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AHHoOTauus. B 0630pe paccmaTtpuBaeTcsi pasBUTUE reHETUYECKNX ANAarHOCTUYECKMX TEXHOMOMMIN — OT KNacCU4ecKnx MONEeKynApHbIX METOO0B
[0 COBPEMEHHbIX BbICOKONPOM3BOAMTENbHbIX NNaTdopM, BKIOHAOLWMX NGS, MUKpOUYUnoBble TexHornorum n N-opueHTnpoBaHHble anroputMbl
aHanusa. Ocoboe BHUMaHWe yaensaeTcA BO3MOXXHOCTAM COBPEMEHHbIX MOAX0A40B B paHHEM BbIABIIEHUM HACneaCTBEHHbIX U MyJ'IbTMCbaKTOprIX
3aborneBaHuil, a Takke OLEHKE UX OrpaHUYeHnin 1 NepcrneKkTB AanbHenwero BHeapeHUs B KIMTMHUYECKYHO NPaKTUKY. [MpeacraBneHHble AaHHbIe
0606LatoT KntoYeBble TeHAEHUUM B 3BOSMOLUM TEHETUYECKUX METOLOB U OEMOHCTPUPYKT 3HAYNMOCTb uncposusauum, 6MOMHd)OpMaTVIKI/1
n MallnHHOro 06y‘-IeHMﬂ ONS NOBbILWEHWUS TOYHOCTU W CTaHAapTM3auuMn reHOMHOW AuarHocTuku. Matepuan 6y/:|,eT noneseH cneymnanuctam
B obnactu MOJ'IeKyJ'IﬂpHOVI MeguUUnHbl, KIMMHUYECKUM TeHeTUKam, 6VIOVIHCbOpMaTI/1KaM n unccneposartenam, pa60Ta}OIJJ,I/IM Haa pasButuem
NepcoHanM3npoBaHHbIX TEXHOMOMMIN 30PaBOOXPaHEHNS. 0630p nog4vyepknBaeT Ba)XHOCTb KOMMJIEKCHOro noaxoda K oueHKe AnarHoCTU4ecKoro
noTeHuuana coBpeMeHHbIX FreHETUYECKNX METOA0B U UX POnn B hOPMUPOBaHNN 6y,E|yLLlVIX CTaHA4apToOB MeAMLIMHCKON NOMOLLN

KnioueBble cnoBa: reHeTuyeckass AMarHOCTUKA, CEKBEHVMPOBAHWE HOBOIO MOKOMEHUst (NGS), BbICOKOMNPOU3BOAMTENbHbIE NNaTtdopMmbl,
6I/IOI/1H¢JOpMaTVIKa, MCKyCCTBeHHbIﬁ NHTENJEKT, MOJTeKyNnApHble MeTOAbl, NepCOoOHaNn3npoBaHHaa MegnumHa

Abstract. The review examines the development of genetic diagnostic technologies, from classical molecular methods to modern high-
performance platforms, including NGS, microchip technologies, and Al-based analysis algorithms. Special attention is paid to the possibilities of
modern approaches in the early detection of hereditary and multifactorial diseases, as well as an assessment of their limitations and prospects
for further implementation in clinical practice. The presented data summarize key trends in the evolution of genetic methods and demonstrate
the importance of digitalization, bioinformatics, and machine learning for improving the accuracy and standardization of genomic diagnostics.
The material will be useful to specialists in the field of molecular medicine, clinical geneticists, bioinformatics and researchers working on the
development of personalized healthcare technologies. The review highlights the importance of an integrated approach to assessing the diagnostic
potential of modern genetic methods and their role in shaping future standards of medical care.
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BBeaeHue. leHeTnyeckas onarHocTu-
Ka 3a nocrnefgHue OecATUNeTMs npoluna
nyTb OT JOKarnbHbIX MOMEKYyNApHO-reHe-
TUYECKMX TECTOB, OPUEHTUPOBAHHbLIX Ha
aHanu3 oTaenbHbIX FeHOB M Yy4YaCTKOB
OHK (npexpe Bcero lNLP-noaxonos), k
BbICOKONPOU3BOANTENBHBIM  TEXHOMNOI-
sIM, MO3BONALNM UCCNEaoBaTb AeCAT-
KN—TbICSYN TEHETUYECKMX BapuaHTOB B
pamkax ogHoro aHanu3sa. [Npaktuyeckas
ponb TMLP-meToank n nX KAMHUYECKUX
npunoXxeHun nogpobHo onucaHa B OT-
€YECTBEHHbIX paboTax, BkI4Yas Cu-
cTematusaumilo  Noaxo4oB ANns  3ajad
MeauUMHCKON amarHocTuku [1], a Takke
npumepbl npuknagHoix L P-peleHnn
ONS BbISBMEHUST KITMHUYECKN 3HAYMMbIX
reHeTn4ecknx nameHenun [2, 3]. Obasn
NOrMKa  TEXHOMOTMYEeCKOW  3BOJIOLIMU
reHeTU4ecknx MeTOAOB U CMeHbl Aua-

rHOCTUYECKON NapagurMbl OTpaxeHa B
obobuarwmx paboTtax no pasBUTUIO re-
HeTn4eckux TexHonorun [4]. 3HaummocTb
reHeTU4eCcKon [MarHOCTUKU onpenens-
€TCs TaKKe BbICOKOW PacnpOCTPaHEH-
HOCTbK HacneaCcTBEHHbIX 3aboneBaHui,
YTO OTPaXEHO B AaHHbIX NPOMUIbHBIX
MeXayHapOAHbIX pecypcos [5].

