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1. HayuyHble uccnenoBaHMsl B reHeTUKe

(reHeTUYecKMe aeTepMMHaHTbI 3a60neBaHUin, HOBble accounaLmm reH/BapuaHT » 3abonesaHue,

GWAS)

NeHeTHMUYecKan accouMaumMsa U MalUMHHOE O6GyYyeHMe YNyUllIaloT
NpPorHo3MpoBaHue pUcCKa pa3BuTua AuMabeTta 1 TMna

(Nature Genetics)

McGrail, C., Sears, T.J., Griffin, E.N. et al. Genetic association and machine learning improve the
prediction of type 1diabetes risk. Nat Genet (2026). https://doi.org/10.1038/s41588-026-02578-y

NccnepoBaHMe onMcbiBaeT KPYMNHbIA aHANM3 reHeTUYECKOW apXUTEKTYPbI
caxapHoro gmabeTa 1- ro Tna. ABTOpbl MCMONb30Banu AaHHble 20 355 cny4yaeB u
797 363 KOHTpPOSIEN €BPOMNMENCKOIro NPOUCXOXOEHUSA, NPOBENN aCCOLMATUBHbDIN
aHaNM3 1M TOHKOe KapTUpoBaHue, BKNtovasa o6nactb MHC. Pa6oTa BbigBuia 160
He3aBUCUMbIX CUTHANOB PUCKA, Cpean KOTOPbIX 6Gbl/1M HOBbIE NTOKYChbI, @ TaKXe
YyTOUYHMNA BKIa4 U3BECTHbIX ob6nacten. OTaenbHOe BHMMaHUe yaeneHo Moaenu
TIGRS, roe MalWMHHOE 0ByYyeHune NPUMEHANOoCh ANa yayylleHUs NporHo3npoBaHmna
pUCKa y Ntogen Co CNOXXHbIMU reHeTUYeCKUMU Npodunamm. Mogenb NpoBepsanach
He TONIbKO B €BPOMNENCKOM BbI6GOPKeE, HO Ny adpoaMepuUKaHLEB. ABTOPbI TaKXKe
onucanun reHeTu4Yeckue noarpynnbl gnaéeTa 1-ro TMna n B3aMMoaencTBmUa Mexxay
BapWaHTaMM, YTO NMOMOraeT MHTepPNpPeTUpPOBaTb HEOOAHOPOOHOCTb 3a6osIeBaHUS.
OCHOBHOM aKLUEHT Nybnmkaumm caenaH Ha codetaHnm GWAS, TOHKOro
KapTUPOBaHUA M MAaLLMHHOIO oby4yeHusa onsa 6onee TOYHOM CTpaTUdUKaUUM pUCKa.

FeHOMHbIXM aHANIM3 YKa3bIiBaeT Ha CBAI3b FOPMOHANIbHOM U
MeTabosiMyecKoun AucperynsumMm ¢ CUHAPOMOM NMOJIMKUCTO3HbIX
AMYHMKOB

(Nature Genetics)

Moolhuijsen, L.M.E., Zhu, J., Mullin, B.H. et al. Genomic analyses implicate hormonal and metabolic
dysregulation in polycystic ovary syndrome. Nat Genet (2026). https://doi.org/10.1038/s41588-026-
02543-9

Pa6oTa nocBgaLleHa FreHETUYECKMM OCHOBAM CUMHAPOMA MOJIMKUCTO3HbIX AUYHUKOB.
ABTOpPbI 06beaAnHUNN gaHHble 20 818 cny4aeB 1 523 695 KoHTponen, paclumpmB
YMCNO CBA3aHHDbIX C 3a60/1eBaHMEM NOKYCOB € 16 0o 29, Bkntovaa 13 HOBbIX CUIHANOB.
NccnepoBaHme TakXKe BbigaBUNO 31 6e/10K, aCCOLLMMPOBAHHbINA C CUHOPOMOM, U
CBA3a/10 reHeTUYECKME CUMHasbl C FOPMOHaNbHOM perynaumen, MeTabonnyecknMmMmm
OCOBEHHOCTAMMU U PENPOAYKTUBHbLIMU MPMU3HAKaMK. BakHaqa YyacTb aHanm3a
KacaeTca NoSIMreHHOro pUCKa: aBTopbl NPoBepPaAn, KakK OH CBA3aH C
HebnaronpuaTHbIMU KapaAnoMeTabonnyeCKMMmM ncxogamm n npoasnaeTcsa y
YKEHLUMH 1N My>XUYMH. OTMeYaeTca TaKXXe CBA3b JTIOKYCOB pUCKa C 6osiee nosgHen
MeHonay3oun. [Nybnmnkauma genaeT akueHT He Ha OQHOM MexaHM3Me, a Ha
CcoYeTaHMU FOPMOHasbHbIX, METABOMMYECKUX U PENPOLOYKTUBHbIX MyTEN, KOTOPble
BMecTe GOPMUPYIOT FEHETUUECKYIO apPXUTEKTYPY CUHAPOMA MONMUKUNCTO3HbIX
ANYHUNKOB.



ComaTuuyeckum Mo3amumsm npu BAC 1 NO6HO-BMCOYHOM AEMEHLMUM
BbifIBJIS€T OMaroBblieé MyTalMM, CBA3aHHbIE C PacnpocTpaHEeHHOM
AereHepaumemu

(Nature Genetics)

Zhou, Z., Kim, J., Huang, A.Y. et al. Somatic mosaicism in ALS and FTD identifies focal mutations
associated with widespread degeneration. Nat Genet (2026). https://doi.org/10.1038/s41588-026-
02570-6

BonblIMHCTBO cnydaeB 60KOBOro aMmoTpodpuyeckoro ckneposa (BAC) n nobHo-
BUCOYHOM aemMeHuunun (J1B) aBngatotca cnopagnyecknmMmmn. ABTOpbI MpoBenn
rny6okKoe TapreTHoe ceKBeHMpoBaHMe 88 reHoOB, CBA3aHHbIX C
HenpogereHepaTMBHbIMU 3a60/IEBaHUAMU, B MOCMEPTHbIX 06pa3Lax TKaHM MO3ra U
CMMHHOIo Mo3ra oT 399 cnopaguyecKkmx criydyaeB U 144 KOHTPObHbIX 06pa3LoB.
MpennonoXutenbHo aeneTepHbie coMaTUYecKme BapmaHTbl B reHax BAC/B[,
6bININ O6HApPYXKeHbI B 2,1% crnopagunyecKkunx criydaeB, He MMEBLUMNX MAaTOreHHbIX
3apofbllLleBbIX BApMaAHTOB. DTV BapMaHTbl BCTpPeYanncb Npm o4eHb HU3KOWM YacToTe
anneneun (Kak npaBuno, MeHee 2%) N HepegKo 6blIn cocpenoToYeHbl B O4aroBblX,
Hambonee NOpPaXXEHHbIX 30HaX. [10NOMHUTENIbHO, B KOropTe Ha OCHOBE OAaHHbIX
06BbEMHOro PHK-ceKBeHUPOBaHMA BbigBNEHblI cOMaTudyeckmne BapunaHTbl B DYNCIHI
n LMNA — reHax, acCouMMnpOBaHHbIX C ABUraTeIbHOM HenpoaereHepaumnemy
neten. PesynbTaTbl NOOOEPXKUBAKOT MOAEb «COMAaTUYECKOIro PacnpoOCTPaHEHUS»,
COr/TAaCHO KOTOPOM NOoKasbHble FTeHETUYECKME HAPYLUEHUSA MHULIMNPYIOT LUMPOKO
pacnpoCcTpaHEHHYIO HeMpoaereHepaumio.

MHOro3THM4YeCcKoe NoJ/IHOreHOMHOE acCoLMaTUBHOE uccneaoBaHue
TSIXKEJIOM TOLWHOTbI U PBOTbI BO BpeMsi 6epeMeHHOCTU

(Nature Genetics)

Fejzo, M., Wang, X, Tan, Q. et al. Multi-ancestry genome-wide association study of severe pregnancy
nausea and vomiting. Nat Genet 58, 810-820 (2026). https://doi.org/10.1038/541588-026-02564-4

NccnepoBaHMe paccMaTpUBaeT rmnepeMesmnc 6epeMeHHbIX Kak Hanbonee Tarkenyro
dOpMy TOLLHOTbI U PBOTbI, KOTOPaa MOXET YIrPOXaTb XXU3HWU. ABTOPbI NpoBenu
MHOroaTHM4Yecknm GWAS Ha 10 974 cny4asax u 461 461 KOHTpoOsie eBPONENCKOro,
a3MaTCKOro, abpmUKaHCKOro 1 NaTMHOAMEPUKAHCKOIro NpoucxoxgeHusa. boino
HamOeHo AecaTb accoumaLmnm, YeTblpe paHee n3BecTHble, BKtovaa GDF15, IGFBP7,
PGR n GFRAL, 1 wecTb AOMONHUTENbHbIX NOKYCcoB, BKtovasa SLITRKI1, SYN3, IGSFT],
FSHB, TCF7L2 n CDHO9. lNMocnepyoLwmMn aHanms3 nokasan pasnnymsa Mexay
MaTEPUHCKUM U peTanbHbIM BKagoM. [1na GDF15 BbigaBNeHbl MPOTUBOMOMIOXHbIe
3P PeKTbl MATEPUHCKOIrO U NIOOQHOINO reHOTMNa, Toraa Kak adpdektbol IGFBP7 n PGR
OorpaHUYMBaNINCb MaTEPUHCKMM FreHOMOM. HeKoTOopble NOKYCbl TaKXXe 6bln
CBA3aHbl C BECOBOM NPUBGaBKOM BO BpeMsa 6epeMeHHOCTU, ANUTENbHOCTbIO
6epeMeHHOCTH, MacCoM NPU POXKOEHUN U MPEe3KIaAMIMNCUEN.



2. NMonynauMoHHbIE UCCNefoBaHUA

(accoumaumnm B ManomsydeHHbIX Nonynaumnax, poct big data)

MpoekT «1000 KUTAaMCKMX NAaHNeHOMOB» pPacLUMPpPSieT BO3MOXHOCTHU
MeAMLMHCKOM M NOoNnynsauMOHHOMU FreHeTUKM

(Nature)

Wang, Y., Duan, Z., Chen, D. et al. The 1000 Chinese Pangenome empowers medical and population
genetics. Nature (2026). https://doi.org/10.1038/s41586-026-10315-y

ABTOpbI NpeacTaBmnm NpoekT 1000 Chinese Pangenome, HanpaBfieHHbIN Ha 6oiee
MoJsIHOE ONMCaHMe reHOMHOIo Pa3HOO06Pa3nNa KUTAaNCKUX Nonynsaunm. B paéoTte
co3aaHo 1116 gunnongHbiX C60POK reHoMa, BKItoYas de Nnovo-C60pKM U CO0pPKU ¢
NCMOJSfIb30BaHMEM MAaHMEHOMHOIo noaxona. Ha nx ocHoBE NOCTPOEH MaHMEHOM,
copepXawmnm 405,3 MnH nap oCHOBaHUKM NocnenoBaTefibHOCTEN, OTCYTCTBYOLLUX B
GRCh38 n CHM13, Bknto4vasa 26,2 M/IH nap oCHOBaHUM GYHKLUMOHANbHbIX FEEHUYECKUX
N NpencKasaHHbIX PerynaTtopHbIX 35ieMeHToB. KaTanor Bkato4aeT 35,4 MIH Manbix
BapuaHToB, 110 530 CcTpYyKTYypPHbIX BapnaHToB, 485 575 TaHOeMHbix noBTopoB U 0,86
MJTH BIOXXEHHbIX BapUaHTOB. ABTOPbI CBA3aSIN 3TU AaHHbIe C SKCNPEeCcCUen reHos,
BbIMONTHMNW pan-variant eQTL-kKapTupoBaHMe 1 pa3paboTanm MMMNYyTaLNOHHYIO
naHenb s 6yaywmx acCouMaTUBHbIX MCCegoBaHUW. PaboTa No3numMoHnpyeT
pecypc Kak OCHOBY O/151 U3YUYEHUS CITOXKHbIX BAPUAHTOB, MEOULIMHCKOW FrEHETUKUN U
NonynAauNOHHbIX PAa3TNYNIA.

NMoNHOreHOMHOE acCCoOLMaTUBHOE MCCliefOoBaHME BbiSIBUJIO 3aLLMTHbIC
reHeTuvyeckme paKTopbl Yy aKTUBHbIX JOHOPOB KPOBM NPOTUB
MHOMecTBa 3a6oneBaHuM

(European Journal of Human Genetics)

Clancy, 1., Toivonen, J., Lauronen, J. et al. Genome-wide association study identifies protective
genetic factors in active blood donors against multiple diseases. Eur J Hum Genet (2026).
https://doi.org/10.1038/s41431-026-02100-2

NccnepoBaHue ncnonb3yeT AaHHble FinnGen anga aHanmM3a akTUBHbIX JOHOPOB
KPOBM KakK 0co60M NonynaumnMoHHOM rpynnbl. ABTOPbI CpaBHMNM 53 688 aKTUBHbIX
OOHOpPOB € 228 060 KoHTponsaMum un nposenn GWAS, 4To6bl BbIICHUTb, Kakue
reHeTnyeckme daKTopbl CBA3aHbl C BEPOATHOCTbIO 6biTb JOHOPOM. BblfIo HanaeHo
46 TOHKO KapTUPOBaHHbIX JTOKYCOB, HaCTb KOTOPbIX, MO UHTeprnpeTaumMm aBTopoB.,
OTpaXkaeT 3alumnTy OT 3a6oneBaHUN. Y JOHOPOB OTMeYanncb reHeTu4Yeckume
MPU3HAKW, CBA3aHHbIE C HOPMalibHOM PYHKLMNEN MEeUYEHUN, YPOBHEM I1HOKO3bl U
HU3KWM BOCManeHmeM, a TakxKe npoLeccbl, oTHocALWMEeCa K aHTUreHam
3PUTPOLMTOB. ABTOPbI OTAENbHO 06CYXOalT 3P PEKT «340POBOIro OHOPa»:
AOHOPCKaa nonynaumsa He aBNseTCa CnyvYamHOM BblIGOPKOKN, MOCKOMbKY K AOHOPCTBY
AOnNycKaloTcH foaun ¢ onpegerieHHbIMU MeOULIMHCKMMUM XapaKTepUCTUKAMU.
Pa6oTa NokKa3bIBaeT, YTO 3TOT OTO6OP YAaCTUYHO UMEEeT FreHETUYECKYIO OCHOBY U
MOXET BNUATb Ha MHTeprpeTaLmnio 6MO6aHKOBbIX U MOMYNALMOHHbIX
nccnegoBaHUMN.



LliTtaMMm Bupyca dnuiteMHa-Bapp B3ammoaenucreyeT ¢ HLA xo3aiMHa,
MOBbLILLAA PUCK Pa3BUTUSA paKa HOCOI/IOTKM

(Nature)

Chen, Y., Liang, J., Zhang, W. et al. EBV strain interacts with host HLA to drive nasopharyngeal
carcinoma risk. Nature (2026). https://doi.org/10.1038/s41586-026-10416-8

CTaTba 06BbACHSAET, No4YeMy HazodapUMHreanbHas KapLuMHOMa OCOB6EHHO YacTo
BCTpeyaeTcs B OXXHOM KuTtae. ABTOpPbl MCXOAAT U3 TOro, YTO PUCK 3ab6osieBaHUSA
onpenenseTcs He TONbKO BUPYCOM IAnwTenHa-bapp 1 He TONbKO FrEHETUKOM
XO349MHa, a UX B3anMopgencrtemeM. B paboTte npoBegeH noatanHbi genome-to-
genome-aHanmns, CHayana McKanuv BapuaHTbl XO35IMHa, B3anMoAeWCTBYOLME C
BbICOKOPUMCKOBbIMU LWUTaMMaMun EBYV, 3aTeM BapuaHTbl caMoOro Bupyca, cBs3aHHble C
HLA-A11:01. B nccnegoBaHmM nokasaHo, YTo BapuaHT EBV 85841GC BO3HUK Yepes
LPEBHUNE PEKOMBUHALMOHHbIE COBLITUA U 3aTEM K/TOHANbHO PacnpoCTpaHUICs B
OXXHOM KKTae. 3TOT BUPYCHbIN BapUaHT reorpadpuyeckm ceasaH ¢ HLA-A-poHoM,
BKNtoYaoLwmm AlL:01 n A*02:07, UTo oTparkaeT KapTy 3a6oneBaeMoCcTu. ABTOPbI
noavYepKMUBAIOT CTPATUDULUNPOBAHHYIO apPXUTEKTYPY PUCKA, OCHOBAaHHYIO Ha
B3aMMOOENCTBUU YENOBEYECKUX U BUPYCHbIX TrEHETUYECKUX GaKTOPOB.

MHOro3THU4YEeCKMHM NONTHOreHOMHbIM acCCOoLMaTUBHbIA aHaNM3
HapyweHuu pedpakumm paclUMPSeT BO3SMOXHOCTU NFrEHETUYECKMUX
MccneaoBaHUM M NOJIMFEHHOro NPOorHo3MpoBaHMeA

(Nature Genetics)

Cheng, FF,, Liu, X,, Mi, H. et al. Multi-ancestry genome-wide association analyses of refractive error
augment genetic discovery and polygenic prediction. Nat Genet (2026).
https://doi.org/10.1038/s41588- 026-02576-0

ABTOPbI N3y4nnun pedpakKLMOHHbIE OLLMBKUN, KOTOPbIE 3aTparmeatoT 6onee
MOSTIOBUHbI HAaceneHuss MMpa U MoryT NpuUBOAUTb OT Pa3MbITOro 3peHUs A0 CfienoThbl.
Pa6oTa o6begmHmna ancestry- stratified un cross-ancestry GWAS no eBponencknm,
BOCTOYHOA3MATCKUM U adpUKaAHCKUM rpynnam: 1495159, 121172 v 144 737
YYaCTHUKOB COOTBETCTBEHHO. B Kpocc-nonynaumnoHHOM aHanmse HangeHo 932
accouMnpoBaHHbIX BapuaHTa, BKNtoYaqa 241 paHee HEU3BECTHYIO accoumauuio,
yeTblpe BOCTOYHOA3MATCKO-creundpmnyeckme n ogHy appmKaHcKo-cneundpuyeckyto.
ToHKOe KapTUupoBaHMe BblAeINO0 16 BbICOKOOOCTOBEPHbIX MpeanonaraeMbix
MPUYNHHbIX BAPUAHTOB, a MPUOPUTU3aALUA MEHOB YKa3asia Ha 23 reHa, cBA3aHHbIe C
pa3BUTMEM rnasa. ABTOPbI TaK)Xe NOCTPOUIM MONUTEHHbIN MPeanKTOp C y4eTOM
PYHKUMOHANbHbIX aHHOTauMM. OH 06bacHan 21,4% Bapuaumm NpuUsHaKa M nomMorarn
CTpaTUPULUMPOBATbL HAYaNOo, MpPorpeccupoBaHme U THKECTb MUOMUN.

KpynHeMwIMMA Ha CEerofHsIlUHUMA AEeHb reHOMHbIA MacCUB AaHHbIX O
KOPEHHbIX aMepUKaHLLaX NPO/IMBAaeT CBET Ha UCTOPMIO, pa3HOOGpa3ue m
3A0pOBbE HACENIeHUA

(ASU News / Nature)

HlUnemeier, T. et al. Indigenous American Genomic Diversity Project. Nature (2026).
https://doi.org/10.1038/s41586-026-10406-w. Published online 22 April 2026.

MexayHapoaHas KoMaHaa nog pyKoBoacTBOM MHCTUTYTa 2BOSTIOLLMOHHOM
6unonornmn (bapcenoHa) coBMecTHO ¢ YHuBepcuteToM CaH-lNayny n ApU3OHCKUM



rocygapcTBeHHbIM YHUBEPCUTETOM MpoaHanm3npoBasia reHOMbl KOPEHHbIX
HapoaoB AMepuKK, oT CeBepHon AMepukun o lNMataroHunun. aTtacer,
npeacTaBnaoWLNN KPYNMHENLLNIN NPOEKT NOAO6HOro poaa, BkAto4an 128 HOBbIX
MOSIHOFeHOMHbIX NOocNefoBaTEeIbHOCTEN BbICOKOIO MOKPbLITUS, NMpeacTaBnaoWwmx 45
nonynaunm mn 28 A3blKOBbIX CEMEN U3 BOCbMU TaTUHOAMEPUKAHCKUX CTPaH, @ TaKXXe
DAHHbIe N3 CYLLEeCTBYIOLWMX 6a3 AaHHbIX. B COBOKYNMHOCTU oxBayeHo 199 MHAMBUOOB
n3 53 nonynauunn. UccnepgoBaHmne nageHTMdmnumnpoBano 6onee 1 MUNINOHA
reHeTUYeCKMX BapUaHTOB, paHee He 3aPUKCUPOBAHHbDIX B OPYrMX NONyaaumusax.
BriepBble nony4veHbl JOKa3aTeNbCTBA TPETbEW BOMTHbI MUTpaumnu, npuMepHo 1300
neT Hasag n3 MesoamMepurkun B FOXKHY0 AMepuKy n Kapnbckmnm 6accemH.
3adMKCUPOBAHO TaKXXe OKOMO 2% NreHOMHOIo PoACTBa C HaceneHneM ABCTpanasmnu
Y psa4a toXXHOaMepPUKAHCKMX MHONBUAOB. ABTOPbI MOOAYEPKUBAOT MeAULIMHCKOEe
3HayeHue pe3ynbTaToB, BbidBNE€HHble BapUaHTbl UMEIOT OTHOLLIEHUNE K PUCKY
3a60neBaHMM N OTBETY Ha IeYeHMe y 3TUX Nonynaumn.

3. CRISPR, prime editing, base editing, gene editing in vivo

(HoBble pe3ynbTaTbl, METOAONOrMYECKMNE YIyULIEeHUSs, PerynaTopHbIe Lwarm)

NMpuMxXusHeHHOE peAaKTUpoOBaHue OCHOBaHMM yCTpaHAaAeT
naropmsmosniormyecKkme HapylleHMUsa B NeYeHU 1 nuccbyl-ll(umo
nepoKcmMcomMm B MbILUMHOM Moaenm paccrpoﬁc‘raa cnekTpa 3ennserepa

(Nature Biomedical Engineering)

Gao, X.D,, Presa, M., Duby, J.E. et al. In vivo base editing rescues liver pathophysiology and
peroxisome dysfunction in a mouse model of Zellweger spectrum disorder. Nat. Biomed. Eng (2026).
https://doi.org/10.1038/s41551-026-01651-5

NccnepoBaHMe NOCBALLEHO iN Vivo-peaaKTUPOBAaHUIO OCHOBAHUM MNPy Mogenm
paccTpoucTBa cnekTpa LlennBerepa, TaXkenowm HacneacTBEHHOM NEPOKCUCOMHOM
rnaTosiormn. ABTOpbl MCMO/b30BasIM MbILLUMHYO Mogenb 3a6oneBaHusa 1 NpoBepPann,
MOXXET /11 pefaKTUPOBaHNE OCHOBAHMM BOCCTAaHOBUTb HapyLUeHHble PYHKLUN,
CBAI3aHHbIe C MaToONIornem NnevYeHn n NepoKCUCOMHoOM guchyHKumnen. B nybnmkaumm
OCHOBHOM aKLEHT caenaH Ha TepaneBTUYECKOM NoTeHLMane TOYHOro
penakTUpoBaHUA 6e3 Heo6Xxo0AMMOCTU co34aBaTh AByXLernoyeyHblie pa3pbiBbl OHK.
PaboTa NnokKasbIBaeT, YTO HanpaB/lIeHHOE UCMpaBneHne MyTauMoOHHOro gedeKkTa B
OpraHU3Me XMBOTHOIO MOXXeT MPUBOAUTDb K YyULLEHUIO BMONTOrMYECKmMX
NMPW3HaKoB 60/51e3HUN. BHa4YeHMe MaTepmarsia COCTOUT B TOM, YTO OH OTHOCUTCH
MMEHHO K MPUXXU3HEHHOMY PefaKTUPOBaHMIO OCHOBAHUM NMpPU HacIeACTBEHHOM
3a601eBaHuK, a He TONTbKO K KNNETOYHOW MOoAeNn UM MeTofo/IorM4yeckomy TecTy.
HoBocTb NoMelleHa B pasaen CRISPR/base editing/gene editing in vivo, nockonbKy
rnaBHbIM NpegMeToM Ny6nMKaumm aBnaeTcs NpUMeHeHne peaakTUpoBaHuA
OCHOBaHWM B XXMBOM OpraHusMe.



KomMmnanus Intellia Therapeutics coo6umnna o NONOXUTENIbHbIX
pe3ynbTtaTax 3- ¥ ¢pa3bl KNIMHMHYECKMX UCNbITAHMN NpenapaTta ans
NleYeHMs HaCNeACTBEeHHOro aHrMo3AeMa, YTo CTaJjio nepsBbiM B MUpe
cnyvyaeM NpUMeHEeHUs reHHOro peaakTupoBaHus in vivo

(Intellia Therapeutics)

Intellia Therapeutics. Intellia Therapeutics Reports Positive Phase 3 Results in Hereditary
Angioedema, Marking a Global First for In Vivo Gene Editing.

Intellia Therapeutics o6baBMNa NONOXUTENbHbIE pe3ynbTaTbl Mo6anbHOro
nccnepoBaHma HAELO ¢a3bl 3 npenapata lonvoguran ziclumeran npu
HacneacTBeHHOM aHrmooTeke. KoMnaHusa onucbiBaeT NpenapaTt Kak OAHOKPAaTHYIO
in vivo CRISPR-Tepanuto, HaueneHHyto Ha reH KLKB1, 4To6bl CHU3UTb NpoayKLUUto
KanTMKpPEeMHa U1 yMeHbLUNTb o6pa3soBaHMe 6pagMKMHUHA, CBA3AaHHOIO C
npucTtynamm 3aboneBaHmna. B coobLLueHnM yKa3aHo, YTO nccnegoBaHmne goCTUrio
NepPBUYHOM KOHEYHOM TOUYKU U KITOYEBDBIX BTOPUYHbLIX KOHEYHbIX TOYEK, a Npodunb
6€30MacHOCTU 1 MepPEeHOCUMOCTM 6bl/1 OXapaKTeEPM30BaH KakK 6N1aronpUaTHbIN.
KoMnaHuna genaeT akUueHT Ha TOM, UTO eAMHUYHaaA o3a NO3BoInAa 60NbLNHCTBY
naymMeHToB 0CBO6OAMNTLCS OT MPUCTYNOB U NOCTOAHHOM Tepanun. HoBocTb
rnomelleHa B pasgen in vivo gene editing, MOCKONbKY OCHOBHbIM NMpeaMeToM
nyénmnKaumm aBnseTCa KIMHUYECKUM pe3ynbTaT CUCTEMHOIO pegakKTUpoBaHMA
reHa B opraHmu3sMme, a He MoamndmKaumnsa KNEeTOK U TpaanumMoHHaa 6enkoBas
Tepanuq.

NMepcoHanusupoBaHHaA Tepanusa ¢ UCNOJ/Ib30BaHUEM TEXHOJIOrMm
CRISPR BCKOpe MOXET CTaTb AOCTYNHa ThiCiYaM NiIoAEeM — BOT KakK 3TO
BO3MOXHO

(Nature)

Urnov F.D., Kassim S.H. Personalized CRISPR therapies could soon reach thousands — here’s how.
Nature 652, 857-859 (2026). https://doi.org/10.1038/d41586-026-01243-y

MWUNNMOHbI MNageHLUEB POXKAATCA C FreHETUYECKMMUM 3a60NeBaHUAMU, MHOTUE U3
KOTOPbIX Bbl3BaHbl YHMUKanbHbIMU MyTauuamum B JHK. NepcoHanm3mnpoBaHHbIe
Tepanuum c NCMOSIb30BaHNEM TEXHONOIMMUN reHoMHoro pegaktmposaHusa CRISPR
MOTrYyT UCNPaBNAaTb oTAebHble MyTauun. OQHaAaKO MHOUBUAYANbHbIMA XapaKTep TaKmMx
Tepanum 0o cMxX NOp Co3[aBasl cepbe3Hble NPenaTcTBMA. YnpaBneHue rno
CaHUTaAapPHOMY HaA30pYy 32 KAYEeCTBOM MULLEBbLIX MPOAYKTOB U MeamnmkKamMeHToB CLUA,
FDA, npeano>Xumno HoBbIN Nogxopn, «nyTb MpaBOonogobHOro MexaHm3Ma OencTBma»
019 NepCOHaANU3NPOBaAHHbIX FreHeTU4YecKmMx Tepanun, sxknodvaa CRISPR-Tepanunm
ONna peokux 3aboneBaHMM. 9TO NO3BONUT O6beAUNHATb NALMEHTOB C MOXOXXMMU
KNMMHUYECKMMUN CUMIMTOMaMM B paMKax O4HOIro KJIMHUYECKOro nccriegoBaHus.
BpemMsa oT pa3paboTkm O Hayana NpUMeHeHUs Tepanmm B KIIMHUKE MOXKeT
COKPATUTbCH 00 Tpex MecsaueB, 2 CTOUMMOCTb 0 MeHee yeM 250 000 gonnapos Ha
naumeHTa. Nepeaa CRISPR-Tepanua 6ygeT TpeboBaTb MNOSIHOMO TECTUPOBAHMUS,
Torga Kak nocnegpytoume BapmaHTbl CMOIYT MPOXoanTb 6oiee orpaHUYeHHyto
npoBepKy. TakKXKe peKOMeHOYITCa USMEHEHUSA B PErynaTopHbIX npouenypax,
CUCTEMHbIN C60P OaHHbIX M MHBECTULIUM B LLEMOYKM NOCTABOK.



MpopbiB, PuHaHCUpyeMbiii HauMOHaNbHBIMM MHCTUTYTaMM 340POBbS
CLUA (NIH), no3BonsieT yMEHbLWMUTb pa3Mmep Mmonekyn CRISPR ana
TOYHOM AOCTaBKM B OpraHmMsMm

(National Institutes of Health, NIH)

Kaoling Guan et al. Comparative characterization of Cas12f orthologs reveals mechanistic features
underlying enhanced genome editing efficiency. Nature Structural & Molecular Biology. 2026. DOI:
10.1038/s41594-026-01788-6

durHaHcnpyemMada NIH nccnepgoBaTenbckaga rpynna ob6Hapy»xuna
YCOBEPLUEHCTBOBAHHYIO CUCTEMY pefakTnpoBaHua reHoB CRISPR, koTopasa MoOXXeT
coenaTb BO3MOXXHOM TOUYHYIO AOCTAaBKY BHYTPU OpraHU3Ma 4YefioBeKa U paclimnpuUTb
BapuaHTbl ledeHnsa paka, BAC n gpyrmux 3a6onieBaHMN. YYEHbI€ HaLLTN NPUPOLAHbIN
depmeHT Al3Casi2f. OH gocTaToYHO Man, YTO6bl MOMeLLaTbCs B
afeHoaccouMnpoBaHHbIE BUPYCHbIe BEKTOPbI, OOMH U3 BegyLUnX cnoco6oB
afApecHOW OOCTaBKUN FreHHOM Tepanumun. 3aTeM OHU CO30aNIN YNYULLEHHYIO BEPCUIO
depMeHTa, pe3Ko NoBbICUBLLYIO 3PPEKTUBHOCTb peaaKTUPOBaHUSA B YeNTOBEYECKUX
KneTkax. OTKpbITUE peLuaeT BaXKHoe orpaHunveHmne CRISPR: ncnonb3lyembie 6enku
CMULLIKOM BeSIMKU N9 CUCTEM HanpaBfieHHOW OO0CTaBKU, MO3TOMY KITMHUYECKOE
npMMeHeHMe 06blYHO OrPaHUYEHO KNeTKaMUn, USMEHSAEMbIMUM BHE TeNa, Hanpumep
KNneTKaMun KpoBU N KOCTHOIro Mo3ra. ccnepgoBaTenn n3 Texacckoro yHMBepcuTteTa B
OCTMHE C NOMOLLbIO BU3YyanM3aumnm U MalLMHHOIMO O6y4YeHUa U3YUUNn CTPYKTYPY
Al3Casl2f n BbISICHMNW, UTO OH O6pa3yeT 6onee CTabUNbHbIM KOMIMJIEKC, YEM
cxoaHble no pasmMepy depmMeHTbl. Co3gaHHbIM BapuaHT Al3Cas]2f RKK noBbicun

3 PEeKTUBHOCTb peaaKTUpoBaHUsa ¢ MeHee YeM 10% po 6onee 80%, a B 0QHOM 4YacTo
penakTnpyemMom obnactm reHoma oo 90%. KomaHga Beoaunia MHCTpykunm ana RKK
B UesioBeYecKme KNeTKu, MICXOOHO BblOeNeHHble Y MauneHTa Cc nemkemMmmen. [lanee
nccnenoBaTenv NIaHUpPYOT NPOBEPUTL PaboTy HyKneasbl B AAV-BEKTOpax.

