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1. HayuyHble uccnenoBaHMsl B reHeTUKe

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

MoNnHOreHOMHbIe acCOoLUMaLIMM CTPYKTYPHbIX BAPMAHTOB C
YyenoBeYeCKMMM NPU3HAKaMM, NOJIyYeHHbIe METOAOM MMNYyTAaLUMM Ha
OCHOBE C60pPOK ANIMHHbIX NPOYTEHUM

(Nature Genetics)

Bai, WY, Liu, S., Duan, Z. et al. Genome-wide associations of structural variants with human traits
through imputation from long-read assemblies. Nat Genet (2026). https://doi.org/10.1038/s41588-026-
02612-z

ABTOpPbI onmcanu Nnoaxon K U3y4eHUuo CTPYKTYPHbIX BAPUAHTOB, KOTOPbIE Xy)XKe
OXBaTbIBAalOTCA CTaHAAPTHbIMKW HabopaMM OaHHbIX A9 KOPOTKUX NPOYTEHUN, HO
MOryT BHOCUTb BKJ/1af, B Hac/ieayeMoCTb NPU3HAKOB YenoBeKa. B paboTe
Mcrnonb3oBanu 482 ¢pas3npoBaHHble COOPKU MrEHOMa, MOoyYeHHble OIMHHBbIMU
UTEHUAMMU, OT 241 YenoBeka 1 chbopMmpoBanu NaHenb 13 171 233
BbICOKOKQUeCTBEHHbIX CTPYKTYPHbIX BapuaHTOB. Ha ocHoBe 3TOM MaHenm
nccrnepgoBaTeniv NpoBev UMMNyTaUUIO CTPYKTYPHbIX BAPUAHTOB U BbIMOHUMN
aCCOLMAaTUBHbIV aHaNu3 no 2 624 CNoXHbiM NpusHakaM B UK Biobank. B aHanu3
BOLUIM AaHHble 00 349 660 HepoaCTBEHHbIX YYHAaCTHMKOB €BPOMNENCKOro
npoucxoxxageHus. OTaeribHO aBTOPbI pacCMOTPENN BapMaHTbl C TAaHOEMHbIMU
MOBTOpPaMM NEePEMEHHOro YMcsia U CBA3anNm Ux ¢ akcnpeccmen reHos B GTEX.
Pa6oTa noka3blBaeT, KaK CO0PKM FrEHOMOB Ha OCHOBE O/IMHHbIX MPOYTEHUN MOTyT
pacwmMpsaTb NOUCK accoumaumm 3a npepesibl OQHOHYKNEOTUAHbIX BAPUAHTOB U
MasnblX MHOENOB, BK/IloYad y4YaCTKM reHOMa, KOTopble TPYAHO aHann3npoBaTb
CTaHAAPTHbIMKW MeToA4aMUN FreHOTUMMUPOBaHUS.

PasnuMuHas reHeTUUYECKasi apXUMTEeKTypa B XBOCTaX CJIOXXHbIX NMPU3HaKOB
(Nature)

Souaiaia, T., Wu, H.M,, Ori, A.P.S. et al. Distinct genetic architecture in the tails of complex traits.
Nature (2026). https://doi.org/10.1038/s41586-026-10516-5