Bmecte ¢ TeM pocT 4yncna BbISBMS-
eMblX HacneACTBEHHbIX BapUaHTOB U
pacluMpeHne nokasaHuii K TecTupoBa-
HUIO MPUMBOOAT K yBenu4yeHunto obbeéma
OaHHbIX, KOTOpble HeobxoaMMo WHTep-
NpeTMpoBaTb B KIIMHUYECKOM KOHTEKCTE,
BKIOYAS OLIEHKY MaToreHHOCTU W Knu-
HMYECKON 3HA4YMMOCTWU BapuaHTOB. ITO
0CODOEHHO aKkTyanbHO A CEKBEHMPOBA-
HWMs1 HOBOTO MokoreHust (next-generation
sequencing, NGS) 1 ero KnMHUYecKmx
dopmaTtoB — nonHoak3omHoro (WES)

© baryaeB A.C.-Y., Onekyesa .M., Xacayos B.A., 2026

n nonHoreHomHoro (WGS) cekBeHupo-
BaHWUsl, BHEAPEHWE KOTOPbIX B HaLMO-
HanbHblE M KPYMNHbIE KMMHUYECKME MPO-
rpaMMbl COMPOBOXAAETCSI MOBbILLIEHNEM
AVarHoCTUYECKOW pe3ynbsTaTUBHOCTU Y
NnauMeHToB C MOJO3PEHUEM Ha penkue
3aboneBaHus [6], a Takke BbISIBIIEHNEM
OOMOSTHUTENbHbBIX MOMEKYNSIPHbIX Haxo-
JOK MPWU MCMOMb30BaHUM PacLUMPEHHO-
ro deHotunupoBaHus [7]. OTaoenbHyto
npaktuyeckyto ueHHocTb WGS gemoH-
CTPUPYET B CryYasix «TEXHUYECKN CrOX-
HbIX» BapuaHTOB, KOTOpble OCTalTCH
HEeLOCTYMHLIMU UMK MNIIOXO BbISABNATCS
npuv MHbIX noaxopax [8], 4To noaTBepx-
[aeTcst U AaHHBbIMU KITMHUYECKUX CEpUN
y neguaTtpuyecknx naumeHToB [9]. Wc-
Nnonb30BaHWE pPacLUMPEHHOrO (eHOoTK-
NPOBaHNS B COYETAHUN C TEHOMHbBIM
aHanu3om Mno3BONsEeT BbISBMAATb 4OMOS-



HUTENbHbIE MOJEKYNSAPHbIE HaxoOKu W
NnoBbILWATb ANArHOCTUYECKYIO pesynbra-
TmBHOCTb [10].

HecMoTpss Ha TEXHOMNOrM4ecKkuin npo-
rpecc, KrvHU4eckas peanu3auusi re-
HOMHOTO TECTMPOBaHUSI CTarnKMBaeTCs C
PSAOM OrpaHu4eHuin: BapmabenbHOCTbIo
KayecTBa [AaHHbIX, CMOXHOCTbIO MHTEp-
npetaunM BapuaHTOB HeonpeaenéHHowm
3HAYMMOCTK, HEeobXOOAUMOCTLIO  CTaH-
4apTv3aummn aHanuTU4ecKkmx npoueayp u
obecrneyeHnem cConocTaBUMOCTU pe3yrb-
TatoB Mexay nabopaTtopusiMu. 3T BO-
npockl noapobHo obcyxaatotca B pabo-
Tax, MOCBALWEHHbIX OrpaHNYeHUsM 1 Bbl-
30BaM KIMHUYECKOrO CEKBEHWPOBAHMS
[11], a Takke OuEeHKe KITMHUYECKOW Mo-
NEe3HOCTN FrEHOMHOro TeCTUpoBaHus [12].
CyLlecTBeHHOe 3HayeHne UMEET U KO-
HOMMYEeCKas COCTaBnsiloLLLasi BHeAPEHUS:
CTOMMOCTb TECTUpPOBaHusi, OrogxKeTHoe
BMMAHME W HeobxoaMMOCTb mnpouenyp
OLEHKM TEXHOMOINIA 30paBOOXpPaHEHMs
AN reHOMHOM MeguumHbl [13, 14].

OTtaenbHblM hakTopom, onpeaensto-
UMM Ka4yecTBO KIMMHUYECKUX BbIBOAOB,
ABnsAlTCa GronHpopmaTmyeckne atanbl
obpaboTkn NGS-gaHHbIX: BOCNPOM3BO-
OUMble nannsanHbl, anropuTmbl BbI30Ba
BapuaHTOB M YHU(UKaLUS LIAroB aHanm-
3a. [pumepamn pelueHnin, OpUEHTUPO-
BaHHbIX HA NEPEHOCMMOCTb U BOCNPOU3-
BOOMMOCTb BbIMUCIIUTENBHOIO aHanuaa,
cnyxat paboyne npouecchl AN NOHo-
reHOMHbIX [JdaHHbIX [15], TexHonorumn
Macwtabupyemoro cohort-calling [16], a
TaKkke CpaBHUTENbHbIE WCCReaoBaHUs
YCKOpEeHHbIX navnnanHos aHanusa [17].

