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AHHOoTanmsa: CoBpeMeHHble BO3MOXXHOCTH MOJIEKYJIIPHO TIeHeTHYeCreHeTHUYeCKOro

MOJIEKYJ/IIPHO-TeHeTHUYeCKHe MeTO/bl IMarHOCTUKY B TeHUTHUTE CEro/iHsA SBJASI0TCSI OCHOBOU
JJIsI MHOXKeCTBa NPHUKJIAJHBIX U QyHAaMeHTaJbHbIX HCCAeJOBaHUW B MeAULMHE  JTH
MeTO/bl CTaJli OCHOBOHM [ pa3pabOTKU HOBBIX MOJXOJ0B K JUArHOCTHKe, JIeUEHUIO U
npoduIaKTUKe MHOXKeCTBa 3a60J1eBaHUH, a TakxKe /11 IPOBeJleHUsl HayYHbIX UCCJIeJ0BaHUH
B 00/1aCTM MeJULMHBI U 6M00TuH. OHM NpPeAOCTaBAAT YHUKaJIbHble BO3MOXXHOCTHU JJIS
M3y4yeHUs TeHeTH4YeCKoW MHQOpMaluy, BbIIBJIEHUS MyTalMi U aHOMaJMH, a Takxke JJs
pa3paboTKU NepCOHATM3UPOBAHHbBIX METO/I0B JIeUeHHUs.

Knw4yeBble csoBa: MoJsieKy/nisipHO-TeHETUYECKHEe  MeTOJbl  JUAarHOCTUKU U
UCC/leIOBaHUH, reHeTHUKH, 6uoTexHosorul, CekBeHnpoBaHue [JHK, My/ibTUreHHbIE NaHeU.
JluarHoctuka HacaeAcTBeHHbIX 3a60sieBaHuid,PHK,/IHK, aHasiM3 MUKpPOYUIIOB .

Annotation: Modern capabilities of molecular genetics molecular genetic methods of
diagnosis in genitis today are the basis for many applied and fundamental research in
medicine. These methods have become the basis for the development of new approaches to
the diagnosis, treatment and prevention of many diseases, as well as for carrying out scientific
research in the field of medicine and biology. They provide unique opportunities to study
genetic information, identify mutations and abnormalities, and develop personalized
treatments.

Keywords: Molecular genetic methods of diagnostics and research, genetics,
biotechnology, DNA sequencing, multigene panels. Diagnosis of hereditary diseases, RNA,
DNA, microchip analysis.

OCHOBHBIE IPUHLIUIBI MOJIEKYJ/IIPHO-TEHETUYECKUX MEeTO0B

MosekyisipHO-TeHETUYECKUN  MeTOJ, BKJOYaeT B Ccebsd psjJy TEexXHOJIOTUH,
vcnosb3ywiux aHaau3s JIHK, PHK wiau 6enkoB i JUAarHOCTUKKA UM HCCJeJ0OBaHUM.
HauboJiee pacnpocTpaHeHHbIMM MeETOJAMH SIBJASAIOTCA MOJIMMepa3Has IenHasg peakLus
(ITLLP), cekBeHupoBanue JJHK, aHa/1M3 MUKpPOYMIIOB U MCC/IeJOBAaHUS HAa OCHOBE TEXHOJIOTUHU
CRISPR.

lFeHeTH4YecKkass MHPOpMaLUs U ee 3HAaYEeHHU e

['eHeTHyeckass uHPopmanus, cogepxkaiasica B IHK, siBiisieTcss ocCHOBOM 6M0JIOTHYECKUX
MpOLIECCOB, KOTOpble ONpeJesiioT pa3BUTHe U QYHKIMOHMPOBAHHE OpraHU3Ma.
MouJteky i pHO-TeHeTUYeCKHe MeTO/Ibl IO3BOJIAIOT BbIABJAATb U3MEHEHHUS B CTPYKTYpE ITeHOB,
KOTOpbIe MOTYT ObITh NIPUYMHOMN 3a60JIeBaHUH, A TaKXKe OlleHHWBATh MPeIPacoio’)KeHHOCTh
K HUM.

CoBpeMeHHbIE MOJIEKYJIIPHO-TEeHEeTUYeCKHe TEXHOJIOTMU

CexBeHupoBaHue JJHK (NGS — next-generation sequencing)

CexkBeHMpOBaHUeE CJIeJYIOILEro MOKOJIeHUs ABJIAETCA OJHOM U3 CaMbIX NE€PCIEeKTUBHbBIX
TEXHOJIOTUH, KOTOpasi MO3BOJIsIeT GbICTPO M C BbICOKOM TOYHOCTHIO aHAJIM3UPOBATh 'eHOM
LeJIMKOM WJIU ero OTAeJibHble y4acTKU. C MOMOLIbI0 3TOW TEXHOJOMMU MOXKHO BBIABUTH
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MyTalli{, aHOMaJIMM WJHU NMOJUMOPOU3MBI, KOTOpPble MOTYT ObITh CBSI3aHbl C pPa3BUTHUEM
pasJIMYHbIX 3a60/1€BaHUH.

