIE/IbI.

[Ipu nposenennn JIHK-ananu3a ogaumM n3 stanos ssisercs uspieuenue JJHK u3 marepuranos,
MIpe/ICTaBIsIeMbIX Ha 3KcriepTu3y. OT KauecTBa UCHOJHEHHS JaHHOU MPOIIeIyphl 3aBUCUT YCIIEX BCEX
nocienyromux 3ranoB uccieaopanus JHK.

HenpaBunbneiii BeiOOp metona BeineneHus JJHK umm ero HeBepHOE OCYIIECTBICHUE MOTYT
npuBecTH Ju00 K mosydeHuto 3arpssHeHHoi /IHK, nempuronHoi nns uccienoBanusi, 1u00 K ee
notepe. Ilpu BbIOOpe MeTOna HEOOXOAMMO YUYUTHIBATH LENbINA psAll (aKTOpOB: BUI OOBEKTa, €ro
COCTOSIHUE, JAaBHOCTh O0Opa3oBaHUsT U YCIOBHSA XpaHEHMs, IOITOMY OCOOYI0 aKTyaJlbHOCTb
MPUOOPETAIOT UCCIIEIOBAaHUE U aHAJIM3 COBPEMEHHBIX MeToJoB u3BieueHus JHK u3 pazmuunbix
OMOJIOTHYECKHX 0OBEKTOB, a TAKKE 0030p MPUOOPHOTO 0(hOPMIICHHS TAHHBIX TIOIX0I0B.

Hagexxnocts uneHTHGUKAIUU JTUYHOCTH YBEJIMYMBAETCS B 3aBUCUMOCTH OT KOJIMYECTBA
JIOKYCOB, HCCIEAYEMBIX B XOJ€ MOJEKYISIPHO-T€HETUYECKUX dKcrepTu3. Ecam Ha paHHMX 3Tamax
BHEJIPEHUS JAHHOTO BHJa 3KcrepTu3bl B Kazaxcrane uaeHTH QUKaIs JOMyCcKalach MO 8 JIOKycaM,
TO B HACTOSIIEE BpeMs JOMYCTUMBIH KPUTEPHil ObLT yBelMuYeH 10 16, OTHOBPEMEHHO YBEINYUB
BO3MOJKHOCTB TMOJTy4eHHS Tpoduutst o 24 nokycam. bosee Toro, mpu BEpOSITHOCTO-CTaTUCTUYECKON
00paboTKe, ¢ LeIbI0 MOBBIIICHUS CTENEHU UACHTU(DUKAIMY, TPUMEHSIOTCS JAAHHBIE MO0 YacTOTaM
BCTPEUAaEMOCTH ajuiesel /Uil KOHKPETHON MOMyJIsiuu HacedeHus (Oenble eBpOIeibl, KaBKa3bl U
T.JL.).

OcobOoe Mecto B CyneOHONM  MOJEKYASPHO-TEHETHMUECKOH  JKCIepTH3e  3aHUMAIOT
UICHTU(DUKAIIMOHHBIE  3a/layd, CBSI3aHHbIE C  YCTAHOBJIEHHUEM IPOUCXOXKIEHHUS  CIIEJOB
OMOJIOTMYECKOT0 MaTepuana OT KOHKpeTHoro muma. Ilpomecc wuaeHTH(PHUKAUU MOXKET ObITh
OCYILIECTBIIEH JBYMsI METOJaMHU: MPSAMBIM U OmocpeAoBaHHbIM. [Ipu mpsamoil uaeHTHPHUKAITIN
COTIOCTABJISIFOTCS HEMOCPEICTBEHHO M'€HETUYECKUE TPU3HAKY U YCTAHABIIMBAIOT UX COBMNAJCHHUE WU
UCKITI0YeHHe. B 1enom MexayHapoaHas MpakTUKa MOKa3bIBAET, YTO AJIsi PYTHHHOTO MOMCKa B 6a3ax
nauabix JIHK nmpuMensiercs MeToapl IpsIMOTO CpaBHEHUs MpoGuiIs MOI03PEBAEMOr0 ¢ MpoduiieM,
MOJIyYE€HHBIM CO CJIEIOB, U3BATHIX C MecTa MpectyruieHus. [Ipu 3ToM coBmageHne MOXKeT ObITh, Kak
MIOJIHBIM I10 BCEM MCCIIEIYEMbIM I'€HETUYECKUM MapKepaM, Tak U B OTJIEIbHBIX CIIy4asiX YaCTUYHBIM,
YTO MOKET OBbITh OOYCIOBJICHO LENBIM psAoM (aKTOpOB (Aerpafanusi TeHETHUYECKOro MaTepuana,
YacTUYHOE YHUYTOXEHHUE cliefoB, MHruoOupoanue B xone I[II[P-peakuwmii u ap.). B mocneanem
cllyyae, B 3aBUCUMOCTH OT KOJIMUYECTBA BOCIIPOU3BEACHHBIX JIOKYCOB, BEPOSATHOCTh UJICHTU(DUKALIUH
JIMYHOCTH 3HAYNUTEIBHO CHI)KAETCS.