Ha cnepgytowem 3artane passuTud
reHeTU4eCKONn AuarHocTuku BCE Oonb-
WY pornb Wrpaetr NpUMEHEHWE WCKYyC-
CTBEHHOro uHtennekta (M) n metonos
MaLUUHHOTO O0y4YeHus AN NOJLEepPXKKM
MHTEpNpeTaunM BapuaHToB U NPUOPUTU-
3auUMM KaHaMOAToB C YYETOM hbeHoTMna
naumeHTa [18]. CoBpeMeHHble Noaxonbl
BKITHOYAIOT YTOUYHEHME U KOHKPETU3aLMio
KpUTEPUEB WHTEpNpeTauMM BapuaHTOB
B pamkax cneundukaumin ACMG/AMP
n akcrnepTHbIx naHenen ClinGen [19],
onTUMM3aLMIO Npoueayp PeHOTUN-opu-
E€HTMPOBaHHOW npuopuTU3aumm (B T.M.
Exomiser/Genomiser) [20, 21], a Takke
pasBuUTUE anropuTMOB pPaHXMPOBaHMUS
«MPUOPUTMU3ATOPOB» ANS AMArHOCTUKA
MeHaenvpyoLmx sabonesanui [22]. O6-
lMe TeHOEeHUUN NMPUMEHEHUs METOLOB
MaLUUHHOTO OByYeHMs B OMUKC-OAHHbIX
1 X NOTeHUMan Ang KnMHU4ecknx 3agad
oTpaXeHbl B MPOUIbHbIX Nybrmkaumsax
[23], mpn coxpaHeHun HeobxoaMMocCTu
onopbl Ha BanUAMpPOBaHHbIE MOAENu
OLEHKM MNaTOreHHOCTVM BapuaHTOB, WC-
nonb3yemble Kak MeToforornyeckas
6azsa [24].

Llenb HacTosLwero o63opa — cuctema-
TN3MPOBaTb COBPEMEHHbIE TEHETUYECKNE
ONarHoCTUYeCKne TEXHOMNOrMM B JOTUKe
X PasBUTUSI OT KIACCUYECKMX MOIIEKY-
NSPHO-TEeHETUYECKNX METOLOB K BbICOKO-
Npon3BOAMTENbHBIM Nnatopmam U Bbl-
YNCNUTENbHBLIM MOAXO4AM WHTepnpeTa-
UMK, a Takke obcyauTb UX KNMHUYECKMe
BO3MOXXHOCTMW, OFPaHUYEHUS U Nepcnek-
TUBbI BHEOPEHUS B NMPAKTUKY.

Knaccuyeckue  monekynsipHo-re-
HeTUYecKne mMeToAbl B MeOULIMHCKOMN
AnarHocTuke copmMupoBann OCHOBY
COBPEMEHHOWN  KIMMHUYECKON TeHeTn4e-
CKOW OMarHOCTUKN N MO-MPEXHEMY LUW-
POKO MPUMEHSAOTCA MpU peLueHun npu-
KnagHblX MeauumHckmx 3agad [25]. K
YMCIy TaKMX NOAXOAOB OTHOCATCS LMUTO-
reHeTU4eCKMn aHanu3 1 nonmmepasHas
uenHas peakumna (MNLP), opneHTMpoBaH-
Hble Ha BbISIBMEHVE N3BECTHbLIX MyTaLUiA,
MUKpOAeneunin 1 Apyrux  KIMHUYeCK
3HAYUMbIX FEHETUYECKUX WU3MEHEHUA B
3aaHHbIX NTOKycax reHoma.

B pa6ote A.H. Bonkosa, J1.B. Haue-
BOW C coaBT. [1] npeacTaBneHo cucrema-
TU3MpoBaHHoe onucaHue metogos [MLP
1 HanpaeneHunh Ux NPUMEHeHUs1 B Me-
OVLIMHCKON OMarHOCTUKe YenoBeka, YTo
noguépkmaet 3HayeHue MNLP-noagxonos
KaKk ofHoro m3 6a3oBbIX WHCTPYMEHTOB
MOSNEKYNSAPHOW reHeTukun. MNpaktunyeckune
BO3MOXHOCTU KonuyecTBeHHon [LP wu
eé moguduKkaumnm Ons peLleHns KoH-
KPETHbIX KITMHUYECKMX 3a4ay NpoaeMOH-
CTpupoBaHbI B uccnegosaHmsx K.A. lMNae-
NI0Ba M COaBT. [2], r4e MeTof MCnosnb30-
Bancs Ans HeWHBasUBHOW AMArHOCTUKM
OHKOIOrM4ecknx 3aboneBaHuii, a Takke
B paboTe Akcenbpopg 1 coasT. [3], nocBsa-
LLEHHON BbLISBMEHNIO KIMMHUYECKU 3Ha-
YUMBIX MUKpoOZEneLunn Y-XpoMOCOMbI C
npuMmeHeHnem mynstunnekcHon MNUP B
pexvme peanbHOro BpeMeHW.