CTaTbd NOCBALLEHa TOMY, OAMHAKOBO /TN YCTPOEHa reHeTUYeCcKasa apxXmMTeKTypa
CNOXXHbIX MPU3HAKOB B LLeHTPaNIbHOM YacTu pacnpeneneHmnsa U B ero KpamHmx
3HauYeHUax. ABTOpPbl MCMNONb30BaM NOAX0o4 Ha OCHOBE MOSIUIeHHbIX OLLEHOK PUCKa
M NpoaHanmM3npoBanm 74 KONMYeCTBEHHbIX MPU3HaKa, YTO6bl MPOBEPUTD,
OTKJ/IOHSAETCHA N BKIa4 reHeTUYeCcKnX GaKTOpPOB B «XBOCTax» pacrnpeneneHua oT
oXugaemoro. lccnegoBaHMe Nokasaro, YTo y paaa NpPU3HaKoB KpaHMe 3HaYeHus
MMEeIOT OT/IMYAIOLLYIOCA apXUTEKTYPY, B HUX CUMbHEE NMpogaBngeTca BAUaHUe peakmnx
annenew c 6onbWMM 3ddeKToM. ABTOPbI TaKXKe YKasblBatloT, YTO pe3ybTaTbl
BOCMPOU3BOAUINUCHE MEXAY KOropTaMu, rpynnamMm NpomnCxXoxaeHUsa U NOBTOPHbIMMU
n3MepeHmnammn. PaboTa cBa3biBaeT HabnogaeMyto CTPYKTYpY C AeNcTBMeM oT6opa U
noaoYepKMBaET, YTO aHaNIMU3 TOMTbKO CPpedHUX 3HAaYEeHUM NPU3HaAKa MOXKET CKPbIBaTb
Ba)XHble OCO6EHHOCTU HaceQyeMoCTU y Noaen € aKCTpeMalbHbIMU deHOoTUMaMU.



B MIHL| BnepBblie ONUCasIM YHUKAJIbHYIO FeHETUUYECKYIO NPUUYMHY
HacnieaAcTBEeHHOM nepudepMUUYeCcKOn ASeMUENIMHU3UPYIOLLEe HeMponaTUm
M NPeanoXunu Noaxoa K AMarHoCTmuKe

(MIr'HU, nMmeHn akageMumka H.M. boukoBa)

MeonKo-reHeTUYEeCKNIN HayYHbIM LEeHTP MMeHU akagemMumka H.M. BoukoBa coobLumn
O BMepBble ONMMCAaHHOM YHUKANIbHOM reHeTUYeCKOM NpUYmnMHe HacneacTBeHHOM
nepudepmnyecKon oeMmMenmnHn3InNpyoLen HEMpPONaTUmM 1 O NpeaIoXKeHHOM
noaxoge K agnarHoctuke. Nybnmnkauma oTHOCUTCSH K KIMTMHUYECKOM FeHeTUKe
HacneacTBeHHbIX 3a6on1eBaHMMN, MOCKOMbKY B LEeHTPe MaTepuana HaxoauTtca
BbIAB/IEHNE MONEKYNAPHOM MPUYMHbI Pe€OKOMN HEBPOSTOrMYECKOM MaTONOrMN.
HoBocTb ony6nunkoBaHa 12 maga 2026 roga Ha cante MIMHLL. B coobuieHmnm
noayepKMBaeTCs, YTO peydb UOEeT He NMPOCTO O KITIMHUYECKOM HabnogeHmm, a o
reHeTU4YeCKM obyCcnoBieHHOM BapuaHTe 3ab6oneBaHus, A9 KOTOPOro 6bin
npeanoXXeH guarHocTnyecknm nogxon. Takom Matepman BaXKeH Onisa pasgena
Hay4HbIX UCCNeoBaHUM B reHETUKE, TaK KaK OH HanpsaMyto CBA3aH C
YCTaHOBIEHUNEM CBA3U MeXAY reHETUYECKUM N3MEHEHMEM U HAacTIeACTBEHHOM
6one3Hblo.

O6HapyXeH HOBbIN daKTop, ynpasnsowmm apxurekrypoum [1HK
(TACC)