INosimmepasHas nenHas peakuus (IILP)

[IIP octaeTca oAHOM M3 caMbIX MNOMYJSAPHBIX TEXHOJOTMH [ aMIIMPUKaLUU
omnpegesieHHbIX y4yacTkoB /JIHK. 3ToT MeTos MMpPOKO HCHOJIb3yeTcA AJil JUArHOCTUKU
MH}EKIMOHHbIX 3a60/1IeBaHUM, FeHeTUYeCKUX MyTalU, a Takxke /s CyJle6HO-MeAULMHCKON

3KCIEepPTU3BbL
TexHnosiorua CRISPR-Cas9
CRISPR-Cas9 — 3TO peBOJIIOIIMOHHAsA TEXHOJIOTHUS, MO3BOJIAKILAA pPeJaKTUPOBATh

reHbl C BBICOKOW TOYHOCTbIO. OHa OTKpbIBAaeT HOBbIEe BO3MOXXHOCTU [JJIs1 JieUeHUs
reHeTUYeCKUX 3a00JieBaHUM, a TaKXKe [Jisl CO3/laHUs TeHeTU4YeCKH MOAUPUIMPOBAHHBIX
OpPraHHU3MOB, KOTOpbIe MOTYT OBbITh HCII0JIb30BaHbI B MEAUIMHCKUX U
CeJIbCKOXO0351MCTBEHHbIX LIeJIsIX.

l'eHeTHYeCKHe MUKPOYHUIIbI U MyJIbTUT€HHbIE NTaHeJIN

MuUKpoUYUIbl U MYJIbTUTEHHbIE MaHEJW MO3BOJISIOT aHAJM3UPOBATh COTHU U ThICAYH
reHOB OJJHOBPEMEHHO, UTO JieJIaeT 3T MeTO/bl M0JIE3HbIMHU JIJIS1 HUCCJIeJJOBaHUSI MHOXeCTBa
3ab0JieBaHUM, BKJIIOYAs PaK, KapAH0J0rM4eCKre U HeBpoJIoru4ecKue 3a60JieBaHUsI.

I[IpuMeHeHUe MOJIEKYJ/ISIPDHO-TEHETUYECKHX METOA0B B MeULIUHE

JIlMarHocTvKa HacJieICTBEHHbIX 3a60/1IeBaHUM

MoJsieKyIsipHO-TEHETUYECKHUE METO/Ibl IO3BOJISIIOT BbISBJISATh MYTallMH, KOTOPbIe MOTYT
ObITh MPUYUHOMN HAC/Ee[CTBEHHbIX 3a060/IeBaHUH, TAKUX KaK MYKOBUCIM/103, CHHAPOM /layHa,
reMmoduus U Apyrue. PaHHee BbisiBJIeHUE 3THUX 3a00/1€eBaHUM TO3BOJISIET HAYATh JIeUeHUe Ha
6oJiee paHHUX CTAAUSAX U YJIYYLIATb KAa4eCTBO >KU3HU Mal[HeHTOB.

OHKoJIOTHYecKas AUarHoCTHKa

B 006/1aCTU OHKOJIOTUM MOJIEKYJISPHO-TEHETUYECKUE METO/bl MNPUMEHSIOTCA AJs
BbISIBJIEHUS] MYTallMi, KOTOpble MOTYT ObITb CBSI3aHbl C pa3BUTHeM paka. TexHOJIOTHU
CEKBEHHPOBAHUsSI TMO3BOJISIOT OINpeJeJUTh TeHeTUYeCKhe OCOOEHHOCTH OIyXoJied, 4YTOo
nomMoraet B Bbl6ope HauboJiee 3pPEeKTUBHOTO MeTOJa JiedeHHUs (MepCcoOHA/M3UPOBAHHASA
MeJIMIMHa).

JuarHoctvKka MHQEeKIMOHHBIX 3a00/IeBaHU I

Ucnonb3zoBanue [P u gpyrux MoJieKyJsipHbIX MeTOJ0B MO3BOJISET TOYHO U OBICTPO
BBISIBJISITh IATOre€HbI, TAKUE KaK BUPYChI, 6AKTEPHUU U TPUOKU. ITO 0COOEHHO BaXKHO B CJy4ae
MHbeK UM, TpeOyoLUX CPOYHON JUAarHOCTUKU U JieYeHHUs], HallpUMep, B ciydyae UHPEKIUH,
nepe/iaBaeMbIX [OJIOBbIM MyTEM, UJIU IPH MOJJ03PEHUHN HA TYOEPKY.JIe3.

IlepcoHa/IM3MpOBaHHAA MeAULMHA

OgHuM W3 HauboJiee MEPCHEKTHUBHBIX HAIpaBJeHUH NPUMEHEHUS] MOJIEKYJISIPHO-
reHeTUYEeCKUX METOJI0B SIBJSIETCAd IMepCOHA/TM3UpPOBaHHAsA MeaunuHa. C MOMOIIbIO
reHeTUYeCKUX aHaJIM30B MOXXHO He TOJIbKO TOYHO JUArHOCTHPOBATbH 3a00JieBaHUS, HO U
oA 0UpPaTh ONTHUMAJIbHbIE CXEMbI JIeUeHUs], OCHOBAaHHbIE HA MH/IUBU/IyaJIbHBIX 0COOEHHOCTSX
opraHu3Ma NnamueHTa.