MonekynsapHbie OCHOBbI peAaKTUPOBaHMS, YYBCTBUTEJIbBHOIO K
MEeTUNMPOBaHMIO, C NoMoLlblo Cas9

(Nature)

Roth, M.O,, Shu, Y., Zhao, Y. et al. Molecular basis for methylation-sensitive editing by Cas9. Nature
(2026). https://doi.org/10.1038/541586-026-10384-2

PaKoBble KTIETKM YMEeIT n3beratb 06Hapy>XeHUs, Oa4HaAKO UX OT/IMYAKOT OT 340PO0BbIX
KNEeTOK TOHKME XUMUNYEeCKMe pasnmumda. Yuénbole nus Wageningen University &
Research n Van Andel Institute HawnmM cnoco6 ncnonb3oBaTb 3TO oTNinyme. C
nomMolubto BapunaHta CRISPR oHU pasnunumnnm JHK onyxonu v 3goposyto OHK n
Bbl6GOPOYHO pa3pesanm TONbKO onyxonesByto. MccnepgoBaHme, onyb/IMKOBaAHHOE B
Nature, Ha3blBaeTCca paHHUM, HO NEePCMNEKTUBHDLIM LLAroM K Tepanmm paka, KoTopas
Mor/ia 6bl C BbICOKOW TOYHOCTbIO HaLLeSIMBATbCA Ha OMyXO/ieBbI€ KITIETKU U
pa3pyLllaTtb nx. MeTog OCHOBAH Ha METUMbHbIX Fpymnnax, He6OIbLUUX XMMUYECKUX
MeTKax Ha JHK, perynmpyrowmx akTUBHOCTb reHOB. B paKoBbIX KfieTKax
MeTunmpoBaHne JHK NaMeHEeHO 1 MOXKET CMY>XUTb MONEKYIAPHbBIM «OTMNEYaTKOM».
KomaHpaa ncnonb3oBana ThermoCas9, BapmaHT CRISPR, HangeHHbIM B 6aKTepUax.
CTpYKTYpPHbIM aHanu3 nokasars, 4to ThermoCas9 pasnnyaet HeMeTUNMUPOBaAHHbIE U
MeTUNMpPOBaHHbIE reHbl. B KynbTypax yenoBe4YecKMX KNeToK oH paspesan OHK
ONyXoneBbIX KNEeTOK, 0CcTaBnaa 3gopoByto [IHK HeTpoHyTON. Takoe noBegeHme
CBf13aHO C TEM, KaK CUCTEMA CBA3bIBAETCA C KOPOTKOM pacrno3HaloLen
nocnepnoBaTesibHOCTbIO PAM. MeTunbHaqa rpynna HapyLllaeT TOYHOE COOTBETCTBME U
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npenoTBpallaeT CBA3bIBaHME. ABTOPbI MOAYEPKUBALOT, UTO 40 KITMHUYECKOIro
NnpUMeHeHUs eLlwé aaneKko, MokKa rNokasaHo ToNbKo Bbi6opoyHoe pa3spesaHue OJHK,
HO He rM6enb OMnyXoneBbiX KNeToK.

BbiCOKONpPOMU3BOAUTEIbHbIM CKPUHMHI akTMBauum CRISPR nosBonsieT
BbISIBUTb CMHTETUYECKM neTtanbHblie PHK-ocHOBaHHbIe M@€XaHU3MbI,
MOBbLILIAIOLIME YYBCTBUTEJ/IbHOCTb PaKOBbIX KJIETOK K
ueNieHanpaB/IeHHOM LMTOTOKCUYHOCTU T-KJ1eTOK

(Nature Genetics)

Akana, R. V. et al. High-content CRISPR activation screens identify synthetically lethal RNA-based
mechanisms to sensitize cancer cells to targeted T cell cytotoxicity. Nat Genet (2026).
https://doi.org/10.1038/s41588-026-02561-7.

HecMoTpsa Ha ycnexr MUMMyHOTepanumn n opyrmx MeTooB Ne4YeHnsa paka, To1bKo B
CLUA exerogHo npouncxogut okosio 600 000 cMepTen, CBA3AHHbIX C PaKoM. T-
KNeTKM pacrno3HaloT KIIETKU-MULLEHN Yepe3 T-K1eTOUHbIN peuenTop. PakoBble
KITETKMU MOTYT YCKOMb3aTb OT UMMYHHOIO YHUUYTOXXEHMUS, 1 aBTOPbl 06begnHUIn
CRISPR-aKTUBaLMOHHbIE CKPUHUHIN, OOHOKNETOYHbIE N ONTUYEeCcKue
BblCOKOCOAEpPXaTeIbHble CKPUHUHIU, UTO6bI BbiiBUTb PHK- OCHOBaHHble
MeXaHWU3Mbl, U36UpaTesIbHO MNOBbILLAOLMNE YYBCTBUTENbHOCTb KNETOK-MULLEHEN K
TCR-cneundunyeckom LUTOTOKCUYHOCTU T-KkNeToK. CHavana ckpHuHrn CRISPRa B
KfIeTKaxX MelaHOMbl O6HapPy XN GYHKLMOHANbHO pa3HOO6pa3Hble perynatopsbl
TCR-cneundmnyecKom LMTOTOKCUMUYHOCTU, BKNtoYasa SAFB, KHDRBS1, MYC, CD44,
WNT3A, WNTI1 n gpyrme. OKkcnpeccma CEHCUBUNMN3NPYIOLLMNX HAaXOO0K B PaKOBbIX U
BUPYCHO MHPULMPOBAHHbIX KNeTKax BoccTaHaBnuBana TCR-cneunduyeckyto
LUTOTOKCUYHOCTb. 3aTeM aBTOpPbI pa3paboTanu in situ Perturb-seq ong ontnyeckmx
06beaAMHEHHDbIX FEHETUYECKUX CKPMHUHIOB C in situ BbigaBneHMeM perturbations n
MPOCTPAHCTBEHHbLIMU TPAHCKPUMTOMHbIMU CUUTbIBAaHUAMMWU. Perturb-seq u in vivo-
in situ Perturb-seq nokasanu, YTo HaMOEeHHbIE FreHbl CXOOATCA Ha OB6LLMX KNETOYHO-
ABTOHOMHbIX M MEXK/TETOYHbIX MeXaHU3Max, KapTUPYIOT B3aUMOOENCTBUS FEHOB U
cpefbl U BbIGBASIOT, UTO NUraHabl Wnt akTuBupytoT T-kneTkn. ccrneposaHume
npeacrtaBMIo MacwTabupyembin noaxoq, K pacwmndpoBke GyHKLUM reHOB Ha
YPOBHE KIIETKUN U TKAaHU 1 OBHaPYXXMUNO KOHTEKCT- cneumbumnyeckme GyHKLUM reHoB,
BOCCTaHaB/IMBaloLWMe HanpaBfieHHoOe T-KNeTo4YHoe yCTpaHeHue
ANCPYHKUMOHASTbHbIX KITETOK Yepe3 CUHTETUYECKU neTanbHble PHK-ocHOBaHHbIe
BMeLllaTefibCTBa.

4. CAR-T n gene-edited kneTouHblie Tepanum

(HoBble gaHHbIe, KNTMHUYECKMe pe3yrbTaTbl)

AnnoreHHbie CAR-T-KNneTkKM, co3aaHHblie ¢ noMmoubio CRISPR, o6napalor
MOLLUHOM NPOTUBOONYXOJIEBOM aKTUBHOCTDbIO NPMU CONMMAHDbIX ONYyXOnax

(bioRxiv)

Mingyu Huo, Dan Li, Nan Li, Alex Quan, Tianyuzhou Liang, Dan Henderson, Jason Sagert, Minh Pham,
Luke Hanley, Kelly Maeng, Mikhala Eule, Mitchell Ho. bioRxiv 2026.04.25.720815; doi:
https://doi.org/10.64898/2026.04.25.720815

Tepanua CAR-T-KNeTKaMU NMokKa rnokasbiBaeT orpaHUYeHHY 3pPeKTUBHOCTb
MPOTUB CONUAOHbIX OMyX0osiei, 0OTYaCTU MU3-3a PA3/IMUNKA B ayTONOMMUYHbIX T-KNeTKax,
MoslydYeHHbIX OT TAXKeNOo NeYeHHbIX NaLMEeHTOB C PacnpPoOCTPaHEHHOM 6oMe3HbIo.



YTo6bl NpeofoneTb 3TU OrpaHUYEeHUs, aBTOPbI pa3paboTanu «roToByto K
npuUMeHeHuo» annoreHHyto CAR-T-nnatdopmy, ncnonbayrouyro CRISPR-Cas9-
penakTnpoBaHue T-KNeTOK 300Pp0BbIX AOHOPOB. Takas UHXXeHepPUa No3BongaeT
To4yHO BCcTaBnatb CAR B nokyc TRAC n ogHoBpeMeHHO HapyLlaTb B2M. C nomMoLubto
nocTtaBku yepes AAV mnccneposaTtenu cosganuv CAR-T-KNeTKK, HaueNeHHbIe Ha
FMUNUKaH-2 U TMUNUKaH-3 — NepCcrneKTUBHbIE aHTUMEHbl, SKCNpeccupyemblie B
OETCKUX U B3POC/bIX CONUAHbIX onyxonsax. OTpeaaKTUpPOBaHHbIE anJIOreHHble
KNeTKM MOKa3anum MOLLHYIO aHTUIeH-cneumndmnyecKyo LMTOTOKCUYHOCTb B
HeCKO/bKUX onyxoneBbix Mmogenax. GPC2- HanpaBneHHble KNeTKU OeNcTBoOBanu
CU/IbHEE NN COMOCTAaBMUMO C OBbIYHbIMU NTEHTUBUPYCHbIMU CAR-T B Mogenax
Henpo6n1acTOMbI, Bbi3biBaslM PErpPeccuto onyxonm un npoaneBanam BbDKMBAEMOCTb.
MoBTOpPHOE BBeAEHME YCUNTNBAO NPOTUBOOMYX0oneBbIN 3dPeKT 6e3 NPU3HAKOB
TOKCUYHOCTU, Mogaep>XXmBag MHOropasoBble peXXunMbl go3npoBaHua. GPC3-
HarnpaBneHHbIe KNEeTKM Ha OCHOBE OOHOOOMEHHOIo aHTUTEla TaKXKe NpoaBuin
YCTOMUYMBYO aKTUBHOCTb NPOTUB renaTtouesItoNgapHOM KapLuMHOMbI in vitro u in
vivo. Pa6oTa 060CcHOBbIBaeT MacLUTabupyeMyto CTpaTeErnto aniIoreHHOM KeToOYHOM
Tepanuun gns CONUaHbIX ONyXonen.

B xoae ckpuHuHra CRISPR in vivo 6bi/iu BbisiBfieHbl NepCneKTUBHbIe
uenesBbie reHol Aonga nosbiweHusa a¢pPpekTuBHocT CAR-T-KNIETOK B
MoAeiM COJIMAHOM OnyXosm

(Molecular Therapy, ScienceDirect)

Mattia Fumagalli, Dongjie An, Luca Simula, Camille Combe, Lisa Aziez, Yannick Simoni, Marie-Clotilde
Alves-Guerra, Andrea Valentini, Maude Marchais, Anais Vermare, Josquin Moraly, Simona Manni,
Maria Cecilia Quadraccia, Concetta Quintarelli, Biagio De Angelis, Nadége Bercovici, Emmanuel
Donnadieu, Frédéric Pendino, An in vivo CRISPR screen unveils promising target genes to improve
CAR-T cell efficacy in a solid tumor model, Molecular Therapy, 2026, ISSN 1525-0016,
https://doi.org/10.1016/j.ymthe.2026.04.009.

CAR-T-kneTo4Hasa Tepanma MeHAeT nevyeHne pedpakKTePHbIX U peungnBupyoLLnNX
reMaTosSIOrMYEeCKMX 3N10Ka4YeCTBEHHbIX 3a60/1€eBaHUIN, HO Y MHOIMUX MaLMEHTOB He
BO3HMKaET OONMMOBPEMEHHOIO OTBETA, @ MPOTUB CONUAHbIX OMYyXOnen 3T nogxoabl
ocTatoTca MeHee 3P dPeKTUBHbIMU. TepaneBTUYecKaa HEIDPEKTUBHOCTb TECHO
cBA3aHa Cc HM3Kown nepcucteHumnem CAR-T-KNEeTOK Yy MauMUEeHTOB, YTO MogyepKmnBaeT
Heo6XoaMMOCTb BbIABIIEHUA CTPATErMM, CMOCOBCTBYIOLLMX UX SKCMAHCUM iNn Vivo.
ABTOPbI pa3paboTanu OOCTYMHbIN KOHKYpPeHTHbIM CRISPR/Cas9-CKPUHUHT in vivo
019 BblgBNEeHUSA reHoB, Ybé BblKtoueHne gaet CAR-T-kKNeTKaM ceneKTuBHoe
npenmMyLLecTBo. B reTeporeHHomn nonynaumm T-kneTok, Hecywmx CAR NpoTuB
EGFR, oHU nHakTnBupoBanu 50 kKaHgMOaTHbIX FreHOB. B MbILLIMHbIX MOogenax ¢
yenoBeYvYeCKOM OMnyxosblo NErkoro Hanbonee ycTtomuymBoe NpenMyLLECTBO ganm
HapyweHuna REGNASE-1, SOCSI, PTPN2 1 P16INK4A. MHaKTUBaLUUSa 3TUX FT€eHOB TaKXXe
ynyduwana yHudtoxkeHue onyxonun CAR-T-knetkaMu. MMHTepecHOo, YTO BbIK/1tOYeHUe
HEeKOTOpPbIX FEHOB, PaHee ONMMCaHHbIX KaK ynydlwawmx ¢yHkumo CAR-T NpoTmB
OPYrnx ornyxoneu, B 3ToM OpTOTONMUYECKOM MoaeNM NIErO4YHOM ONyxXosin AaBasio
oTpuuaTenbHbiM 3pPeKT. JonoNHUTENbHAA OLUEeHKa NO3aHUX 9PPEKTOB B
NMOAKOXXHOWM Moaenu Bblgenunna nHaktueaumnto SOCS1 kak Hanbonee
MHOroo6eLlatoLyto cTpateruto gna nepcmcteHumm CAR-T in vivo. Pe3ynbTaThbl
noa4YépKUBALOT, YTO cTpaTermm pegaktnpoBaHus CAR-T HY)XHO NMPOBEPATL B
KOHKPETHbIX OMYyXONEBbIX KOHTEKCTaX, @ MPeasioXXeHHbIN CKPUHUHT CITYXXUT
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YHUBepPCanbHbIM OOKINHUYECKUM UHCTPYMEHTOM AS19 OLLEHKUN NEPCUCTEHLUN U
dyHKLUN.

5. TapreTHoe pefAaKTUpoBaHMe NaToreHHbix SNV
(CRISPR-Cas9, prime editing, base editing, TALEN, ZFN - ona ncnpaBneHUa KOHKPETHbIX

MyTaLUM NPpU HaciegCTBEHHbIX OHKOCUHOPOMAaX M pUCKe BHE3aMNHOM cepaevyHom
cMepTH)

YcTpaHeHMe NposiBJICHUM KapaAUMOMMONaTUM B OpraHu3Me € NOMOLLbIO
npavM- peaaKTUMpPOBaHUA KJIETOK cepaua

(BioRxiv)

Wenjing Liang, Lindsey M. Rollosson, Emilee Easter, Huanyu Zhou, Cristina Dee-Hoskins, Amara
Greer- Short, Timothy Hoey, Laura M. Lombardi, Kathryn N. Ivey, Ze Cheng.

CeppeyHo-cocyamncTble 3ab6oneBaHMa 3aTparmMBaloT MUNMIUMOHbI NOAEN, A MPanM-
penaKTUpoOBaHME MOXKET CTaTb OCHOBOM fie4ebHbIX MOAX0A0B, HAaNMpPaBAEeHHbIX Ha
yCTpaHeHMe nepBonpuYmnH 6onesHn. B paboTe onmcaHo cosgaHme n ontTuMmsauma
nnatdopMbl NpamM-pedaKTUPoOBaHUS in vivo anga cepgua. OHa obecrneymBaeT
3ddeKTMBHOE pefaKTUPOBaHME B cepaevyHOM TKaHu 6e3 BbIABAEMOro
penakTnpoBaHUS B NeYeHU. B KauecTBe foKa3aTenbCTBa NMpMHLUMMNA aBTOPbI
Bbl6panun 6enok RBM20, MyTaunm B KOTOPOM MOTYT Bbi3blBaTb AUIATaLNOHHYIO
KapAnoMmonaTuio y YenoBeka. Tepanusa Ha OCHOBe ABYX afjeHOACCOLMMNPOBAHHbIX
BMPYCHbIX BEKTOPOB yy4Llunia NposBAeHUa KapamoMmnonaTmm y reTepo3nroTHbIX
Mbilen ¢ MyTaumenm Rbm20 R636Q. [1na oanbHeuwem pa3paboTkm nogxoaa,
HaueneHHOoro Ha Yenose4decknn RBM20, nccnegoBaTtenu cosganm HOBYIO
NYMaHMU3NPOBAHHYIO MbILLUMHYO MOENb, HECYLLYO HOPMasibHble UTN MYTaHTHbIE
yenoBeyeckue nocnepgoBaTtesibHocT RBM20 R634Q 1 BocnpounsBoasaLLyto
NpUY3HaKM KapamomMmonaTmm. YHenoBeyeckaqa tTepanma npanM-peaakTMpoBaHms
3dPeKTUBHO MCMpaBiana NAaToOreHHy MyTauMnIo U yCTpaHsasa natonormyeckme
deHoTUNbI B 3TOMN Mogenn. ABTOPbI CHMUTALOT, YTO paboTa OEMOHCTpUpyeT
noTeHuMan npamM-peaakTUpoBaHUSA cepaLla in vivo onsg neveHmnsa cepaeyHbix
3aboneBaHMM U NpegnaraeT Nofe3Hy Moaenb Ana pa3paboTku GyayLimx Tepanmn.

6. NMpocTpaHCTBEeHHas TPaHCKPUNTOMMKA

(spatial transcriptomics, npocTpaHCTBEHHbIE MYNIbTUOMHbIE KapThbl)

NMpocTpaHCTBEHHbIN aTnac AvaéeTuueckon HedpponaTum BbisiBNsieT
noarpynny, 6oratyio B-knerkamm

(Nature)

Dumoulin, B. et al. Spatial atlas of diabetic kidney disease reveals a B cell-rich subgroup. Nature
(2026). https://doi.org/10.1038/541586-026-10363-4.

IdnabeTtnyeckaa 6onesHb noyek (O6M) aBnaeTca BegyLwem NpUHYMHOM NoYeyHoOm
HeOOCTAaTOUYHOCTU U XapaKTepPU3yeTca KIIMHUYECKOWN M MONEKYNAPHOM
reTeporeHHOCTbIO, UTO CyLLEeCTBEHHO 3aTpyaHAaeT pa3paboTKy Tepanun.
NccnepoBatenn MegumumHcKom wkonbl MNMepenbMaHa (YHMBepcuTeT NeHcnnbBaHUN)
NCMNONb30BaNIN OQHOKIETOUYHYIO MPOCTPAHCTBEHHYIO TPAHCKPUMTOMUKY Ha
nnatopmax Xenium m CosMx B couyeTaHuu ¢ single-nucleus RNA-seq on«a

N



MOCTPOEeHUA aT/iaca NoYkm, NepeBoasLLEro TKAaHEBYIO apXUTEKTYPY B
KOMMblOTEPHO- 06pabaTbiBaeMblv popMaT And NpPOrHOCTUKM M oT60pa NaLMeHTOB.
BHYTpPM BbIABIEHHOM apXUTEKTYpPbl MOEHTUOULMPOBAHO MMMYHHOE
MUKPOOKPYXXEeHMe € NpeobnagaHmeM B-KneTok, HanoMuHalwLllee TpeTUYHble
nuMdomnaHblie CTPYKTYpPbl, KOTOpoe onpeaendeT oTaebHbI nogtun OB ¢
YCKOPEHHbIM MPOorpeccnpoBaHmeM A0 MoYeYHbIX KOHEYHbIX ToueK. PaspaboTaHbl
TKaHeBble 6MOMapKepbl U COOTBETCTBYOLLAA NaHe b Na3MeHHbIX 6e/KoB,
nossongatoLme cTpatTudmumMpoBaTh NaLMEHTOB B MOMyN9UMOHHOM BMo6aHKe U
YAYYLIUTb NPOrHo3npoBaHUe puUcka. MccnegoBaHMe OeMOHCTPUPYET NoTeHLUMan
MPOCTPaHCTBEHHOro noaxoda Anga peknaccnudumkaumMm KoOMMIeKCHbIX 3a6oneBaHUN.

MHTepnpeTUpyemMasn, rm6Kas M yumMTbiBalowlaa NpoCcTPaHCTBEHHOE
MOJIO)KEeHUE UHTErpaLmMs MHOXXECTBa NPOCTPaHCTBEHHbIX
TPaHCKPUMNTOMHbIX HA60POB AAHHbIX U3 Pa3/IM4YHbIX MCTOYHMKOB

(Nature Genetics)

Zhao, J. et al. Interpretable, flexible and spatially aware integration of multiple spatial transcriptomics
datasets from diverse sources. Nat Genet (2026). https://doi.org/10.1038/s41588-026-02579-X.

HepnaBHMe OOCTUXKEHMA B MPOCTPAHCTBEHHOW TPAHCKPUNTOMMKE cHhOopMMPOBanNm
pacLLMNPAOLWMNCA MAaCCUB reTepOoreHHbIX 4aTaceToB, OTKPbIBAOLLMX BO3ZMOXXHOCTM
ONa nccnegoBaHMAa opraHmM3aumMm n yHKUMM TKaHen. Mexxay TeM adpPpeKTUBHasa
MHTepnpeTaumsa n MHTerpauma gaHHbIX M3 Pa3HOPOAHbIX NCTOYHUKOB U YCTOBUN
OCTaéTcqa cepbé3Hon nNpobriemon. ABTopbl NnpeactaBngatoT INSPIRE, MmeToa Ha
OCHOBe My60KOoro obyyeH1a gns MHTepnpeTUpyeMoro MHTerpaTMBHONO aHanmM3a
MHOXeCTBa 4aTaceToB MPOCTPAHCTBEHHOM TpaHCKPpUNTOMUKKN. INSPIRE ncnonbsyeTt
CTpaTerunio cocTasaTeslbHOro oby4vyeHusa ¢ rpadoBbIMU HEMPOHHbIMU CETAMMK ONs
NPOCTPAHCTBEHHO-UHPOPMUNPOBAHHOM agaNTUBHOM MHTErpaunm gaHHbIX. MyTém
BKJTIOUYEHUNA HEOTPULATENTBHOIO MAaTPUUYHOIO Pa3fIOXXEHUSA MEeTOo[, BbiiBNAET
MHTepnpeTUpyeMble MPOCTPAHCTBEHHbIE PaKTOPbl U CBA3aHHbIE C HUMU FeHHble
NPOorpamMMbl, XapaKTepusyLme TKaHEBYIO apXUTEKTYPY U KNETOYHYIO
opraHmsauuto. INSPIRE opeMoHCTpUpyeT NPeBOCXOOHYIO MPOU3BOAUTENBHOCTbL B
BbIABIEHNUN TOHKNUX BUONTOTMYECKMX CUTHANO0B U MacLlUTabupyeTca Ha Ype3BblYalHO
6onblUMe gaTaceTbl, BKAOYasa paK MOJTOYHOM Xenesbl YennoBeka ¢ npodunem
Xenium 1 gaHHble OpraHoreHesa MbllK No TeXHONOrnm Stereo- seq.

7. NpodeccruoHanbHan OPMEHTaALUMSA AeTen
(reHequeCKme npenpacrnoyiIoxXeHHOCTU ,D,eTel‘;I K pa3/iM4HbIM BMNOaM CriopTa, XXaHpaM

MCKYCCTBa UMY APYrvM o6nacTaM AedaTeNibHOCTU) HeT peneBaHTHbIX HOBOCTEM 3a
nepwuoga.

8. FleHeTMUYecKas NpeaApacrnofiIiOXXeHHOCTb K aAAUMKTUBHOMY NOBEeAEHMUIO

(CKﬂOHHOCTb K aJ1IKOrosimamMy, HapkKoMaHmMN, TOKCUMKOMaHU1N, Ta6aKOKypeHVIIO, K onpepneneHHbIM

BMOAM MNPEeCTYniIeHnn)
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OGI.I.IHprIe reHeTuYecKmMe B3aMmMoaenCTBuUSA (anucTrasuc), ceBfizaHHbIe C
paCCTpOﬁCTBOM, Bbi3BaHHbIM yI'IOTPEGJ'IeHHeM aJZikoroJis, B rpynne
BbICOKOIo pMcCKa

(Communications Biology)

Listopad, S., Peng, Q. Extensive genetic interactions (epistasis) linked to alcohol use disorder in a
high- risk population. Commun Biol (2026). https://doi.org/10.1038/s42003-026-09971-7

CTaTbs NOCBALLEHA POSIN 2MNUCTa3a, B3aMMOO4ENCTBUSA Mexay reHamu, B
reHeTUYEeCKOM NpeapacnonoOXXeHHOCTUN K PacCTPOUCTBY, CBA3aHHOMY C
ynoTpebneHneM ankorons. ABTOpbl OTMEYaltoT, UTO Y 3TOro PacCTPOMCTBA €CTb
3HAYNMbIN FEHETUYECKUN KOMIMOHEHT, OOQHAaKO MeXay OLueHKaMM HacreayeMocTm m
pe3ynbTaTaMm O6bIYHbIX MOMHOFE€HOMHbIX MCCNegoBaHMM acCoLMaLMIA COXPaHAeTCH
pa3pbiB. YTO6bI MPOBEPUTb BO3ZMOXHYIO POSlb FrEHETUYECKUX B3aUMOOENCTBUN,
nccnepgoBaTenum npoaHanmM3anpoBanun AaHHble 742 npencTtaBuTeiem KOpeHHbIX
HapopnoB CLUA 13 nonynaumMm BbICOKOIro puUcKa, U3yumB BapUaHTbl B reHax 1
perynaTtopHbIX aneMeHTax. bbllo HangeHO MHOXECTBO B3aMMOOENCTBYIIOLLMX MNap
reHOB, CBAAI3aHHbIX C TSHXKECTbIO PaCcCTPOMNCTBA, CBA3aHHOIO C yrnoTpebneHnem
ankorons. YacTtb pe3ynbTaToB NpoBepsAsiacb HA HE3AaBUCKUMMbIX OaHHbIX MPOrpamMMmbl
All of Us cpeaun y4acTHUKOB aMepPUKaHCKO-UHOEMUCKOro nponcxoxaeHusa. Cpeam
noatreepauBlmnxcsa nap HassaHbl CNTNAP2-GRMS8, CSMD1- DLGCGAPT, CSMDI1-ERBBA4,
CSMD1-MAML2 n KCNQ5-ROBO?2. BbigsBneHHoOe oboralleHune 3atparmaanio
MMMYHHbIE, aAre3noHHble, HEMPOHAalbHbIE U CBA3aHHbIE C 3a6oneBaHNaAMM
6unonornyeckume nyTu, a Tak)Ke yKasbiBano Ha cBa3b ¢ FTAMK-epruyeckmmm
HEMPOHaMM cpeaHero Mo3ra, To eCTb HeMpPOHaMM, UCMOMb3YIOLWMMUN FAMMa-
aMMHOMaCNAHY KUCNoTy. OCHOBHOM CMbIC/T paboTbl COCTOUT B TOM, YTO
reHeTUYeCcKMe B3anMoaenNCTBMUA MOIyT O6bACHATb YaCcTb HaceayeMoCTU, KOTOPYIO
He BbIaBNAIOT CTaHO4APTHbIE NMONMHOMrEHOMHbIE UCcegoBaHUa accoumaumnm,
OCHOBaHHbIe Ha aHanun3e oTAeNbHbIX FEHETUYECKUX BapUAHTOB.

I MEOVNUNHA

9. MpUMeHEeHMe reHeTUYECKMX UCCiei0BaHMUM B KJIMHUYECKOM
npaxKTuke,

B TOM 4YuMcne rnosiHoe reHoMHoe cekBeHupoBaHue (WGS), HUMT, MNI'T, CaHrep,

nepcoHaans3npoBaHHad MegnLUMHa

MonynaunMoHHOEe reHOMHOE CKPMHMHIrOBOE MCCNieAOBaHMUE BbiSIBU/IO
BbICOKYIO HaCTOTY BTOPMUYHbIX NaTO/IOrM4eCKMX U3SMEHEHUM,
Tpe6youmnx NPUMHATUA MEp, Y HOBOPOXXAeHHbIX B Kutae

(npj Genomic Medicine)

Huang, Y., Gao, Y., Duan, Z. et al. Population-scale genomic screening reveals high frequency of
actionable secondary findings in Chinese newborns. npj Genom. Med. (2026).
https://doi.org/10.1038/s41525-026- 00565-0

ABTOpPbI OLEHUSTN KITMHUYECKU 3HaYUMble BTOPUYHbIE HaxoaKku (SF) npy reHOMHOM
CKPUHUHIEe KUTaNCKUX HOBOPOXXOEHHbIX, MOCKOJIbKY OaHHbIE MO NPaKTUYECKOMY
NMPUMEHEHUIO BapMaHTOB B 3TOW NOMNynsaumMm octatoTcsa orpaHUYeHHbiMU. B
nccnegoBaHMKM BbINMOTHEHO NMOSTHOMNrEHOMHOE CEKBEHMPOBaHMeE 6 685
HOBOPOXOEHHbIX U MpoaHanun3npoBaHbl 84 reHa ns cnmncka ACMG SFv3.3 ¢
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ncnonbsosaHmeM Kputepmes ACMG/AMP 1 gaHHbix ClinVar. Bbino sbigsrieHo 306
YHUKanbHbIX actionable-BapunaHTOB, BKNtodaa 172 N3BECTHbIX MAaTOreHHbIX U 134
BEPOATHO NATOreHHbIX. ECNN y4YnTbIBaTb reTEPO3UrOTHbIX HOCUTENEN ayTOCOMHO-
peLeCcCcUBHbIX BAPUAHTOB, 9,12% oeTen nMenm Kak MUHUMYM OOMH NAaTOreHHbIN
BapuaHT. lNo kputepmam ACMG SF KNMHNYECKN 3HAUYNMbIE BapUaHTbl OGHAPY>KEHb
y 5,06% HOBOPOXOEHHDbIX, YaLle BCEro B reHax cepaedHo-cocyancTbix 3aboneBaHnin
N NpeapacronioXXeHHOCTU K paky, Bktodasa LDLR, TTN 1 BRCA2. ABTOpbl TaKXXe
nokKasanu pasninymga 4acToT 28 BapUaHTOB MeXay KUTaUCKON 1 eBPONeENCKON
nonynaunamMm, nogyepKmnBasg He06xXoaAMMOCTb NOMNYNIALMOHHO aganTUPOBAHHbIX
CKPUHUHIOBbIX NaHenemn.