Takum o0Opa3om, poib pe3yabTaTOB MOJIEKYJISPHO-T€HETUYECKUX 3KCIEPTU3 B YTOJIOBHOM
paccieloBaHMM TSDKKUX M 0CO00 TSHKKMX HACWIBCTBEHHBIX MPECTYIUIGHWH 3HAuUTeNbHa, a B
OTJENBHBIX CITy4yasX SBJSIETCS OJHUM M3 €MHCTBEHHBIX HICTOUHUKOB Jl0Ka3zarenbeTBa. [lorpeOHOCT
B IIPUMEHEHUHU CIELUANbHBIX 3HAHUN B TaHHON 00JlacTH BO3pacTaeT MPUMEHHUTEIbHO U K JPYTUM
BHJIaM IpecTyluieHui. Kak mokassiBaeT SKCIEpTHAs MPAKTHKA, BO3MOYKHOCTH YCIIEHIHOTO MCXO0Ja
MCCIIEZIOBAaHUS BELIECTBEHHBIX JOKA3aTeIbCTB, HANPSMYIO 3aBUCHUT OT KadyecTBa COOMPAEMBIX I10
Jey MaTepuajoB, COONIOJCHMM TpaBWil oOpamieHus ¢ OObeKTaMH U  BELIECTBEHHBIMU
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JI0Ka3aTeIbCTBAMM Ha ATAlax HUX U3bBATHUSA, YIIAKOBKU M XpaHEHMs. TeopeTnuecKkue BO3MOKHOCTH
0oJiee MUPOKOTO MPUMEHEHHUSI BO3MOXKHOCTEH CyIeOHON MOJEKYISIPHO-TeHETUYECKON IKCTIEPTHU3HI
Kazaxcrana, B TOM yucClie ¥ IPUMEHEHNE TeHOMHOM HH(OpPMAINH, coeprKaleics B 6a3ax JaHHBIX
JHK, ne wuckmouatorca. TpeOyercs Oojee MOJHOrO MOHMMAHUS €€ POJM B pacciieOBaHUU
YTOJIOBHBIX /1€ U IIPUHATHUS CO CTOPOHBI IPABOOXPAHUTENBHBIX OPTaHOB U CYJIOB.

B mHacrosimee Bpemsi TeKyllee MaTepUaTbHO-TEXHUYECKOE COCTOSHHE J1adopaTtopuil B
WNHcTuTyTax cyneOHBIX 3KCIEpTU3 00ECIEUMBAECT BBICOKYIO CTENEHb HAJEKHOCTU PE3YJIbTaTOB,
OJTHAKO TPOLIECC UCCIIEAOBAHM TPEOYET 10CTaTOYHO OOJIBIINX MaTEPHATIHHBIX U BPEMEHHBIX 3aTpar.
Bpewmsi aHanu3a BEIIECTBEHHBIX JI0KA3aTEJbCTB B OTJENbHBIX CIy4asX SBJISETCS HEMaIOBAXKHBIM
KpuTepueM, o0ecreunBaroIiMM CBOEBPEMEHHOCTh IPUHATHUS MPOIIECCYAIbHBIX PELLICHUH.