TACC coobLun, YTO POCCUNCKUE YYeHble NocTpounm 3D-Mmoaenb XPOMOCOMbI U
BbIABUIM HOBble daKTOPbI, BNSAIOLLME HA YKNaaKy reHoMa B aape KneTtku. CornacHo
MaTepuany, paboTa cBa3aHa C 6€1KOBbIM KOMM/IEKCOM KOMre€3MHOM, KOTOPbIM
OKa3sascsa BaXKHbIM npenaTtcTBmem ana ynakosku OHK n opMupyeT »ectkume
rpaHuLbl MeXay ydacTKkaMu reHoMa. ccnepgoBaTtenum paccMaTpuBaimn MU3MeHeHuUs
POpPMbl XPOMOCOM BO BpeMSA CO3pPeBaHUSA ANLLEKNETKN KypPULLbl U MOKa3anu, 4to
PHK-nonumMmepasbl, cumnTbiBaoLWmMe MHPGOpMaL Mo C FEHOB, HE MOTyT pa3opBaTb
KonbLa KoresmHa. M3-3a aToro HapyLwlaeTca 6onee nnoTHaa ynakoska OHK m
dopMUpyeTCa XapaKTEPHbIX MOBTOPSAOLWUNNCA PUCYHOK. MaTepuan akueHTupyeTt
BHMMaHME Ha TPEXMEPHOWM apXUTEKTYpPE FreHOMa KakK MexaHuU3Me, BIMAatoleM Ha
BK/TIOYEHME U BbIK/TIOYEHME FEHOB.

CoBMecTHOe MoAeNMpOBaHME AaHHbIX NOJIHOreHOMHOro
CEeKBEeHMPOBaHMA ANA onpeaesieHMs pocTa YeNoBeKa C NOMOoLbIO
npMG6nNM3nNTEeNbHOM NepeaaYum coobLeHUn

(Cell Genomics)

Depope A, Bajzik J, Mondelli M, Robinson MR. Joint modeling of whole-genome sequencing data for
human height via approximate message passing. Cell Genomics. 2026; 6:101162.
https://doi.org/10.1016/j.xgen.2026.101162

ABTOpbI NpeacTtaBunuv anroputMmyecknm nogxon gvAMP ona coBMecTHOro
MoOennpoBaHUA OeCATKOB MUTTTMOHOB BapMaHTOB NMOJIHOFE€HOMHOIo
CEKBEHUPOBAHUA MpU aHanmn3e CNOXXHbIX MPU3HaKOB. POCT YenoBeKa UCMosib30BaH
KaK MoAefibHbIN KONMMYECTBEHHbIN MPU3HaK, MOCKOSbKY O/151 HEMO Y)Xe M3BECTHO
MHOXEeCTBO PacnpOCTPaHEHHbIX U PeOKUX MTEHETUYECKMX accolmaumi. B paboTte
nokasaHo, YTo gVAMP TouHee nokanusyeT accoumaumm K BapmaHTaMm C NpaBuUbHOM
yacToTom M nonoxkeHmeM B HK no cpaBHEHUIO C CyLLECTBYOWUMN MeTogamMu
TOHKOI0O KapTUPOBaHUA. 3aTeM MeToA NPpUMeHUNUM K gaHHbiM UK Biobank,



OXBaTbiBakOLLMM COTHU TbICAY YH4aCTHUKOB U OEeCATKN MUJTJTMOHOB WGS-BapmaHTOB.
ABTOpPbI BbIaBUIM 59 peaKnx BapmnaHTOB U burden-score Ha YPOBHE reHoOB, a TaKXke
6onbLUOE YNCNo Y4aCTKOB C acCoUunNaLlnaMmM pacrnpocCcTtpaHeHHbIX BapHUaHTOB.
OCHOBHOM BbIBO COCTOUT B TOM, UTO MOHUMAHUNE MTEHETUYECKOM OCHOBbI CITOXHbIX
NMPMN3HaKOB Tpe6yeT COBMEeCTHOIo aHasinm3a cotTeH MUJIJTMOHOB NMepeMeHHbIX Y
MUNTTMOHOB NtoaeN.

FeHoOMHbIe UccnenoBaHMSA OTKPbLIBAIOT ABepMU AN HOBbIX METOAOB
NIeYEeHMUA AEeTCKMUX OHKOJIOrMYecKMX 3a6oneBaHuMm

(Cambridge University Hospitals)

Cambridge University Hospitals. Genomic research opens door to new treatments for childhood
cancers. 29 May 2026.