Fopoackoe reHOMHOE CKPpMHMHIroBoe o6cnepoBaHMe nepen SpaKOM
cpeaMm HaceneHua bnmxHero Bocroka

(Nature Medicine)

Alblooshi, K., Sharaf, R., Shenbagam, S. et al. Citywide premarital genomic screening in a Middle
Eastern population. Nature Medicine 32, 1511-1518 (2026). https://doi.org/10.1038/s41591-026-04251-7

NccnepoBaHMe onmncbiBaeT NepBoe BHegpeHMne ob6a3aTennbHOM ropoacKom
nporpamMmbl 4O6pavyHOro reHOMHOIo CKpUHMHIa B [ly6ae. B nporpamMmy BKAOYanm
6yaylime napbl, MpoxoansLwmne obcrnegoBaHue Yepes 18 LeHTPOB NePBUYHOMN
MeOULMHCKOM MOMOLLM, a CEKBEHUPOBaHME OXBaTbIBaso 782 reHa, cCBA3aHHbIe C
ayTOCOMHO-peLEeCcCCUBHbIMM 3ab6oneBaHnaMN. C MOMEHTA 3amnyCcKa Nporpammbl
o6cnepoBaHuMe npownum 1000 nap. Y 79 nap, unmn 8%, 6binm BbigBfIEHbI MATOMrEeHHbIE
BapuaHTbl B OOHOM U TOM € reHe, YTO O3HAYasiIo PUCK POXKOEHUSA pebeHKa C
3aboneBaHMeM. ITOT NokKasaTeNb 6biN Bbille, YeM B aBCTPASIMMCKOM UCCIe40BaHUM
Mackenzie's Mission. XoTq Yyalle BCcero puck 6bi1 CBA3aH C reMornobmnHonatnamm,
59% nap puvcKa nMenu BapuaHTbl B 33 ApYyrux reHax. Y yeTblipex HocuTenem
CNy4YanHO BbIIBUSIM FTOMO3UIMOTHbIE MAaTONEeHHbIE BapMaHTbl, YKa3biBaBLUME HA
Hann4yme 3aboneBaHusa. 13 79 nap pucka 63 Npoao/HKMNmM NoaroToBKy K 6paky,
paccMaTpmBaqa rocygapcTtBeHHO PUHaAHCUpPYEMbIe peNpPoOaYKTUBHbIE
BMeLUATEeNIbCTBA, a 16 pewmnnm He NpoaoIXKaTb.

HoBasn 3enaHaus nosiyumsia He3aBUCUMMOCTb B 06/1aCTM FreHOMHOIO
TeCTUPOBaHMUA

(lNumina)

[llumina. New Zealand gains genomic testing independence. 7 Apr 2026

[llumina coo6wunna o AByXIeTHEN MMNOTHOM NporpamMmmMme B HoBon 3enaHomu,
KOoTopasa A0/MHKHa NPOBEPUTb ABE MOAENN KITMHUYECKON MTEHOMUKMU:
MOTHOreHOMHOE CEKBEHUPOBAHUE N peOKuUX M HacneaCcTBEHHbIX 3a60n1eBaHUN U
KOMMJIEKCHOE reHOMHOoEe NpodunmpoBaHme aasa oHKonornu. NMunoTHaa nporpamMmma,
obbaBneHHasa Health New Zealand n peannsyemasa npu ydyactmm Canterbury Health
Laboratories, HanpaBneHa Ha co3gaHMe NoKanbHOM MHPPACTPYKTYPbI, YTOOLI
ob6pa3Lubl He NPUXOAMIOCH OTMPAaBNATbL 3a pyb6e)xk. B MaTepuane nogyepkuBaeTcq,
4TO AN19 NALMEHTOB C PeOKUMUN N OHKOJTOFNMYEeCKUMU 3a601eBaHUAMU BpeMS
OXXMOAHMA Pe3yNibTaTOB MOXXET pacTArmMBaTbCs Ha HeOeNun, Mecsaubl Un rogbl, a
NoKarnbHoOEe TeCTUPOBAHUE OO/MKHO YCKOPUTb MOCTAaHOBKY AMarHo3a u nogbéop
neyeHwus. NporpaMmma BK/tOHaET CEKBEHUPOBaHWE, aHaNM3 OaHHbIX, MOAMOTOBKY
oT4YEeTOB, UHPPACTPYKTYPY U 0ByUHeHUe nepcoHana. OtaenbHoO oTMeyeHo, Yto WGS
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MOXXeT COKPaTUTb ONArHOCTUYECKUNIA nyTb cemMemc peaKnMun 3a6oneBaHMaMU, a
KOMTIJ1IeKCHoe I'IpOd)VIJ'IVIpOBaHVIe onyxone17| MOXXeT NoMo4b Bpa4yaM NMpnHMMaTb
peweHund rno Teparnmm 0o cnegyruwero BM3anTa naumeHTa.

HeoHaTanbHbI CKPUMHMHI PacLUMpeH Ha AABa HOBbIX 3a6oneBaHMuaA

(MepgMKo-reHeTUM4YeCKMM Hay4YHbIM LLEHTP MMeHM akageMumKa H.MN. boukoBa)

CornacHo npukasy MmHucTepcTBa 3apaBooxpaHeHnsa Poccumckom Depgepaumm, c 1
anpensa 2026 roga nepeyvyeHb o6cnegoBaHUM, MPOBOAMMbIX HOBOPOXAEHHbIM B
paMKax paclUMPEHHOro HeoHaTasIbHOro0 CKPUHWMHIA, NOMOSTHUIICS ABYMS HOBbIMU
3aboneBaHMamMu. B nporpammy PHC BkntoueHbl oedunumt gekapoboKcmnasbl
apoMaTUYecKux L-aMMHOKUCOT U X-cuenfieHHasa agpeHonenkognctpodumua. Obe
MaToNOrMm OTHOCATCA K rpyrnne HacnegcTBeHHbIX 6ofie3He obMeHa BellecTB 1 6e3
CBOEBpPEMEHHOro BMelaTeNnbCcTBa NPUBOAAT K HEO6paTUMbIM MOPaAXKEHUAM
HEPBHOW CUCTEMDI, TAXXENOW MHBANMAN3ALMN N NPEXXOEBPEMEHHON CMEPTWU.
CNaBHaga Lenb paclumMpeHnsa NporpamMmbl — BbIIBUTb 3a60/1€BaHUSA Ha
OOKNMHUYECKOM CTaaunn, Korga eule oTCyTCTBYIOT HEBPOJSIOrMYeCcKMe NposBAeHus,
UTO MO3BOJSIUT HaYaTb JlIe4eHMe yrXKe B NMepBble Heaeu XXU3HW, NpeaoTBpaTUTb
pa3BUTUE TAXKENbIX OCITOXXHEHUN U 0aTb Pe6eHKY WaHC Ha NOJIHOLEHHOE pa3BUTUe,
paHee NosICHUN ANpeKTop MeamnKo-reHeTU4eCKOro Hay4Horo ueHTpa MMeHu
akageMuka H.MN. BouykoBa, rMaBHbIX BHELUTaTHbIN crieunanmcT no MeamunHCKOMn
reHeTuke MmHspgpasa Poccum, npesmageHT Accoumaumm MeamunNHCKNX reHEeTUKOB
Poccuun, akapeMuk PAH Cepren Kyues.

NMnaH aeMcTBMM No 6opb6e ¢ peaAKuMM 3a60N1eBaHUSMM B AHIrNMM A0
2026 rona: OCHOBHOM OTUeT

(MUHUCTEPCTBO 30pPaBOOXPAaHEHUS U colmanbHoOM 3amTbl Bennko6putaHmnm / GOV.UK)

England Rare Diseases Action Plan 2026: main report. Department of Health & Social Care. Published
27 February 2026.

NaToe exxerogHoe nspaHume MNnaHa oencTBnM AHINMNKM NoO peaKMm 3aboneBaHnUam
PUKcHMpyeT Nporpecc B peanmsaumm YeTblpEX MPUOPUTETOB PaMOYHOM MpPOorpamMmbl
BennkobpuTaHUm No peaknm 6onesHam. KnoyeBble OOCTUXKEHUSA BKOYAKOT
pa3paboTky HoBoro NHS-dpemnmBopKa gna MHOMBUAYANTUM3UPOBAHHbIX
reHeTUYECKUX Tepanmm (NpegHas3HavYeHHbIX 419 KOHKPETHOro naymeHTa) un
ne4yeHue nepsoro naumeHta B NHS ¢ npMMmeHeHMeM nHameBmayanmsnpoBaHHOM
Tepanuun; HoBoe GUHAHCUPOBaAHUE OBYX MUOTHbIX LLEHTPOB; pedopMy
perynatopHom cucteMbl MHRA ona pegkux 3a6oneBaHui. Mo cocToaHUio Ha 13
aHBaps 2026 roga B nccnepgoBaHum Generation Study (monHoe reHoOMHoe
CEKBEHUPOBaHME HOBOPOXXAEHHDbIX) 3aperncTtpmpoBaHo 6onee 36 056 y4acTHMKOB
n3 6onee yeM 72 6onbHUL AHINMK. B paMKax nccnenoBaHmsa y OgHOro
HOBOPOXOEHHOIO BblIBNEHa peakKaa ¢opmMa HacnencTBEHHONoO paka rnasa, M oH
nony4yun paHHee nedyeHme. NHS GMS Tenepb ocyLlecTBnsgeT reHOMHoe
TecTupoBaHue npu 6onee 4yeM 7 000 pegkunx 3abonieBaHUN. [JOKYMEHT TaKxKe
aKLUEHTMPYET BHMMaHME Ha OXpPaHe 300Pp0BbA U Pa3BUTUN LNPPOBbLIX TEXHONOIMMI
KaK CKBO3HbIX TEMaX B COOTBETCTBUU C [1eCATUNETHUM MSTAHOM 34PaBOOXPaHEHUS
BennkobputaHun.
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CeTb iAXON-Brazil-HSP: cozgaHMe rotoBom K KJIMHM4YECKMUM
MCNbITAaHUAIM HALLIMOHAJNIbHOM KOropThbl NAaLMEHTOB C HaCNIeACTBEHHOM
CNacTUYECKOM NapansierMem B crpaHax Nno6GanoHoro IOra

(The Lancet Regional Health — Americas)

dos Santos Maciel, F. et al. iAXON-Brazil-HSP network: building a trial-ready national cohort for
hereditary spastic paraplegias in the Global South. The Lancet Regional Health - Americas, 56, 101455
(2026). https://doi.org/10.1016/j.1ana.2026.101455

MaTepuan XypHana The Lancet Regional Health - Americas nocBsLeH co3gaHuio B
Bpa3nnum cetn iIAXON-Brazil-HSP gnga nsyyeHmna HacnencTtBeHHbIX CNAaCTUYECKUX
napannernmn. ABTopbl ONMMUCbIBAOT HAacNeACTBEHHbIe CMacTUYeCKMe napaniermm Kak
KITMHUYECKUN N FeHEeTUYECKMN HeOOHOPOAHYIO Fpynny HempoaereHepaTUBHbIX
3aboneBaHMM, BKOYatoLyto 6onee 90 noaTmnos. [NaBHaa 3agava ceTu,
cdopMmpoBaTb HALMOHANbHYIO KOFrOpPTY NAaLUMEHTOB, FOTOBYIO K y4acTMIO B ByayLIMX
KIMMHUYECKUX UCCNenoBaHUAaX, B UCTOPUYECKUN HEQOCTAaTOYHO NpeacTaBieHHOU
nonynauunm Fno6anbHoro tOra. NpoeKT oomMKeH 06begUHUTb KITMHUYEeCKMe OaHHble,
reHeTU4YeCcKyto ANAarHoCTUKY, CTaHOAPTU3NPOBaHHOE onncaHmne GeHoTUNa,
6mnomMapkepbl, LMPpPoBble TEXHONOIMMU, HALMOHANbHbIN PernmcTp n 6mobaHk. B
nyénmnkaumm nogyepKmMBaeTcs, YTo MHPPACTPYKTYpPa, rOTOBas K NpoBeaeHUto
KNMMHUNYECKUNX nccnegoBaHMm, CTAaHOBUTCA OCO6EHHO BaXKHOM Ha poHe NoaBrieHus
noaxoaoB, CMOCOBHbIX M3MEHATb TedeHne 60Ne3HK, ANa pegKnx HEBPOTIOrNMYECKMX
3aboneBaHUM.

PacnpocTpaHeHHOCTb NaTOreHHbIX BAPMAHTOB reHOB KapaAMoOMMONaTUM
npu GMGpUunaauMM Npeacepavn ¢ paHHUM HaYasrioM

(European Journal of Human Genetics)

Vad, O.B,, Vilaseca, Q.B., Beyer, AF. et al. Prevalence of deleterious variants in cardiomyopathy genes
in early-onset atrial fibrillation. Eur 3 Hum Genet (2026). https://doi.org/10.1038/s41431-026-02119-5

NccnepoBaHWe BbIIBUO PacnpOCTPaHEHHOCTb MaTOreHHbIX BApUaHTOB B reHax,
CBA3aHHbIX C KapauoMmonaTmen, y 60MblLUON KOropTbl NaLMEHTOB.
KapanomMumonaTtus, 3To rpyrnna 3a6oneBaHUM, NoparkatoLLMX CepaeUHYO MbILLLLY,
YaCTO MMeELLMX reHETUYECKYO OCHOBY. MOeHTUdUKALUUA 3TUX BapPUAHTOB UMeeT
pellatoLee 3HaYeHMe Onda paHHeM OUarHOCTUKK, CTpaTUudUKaL MM pUCKa U
pa3paboTKU LeneBblX METOO0B NeveHusa. iccnegoBaTenu NpoaHansnpoBanm
OaHHble CEKBEHMPOBaAHUA reHOMa TbIiCAY MaLMEHTOB U O6HAPYXXWUIN, UTO
onpeneneHHble NaToreHHble BapMaHTbl BCTpeYarTca Yalle, YeM npeanonaranoch
paHee, 0CO6EeHHO B reHax, KOQMPYOLMX 6eNKU capKoMepa. 9TU pe3ybTaThbl
noavYepPKMBaKOT BaXKHOCTb PYTUHHOIO FEHETUYECKOIo CKPUHMHIa AN9 NauneHTOB C
KapanomMmonaTmem m nx poacTBeHHUKOB. KpoMe Toro, nccregoBaHme
npenocTaBngaeT LeHHY MHPOPMaLUIO O FeHETUYECKOM apXUTeKType
KapAMOMMOMaTUM, YTO MOXKET CNOCOBCTBOBATb Pa3paboTKe HOBbIX
TepaneBTUYECKUX CTPATErMI, BKITOYAs FEHHYIO Tepanuio U TapreTHoe
pefnaKTUpoBaHMe reHoB. MoHMMaHWe pacnpPoCTPaHEHHOCTM U BIUAHUA 3TUX
BapWaHTOB MOMOXXET YNyYLLUUTb KIIMHUYECKOoe BegeHUe NaLneHToB U
MpenoTBPaTUTb NPOorpeccupoBaHMe 3ab6oneBaHMS.
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HacneacTBeHHbIe OHKOJIOrMUYECKMEe CUHAPOMBI, NOBLILLAIOLLME PUCK
Pa3BUTUA MHEKOJIOrMYECKMX OHKOJIOrMYeCKMUX 3a601eBaHUM: aKLIeHT
Ha cTpaTeruax NnpodUNaKTUuKu

(Frontiers in Oncology)

Duranti S, lacobelli V, Trozzi R, Camarda F, Panfili A, Fagotti A, Fanfani F, Marchetti C and Nero C
(2026) Hereditary cancer syndromes with gynecological cancer risk: focus on prevention strategies.
Front. Oncol. 16:1811964. doi: 10.3389/fonc.2026.1811964

O630p NocBALLEH HAacNeaCTBEHHbIM OHKONOMrMYeCKUM CUHOPOMaM, CBA3aHHbIM C
PUCKOM MMHEKONOMMYECKUX 3/10Ka4YeCTBEHHbIX OMyXOnen, BKIoHas BapuaHThbl
BRCAI1/2 v reHbl penapaLumm oluM604YHO crapeHHblIX OCHOBaHUN. ABTOPbI
noaYepKUBAIOT, UTO TaKME BapUaHTbl MOBLILLAIOT PUCK paKa AUYHUKOB, SHOOMETPpUS,
MaTOYHbIX TPY6 U OAPYrnX ONyxonemn, a BO3MOXXHOCTU CKPUHUHIA OCTaloTCA
OrpaHUYeHHbIMU. NMO3TOMY aKLLEHT MePEeHOCUTCA Ha NPOPUTAKTUYECKU
OPVEHTUPOBaHHbIN Nogxop[, NpenosiaratoLmii BbiISBIeHNE HOCUTENEN, OLEHKY
puUckKa, HabngeHne, XMMMonpodmnnakTuky, NnpodmnakTMyeckme onepavmum m
KacKagHoe TeCTUpOBaHWe poaACTBEHHUKOB. B cTaTbe yKa3aHo, YTO reHeTU4ecKoe
TeCTUpOBaHME Ha3Ha4YaeTca C y4eToOM TUMa Oonyxosin, CEMeMHOro aHaMHe3a unu
BbIABNIEHHOIO MAaTOreHHOro BapMaHTa y poaAcTBEHHUMKA. O6Hapy)XXeHue
repMMHaNbHOro BapuaHTa BAMAET Ha BbI6op HabnoaeHMa, CTpaTermm CHMXeEHUA
pucka n obcnepoBaHMe CEMbM, TOrAa Kak HEMHPOPMATUBHbBIN pe3ynbTaT TpebyeT
BeEeHMA HAa OCHOBaAHUM ceMenHOM nctopmmn. O630p TakKKe obCyKaaeT
NOXXM3HeHHble pucku: ansa BRCAI] pyCK paka SMYHMKOB MOXXeT gocTuratb 58%, ong
BRCA2 — 29%.

10. NMporpecc KNIMHUYECKMX UCNbITAHUMA FeHOTEepanum Npu peaKunx
3a6oneBaHMSAIX U OHKOJIOrMM

(peokune reHeTUYecKkMe 601e3HU, OHKOMOMUS, reMaTo-OHKOTorus)

PepakTupoBaHue ocHoBaHuM npomMmotopoB HBG1 m HBG2 ana neueHus
CepnoBMAHOK/IETOYHOM aHEMUM

(The New England Journal of Medicine)

Gupta, A.O,, Sharma, A,, Frangoul, H. et al. Base Editing of HBG1 and HBG2 Promoters for Sickle Cell
Disease. N Engl J Med. 2026 Apr 1. https://doi.org/10.1056/NEJM0a2504835

CrtaTtba B The New England Journal of Medicine, NEJM, onucbiBaeT gaHHble
nccneposaHmna BEACON dasbl 1/2 no Tepanuu ristoglogene autogetemcel, nnwm
risto-cel, Nnpy cepnoBUOHOKNETOYHOM 601E€3HU C TAXKENTIbIMU Ba30OKK/IHO3UOHHbIMU
Kpu3amu. Tepanuma npencraBngaeT co6om ogHOKpaTHoOe BBeAeHUe COBCTBEHHDbIX, TO
€CTb ayTOJIOrM4YHbIX, CD34- NONOXUTENIbHbIX FEEMOMO3TUYECKUX CTBOTOBbIX U
MPOreHUTOPHbIX KNETOK MaLMeHTa, OTpeaaKTUPOBAHHbIX METOOOM
pefakTUPOBaHMS OCHOBaAHMI B MPOMOTOPHbIX ydacTkax reHos HBG1/HBG2. Takoe
penaKTUpPOBaHMeE OO/MHKHO NPEendaTCTBOBATb CBA3bIBAHUIO TPAHCKPUMLMOHHOIO
penpeccopa BCLIIA, He HapyLluas Npu 3TOM ero 3KCrpeccutio, U TeM caMbiM
MOBbILWATb BbIPaboTKy dpeTanbHOro reMornobumHa. B ny6nmkaumm n coobLueHmnm
KoMMnaHum Beam Therapeutics nogvepkmMBaeTcs, YTO Nocne Tepannmy naumeHToB
6bICTPO NOBbILWANCA 06NN YPOBEHb reMOrnobmHa, HopManmM3oBaancb UNn
yny4Lwanmcb MapKepbl reMonn3a, a NokKasaTenm ceprnoBUOHOCTU CHMKANUCh 0
YPOBHEW, CONMOCTaBUMbIX C HOCUTENBbCTBOM CEPMNOBUAHOKIETOYHOIMO NPMU3HaKa.
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KoMnaHua Takxke coobLmna, 4to B3pPOCs1ble N NOOPOCTKOBbIE KOIropThbl 6bInn
MOJIHOCTbIO Ha6paHbI, npomn3BoaOCTBO 03 3aBepLUEeHO, a Nnoga4ya 3adBKWM Ha
NNLEH3UIO BUNOMOrMYECKOro nperiapata MOXXeT COCTOATbCH y>Ke K KOHLY 2026 roga.

PepakTtupoBaHue reHos HBG1 u HBG2 ¢ nomMmouubio CRISPR-Casli2a ansa
NleyeHMUs CepnoBMAHOKJ/IETOYHOMU aHEMUM

(The New England Journal of Medicine)

Hanna, R., Frangoul, H., Pineiro, L. et al. CRISPR-Cas12a Gene Editing of HBG1 and HBG2 Promoters to
Treat Sickle Cell Disease. N Engl J Med 2026; https://doi.org/10.1056/NEIJMoa2415550

My6nunkauna NEIJM onucbiBaeT uccnegosaHme ¢dasbl 1/2, B KOTOPOM MPUMEHSNOCH
CRISPR- Casl2a-pepgaktmpoBaHume npomotopoB HBG1 n HBG2 y naumneHTOB €
TAXXEeNOMN CepnoBUAHOKIETOUHOM 60one3Hbto. Llenb BMellaTenbCcTBa COCToAMa B
peakTMBaumMm deTanbHOro reMornobmMHa 3a cHeT HapyLeHUa PerynaTopHbIX
yUacCTKOB, y4acTBYIOLLUX B nogasneHunn HBG1/HBG2 nocne poxkaeHus.
NccnepoBaHMe 6b1/10 MHOMOLLEHTPOBBLIM, OTKPbITbIM M O4HOrPYMNMOBbIM, @ MALUEHTHI
nony4yanuv reHeTUYeCKM oTpeaaKTUPOBaHHbIE ayTONMOMMYHbIE FEMOMNO3TUYECKUE
CTBO/IOBbIE KNETKU Mocne MmenoabnatMBHOM NogroToBKU. Matepman oTHOCUTCS K
KITMHUYECKOMY NpOorpeccy reHoTepanumn Nnpu peakmnx HacneacTtBeHHbIX
3a60n1eBaHMAX KPOBU, MOCKObKY OMUCbIBAET HE AOKITUMHUNYECKUNI SKCMEPUMEHT, a
TepaneBTUYECKOe NMPUMEHEHME eX ViVOo-pefaKTUPOBaHMUSA B KITMHUYECKOM
nccnegoBaHu. B otnnyme ot TpagMuUMOHHBIX NEeKapCTBEHHbIX NOAX0AO0B, CTpaTermnda
HanpaBfieHa Ha U3MeHeHMe perynaumm reMornobmHa B CO6CTBEHHbIX KITETKax
naymeHTa.

PepakTupoBaHue reHos HBG1 u HBG2 ¢ nomoubio CRISPR-Casl2a ana
neyeHMs (-TasacceMmm

(The New England Journal of Medicine)

Frangoul, H. et al. CRISPR-Casl12a Gene Editing of HBG1 and HBG2 Promoters to Treat B-Thalassemia.
N Engl J Med 2026;394:1292-1301. https://doi.org/10.1056/NEIM0a2501277

Ctatba NEJIM onucbiBaeT npmuMeHeHue CRISPR-Casl2a-penaktnpoBaHua HBG1 m
HBG2 npwu TpaHcdy3noHHO-3aBUCMMOM B-TanacceMummn. Tepanua renizgamglogene
autogedtemcel, unu reni- cel, npencraBnaeT cob6om pegakTUpoBaHMeE COBCTBEHHbIX
reMornoaTUYECKMX CTBOTOBbIX KTIETOK MaLMEHTa C LLeNblo pa3pyLUUTb CanTbl
cBa3biBaHMA BCL11A B npomMoTopax HBG1/HBG2 1 peakTUBMPOBaTb NPOAYyKLMIO
deTanbHoro remorno6umHa. B nuccneposaHue dasbl 1/2 BKAOYaNM B3pOCbiX
MaLMeHTOB, KOTOPbIE Nocsie NOAroTOBKM Moflydanu oTpeaakKTUpPOBaHHbIE KNeTKU. B
ony6/1MKOBAaHHOM OMMUCAaHUK YKa3bIBaeTCH, UTO Yy BCeEX MaLMEHTOB MPOUCXOQMNNO
BOCCTAHOBNEHNE HENTPODMNOB N TPOMBOLUTOB B TeHEHUE 42 OHEN, FEMOIrMo6UH
noBblLlasncs, a HaA MOMEHT nocnegHero HabngeHMUsa BCce NaUMeHTbl NpeKpaTUImn
TPaHCHY3UN. Y MaLMNEHTOB, OOCTYMHbIX 4S9 OLLEHKUN B TEYEeHUE He MeHee 12
MecAaLeB, TaKXXe COXpaHaacb HE3AaBMCUMOCTb OT NnepefinBaHuUn. HexxenatenbHble
IBNEeHNA B OCHOBHOM CBA3bIBa/IUCb C PEXMUMOM MNOOrOTOBKU.
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1. KnuHuMuuyeckue OAOSpeH"ﬂ M KIMHUWYeCKMe MmCcnbiTaHMA reHO'repanuﬁ
(da3bl 1/2/3, o6HoBNEeHUst FDA/EMA)

FDA ono6puno nepByio reHOTEpanuio Ans ieUeHUs reHeTUUYECKOM
norepu cnyxa B paMkKax nporpaMmbl National Priority Voucher

(FDA)

FDA. FDA Approves First-Ever Gene Therapy for Treatment of Genetic Hearing Loss Under National
Priority Voucher Program.

FDA coobwunno o6 ogobpeHmnn Otarmeni, unum lunsotogene parvec-cwha, nepsom
OBYXBEKTOpHOM AAV-reHoTepanmu anga naumeHToB C TAXKENON Unu rnyoboKon
CEHCOHeBpanibHOM NOoTEpPEN CNyxa, CBA3aHHOM C MONEKYNAPHO NOATBE PXKAEHHbIMM
6unannenbHbiMM BapmaHTamMm B reHe OTOF. [1o aToro ogo6peHmsa He CyLLecTBOBao
neyeHus, mogndunumpytolero tTevyeHme 3aboneBaHnsa OTOF- cBA3aHHOWM MyXoTbl.
MpenapaT NnpegHa3HayeH Anda NnaumneHTOB C COXPaHEHHOM PYHKLMEN HapPYXHbIX
BOJIOCKOBbIX KNETOK M 6e3 KOX/1eapHOro UMnsiaHTa B TOM Xe yxe. Otarmeni
BBOAUTCA OOHOKPATHO XUPYPruvyeCcKMM nyTeM B YIMTKY M gOoCTaBnqaeT
dyHKUMOHanNbHyto Konmnto OTOF BO BHYTPEHHUE BOTOCKOBbIE KITETKU, UTO6bI
BOCCTAaHOBUTb NpoayKumnto otodeprimHa 1 nepegavdy CnyxoBoro curHana.

2P PeKTUBHOCTb M 6€30MaCHOCTb OLLEHMBANIUCDL B Mpogo/IKaoweMcs
MHOIOLLEHTPOBOM OOHOIPYMNMOBOM UCCNegoBaHUM y 24 netem ot 10 MecaueB o 16
net. Cpegm 20 NauMeHTOB, NPUroaHbIX onsa oueHKM apdekTnBHOCTU, 80%
NnpoOeMOHCTPUPOBanNuM yny4duweHune cnyxa. OgobpeHue BbigaHo Regeneron no
YCKOPEHHOMY NyTW.

CAR-T-Tepanuio u Apyrue nepcoHM@PuunMpoBaHHbI€ TEXHOJIOrMM
BKJ/IIOMM/IM B nporpamMmMy OMC

(TACC)

PoccuaHe Tenepb MoryT 6ecrnnaTtHoO NeYnTb OHKONoOrm4yeckme 3aboneBaHma c
npuMeHeHneM CAR- T-Tepanuu n gpyrmux nepcoHnobdumnumnpoBaHHbix MmetogoB. CAR-T-
Tepanua — KNeTOUYHbI MeTof fledeHMsa B NMpoLuecce KOTOPOoro y naumeHTa
3a6MpPaloT YacTb COBCTBEHHbLIX MMMYHHbIX T-KNETOK, 3aTEM C MOMOLLbIO
cneumanbHbIX NCEBOOBUPYCHbIX HacTUL, B HUX BHEOPAOT NreHeTUYECKMN Kop,
3aCTaBNAOLWMNIN KTETKM NPOUN3BOANTb 0Co6bIn 6enok-peuentop CAR. 3ToT
peuenTop pacrno3HaeT CUrHal-MapKep Ha MOBEPXHOCTU OMNYXONEBbIX KNETOK,
CBA3bIBaeTCAa C HUM U 3anycKaeT npouecc 60pbbbl ¢ 3ab6oneBaHneM. MeguumMHCKana
MOMOLLb BK/TKOYaeT HECKOJIbKO 3TanoB: 3a60p NEeNKOLUTOB, FreHETUYECKYIO
Moamnodumkaumio T-numdbdoumnTOB, NocnenytoLLee ConpoBoANTENbHOE NTedYeHmne U
KOHTPO/b OCMTOXXHEHUW. [Nocne KOPPEKTUPOBOK U BBeaeHUa B nporpammy OMC
Takaa MeToauKa CTaHOBUTCSA 6ecnnaTtHon. Ee 6yayT NpUMeHATb, B YaCTHOCTU, A4
MaLUMEHTOB C OCTPbIM NMMPOBACTHbIM NENKO30M, HEXOOXXKUHCKOW TMMPOMOM U
apyrmmm 3abonesaHmnamm. Kpome toro, B pamkax OMC ong 6opbbbl C HEKOTOPbIMM
onyxonamMm 6yayT NCMonb3oBaTb NeNTUOHbIE NEePCOHANIU3NPOBAHHbIE BaKLIUHbI,
HanpuMep, Npu pake TOJICTOM KULLKM C MeTacTa3aMu. B nepeyeHb Tak)Ke BK/IOYEHa
NnpoTUBOONyXosieBada Tepanusa c NnepcoHanmnsnpoBaHHbiIMU MPHK- BakUuMHaMu,
CO30aHHbIMU Ha OCHOBE MOMEKYIAPHO-TeHEeTUYECKMX XapaKTEPUCTUK ONyXOonun
nauneHTa.
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MaTh HOBbIX JIEKAPCTBEHHbIX NPENapaToB PEKOMEHAOBaHbI K
opo6peHMIo

(European Medicines Agency)

European Medicines Agency. Meeting highlights from the Committee for Medicinal Products for
Human Use (CHMP) 20-23 April 2026. EMA, 24 April 2026.

EMA coobwmnno, 4to KoMmnteT No neKapCTBEHHbIM NpenapaTtaM a5 YesloBeKa Ha
anpenbcKoM 3acefaHmnm 2026 roga peKoMeHgoBas K 04o6peHUI0 NATb HOBbIX
neKapcTBeHHbIX cpeacTB. Cpeam HUX OTAENbHO Ha3BaHa reHoTepanug Itvisma,
MeXayHapoaHoe HernaTeHToBaHHOE HaMMeHOBaHME onhasemnogene abeparvovec,
ONS NeYeHUs CnnHanbHOM MbllwevyHon aTpodumn. EMA onucbiBaeT 3a6onieBaHME Kak
penkoe, HacneacTBEHHOE U TshHKeoe, NpuBogsLulee K cnaboctn n atpodum mblwil,. B
Tabnumue NoNoOXUTENbHbIX peKOMeHOaLUMM YKa3aHo, YTO 3asaBUTENEM ABFeTCA
Novartis Europharm Limited, TepaneBTuyeckoe nokasaHme chbopMynmpoBaHO KaK
neyeHwue 5q- cnMHanbHOWM MbllLeYyHOM aTpodumn, a NpenapaTt UMeET CTaTyC
opdaHHOro NeKapcTBeHHOro cpeacTaa. B ToM e 063o0pe CHMP oTMeueHbl u
apyrue peleHusa: pekoMeHgaunm no HoOBbIM npernapaTtam, pacllMpeHUto
MoKasaHMM ONs y)Ke paspeLleHHbIX NeKAapCTB U CBeAeHMa 06 OTO3BaHHbIX 3asgBKax.
Ona ltvisma Mmatepuman dnkcupyetT UMEHHO CTagUIO MONOXKUTENbHOIO 3aKNoYeHUS
CHMP 1 oxxnpaHue peleHunsa EBponemckom KOMUCCUU, @ HE OKOHYaATESIbHOE
ob6LLeeBPONENCKOE pa3peLLeHMe Ha NPOaAXKY.

