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AnHoranus. CoBpeMEHHBbIE [OCTIXKEHHMs] B 00JIaCTU MOJIEKYJISIPHOM
ononornu 1 OMOMHGOPMATHKU OTKPHUIH HOBBIC TOPU3OHTHI B U3YUCHUN T€HETUKH
yeyoBeka. B maHHOW cTaThe paccMaTpUBAIOTCS HAmMOOJEe aKTyalbHBIE METOJbI
WCCIICIOBAaHMSI UYEJIOBEYECKOTO TEHOMa, BKIIOYas CEKBEHHPOBAaHHE HOBOTO
nokosnenust (NGS), MUKpOYHMIOBBIE TEXHOJIOTMH, TMOJUMEPA3HYIO0 LEMHYIO
peakmuto  (ITIIP), CRISPR-Cas9 wu  OuouHpOpMaIlMOHHBIN  aHAIM3.
AHaTU3UPYIOTCA WX TPEUMYIIECTBA, O00JIACTM TPHMCHCHHS W 3HAYeHUE B
JMAarHOCTUKE HACJIEJICTBEHHBIX 3a00JIEBaHUM, TIEPCOHATM3UPOBAHHON METUIIMHE U
TEHHOM TepaIvH.
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Abstract. Modern advances in molecular biology and bioinformatics have
opened up new horizons in the study of human genetics. This article reviews the
most relevant methods for studying the human genome, including next-generation
sequencing (NGS), microarray technologies, polymerase chain reaction (PCR),
CRISPR-Cas9, and bioinformatics analysis. Their advantages, areas of application,
and significance in the diagnosis of hereditary diseases, personalized medicine, and

gene therapy are analyzed.
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BBEJIEHUE
I'eneTnka dYenoBeka — 93TO OJHA W3 HaWOOJee IUHAMUYHO PA3BUBAIOIIUXCS
oOnacTeil coBpeMeHHON OuoMeauiuubl. M3yuenue HaciieIcTBeHHON UHGOpMALUK
MO3BOJISICT HE TOJBKO TIOHATH TPUPOJY pa3IUYHBIX 3a00jeBaHUN, HO W
pa3pabarbiBath 3(P(EKTUBHBIE CTPATeTUU WX JUATHOCTHKH, JICYCHUS U
npodunaktuku. C Havana pacmm@poBku reHoma uenoBeka B 2003 romy
TeHETHYECKUE TEXHOJOTUH TIPETEPIeIN 3HAUUTEIbHBIN MPOrpecc: OT MPOCTEUIITNX
METOJAOB  IUTOTCHETHUKH JO BBICOKOTOYHOTO cekBeHupoBanua JHK wu
pEeIaKTUPOBAHUS TEHOMA.

CoBpeMeHHBIC METO/IbI TTO3BOJITIOT AHAIM3UPOBATh TCHETUYCCKHUE BapHaAIHH
C BBICOKOW TOYHOCTBIO M B KpaTdaimme cpokd. OHHM HCHOJB3YIOTCS KaK B
(byHIaMEHTAIBHBIX HCCIEAOBAHUSAX, TaK W B KIMHUYECKON TMPaKTHKE — TMpHU
BBISIBIICHHM HACJICJICTBEHHBIX 3a00JICBaHUMN, OTPEICIICHUH MPEIPACIIONOKEHHOCTH
K OHKOIIATOJIOTHSIM M pa3pabOTKe TapreTHOM Teparvy.

Hacrosimas pabota mocBsitiieHa aHanu3y HamOosee 3(h(PEKTUBHBIX METOJIOB
W3Y4YeHUs TeHETHKU YeJIOBEKa, UX TEXHWYECKHUM OCOOCHHOCTSIM M IIPUMEHHUMOCTH

B COBPEMEHHON MEIULINHE.