Cambridge University Hospitals coo6uwmnn o reHOMHOM UccnegoBaHUM OMNyxXonu
BunbMca, 4eTCKOro paka no4ykm, KOTopoe nokasano 6onee CIOXKHY reHEeTUYECKYIO
KapTUHY 3aboneBaHus, YeM CUMUTANIOCh paHee. B MaTepumane roBopuTcs, YTo
TPagMLMOHHOE NpeacTaBfieHMe O MeHbLUEM YMce MyTauum B AeTCKUX ONyXonsax no
CPaBHEHUIO CO B3POCIbIMU BbISTIO MepecMOTpPeHO 6larogaps HOBbIM TEXHOMOMUAM
CeKBeHMpoBaHuUA. iccrnegoBaHMe MCMONb30Bano ob6pasLubl OT AeTen MagLle Wwectum
MecaLueB C ONyXosibio BunbMca M MO3BONMNO aHANM3MPOBaTb FEHOMbI OTAENbHbIX
KITeTOK, @ He TONIbKO yCpeaHEHHbIV CUMHam OT MHOXeCTBa K/eToK. ABTOpPbI
OBHaPY>XUNWM COTHU OOMOMHUTENbHbIX FEHETUYECKUX M3MEHEHUW B KaXKO0M KNeTKe
N MUNNTNOHbI [OMNONTHUTENIbHbIX U3BMEHEHUI Ha YPOBHE Onyxosin. Takxe 6bia
BblgBJ/IeHa OgMHOYHaaA reHeTn4YecKasa 3aMeHa B reHe FOXR2, cnocobHad Bbi3blBaTb
penkyto dopMy onyxonu Bunbmca. MaTtepman noguyepKmMBaeT, YTO TaKas
AeTanm3aumsa MoXXeT USMEHUTb NpeacTaBneHne o ieYeHUU OEeTCKUX OMyXonen u
OTKPbITb NYTb K 60/1e€ TOYHbIM TEPANEBTUYECKUM MNOAXOAAM.

YyeHbie HalU/IM «CBSILLEeHHbIN Fpaanb» reHoB, KOTOPbI OAHAMXADI
MO)KeT NMOMOUb JIIOANAM OTPaLUMBaTbh KOHEYHOCTHU 3aHOBO

(ScienceDaily)

Wake Forest University. "Scientists found the “holy grail” gene that could one day help humans
regrow limbs." ScienceDaily. ScienceDaily, 9 May 2026.
www.sciencedaily.com/releases/2026/05/260508003121.htm

YUéHble, 3y4aBLUME aKCOSIOTNEN, PbIGOK OAaHMO U MblLLEen, O6HaPYXXUNIU 06LLMA
Habop reHoB, KOTOPbIN KOrga-HMoyab MOXET MOMOYb pa3paboTaTb MeToabl
BOCCTaHOBNEHMSA YeNOBEeYECKNX KOHEeYHOCTeN. PaboTa, onybnmKoBaHHaga B
Proceedings of the National Academy of Sciences, yka3biBaeT Ha HOBoOe
HanpaBfeHWe Anga pereHepaTMBHOM MeaULUHbI U FEHHOW Tepanuu.
NUccnepoBaTtenu Bbi6panu 3Tn TPU OpraHM3ma, NOTOMY UYTO KaXXAblM OAET ocobble
cCBefeHUs O pereHepaumnm: akConoTNIM CMOCOBHbI OTpaLLUMBaTb Lefibleé KOHEYHOCTU U
apyrve TKaHu, aHMO MHOIMOKpPaTHO BOCCTaHaBINBAIOT MOBPEXXAEHHbIE XBOCTOBbIE
MNAaBHUKW, 2 MbILLIN, KaK U Nogn, OTHOCATCA K MeKonuTtatowmm. KoMmaHga
OBHapY»>XMNa, YTO pereHepuUpyoLLMN aNNAEPMIUC Y BCEX TPEX BUOOB aKTUBUPYET
aBa reHa SP6 un SP8. CRISPR-aKkcnepuMeHTbl MoKa3anu, YTo SP8 ocobeHHO Ba)KeH
0N pereHepaumm KOHeYHOCTEN y canlaMaHp, 6€3 Hero akCosioT/IM He MOTIu
NMpPaBUIbHO BOCCTAaHOBUTb KOCTU KOHEYHOCTeN. NoxoxKmne npobnemMbl Habntoganmch
Yy Mbllen npu otcyTcTBUM SP6 1 SP8. 3aTeM nabopaTtopua sBmaa BpayHa co3gana
BUPYCHYIO MrEHHYIO Tepanuio Ha OCHOBE pereHepaumMoHHOro aHxaHcepa gaHuo.