HecmoTpa Ha BbICOKYD aHanuTu-
YeCKylo 4YyBCTBMTENBHOCTb W BOCMPO-
M3BOOUMOCTb, knaccudeckne  TLP-
OpWEHTMPOBaHHbIE MeToaWKM obragarT
PSOOM OrpaHUYEHU, CBSI3AHHbLIX C aHa-
N30M 3apaHee OnpenenéHHbIX reHe-
TUYECKMX YYaCTKOB MU HEBO3MOXXHOCTbIO
KOMMIEKCHOW OLEHKM TEHOMHOW Bapu-
abenbHocTW. OTM ocobeHHOCTU cylle-
CTBEHHO OrpaHMYMBatOT MX MPUMEHEHME
npv ONarHOCTUKE pefKux U reHeTU4eckn
reTeporeHHbIXx 3aboneBaHuii, 4TO 006-
YyCNoBuMNoO HeobXoAMMOCTb nepexoda K
BbICOKONPOU3BOAUTENBHBIM  TEXHOMNOIM-
sIM, cnocobHbIM obecneuvBaTtb napan-
NenbHbIA aHanM3 MHOXECTBa reHeTuye-
CKUX BapuaHTOB B pamKax OHOro nccne-
posaHus [4].

OrpaHu4yeHuss Kraccu4eckux Mo-
NeKYNAPHO-TeHETUYECKMX MEeTOAOB U
npeAnochLIIKM nepexoga K BbICOKO-

v YW L

npou3BoAuTENibHbLIM ~ TEXHOJIOTUSAM.
HecMoTps Ha LWMpokoe BHeApeHWe Knac-
CUYECKUX  MOMEKYNspPHO-TEHETUYECKMX
METOOB B KITMHUYECKYIO NPaKTUKY, X AN-
arHOCTUYECKME BO3MOXHOCTM OCTaloTCs
OrpPaHUYeHHbIMM PSAOM MeTofonormye-
ckux dpaktopos. NLP-opueHTMpoBaHHbIE
noaxoAbl U rMépuan3auoHHbIe MeToAbI,
KaKk npaBuro, HanpaeneHbl Ha aHanus
3apaHee OnpenenéHHbIX FeHEeTUYEeCcKnxX
nokycoB u TpebylT npeaBapuTenbHOro
NpeanorioXXeHUst 0 MONEKYNSPHOW npu-
ponoe 3aboneBaHus. 3TO CyLECTBEHHO
CHWXaeT ux adekTBHOCTL Npu Ana-
FHOCTUKE PEefKuX, TEHETUYECKU reTepo-
FEHHbIX W KIMHWYECKU BapuabenbHbIX
COCTOSIHWUW.

Kpome TOro, npu ncnonb3oBaHumn Tap-
reTHbIX METOAMK OCTaloTCA TPYAHOCTU
BbISIBMEHNSI CMOXHBIX CTPYKTYPHbIX Me-
pecTpoek, peakux BapuaHTOB U KOMOU-
HaUWn MyTauuii, YTO MOXET NMPUBOOUTL
K AMarHoCTMYECKUM 3aJepXKaM UInu He-
MONMHON MHTEepnpeTaumMn KIMHUYECKOTO
deHotuna. OrpaHMyYeHHOCTb MacLuTa-
BupyemMocTn Knaccuyeckux MeTogoB W
HEBO3MOXXHOCTb  KOMMIIEKCHOM  OLIEHKM
reHOMHOW BapuabenbHOCTU CTanu Krito-
4YeBbIMW MpPeAnochIIkaMn Ans Nnepexo-
0a K BbICOKONPOM3BOAUTENBHBIM TEXHO-
norusiM aHanusa reHoma, CrnocOOGHbIM
obecneuynBaTtb napannensHoe uccreno-
BaHMe OOmMbLUIOrO 4YMCna TeHEeTUYECKMX
BapvaHTOB B pamKax OAHOro 1Uccnenosa-
Hus [4, 11].

BbicokonpousBoauTenbHble re-
HOMHbIe NnaTdopMbl B KNUHUYECKOMN
AnarHoctTuke. BHeapeHve TexHonorvn
CEKBEHMPOBAHUSI  HOBOTO  MOKONEHMUS
(next-generation sequencing, NGS) cta-
N0 NpUHUMNUAnNbHbLIM 3TanoM pa3BUTUS
KNMMHNYECKON TFEHETUYECKOW OMarHocTu-
KW, NO3BONUB MEpenTV OT aHanu3a OoT-
[OernbHbIX TEHOB K KOMMIIEKCHOW OLIeHKe
3K30Ma W reHoma nauueHTa. [pume-
HeHVe MOonHo3kK3oMHoro (whole-exome
sequencing, WES) »n nonHoreHomHo-
ro cekseHupoBaHusa  (whole-genome
sequencing, WGS) npoaeMoHcTpupoBa-
No 3HauuTenbHOe yBEenu4eHne AuarHo-
CTUYECKON pe3ynbTaTMBHOCTY Y NaLueH-
TOB C NOAO3PEHVEM Ha pefkue Hacneg-
CTBeHHble 3aboneBaHusl, B TOM 4ucne
B pamKax HaumoHamnbHbIX MNporpaMm
reHOMHOW MeauLuHbI [6, 26]. SddekTnB-
HOCTb TaKOro noaxoda NoATBepaaeTcst
pe3ynsrataMyv BHEAPEHUS MONHOreHOM-
HOroO CEKBEHMPOBaHMS B paMkax Haumo-
HarnbHbIX CUCTEM 34paBoOXpaHeHns [27].