Fnyxora oGpa‘ruma: oAHa MHDbEeKLIMA BOCCTaHaBMIMBaeT CNnyx BCero 3a
HEeCKOJIbKO Hepaenb

(ScienceDaily)

Karolinska Institutet. “Deafness reversed: One injection restores hearing in just weeks.” ScienceDaily,
3 April 2026. <www.sciencedaily.com/releases/2026/04/260403044651.htm>.

ScienceDaily nepeckasan coobueHne KaponmHCKOro MHCTUTYTa O reHoTepanmu
BPOXXOEHHOWM rNyXOTbl U TAXKENTOM MoTepu cnyxa. PaboTa, BbINOTHEHHAs COBMECTHO
C KUTaNCKNMM yupexxaeHnamm un onybnmkosaHHaa B Nature Medicine, onucbiBaeT
10 naumeHTOB B Bo3pacTe oT 1 0o 24 net ¢ mytaumamm OTOF. NccnepoBaTtenu
[OoCTaBnanm BeKTop AAV BO BHYTPEHHEE YXO Yepes Kpyrfioe OKHO, UTO6bl BBECTU
pabouyto KOMUIO reHa, Heo6xoaAMMOro Ana nepegayvm CnyxoBbiXx CUrHaANoOB. Yepes
OOUH MecsL, Nocsie NeYeHna cpegHni CnyxoBomn nopor ynyuwmnnca co 106 go 52
neumnben. Hanbonee Bblpa>keHHbIN 3pPeKT 6bin1 y aeten 5-8 net. Y ogHoro
ceMUneTHero pebeHkKa Cnyx No4YTM NMNONHOCTbIO BOCCTAaHOBUJIICH, M OH CMOT
pa3roBapuMBaTb C MaTEpPbIO Yepes YeTbipe MecqaLla nocre nedyeHmsa. ABTopbl
COOBLLMNN, YTO TEPANUSA MEepPeHOCUNACb XOPOLLO, CepPbe3HbIX MOBOYHbIX PeaKunm He
3aperncTpupoBaHoO, a Hanbonee YacTbiM HeXXenaTeslbHbIM ABfIeHneM 6bino
CHWMXeHMe Yyncna Hentpodpunos. CneagyolinM WaroM HasBaHbl 6onee KpyrnHbie
nccnefoBaHUA U pacluMpeHne noaxoaa Ha apyrue reHbl, Bknodaa GIB2 n TMCI.
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12. UHPEeKLUMOHHAA reHOMMKAa U PE3UCTEHTHbIC LUTaMMbI

(AMR, BCNbIWKW, reHOMKKa NaTOreHoB)

Fno6anbHoOe NOosSIBICHME, 3BOJIIOLUMS U MeXXAYHapoaHoe
pacnpoctpaHeHue nuHum Klebsiella oxytoca ST145

(npj Antimicrobials and Resistance)

Qin, S, Yu, Z, Shen, Y. et al. Global emergence, evolution and international dissemination of the ST145
Klebsiella oxytoca lineage. npj Antimicrob Resist 4, 28 (2026). https://doi.org/10.1038/s44259-026-
00204-9

NccnepoBaHue noceaweHo nnHum ST145 Klebsiella oxytoca n ee mexxgyHapogHoOMy
pacnpocTpaHeHuto. ABTOPbI OMNUCbLIBAOT KNMHUYeCKnn nsonat KP21-15,
MONTyYEHHbIN U3 FeMOKYJbTYpPbl NAaLUMEHTA, U aHANTU3UPYIOT €ro YCTOMUYMNBOCTDb K
aHTNOMOTUKAM. N30n4aT 6bl/1 HEYYBCTBUTENEH K HECKOJIbKUM K/laccaM MpenapaTtoB U
KnaccnPpmumpoBaH Kak MHOXECTBEHHO YCTOMUYUBDbIN. [1N19 XapaKTepUCTUKU
pPe3nCTEHLUUN nccnenoBaTenu BbIMOSHUIN NONTHOMEHOMHOE CEKBEHUPOBaAHUE U
BbIABUM HABOP reHOB YCTOMYMBOCTMU, BKtoYaa blaKPC-2, blaOXY-2, sull, sul2,
aadAl, tetA, tetB, tmexCD2-toprld2 un dfrAl4. CeKkBeHUpOBaHME C OJTMHHbIMU
MNPOYTEHHMAMM MOKa3ano Hanmnume AByx nNasmMua, NpmyemM ogHa U3 HUX Hecna
ogHoBpeMeHHO blaKPC-2 n tmexCD2-toprJ2. ABTOpbl OTMeYaloT 3Ha4YeHUe TaKoro
co4yeTaHua gnga MOHUTOPUHIA YCTOMYMBOCTU, MOCKOSTbKY OHO MOXKET
CNoco6CTBOBATb PACNPOCTPAHEHMIO KITMHUYECKM BaXKHbIX AeTepMUHAHT AMR.

OT60p 6aKTEepMaNnbHbIX BAPMAHTOB C U3MEHEHMSIMM B NOPUHaX U
nunononucaxapuae sBo spemMa uHpekumm parom T4 cnocobereyeT
NosiIB/IEHMUIO YCTOMYMBOCTM K [-NakKTaMHbIM aHTU6MoTUKaM y Escherichia
coli

(npj Antimicrobials and Resistance)

Le-Boulch, J., Charneau, E., Chevallereau, A. et al. Selection of porin and LPS mutants during infection
by phage T4 facilitates the emergence of B-lactam resistance in Escherichia coli. npj Antimicrob
Resist 4, 21 (2026). https://doi.org/10.1038/s44259-026-00193-9

ABTOpbI MccnepoBanu, Kak MHbeKUMa 6akTeprodarom T4 MOXKET BNUATb Ha
nogaBrieHne Pe3nCTEHTHOCTU K aHTUBMOTMKaM y Escherichia coli. B paboTte
MCMNOSIb30BaINCb SKCMNEPUMEHTaNIbHasa 3BONOLUSA, MONTHOMrEeHOMHOE
CEKBEHMPOBaHME U LieNieBble FTEHETUYECKME PEKOHCTPYKUMIK. MUccnepoBaTenu
onpenenmnnun, YTo yCTomumBocCTb K pary T4 4acTo BO3HMKAET Yepes MyTaL MK,
3aTparmearoLLmMe NOPUHbI U BUOCUHTES NMMOoMNosIMcaxapuaa. 3aTeM € NOMOLLbIO
TOYHbIX anfiefibHbIX 3aMeH U CPAaBHEHMUSA U30MeHHbIX LUTaMMOB 6bl1/T0 MOKa3aHo, UTo
3TU MyTaLMM He TONbKO 3alUMLLAOT 6aKTepMK OT $aroBoro BO34eNCTBUSA, HO U
CO30aloT reHeTU4YeCcKmni GoH, CNOCOBCTBYIOLWLMM PAa3BUTUIO YCTOMUYMUBOCTU K B-
nakKTamam, BKtouaa KapbaneHeMmbl. MNy6nnkauma BaXKHa 419 MHPEKLMOHHOMN
reHOMUKM, MOCKOSbKY CBA3bIBaeT gaBneHme ¢arosom MHGEKUNU, USMEHEHUSA
6aKTepumanbHOM 060/104KMN U GOPMUPOBAHUNE KITMHUYECKM 3HAUYMMOM
AHTUBUNOTUKOPE3UCTEHTHOCTMW.
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PacnpocTpaHeHue YCTOMYMBbIX K MHOXXECTBY JIieKapCcTB LUTaMMOB
Escherichia coli B okpyxaiolwuen cpeane B paMKax KoHuenuum «EguHoe
3a0poBbe» B ropoae MaiMeHCUHrX, BaHrnagewu

(npj Antimicrobials and Resistance)

Rahman, A, Roy, S., Afreen, N. et al. Environmental dissemination of multidrug-resistant Escherichia
coli across one health interfaces in Mymensingh, Bangladesh. npj Antimicrob Resist 4, 27 (2026).
https://doi.org/10.1038/s44259-026-00202-x

CTaTbe NoOCBALLEHA PACNpPOCTPaHEHUIO YCTOMUYMBOM K aHTUBMOTUKaM Escherichia
coli B okpy»<atowien cpege baHrnagewl. ABTopbl oueHMBanu npucytcteme E. coli,
YCTOMYMBOM K LedanocrnopmHaM TPeTbero NoKosieHMa 1 KapbaneHemMmam, Ha
3KONOMrMYeCKmMX rpaHMLax B permoHe MmMMeHcUuHrx. NMpo6bl Bogbl 661511 CO6paHbl U3
60NTbHUYHbIX CTOYHbIX BOA, YXMBOTHOBOAYECKMNX CTOKOB, aKBaKy/IbTYPHbIX NPYyAOB U
pekun Khiro. U3onatbl npoxoannm o6paboTky no npotokony WHO Tricycle, a yacTtb
N3 HMX 6blfla NPoaHanM3npoBaHa MeTo4OM NMOTHOFEeHOMHOIO CEKBEHMPOBAHUS.
PaboTa cBA3bIBAE€T KIIMHUYECKU 3HAYNMbIE MEXAaHU3Mbl PE3UCTEHTHOCTU C
3KOJIOrNYEeCKUMU pesepByapaMm U BO3IMOXHbIMU MyTAMU Nepenadym Mexxay
MeOUNLUNHCKOW, XKUBOTHOBOOYECKOW, aKBaKYy/IbTYPHOM U NPUPOOHON Cpeaon.
HoBocTb oTHeceHa K UHPEKLMNOHHOM FTEHOMUKE U PE3UCTEHTHDLIM LUTaMMaM,
MOCKOJ/IbKY OCHOBHbIM NpeaMeToM ny6nmkKaunm aBnaeTcs reHoMHas
XapakKTepmnctnka AMR-N30M19TOB U MX pacnpoCcTpaHeHMe 3a npegenamm
60NbHNYHOM cpenbl. TaKOM Noaxon, BaXKeH Ana HabnogeHma 3a yCTOMYMBOCTbIO Kak
MEXXCEKTOPHOMN NnpobneMomn.

13. lepMMHanbHOEe peAaKTUpoBaHMe, AOCTYNHOCTb U CTOMMOCTb
reHorepanum

(aTnyeckue gebaTbl, perynaTopHblie ANCKYCCUN)

K cnpaBeanMBoMy AoCTyNny K KJIeTOUHbLIM U FreHHbIM TepanuamMm:
nepecMoTp cxeMm pgonnart

(American Journal of Managed Care)

Toward Equitable Access to Cell and Gene Therapies: Rethinking Co-Payments. Am J Manag Care.
2026;32(5):In Press.

My6nukauus, pasmeLléHHaga B anpene 2026 roga B American Journal of Managed
Care, aHanmM3unpyeT NpobnemMy OOCTYMNMHOCTM KNETOUYHbIX U FeHHbIX Tepanui B CLLA ¢
YYETOM TOro, YTo LeHbl Ha OOAHOKPATHOE NeYeHne YCTOMUMBO NpPEeBbILLAOT 3
MUNNMOHa OoNapoB. ABTOPbI YKa3blBatoT, UTO BbICOKME O0MNNaTbhl MauMeHTOB
co34aloT NpenoTBpaTUMbIe 6apbepbl 4OCTYNA K NMOTEHLMANbHO KypabenbHbIM
TepanuaM. NMpeanoXeH nepexon K An3amHy CTpaxoBaHMA, OCHOBAaHHOIO Ha
LLeHHOCTU, MPU KOTOPOM [0/19 pacxXxonoB MauMeHTOB Ha TaKMe BUObI Ne4YeHUs
NCKNtoYanacb 6bl MONHOCTbLIO. [10 Mepe Toro Kak AaHHble TeparnumM CTaHOBATCSA
CTaHOAPTOM NeYeHUa Npu 6onee LWMPOKOM Kpyre XPOHUYECKMUX COCTOSAHUMN,
OCHOBHbIM BOMPOCOM NepecTaéT 6bITb BOMPOC HAYy4YHOM O60CHOBAHHOCTU U
CTAaHOBUTCS BOMPOC AOCTYMHOCTU U cnpaBeanmBocTu. Nybnmkaumsa BbiIXoauT B
KOHTEKCTe BHeApEeHUA Moaenn AoCTyna K KNeTOYHbIM U reHHbIM Tepanmam (CGT
Access Model) LleHTpamun Medicare n Medicaid, npegycmaTpuBatowlemn onnaTy no
pe3ynbTaTy, U B rof, Korga noteHuManbHble exxeMecsayHble pacxoabl B CLUA Ha
reHHble TepanumM MOryT ocTuraTb 2,1 MApa AoN1apos.

22



14. ASO-Tepanuu u PROTAC-Tepanum

(o9 nopaBneHMAa MNM yCcTpaHeHUa NOCNeaCcTBUIM NAaTOreHHbIX BApUaHTOB)

Tepanus ¢ UCNOJ/Ib30BaAaHUEM aHTUCMbICJIOBbIX OJIMFrOHYKJ/ICOTUAOB ANA
nopasneHMsn skcnpeccum reHa KCNT1 y AByx MN1afeHLUEB C TSXKENoM
anunenTuyeckoum sHuedanonaruen

(Nature Medicine)

Nakayama, T., El Achkar, C.M., Burbano, L.E. et al. Antisense oligonucleotide-mediated knockdown
therapy in two infants with severe KCNT1 epileptic encephalopathy. Nat Med 32, 1411-1420 (2026).
https://doi.org/10.1038/541591-026-04314-9

CtaTtba Nature Medicine onucbiBaeT TpaHCAALUMOHHOE nccnegoBaHne ASO-Tepanum
npu Taxxenom KCNTI1-cBA3aHHOM anuMnenTu4yeckomn sHuedanonatnm paHHero
AeTcTBa. ABTOPblI O6bACHSAIOT, UTO NaToreHHble BapmaHTbl KCNTI Bbi3biBatoT
r’MNepaKkTUBHOCTb KaninMeBbiX KaHanoB Slack n NpmnBoaAaAT K TSHXKenomy
HEeMpPOopPa3BUTUIO, TEKAPCTBEHHO-PE3UCTEHTHbBIM MPUCTYNAM U PUCKY PaHHEN
cMepTun. B paboTe npeacrtaBneHbl ABe AByX/1€THUE OEeBOYKN C HEOHATAlIbHbIM
HavanoM Taxenom anunnencmm n sBapmaHtoMm KCNTI1 p.R474H. Ona Tepanuu
NCMOJSIb30Basnics aKCNepUMeEHTalTbHbI @aHTUCMbICITOBOM OJIUIOHYKS1IE0TUA,
HaueneHHbIN Ha CHMXeHue akcnpeccum KCNTI. MaTtepuan nogyepkmBaeT, Uto ASO-
TEXHOJSIOMMM MOTYT NPUMEHSATbLCSA O/19 YMEHbLUEHUS KCMPECCUUM reHa, NpoayKT
KOTOPOIrO BbI3blBAET MNATONIONMYECKUM 3DPeKT ycuneHmna pyHKUmmn. No gaHHbIM
CTaTbM, y 06enx NnaLmMeHTOK Nnocne neveHma Habnganocb CHUXXEHMeE YacToTbl U
NMHTEHCUBHOCTU NPUCTYNOB. HOBOCTb OTHOCUTCA K ASO-TepanuaM anaa nogasneHus
nocnencTBMM NAaTONrEHHbIX BAPMAHTOB, MOCKOJIbKY BMELLATENbCTBO HE UCMpaBnaeT
OHK, a yMeHbLUaeT NnaToNnormyecKyro aKcnpeccuio reHa Ha yposHe PHK.

HoBoe nexkapcTBO A/ CHUIXEHMUS YPOBHSA TPUI/IMLLEePUAOB Y B3POCJbIX C
ceMeWHbIM CUHAPOMOM XMUJIOMMKPOHEMUM

(European Medicines Agency)

European Medicines Agency. New medicine to reduce triglycerides in adults with familial
chylomicronaemia syndrome. 24 Apr 2026.

EMA coobwmno, yto CHMP pekoMeHO0oBan MapKETUHIOBYO aBTOPM3aLUIO
npenapaTta Redemplo, nnu plozasiran, ona B3pocnbix C ceMenHomn
XUTOMUKPOHEMUEN. DTO peKoe HacneacTBeHHoe 3aboneBaHMe HapyLllaeT
pacLienneHmne XXMpoB U NPMBOAUT K KpanHe BbICOKUM YPOBHAM TPUIMNLEPUOOB,
TAXXenom abgoMmHanbHoOM 601U, MOTEHLMANbHO CMEepPTESIbHbIM MPUCTYMaM OCTPOro
NnaHKpeaTuTa, renaTtocnsieHoMeranmm, ognabeTy, HapyLLeHUAaM KOHLUEHTpaLnK,
NnaMaTmM N KcaHToMaM. [lencreytoulee BewectBo Redemplo npeacraBngaeT cobom
nepByto B CBOEM Knacce siRNA-Tepanuto, npegHasHauYeHHyo ana 61o0KMpoBaHmUA
npoaykumm APOC3, 6e5Ka, 3aMeaqaoLero pacLlenneHme XMpos. 3a cyeT
nogasneHna APOC3 npenapaT CHMXXAET YPOBEHb TPUTMULEPUOOB 1 OXXUOAEMO
yMeHbLUaeT pUCK NaHKpeaTuTa. Redemplo BBoAUTCA NOOKOXHO OAUH pa3 B Tpu
Mecsaua. PekoMeHOauUmMa ocHoBaHa Ha OCHOBHOM uUccnegoBaHunM y 75 B3pocbix €
FCS: uepe3 10 MmecsaueB Tepanum cpegHee CHMXeHUe TpurnmuepmgoB coctaBuo
80% npoTuB 17% B rpynne nnaueb6o. Matepuan BKOYEH B 3TOT pa3aen Kak
KNUHUNYeCcKn 3Haummasa PHK-canneHcuHr-tepanus, 6nmskaa kK ASO-nogxonam no
3apayve nogaBfieHUsa NaTonornyeckoro 6enkoBoro adpdekTa.
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15. Mapkepbl cTpaTUPUKaLUMM PUCKaA NPU HACNEACTBeHHbIX ONYyXOo/ieBbiX
cuHApOMaXx

(reHOMHbIe, TPAaHCKPMNTOMHbIE U MY/TbTUOMHbIE MapKepbl; paboTa C ONyxosieBoOM TKaHbHO)

FeHOMHbIM aHaNu3 peuenTopoB T-K/1eTOK BbifiBNAsieT cneumpuueckKkue
MMMYHHbIE NPpU3HaKM CUHApPOMA JIMHYa

(Nature Communications)

Deng, N., Duzagac, F., Bolivar, A.M. et al. Genomic analysis of T Cell receptors reveals Lynch syndrome
specific immune signatures. Nat Commun (2026). https://doi.org/10.1038/s41467-026-71243-z

Pabota Nature Communications noceaweHa UMMYHHbIM MapKepaM y HOCUTENen
cuHOpoMa JInH4a. ABTOpPbl paccMaTpMBalOT CUHAPOM JIMHYa KakK Moaenb
KaHueporeHesa npu geduumnte cUCTEMbI penapaumm oLMB60YHO CNapeHHbIX
OCHOBaHWMN, MOCKOMbKY TaKMe HeOMNasnm MMeoT BbICOKYIO YaCcTOTy O6LLMX
HEOaHTUIMeHOB, Bbi3blBalOLWMX afanTUBHbIM MMMYHHbIV OTBET Yepe3 pacrno3HaBaHue
T-KNeTo4YHbIMUM peuenTopaMun. [1o aTom paboTbl TCR-naHAWadT y HOCUTENEN
cuHOpoMa JInH4a ocTaBasicsd HegoCTaTOYHO U3yyeHHbIM. ccnegoBaTtenu
BbiNoNHMNKM TCR- cekBeHUpoBaHMe 277 06pa3L0OB KPOBU OT MALLMEHTOB,
nepeHecLnX pak, Hocutenem 6e3 OHKONMOrMYEeCKOro aHaMHe3a 1 KOHTPOeEN, a
TaK>Xe COMOCTaBU/IM AaHHble C 06pa3LaMmM KOMOPEKTaNbHbIX ONyXonem mn
npenpakoBbiX NopaXeHUW. 1o 41% Hanbonee pacwmpeHHbiXx TCRP 13
KONOpPEKTaNIbHbIX HEOMTA3nM O6HAPYXXMBANUCh B KPOBU HOCUTENEN CUHOPOMA
JIHYa NpY MUHUMANbHOM pPaCLUMPEHNN Y KOHTPOSIen. ABTOPbI TaK)Ke pa3paboTanm
N BanngmMpoBanu KnaccuPuKaumMoHHyo Moaesnb, OTIMYAtoLWYy o HoCcUTenen
cuHgpoMa JIMHYa oT KOHTponem no umpkynupyowmm TCRB-curHaTypam. PaboTta
npeacTaBisgeT War K KpoBsaHbIM TCR- 6MoMapKepaM MMMYHHOIO Hag3opa U
nepcoHanmM3npoBaHHOM cTpaTUdUKaALUKM PUCKA.

MynbTUMoOAanbHbIA aHaNIM3 PEAKOro MMCCEeHCc-BapMaHTa reHa BARD1
npeanosiaraeT, YTo €ro NaToreHHOCTb AB/ISIeTCS YC/IOBHOM

(npj Breast Cancer)

Chan-Pak-Choon F et al. Multimodal analysis of a rare BARD1 missense variant suggests its
pathogenicity is conditional. npj Breast Cancer (2026). https://doi.org/10.1038/s41523-026-00955-8

HacnencTtBeHHbIM paK MOSTOYHOM Xene3bl BKOYaAeT HECKONbKO NreHOB PUCKa,
BKNtovaa BARD]1, KOTOpbIY CBA3aH C HU3KMM UMW YMEPEHHbIM PUCKOM U
aCCoUMMPOBaAH C TPWMXKXAbl HEFAaTUBHbIM PakKoOM MOJIouHOM »enes3bl (TNBC). OnucaH
cny4dam npo6aHaa c nepsnUHbiM ER+/PR+/HER2- pakoM MOSTOYHOM >Kere3bl,
KOTOpPbIN peungmempoBasn yHunatepanbHo kak TNBC, a no3)ke pa3Busica pak
saHooMeTpus. KnnHmnyeckoe repMmnHanbHoe TeCTUpoBaHUE BbISBUIO PeOKumn
MuMcceHc-BapuraHT BARD1 HeonpegeneHHoOM 3HaYnMMocTu [€.2258G>T; p.(Gly753Val)].
MonHOreHOMHoEe CeEKBEHMPOBAHME OMNyxXosen n KPoBU NoKasasio noTepro
retepo3nrotHocTn BARDT 1 MyTaLMOHHYIO CUTHATYpPY 3, UHOMKaTop aedunumTa
roMosiormdyHom pekomMbuHauunm (HR), ncknroumntenbHo B peungmse TNBC.
DyHKUMOHaNbHble aHaNM3bl NOKa3anun HapyweHue HR-penapauuu, o 4em
CBUOETENbCTBOBAIMN MOBbIWEHHAA YYBCTBUTENBHOCTb K MHIrM6UTOpam PARP 1
CHWXeHne popmMmpoBaHunsa pokycos RADS5I]. ABTOpbI NpennonaratoT, YTo
CeleKTUBHOE OdaBfieHne TaMoKCcUdEeHa NPMBESIO K MNePEKITIOYEHUIO NoaTMMNa paKa
MOJIOYHOM YXeNne3bl U BbIaBUIO NaTOreHHbI NoTeHuMan BapunaHTta BARDI p.
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(Gly753Val). 2T0T cny4yam nnnoCTpupyeT paHee HEOMMUCAHHbIN CLUEHApUK, Koraa
MaTOreHHOCTb repMMHanbHOro BapunaHTa BARD]1 KaXkeTcqa yC/TIOBHOM B 3aBUCUMOCTMU
OT NpeLlecTByOLWEro nevyeHums.

NMpocTpaHCTBEHHOE TPAHCKPUNTOMHOE NpodpunMpoBaHMe onyxoneu
TOJICTOM KMLUKM Y KOPEHHbIX XXUTeNlen ANSICKMU: OGHapYyXXeHue
NPOrHOCTUYECKMX 6MOMapKepoB

(Fred Hutch)

Garrick Chang, Diana Redwood, Amanda L. Koehne, Matthew Fitzgibbon, Conghui Qu, Hang Yin,
Elizabeth Donato, Mingang Lin, Cecilia Yeung, James J. Tiesinga, Sushma Thomas, Li Hsu,
Christopher I. Li, Timothy K. Thomas, Riki (Ulrike) Peters, Jeroen Huyghe

Bonee 40 neT KopeHHble Hapoabl ANACKU CTalIKMBAKOTCHA C CaMbIMU BbICOKUMUA
rnokasaTtenamm 3a6o51eBaeMoCcT M1 CMEPTHOCTU OT KONMOPeKTaNibHOro paka (KPP) B
CLUA. B paMKax ycunuim no 6opbbe ¢ 3TUM HEPaABEHCTBOM UCCeaoBaTeIbCKas
rpynna noa pyKoBOACTBOM AokTopa MepyHa Xbiore n noktopa Ynbpuke MNetepc ns
Fred Hutch, B coTpyaHunuecTBe ¢ goKTopoM OuaHoun PeaByn 13 KoHcopumMymMa
300pPOBbS KOPEHHbIX HAapoaoB ANTACKU, BbiIABUIA OCOBEHHOCTM OMNyXONu u ee
MUKPOOKPYXKEHUSA NMPU MOCTaHOBKE AMarHo3a, KoTopble CBA3aHbl CO CMEPTHOCTbIO
oT KPP. [lokTop MNappuK YaHr, npegcraBnaowmm nccnegosaHme Ha AACR, BbiSBUS
OTYeTNINBbIE, MPOCTPAHCTBEHHO-CMeunduyecKme MapKepbl, CBA3aHHbIE CO
CMepTHOCTbIO. B onyxonax y4acTHUKOB, KOTOPbIe YMepu, UEHTP OonyXxonu
OeMOHCTpUpoBasn cCHUMXeHune akcrnpeccnmn MUC2 n SPINK4, nogaBrieHHble
NHTepdepoHOBbIE NYTU, MEHbLLEE KONTIMYECTBO MN1a3MaTUYECKUX KNETOK U
yBeNIMYEeHHOEe KONMNYECTBO TYYHbIX KNEeTOK. OTU OTKPbITUSA MOTYT MPUBECTU K
pa3paboTKe HOBbIX MPOrHOCTUYECKUX BUOMAPKEPOB U YIyULLEHUIO CTPaTUDUKALUN
pucka gnsa naumeHToB ¢ KPP, 0co6eHHO B rpyrnmnax ¢ BbICOKUM PUCKOM, TaKUX KaK
KOpeHHble Hapoabl ANACKW.

BbisiB/ieHMEe reTeporeHHoCTM, fieXxallem B OCHOBE reHOMHOM
HEeCTabM/IbHOCTH npm HacnepcreseHHOM pakKke MOJIOYHOM Xenes3bl,
no3BOJIU/I0O BbIACJIMTDb YeThbIpe noaTumna 3a6oneBaHMa

(Experimental & Molecular Medicine)

Kim, S., Lee, S., Kim, H. et al. Delineation of the heterogeneity underlying genomic instability in
hereditary breast cancers reveals four disease subtypes. Exp Mol Med 58, 1254-1268 (2026).
https://doi.org/10.1038/512276-026-01693-4

ABTOpPbI CccregoBanv HacIeACTBEHHbIN PaK MO/TIOYHOMW Xefne3bl 6e3 MaToreHHbIX
BapmaHToB BRCA1/2, UTo6bl ONmMcaTb MOMEKYISIPHYIO FreTePOreHHOCTb FeHOMHOM
HecTabunbHOCTU. B paboTy BOWNKM OaHHbIEe MOTHOMNrEHOMHOIO CeKBEHUPOBaHMA 129
onyxosien, a Ana 4acTtm o6pasuoB AOMONHUTENbHO MCMOIb30BANTIMCb METUNTOMHbIE U
TPAHCKPUNTOMHbIE AaHHble. MHTerpaumsa MyTaLlMOHHbIX NMPOLECCOB, USMEHEHUN
Yymncna Konum, CTPYKTYPHbIX BAPUAHTOB U Npodunem akcnpeccmm no3Bonumna
BbloennTb YyeTbipe noatmna: HRD, MUT, CN-GOMUWHaHTHbIA U FTEHOMHO- CTabUSTIbHbIN.
HRD-noaTtmn 6bin CBA3aH C rMnepMeTUIinpoBaHMeM NpoMOTOPOB U NoTepen
retepo3urotHocTn BRCA1/2. MUT-noATmMN XapaKTepu3oBasicad BbICOKOM OMnyxoneBon
MYTaLUMOHHOM Harpy3Komu, akTMBHoOCTbio APOBEC 1 LUTONUTUYECKUMU MMMYHHbIMU
nporpamMmmMmamMmum. CN-OOMMHAHTHbIM NOATUM BK/1OYAS BblPaXKEHHYO MOTEPIO
reTepoO3nroTHOCTU 1N NOPAXKEHUE OMYXONEBbIX CyNpeccopoB. TPAHCKPUMNTOMHbIE
OaHHble MoKasanu pasnmnymna MMMYHHOM U CTPOManbHOU MHUNbTPaLnK. ABTOPbI
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TakKXXe npenoxxmmum MHTeI'paJ'IbeIVI MHOEKC FTeEHOMHOWM HECTabUNbHOCTU KaK
MHCTPYMEHT CTpaTM(bMKaLI,VIM NMaLMeHTOB U CBA3anM NoaTUMNbI C MOTEHLMANbHOM
HYyBCTBUTEJIbHOCTbLIO K PARP-MHFM6MTOpaM, LMTOTOKCUYECKOM XMMmnoTepanmm niun
MMMYHOTEParnmn.

MynbTUOMMKCHDBINA aHaNU3 BbISIBNSIET KoueBylo ponb STIL B cuHapoMe
Jin- ®payMeHM U oCcTeocapKoMe

(npj Precision Oncology)

Qiao, Y., Hao, J,, Yuan, F. et al. Multi-omics analysis reveals the key role of STIL in Li-Fraumeni
syndrome and osteosarcoma. npj Precis. Onc. 10, 159 (2026). https://doi.org/10.1038/541698-026-01432-
y

CTtaTbsa paccMaTpuBaeT CBA3b cMHApoMa J1n — DpayMeHmn, obyCcnoBleEHHOIro
repMmHanbHbIMW NATOreHHbIMU UTN BEPOATHO NaToreHHbIMU BapuaHTamMu TP53, c
OCTeO0CapKOMOMN. ABTOPbl OTMEYaloT, UTo Yy HocuTenem TP53 puUCK pa3BuUTUSA
3/T0Ka4YeCTBEHHbIX OMNYXOS1en BbICOK, @ OCTEOCAPKOMa ABMIAETCA XapaKTepHOM
OMyXOoJ1blo 3TOro cnHApomMa. [1n9 BbigBNEeHUS MONEKYNAPHOro 3seHa Mexxay TP53-
MyTaumen n $eHOTUMNOM OCTEOCAPKOMbI UCMONb30BaH MYJSIbTUOMHbIN
6nomHdopmMaTUYeCcKnm nogxon, MalLMHHoOE obyYyeHMne, OQHOKNEeTOUYHOe
CEKBEHMPOBaHME U SKCMePUMEHTaNbHaa Banmgaums in vitro. LleHTpanbHbIM
KaHangatom ctan STIL, SCL-npepbiBatowmm nokyc (STIL) Kak KntoveBomn y3en
nporpeccupoBaHusa cnHapoma. OH 6bl1 CBA3aH C MOAy/1eM reHoB,
acCoUUMMNPOBaAHHbLIM C CUHAPOMOM J1n — OpayMeHU, NOBbILLEHHO
3KCMpeccUpoBarsncs B OCTeOCapKoMe, 0CO6eHHO B MeTacTaTU4eCcKnx obpasuax, u
KoppenupoBas c 6onee NIoxom BbXXMBaAEMOCTbIO. ABTOPbI cBA3bIBatOT STIL ¢
perynaumnemn KneTouyHoro LmKna, MUTO30M, LLEHTPUOSIAMU, OMYXONEeBOM
CTBOJIOBOCTbIO, MHBa3nNeEN 1 NepecTpomKOM MUKPOOKpPYXeHUs. B BbiBoae
noayepkunBaeTcs, UYTo STIL MOXXeT CNy>XUTb BUOMaAPKEPOM U NOTEHLMANTbHOMN
MULLEHDbIO B KOHTEKCTe TP53-MyTUPOBaAaHHOM OCTEOCAPKOMBbI.