Tepanua noctasnana FGF8, cTuMynupoBana pocT KOCTEM Y MblLLeN U YaCTUYHO
BOCCTaHaB/IMBasa yTpadeHHble CMOCO6HOCTU. ABTOPbI MpedynpeXxaatoT, UTo paboTa
HaxoOUTCHa Ha paHHeM cTaguun, U NoTpebyoTCH AOMONTHUTENbHbIE UCClIedoBaHMUS A0
rnepeHoca pe3ynbTaToB C MbilLleW Ha Nioaen.

YueHble O6HaApPYXXMJIM CKPbITYIO YS3BMMOCTb, MPUCYLLYIO COTHSIM
MYTaLMM PaKOBbIX KJIETOK

(ScienceDaily)

Rockefeller University. "Scientists discover hidden weakness shared by hundreds of cancer
mutations." ScienceDaily, 21 May 2026. www.sciencedaily.com/releases/2026/05/260520093726.htm

ScienceDaily coobwwmnn o TexHonorum PerturbFate, paspaboTaHHOM rpynnomn
PokdennepoBCKOro yHnBepcuTteTa as9 n3yydeHma Toro, Kak pasHble reHeTu4yecKume
HapyLleHUa U3MEHSIOT COCTOAHUE KNeTOK. MeToa no3sBondeT ogHOBPEMEHHO
HapyLlaTb paboTy COTEH UM TbICAY FEHOB U U3MEPATb MONEKYNAPHbIE
nocrneacTBmsa B OTAENbHbIX KfIeTKax. B oTnnume oT noaxonos, KOTopble PUKCUPYIOT
TONbKO oAWH BUA MHPopmMaumm, PerturbFate oTcnexxmBaeT goctynHocTb OHK,
npoaykumo PHK n gMHaMnKy UaMeHeHMM BO BpeMeHW. [1719 NpoBEPKUN TEXHOMOM MK
nccnepoBaTenin Bbi6panu 143 reHa, paHee CBA3aHHbIX C YCTOMYMBOCTbIO METaHOMBI
K NnpenapaTty vemurafenib, n cucteMmatnyeckm oTknoYanm nx B KNeTkax MenaHoMbl.
Mocne aHanm3a 6onee 300 000 KNEeTOK KOMaHAa O6HapPYXKna, YTO MHOXXECTBO
pa3HbIX MyTaLMMN MOFYT NPUBOAUTDL KITETKM K OAHOMY J1IEKAaPCTBEHHO-YCTOMYNBOMY
COCTOSIHMIO. BbluMCNIUTENbHbIM KOHBEWep cBA3an paHHME M3MeHeHMUa aKTUBHOCTU
TPAHCKPUNLMOHHbIX PaKTOPOB C NocneayowmmMmm NUSMeHEHUIMM XPOMATUHA,
npoaykumen PHK 1 ycTonmumBbiMK MaTTepHaMM 3KCMNPECCUM FreHOB.

