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AHHOTAIUA

B mnocimenHue roasl pa3sBUTHME T'E€HETUYECKOM JSKCIEPTU3BI CYHIECTBEHHO
YCKOPWJIOCH OJarofapsi BHEAPEHUIO HOBBIX METO/IOB M T€XHOJIOrui. CoOBpeMEHHbIE
HNOJAXOJbl BKIIIOYAIOT YJIy4UIEHUE METOJI0OB CEKBEHUPOBAHMS, HCIOJIb30BAHUE
OononHpOpMaTUKH, pa3BUTHE METONOB (PEHOTHUNHPOBAHUS W AHAIH3 CIOKHBIX
Oouonornueckux oOpa3loB. B craTthe paccMaTpuBarOTCs OCHOBHBIE HOBIIECTBA B
3TOM 00J1aCTH, UX NPEUMYIIECTBA, OTPAHUYEHUS U IEPCIEKTUBBI I IPUMEHEHUS B
CyZeOHOM MpaKTHKE.

KiroueBble  cioBa:  IreHEeTHMYECKas  JKCHEPTH3a,  KPUMHHAIMCTHUKA,
CEKBEHHPOBAaHHUE HOBOT0O NokoyieHus, peHorunupoBanue JJHK, stuxka.

BBenenne

['eHeTrnueckass dKcmepTH3a 3aHUMAET IIEHTPAIbHOE MECTO B CyAeOHOI
MEULIMHE, MO3BOJISS MICHTU(UIMPOBATh JIMYHOCTH, YCTAHABIMBAaTh POACTBO U
pelaTh yrojoBHbIE U TPaKIAHCKUE CIOPBL. TpajMIIMOHHBIE METOJbI, TAaKHE Kak
aHanu3 STR-10KycoB (KOpPOTKMX TaHJIEMHBIX MOBTOPOB), OCTAIOTCS CTaHIAPTOM.
Opnako pactymue TpeOOBaHUS K TOYHOCTH, CKOPOCTHM U AHAIU3Y CIOXKHBIX
00pa3I0B CTUMYIUPYIOT BHEPEHNUE HOBBIX TEXHOJIOTHIA.

HoBble mogxoapl B reHeTHYECKOM IKCIIepTH3e

1. CexBenupoBanue HoBoro moxoJjienusi (Next-Generation Sequencing,
NGS)

NGS  peBONMIOLMOHM3UPOBAIO  TEHETHYECKYIO  DKCIIEPTHU3Y,  MO3BOJISSA
MPOBOAUTH aHAJIU3 MWUIMOHOB nociegoBatenbHocTeld [JHK onHoBpemMeHHO. DTOT
METO]I ITO3BOJISIET:

o AHamu3upoBaTh He TOJAbKO STR-nokyckl, HO U SNP (OZHOHYKJIEOTHIHbBIE
nonumopdusmsl), mtDNA u siaepuyro [JHK.

« OOpabarbIBaTh JerpagupOBaHHbIE WM MUHUMabHbIe 00pasibl JJHK.

https://scientific-jl.org/index.php/luch 27 Yacmo-34_ Tom-1_Jlexaops -2024



https://scientific-jl.org/index.php/luch
mailto:bahodir.bio88@gmail.com

ISSN:

JAYUYIIUE HHTE/IVIEKTYAJ/IBHBIE HCCIIE/JOBAHHA

3030-3680

« OGecnieunBaTh  MOJHOE CEKBEHMpPOBAHHWE TE€HOMAa, 4YTO paclIUpsieT
BO3MOXXHOCTH CYAEOHOT'0 aHaIu3a.

IIpenmymecrBa: Bricokas YyBCTBUTEIIBHOCTh u TOYHOCTb.
Orpanuyvenusi: Bricokas cToMMOCTh 00OpPYIOBaHUS U CIOKHOCTH OOpabOTKHU
JAHHBIX.

2. Maccnapanneabnbiii ananus (Massively Parallel Sequencing, MPS)

MPS  mo3Bomsier  aHanM3UpOBaTh  OOJIBIIOE  KOJUYECTBO  JIOKYCOB
OJTHOBPEMEHHO, oOecreunBasi BBICOKYIO TPOU3BOJIUTEIBHOCTh MPU H3YUYECHUU
CIIOKHBIX 00pa3ioB. [IpuMeHeHne 3TON TEXHOIOTMH OCOOCHHO TMOJIE3HO B CIIydasx
aHaJln3a CMELIAaHHBIX CIIE0B WM CUJIBHO JaerpaaupoBanHon JJHK.