MATEPHUAJIBI U METOJbI
B nanHoil paboTe MCMOIb30BaH KOMIUIEKCHBIN MOAXOJ K aHaJIUu3y COBPEMEHHBIX
METOJIOB, IPHUMEHSEMBIX JUISI W3YyYEHHs T'EHETUKH uyenoBeka. (OcCHOBY
UCCJIEIOBAHUS COCTABWIM KaK TEOPETUYECKHE MCTOYHUKU, TaK U MPAKTHUYECKHE
HapaOOTKH, OTpa)kalollle IMEepeloBOM ONBIT TEeHETHYEeCKUX JabopaTopuil.
MarepuanoM NociayKUil Hay4YHbIE CTaTbU, OMyOJIMKOBAHHBIE B MEXKIYHAPOIHBIX
0azax ganHbIx 3a nepuog 2014-2024 rogos, BKiIo4as mMyOJuKalMK B KypHaJax,
uHaekcupyembeix B Scopus ' Web of Science, a Takxke oTuérbel Bcemuphoii

opra"uzanuu 3apaBooxpanenus 1 HanmonanbHoro nuuctutyta 310poBbs CIIIA.
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B pamkax Teopernueckoro aHanmsa ObUTA paCCMOTPEHBI METOJIbI CEKBEHUPOBAHMUS
HOBOTO mokoysieHus, Takue Kak Illumina m Oxford Nanopore, mo3Bosstomme
ONpPEAENATh IMOJHYIO HYKICOTHIHYI mnocienoBarenbHocTs JHK ¢ BbicOkoOM
TOYHOCTHIO. Takke Obuto yneneHo BHuMaHue I[II[P-mmarnoctuke, kotopas mo-
MPEXKHEMY HIUPOKO HCIOIB3YETCS] B KIMHUYECKON MPAKTUKE ISl aMILTU(DUKAIUK
crnenupuYecKknx YydacTkoB reHoMa. CpaBHHUTENIBHO OIICHEHBI BO3MOXHOCTH
MUKPOYHUIIOBBIX TEXHOJIOTM TIPU MAaCCOBOM CKPUHUHIE€ U JUArHOCTUKE
pPacnpoOCTPaHEHHBIX MyTaLUH.

Ocoboe BHUMaHHWE B WCCICAOBAHUM YICICHO TEXHOJOTUU PENaKTHPOBAHUS
renoMa CRISPR-Cas9 kak WHHOBAalMOHHOMY METOAY, OTKPBIBAIOLIEMY
MEPCIEKTUBBl B TEpaluu HACJIEACTBEHHBIX 3a0oyieBaHUN. PaccMoTpeHbl Kak
nabopaTopHbIE TPOTOKOJIBI €€ MPUMEHEHHUS, TaK U STUICCKUE ACTICKThI, CBSI3aHHBIC
C BMEIIIATEJIbCTBOM B UEJIOBEYECKHUI T€HOM.

JIOTIOMHUTENIBHO B aHAJIU3 ObUIM BKIIFOUEHBI COBPEMEHHbIE OMOMH(POPMATUYECKHE
MHCTPYMEHTHI, oOecrnieunBaroiue oOpaboTKy, aHHOTHPOBAHHWE U BU3YaJIU3alIUIO
00JpIINX 00BEMOB T€HETHUECKUX JlaHHbIX. Mcnonp3oBanue miardgopm Geneious,
ClinVar, UCSC Genome Browser W Apyrux MO3BOJMIO OIEHUTH TOYHOCTH
UHTEPNPETALUN MYyTAUN U TEHETUYECKUX BapUaLUil.

Metonosiorudyeckasl 4acTh HCCJEIOBaHUS TakKe BKIIOYaia 0030p KIMHUYECKUX
MPUMEPOB MPUMEHEHHS JaHHBIX METOJOB MPH JUATHOCTUKE TakWxX 3a00JIeBaHUM,
KaK MYKOBHCIIMJI03, HACJIEJICTBEHHbIE (DOPMBI paka, peIKrue MUTOXOHJpHAIIbHbBIC
cuHgapombl. Takum  oOpa3oM, HCCIEIOBaHHE MPOBOJAUIOCH HAa  CTHIKE
MOJIEKYJISIDHOM OWOJIOTMH, KIMHUYECKOW T€HETUKU U OMOMH(POPMATHUKH, YTO
MO3BOJIMJIO BCECTOPOHHE 0XapaKTepHU30BaTh BO3MOKHOCTH COBPEMEHHBIX METO/IOB

B U3YUYCHHNH I'CHCTUKHN YCJIOBCKA.