MyTauum reHa BRCA Tenepb CBfi3biBalOT C pa3BUMTUEM paKa
LMTOBMOAHOM XeJie3bl, MOUEBOIro Ny3bipsl, KOXXU, a TAKIKE roJioBbl M
weml

(RIKEN)

Sasagawa et al. (2026) BRCA1 and BRCA?2 pathogenic variants increase the risk of four less common
cancer types. ESMO Open. doi: 10.1016/j.esmoop.2026.106900

RIKEN coo6Lwmn o MexgyHapogHOM nccrnengoBaHMmM, CBA3aBLUEM MaTOreHHble
BapuaHTbl BRCAl n BRCA2 c yeTblpbMa OOMONHUTETbHbIMU TUMNAaMU paKa. B
coobLeHMn HanoMmHaeTcq, YTo BRCA-BapraHTbl XOpPOLLO U3BECTHbI KaK PaKTopbl
pPUCKa paKa MOJIOYHOM Xene3bl, AMYHUKOB, NOOXKETYO0HYHOM Xenesbl U NpocTaThl,
UTO YXKe UCNOob3yeTCs B NePCOHANU3MPOBaHHOM Tepanuu, Bknodaa PARP-
NHIrM6uTopbl. HoBaa paboTa 6bin1a HanpaBfieHa Ha NMPOBEPKY MeHee NU3YyYEHHbIX
TUNOB onyxonen. ccnepoBaTenu BbIMNONTHUNU aHANU3 «Cllydam — KOHTPOSb» Y 3
489 naumneHToB 3 BioBank Japan u cpaBHunmn nx BRCA-BapumaHTbl ¢ gaHHbIMK 38
842 nopen 6e3 paka. PaccMaTpumBanmcbh pak MOYEBOIo ny3blps, KOCTEN, MO3r3,
rOfI0Bbl U LWWEWU, CAPKOMA, PaK KOXU, ANUKA, LULMTOBUOHOMN Kene3bl U MOYEeTOYHUKA.
AHanu3 nokasarsn, YTo naTtoreHHble BapmaHTbl BRCAI] noBbILWAOT PUCK pakKa
wmntoBmaHOM xenesbl, a BRCA2 — paka MOYeBOro My3bips, FOSIOBbI U LLIEUN 1N KOXKWU.
ABTOpPbI NOAYEPKHYSIN, UTO pe3yrbTaTbl HE BeAyT cpa3y K peKoMeHJauusaM rno
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aKTUBHOMY HabngeHuto, HO MOTryT cnoco6cTBOBaTb Pa3BUTUIO
nepCoHaIM3nNpPoBaHHbIX PYKOBOACTB.

16. NMporHo3MpoBaHMe MYJ/IbTU(PAKTOPHDbIX FreHETUYECKMX PUCKOB

(PRS, HTerpaTmMBHbIe Mogenu, KNMHUYecKada Banugaumsa)

NMonureHHbI! NOKa3aTesib pUCKa U 20-N1eTHSAI CMEpPTHOCTb U
BbIDKMBaeMOCTb NpU paKe NpeacTaTe/ibHOM Xenes3bl

(Communications Medicine)

Plym, A., Wang, A., Stopsack, K.H. et al. Polygenic risk score and 20-year prostate cancer-specific
mortality and survival. Commun Med 6, 243 (2026). https://doi.org/10.1038/s43856-026-01603-9

NccnepoBaHuMe B XXypHane Communications Medicine oueHMBaET, Kak NoMreHHas
OLLeHKA pUCKa paKa npeacTaTtefibHOM »Xenes3sbl CBA3aHa He TOJIbKO C
3a601€eBaeMOCTbIO, HO U C A0ITOCPOYHOM BbIXKMBAEMOCTbLIO M CMEPTHOCTbLIO. ABTOPbI
OTMEYaloT, YTO NONNreHHasa OLLeHKa PUCKA XOPOLLO pa3finyaeT BEPOATHOCTb
pPa3BUTMA paKa NpeacraTesibHOM Xenesbl Ha NoNySIALMOHHOM YPOBHE, O4HAKO ee
posib Nocsie MOCTaHOBKU AMAarHo3a ocTaeTca HesascHoW. B aHanm3 Bkito4umnnn 19 607
MY>XUYUMH U3 nccrnegoBaHunimm Malmo Diet and Cancer Study 1 Health Professionals
Follow-up Study, y koTopbix n3ay4anmn 20-neTHO 3a60/1€BaeMOCTb, CMEPTHOCTb U
BbI>XMBAE€MOCTb C UCMOJIb3OBaHUEM MOSIMFEHHOM OLEHKM PUCKA, OCHOBAHHOM Ha 451
reHeTUYeCKOM BapuaHTe. B aHanm3se Bcen KOropTbl NOSIMFEHHAsA OLLeHKA PUCKA
BbiLLe MeaMnaHbl 6bl/1a CUIbHO CBAA3aHa C 3a60/1€BaeMOCTbIO PaKOM NpeacTaTesibHOM
»Kenesbl U, HECKOJIbKO CUIbHEE, CO CMEPTHOCTbIO OT HEro. B aHanm3ax TonbKo cpeau
3aboneBLWwunX HanpasneHne adpdeKTa 6bI10 CXOAHbIM, HO 3aBUCESIO OT BO3pacTa U
MEeTOO0SIOMNMYECKUX OFrPaHUNYEHNIN. ABTOPbI MOOYEPKUBAIOT, UTO CTaHOAPTHbIE
OLEHKWN BbIXXMBAaEMOCTMU, PaCCUUTAHHbIE TONbKO cpeaun 3a6oneBLmx, MOryT HETOYHO
OTpa)kaTb PUCK MN3-3a BO3PACTHOIro oT6opa 1 BAMAHMA caMoro paKTa BbiaBNeHUSA
3aboneBaHusa.

B3aMOCBSi3b NOJSIMIreHHbIX NOKa3aTesieM pUcKa pa3BMTua AmabeTra 2
THUNa C METa6oOIMYECKMMM NOKAZATENIIMM Y XKUTENIeH TUXOOKEaHCKMX
ocTtpoBoB N'yam u CannaH

(Journal of Human Genetics)

Ramirez-Luzuriaga, M.J,, Safabakhsh, S., Salehi, R. et al. Associations of polygenic risk scores for type 2
diabetes with metabolic measures in Pacific Islanders from Guam and Saipan.J Hum Genet (2026).
https://doi.org/10.1038/s10038-026-01474-x

CrtaTtba Journal of Human Genetics npoBepaeT NepeHOCUMOCTb CYLLECTBYOLLMX
MNOJSINFEHHbIX PUCK-CKOPOB AaMabeTa 2-ro Turna Ha TMXOOKeaHCKue nonynsaumm,
KOTOpble 06bIMHO HEQOCTATOYHO NpepcTaBneHbl B GWAS. ABTOpbl OTMEYaltoT, YTo
MHorume PRS ona T2D 6biin nony4yeHbl M3 MONHOMFeHOMHbIX aCCOLMATUBHDbIX
nccrnegoBaHMM, NPENMYLLECTBEHHO NPOBEAEHHbIX B €BPONENCKMX Nonynaumnax, 1
UX NPUMEHUMOCTb K APYrMUM rpynnam orpaHmnyeHa. B paboTte nsyyeHbl ceMb
BapuaHToB PRS y 1990 y4acTHMKOB MccnenoBaHusa aunabeTa Ha N'yame n CamnaHe.
Accoumaumm PRS c gpnabeToM, MakcmManbHbiM BMI, rntoko3om HaTowaK 1 HbAlc
OLLeHUBANUMUCb C NOMNPaBKOW Ha BO3PacT, MOJT U NepBble YeTbipe reHeTUu4YecKmne
rnaBHble KOMMNOHEHTbI. Bce ceMb PRS 6b1511 CUNbHO CBA3aHbI C pa3BUTMEM AMnabeTa
2-ro Tuna. YypenunyeHume PRS Ha ogHO CTaHOApPTHOE OTK/TIOHEHUE COOTBETCTBOBASIO
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pocTy odds ratio o1 1,39 no 1,81. Tak)Ke BbIsIBNI€Hbl aCCOLMALUM C FIOKO30M HaAToLaK
n HbAIlc, HO He ¢ MakcuManbHbIM BMI N nokasatenamMmm cekpeumm m
PE3NUCTEHTHOCTU K MHCYNUNHY.

Pa3pa6oTkKka v BanMaaumsa KJIMHMYECKOro NnoJiMreHHoro oTyeTa o pucke
B cUMcTeMax 3apaBooxpaHeHus CLUA anga BOCbMM CepAEYHO-COCYAMUCTDIX
3a6oneBaHum

(Journal of the American College of Cardiology / Mass General Brigham)

Misra, A., Jowell, A,, Haidermota, S. et al. Development and Validation of a Clinical Polygenic Risk
Report in U.S.-Based Health Systems for 8 Cardiovascular Conditions. J Am Coll Cardiol. Published
online April 29, 2026. DOI: 10.1016/j.jacc.2026.03.035.

NccnepoBaTtenu ns Mass General Brigham Heart and Vascular Institute n napTHépbI
pa3paboTanu 1 BannanpoBanu MHTErpMpPOBaHHbIN NONUTEHHbIM TecT pucka (PRS)
ONS1 BOCbMU CEPAEYHO- COCYAUCTbIX COCTOAHUM: NLLEMUNYECKON BONE3HU cepaLua,
dunbpunnaumm npencepanmn, caxapHoro guaberta 2-ro Tmna, BEHO3HOM
TPOM603M60TNUN, TOPAKANTbHOM aHEBPU3MbI a0PTbl, SKCTPEMASIbHOMN apTepUuanbHOM
rMMNepTeH3UKU, THKENOUM rMnepxonecTepmMHEMMN U NOBbILLEHHOINO NIMNonpoTenHala).
Pa3paboTka npoBoauiacb C UCMOSIb30BaHNEM MEHOTUMHBIX U KITMHUYECKUX JaHHbIX
245 394 yyacTHUKoOB nporpammsbl All of Us. Banungauma BbinonHeHa Ha 53 306
reHOTUMUPOBAHHbIX y4acTHMKaX 6mobaHka Mass General Brigham. Jlnua ¢
BbICOKMMU FEHETUYECKUMU OLLEHKaMM OEMOHCTPUPOBANM 3HA4YMMO 6osiee BbiICOKUe
LLIAHCbl pa3BUTUA 3a60neBaHUA NO CPABHEHUIO C NIULLAMU CO CPeaHUM PUCKOM;
MHTerpauunda PRS B MynbTMBapUaHTHbIe KITMHUYECKUe MoaeNniv AOMOSIHUTENTIbHO
ynydwmna ctpatudmKaumnio pucka. TecT yrKe OCTyNeH KaK KIMHUYECKU
Ha3Ha4daeMbln Yepes nabopaTtoputo Mass General Brigham u Broad Clinical Labs Ha
OCHOBaHUW KPOBU UMM CMIOHbI, YTO aBTOPbI pacCMaTPUBatOT KaK OCHOBY AO/15
peanmsaunm NepCcoHann3nmpoBaHHOM NPOPUTAKTUKMN.

1l TEXHOJ1IOT'MHA

17. TexHONOrMM CeKBEeHUPOBaHMUSA UM aHaNMM3a AaHHbIX

(Iong-read, 2NMMreHoOMHoe ceKBeHMpoBaHWe, NnoBbilleHNe TOYHOCTU, CHUXXeHMe CTOUMMOCTU,

HaHOMOPOBOE CeKBEeHMpOBaHMeE)

MoBbilleHUe TOYHOCTU ceKBeHupoBaHusa HiFi ¢ noMmowbio Google
DeepConsensus u AlphaEvolve

(PacBio)

PacBio. Improving HiFi sequencing accuracy with Google DeepConsensus and AlphaEvolve. 30 Apr
2026.

PacBio onucbiBaeT o6HOBNeHUa cekBeHUpoBaHMa HiFi Ha nnatdopme Revio,
cBa3aHHble ¢ DeepConsensus u AlphaEvolve. MaTepuran o6baACcHAET, UTO Ka4yecTBO
ONMHHBIX NpouTeHnM HiFi onpegenaeTca Kak xmuMmmen PacBio, Tak M anroputMamu,
MHTEPNPETUPYIOLLMMU CUTHANbl CEKBEHMPOBaHUA. Ha Revio npouteHmna HiFi
dopmMupytoTca ¢ ncnonbloBaHmemMm DeepConsensus — TpaHCPOpPMEPHOM Mofesnu,
pa3paboTaHHOM coBMecTHO PacBio n Google Al Genomics. Npeacrosulee
ob6HoBneHme Revio c MHoropasoBbiMu SMRT Cells 1 xummem SPRQ-NX oomKHO
CHU3UTb CTOMMOCTb O4HOro reHomMma venoseka HiFi npumepHo oo 345 gonnapos um
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OOHOBPEMEHHO YNyULLUUTb Ka4eCcTBO NpoYTeHUN. PacBio yKa3biBaeT, UTo
AlphaEvolve noMor ontuMmnsmnpoBaTb KOMMOHEHTbI AlignmentLoss, ucnonb3lyemble
npu obydyeHmnmn DeepConsensus, a coBMecTHada paboTta AlphaEvolve n Gemini
npueena K MogndmKaumu, ynydllatoLen nokanbHoe BbipaBHMBaHMe. O6HOBNEHHadA
Mofenb YBENIMYMBAET OO0 MPOYTEHUN C SIMMUPUYECKOM TOUHOCTbIO Q30 ¢ 47,9%
00 53,2% un ynyJlwaeT KannbpoBKY KadecTBa oKoJsio nopora Q20.

Pa3BuTHMe MCCIeOBaHMM B 06/1aCTU AMArHOCTUKM paKa C MOMOLUbIO
BbICOKOKA4€CTBEHHOIro NoJIHOreHOMHOro CeKBeHMpOBaHMSA M LleNIeBbIX
naHenem

(PacBio)

PacBio. Powering cancer testing research with HiFi whole genome sequencing and targeted panels.
2 Apr 2026.

PacBio paccMaTpuBaeT Bbi6op MeXkay NoNMHOreHOMHbIM CeKBEHMPOBaAHUEM U
TapreTHbIMU MaHeNs MU B UCClIeA0BaHUAX OHKOTOMMYEeCKOro TeCTUPOBaHMUS.
MaTepuan Ha4MHaeTCca C TOro, YTo pakK onmcbiBaeTcHd KaK 3abofieBaHMe reHoMa, Ho
€ero BapuaHTbl MOIyT 6bITb Hac/IeACTBEHHbIMU UM BO3HUKAKOLWMMU CO BPEMEHEM,
nerko onpeaenaeMbiMm UM CKPbITbIMU B CITOXXHbIX PerrMoHax 1 KpPYrHbIX
rnepecTpomKax. MapHoe ceKkBeHUpoBaHWE OMNyXoSiv U HOPMasibHOWM TKaHU, No
onucaHuio PacBio, gaeT NonHbIM 0630p reHoMa 1 No3BoNSEeT B OAHOM aHanuse
BbIABNATb U pa3mpoBaTb OQHOHYK/I€OTUOHbIE BapUaHTbl, CTPYKTYPHbIEe BapUaHThI,
BCTaBKU U geneumm, UsMeHeHUsa Yncra Konum v MUasMeHeHUda MeTUITUPOBaHUS. 3TO
0COBGEHHO Ba)XkKHO AN peaKuMxX onyxosien M reMaToniormyecknx 3/1oKka4ecTBeHHbIX
3a6oneBaHUN, rae CKpbITble MU HOBbIE CIIUAHUSA FreHOB MOTYT He nonagaTh B
o6n1acTb CTaHOAPTHbIX TeCcToB. TapreTHbie MNaHeNnM NpeacTaBfieHbl Kak 6onee
cHOKyCMpPOBaHHbIN U MaclUTabupyeMbii Noaxoa Onda 3apaHee onpeaeneHHbIX
KITMHNYECKUX BOMPOCOB, BK/ToYaa Hac/eACcTBEeHHbIN pak. CekBeHUpoBaHMe HiFi
rnopaeTca Kak crnocob ToyHee paboTaTb CO CTOXKHbIMU, MOBTOPSAOLLMMUCS U
FOMOJTIOTUYHBbIMM YHacTKaMMU.

HoBaTopCcKOe CeKBEHUPOBAHME OTAEJIbHbIX KJ/IETOK — MHTEPBbIO C
Pyuxxoy TaHrom

(Oxford Nanopore Technologies)

Oxford Nanopore Technologies. Pioneering single-cell sequencing — an interview with Fuchou Tang.
8 Apr 2026.

Oxford Nanopore Technologies ony6nmnkoBana nHtepBbio ¢ Qyurkoy TaHroMm 06
OOHOKJ/TIETOYHOM MYJNIbTUOMHOM CEKBEHUPOBAHUKU. MaTepman HaunHaeTca C
npo6nembl: KNeTKM C OANHAKOBbIM FrEHETUYECKMM MaTepPMasioM MOryT BbIMONHATb
pa3Hble PYHKLMNU, HO aHANMN3 CMELLIAHHOM KI1e€TOYHOM MacChbl U NpeXXHue
TEXHOJTIOMMUN CEKBEHMUPOBAHMUSA MTOXO GUKCUPYIOT PA3NNYNSA SMUTEHETUYECKON
perynaumm n nsodpopMHOM aKcrpeccumn. TaHr onncbiBaeT paboTy CBOeN
nabopaTtopum KaK pa3paboTKy TEXHOIOMMM aHaIM3a OgHOM MOieKybl U OQHOM
KNeTKM ONga NsyyeHmsa TPaHCKPUNTOMa, FeHOMa, 3aNMUreHomMa, OoCTYNMHOCTU
XPOMaTUHA, TPEXMEPHOM CTPYKTYPbl FeHOMa U OPYrnX YPOBHEN OMUKC-AaHHbIX. OH
nogyepkmeaeT, 4To 20 000 6en0oK- KOOAUPYOLLMX FEHOB YeNTOBEKA MOryT
npomnseoanTb okosio 170 000 nsogpopm PHK 1 70 000 6enkoB, MO3TOMY aHaim3a
TO/IbKO Ha YPOBHE reHa HeJoCTaTOYHO. B MHTepBbIo OTAENbHO 06bACHAEeTCo
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3HauyeHue scNanoATAC-seq O/19 0 4HOBPEMEHHOIO aHanIM3a AOCTYMHOCTM
XpOMaTUHA U reHETUYECKUX U3MEHEHUI B OOHOM KNeTKe, a Takxke scNanoHi-C anq
ranjoTUnM- paspeLleHHOro aHanmsa TpexMepHOM CTPYKTYPbl reHoMa.

PacKpbiTHUEe NOTEHLMaNAa CEKBEeHUPOBaHUSI KOPOTKMX M ANIMHHbIX
NPpoOuTEeHMM ANA NpoPUIMPOBaHMUA FreHOMaA Ye/ioBeKa

(bioRxiv)

Aurélie Leduc, Asmae Bachr, Florian Sandron, Marc Delépine, Damien Delafoy, Cédric Fund, Christian
Daviaud, Stéphane Meslage, Violette Turon, Delphine Bacqg-Daian, Francis Rousseau, Robert Olaso,
Jean- Francois Deleuze, Zuzana Gerber, Vincent Meyer. bioRxiv 2026.04.20.719568; doi:
https://doi.org/10.64898/2026.04.20.719568

TexHONOrmm KOpPoOTKUX MPOYTEHUN CEKBEHUPOBaHMA B NMocfiegHune rogbl
OOMUHMNPOBaNu B MOJIHOFreHOMHOM CEKBEHUPOBaHUKM YenoBeKa NO CTOUMOCTH,
MPOMYCKHOM CNOCOBHOCTU N TOYHOCTU. OaHaKo 61arogapsa TEXHONOMrMYeCKOMY
pa3BUTUIO NoaXoAbl ANUHHbIX MPOYTEHUM CTaNn 605iee KOHKYPEHTHbIMU U
AOMOMHAWMMU KOPOTKUNE YTEeHUSA. [TOCKONbKY pa3pbliB B CTOMMOCTU FreHOMa Mexay
noaxogamMum NocteneHHo cokpallaeTcs, AfIMHHbIE YTEHUA MOryT 3aMeHUTb
KOpOTKOUUTaloLLEee CEKBEHNUPOBaHME B ByayLLMX MCCNefoBaHMAX U KITMHUYECKUX
NMPUMEHEHMAX, HO AN BbIBOOOB HY>XHa KOMMNEKCHaaA oueHKa. B paboTe cpaBHUMMU
HoBeNLWKME XMMNUU OCHOBHbIX MOCTaBLLUMKOB KOPOTKO- M ANMHHOUYUTAOLLUX
TexHonorumm: lllumina short reads, lllumina Complete Long Reads, Pacific
Biosciences HiFi reads n Oxford Nanopore Technologies long reads. cnonb3ysa
yenoBe4yecKkunmn pedepeHcHbIn obpasel, HGOO2 1 ycTaHOBNEHHbIE
6nomHdopmMaTUYeckme peKoMeHgaLmm, aBTopbl OLLEHUNIM HABOP BapUaHTOB Mo
HoBenWwunM truth sets Npu pasHbIX YPOBHAX NOKPbLITUA. 1719 OAHOHYKNEOTUOHbIX
BapMaHTOB BCEe TEXHOJIOMMUN OKa3annCb S3KBUBaNEHTHbI. HecMoTpsa Ha yny4dLlieHUs
XUMUU, TOYHOCTb onpeaeneHna nHoenos y ONT npogomkaeT oTcTaBaTb. ONIMHHbIE
UTeHMAa Oanu 9BHOE NPeENMYLLLECTBO B OOHAPYXXeHUU CTPYKTYPHbIX BApPUAHTOB,
MpPeBbICUB KOPOTKME YUTEHUS MO TOYHOCTU U YyBCcTBUTENbHOCTWU. ICLR nokasan
MPOMEXYTOUYHYIO MPOU3BOAUTESIbHOCTb, COKpaLLAs pa3pbiB MeXAOy NoaxogamMu.
KpoMe Toro, o/IMHHbIE YTEHUS YYULLUUIIN pa3peLlleHmne ranioTUnHoro
da3mnpoBaHua n nos3sonunm dasmpoBatb 6onee 80% reHoma.

NMonHoreHOMHOE CEeKBEHMPOBAHME C UCMNOJ/Ib30BaHUMEM AJIMHHbIX
NMPOUYTEHUM AN GbICTPOMA U KOMIMJIEKCHOM MONEKYNISIPHOM AMArHOCTUKMU
OnyXoJieM rosioBHOro Mo3ra

(medRxiv)

Skarphédinn Halldorsson, Richard Mark Nagymihaly, Christian Domilongo Bope, Marius Lund-
Iversen, Pitt Niehusmann, Thomas Lien-Dahl, Jens Pahnke, Thomas Brining, Geir Kongelf, Areeba
Patel, Felix Sahm, Philipp Euskirchen, Henning Leske, Einar Osland Vik-Mo. medRxiv
2026.04.23.26351563; doi: https://doi.org/10.64898/2026.04.23.26351563

Knaccndumkauma onyxonenm LeHTpanbHOM HEPBHOM CUCTEMDbI 3a NocniegHee
pecatuneTme ctana Bcé 6osiee CIOXXHOM, YTO Bbi3bIBAaeT OMNaceHus mn3-3a
OOCTYMNMHOCTU, OCYLLLECTBUMOCTU U YCTOMUYNBOCTU KOMIMIIEKCHOW MOMEKYNSPHOMN
ANArHOCTUKU. ABTOPbI OLLEHUIM HAHOMOPOBOE NOTHOMEHOMHOE CEKBEHUPOBaHME
(NWGS) KaK eanHbIn paboymi npoLuecc, CNoCObHbIN 3aMeHUTb HECKOJTbKO
ANAarHoCTMYeCcKmnx aHanmsos. OHU BbinonHUAM NWGS HK 13 90 o6pa3uoB
onyxonen LLIHC B3pocbixX MauMeHTOB: 58 peTpoCcneKTUBHbIX U 32 NPOCMEKTUBHDbIX, a
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3aTeM CpaBHWUIIN pe3ybTaTbl CO CTAaHOAPTHOM ANArHOCTUKOM. AHaNM3 NpPoBOAUIICS
yepes aBTOMATU3UPOBAHHbIN MPOLECC, O6beANHABLLMMN ONATHOCTUYECKMU U
TepaneBTUYECKM 3HAYNMbIE TEHOMHbIE U3MEHEHUS: BapMaLMm YNCa KOMUK,
CTPYKTYPHbIE M OQHOHYKNEOTUAHbIE BapMaHTbl, XOOMOCOMHbIE abeppauuu,
CITUAAHUNA reHOB M KNnaccudumKaumio No MeTunnpoBaHuto. NWGS obecneunno
PUHaNbHYO AMArHOCTUYECKYIO KfTacCUPUKaLUnIo BCeX 06pa3LLOB C CoOaepXKaHUeEM
onyxoneBbiX KNeToK 6onee 15%, Tpebys OKONo TPEX YacOB PYYHOM MOAFOTOBKMU
6Mb6MnoTEK, NapansenbHoOM o6paboTKM 06pPa3LLOB N CEKBEHMPOBAHMSA B Npeaenax
72 yacoB. Knaccndumkauma no METUNMPOBaHMIO 6blyla AOCTYMHA Y)XKe Yepes 4Yac U
coBnagana c MHTerpMpoBaHHbIM OKOHYaTeSIbHbIM AMarHo3om B 89% cny4aes. Bce
AnarHoctmyeckum sHaummble CNV, SNV n cnmaHma reHoB coBMasin Co CTaHOAPTHbIM
TeCTUpoOBaHMeEM; CTaTyC MeTUImnpoBaHuUsa npomMoTtopa MGMT coBnan B 94% cny4vaes.
NWGS Tak)Ke BbIIBUIO MPOrHOCTUYECKMe U NoTeHUMalbHO NMPpUMEHUMbIe
BapWaHTbl, He OXBa4Ye€HHble CTaHOAPTHOM OMArHOCTUKOWM.

PacBio u Covaris 06bSIBNSIIOT 0 CO3AaHMM COBMECTHOro paéouero
npouecca, No3BOJISIIOLEro NPoBOAUTDb BbICOKOKA4YeCTBEHHOE
CEeKBEeHMPpPOBaHMEe AJIMHHbIX NPOYTEHUN O6pa3LIOB ONyXONen,
dukcupoBaHHbIX GOPMaZIMHOM M 3aK/IOYEHHbIX B napadumH (FFPE)

(Pacific Biosciences / GlobeNewswire)

PacBio and Covaris Announce Joint Workflow Enabling HiFi Long-Read Sequencing of FFPE Tumor
Samples. April 15, 2026. GlobeNewswire.

15 anpenga 2026 roga PacBio (NASDAQ: PACB) un Covaris (go4yepHaa KoMnaHug
PerkinElmer) 06ba9BUnM 0 pa3paboTke COBMeCTHOro paboyero npouecca anisa
BblCOKOKauecTBeHHOro HiFi- cekBeHMpoBaHMA 06pa3LL0OB OMyXO/IE€BOM TKaHWU,
PUKcMpoBaHHbIX popManMHOM U 3anuTbix B NapaduH (FFPE). PeweHune
ob6begmHaeT MeTopg, aKcTpakumm Covaris truXTRAC® FFPE Ha ocHOBe aganTUBHOM
dOoKycmMpoBaHHOM aKyCTUKU (AFA) c 6ubnmnoTtevyHom nogrotoBkom Kinnex™ ot
PacBio n cekBeHMpoBaHMEM Ha cucTeMe Revio. TeXHONOrMa aKCTpaKumMu no3sonsaeT
nasnekatb pparmMeHTbl AHK gnvHom oo 5 000 nap OCHOBaHUM U3 apPXUBHbIX TKAHEN,
KOTOPbIE UCTOPUYECKUN BbITM HECOBMECTUMbI C AJTIMHHOUYUTAOLWUNM
CEKBEHMPOBaHMEM M13-3a NOBPEXAEHUN U dparMeHTauum OHK, BbiI3BaHHbIX
duKcaumen. B nuccnenoBaHMax Ha o6pasuax ornyxonem Mosra, MoYeK M MaTKu
paboumni npouecc reHepupoBan 6onee 100 MunnmnoHos HiFi-uTeHMM Ha o6paseL, co
cpenHen anmnHom yteHmnm 750-1 500 nap oCHOBaHMN. 3TO NO3BOJSINIO BbIABUTb
6onee 11 000 CTPYKTYPHbIX BapPMaHTOB U CBbILLEe 5 MUNNTMOHOB ManblX BAPMaHTOB Ha
obpaszeLl, Np1UYEM OoKoNo 60% BapMaHTOB 6bl/1M pa3HeceHbl No rannoTmnam. nga
CpPaBHEHUS, KOPOTKO-YnTaKLLEEe ceKBEHMPOBaHMe FFPE-TKaHM 06bl4HO
OB6Hapy>xmBaeT Nnb 3 000-7 000 CTPYKTYPHbIX BAPMAaHTOB Ha o6pa3seLl,. NMpoToKon
6b11 odMUMaANbHO NPEeaCcTaBNeH Ha eXXerogHoM cobpaHnmn AMepPUKaAHCKOMN
accoumaumnm no nccnegoBaHuio paka (AACR).
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TecTUpoBaHMe NPpOU3BOAUTENIBHOCTU HAHOMNOPOBOIro CEeKBEeHCOopa
QNome

(bioRxiv)

Ken A Thompson, Sean W3] Prosser, Robin M Floyd, Saeideh Jafarpour, Emine Ozsahin, Paul DN
Hebert. bioRxiv 2026.04.29.721586; doi: https://doi.org/10.64898/2026.04.29.721586

Ha cepBepe npenpunHTOB bioRXiv ony6/IMKOBaAaHO NepBoe He3aBUCUMMOE
TECTUPOBaAHME HAaHOMOPOBOIro cekBeHcopa QNome-3841 Npon3BOoACTBa KUTAaNCKOMN
KoMmnaHumum Qitan Technology (QT) — yCTPOMCTBA, LUMPOKO npuMeHdaemoro B Kutae,
HO paHee HeJoCTYNMHOro 3a NpegenamMm CTpaHbl U HE MMEBLLENO HE3AaBUCUMBbIX
OLLeHOK MpPOM3BOAUTENBHOCTU. ABTOPbI MONYYUN PAaHHUW OOCTYMN K HAUMEHEE
pgoporocrosauwen mogenm cekseHcopa QNome-3841 n npotouHom auemke QCell-384
N NPOTECTUPOBANIM BO3SMOXHOCTb HAAEXXHOIM0 M SKOHOMUYHOro nonyvyeHunsa OJHK-
6apKoaoB. B Xoge HECKONbKMX TECTOB C Ny/aMM aMMNIMKOHOB oT 95 0o 9 120
o6pa3uoB QT BoccTaHaBnMBan KoppekTHble JHK-6apKoabl MPMMEPHO C TaKOM XKe
yactoTou, UTo 1 ONT (98%). NMocnepoBaTenbHOCTUN QT OTNMYANINCH HECKOJTIbKO
MEHbLUEN TOYHOCTbIO MO cpaBHeHUIO ¢ ONT, a TakXKe cucTeMaTUYECKUMMU
ownbKamMm rnpu onpepgeneHnu anmHbl G/C-romononmmepos. Mo MHEeHUIO aBTOPOB,
HAHOMOPOBbLIE CEKBEHCOPbI MOTEHLMANIbHO CNOCO6HbI ocBo6oaunTL HK-
CEKBEHUPOBaAHME OT 3aBUCUMOCTU OT LLEHTPANIM30BAHHbIX TabopPaTOPHbIX
KOMIM/IEKCOB U NEePEeHEeCTU ero B el eHTPaSIN30BaHHbIE aHANTUTUYECKUE Y3Tbl.