3. ®enorunuponanue no JHK

@®enorunupoBanne JHK wucnonme3yercss s npeackasaHus BHEHIHUX
XapaKTepUCTUK (LBET rja3, KOXKH, BOJOC) M ITHHUUECKOTO MPOUCXOXKJEHHUA. IJTa
METO/IMKA PUMEHSETCS B PacCiIeJOBaHUAX, KOIla HET NPSAMbIX COBIIaJIEHUH B 0a3ax
JAHHBIX.

IIpumep: TexHonoruu, Takue kak Parabon Snapshot, mo3BossitoT co3maBaTh
"hoTopoOoThI" MOJ03pEBAEMBIX Ha OCHOBE T€HETHICCKON HH(pOpMaIHH.

4. AHaym3 "JMMreHeTH4ecKux Mmapkepos'

ONUreHeTuKa MNPEeNoCTaBIsIeT HH(POPMALMIO O BO3PACTE WIH COCTOSHUU
310poBbs uenoBeka. Merunuposanue JJHK moxeT ObITh HCTIOTB30BaHO /1J151 OLIEHKU
OMOJIOTMYECKOr0 BO3PACTA, UTO MOKET MMOMOYb IPH UACHTU(PUKALIUA HEU3BECTHBIX
KEPTB.

5. MukpoOnomMHbIe HCCJIeJOBAHMS

Kaxapiii denoBek o0sagaeT yHUKaIbHBIM MHUKPOOHMOMOM, KOTOPBI MOXKET
OBITh UCIOJB30BAH B KaY€CTBE JIOIMOJHUTEIBLHOTO MapKepa s UAECHTU(DUKAIIIH.
AHanu3 MukpoOHMOMa MpPUMEHSETCS B Ciy4asX, KOrja TpaJulUOHHBIE METOJIbI
UACHTUDUKAIIIN HEBO3MOXKHBI.

6. Hudposasn IILP (dPCR)

Hudposas TIIIIP obecneunBaer wommuecTBeHHbld anHanu3 JIHK, dto
KPUTUYECKH BaXHO B cCiydasx, rae o0béM Ouomarepuana MuHumManeH. OnHa
MOBBIIIAET YYBCTBUTEIBHOCTh M MO3BOJSIET paboOTaTh C  yIAbTPaAaHU3KUMU
koHueHTpamusamu JTHK.

7. AHAJIM3 CMEIIAHHBIX 00pa3LoB

CoBpeMeHHbIE aNTOPUTMbl MAIIMHHOTO OOYYEHMS 3HAYUTENIHBHO YIYYIIaloT
paszienbHbId aHanu3 cMmemanHbix oopa3uoB JAHK, Beiaenss npoduiu HeCKOIbKUX
WHJIUBUJIOB.
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8. 'eneTnueckune 6a3bl JAHHBIX

Pacmmpenne HaMOHATBHBIX M MEKIYHAPOIHBIX T€HETUYECKUX 0a3 JaHHBIX
(manpumep, CODIS) no3Bosnser 6picTpee uaeHTU(GUIIMPOBATH pecTyMHUKOB. [1pu
ATOM BHEAPSIOTCS METOJIbI MOUCKA MO POJICTBEHHOMY COOTBETCTBUIO, YTO TMOJIE3HO
JUISL CITy4aeB, KOrJa MpsiIMOro COBHAJEHUS HET.

IIpo06JieMbI ¥ BHI3OBBI

IJTHYECKHE ACTEKThI:

[[Inpokoe UCIOJIIB30BAHUE T'€HETUYECKUX JAHHBIX BBI3BIBAET DS BOIPOCOB,
CBSI3aHHBIX ¢ KOH(DHUICHIINATHLHOCTBIO U MpaBaMu 4esioBeka. OCHOBHBIE MPOOIEMBI
BKJIIOYAIOT:

e 3amumy nepconanvuvix oannwvix: coop u xpanenue J[IHK B Gazax maHHbIX
TPeOYIOT CTPOTOTO PETYIUPOBAHUS.

o 'enemuueckan Ouckpumunayua:. PUCK 370yNOTPEOJICHUS] T€HETUYECKOU
uHbopMalmeii co CTOpOHBI  paboTojaTenel, CTPaxOBBIX KOMIIAHUH U
MIPaBUTEIIbCTBEHHBIX CTPYKTYP.