B cBs3u ¢ 3TUM Hay4HBIE HCCIIEOBaHUS C(HOKYCHPOBAaHBI HAa TOWCK PEIICHUH IaHHOU
poOieMbl U OPUEHTUPOBAHBI B MOJIb3Y NPUHATUS KOMIUIEKCHBIX aBTOMATHU3UPOBAHHBIX CHUCTEM
(MHCTpyMEHTa), BKJIIOYAIOIIUX BO3MOKHOCTH OCYILIECTBJICHHS BBIJCJIECHUS TI'E€HETUYECKOTO
MaTtepuasa U NoJy4yeHUs] TeHETUYecKoTo npoduis 3a oauH mar. [logo0Hble TEXHUUECKHUE pelIeHUs
peain30BaHbl B HEKOTOPBIX MHCTPYMEHTAaX, MO3BOJISIOIINE MOJIYYUTh U3 OTHOCUTENIBHO MPOCTHIX
00BEKTOB MPHUEMJIEMBIM JJIs aHaiM3a TeHETUYeCKUil Mpoduib, MO KayeCTBY COMOCTAaBUMBIM C
nabopaTopHbIMU  uccieoBaHUsIMH. OJHUMU M3 NPEUMYILECTB JaHHBIX CHUCTEM SIBJISIETCS
MOOMJIBHOCTD, 3aKPBITOCTh CUCTEMBI, BPEMS aHAJIN3a COCTAaBJISIET MEHEe 2 YacoB, a TaKXKe MpoCToTa
paboThl, HE TPEOYIOIMX OT MEpCOHaNa CIEUHUATbHBIX HABBIKOB M, CIIEJJOBATENbHO, Pa3JeNUTh
(GyHKIMM 1a00paTOPHOTO MepCcoHaia U SKCIEPTOB, OCYHIECTBISIOMNUX HHTepripeTanuio. [Ipubopsl
JAHHOTO KJ1acca OTJIMYAIOTCS JOCTaTOUYHO BBICOKOI CTOMMOCTBIO, OJIHAKO HAIIIA CBOE MTPAKTHYECKOE
MIPUMEHEHHE TP UACHTU(PHUKAIIUH )KEPTB MACCOBBIX KaTacTpod.

VYcnex BemosiHeHust JIHK-ananm3za Ha BBICOKOM YpOBHE 3aBHCHT OT «I1a00OpPaTOpHOTO
opopMIICHUSD TPOIeAYyphl U3BJICUEHUS HYKJIEMHOBBIX KHUCIOT U3 OHojiornyeckux oowekToB. [lpu
npoBeacHuu JIHK-ananu3a B 3apyOeKHBIX CTpaHaX MIMPOKO MCIOJIL3YIOTCS HOBBIE TEXHOJIOTHH, C
LENpI0 yAy4dlIEHUs KayecTBa M YCKOpPeHHUs mponecca aHanusza. OJHUMH W3 HMHHOBAIWH,
MIPUMEHSIEMbIC B 3TUX CTPaHaX, TAKUE KaK aBTOMaTHU3UPOBAHHBIN MOPTaTUBHBIN KoMIieke RapidHIT
u cuctema cekeHupoBanus MiSeq FGX, koTopbie MOTYT OBITh TIOJIE3HBIMH B JTATbHEHIIIEM Pa3BUTHH
Cyne0HO MOJIEKYISIPHO-TEHEeTUUECKOU IKcrepTu3bl Kazaxcrana [4].

biaromapss  KMCNONB30BaHMIO  PEBOJIIOLIMOHHOM — 3allaTEHTOBAHHOW ~ TEXHOJOTMU  —
aBTOMATU3UpPOBAaHHBIA NopTaTUBHBIA KomIuieke RapidHIT, koTopsie mpenctaBuia aMepuKaHCcKas
komnanus «IntegenX» coBmectHo ¢ «Key Forensic Services» mo3Bosstior 06pabarhiBaTh JIHO0OBIE
00pa3ibl — 0K, HyKJIIEMHOBBIE KUCIOTHI U KJIETKH, OTOOpaHHbIE MPAKTHUYECKU U3 JI000H cpepl,
BKJIIOUYasi KPOBb, KJIIETOYHBIE KYJIbTYphl, TKAHEBbIC JIN3AThI, OUBY U (EKaIHH, C TapaHTUPOBAHHON
COXPaHHOCTBIO 00pa3oB [5]. OCHOBHBIMU MPEUMYIIECTBAMU JAHHOTO KOMIUIEKCA SIBJISIFOTCS:

1. HeBeposTHO BBICOKasi CKOPOCTh - 00paboTka 7 oOpa3ioB 3aHuMaeT Menee 90 MUHYT, 4TO
M03BOJIIET COKpaTuTh Bpems ananuza /IHK;

2. llopraTuBHBI aBTOMaTU3UPOBAHHBIN KOMIUIEKC, MO3BOJIsIeT nmpoBoauTh aHanu3 JHK na
MECTEe TMPECTYIUICHUS, YTO CIOCOOCTBYET COKpAIlleHHI0 BPEMEHH HCCIEI0BaHUA U pPabOThI
MIPAaBOOXPAHUTEIBHBIX OPraHOB;

3. JInst pabGoThl Ha IEPEHOCHOM aBTOMATHU3MPOBAHHOM KOMILIEKCE HET HEOOXOAUMOCTH UMETh
crelraibHble HaBBIKA M HayyHble 3HaHUs B obnactu JIHK, npyrumu cioBamu, nr000# COTpYAHUK
MOJIMIMY WA KPUMHUHAIUCT MOXeT co3aaTh npoduns JJHK. YcTpoiicTBo MakcuManbHO peanusyeT
UX BO3MOKHOCTH M MO3BOJISIET 3HAUUTENBHO 00J1er4uTh padoty ¢ JTHK.

Tem He MeHee, 3TOT HOBBIM NOPTATUBHBIM KOMIUIEKC MMEET HEKOTOpPHIE HEAOCTaTKU. Bo-
NEepPBbIX, HU3Kask Mpou3BoauTeNnbHOCTh, RapidHIT onHOBpeMEHHO MOXKET aHATU3UPOBaTh TOJIBKO 7
o0Opa3noB. BTopoii HenocTtaTok — 3TO0 Joporoctosiiiee 00OpyJOBaHHWE M PACXOJIHbIE MaTepHAaIbI.
Pe3ynbpTaToM npuMeHEHUs BBIIIE MEPEYMCIEHHOIO METOJa aHAJIN3a BELIECTBEHHBIX J0Ka3aTeIbCTB
ABIISICTCS TOJy4eHHe TeHeTHuecKoro npoduis B Gopme snekTpodoperpaMMbl, KOTOpas Ha 3Tamne
OKCIEPTHOTO  HCCIeNOBaHMA TpeOdyeT OIEHKM CO CTOpPOHBl KadyecTBa M KOJIMYECTBA
BOCITPOM3BE/ICHHBIX AJIJIEJIEN JIOKYCOB.

5476



Jlpyrasi ”HHOBallMOHHAsI cucTeMa, mpexactaBienHas komnanuei CIIA «lllumina, Incy, 3To
CEKBEHATOP HOBOTO TMOKOJICHUS, pa3paOOTaHHBIN JUIA WACHTU(UKAMH JTUYHOCTU M YCTAHOBIICHUS
poJICTBa, M obecrieynBaromnii Hanbosee TouHble U HHPOpMaTUBHBIE pe3ynbTaThl. Cucrema MiSeq
FGx mno3Bonsier mpoBOAUTH TMOJHBIA LMK HCCleAoBaHUM OT 3arpy3ku oOpasma JIHK no
MHTEpPIIPETALIMM PE3yibTaTOB. JlaHHBIN MPOLIECC OCYLIECTBIISIETCS 3a CUYET CHELUAIU3HMPOBAHHOIO
Habopa i npobonoaroroBku 6udbmnorek "ForenSeq DNA Signature Prep Kit" u ycranoBieHHOTO
nporpammuoro obOecriedenusi "ForenSeq Universal Analysis Software", koTtopoe mo3Bosser
o0pabaTbIBaTh UCXOIHBIC JaHHBIC U HHTEPIIPETUPOBATH pe3ynbTaThl. MiSeq FGx ceroans sBistoTcs
OJTHUM M3 Han0oJiee MOIIHBIX MHCTPYMEHTOB B 00J1aCTH MOJIEKYJISIpHO# Onostoruu. KoMruieke MoxxeT
WCTIOJIB30BATHCS IS MCCIIEOBAHUST OMOJIOTHUYECKHX 00pas3IoB, BBISBICHHUS ONPEACICHHBIX T€HOB
WIM TEHETUYECKHX IO0CJIEJOBATEIbHOCTEH M NPUMEHSIOTCS BO MHOTMX OO0JacTsX: OT CylaeOHO
MOJIEKYJISIPHO-T€HETUYECKUX IKCIIEPTU3bI A0 AMATHOCTUKU 3a00JIEBaHUN U pa3pabOTKU JIEKapCTB.