18. Ba3bl reHEeTUUYECKUX U d)eHOTHIIH‘IQCKHX AaHHbIX

(cTpyKTYypa, NpUHUMNbI XpaHeHus, MO no o6paboTke faHHbIX)

NMnardpopma GENOMENAL cTana TexHONMOrM4ecCKom ocCHOBOM NepBoro B
PoccuM XxaKaTOHa No MHTepnpeTauMm reHeTUYeCKMX AaHHbIX «F'eHoOM

1Q»

(NOVEL)

NOVEL coob6umna, uto nnatpopma GENOMENAL cTana TeXHONMOrm4eCcKom oCHOBOM
nepBoro B Poccumun xakaToHa No MHTepnpeTaunm reHeTu4yeckKnx gaHHbix «FeHoM 1Q».
Meponpuatne npoxoamno c 8 no 10 anpens B TomckoM HUML], n 6b110 nocBALEHO
MHTeprnpeTaumMm AaHHbIX MOJTHOFEHOMHOIO CEKBEHUPOBaHUSA. B HeM yyacTBoBanu
cneumanmncTbl U3 pasHbiX ropoaoB Poccum, Bktouvaa Mocksy, CaHKT-INeTepbypr,
HoBocunbupck, AkyTcK n ToMCcK. KoMnaHusa npenocTtaBusiia NporpaMMHyo
nHopacTpyktypy GENOMENAL, a B xoae copeBHOBaHMM ncrnonb3oBancsa dopmaTt
KOHCUIMYMaA C MPUMEHEHUNEM POCCUNCKUX aNTrOPUTMOB MCKYCCTBEHHOIO
MHTeNnNeKTa. Y4aCTHUKN B TeYeHMe NepBbiX ABYX OHEN peLlanu ClIOXHble
KIMUHUYeCcKme cnydau, nogrotoerieHHble MIMHL, nMeHn akagemMuka H.IN. bouykoBa v
HUWM megmumnHckom reHeTukmn Tomckoro HUML, a Ha TpeTun geHb paboTanu ¢
HepeLweHHbIMUY 3aga4aMu.
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KoMmnaHusa Revvity npeacraBnsieT cBoio pa3pa6oTky Signals BioDesign
ANSl COBEepPLUCHCTBOBaAaHMUS pa6o4yMX NpPoOLLEeCCOB B 6MOIOrM4YecKMuX
MccnenoBaHUAX

(Revvity / Business Wire)

Rewvvity Unveils its Signals BioDesign Offering to Advance Biologic Research Workflows. Business
Wire. April 9, 2026.

Rewvity, Inc. (NYSE: RVTY) o6baBuna o 3anycke Signals BioDesign™ — o6na4Horo
HAaTUBHOIO peLleHnsa Ana MONeKynapHOro KNIOHMPOBaHUSA B COCTaBe MPOrpaMMHOro
noapasgeneHna Revvity Signals Software. NMnatdopma npegHasHavyeHa ona KoMaHg,
61MOTEXHONOMNMYECKNX U PapMaLEBTUYECKMX KOMMNAaHMN, 3aHMMatowmxca HUOKP, n
YNpoLLaeT C/MTIOXXHble NPOoLLEeCcChl KITIOHNPOBaHUS, obecrnedmBad MacLUTabupyemMyio u
COBMECTHYIO pa3paboTKy B eamnHom umdbpoBomn cpege. Signals BioDesign
ob6ecneymBaeT MOJIHbIM LUK MPOEKTUPOBAHUA TepaneBTUYECKMX KOHCTPYKTOB B
pPaMKax OCHOBHbIX MeTO40IOMNMM KNOHMPOBaHUS, BKtodaa Golden Gate, c6opky
MM6CoHa N pecTpUKLUMIO/ANrupoBaHue, a TakXKe AM3arH NparMepoBs, aHanms3
pe3ynbTaToB CEKBEHUNPOBaHUSA Mo CaHrepy mn TpaHCcNAaumio 6enKoB B OOHOM
YOOBGHOM MPUNOXXeHUN. PelleHmne NpunsBaHO yCTPaHUTb OrpaHMYeHMa HAaCTOSIbHbIX
MHCTPYMEHTOB U N36bITOYHO CNOXHbIX N1aTHopPM, 06beaNHAA KtoYEBbIe
MeTOoL0IONMMU KNTOHMPOBAHUSA C KOPMOPaTUBHLIM YPOBHEM COBMECTHOM pPaboThl.
OdumumanbHbIM aHOHC NNaTpopMbl 3an1aHNpPoBaH Ha KoHdepeHuuio Bio-IT World
Conference & Expo (19-21 maa 2026 roga, bocToH).

19. HepoceT u UM Ana aHann3a reHOMHbIX AaHHbIX

(MHTepnpeTauna cekBeHUpPoOBaHUSA, Moaenu, pedepeHc-naHenun)

YnyuyuweHHOE BbiSIB/ICHUE BAaPpUAHTOB TOJILKO MO ONyXo/ieBOMYy o6pasuy
M OLleHKAa MYTaLMOHHOM Harpysku ¢ nomoubio VarNet-T

(Nature Communications)

Krishnamachari, K., Bui Nguyen, H.A,, Kadioglu, S. et al. Improved tumor-only variant calling and
mutation burden estimation with VarNet-T. Nat Commun (2026). https://doi.org/10.1038/s41467-026-
71705-4

CrtaTtba npeanctaBngaet VarNet-T — cuctemMy rny6oKoro obyyeHma co cnabbiM
ydyutenem gna BbiIBJIEHUS COMAaTUYECKUNX BAPUAHTOB B JAQHHbIX OMYyX0ONeBOro
CEKBEHUPOBaHUSA 6e3 CONOCTaBNEHHOro HOpMasibHOro o6pasua. ABTOPbl Ha4YMHalOT
C Npo6neMbl, CTaHOAPTHbIE aNrOPUTMbI BbIIBIEHUA COMAaTUYECKMX BapMaHTOB
O6bIYHO CPaBHUBAIOT OMYXONEBbIA FTEHOM C COMNOCTaBNE€HHbIM HOPMalibHbIM
06pa3LOM, HO TakMe o6pa3Lbl YaCcTO HEQOCTYMHbI B KMMHUYECKOM ANArHOCTUKE U
pPEeTPOCNEKTUBHbIX BUOBAHKOBbLIX MCCcnegoBaHMax. M3-3a 3TOro cnoXHee oTinyaTb
coMaTU4YeCKme MyTaumMm oT repMUHabHbIX BAPMaHTOB U apTedaKToB
cekBeHMpoBaHMA. VarNet- T oby4daeTca Ha MUITMOHAX BaPMAHTOB C BbICOKOU
CTEMEHbIO YBEPEHHOCTU U PaboTaeT C BbIPOBHEHHBIMU OMYyXON1€BbIMU MPOYTEHUAMM
6e3 HopManbHOro o6pa3sua. B cpaBHUTENbHbIX MCNbITAHUAX HA NYGNYHbIX HABopax
OaHHbIX Mofesib NMoKasasa yfiydleHune nponssBoanTesibHoCcTm Ha 20-33% no
CpaBHEHMUIO C CyLLEeCTBYOLWNMU MeTogaMun. OTOeNnbHO aBTOPbI OLLEeHUIN TOYHOCTb
onpepgeneHna MyTauMoOHHOM Harpy3skm onyxonm Ha 1 000 onyxonieBbix 06pa3uoB U3
10 TMNOB CONMUAHbIX OMYyXONeMN.
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NpenBapuTenbHoe o6yyeHue reHOMHOM A3bIKOBON MOAENM C
BapuaHTaMu Ana 6onee 3¢pPeKTUBHOro MoAeNMpPOBaHMUSA
$PYHKUMOHANBHOW reHOMMKM

(npj Artificial Intelligence)

Liu, T., Zhang, X,, Lin, J. et al. Pre-training genomic language model with variants for better modeling
functional genomics. npj Artif. Intell. 2, 46 (2026). https://doi.org/10.1038/s44387-026-00103-4

ABTOpPbI ONMUCbIBAIOT Noaxomd K NpegobyyYeHuto reHOMHOM 13bIKOBOW MOAENN C
y4eTOM BapUaHTOB, YTO6bI ny4ylle cBA3bIBaTb NocnepgoBaTenbHocTb AHK ¢
PYHKLMOHANbHOM FreHOMUKOWN. CTaTba UCXOAUT U3 TOrO, YTO MOAEeNU Tuna
«nocnepoBaTeNbHOCTb — GYHKLMA» MOTYT NPeacKasbiBaTb KCMPECCUIO FEHOB MO
nocnenoBaTeSIbHOCTU M MOMOraTb CBA3bIBAaTb FEHETUYECKYIO UHPOPMaLUIO C
TPAHCKPUNTOMHbIMU AaHHbIMU. O6blYHblE FEHOMHbIE A3bIKOBbIE MOLENM
npepoby4yaroTca Ha 6onblimnx HK-nocnegoBaTenbHOCTAX U GOPMUPYIOT
npeacraBneHUs reHOMHOIMo KOHTEKCTa, HO He BCcerga y4nTblBaloT peasibHoe
pa3Hoo6pa3mne BapmMaHToOB B nonynauuax. B pabote npegnoxxeHa UKBiIoBERT,
Mogfenb NPoAo/HKAET NpefobyyeHMe Ha NocieaoBaTeIbHOCTSAX,
MOAMDUUMPOBAHHbIX C y4eTOM BapUaHTOB M3 eBponenckom nonynaumm UK
Biobank. [1na aToro aBTopbl UCMOSb3YIOT MOAENNPOBaHME 3aMAaCKUPOBAHHbIX
3NEMEHTOB f13blKa U aNropuUTM pefaKTUpoBaHUSA pedepeHCHOMN
nocnegoBaTefIbHOCTU afibTepHaTUBHbIMU BapMaHTaMU. [Nony4yeHHble BEKTOPHbIe
npeacTaBneHUs NPUMEHSIIOTCS A9 BU3yanmM3aunu, npeackasaHma sKCrnpeccuu,
aHanmMsa MHOMBUAOYanbHbIX AaHHbIX MOSTHOFrE€HOMHOIO CEKBEHUPOBAHUA U
cTpatudmKaumm no npmsHakam. flononHutenbHo noctpoeHa UKBioFormer,
ob6bepmHarwaa Enformer n UKBioBERT gnga ynyJdweHumna npenckasaHma
SKCMpeccumn reHos.

KoMmnnekcHaa o6o6uaemMman nnarpopMma rny6okKkoro obyueHms ana
BCECTOPOHHEro aHaJIN3a pPerynauum TPpaHCKPpUMNLUMM

(Nature Communications)

Zhang, Z,, Fan, X,, Zhong, J. et al. An end-to-end generalizable deep learning framework to
comprehensively analyze transcriptional regulation. Nat Commun (2026).
https://doi.org/10.1038/s41467- 026-70070-6

Nature Communications ony6nmnkoBan ctaTtbio 0 BioSeq2Seq — cucteme rnybokoro
obyyeHUs ong aHanmsa TPaHCKPUMNLUMOHHOM perynaumnm 1 3agad aHHoTaumm
reHomMa. ABTOPbIl YKa3bIBalOT, UTO COBPEMEHHAasa aHHOTaUMa reHoMa TpebyeT
0ECATKOB MOJIEKYNAPHbIX aHAJIM30B B COTHAX 06pa3L,0B K/TIETOK U TKaHEeW, UTo
OO0POro U NpPakKTUYeCKM TpyaHO NOBTOPSATL AN19 BCEX BUOOB U yCNnoBUI. BioSeq2Seq
pellaeT 3Ty NpobrieMy, BbIBOAA MONEKYNApPHbIe aHanms3bl, cneumdPuyHbie ang
KNeTOYHOWM MTMHUN U NCnosb3yeMble aada aHHOTauunm reHomMa, Ha OCHoBe TpeX TUMoB
BXOOHbIX OAaHHbIX: 9BOMTIOLLMOHHO KOHCEpPBAaTUBHbIX NMpuU3HakoB JHK-
rnocrnenoBaTeslbHOCTU, KNETOUYHO- creundmnyecKom TPaHCKPUMNLUOHHOM aKTUBHOCTM
N HanpaBfeHHOCTU, MONYYEHHOM N3 OOQHOIO aHafIM3a CEKBEHUPOBaAHMA
npoao/HKarLwenNca TpaHCKpununmn. CucteMa nogaep)XXmBaeT pasHble 3agaum
aHHOTALWMM Yepe3 HacTpanBaeMble KOHOUTYypaLMmM BXOOHbIX MPU3HAKOB U LleneBbIX
BbIXO40B, @ apPXUTEKTYPaA MOXET YTOUYHATLCA MPaaAnNEeHTHO nog 6Monormveckyto
3agayvy. B ueTbipex nocnenyowmx 3agadax Mogesnb nokasasna noBbllleHne
TOUHOCTW: 14,27% pna npenckasaHmna rmMCToOHOBbIX Mogudukaumnm, 2,50% ona
PYHKLMNOHANMbHbIX 3NeMeHTOB U1 2,90% ON9 9KCMpPeCCUm reHoB.
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Hi-Compass: nnardopmMa rny6oKkoro o6yueHms ¢ y4eToM rny6mHbl ans
NPoOrHo3upoBaHusa cneuMdPUUEecKon AN KaXKAoro Tuna KneTok
TpeXMepHO# opraHM3aLMm reHoOMa OT YPOBHS OTAEJIbHbIX K/IeTOK 10
NPOCTPaHCTBEHHOIO pa3pelleHMUs

(Nature Communications)

Sun, YC,, Jiang, W13, Cai, KW. et al. Hi-Compass: a depth-aware deep learning framework for
predicting cell-type-specific 3D genome organization from single-cell to spatial resolution. Nat
Commun (2026). https://doi.org/10.1038/s41467-026-71877-z

CtaTba NpeacTasngdeT Hi-Compass — cucteMy rny6oKoro o6y4yeHms, y4nTbiBaloLLYyto
rny6uHy CEeKBEeHUpPOBaHW4, ONA Npeacka3aHusa KNneTodyHo-cneunpuyeckom
TpexMepHOM opraHM3aUum reHomMa. ABTOpPbl HAUMHALOT C TOro, YTO TpeXMepHas
OpraHM3auUuga reHoMa KOHTPOMPYET KIeTOYHO-CNeLndUUecKyo SKCNpeccuto
reHoB Yepes XPOMaTUHOBbIE B3aUMOAEMNCTBUSA, HO CUCTEMATUYECKNU aHaNn3 B
Pa3HbIX KNETOUYHbIX KOHTEKCTaX OorpaHUYeH 3KCrnepmuMeHTanbHbIMMU TPYOHOCTAMM.
Hi-Compass ucrnonb3yeT AaHHble JOCTYNMHOCTU XPOMaTUHA KaK KI1eTOYHO-
crneunduUyeckn Bxom 1 NnpeackasbiBaeT XPOMaTUHOBYIO OpraHu3aLumio. 3a cyeT
AMNHaAMMNUYECKOoro yyeTta U3MeHYMUBOM My6UHbI CEKBEHMPOBaHUA cUCTeMa paboTaeT
Ha pa3HbIX MaclwTabax AaHHbIX, OT pa3peXXeHHbIX OQHOKETOUHbIX Npodunen oo
MaccoBbIX Mpoduein c BbICOKUM NOKpbITUEM. B cpaBHUTENMbHbIX UCTbITAaHUAX Hi-
Compass noka3an 6osiee BbICOKOE Corflacue Cc aKCnepuMeHTanbHbIMU OaHHbIMU Hi-
C, 0CO6eHHO NMPU BOCCTaHOBTIEHUMN BbICOKOAOCTOBEPHbIX XPOMaTUHOBbIX MeTerb.
Mpu NPUMEHEeHUN K aHHbIM NepudeprnyecKkom KpoBu U sM6pMoHanbHoro cepaua
Mopenb pa3peluana KieToyHo-creumdumnyeckme B3amMoaemcTBmUa XxpoMaTuHa u
CBA3blBasia BapuaHTbl, aCCOLIMMpPOBaHHbIe C 3a6ofieBaHUAMMU, C NpednonaraeMbiMm
reHaMn-MuLeHAaMIM. TakyKe NoKa3aHo NPOCTPaHCTBEHHO pa3peLleHHoe
npenckasaHe XpPoMaTUHOBbIX B3aMMOOeNCTBUIN B TKaHU MrMNNoKaMna u
MepeHOCUMOCTb Ha MbILLMHbIE CUCTEMbI MOc/e A006yYeHUs.

CellNiche oTo6paxaeT K/iIeTOUHbIC MUKPOCPEeabl B NPOCTPAHCTBEHHbIX
OMMKCHbDbIX AAHHbIX aT/IACHOro MacluTaba ¢ NOMOLLbIO KOHTPACTHOrro
obyueHun

(Nature Communications)

Liang, Z., Zhong, B., Jiao, M. et al. CellNiche represents cellular microenvironments in atlas-scale
spatial omics data with contrastive learning. Nat Commun (2026). https://doi.org/10.1038/s41467-026-
71759-4

CrtaTtbsa onucbiBaeT CellNiche — MacluTabupyemMyto cMCTeMy KOHTPACTUBHOIO
oby4yeHUsa onsa aHannsa KNneTo4YHbIX MUKPOOKPYXKXEHUM B MPOCTPAHCTBEHHbIX
OMMUKCHbIX OAaHHbIX. ABTOPbI YKa3bIBalOT, YTO pacLUMdpOBKa MUKPOOKPYXKEHUS HA
YPOBHE aT/1acoOB OCTAaETCS CMTOXHOMN, MOCKO/bKY MOJSIeKYNApHaa MOEHTUYHOCTD,
MPOCTPAHCTBEHHbIA KOHTEKCT U TEXHOMOMrMYecKaa HeogHOPOAHOCTb NNaTthopm
TecHo cBda3aHbl. CellNiche ncnonbsyet noarpadbl NPOCTPAHCTBEHHOM 6/IM30CTU
BOKpPYI KNeTOK U 06begUnHSAET NOACKA3KM NPOCTPAHCTBEHHOM COBMECTHOM
NoKanusaunm n MoneKynsapHOM COBMECTHOM 3KCMNpPeccum, YTobbl obyyaTb
BEKTOpPHbIe NMpeacTaBneHus, ydnTbiBatloLLMe MUKPOOKpPYXKeHne. MeTtoa npoBepancs
Ha NPOCTPAHCTBEHHbIX OMUKC-AAaHHbIX Pa3HbIX NaTopPM cyMMapHO 6onee YyeM no
10 MNH KNeToK. MacwTabHble 3KCNepPUMEHTbI MOKa3anu yny4yueHue
npeacrtaBneHUi Npu yBENUYEHNN OByYaOLLMX JaHHbIX M KOHKYPEHTHbIE
rnokasaTenu Knactepmusaumm n KayecTBa BEKTOPHbIX MpeacTaBieHnin npu
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3P PeKTUBHbIX BblUMCTIEHUAX. B MHOro06pa3LI0BOI KOFropTe HEMETKOKIETOYHOIo
paka nerkoro CellNiche BbisBNsn KOHCepBaTUBHbIE U crneundUYHblie Ong
oTAeNbHbIX 06Pa3L,0B OMNyXxoieBble U UMMYHHbIE MUKPOOKPY>KEHUS, a TakxKe
NoKasnbHble NPOCTPaHCTBEHHbIe nepexoapbl.

ByAayulee KapANOreHEeTUKM — C UCKYCCTBEHHbIM MHTE/I/IEKTOM
(HUY BLUD)

HWNY BLLU3 coobmn o paspaboTke nporpaMmbl 4119 aHanmsa reHeTUYECKMX
BapWaHTOB, PAaCroIoXXeHHbIX B HEKOAUNPYIOLWMX yHaCcTKaX reHoMa U CBA3aHHbIX C
PUCKOM cepaeyHO- COCYaAUCTbIX 3abofieBaHM. B ny6nmkaumum roBopmuTca, UTO TakmMe
YYACTKU paHbLLe 6b1/10 TPYAHO MHTEPNPETUPOBATb, MOCKOSIbKY OHU HE KOOUPYIOT
6enKun, HO MOryT BNUATb Ha PaboTy FreHOB Yepes perynaropHble MeEXaHU3MbI.
ABTOPbI MCMNOIb30BaNu reHepaTUBHble MoAesfI UCKYCCTBEHHOIO MHTeNNeKTa ang
OUEHKWU BNUAHUSA MyTaUMM Ha perynauuio reHoB U NpUMeHUNn nogxomd, K AaHHbIM
UK Biobank. NMpoBepka oxBaTbiBana 6onee 11 TbiC. MyTaUnK, CBA3aHHbIX C Cepae4Ho-
COCyanUCTbIMU NPU3HaKaMK. B MaTepuane nogyepkKmnBaeTcs, YTO nporpamMma
rnMoMoraeT BblaenaTb BapMaHTbl, TOTEHLMANbHO BAMAIOLLME Ha PUCK 3a6oneBaHud, U
MOXXET MCMOb30BaTbCA B KapaAnoreHeTukKe ana 6onee TO4HOM MHTepNpeTaLmum
reHOMHbIX OaHHbIX.

BnepsBble B MUpe NONHbIA FeHOM 3arpymeH Ha KBaHTOBbIM KoMMnbloTEep

(Wellcome Sanger Institute)

Genome loaded onto a quantum computer in world first. Wellcome Sanger Institute News.
Published 9 April 2026.

UHcTnTyT Wellcome Sanger coBMecTHO ¢ yHMBepcutetamm Okchopaa, Kembpumoxka
n MenbbypHa, a TakXke KMeBCKMM akageMNUUYECKUM YHUBEPCUTETOM O6BABUM O
OOCTUXXEHUUN MUPOBOIro NepBeHCTBa. BnepBble MOMHbIA FTeEHOM 6bif1 3arpy>XeH Ha
KBaHTOBbIM KoMMbtoTep. [leHOM Bupyca renatuta D 6bi/1 3aKkoanpoBaH B BUae
KBaHTOBbIX Llernen Ha 156-kybutHoM npoueccope IBM Heron. KomaHga nopg,
pyKoBOACTBOM NpoekTa Quantum Pangenomics B paMKax nporpaMmbl Q4Bio
(Quantum for Bio Challenge, pnHaHcupyemom Wellcome Leap) paspaboTana
adPekTMBHbIE MeTOAbI OXKaTna [IHK-nocnenoBaTenbHOCTEN U MX KOOUPOBAHUA B
KBaHTOBble COCTOAHUA. Bupyc renaTtmta D 6bin BbiIbpaH 06bEKTOM UccnegoBaHUA
KaK KTMHUYECKUN 3HAUYMMbIX NATOreH ¢ HAMMEHbLLUUM U3BECTHbIM FEHOMOM cpeam
BMpYcoB YenoBeka (~1 700 ocHoBaHMM PHK), 4ToO N03BONNIIO YMECTUTb
KoOMnpoBaHMe B paMKax 156-Ky6U1THOro npoueccopa. KoMaHga nnaHupyeT
npeob6pasoBaTb NMNony4vYeHHble pe3ynbTaTbl B MPUIrogHbIN ON19 LUMPOKOro Hay4YHOro
coobLecTBa MHCTPYMEHT, MO3BONAOLWMNK 3arpy>XaTb JaHHble U BbIGMpaTb Mexay
KNTAaCCUYECKUM U KBAHTOBbLIM BblYMCAUTENbHbLIM NogxonoM. PaboTta npencrasnaeT
CO60M PaHHUIN, HO BaXXHbIM LAl K UICMO/b30BaHMIO KBAaHTOBbIX BblHUCIEHUI ONd
YCKOPEHUSA BUONTOrMYECKUX OTKPbITUNA.
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20. Point-of-Care ycTpoMcTBa ANl 3KCNpecc-reHoTUNMpPoBaHUaA

(POC TecTbl, MUKpodItongHble NPMGopPbI, SKCApecc-AuarHocTmKa)

MukpodnionaHbii HA60P MHCTPYMEHTOB, MCNOJIb3YIOLWMIM 30HADbI TUNa
«3aMOK» M aMnNAaMPUKaLMIO MO NPUHLUMNY KaTdllerocs Kpyra ansa
NPSAMOro O6HapyXeHMs U reHoTUNMpoBaHusa BupycHou PHK

(RSC Advances)

Varela, J.C., Gomes da Silva, P., Lee, H. et al. Microfluidic toolbox using padlock probes and rolling
circle ampilification for direct detection and genotyping of viral RNA. RSC Adv., 2026, 16, 19119-19127.
https://doi.org/10.1039/D6RA00912C

Ctatba RSC Advances onucbiBaeT MUKPOPNoMaHbIM noaxomd gngd npsMoro
BbIABIEHUSA N FTEHOTUNMNPOBAHUA BUPYCHOM PHK ¢ ncnonb3oBaHMeM 3aMblKaloLWMX
30HO0B U aMMIMdUKaLMKM MO TUMY KaTaweroca Konbla. ABTOPbl HAYMHAIOT C
MOTPEBHOCTU B MacLLITabupyeMom MONeKyapHOM AUarHOCTUKE M FEHOMHOM
Hag3o0pe, KOTopble MOrfnin 6bl paboTaTb 6AMKEe K MeCTy oKasaHua nomoww. MLUP
OCTaeTca rnaBHbIM METOA0M BbIIBIEHUS BUPYCOB, HO TpebyeT
TEPMOUUKINPOBaHMA, NOArOTOBNEHHOIO NepcoHana n obopygosaHus, a MLUP,
cneumdpuyHyo K BapuaHTy, HE06XoAMMO NMOCTOAHHO O6HOBMAATbL MPU U3MEHEHUN
BUPYCHbIX FreHOMOB. AMMIM®UKaLUS MO TUNY KaTaLWerocs Konbua
paccMaTpmBaeTCa KaK U30TEPMUYECKUN MeTOo[, COBMECTUMbIN C MUKPODITIOUONKOM
M NoTeHUManbHO Noaxoadawmm ang ycTpomcTB y MecTa okasaHma noMown. B
nccnegoBaHUM NoKasaHa cMcTeMa Ha OCHOBE TaKoM aMnnudUuKaumm anga npaMoro
BbiaBneHuna PHK SARS-CoV-2 n npodunnmnpoBaHmsa BapunaHToB 6e3 3Tana o6paTHOMN
TpaHcKpunuuwu. Noaxopn No3BosiAeT onpenenaTb OAHOHYKNEOTUOHbIE 3aMeHHbl,
cneundPpUYHbIE O/19 BUPYCHbIX BAPUAHTOB, @ YyBCTBUTEIbHOCTb MOBbILIAETCSH Yepes
MOBTOPHYIO KPYroByo aMmnnmndumkaumio. ABTOpbl ONMUCHIBAOT MeTo, KaK
NOoTeHLUMANbHO HAOEXHYIO U DKOHOMUYHYIO MSIaTGOpPMY, KOTOPYH MOXKHO
aBTOMaTU3NPOBaTb U UHTErPUPOBaTb C MUHUATIOPHbIMU CUCTEMaMU AeTeKunn gnsa
pa3HbIX YCITOBUMN.

MukpodnionaHas cMcTeMa Ha OCHOBE TOHKOM NJNEHKMH,
o6ecneuyuBaOLLasn GbICTPbIM NOUCK pe3yibTaTa U MHTerpupyiowas
MYJIbTUN/IEKCHYI0 acuMMeTpuuHyio MNMLLP u CRISPR anga o6HapyxeHus
MYyTaLMi, Bbi3bIBalOLWMX JIEKAPCTBEHHYIO yCTOMuYMBOCTb Mycobacterium
Tuberculosis

(Sensors and Actuators B: Chemical)

Cheng, J,, Li, X,, Wang, S., Zhang, W., Chen, J., Sui, G. & Zhang, T. A sample-to-answer thin-film
microfluidic system integrating multiplex asymmetric PCR and CRISPR for rapid detection of
Mycobacterium Tuberculosis drug-resistance mutations. Sensors and Actuators B: Chemical, 460,
139901 (2026). https://doi.org/10.1016/j.snb.2026.139901

CTaTbe ONUCbIBAET MO/THOCTbLIO 3aKPbITYH TOHKOMIEHOUYHYO MUKPOPNIONOHYO
CUCTEeMY «OT ob6pa3La o pe3ynbTaTta» A9 reHOTUMUPOBAHUA NeKapPCTBEHHOM
ycTonumBocTmn Mycobacterium tuberculosis. ABTopbl MCXoOAT M3 TOro, YTo 6bICTpOE
onpeneneHmne yCTomumBocCcTU K pudaMnuULMHY BaXKHO AJ/19 CBOEBPEMEHHOI0 Bbi6opa
Tepanum, HO CcyLlecTByoLWMeE paboume NpoLecchbl HacTo MHOMOCTaAUMHbI U 3aBUCAT
oT o6opynoBaHua. NpennoXeHHaa cMcTteMa o6beanHAaeT XUMUYECKNM NN3UC,
OUYUNCTKY HYKJTEMHOBbIX KUCMOT 6€3 CMMPTOBOM 06PabOoTKU, MYJIbTUMNNEKCHYIO
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acummeTpuynyto NLUP n CRISPR-Casl2a-getekuuio, He 3aBucsLLyto oT PAM-
rnocriegoBaTenibHOCTU. 10 onMcaHuMIo CcTaTbK, NaTbGopMa aBTOMATUHECKU
BbIMONHAET 3KCTPAKLUMIO 33 18 MUHYT, aMmnnundmnkaumio 3a 45 MmHyT n CRISPR-
aHanus 3a 15 MUHYT, CyMMapHO 3a 78 MUHYT, c npeaenioM BbigsneHus 1 KOE/mn.
AcnMmmMeTpudHada NMUP reHepupyeT ogHouenodeyHyto [JHK, aktuBumpyrowtyto Casl2a
6e3 3aBUCUMOCTU OT PAM, a AByXCUIHaNbHOE CYUUTbIBaHME MO3BOASET onpeaenaTb
IS6110 1 ceMb KNMHUYECKU 3HAUYMMbIX MyTaumnm obnactm RRDR, Bkntovasa Q432K,
D435V, S441Q, H445D, H445L, H445R n S450L. KnnHunyeckaa npoBepka 28
06pa3L0B Aana pe3ynbTaThbl, COrnacylwmeca ¢ ceKkBeHnpoBaHMeM no CaHrepy.

KoMmnanum Cepheid n Oxford Nanopore paclLuMpsiioT napTHepcTBO nocne
yCrnelwHOoro 3aBeplueHus Nepsoro 3Tana corpyaHMyYecTsa

(Cepheid / PRNewswire)

Cepheid and Oxford Nanopore Expand Partnership Following Successful Phase One Collaboration.
PRNewswire. April 15, 2026.