Hoobposonvnoe coznacue:. wcnons3oBanne JIHK, mnonydennoir wuyepes
KOMMEpYECKHE TEHETUYECKUE TECTBI (Hanpumep, 23andMe), JUISL
KPUMHHATUCTUYECKUX PACCIEIOBAHUN BBI3BIBAET CIIOPHI.

IIpaBoBbIe OTpaHUYEHNS

3akoHofaTenbHasi 0a3a HE BCErja ycrneBaeT 3a Pa3BUTUEM TEXHOJIOTUM, YTO
MOXET OTPaHUYMBATh UX UCIIOJIb30BAHUE B CY[ICOHOM MpPaKTHUKE.

TexHnuyeckue CJI0KHOCTH!

CoBpeMeHHbIE METO/bl TPEOYIOT BBICOKOKBATU(ULIMPOBAHHOTO MEPCOHANA,
J0pOroro 000pyA0BaHUS U JUIUTEIHHOIO 00YyUEHHSI.

IlepcnekTUBBI Pa3BUTHA

1. ABTOMATH3ALUS MPoIeCCOB: BHenpenne  MCKYCCTBEHHOIO
MHTEJUIEKTAa ¥ MAIIMHHOTO OOYYeHHMs JUIA aHaln3a OONBIINX JaHHBIX YCKOPHUT
00paboTKy pe3ybTaTOB U MOBBICUT UX TOYHOCTb.

2. HNurerpanus pa”ubix: lcronb30BaHWE MYJIBTUOMHBIX IIOJXOJIOB
(reHOMUKa, TPOTEOMHKA, METa00JIOMUKA) MO3BOJIMT MOJy4aTh OOJee MOIHYIO
KapTUHY JJIs1 CYI€OHOM SKCIIEPTU3HI.

3. JlocTynHOCTh TeXHOJI0ruii: CHIKEHNE CTOMMOCTH OOOpYIOBaHUS U
MaTepualioB CeNIaeT COBPEMEHHbBIE METObI 00Jiee TOCTYITHBIMU JJIsI JabopaTopuit
10 BCEMY MHUDPY.

4, Pemienne "xooaubIx" meu:
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TexHonoruu aHanusa JpeBHEW U cwibHO Aerpaauposasiiei [JHK ycnemno
IIPUMEHSIIOTCS T PACKPBITHS NPECTYIUICHUN NMPONUIBIX AecsaTuieTui. [Ipumepom
MOJKET CIIY>)KUThb HucCHojb30BaHue reHeanornueckux JIHK-0a3 st packpsiTus
CEpPUIHBIX NPECTYIUICHUMN.

3akjaoueHune

HOBBIC IoAXO0Abl M TCEXHOJIOTHHU B FeHeTI/I‘-IeCKOI‘/JI 3KCHepTI/IBe OTI(pBIBaIOT
3HAYMUTEIIbHBIE BO3MOXXHOCTH JUIsi CyJAeOHOHW MeAuIuHbl. BHeapeHue Takux
MetonoB, kak NGS, ¢eHoTHMUpOBaHWE W MHUKPOOMOMHBIM aHAIW3, TOBBIIIACT
TOYHOCTh W paCIIUPSAET JUana3zoH npuMeHeHuil. OIHAKO OCTAarOTCs HEpElIEHHbIE
BOHpOCBI, CBA3AaHHLBIC C 3THKOI>'I, HpaBOBBIMI/I OFpaHquHHHMH U CJIOXHOCTBIO
BHeI[peHI/IH. Eyz[ymee FCHGTH‘-IGCKOﬁ 3KCHepTI/13I)I JICKUT B I/IHTeraHI/II/I HepeI[OBBIX
TEXHOJIOTUH U BBIPAOOTKE YETKUX CTAHAAPTOB IS KX IPUMCHCHHUS.
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