[onoNHNTENbHYIO KIMHUYECKYIO LieH-
HocTb WGS obecneyrBaeT BO3MOXHOCTb
BbISIBMEHNS «TEXHUYECKN CIOXHbIX» Ba-
pVYaHTOB, BKIMO4Yasi CTPYKTYpHble nepe-
CTPOVIKA M U3MEHEHUS B PErynsaTOPHbIX
obnacTax, KOTopble OCTalTCA HeQoCTYr-
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OcHOBHBIE TeHETHYECKHe AUATHOCTUYIECCKHE TEXHOJOI'MM U UX KIIMHUYECCKHE BO3SMOKHOCTH

MATHOCTHYECKHEe OcHOBHbBIE Tunuunbie 00JaCTH
TexHnomorus O0bekT aHau3a A
BO3MOKHOCTH OrpaHUYeHUst NMpUMeHeHUst
. Bricokas . MoHoreHHbIe 3a00JICBaHUS,
[LIP (B T.u. real-time, OrtaenbHbIC TEHB, OrpaHUYEHHBIH OXBAT,
l[yBCTBMTCJ’[]:HOCT]) OHKOJIOTUA,
MYJIBTUTUICKCHAS) JIOKYCBI . TpeOyeTcst TUTIIoTe3a
IUTSE U3BECTHBIX MYTaIHi PEeNpPOAYKTHBHAS MEIUIIHA
Tubpuauzanuonusie | CNV, ciennduaeckue Huskas pasperarornias
pHAM3ALL > cneuu( Beicokast crieriupuyHOCTh pasp m XpOMOCOMHBIE aHOMAJINU
METO/IbI yuactku JJTHK CIIOCOOHOCTh
BrisiBnenve He BbIsIBIISIET TOYCUHBIE CunapomalbHas
aCGH CNV 1o BceMy reHOMY . o Ap
JIeNeIHI/ Ty TUTIKALIAI MYyTaIix JINArHOCTHKA
OrpaHuYeHHbBIN CIIMCOK
Tapretnoe NGS ['eHbI-KaHIUIATHI Bananc rmyOuHBI 1 CTOUMOCTH p CHOB OHKOreHeTHKa
WES IK30M Boicokast fuarHocTryecKas He nokpseiBaet Penxue HacseICTBEHHbBIE
Pe3yNIBTaTHBHOCTH peTynATOpHBIEC 00TaCTH 3a00JIeBaHUS
. CTOMMOCTb, CIIOKHOCTh | KOMIUIEKCHBIC U HESICHBIC
WGS I'enom MakcuMalbHbIN OXBaT
HMHTEPIPETALUH KIMHAYECKUE CITyYan
buonndpopmarnueckue 3aBUCHUMOCTD
> " NGS-nannbie CraHgapTu3amnus aHaJIu3a Bcee dhopmer NGS
TTaNTLTaiHbL a Aap Tt OT aJITOPUTMOB tbop
ITpuopuru3amms He 3aMeHsIOT 2KCIiepTHOE
NH-nHCTpYMEHTHI BapuanTsl, penorun PHOp . P Wntepnperanus VUS
1 MOJ/ICPIKKA HHTEPIIPETAIH pelieHne

HbIMW NpW Ucnonb3oBaHuK Gornee orpa-
HMYeHHbIX MeToauk [8]. OTo moaTBepx-
paetrcs n pesynsrataMu  KIMHUYECKUX
nccrneqoBaHUn y neguaTpudeckux nawu-
eHTOoB, rae npumeHeHne NGS nossonuno
MOBbLICUTb [OMK YCTAHOBIEHHbIX MOre-
KyNSAPHbIX OUarHO30B MO CPaBHEHUIO C
TpaguumoHHbiM1 nogxogamu [9]. B oHx-
KOreHeTUKe 1 MOMNEKYIAPHON OHKOIOrnm
NGS-naHenu Takke NpogeMOHCTpUpoBa-
nm 3dPEKTUBHOCTb ANA MOSEKYNAPHON
cTpatudukauum onyxornen v nogaepx-
KM TepaneBTuYeckux pelleHunn [28, 29].
CpaBHUTENbHAsA XapakTePUCTMKA OCHOB-
HbIX MOMEKYNSIPHO-TEHETUYECKNX U Bbl-
COKOMPOM3BOAUTENbHBLIX  AMArHOCTMYe-
CKWUX TEXHOSMOIMI NpuBeaeHa B Tabnuue.

Opyrue BbICOKONPOU3BOAU-
TenbHble noaxoabl: aCGH wn [OHK-
Mukpouunbl. NMomumo NGS, B KnuHUYe-
CKOW NpaKkTUKe NPOAOIKAIOT NPUMEHSITb-
CA U Apyrue BbICOKOMPOWU3BOAUTESNbHbIE
FEHOMHbIE TEXHOMOTUW, B YaCTHOCTM
CpaBHUTENbHas reHoMHas rnbpuansaums
Ha MuKpomaccuBax (array comparative
genomic hybridization, aCGH) n OHK-
MUKpouunbl. BT MeToabl obecnevnBa-
10T a(p(PEeKTUBHOE BbISBIEHNE BapuaLlmm
yncna konui (copy number variations,
CNV), Bkntovas geneuun n aynnukawmm,
N OCTaKTCHA 3HAYUMbIMU UHCTPYMEHTaMM
npu OMarHOCTUKE XPOMOCOMHbIX aHOMa-
N 1M psiga HacnegCTBEHHbIX CUHAOPO-
MoB [4].