Cepheid (koMmnaHua rpynnbl Danaher) n Oxford Nanopore Technologies o6basunu
O pacLUMpPEHNU MAPTHEPCTBA C LEeNblo pa3paboTkm paboyero npoLecca gis
6bICTPOM NAEHTUPUKAUUM BaKTepUanbHbIX M TPUBKOBbLIX MaToreHos. 1o
3aBepLUEHMU YCMEeLHOro NepBoro atTana CoTpyaAHUYecTBa, 0 KOTOPOM 6bI/10
06baBMeHO Ha KoHpepeHunmn ESCMID Global 2025, koMnaHuM nepexoaaT K
cnepyouen dase pas3paboTkuy, onMpadach Ha yXKe encTByoLlee 6eTa- pelweHune. B
paMKax HOBOIO 3Tarna O6HOBNEHHbIN pabounm npouecc obecneymTt
naeHTUPUKaL Mo NaToreHoB, MPOoPUINPOBaAHNE YCTOMUYMBOCTU K aHTUBMOTUKAM U
reHOMHble NpeacKasaHusa YyBCTBUTENTbHOCTU K aHTUBUOTMKAM A9 nccriegoBaHUM
cencuca n MHpeKuMm KpoBOoTOKa. PelieHne obbegunHaeT nnatdopmy GeneXpert®
oT Cepheid c TexHonormem cekBeHmpoBaHmna Oxford Nanopore. Pag
nccnepgoBartesnier B 0671aCT MHPEKUMOHHbIX 60M1e3Hen y)Xe uMeeT paHHUM 6eTa-
OOCTynN; K TpeTbeMy KBapTany 2026 roga paboumm npouecc 6yaeT OOCTyMNeH B
paMKax NporpaMMbl paHHero gocTyna gsasa BeayLlmx Bpaden-y4yéeHbix.
Jonrocpo4yHaqa uesnib KOMNaHMUM — co3gaTb KoMrnekcHoe IVD-peweHne ang
CNOXXHbIX MHPEKLMOHHbIX 3ab6oieBaHUMN, obecrnevmnBatoLlee 6onee ToUHble U
CBOEBpPEMEHHbIEe KNMHUYeCcKMe pelleHunda. NpoayKT npegHasHayveH ToNbKo andg
nccnenoBaTeibCKUX Lenen.

IV OTPACJIEBAH ITEHETUKA

21. CenbcKoe XO3IMCTBO U arpo6moTexHosIormm

(reHOTUNMpPOBaAHME CENMbCKOXO3AMCTBEHHbIX YXMBOTHbIX)

FeHOMHBbIE UCCNefoBaHMS CMELUEeHMS U pa3HOO6pa3ua nopoa KpynHoro
porartoro ckorta us Kepanbl

(Scientific Reports)

Khan, K.D., Yadav, A,, Sahana, V.N. et al. Genomic insights into the admixture and diversity of Kerala
crossbred cattle. Sci Rep (2026). https://doi.org/10.1038/s41598-026-47282-3

ABTOPbI UCClepgoBanivt F’EHOMHYIO CTPYKTYPY KepaslbCKOro KpOCC6peﬂ,HOFO
KPYMHOIo poratoro CKoTa, Takxxe NM3BeCtHOro Kak Sunandini, YTO6bl OLEHUTb
CcMellaHHOEe rnpouncxoxxaneHume, pa3H006pa3V|e M NpmnrogHoCTb nonyndaumnnm gnd
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reHOMHOW cenekunn. nga aHanusa Mcnosib30BasiCb AaHHbIE FEEHOTUMMPOBaHUSA 2
273 YKMUBOTHbIX C MPUMEHEHUNEM CPEeOHENNOTHOM NaHeNnn o AHOHYKTE€OTULAHbIX
MapkepoB 50K. PaboTa nokasasna BbICOKYIO reTepO3mnroTHOCTb, HU3KOE
HepaBHOBeCKeE Mo cuernieHUto N 3PPEKTUBHYIO UNCNEHHOCTb Nonynaumm 216, 4to
aBTOPbI PacCMaTPUBAIOT KaK 6/1aronpuaTHble MPU3HaKM Ang éyayLwmx nporpamMmm
reHOMHOro oT6opa. AHanNM3 y4acTKOB FOMO3UIOTHOCTU U CMELLUAHHOIo
NMPOUCXOXOEHUSA BbIABUM BKS1aL HECKOMbKUX Nopod;: NpuMepHO 37% reHeTUYeCKoro
MaTepuana CBA3aHO C rofILUTUHCKOM nopoaomn, 31% — ¢ 6ypon WBULLKON, 13% — C
oaKepcun 1 19% — ¢ MeCTHbIMU MHOUUCKUMU reHodOoHOaAMMN.

CRI Kazakhstan cTaHeT 4acTbioO MEXXAYHAPOAHOMU AMCKYCCUM NO
reHerTuke KPC B AnmMmarTbl

(DairyNews.today)

DairyNews.today. CRI Kazakhstan cTtaHeT 4acTbio MeXayHapoaHoOW guckyccum no reHetuke KPC B
Anmatbl. 07.04.2026.

DairyNews.today coo6Lmn, 4yto kKomnaHuma CRI Kazakhstan npumet yyacTtme B
MeXayHapoaHoM ceMuHape «['eHeTuka MonoyHoro KPC — opmeHTUp Ha
LleHTpanbHyto A3UtO», KOTOPbIN OO/MKEH NponTK 28-29 anpena 2026 roga B AnMarTbl.
B ny6numnkaumm roBopuTcs, YTo NporpaMmma MeponpuaTmus NoceBaLleHa
MEeXXOYHapOOHOMY OMbITy CefieKumMn, yrnpaBleHUo reHeTUYeCKMMUM nporpaMmmMamm,
BOCNPOU3BOACTBY U COBPEMEHHbBIM MHCTPYMEHTaM MOBbILLEHUA NMPOAYKTUBHOCTU
MonouHoro ctaga. CRI Kazakhstan npegcraBneHa Kak KoMnaHuU4, BHegpatoLlas
COBpPEMEHHbIE CEeNEKUMOHHbIE MoaXoabl, BKOYas reHOMHYIO OLEHKY, MporpamMmbl
yrnpaBneHua CTagoM U aHaNTUTUYECKME MHCTPYMEHTbI A1 MPUHATUS peLueHUN.
MaTepuan nogyepKmMBaeT 3HaYEHNE FTEHOMHOM OLLEHKU U paboTbl C AaHHbIMU AN4
OoT60pa XXUBOTHbIX, MOBbILLEHUA NPOAYKTUBHOCTU U YNpaBneHUa CeNeKLMUOHHbIM
npoLeccoM B MOJTOYHOM CKOTOBOACTBE.

Mcnonb3oBaHMue AaHHbIX POAOC/IOBHOM ANS onpeAesieHUus reHoTUNna
Nno3BONSIeT NPOBOAUTb 3KOHOMMUUYECKU 3P PeKTUBHOE NPOrHO3MpoBaHMUEe
reHoMa y Kpesetok Penaeus vannamei

(Scientific Reports)

Liu, M,, Fu, Q., Wang, P. et al. Pedigree-assisted genotype imputation enables cost-effective genomic
prediction in Penaeus vannamei. Sci Rep (2026). https://doi.org/10.1038/s41598-026-47716-y

NccnepoBaHMe NOCBALWLEHO CHUXXEHUIO CTOMMOCTU MTEHOMHOIO MPOrHO3MPOBaHUA Y
6enoHorom KpeBeTkM Penaeus vannamei 3a cHeT BOCCTAaHOB/IEHUA HEOOCTAOLLMX
reHOTUMOB C UCMOJIb30BaHUEM POOOCTOBHON. ABTOPbI OTMEUatoT, YTO MN/I0THOE
reHOTUMpPOBaHWME OCTaeTCs AOPOrMM ASI9 MacCOBOro NpMMeHeHMa B
CefleKUMOHHbIX MporpaMmMax akBaKybTypbl, MO3TOMY NMPOBEPUIMN CXEMY Nepexona
oT naHenu 1K K nnotHom naHenu 55K Yellow Sea Array No. 1. B pa6oTte
MCNob30Basiacb YeTbIPEXNOKONEHHAA poaOC/IOBHadA, BKtoYaBLaa 30
npapoautenen, 39 genosB n 6a6ok, 100 pogutenemn n 608 NOTOMKOB,
reHOTUNUMPOBAHHbIX Mo NaHenun 55K. ABTOpbl CpaBHUNW afifTOPUTMbl U CTPYKTYPbI
pedepeHCcCHOM nonynaumMm 1 nokasanu, uto Fimpute npesocxoaun Beagle. Mpwu
NCMOSIb30BaHUM TONTbKO poauTenbCcKom nHdopMaLmm TOYHOCTb cocTaBnana 0,73, a
po6asneHme 10% NONHOLEHHbIX CMH6COB NMoBbiwano ee go 0,84. Npu 20% cnbcos
TOYHOCTb BbIXxoawuna Ha nnaTto 0,87-0,90. PaboTa NoKa3bIiBaeT, KaK poaoC/IoBHasA U
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BbIGOPOYHO MNIOTHOE FreHOTUMKMPOBaHWE MOTYT yAeLeBUTb FTeHOMHYIO CefleKLUIo B
aKBaKy/bType.

BnusiHMe UCXOAHbDIX NOPOJA Ha TOYHOCTb ONpeAe/ieHUsl FreHOTUNOB Y
KPYNHOro poraroro cKkora nopoabl KaHuum

(Journal of Applied Genetics)

Teixeira, R., Henrique Genuino, M.V,, Fernandes de Oliveira Bessa, A. et al. Effect of founder breeds on
genotype imputation accuracy in Canchim cattle. Journal of Applied Genetics (2026).
https://doi.org/10.1007/s13353-026-01060-z

ABTOpPbI OLLEHUSTN, KaK BKJTIOYEHME NOPOa-OCHOBAaTEIen BIMAET Ha TOYHOCTb
BOCCTAaHOBNEHMNA FTEHOTUMOB Y KOMMO3UTHOM MACHOM nopofbl Canchim,
nony4yeHHom Ha ocHoBe Nelore 1 Charolais. Llenb paboTbl cOCTOAM1a B TOM, YTO6bI
MOHATb, yy4LUaET 1M MHOro-nopoaHasa pedepeHcHas nonynsauma nuMnyTaumio npu
nepexone oT cpegHenNoTHOM NaHenu K BbICOKOMIOTHbIM AaHHbIM. B uccnegoBaHue
BoLM 804 »XMBOTHbIX Nelore, 897 Charolais 1 392 Canchim, reHOTUNMpPOBaHHbIe
BbICOKOMMOTHbIMU NaHensiMu ¢ 777 962 ogHOHYKeoTUOHbIMU MapKepaMMu.
FreHoTMnbl Canchim MCKYCCTBEHHO MAaCKUPOBANMUCh A0 CpeaHEen/IOTHOM NaHenu 13
54 609 MapKepoB, Nocne 4yero TeCTUMpoBasmUChb 14 cueHapmeB BOCCTAaHOBNEHUS.
Noka3saTenu TOYHOCTU BapbUpoBanu oT 66,52% o 97,39% no gone npaBunbHO
BOCCTAHOBNEHHbIX reHoTUNoB 1 oT 0,6352 oo 0,9780 no R2. Hauny4dwmnm pesynbTaTt
pana pedepeHcHaa nonynauma, o6vegmHatowaa Nelore, Charolais u Canchim.
My6nnKaumnsa NoKasbIBaET, UTO y4eT Mopo- OCHOBATENEN MOXET MOBbICUTb
TOYHOCTb UMMYyTaUMN U caenaTb FrEHOTUMUPOBAHUNE KOMMO3UTHbIX MSICHbIX
nonynaumm 6onee apPeKTUBHDLIM.

onTMM3aUMa NPEeUMMN/IaHTALMOHHOIO reHOMHOIro nNnpoPuUNIMpoBaHua
cnocch'rBye'r reHOMHOM cenekumum Y KPYNHOro poratToro CKora

(Cells)

Yan S, Yan S, Cheng Y, et al. Optimization of Preimplantation Genome Profiling Supports Genomic
Selection in Cattle. Cells 2026, 15, 705. https://doi.org/10.3390/cells15080705

CTaTbda NocBsaLWEeHa ONTUMU3ALMUN FEHOMHOIO NPOoPUNMNPOBaHNA SM6PUOHOB
KPYMHOro poraTtoro cKoTta gnd nogaep>xKm aMOproHaribHOM NFEEHOMHOM CeNeKUUn.
ABTOpPbI MICXOOAT M3 TOrO, YTO OTOOP SMOBPUOHOB A0 UMMJTAHTALMN MOXKET YCKOPUTb
ceNeKUMOHHbIN Nporpecc, HO paboTa C HECKONMbKUMU KNeTKaMu TpebyeT
HagexHoro ycuneHuna AHK 1 TodHoro reHotunmpoBaHuda. B uccnegosaHum
CpaBHMBANIUCb MeToAbl NOTHOreHoMHoM aMmnnndukaunm MDA n MALBAC, a Takxke
CTpaTerMm reHOTUNMpPOBaHUSA: OOHOHYKNEOTUAHbIE MaHeNu, TapreTHoe
cekBeHUpoBaHue no GBTS n nofiTHoreHoMHoe cekBeHMpoBaHUe. Mcrosb3oBanucb
o6pa3ubl 6blYbMX SMOPUNOHOB U3 3, 6 N 9 KNeToK. MDA nokasan 6onee BbICOKOE
MOKpPbITUE M COrnacoBaHHOCTb reHoTUNoB No MALBAC, a GBTS ob6ecneumBan
BbICOKYIO O/110 YCMELHO ornpeaesieHHbIX MapKepoB. ABTOPbl OTMEYaloT, UTo
coyeTaHne MDA, Ha4yMHaga KaKk MMHUMYM C WecTu KneTok, ¢ GBTS nnn
OOHOHYKEOTUOHbIMU NAaHENAMU MOXKET OaTb NPaKTUYEeCKMU BanaHc Mexay

3P PEKTUBHOCTLIO U TOYHOCTbIO.
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TOYHOCTb U CMeLUeHUe NreHOMHOro crrGopa C MCNOoJib30BaHUEM
MMNyTUPOBaHHbLIX reHOTUINOB NO NpU3HaKaM pocCcTa, Gnarononyqun M
I'IPHCI'IOCOGJ'IEHHOCTH B ABYX JIMHUAX NMEKMUHCKUX YTOK

(BMC Genomics)

Matika, O., Tarsani, E., McIntosh, K. et al. Genomic selection accuracy and bias using imputed
genotypes on growth, welfare and fitness traits in two Pekin duck lines. BMC Genomics (2026).
https://doi.org/10.1186/s12864-026-12855-z

My6nukauna BMC Genomics paccMaTpuBaeT FeHOMHYIO CeNeKumio y ABYX TMHUN
MEKMHCKMX YTOK C UCMONIb30BaHNEM BOCCTAaHOB/IEHHbIX FreHOTUMNMOoB. OCHOBHOE
BHUMaHUE yaeneHo TOMY, KaK UMNyTaumna reHOTUMNoOB BIUAET HA TOYHOCTb U
CMeLlleHUe FreHOMHbIX OLLeHOK MO NpUM3HaKaM pocTa, 61aronony4vvs u
MPUCNOCOBIEHHOCTU. ABTOPbI CBA3bIBAIOT 3a4a4y C NPaKTUYECKOWM ceneKumen
NTUUbI, rAe MHOIMMEe NPpU3HaKN MMEIOT Pa3Hyo HacegyeMocCTb, a NpaMoe
BbICOKOM/IOTHOE NFEHOTUMUNPOBAHUNE BCEX YXMBOTHbIX MOXET 6bITb SKOHOMUYECKMU
orpaHu4yeHo. B paboTe oueHMBaNINCb reHOMHbIE MeTOoAbl MPOrHO3MPOBaHUA,
Bkntoyaa GBLUP, 1 cpaBHMBanNUCb pe3ynbTaTbl 4719 Pa3HbIX rpyrnn Nnpu3HaKoBs.
CornacHo BbIBOAaM CTaTbW, UCMNOMb30BaHME NFEEHOMHOU MHPOPMaLUUU MOXKET
MOBbILWATb TOYHOCTb MPOrHO3a N YMEHbLLUATb CMeLeHMNe, OCO6eHHO A9 NPpU3HaKoB
C HU3KOM HacnenyeMocCTblo, rae TpaguLMoHHbIE MeToaObl OT6OpPa MeHee
3dPeKTMBHDbI. MaTepuan BKIIIOYEH B JAaWUOXECT KaK NpuMep npmMMeHeHusa
reHOTUMNPOBaHUSA N BOCCTAaHOBNEHUSA FEHOTUNOB B NTULEeBoACTBE. EFO OCHOBHOM
CMbIC/1 COCTOUT HE B ONMMUCAHUM HOBOM MOpOoabl NN NMPOU3BOACTBEHHOIO
rnokasaTtens, a B NpoBepKe TOro, HAaCKONbKO NreHOMHbIE OaHHble yy4LiatoT
CeIeKUMOHHYIO OLLEHKY YTOK.

YnyJdyweHue reHoMHOro nporHo3mMpoBaHM A KJIOUYEBbIX NPOAYKTUBHbIX
NMPU3HAaKOB Yy Kyp C NTOMOLLbLIO Y/IbTPa3BYyKOBOIrro q)eHOTHI'IHpOBaHHﬂ [ ]
CPpaBHMTENIbHONO aHaIM3a HeCKOJIbKMX Moaenem

(Journal of Animal Science and Biotechnology)

Zhu, R,, Jiang, Y., Xiong, W. et al. Enhancing genomic prediction for key production traits in chickens
through ultrasound phenotyping and multi-model comparative analysis. J Animal Sci Biotechnol 17,
78 (2026). https://doi.org/10.1186/s40104-026-01384-0

ABTOpPbI CccnegoBanu, Kak codeTaHne HEMHBA3MBHOIMO eHOTUNMPOBAHMA U
reHOMHOW CceNieKUNM MOXKET YyULLUMTb MPOrHO3npoBaHME NPON3BOACTBEHHbIX
npr3HaKoB y Kyp nopoabl Wenchang. Pa6oTa cocpenoTodeHa Ha NpuU3HaKax pocTa
TYLLU U XKUNPOOTIIOXKEHMS, BKITIOUAA TONLWMHY a6OOMUHANbHOIO XXMUpPa, KOTOPYIO
O6bIYHO oLeHMBatOT Nocne y6o4q. [1na nonyydyeHUa MacluTabrpyemMmoro ¢peHoTuna
MCNO/1b30BasfIOCh MPOAOONbHOE YNbTPa3ByKOBOE UaMepeHue, a 3 737 Kyp 6binu
reHOTUMUPOBaHbI C NOMoLLbI NaHenu «Jingxin No.1» 55K ogHOHYKNeOoTUOHbIX
MapKepoB. 3aTeM aBTOPbl CPABHUSIN HECKO/IbKO Moaefie reHOMHOIro
nporHosmpoBaHua. BaseweHHbI GBLUP n GBLUP ¢ oT6opoOM MapKepoB Ha OCHOBe
HepaBHOBECUSA MO CLLEMSIEHUIO U MOSTHOMEHOMHbIX OAHHbIX AaBanu ynyJlleHue
TOYHOCTU Ha 5,25% n 6,58-15,30%. ANropmnTMbl MaLLMHHOIO OBy4YeHMqa, BK/tO4Yada
a0epHYIo rpebHEBYIO perpeccuto M MeTom ONOPHbIX BEKTOPOB, TAaKXXe MOBbILLANMU
TOYHOCTb NPOrHo3a. lccnegoBaHMe NoKa3blBaeT, YTO 06beguUHeHMe
YNbTPa3BYKOBOIro ¢peHOTUNMpPOBaHMA, FEHOTUMNPOBAHUA U MoaeNlen F’EHOMHOIo
NPOrHO3a MOXeT noaaepXatb 6o5iee TOYHbIM OT60P B NTULLEBOACTBE.
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MoBbilUeHME TOYHOCTU N'EHOMHOIO NPOrHO3MpPoBaHMUSA CJIOXHbIX
NMpM3HaKoOB NyTeéM MHTerpaumm 6onbLIOro o6bvemMa uHdopmMaumm o
¢YHKI.IHOHaJ'IbHOﬁ aAHHOTaL MM

(Nature Communications)

Tang, Z.,, Xiong, X., Zhang, H. et al. Improving genomic prediction accuracy of complex traits by
integrating massive types of functional annotation information. Nat Commun (2026).
https://doi.org/10.1038/s41467- 026-72470-0

CtaTtba npepcrasnaet metog IFAM ang noeblleHUa TOYHOCTU FEHOMHOIo
MPOrHO3MPOBAHMA CMOXHbIX MPMU3HAKOB 3a CYET BK/OYEHUA 60MbLLIONO YK1ca
TMNoB GYHKLMOHANbHOM aHHOTaLUN. ABTOPbI PaCcLUUPSIOT TIMHENHYIO CMELLUAHHYIO
MofaeNlb HECKOMbKUMMU CllydanHbIMU adPeKTaMm, YTOO6bl YHUTbIBATb pPa3Hble
dYHKUMOHANbHbIE K/TaCcCbl BAPUAHTOB, U NPOBEPSAIOT MOAX0A He TO/bKO Ha
yesiloBe4YeCKMX 1 pUCOBbIX OAHHbIX, HO M HA CETbCKOXO3ANCTBEHHbIX YXMBOTHbIX. 114
CBUHEN MCMNOMb30BaSINCh OaHHbIe OIOPOKOB U MOPKLLUMPOB. B Habope aopoKoB
6b1n1n 2 797 XpakoB u 6onee 11 MNH OQHOHYKNEOTUAHbIX MAapKEePOB, MOJTYYEHHbIX C
MOMOLLbIO HU3KOMOKPbITUMHOIO MOSTHOFrEHOMHOIO CEKBEHUPOBAHUS, a
aHanusnpyemble NMPMU3HaKKM BKIOYANU TONMWUHY WNUKA, FNYOUHY MblLLbl U
nokasaTenum MACHOCTU. Habop NMopKLLMpPOB BKAo4Yan 16 783 CBUHbU U LLIECTb
MpPOn3BOACTBEHHbIX MPU3HaKoB. B cpaBHeHUK ¢ GBLUP IFAM noBblwan TO4HOCTb
MPOrHO3a, BK/o4Yaa MpUpPOCT O OIPOKOB M MOPKLLUPOB.

FeHeTHMKa KaK CTaTbfl C€6ecCTOMMOCTH
(CO 2kcnepT)

MaTtepuan «C[ OkcnepT» paccMaTpmBaEeT reHETUKY B CBUHOBOACTBE KaK
MHCTPYMEHT yrnpaBneHna ceb6eCcTOMMOCTbIO U MPOU3BOACTBEHHbIM pe3yfibTaToM. B
ny6nmKaumum roBopuTCS, YTO B YCITOBUAX KPYMHOIO MPOMBbILLIEHHOMO MPOou3BOACTBA
DaXXe HebonblUuMe yNyydlleHUa KOHBEPCUM KOPMaA, COXPAaHHOCTU, CKOPOCTM POCTa
UM BbIXOO4a MACA 3aMETHO B/IUAIOT HA SKOHOMMUKY NpeanpmaTtma. OTaeNbHbIN
pa3gen NocBsaWeH reHOMHOM ceneKunmn, XXKMBOTHOE MOXXHO OLLEHMUBATb HE TONbKO
MO NPOUCXOXKAEHUIO N EHOTUMY, HO N MO FEHOTUMY, CONOCTaBNAA €ro C
pedepeHCHOM Nonynaunemn, oaa KOTOpoU yXKe HaKoMSIeHbl F’EHOMHbIE U
NPOu3BOACTBEHHbIE AaHHbIE. B pOCCUNCKOM NpaKTUKe, NO ONMUCaAHUIO MaTepmana,
reHOTUNMUPOBAHUE U KNaccnyeckaa peHoTUNnYecKaa oLeHKa MoryT
MCMNONIb30BaTbCA KaK OCHOBa CENEKLUMOHHOro aapa. B TeKCTe Tak)Ke OTMeUYeHo, UTo
3PPEKTUBHOCTb TAaKUX MOAXOA0B 3aBUCUT OT MHPPACTPYKTYPbl OAHHDbIX,
HaKoMeHUA NPOM3BOACTBEHHbIX MOKa3aTeNnem U CUCTEMHOM aHANTUTUKMN.

DOYyHKUMOHANBbHbLIA BAPMaHT B NPOMOTOpPE CBMHOro reHa APOA2
M3MEHSIeT 3KCNnpeccuio reHoB B nNeueHu uepes RORa

(Scientific Reports)

Liu, J., Hernandez-Banqué, C., Gonzdlez-Rodriguez, O. et al. A functional variant in the porcine APOA2
promoter alters hepatic gene expression via RORa. Sci Rep (2026). https://doi.org/10.1038/s41598-026-
50105-0

ABTOpbl nccnepoBanu reH APOA2 KaK KaHOUOATHbIW MreH, CBA3aHHbIX C MPU3HaKaMm
YXNUPOBOIro o6MeHa M KayecTBa CBMHUHbI. B paboTe ncrnonb3oBanmch 441 CBUHbSA U3
Tpex BO3BPATHbIX CKPeLLMBaHUM, UTO6bI BbIABUTb MPOMOTOPHbIE MONMMOPDU3MbI U
OLUEHUTb UX CBA3b C AKCNpeccuen reHa. bbino HamgeHo YeTblpe BapMaHTa B
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npomMoTopHoMn ob6nactn APOA2, a NOSTHOFEHOMHbIM aCCOLMATUBHbBIN aHaNM3 yKasan
Ha rs339777757 Kak Hanbonee 3Ha4MMbIM BapUaHT, CBA3aHHbIM C 3KCNpeccuen
APOAZ2 B neyveHW. Bronornyeckaa nMHTepnpeTaumnsa nokasana, Yto 3ToT BapUaHT
pacronoeH B npegnosiaraeMoM camTe CBA3bIBaHUA TPAHCKPUMNUMOHHOIO pakTopa
RORQ. 9KcnepmMMeHTbI € NroundepasHbiM pernopTepoM NMokasanu, 4to C-annenb
obecneymBaeT 60s1e€ BbICOKYIO MPOMOTOPHYO aKTUBHOCTb, YeM T-annenb. ABTOpPbI
AenatoT BbIBOA, UTO rs339777757 asnaetca GyHKUMOHANbHbIM perynaTopHbIM
BapMaHTOM, CMOCOBHbIM M3MeHATb aKcnpeccuto APOA2 B neyeHu Yepes RORa.

BbifiBIieHME M OLleHKa Bapuauuﬁ YyuMcJia KONMM C UCNOJIb30BaAaHUEM KaK
CeKBeHMpPOBaHMA CBA3aHHbIX nphoeHuﬁ, TaK M CEeKBEHMPpPOBaHMA
KOPOTKMX I'IpO'-lTeI-IHﬁ Yy HOBO3éeJ/IlaHACKMX MOJIOYHbIX KOpPOB

(bioRxiv)

Yu Wang, Tony Nugroho, Thomas JJ. Johnson, Christine Couldrey, Bevin L. Harris. bioRxiv
2026.04.20.718595; doi: https://doi.org/10.64898/2026.04.20.718595

feHeTU4YecKMe nccnegoBaHMa B nocriegHue rogbl 3HAYUTENbHO NPOABUHYUCH B
BbIAB/IEHUWN OQHOHYKNEOTUAHbIX MONMMOPPU3MOB, CBA3AHHbIX CO 30POBbEM U
NMPOAYKTUBHbIMU NPU3HAKAMU KPYMHOIO POraToro CKoTa, HO 6oiee CrioXKHble
dopMbl Bapmaumnm, BKOYaa BapmaLunm YMcna Konmm mn gpyrme CTpyKTypHble
BapWaHTbl, NO-MNpeXHeMy TPpyOHO O6Hapy>XMBaTb M NpoBepATb. B paboTe permoHbl
CTPYKTYPHbIX BAPUNAHTOB BbIABNASANN Yy 37 HOBO3eTaHACKUNX MOJTOYHbIX KOPOB C
AaHHbIMU linked-read cekBeHMpPOBaHUSA. [1N19 NPOBEPKUN BapMaAHTOB Ha
nonynaunMoHHOM YPOBHE UCMOSIb30BasIM OCHOBAHHYIO Ha nepepayve cxemy. C
nomowbto LongRanger, cnenya pekoMeHgaumam 10x Genomics, aBTopbl
OBGHaPYXXMNK 62 438 nNpennosiaraeMbiX ayTOCOMHbIX PEMMOHOB CTPYKTYPHbIX
BapUWaHTOB. 3aTEM COCTOAHUS YMCNa KOMUW OJ19 STUX PEMMOHOB OLEHUTU METOOO0M
reHOTUNMPOBaAHUSA Mo rny6unHe yTeHM ¢ CNVpytor B penpeseHTaTUBHOM KoropTte
M3 2 306 XXMBOTHbIX, CEKBEHUPOBAHHbIX KOPOTKUMU UTeHUaMM lllumina.
MeHOeneBcKoe HacnegoBaHMeE COCTOAHMM YMUCa KOMUIM OLLeHUBANU TIMHEUHbBbIMU
CMeLlaHHbIMU MOOENSIMU C YYETOM POOOCIOBHOM. YPOBHU Nepenayvym CUNbHO
pasnunyanucob, cpegHee 3HadveHuMe coctasuno 0,5162. Bcero 7 218 permoHosB
MoKasanu BbICOKUN ypoBeHb Nepepaymn Boiwe 0,9; 7 136 N3 HUX NnepeceKasnncb ¢
ny6nmnyHbiMmn Habopamu, a 82 6bININ paHee HEONMMUCAHHbIMMW.

V PbIHOK. PEINYJIMPOBAHWE

22. PbIHOK reHeTUMYECKMX uccneaoBaHuUM

(IPO, dnHaHcUpoBaHUE, 06bEM pPbIHKA, CTOMMOCTb UCCeaoBaHUN, MapTHEPCTRA,

TnNUeH3npoBaHMe, reHeTUYEeCKMM OTUET Mo pe3ynbTtaTaM NMOJIHOreHOMHOro
CeKBEeHMPOBaHWM4, NponcxoxxaeHme, ponoc/ioBHad, iIMdHad reHeTn4eCcKad VICTOpVIFl)
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KoMmnanusa GenEmbryomics u KoMnaHms, 3aHMMaoWMecs reHOMHbIM
nporHosvpoBaHueM, 3anyckawT XGEN PGT-X™, CekBeHMpOBaHUe
reHoMa sM6puoHa 3a 499 ponnapos CLUA

(GlobeNewswire)

GenEmbryomics. GenEmbryomics and Genomic Prediction Launch XGEN PGT-X™. 30 Apr 2026.

GenEmbryomics Limited n Genomic Prediction o6basunun o 3anycke XGEN PGT-X
Ha 23-1 MeXxxayHapoaHOM KOHpepPEHLMN NO MPEUMIMIAHTALMOHHOW FrEHETUKE
PGDIS 2026 B LLlaHxae. B coobuweHunn NpoayKT onmcaH Kak NnepBbi KIMHUYECKNA
TEeCT CEKBEHNPOBaHUA reHoMa aMbpunoHa ana KO no ueHe meHee 500 gonnapos
CLUA 3a asM6pMOoH. KOoMNaHnM nog4ye pKMUBAIOT, YTO paHee NoSIHOreHOMHOe
TeCTUPOBaHME SMOBPUOHOB NPUMEHSANIOCH MPENMYLLIECTBEHHO B C/TOXHbIX
reHeTUYeCKMX cny4asax u cneumanmnsmnmpoBaHHbIX cueHapusax MIT-M, MOCKONbKy
CTOWJIO ThICAYM OO0NNAPOB 3a 3IM6pPUOH. XGEN PGT-X gomkeH o6beanHAaTb OLEHKY
ymcria XpPOMOCOM C aHann3oM 6onee 3 200 reHOB, CBA3aHHbIX C 3a60/1€BaHUAMMU,
BK1tOYaA HacneacTBEHHbIE COCTOSAHMA, MyTaumnm de Novo U AaHHble,
NoaroToBfIEHHbIE O/19 MOIUMIEHHOIo TECTUPOBAHUA SMOPMOHOB. BakHoe
orpaHuMyeHme Tak>Ke ykasaHo B penmse: XGEN PGT-X aBnseTca AOoNoNHUTENTbHOMN
nabopaTopHO pa3paboTaHHOM yCyrom n He ogobpeH FDA 1 He nMeeT MapKUPOBKU
CE kak gmarHoctuyeckoe mnsgenme in vitro.