JlaHHast cucTeMa Takke MOXKET pa3jinyaTh ajuieH, OJJUHAKOBBIE 10 JUTHMHE (110 JaHHBIM METO1a
KalMWJUISIPHOTO 3JIeKTpodopesa), HO coaepKallue pa3inyHble TeHETUYECKUE MOCIIEeI0BATEIIbHOCTH.
OMHOHYKIICOTHIHBIE TTOJUMOP(HU3MBI, HAXOASIINECS BHYTPH KOPOTKHX TaHACMHBIX ITOBTOPOB, HE
MOTYT OBbITh OOHAapyKEHbI C MOMOIIBI0 METOJa KalWUIIPHOTO 3JIeKTpodope3a, B KOTOPOM st
TEHOTHUITUPOBAHMS  HU3KOTO  Pa3pelieHUs]  HCIOJb3YeTCs  JIMMIb  JjauHa. Pasnuuus B
MOCJIEIOBATEILHOCTAX MOXKET ObITh BEChbMa BasKHBIM (DAKTOPOM B CpaBHEHHUU 00pa3LOB, 0COOEHHO B
CllydasX YaCTUYHO JEeTrpaJupOBaHHOrO MaTepuana, KOIrJla BaXXKHO U3BJIEYb MaKCHUMalbHOE
KOJIMYECTBO 3HAUYMMBIX JaHHBIX. VICHosb3yst MeETONbl CEKBEHMpPOBAHHMS HOBOTO IOKOJIEHUS,
KPUMUHAIMCTBI MOTYT MPUNTH K HanboJjee MOJHOLEHHOMY 3aKIIOYEHHIO. YUeHble MHOTUX CTpaH
MIPOBEJU UCTIBITAHUS JAHHOTO 000pYyI0BaHUS U OATBEPIMIIM TOUHOCTD Pe3yibTaToB padoTsl MiSeq
FGX cucremsr [6].

Hamnpumep, nosryaus HemsBecTHbIM oOpaszent JIHK, He mmes Ga3bl JaHHBIX, MBI HE MOYEM
CPaBHUTH €r0 C JPYruMu oOpasiiaMu. B 3ToM ciydae maHHOE O0OpyIOBaHHME HEOOXOAMMO st
onpezeneHus: (eHOTUIa HEYCTAaHOBIIEHHBIX JIUII WIIH [10103PEBAEMBIX.

Baxxnoe TpebGoBaHue A1l yCTAaHOBKU U pabOThI JaHHOTO KOMITJIEKCAa HEOOXOAUMO CHEIaTbHO
obopynoBanHoe mnomemienue. OcHoBHOM HemoctaTok MiSeq FGX cuctembl — HHM3Kasi CKOPOCTh
aHayu3a.

HecmoTpss Ha Bce oTpullaTeNbHBIE AacleKTbl M HENOCTAaTKU, JaHHOE HHHOBALMOHHOE
o0opynoBaHue UMeeT OOJIbIIIEe MPEUMYIIECTB, cliefoBarenbHo, BHeapenue RapidHIT u cucremuoro
KoMIUIeKca cekBeHupoBaHus MiSeq FGX MokeT oka3aTh CYIIECTBEHHOE BIHMSHHE Ha Pa3BUTHE
cynebHo-TeHeTHdeckoi akcrepTusbl B Kaszaxcrane. Hampumep, Rapid XUT mact BO3MOXXHOCTH
co3nate npoduas JJHK momo3peBaemoro B kpaTdaiiiue Cpoku. B pomosiHeHHE K 3TOMY C TOYKH
3peHHsI OTPaHWYEHHBIX JIIOACKUX pecypcoB RapidHIT, kaxkercs, iydmuid cnoco0 B pa3BUTHH
uccnenoanuii JJHK 6e3 Haiima 10MOTHUTENHEHOTO MTEPCOHANA.