MeToabl OQHOKNETOYHOrO TpaHCKpW-
TOMHOTO aHanu3a LUMPOKO UCNOMb3YHTCS
B OHKOIOTMYECKUX WUCCNENOBaHUAX, LO-
NonHASA AaHHble FTEHOMHOIo CEeKBEHUpPO-
BaHus [30]. AHK-Mukpoumnbl Takke npu-
MEHSIIOTCS B UCCINEA0BaHNSX 9KCpeccum
reHOB U MOMEKYNsPHON cTpaTudunkaumnm

onyxorewn, 4to OblNo NPOAEMOHCTPUPO-
BaHO B paboTax, NOCBSALLEHHbIX BbICOKO-
NPON3BOAUTENBHBIM MOAXOA4AM B MpeLm-
31OHHOM MeanunHe [31].

OpHako  orpaHuyveHHass  paspelua-
Iowas crnocobHOCTb  MWKPOYMMOB MO
cpaBHeHnio ¢ NGS 1 HEBO3MOXHOCTb
BbISIBNIEHUS]  TOYEYHbIX  HYKINEOTUAHbIX
BapvaHTOB MNpPMBOAAT K MOCTENEHHOMY
CMeLLEeHMI0 oKyca KIMHUYECKON aua-
FHOCTUKN B CTOPOHY CEKBEHUPOBAHUS HO-
BOIO MOKOMEHUS.

BuonHdopmaTnyeckne navnnam-
Hbl aHanu3a NGS-gaHHbIX. PocTt 06b-
émoB NGS-gaHHbIX 0bycrnoBun Heobxo-
OMMOCTb BHEOPEHWs BOCMPOM3BOANMBIX
BuonHdopmaTnyecknx nopaxodos, obe-
crneyvBaloLLMX CTaHAapTM3auuio 3Tanos
06paboTKn, BbIpaBHMBAHWS U aHHOTaLMK
reHOMHbIX faHHbIX [12]. CoBpeMeHHbIe
BbIYMCIUTENbHbIE MannnanHbl NO3BOMs-
10T YHUULMPOBATL aHann3 pesynsraTos
CEKBEHMPOBaHUSI U CHU3UTL Bapuabenb-
HOCTb MHTEPMpPETaLUN, CBA3AHHYIO C pas-
NMYUAMU B NPOrpaMMHbIX MHCTPYMEHTax
1 napamerpax obpaboTku gaHHbIX. [o-
NOMHUTENbHbIE BbIYUCIUTENbHbIE BbI30-
Bbl (hOPMMPYHOTCA MPU UCMONb30BaHUN
TEXHOMOrMIN OAHOKINETOYHOr0 CEKBEHUPO-
BaHWs, Tpebylolwmx cneumMannsmpoBaH-
HbIX OVMOMHOPMATUYECKMX NOOXOAOB U
BbICOKOW CTEMNEeHW cTaHgapTusauuy aHa-
nun3a gaHHbIx [32].

Mpumepamy Takux pelueHun aBns-
I0TCA NepeHocumMble paboyne npolecchl
ONs aHanusa MONTHOTEHOMHBIX [AaHHbIX
[15], meTogbl macwTabupyemoro cohort-
calling, ocHoBaHHble Ha 0O6begUHEHUU
OaHHbIX Heckomnbkux obpasuos [16], a
Takke CpaBHUTENbHbIE WCCNENOBaHUSA
YCKOPEHHBIX BbIYMCIUTENbHbIX nannna-

HOB, OPUEHTUPOBAHHBIX HA KIMUHUYECKOE
npumeHeHune [17]. Mcnonb3oBaHne cTaH-
AapTU3NPOBaHHbLIX  BUonHpopmaTnye-
CKUX KOHBENepoB crnocobCcTByeT MoBbI-
LLEHNIO BOCMPOU3BOANMOCTU BbIYUCIN-
TenbHbIX PE3yNsTaToB U CONOCTaBUMOCTU
AaHHbIX Mexay nabopatopusmu. Bonpo-
Cbl BOCNPOM3BOAMMOCTMN pPe3ynsratoB U1
COMOCTaBMMOCTM aHanMTUYeCKNX BbIBO-
O0B nprnobpeTatoT ocoboe 3HadeHne npu
WHTEpNpeTaLmn KOMMMIEKCHbIX TEHOMHbIX
AaHHbIX [33].