KoMmnanusa Regeneron corpyaHuyaeT ¢ TriNetX ana nonyyeHms gocryna
K 06€3/IM4YEeHHbIM 3JIeKTPOHHbIM MEAULIMHCKMUM KapTaM 300 MUI/IMOHOB
MaLMEHTOB C LleJibi0 CTUMYJIMPOBaAHUS UCCIIeA0BaHUM U Pa3paboTKm
NPOAYKTOB B 06/1aCTU MEAMKO-6MONIOrM4YeCKMX HayK U uM@dppoBbIX
MEeAMLIMHCKMX PeLUCHUM

(Regeneron Pharmaceuticals)

Regeneron Pharmaceuticals. Regeneron Collaborates with TriNetX to Access De-ldentified
Electronic Health Records of 300 Million Patients to Drive Research and Product Development in Life
Sciences and Digital Health Solutions. 02 Apr 2026.

Regeneron o6baBunia o cotTpyaHundecTse ¢ TriNetX, KoTopoe gaeT KoMnaHum
NULEH3UPOBAHHbIN OOCTYMN K 06€31TMYEHHBbIM U aHOHUMU3UPOBAHHbLIM
MeOUNLMHCKUM OaHHbIM NpuMepHOo 300 MUINMOHOB NauMeHTOB, BKto4aa 170
MunnmoHoB B CLLUA. B coobueHnm rosoputcq, uto TriNetX npenoctaBuT OOCTYM K
TEKYLUMM M ByayLInM OaHHbIM U3 rNo6anibHOM CETU NAPTHEPCKUX CUCTEM
34paBooxpaHeHus. Regeneron NiaHUpyeT UCMNOJSIb30BaTb 3TU aHHble angd
pacmMpeHmns cCO6CTBEHHOM 6a3bl, CBA3bIBAOLLEN MTEHOMHbIE M MPOTEOMHbIE AaHHbIe
C 2J/IeKTPOHHbIMU MeOUNLIMHCKUMU KapTaMun. KOMMaHUAa oTAEeNbHO YKa3bIBaET, UTO
YyacTb 06e31MYeHHbIX OaHHbIX TriNetX Mo)keT conocTaBNATbCA C FEHOMHbIMU U
NPOTEeOMHbIMU OaHHbIMU, CO30aHHbIMKM Regeneron Genetics Center, ¢
NPUMEHEHUNEM METOA0B COXPaHEHMSA NPUBATHOCTU N B COOTBETCTBUA C
NMPUMEHUMbIMUM 3aKOHAaMM O 3aLumTe gaHHbIX, BKNtodasa HIPAA n GDPR.
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KomMmnanus lllumina u LleHTp uccneaosaHMi B o61acTm 6MoMeAMLMHDI,
OCHOBaHHbIX Ha AaHHbIX, NPEeAOCTaBNAIOT FEHOMHbIEC AaHHbIEC U
MacwTabupyeMoe nporpaMMHoe o6ecneyeHMe Anga 6o0pb6bl C AETCKUM
pPaKkoM M peaKMMHM 3a60/1eBaHUIMM

(HNumina)

llumina. lllumina and the Center for Data-Driven Discovery in Biomedicine bring
genomic data and scalable software to the fight against pediatric cancer and rare
disease. lllumina n Center for Data-Driven Discovery in Biomedicine o6baBunu o
napTHepCcTBe NO JaHHbIM ANF MPOABMKXEHUSA UCCNefoBaHNM OETCKOro paka u
penkunx 3aboneBaHMn. B coobLueHnn roBopmTce, YTO Yepes obaydHble naathopmbl
OAHHbIX MUPOBOE UCCNeNOoBaTEIbCKOE COOBLLECTBO CMOXET 06beaMHATb U
aHanNM3MpoBaTb NegMaTpuyeckme gaHHble B e4UHOM MacluTabupyemMom cpeae,
noanep>XmMBatoLLEN aHANM3 Pa3HbIX KOFOPT B peasibHOM BPEMEHU U YCKOPAIOLLEN
rnepexop pe3y/fibTaToB K KIIMHMYECKOM MoMOoLLW. MaTepuan genaeTt akUeHT He Ha
OTOE/bHOM TecTe Unu nNnpmbope, a Ha UHPPACTPYKTYpPE PbiIHKA FTEHOMHbIX
nccrnegoBaHUN: cCOYeTaHUM CEKBEHUPOBAHMSA, 06/1a4HOIro XpaHeHMS, MPOrpaMMHOro
obecneyeHMa U gocTyna K MccnenoBaTeNibCKMM gaHHbIM. [TapTHEPCTBO
MOKa3bIBaeT, YTO KOMMepYEeCKME NOCTaBLLMKUN CEKBEHMPOBAHMSA MPOLOIXKAOT
pa3BMBaTb HE TOJIbKO 1abopaToOpPHbIE TEXHOMOMUK, HO 1 NNATPOPMEHHbIE peLleHns
0N paboTbl C KMMHUYECKM 3HAUYMMbIMU MacCMBaMM OaHHDbIX.

PacBio 1 Lucid Genomics 06baBNSIOT 0 COTPYAHUYECTBE B 06/1aCcTHn
o6ecneyeHuss COBMECTMMOCTHU AJi Pa3BUTUA TPETUUYHOIO aHaIN3a NpM
CeKBEeHMPOBaHUM AJIMHHbIX MPOUTEHUMN

(PacBio)

PacBio. PacBio and Lucid Genomics Announce Compatibility Collaboration to Advance Tertiary
Analysis for Long-Read Sequencing.

PacBio n Lucid Genomics 06baBunu, Yto Lucid Genomics npucoegmHunach K
nporpamMmme PacBio Compatible kak peweHne ona TpeTUYHOro aHanmsa gaHHbIX,
MONyYeHHbIX Ha ANMMHHOYTEHHbIX NNaTdopMax PacBio. B coobLeHUN TPeTUYHbIN
aHanM3 ornmcaH Kak aTan paboyero npoLecca CeKBeHUPOBaHUSA, Ha KOTOPOM
06paboTaHHble FEHOMHbIE JaHHble NepeBoaAaATCa B GUONTOrM4YecKme m
NoTEeHLUMANbHO KNIMHMUYECKUM 3HaAUYUMble BbiBOAbl. MHTerpaumnsa go/HkHa No3BONUTb
nccnenoBaTesIbCKUM U KITMHUYECKUM NabopaTopusaM MCMob30BaTh NnatpopMy
Lucid Genomics onga BblpaBHMBaHUSA, pa3npoBaHUS, aHHOTaAL MM BapUaHTOB,
aHann3a MeTUIMPOBaHUS, BU3yanm3aumm n KNIMHNYECKOM MHTepNpeTaumMm OaHHbIX
HiFi. PacBio nogyepKnBaeT, UTO COBMEeCTUMbIe NapTHEPCKME peLleHnsa NoMoratoT
3aKa34yMKaM peanmns3oBaTb LLEHHOCTb CEKBEHMPOBAHMSA Ha BCEM MyTK OT Npubopa oo
oTyeTa.
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KoMmnanusa TriNetX pacuumpsieT CBOM BO3MOXHOCTM NO 06beANHEHMIO
reHOMHbIX AaHHbIX B paMKaX CBOE€M rno6asibHoM ceT NOCTaBLUMKOB
yCNnyr 3a cYeT NpMoGpeTeHMUS KJIIOUEBbIX aKTUBOB KOMNaHum Zetta
Genomics

(TriNetX / PRNewswire)

TriNetX Enhances its Ability to Federate Genomics Data Across its Global Network of Providers
through the Acquisition of Key Assets of Zetta Genomics. PRNewswire. April 7, 2026.

TriNetX — BeoyLaa MmpoBasa ceTb deaepmpoBaHHbIX 4aHHbIX 34PAaBOOXPaHEHNA —
06bABMNA O NPUNOBPETEHUM KNIOYEBbIX aKTMBOB Zetta Genomics, KOMNaHUK B
o06nacT MegULUMNHCKNX TEXHONOIrnMmM ns Kembpuaoxka (BennkobputaHmda) mn
genvcTeyowero napTtHépa TriNetX. NMpunobpeTeHme paclimpseT BO3MOXXHOCTHU
TriNetX B ynpaBneHUmM reHoOMHbIMU OAaHHbIMU U aHANUTUKeE, obecneymnBas
denepupoBaHHbIM CO60P MYSIBTUOMUYECKMX OaHHbIX. KNtoueBbIM aKTUBOM COENKMU
apnsaetca nnatdopma XetaBase, MynbTUoMUYeckasa nnatopma cb6opa M aHaNUTUKMK,
pa3paboTaHHasa Ana reHOMHOro aHanmsa B MacwTabax nonynaumn. Nnatpopma
pa3paboTaHa Cc NpMMeHeHMeM onbiTa NpoekTa «100 000 reHOMOB» KOMMNAaHUU
Genomics England 1 cnoco6bHa nHOeKCMpoBaTb M 3anpawmnBaTb COTHU TbiCAY
MOMHbIX FEHOMOB U MUMNMapPObl FEHETUYECKMX BAaPUAHTOB B CYUUTaHHbIE CEKYHAODbI.
CoTpyoHMYeCcTBO OABYX KOMMaHMM Ha4vanocb B 2024 roay B paMKax NporpamMmbl
reHOMHbIX OaHHbIX TriNetX; coBMecTHaa TexHn4yeckaa paboTa noareepannia
BO3MOXHOCTb 6e30MacHbiX deaeprpoBaHHbIX 3aMpPOCOB MO FTEHOMHbLIM U
deHOTUNNYECKMM OaHHbIM C BbICOKOM aHAaNUTUYECKOM OOCTOBEPHOCTbIO.

KoMmnanusa 10x Genomics npeacraBnsieT Atera — HoBylo nnatdopmy,
KOTOpasi USMEHMUT nNoaxon K USMEepPeHMIO U NOHMMaHMIO 6MOoNorMYecKmMxX
npoLueccos

(10x Genomics / PRNewswire)

10x Genomics Introduces Atera, a New Platform to Redefine How Biology is Measured and
Understood. PRNewswire. April 18, 2026.

18 anpena 2026 roga 10x Genomics (Nasdaq: TXG) o6baBumnia o 3anycke Atera —
HoBOM MlaTdopMbl in situ NpocTpaHCTBEHHOM BUONOrMK, obecrneymBalroLLEN aHaNM3
BCEro TPaHCKPMMNTOMA B HATUBHOM TKAaHEBOM KOHTEKCTE C OQHOK/IE€TOUYHOM
UyBCTBUTENBbHOCTbIO N BecnpeueneHTHbIM MacwTaboM. MNnatdopma 6bina
npeacTaBneHa Ha exxerogHoM cobpaHmnm AACR 2026 B CaH-[uero ¢ paHHUMU
OaHHbIMU OT BeOyLUMX NCCNeaoBaTeIbCKUX yUpPeXXaeHMNn, BKto4vaa nabopaTtopuio
Kapna OyxkyHa (MeHCunbBaHCKUIMN YHUBEPCUTET) M HEMELLKMIM OHKOMNOrM4ecKmnm
nccnepgoBatenbckmm LeHTp (DKFZ). CtouMocTb Npubopa coctaBuT 495 000
OO0NNAPOB NPU pacxogax Ha peareHTbl okono 2 200 gonnapoB 3a o6paseL, oTrpy3Ka
3anslaHMpoBaHa Ha BTopyto NonoBuHY 2026 roga. Macrogen un eé goyepHas
KoMMaHMa Psomagen ctanu nepBbiM rnobanbHbiM CRO-npoBanaepoMm, NpUHSBLLUM
Ha cebsa 064a3aTeNbCTBO MO PA3BEPTbIBAHMIO HECKOMbKUX NpubopoB Atera. [1n4
noanep>XKm KpynHoMacLUTabHbIX gaTaceToB 3anylleHa o6nayHaa aHanmMTuyeckas
nnatopmMa u cepBuc Catalyst Research Services — gna oTnpaBKM 06pa3LOB Ha
aHanu3 6e3 Heo6xoaAMMOCTU COBCTBEHHOM MHPPACTPYKTYPbI.
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Komnanum Genezen u ®oHp WWapnoTtbl M 'BUMHeT Npen no 6opb6e ¢
6one3Hbl0O BaTTeHa 06bABNAIOT O NAaPpTHEPCTBE B 06/1aCTU NPOU3BOACTBA
ANA KNIMHUYECKMUX UCNbITAaHUMU reHHoM Tepanumu CLNG6

(Genezen / PRNewswire)

Genezen and The Charlotte & Gwenyth Gray Foundation to Cure Batten Disease Announce
Manufacturing Partnership for CLN6 Gene Therapy Clinical Trial. PRNewswire. April 28, 2026.

28 anpenga 2026 ropa Genezen — CDMO B o6nactu reHoTtepanmm — n GoHpg,
LapnoTTbl  F'BeHUT Mpen ana nedyeHmna 6onesHun batreHa o6bIBUIN O
NPOU3BOACTBEHHOM MAPTHEPCTBE C Lenblo NpoaBmKeHna reHoTepanum CLNG B
KIMUHMYecKoe ucnbiTaHmne dasbl 1/2. Llenb coTpyaHMUYECTBa, yCKOPUTb pa3paboTKy
noTeHuManbHoro nedveHma 6onesHmn CLNG batTeHa, pegkoro
HenpogereHepaTMBHOIO PaccTpomcTBa 6€3 ogobpeHHbIX Tepanun. Genezen
NCMOSib3yeT CBOIO M1aTPopMy NPOn3BOACTBA BUPYCHbIX BEKTOPOB U PErYyNATOPHYIO
3KCNepTU3y ana obecneveHmsa 6bICTPOro nepexona ot CTagum NoATBEPXKAEHUS
KOHLLENUUU K MPOU3BOACTBY KNNHUNYECKNUX MaTepmanoB GMP-knacca. NpoeBogmnoch
HenocpeacTBeHHoe B3anmMopgencTeme ¢ FDA ¢ uenbto YCKOPEHUSA NMYTU K KITUMHUKE.
OcCHOBaHHbIM OBYMSA poauUTensaMu, Ubk goyepu cTtpagatoT 6onesHbio BatreHa, DoHAa
dUHaHCUpPYET nccnenoBaHMa, a TaKXKe OKa3blBaeT CeMbAM GUHAHCOBYIO NOOAEPIKKY
aonga obpasoBaHUA, MAaLMNEHTCKUX Tepanu n obopygoBaHUA.

23. NMNonuTUkKa, 3STUKa U peryimpoBaHMe B reHeTUKe

(3aKOHbI, peKoMeHaauumun, atTn4eckme CTaHD,aprI)

OueHKa 6e30NacHOCTM PpeAaKTUPOBaHMA reHOMa B NpenapaTtax reHHOM
Tepanum 4YesioBeKa € MCNOoJIb30BaHMEM CeKBeHMPOBaHUA HOBOIro
NOKOJICHMUSN

(FDA)

FDA. Safety Assessment of Genome Editing in Human Gene Therapy Products Using Next-
Generation Sequencing. April 2026.

FDA ony6nmnKoBano NpoeKT pykoBoacTBa «Safety Assessment of Genome Editing in
Human Gene Therapy Products Using Next-Generation Sequencing». [JOKyMeHT
OaTnpoBaH anpeneM 2026 roga, MMeeT CTaTyC NpoeKTa M pacnpocTpaHaeTcs Oong
KOMMEeHTapUueB, a He Ana HeMealeHHoro BHegpeHusa. FDA yKa3blBaeT, UTo
KOMMEHTapuKM No NMPOoeKTY XenaTtenbHo nogatb Ao 14 nionga 2026 roga. PykoBoacTteo
[aeT peKkoMeHgaumm no MetogaM Ha OCHOBE CEKBEHMPOBAHMA HOBOIO MOKOJIeHUS,
KOTOpble, BEpOATHO, MOHAA064aTCca B AOKITMHUYECKUX NCCNneaoBaHMaxX anda
noaaepPXXKn Havana KIMHUYECKUX UCMbITaHUN YeNToBEYECKUX NPOaYKTOB
reHOMHOIo pefakTUpPoOBaHUA. OTU peKOMeHOaunmM OoNonHAaT 6oee paHHee
pykoBoacTtBo FDA no yenoBeyecknUM reHoTepaneBTUYECKUM NPOAYKTaM C
reHOMHbIM pefaKTUnpoBaHMeEM OT aHBapsa 2024 roga. OCHOBHOE 3HaYeHMe
OOKYMEHTA COCTOUT B CTaHOAPTU3ALMU OLLEHKU PUCKOB, CBA3aHHbIX C
TEXHOMOIMAMU peOaKTUPOBaHMA FreEHOMAQ, BKJIIOUaa HeXXenaTebHoe
penaKTUpoBaHMeE BHE LiefieBbIX Y4aCTKOB U gpyrmne nocnencrema.
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B HoOBOM r|y6nm(a|.|.uu M3JIOXKEHbI 3 TUYeCKMUEe U HOpMaTUBHbIC aCrneKTbl
peAakKTUpoBaHMA reHosB 1 I'IpeI.IMBMOHHOﬁ MeaAMLIMHDbI

(Duke Clinical Research Institute)

HoBasa ny6nukauma, nogrotosneHHasa Precision Health Alliance, koHCopLMYyMOM,
CMOHCUPYEMBIM U KOOPANHUPYEMBIM MHCTUTYTOM KITMHUYECKUX UCCNegoBaHUM
Ibtoka (DCRI), noguepkmMBaeT HEO6XOOAMMOCTb 6ecnpeueneHTHOro COTpyAHUYECTBa
B HAy4YHOM coobLecTBe. 3TO COTPYAHUNYECTBO HEOBXOAMMO O/19 obecrnevyeHuna Toro,
UTO6bI BMELLATeNbCTBA MO PedaKTUPOBAHUIO FEHOB 6blTM OPUEHTUPOBAHbI Ha
naumneHTa, 6€30nacHbl M 3TUYHbIL. CTaTba «DTUYECKUE U PerynaTopHbIe
COOBpaXeHusa Ana paspaboTKM reHHOM TepanumM ¢ UCNOSb30BaHMEM
penakTupoBaHUA reHoMa» 6bina onyénmnkoBaHa B Human Gene Therapy um
aeMoHcTpupyeT nnaepctBo Precision Health Alliance n DCRI B o6nactu
penakTUPOBaHUSA FEHOB U NMPEeLM3NOHHOM MeaunLUnHbl. ABTOPbI BbiOeNAOT BOCEMb
OCHOBHbIX TEM, TPEOYIOLMX TLWATENTIbHOIO PAaCCMOTPEHUA: LLeNTU FTeHHOM Tepanumu
(neveHmne, CHMKEHNE PUCKA U YNyULLEHUE); KOHKYpPUpYOLWME MHTEepPeChI
6e30MacHOCTH, CNpPaBeaINBOCTMU U CTPeMIeHUSA K 9PPEeKTUBHOCTU UCCIe40BaHNI,
YHUKarbHbl€ aCNeKTbl pegaKTUPOBaHUA FeHOB, CBA3aHHbIe C peaKMMU U
ynbTpapeaknMMm reHeTUHYECKMMM COCTOAHUAMM; COOBparKeHUa B NeanaTpmyecKom
nonynaunm; perynatopHble Tpeb6oBaHUA M 3TUHECKUM Haa30p; NpobneMmsbl C
OONTOCPOYHbIM HabngeHneM M1 06MeHOM gaHHbIMU; 1 KOMMYHUMKauua. Mo mepe
6bICTPOro pa3sBmUTMA 061aCTU FrEHHOM Tepanumn ee ycrnex n aTudeckaa peanmsauymsa
3aBUCAT OT TpPeX B3aMMOCBA3aHHbIX 0683aTeNIbCTB: 3aLllMTa NaLMEHTOB Npu
OTBETCTBEHHOM MPOABUMXKEHUU HAayKKN, obecrneveHmne cnpaBegMBOCTU Ha KaXKOoM
3Tane — oT pa3paboTKU UccnegoBaHMa 0O OKa3aHUA MeOAULMHCKOM NOMOLUN, U
co3daHMe rapMOHMU3NPOBAHHbIX CUCTEM ynpaBneHnsa. CTaTba OTpaXKaeT OaBHIOK
npuBep>xxeHHocTb DCRI 3TUYHOMY NPOABUIKEHUIO MHHOBALLMOHHbIX, OCHOBAHHbIX Ha
OaHHbIX MOAXOO0B K KIIMHUYECKUM nccnegoBaHmnam. CoaBTopbl BKAoYatoT JlopeH
KoaH, TamMmu Puc, XaHHy BebcTtep n KeBnHa BanHoypTa. MNepBbiv aBTop MuLion
N'yoa nogyepKMBAET, UTO yCNeX FreHHOro peaakTUupoBaHusa 6yaeT 3aBUCETb He
TOJIbKO OT HAY4YHOIro NPOorpecca, HO 1 OT CO34aHUA COrNMAacOBaHHOM 3TUYECKOM U
perynsatopHom 6a3bl. AnbsiHC nogaep>kusaetcsa AskBio/Bayer, BEAM Therapeutics,
CRISPR Therapeutics, DCRI u Intellia Therapeutics.

24. Cyne6Hbie Cnopbl U NPaBoOBbIe PeLUeHMUA B 06/1aCTU reHeTUKM
(Cy,D,GGHbIe npoueccbl, NCKN N pelleHNd CyaoB, CBA3aHHbIe C TreHeTU4YeCKMMUM TeCTaMm,

reHeTUYeCKMMU JaHHbIMU, BUOBAHKAMK, reHoTeEPanNMAaAMM U FTEHETUYECKUMU
TEXHOMOTMAMN)

B cyne6HoM ucke npotus PGT-A yTBepXpaaeTcs, uTo
«3KCNEepPUMEHTANIbHOEe» U «HEeNnpoBepeHHOoe» reHeTUuYeckKoe
TECTUPOBaHME JIOXKHO peK/IaMMPpPYEeTCHl KaK TOUMHOE M HapeXHoe
(ClassAction.org)

Bagdonas, T. PGT-A Lawsuit Claims ‘Experimental,’ ‘Unproven’ Genetic Testing Falsely Touted as
Accurate and Reliable. ClassAction.org. 02 Apr 2026.

ClassAction.org coo6Lmn o KonnekTMBHOM ncke Anderson et al. v. Genomic
Prediction, Inc. et al., nogaHHOM 19 MapTa 2026 roga 1 ocBeLleHHOM 2 anpens. B
ncke yteBepxpgaetcq, uto Genomic Prediction n ee knnHuyeckasa nabopatopus
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BBOOMNU NaumneHToB KO B 3ab6ny)XaeHuUe, peknaMmmpya npenmMniaHTauMoHHoe
reHeTUYeCKoe TeCTUpoOBaHME Ha aHeynJIonanm Kak gokasaHHoe, TOYHOeE U
HagexHoe. cTubl 3aaBn4atoT, UTo npoaykT LifeView PGT-A npogaBancsa Kak crnoco6
Bbl6paTb NyyLlmne aMO6PUOHbI A1 NepeHOoCca, MOBbICUTb BEPOATHOCTb
6epeMeHHOCTU, CHU3UTb PUCK BbIKMObILLA M YMEHbLUUTb YMCNO LUMKIoB DKO, XoT4,
Mo yTBEPXOEHUIO XKanobbl, OKA3aTEIbCTB TaKMUX NPEeNMYyLLIECTB HEAOCTAaTOYHO. B
MaTepumane TakXXe yKasaHo, YTO B MCKe OCMNapmBaloTCs 3a9BNeHUS O TOYHOCTU 98-
99% 1 yrnoMmMHalTCAa MO3UNLLMU CTPAXOBLMKOB, cyuTatowmx MNIrT-A HegokasaHHbIM U
He MeOUUUNHCKUN HEOBXOAUMbIM.

NMpuo6peTeHMEe KOMNaHMEN, 3aHUMAIOLWENCH UCKYCCTBEHHDbIM
MHTENNEKTOM, DMpPMbI, NPEeAOCTABNAIOWEN YCYIrU FreHeTUYECKOoro
TeCTUpPOBaHMSl, CIPOBOLMPOBaAJIO 3HAKOBbIN CyAe6HbIMA NpoLecc no
BONpocaM KOHOMAECHUMANBHOCTMU — YTO AOJIKHDI 3HaTh paéoroparenu U
KOMNaHuM, pa6botaowme B cpepe MEAULIMHCKUX TEXHONOrMm

(Fisher Phillips)

Fisher Phillips. Al Company’s Acquisition of Genetic Testing Firm Sparks Landmark Privacy Lawsuit —
What Employers and MedTech Should Know. 22 Apr 2026.

Fisher Phillips onncan denepanbHbl KONNEKTUBHbIA UCK B UNNMHoMce, NogaHHbIN
15 anpenga 2026 ropga npotme Tempus Al. UCK cBA3aH ¢ npunobpeTteHmnem Ambry
Genetics B peBpane 2025 roga n 6asounl, cogepr<allen 6onee MUMITMOHA
reHeTUYEeCKUX TeCTOB. [10 M3N0XKEHUIO MaTepmana, UCTUbl yTBEPXXOAKoT, YTo
KOMMaHMA Noslyumna MeguunHCKMUE N reHeTMYeCcKne gaHHble B paMKax
KOpMNopaTUBHOM CAENKN U 3aTeM Aenunnacb MMM € GUOTEXHONOMMYECKUMU U
dapmMaueBTUHECKUMU MAPTHEPAMU C HAPYLUEHMEM 3aKOHOB O
KoHbduMaeHUManbHoCcTU. KOpnManyYecKknm KOMMEHTapuUin NogyepKUBaET 3HAYEHNE
pena ana MeanumMHCKMX TEXHOMOMMYECKUX KOMMaHUM n paboTtogaTenien, MOCKONbKY
OHO 3aTparmBaeT He TOMbKO KacCUYECKUE YTEUKM OAHHbIX, HO U UCNOb30BaHMeE
reHeTU4YeCcKom MHopMaLUn NPU CANAHUAX, MOFNOLLEHUAX U NOCNeayoLeMm
KOMMepYeCKOM o6MeHe AaHHbIMU.

25. Kappbl B cpepe reHeTUKM

(Hay4yHble, MeaAULMHCKME, MOArOTOBKA, NepenonroToeka, eduunT)

FreHeTUMKOB HaAYHYT NepeyuMBaTb No eAMHOMY cTaHAapTy: MMH3ApaB
yTBepaAun HOBYIO NMporpaMmmMmy
(PharmPeople)

PharmPeople. MuH3gpae yTBepaun nporpaMmy nepenoaroToBKM reHeTUKoB — 2026. 24.04.2026.

PharmPeople coobun, 4to B Poccum yTBep)KaeHa HoBaga nporpaMmma
nepenoaroToBKM Bpademn- reHeTUKOB. B ny6nmMKaumnm roBopuTCs, YToO nporpamMma
paccymnTaHa Ha 576 akageMunyecKmMx HacoB M MOXKET MPOXoauUTb B O4YHOM UMK
ANCTaHUMOHHOM dopmMarTe. o onmcaHuno MaTepmana, yd4ebHbi nnaH BKIOYaeT
ob6Lime BOMpPOoChbl MEOULIMHCKOMN FEHETUKU U TEPATOSIOMMNIK, HAaCNeOCTBEHHbIE
3a6oneBaHMa U BPOXKOEHHbIE MATONOMMKM, NAabOPaATOPHYO U MHCTPYMEHTAsIbHYIO
OMNArHOCTUKY, MeOUKO-reHeTUYeCKoe KOHCYIbTUPOBaHME, COBPEMEHHbIE MeTobl
NneYyeHna N ConpoBOXAEHUSA NauneHToB. OTAENbHbIM aKUEHT caenaH Ha paboTe €
6epeMeHHbIMU, MPOPUNAKTUKE BPOXKOEHHbDLIX 3a601€BaHNN U MHTepNpeTaumnm
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reHeTU4YeCKMxX gaHHbIX. MICTOYHUKOM yKa3aHo oduumanbHoOe onybiMkoBaHue
NpaBoBbIX aKkTOB Poccumckom Gegepaumnmn.

«FeHeTUKa CTAaHOBMUTCS A3bIKOM MeaAMLUMHbI 6yayLiero 6MoXxaKMHran»:
acnupaHTypa

(PBK KoMmnaHum)

PBEK KoMnaHuW. «FeHeTMKa CTaHOBUTCH 3bIKOM MeAMLUHbI 6yayLiero 6MoxakMHra»: acnmpaHTypa.
29.04.2026.

PBEK KoMnaHuum ony6nmnkoBan Mmatepunan CnaBaHo-Ipeko-J1aTUHCKOM AKageMum o
nporpamMMe acnmnpaHTypbl MO reHeTuke. B Nny6inkaunm roBOpUTCS, UTO FreEHETUKA
y)Xe BblWwJsia 3a paMKu dyHOaMeHTalbHOM HayKM O HacneaCcTBEHHOCTU U CcTana
OCHOBOWM NepPCOHANIN3NPOBaHHOMN MeaUNLUHbI, OHKOANArHOCTUKMK, PpENPOAYKTUBHbIX
TexHonormmn, papMakoreHeTUKM, reHHoOM Tepanmmn, BUoNHOOPMaTUKU U
6unoTexHonormm gonronetna. Matepman o6bacHAeT, NoYyeMy NoAroToBKa
CNeuManmncToB Mo reHeTUKe CerogHa A0/MKHA BK/IOYaTb HE TOJIbKO /1abopaTopHble
MeTofbl, HO U MOHNMaHUNE UCKYCCTBEHHOIO MHTENMeKTa, aHanm3sa JHK 1
NMPUKNagHbIX MEOAULMHCKMX 3a4a4. B ny6nmkaumm Takxke nogyepKmBaeTca
BOCTPE6OBAHHOCTb FEHETUKOB B MeAULMNHE N BUOXaKUHTe.

XapakKkTepucTUKa onbiTa MeAULIMHCKMUX paGOTHHKOB, nposoAfALLIMX
reHoMHoe TecruposaHue B deaepanbHOM KBaNnMPpmMuMpoBaHHOM
MeaAMLIMHCKOM LIeHTpe

(Communications Medicine)

Gur-Arie, R, Quijada, R., Hernandez, V. et al. Characterizing healthcare provider experiences
delivering genomic testing in a Federally Qualified Health Center. Commun Med (2026).
https://doi.org/10.1038/s43856-026-01579-6

CtaTba nccnenyetT onbIT MEAULIMHCKUX PabOTHUKOB, KOTOPbIE MpegoCcTaBnanm
reHOMHOe TeCTUpOBaHME NaumeHTamM B peaepanbHO KBAIMPULUMPOBAHHOM
MeOULUMHCKOM LeHTpe B DUHUKCe, LWTAaT Apm3oHa. ABTOPbI Nog4vYepKMBatoT, UTO ANF
peannsaunm noTeHumana reHOMHOM MeanLUnHblI BaXKHO M3y4aTb ee BHegpeHMe B
He[oCTaTOUYHO MCCnefoBaHHbIX U PECYPCHO OrpaHUYEeHHbIX MeaAUUUNHCKUX
ycnoBusax. NpoeKT Ncnosb3oBan CMeLaHHbIM MonepeyYHbl OU3anH U MHTEpPBbLIO C 14
crieumanmcTtamMu, y4acTBOBaBLLUMMUM B BO3BpaTeE pe3y/1bTaTOB MOSIMFEHHbIX OLEHOK
pPUCKa N MOHOMeHHOIo TectupoBaHma naumeHTam eMERGE V. KonnyectBeHHO
60/bLUMHCTBO CMeLMarINCTOB BblpaXkasin yBePEeHHOCTb B KOMMYHUKaL MM
pe3ynbTaToB FreHOMHOIro TecTupoBaHusa. OQHAKO KayveCTBEHHbIE OAaHHbIE BbIaBUNU
OorpaHuN4YeHmna BpeMeHU, He4OCTAaTOUYHYIO NOArOTOBKY, HEXBATKY YeToBEYECKUX
pecypcoB, TPY4HOCTU nocnenytoLwero HabnogeHMa n uHaHCcoBble 6apbepbl. ITU
npo6nembl 0co6eHHO 3aMeTHbI B ycrioBmax FQHC. B BbiBoae aBTOpPbI YKa3bIBAOT,
YTO reHOMHOE TECTUPOBAHME MOXKET Y/TYULLIUTb MCXOObl MALLMEHTOB, HO ANA
YCTOMYMBOIoO U CNpaBeaIMBOro BHeApPeHUa HeobxoamMMa CUCTEMHas NoaaepXXKa
npoBanaepoB, 0CO6EHHO B PECYPCHO OrpaHNYeHHOM NePBUYHOM MOMOLLM.
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