PE3YJIBTATDBI U OBCYKIAEHUE
AHalIM3 COBPEMEHHBIX METOJOB HM3YYEHHs I'€HETMKH 4YEeJIOBEKa II0Ka3all, 4YTO

HauOonee 3(PGEeKTUBHBIE W3 HUX OCHOBAHBl HAa TPUMEHEHHH BBICOKOTOUHBIX
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MOJIEKYJISIPHO-OMOJIOTUYECKUX TeXHOJOTuH. CeKBEHUPOBAHUE HOBOTO MOKOJICHHS
(NGS) mno3BoiMIO 3HAYUTENIBHO pACHIMPUTh MPEACTABIEHUE O CTPYKType H
BapuaOeIbHOCTU YEJIOBEYECKOro reHoMa. biiaroapsi BBICOKOM 4yBCTBUTEIBLHOCTH
U CIOCOOHOCTH OJHOBPEMEHHO aHAJIM3UPOBaTh MILIHOHBI (parmenTtoB JIHK,
JaHHBIA METOJl CTall HE3aMEHUMBIM B KIMHUYECKON T'€HETHKE, OCOOEHHO IpHU
JUArHOCTUKE PEIKUX HACJIEJCTBEHHBIX 3a00J€BaHU U  3JIOKAYE€CTBEHHBIX
HOBOOOpa3oBaHuil. IlpakTuka mokaszana, yto wucnosb3oBaHue NGS-TexHOIOrHi
NO3BOJISIET HE TOJIbKO MACHTU(PUIMPOBATh MYTallMM, HO M MPOrHO3UPOBATH
TeueHHe 3a00JIeBaHNs, a TAK)Ke MOIOMPaTh UHANBHUIYAIN3UPOBAHHOE JICUEHHE.
[Tonumepa3Hass LeNHas peakuus, HECMOTPs Ha JUIMTEIBHOE HCIIOJIb30BaHUE,
IIPOJOJDKAET 3aHMMATh BAXHOE MECTO B MOJIEKYJSIDHOM JuarHoctuke. EE
JOCTYIHOCTh, OBICTPOTAa W TOYHOCTHb JAENaloT €€ YyJOOHOW /sl BBISBICHUS
M3BECTHBIX MYTAllMi, a TaKKe JUIsl OLUEHKH SKCIPECCHHM OMpPeNeNEHHBIX T'€HOB,
O0COOEHHO B YCJIOBHUSIX OTPAHMUYEHHBIX PECYPCOB.

TexHomornn MHKpPOYMIIOB JIOKa3add CBOK 3(PPEKTUBHOCTh MpPU MACCOBOM
IFeHEeTUYECKOM CKPUHUHIE, OCOOEHHO B MOMYJSLHUOHHBIX MCCIIEIOBAHUAX.
brmaromapss BO3MOYKHOCTHM OJHOMOMEHTHOIO aHaldM3a ThICSY TOYEK TIE€HOMA,
MHUKPOYHIIBl YCIIEIIHO HCHOJB3YIOTCS B  (apMaKOTr€HETHKE, IpeHaTaIbHOU
JUArHOCTUKE M B MPOrpaMMax IO OLEHKE N'€HETUYECKOM MPEAPACIIONOKEHHOCTH K
3a00JICBaHUSIM.