UcKycCTBEHHbIN WHTENMNEKT B MH-
TepnpeTauun reHeTUYEeCKUX BapuaH-
ToB. Ha crnepgyowem atane passutus
reHeTUY4eCcKONn AnarHocTuku BcE Gonee
3HAYMMYK pOfib WUrpaeT MpPUMEHEHne
WCKYCCTBEHHOIO MHTENMeKTa u MeToAoB
MaLUUHHOTO OBy4YeHus Ans NOALEPXKKA
MHTEpNpeTaumMmM reHeTM4YeCcKMx BapuaH-
TOB [34, 35]. CoBpemeHHble MIN-noaxoapl
MCNOMb3YTCS NPEVMMYLLECTBEHHO Ans
npuopuTU3aLnM BapyaHTOB W NOJOEPX-
KN 3KCMEPTHbIX PELUEHUN, a He ONns ux
aBTOMaTUYECKOW 3aMeHbI.

K Takum pelueHVsM OTHOCHATCS YTOu-
HEHHble cneumndurKkaumn nHTepnpeTauum
BapvaHTOB B paMKax pekoMeHzauui
ACMG/AMP un aKkcnepTHbIX naHenen
ClinGen [19], a Takke EeHOTUMN-OPUEHTU-
pOBaHHbIE anropuTMbl NMPUOPUTU3ALUN,
npumeHsiemble B cuctemax Exomiser n
Genomiser [20, 21]. [ononHuTenbHble
nccrnefoBaHUsA OEMOHCTPUPYHOT, YTO On-
TUMU3aUUsi anropuTMOB PaHXMPOBAHMUS
NpUoOpUTN3aTOPOB MO3BONSET MOBbLICUTH
TOMYHOCTb  OMAarHOCTUKM  MeHAenupyto-
wmx 3aboneBaHun [22, 36]. Mpu aTOM
METOA0MNOrM4YeCKo OCHOBOW ANSA OLIEHKN
NaToreHHOCTW BapUaHTOB MO-NPEXHEMY
OCTalTCs BanvaMpoBaHHble MOAENU, 1C-



nornb3yemble B Ka4yecTBe BCrioMoraTesb-
HbIX WMHCTPYMEHTOB WHTeprpeTaummn [8,
24].

OT1nenbHoe HanpasneHue nn-
nccrneaoBaHunii CBA3aHO C NPOrHO3npoBa-
HMEeM YHKUMOHAnNbHbLIX 3dEKTOB He-
KOAMPYIOLLMX BapuaHTOB C MCMOMb30Ba-
HMeM mozenen rnybokoro obyveHus [23].

KnuHuko-npakTuyeckoe 3HauveHwue,
orpaHuM4YeHuUsi U nepcnekTuBbl. He-
CMOTPS Ha 3HAYUTEMbHbIA Nporpecc re-
HOMHbIX TEXHOMOMMA, UX BHEApPEHUEe B
KIMHUYECKYIO MPaKTUKy COMpOBOXAAET-
cs psAom orpaHuydenun. K nx yucny or-
HOCSITCS MHTEpnpeTauns BapnaHTOB He-
onpegenéHHor 3Ha4yumocTn, Heobxoau-
MOCTb KOPPEKTHOrO UH(MOPMUPOBAHHOIO
cornacus u oboCHOBaHWE KIMHUYECKON
NOre3HoOCTN pe3ynbTaToB TECTMPOBAHUA
[11, 37]. CywecTBeHHOe 3HayeHune nme-
I0T U 3KOHOMMWYECKMEe acneKTbl, CBS3aH-
Hble C OLEHKON CTOMMOCTW U JOCTYMNHO-
CTW FEHOMHbIX UCCNENOBAHNI, a Takke C
BHEApEeHVeM npoueayp OLEHK/ TEXHOMO-
T 30paBoOXpaHeHNs B reHOMHOW Meau-
umHe [13, 14]. JononHuTenbHbIM hakTo-
poM, BNUSIIOWUM Ha BHEOPEHUE FeHeTu-
YeCKUX TEXHOSOTNIA, OCTaKTCS NPaBoOBble
N HOPMaTUBHbIE BOMPOCHI UX NMPUMEHE-
HUS, 0BCyX4aemMble B MEXOYHAPOOHOM U
HauMOHanNbLHOM KoHTekcTe [38].

OpHOBpeMEHHO  pas3BMBaEeTCsl  WH-
Terpauusi BbICOKOMPOU3BOANTENBHbIX
nnatcgopm,  BOCMPOM3BOAMMBIX  BUO-
MHopMaTUYEeCKMX peweHnn un  UU-
OPUEHTMPOBAHHBLIX WMHCTPYMEHTOB, 4TO
No3BONSIET YCKOPATb 06paboTKy AaHHbIX
1 MOBbILIATb COracoBaHHOCTb BbIYMCMN-
TenbHbIX 3TanoB aHanmsa npu coxpaHe-
HWUW onpeaensoLen Ponm KIMHUYECKOro
KOHTeKcTa. B nHTepnpetauun pesynbra-
TOB BCE Gornbllee BHUMaHUE yaensieTcs
pacWMPEeHHOMY MOHUMAHUIO  KIMHUYe-
CKOWN 1 CeMenHOoN None3HoOCTU reHOMHOMN
nHopmaumm [39]. lMpu 3ToM oueHka
BHEAPEHUsI FTEHOMHbIX TEXHOMOrnn Tpe-
OyeT YETKOro pasrpaHUyeHus ATUYECKNX
M coumanbHbIX acrnekToB, 0OCOOEeHHO
B pamkax npoueayp HTA u npuHaTuA
ynpaeneHyeckmx pewenHun [40, 41]. B
COBOKYMHOCTY 3TU TEHAEHUNW OTpaxatoT
OBWKEHNE KIMUHUYECKOW rEHETUKN B CTO-
poHy 6onee KOMNMNEKCHbIX, CTaHAAPTU3N-
POBaHHbIX U KINHUYECKN 0O6OCHOBaHHbIX
AVarHOCTUYECKNX NOOXOAO0B.