B03MOXHOCTH  COBEpIIEHCTBOBAHUS MOJEKYISPHO-TEHETHYECKON JKCIEePTU3bl  MOKHO
BBIJICIUTh BO3MOXKHOCTH IOJIydeHHUS Oo0JjblIero oObeMa KPUMHHAIUCTHYECKONH 3HAYMMOMN
reHeTnyeckoi nnopmanuu. [lepcrneKTUBHBIM BBITJISIUT BO3MOXKHOCTh aHAIM3a (PEHOTUIMHUYECKUX
npu3HakoB (SNP-mpodunmpoBanue), MO3BONSAIOMINE MPOU3BECTH PEKOHCTPYKIUIO BHEIIHETO
obnuka yctaHaBiuBaeMmMoro juma. K TakoBBIM MOTYT OBITh OTHECEHBI HCCIEIOBAaHUS MYyTallWii,
OTBETCTBEHHBIX 32 (DOPMHUpOBAHME IIBETa PAAYyKKW Tja3, KOKM W Boioc. JlanHas mH(popMmarus,
O0COOCHHO B TE€X CIIydasX, €ClIM TeHOTUIl He conepxkutcs B Oaze JIHK, momoraer momy4utsb
JIOTIOTHUTEIBHYI0 HH(OPMAIIHIO JUTSI OTIO3HAHUS M YCTAHOBIICHUS IMYHOCTH TPYIIa, TTOIBEPIIIErocs
3HAYUTENIBHBIM THUJIOCTHBIM U3MEHEHUSIM, a TaK)Ke Ha OCHOBAHHMH aHaIM3a OMOJOTHYECKUX CIIeIOB
COCTaBUTh OPHEHTUPOBKY IO JHIly, COBEpIIMBIIEMY TpecTymiaeHue. Kpome Toro, Bemyrcs
pa3paboTKH MO YCTaHOBJICHHUIO T€HETUYECKUMH METOaMU OMOJOTHYECKOTO BO3pACcTa YeIOBEKa.

B Hacrosiee BpeMs oCyIIecTBIsIeTCs: UX anpoOarys HENOCPEACTBEHHO K 00bEeKTaM CyaeOHOM
OKCMEPTU3BI, @ BO3MOXHOCTh BHEAPEHUS B TPAKTUKY JlabopaTopuil cymaeOHOU SKCIepTH3bl U
MOTOYHOTO TEHOTHUNHMPOBAHUS JUI, MOANSKANIUX 00sA3aTeNbHON TEHOMHOW pEeTrHCTpallny,
paccmarpuBaercsi. OcTaercs HaJesThCs, YTO MOJTYYCHHBIN dKCTIEpTaMU HAyYHBIA U MPAKTUYECKHMA
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OTIBIT, MOKET OBITh, B OYyIyIIeM HCIIOJIb30BaH B pa3pabOTKe COOTBETCTBYIOIIMX METOIMYECKUX
peKOMeHIaln U BOCTPEOOBaH B IPAKTHKE MPABOOXPAHUTEILHBIX OPTraHOB.

CoBpeMeHHBI YPOBEHb PA3BUTUS HAYKHM HE CHIDKAET 3HAYMMOCTH BOMPOCOB, CBS3aHHBIX C
HCCIICIOBAHUEM MOJICKYIISIPHBIX HOCHUTENICH T'e€HEeTHYeCKOW WH(OpMAIMK, pPEIIeHne KOTOPBIX
TpeOYIOT MMOUCK U CO3/]aHKe HOBBIX OoJiee 3PPeKTUBHBIX MeTO0B u3BnedeHus JJHK, mo3Bostonmx
C HAMMEHBIINMU BPEMEHHBIMHU 3aTPAaTaMH U3BJIEKATh YUCTHIE, HEMTOBPEKICHHBIEC SK3EMILISPBI 1AKE
W3 MAaTEPHUAIIOB, MPEICTABICHHBIX CJICIOBBIMU KOJIMYECTBAMH.
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