IIpeuMyliecTBa U OrpaHUYE€HUA MOJIEKY/ISIPHO-TeHETUYECKUX METO/0B

IIpeumyecrsa

MouJiekyIsipHO-reHeTHYeCKHe MeTO/bl 06JIaZIal0T PSIIOM BaXKHbIX TPEUMYIIECTB:
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. Bbicokass TOYHOCTb AWArHOCTHKH, YTO MO3BOJIIET OOHApY>XUBaTh 3aboJieBaHUS Ha
CaMbIX paHHUX CTaAHUSX.
. B0O3MO0>XHOCTb BbISIBJIEHUS] CKPbITbIX MHQEKIUNA U Hac/JAeJCTBEHHbIX 3a00JieBaHUM,
KOTOPbIE MOT'YT He NPOSIBAATHCS KIUHUYECKHU.
. [lepcoHaNIM3UpPOBAaHHbIA NOAXO0J, B JIeYeHUH, OCHOBAHHBbIM Ha WHAWMBU/YaJIbHbIX
reHeTUYeCKHX JaHHbIX MallMeHTa.
. PaspaboTka HOBBIX JIEKAPCTBEHHbIX MpeNnapaToB W MeTOJ0B Tepalhud Ha OCHOBE

reHeTU4ecKou HHpopMaLuu.

OrpanuyeHusa

HecMoTpsi Ha Bce MpeuMyIeCcTBa, MOJIEKYJISPHO-TEHETUYECKUE METO/bl HMMEKWT U
HEKOTOpble OTPaHUYEHHUS:
. Bbicokasi CTOUMOCTb TEXHOJIOTUH, YTO OTPAaHUYMUBAET UX JOCTYINHOCTb B HEKOTOPBIX
CTpaHax ¥ peruoHax.
. HeobxoguMocTh cHenuaJu3vpOBaHHOIO O0O0OpyZ0BaHHUS © KBaJWQPUIHUPOBAHHBIX
CIEeNMaJHuCTOB.
. JTHYecKMe U TpaBOBble BONPOCH], CBsS3aHHblE C MCIOJb30BAHUEM TeHETHUYECKOHU
vHopMalMM, TaKHe KaK BONPOChl KOHQUAEHIUAJbHOCTU U IMpaBa Ha TeHEeTUYECKYIO
MHbOpMaluIo.

IlepcieKTHUBBI pa3BUTHUSA MOJIEKYJIAPHO-TeHEeTUYEeCKUX TEeXHOJIOTUH

MoJsieKyIipHO-TEHETUYECKUE  TEXHOJIOTMU  MPOJAOJKAIT  Pa3BUBAThCAd, U HUX
BO3MOXHOCTH OyAyT pacmuiupaTrbcsd. OKUAaeTcs, YTO C pa3BUTHUEM TAaKUX TEXHOJIOTHH, KakK
cekBeHupoBaHue JIHK u CRISPR, nosaBaTcA HOBble MeTOAbl AJiS JieYeHUS TeHeTUYeCKUX
3a00JieBaHUM, YJIYYLIATCA [UWAarHOoCTHKAa M NPOTHO3UMpPOBaHHWE 3ab0JieBaHUM, a TaKxke
€03/, a1y TCS HOBblE TepaneBTUYeCKHUe CPeiCTBa.

3ak/iloyeHue

CoBpeMeHHble MOJIEKYJSIPHO-TeHETUYECKHE METOJbl 3HAYUTEJNbHO PpPaCIMPSIOT
BO3MOXHOCTH MeJUIMHbl U HAy4YHbIX HCCJAE€JOBAaHHM, IMO3BOJIAS He TOJbKO TOYHO
JIMAarHOCTUPOBATh 3ab60JieBaHMs, HO U pa3pabaTbhiBaTh NepPCOHAJM3UPOBAHHbIE MOJAXO0/bl K
JledeHHI0. B TO ke BpeMs CylIeCTBYeT psiJi BbI30BOB, TAaKHMX KaK 3TUYECKHE BOMPOCHI U
BbICOKAasi CTOMMOCTb TEXHOJIOTHM, KOTOPble TPEOYIOT AajibHEUIIEr0 COBEPLUIEHCTBOBAHUSA U
ONTHMMHU3AUUU 3TUX MeToAoB. TeM He MeHee, Oyayllee MOJIEKYJISIPHO-TeHETUYECKON
JIMAaTHOCTUKHW BBITJISIIUT 4Ype3BblYallHO NMepPCHeKTHBHBIM, OTKPbIBas HOBble T'OPU30HTHI B
06J1aCTH MeUIIMHBI U OMOTEXHOJIOTHH.
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