3akntoveHue. [poBedéHHbIN 0630p
nokasan, 4YTO pasBUTUE TEHETUYECKNX
AVarHOCTUYECKNX TEXHOMOMMn B COBpe-
MEHHOW MefuuMHe XapakTepuayeTcs
nocnegoBarenbHbIM NePexogoMm OT Krac-
CUYECKUX  MOMEKYNSIPHO-TEHETUYECKNX
METOJ0B, OPUEHTUPOBAHHBLIX Ha aHanus
OFPaHMYEHHOr0  YMcna  reHeTUYecKnx
JIOKYCOB, K BbICOKONPOWN3BOAUTENBHbLIM
nnatcopmam, obecrneunBaroLM KOM-

NIEKCHYI0 OLIeHKY FeHOMHON WHdopMa-
umn. MNLP-opneHTUpoBaHHbIE N rMbpmnan-
3aLMOHHbIE MOAXOAbl COXPAaHAIT Mpak-
TUYECKYI0 3HaYMMOCTb B psiie KIUHWYe-
CKUX 3a4ad, O4HaKo X AnarHoCTU4Yeckme
BO3MOXXHOCTMW OrpaHuyeHsl npu pabote ¢
reHETUYECKN reTePOreHHbIMU U PeaKUMMn
3aboneBaHusMM.

BHeopeHne TexHOMOrMm CekBeHU-
poBaHMA HOBOFO MOKOMEHUs, BKM4Yas
MOMHO3K30MHOE W MOSIHOTEHOMHOE CEK-
BEHNPOBaHWeE, CyLLECTBEHHO PacLUMpuUo
OVarHOCTUYECKMIA MOTEHUMan KrivHUYe-
CKOW FeHeTWKN, MO3BOMMB MOBbLICUTL pe-
3yNbTAaTUBHOCTbL BbISBNEHNS MOMNEKynsap-
HbIX MPUYNH 3aboneBaHni 1 yNyYLInTb
NOHUMAaHNE WX TEHETUYECKON apXuTeK-
Typbl. OQHOBPEMEHHO C 3TUM BO3pocra
ponb GuoMHOpMaTUYECKUX METOAOB
0obpaboTkn 1 aHanu3a gaHHbIX, obecne-
YMBaOLLMX CTaHAaApTM3aLuio BbIYUCMMW-
TEMbHbLIX 3TanoB, BOCMPON3BOAUMOCTb
pesynsTaToB 1M COMOCTaBUMOCTb AaHHbIX
mMexay nabopatopusmu.

Mcnonb3oBaHWe MHCTPYMEHTOB MUCKYC-
CTBEHHOIO WMHTEMMEKTa B FEHETUYECKON
AvarHocTuke cregyeT paccMmaTpuBaTb
KaK CpefACTBO MOAAEPXKU WHTepnpeTa-
LU 1 NPpUOpUTU3aLMM FrEeHETUYECKNX Ba-
pUaHTOB, @ He Kak 3aMeHY 3KCMEepTHOro
KNuHu4eckoro petueHns. CoBpeMeHHble
NWN-opreHTupoBaHHble NOAXoAbl MO3BO-
NS0T NOBLICUTb 3 (EKTUBHOCTL PaboThI
¢ 6onblwMMM MaccuBamMy AaHHbIX, CHU-
3UTb CYObEKTMBHOCTbL MHTEPMpeTaLmmn un
ONTMMU3MPOBaTb aHanuTU4ecKkue npo-
Lieccbl, NPy COXPaHEHMU KIMOYEeBOWN ponu
KIMHUYECKOro KOHTEKCTa U npodeccuo-
HanbHOWM 3KCMepTU3bI.

B coBoKynHOCTM npeacTaBneHHble
OaHHble CBUAOETENbCTBYT O opmu-
pPOBaHUN MHTErPUMPOBAHHOIO Mnoaxoda K
reHeTU4eCKOn [JMarHOCTUKe, OCHOBaH-
HOr0 Ha COYeTaHUW BbICOKONPOM3BOAM-
TENbHbIX TEXHOMOrui, BOCMPOU3BOAM-
MbIX BMOMHOPMATUYECKMX PELUEHUA 1
KIMHUYECKM OPUEHTUPOBAHHOW WHTEp-
npetaunn pesynsraTtoB. [anbHenwee
pasBuMTUE JaHHOro HanpasrneHwus Oyget
onpefensaTbCcsd  COBEPLUEHCTBOBAHMEM
aHanMTUYecknX METOAOB, PacLUMPEeHW-
eM [JokasatenbHOW 0a3sbl KIMHUYECKON
NMONe3HOCTU FEHOMHBIX MCCreaoBaHui n
obecrneyeHnem Mx OOCTYMHOCTU B paMm-
Kax NpakTU4YeCcKoro 34paBoOOXPaHEHNS.
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