Oco0oe MecTo B OOCYX JECHHH 3aHMMAET TEXHOJOTHUS PEJAKTUPOBAHUS Ie€HOMA
CRISPR-Cas9. Xots €€ mpuMeHEHUE B KIIMHUYECKOMN MTPAKTUKE MTOKA OrPAHUYEHO,
pe3ynbTaThl  JKCIIEPUMEHTOB  JIEMOHCTPUPYIOT  BBICOKYK)  TOYHOCTb U
s dextuBHocTs MOgUbukauu JIHK. Ha npumepe sxcriepuMeHTaIbHOrO JeUeHHUs
TakuX 3a00JIEBaHMIl, KAaK CEpPIOBUIHOKIETOYHAS AHEMHUS M HAcCJEICTBEHHas
aMaBpO3Us, MOKHO OTMETUTb 3HAYMTEJIBbHBIN MPOTPECC B HAIPABICHUM I'E€HHOU
tepanuu. OJHAaKO  OCTAlOTCA  HEPEIIEHHBIMH  BONPOCHI  O€30MaCHOCTH,

CHeI_II/I(bI/ILIHOCTI/I u 6I/IO3TI/IKI/I, CBA3aHHBIC C PCAAKTUPOBAHHUCM I'CHOMA YCJIOBCKA.
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Kpome Toro, BaskHYIO pOiib B COBPEMEHHOM T'€HETHYECKOM HCCIICIOBAHUU UTPAET
onoundopmatuka. OO6paboTKa M HMHTEpIpETaIsi OrPOMHOTO OOBEMA JIAHHBIX,
MOJIYYCHHBIX B PE3YJIbTaTe CEKBEHUPOBAHUS M JPYTUX METOJIOB, HEBO3MOXKHBI 0€3
MOIIIHBIX  BBIYUCIHUTENBHBIX  TIaThOpM W aJropuT™MoB.  [lpumeHeHue
OnonH(pOpPMATHIECKUX TPOTPAMM ITO3BOJISIET HE TOJBKO CHCTEMATH3UPOBAThH
TCHETHYECKUE Bapuallid, HO W CTPOUTHh TMPOTHOCTUYECKHE MOJICTH PA3BUTHS
3a00JIeBaHW Ha OCHOBE WHIUBUAYATHHOTO TCHOMA TTAIlMEHTA.

B COBOKymHOCTH pe3ysibTaThl HMCCIICIOBAHUS IOJATBEPXKIAAIOT, YTO WHTETPAIIHSI
MEPEOBBIX MOJEKYJISPHBIX METOJIOB ¢ WH(MOPMAIIMOHHBIMUA TEXHOJOTUSIMHU
oOecrieynBaer KaueCTBEHHO HOBBI YPOBEHb JTMArHOCTUKH u
MEPCOHATM3UPOBAHHON MenUIMHBI. COBPEMEHHBIE ITOX0/IbI B TCHETUKE YEIOBEKA
CTaHOBSITCS HEOTHEMJIEMOUN YaCThIO KIMHUYECKON MPAKTUKU U UTPAIOT KIFOUEBYIO

POJIb B Pa3BUTUU NIPEBEHTUBHOW U TAPT€THOMN TEpaIIUHU.

3AKJITIOYEHHUE

CoBpeMEHHbIE METOAbl M3YYEHUS] TEHETHUKM 4YEJIOBEKA OTKPBIBAIOT IMIMPOKHUE
BO3MOXXHOCTH B MEIUIIMHE W OWOTexHOoJoruu. VX mprMmeHeHHe CrocoOCTBYET
paHHEMY BBISIBJICHUIO HacCJIeICTBEHHBIX 3a00JIEBaHHUI, CO3JaHUIO
MIEPCOHAIN3UPOBAHHBIX CXEM JICYEHHUS W PA3BUTUIO TeHHOM Ttepanuu. OIHAKO
HapsAy C TEXHHUYECKUMHU JTOCTIDKCHHUSMH HEOOXOAMMO YUYUTHIBATH ITUUYECKUC H
MIPaBOBbBIE ACTIEKTHI, 0COOEHHO B 00JIACTH PEIAKTUPOBAHUS T€HOMA.

bynyiiee MeAMIMHCKOW TEHETHMKH CBSI3aHO C HWHTETPAMEd MOJEKYJISIPHBIX
METOJIOB ¥ UCKYCCTBEHHOTO MHTEJIJIEKTA, YTO OOCCIIEYUT MPOPHIB B MPOPUIAKTHKE

Y JICYCHUN MHOTHX HEU3JICUMMBIX 3a00I€BaHUHN.
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