2. MonynauMoOHHbIE UCCIeAOBaHMS

(accoumaumnm B ManomsydeHHbIX Nonynaunax, poct big data)

NMonHoreHOMHOE accouMaTUBHOE UcceaoBaHUe nunuaoB Kpoeu y 1158
017 yenoBeK U3 pa3/IMYHbIX NONYNAALMMA

(Nature Genetics)

Koyama, S., Yu, Z., Choi, S.H. et al. Exome-wide association study of blood lipids in 1,158,017 individuals
from diverse populations. Nat Genet (2026). https://doi.org/10.1038/s41588-026-02613-y

NccnepoBaHWe aHanM3upyeT BKIag peaKuUxX KOAUPYOLLMX BapMaHTOB B MNokasaTenu
NUMUOO0B KPOBU Ha MaccuBe OaHHbIX 6oee YeM 1,15 MSTH YenoBeK U3 pasfinYHbIX
nonynauum. ABTopbl COCPeaoTOYUIUCD Ha SK30MHbIX aCcCoLMaLMAX C NMUMUOHbIMMA
MPU3HaAKaMM U Ha TOM, KaK Takne BapuaHTbl MOMyT BMIMATb Ha AUCIUNUOEMUIO U
PUCK UleMmnyeckomn 6onesHm cepgua. B ctatbe NnogyepKMBaeTCs BaXXHOCTb
MacluTaba BbIGOPKU U BKITIOUEHUSA PasHbIX FPYMN MPOUCXOXKOEHUS, MOCKObKY
NepeHOCUMOCTb FreHETUUYECKMX Pe3y/1bTaToB MeXay NonynaumsaMm octaeTca
orpaHU4YeHHON, a HeQOCTaTOYHOE NMPeaCTaBUTENbCTBO OTAENbHbIX FPYMI MOXET
MPUBOOUTb K HEPABEHCTBY B MPUMEHEHUUN F’EHOMHOMN MeaAULUMHbI. PaboTa
paccMaTpUBaeT KakK U3BECTHble MreHbl MTMNUOHOro 06MeHa, Tak U pefKue BapuaHThl,
Croco6Hble AOMNONHATb MHdOPMaLMIO, MONyYaeMylo U3 PacrpOCTPaHEHHbIX
BapWaHTOB. 3TO AenaeT uccrnegoBaHme pefieBaHTHbIM He TOMbKO A9 reHeTUKU
NUMUAOOB, HO M ANSA OLEHKM TOro, Kak 60/blUMe MHOFO3THUYECKME Habopbl AaHHbIX
MEHSAT UHTepNpeTaumio KITMHUYECKM 3HaYMMbIX acCoLMaL Ui,



FeHeTUYECKMM aHANU3 LMPKY/IMPYIOLUMX METaboNnnuecKmx
nokasarenem y 619 372 yenosek

(Nature)

Tambets, R., Jesse, M., Kronberg, J. et al. Genetic analysis of circulating metabolic traits in 619,372
individuals. Nature (2026). https://doi.org/10.1038/s41586-026-10532-5

ABTOpPbI NPOBENIN MAaCLUTAaOHbIN FEEHETUYECKUIN aHANN3 LNPKYTTNPYIOLLMX
MeTabonmMyecKkmnx NPmM3HaKoB y 619 372 y4acTHMKOB. B paboTe ncnonb3oBanmchb
DAaHHble DCTOHCKOIro 6MobaHKa N HECKONbKUX Fpynn npomncxoxaeHusa ns UK
Biobank. ccnegoBaHMe oxBaTbliBaeT 60/1bLLOE YMCIO METAaB0INYECKUX
rnokasaTenemn 1 BbIBNASET OEeCATKU TbICAY accoumnaumnim Mexay JIokycaMum U
MPU3HaKaMK, YTO pacCLUMPAET KapTy reHeTUYeCKMUX GaKToOpOB, CBA3AHHbIX C
MeTaboNTMYECKUM COCTOSIHMEM YenioBeKa. OTAeNbHbIM aKLUEHT caenaH Ha
MHTErpaunm gaHHbIX pa3HbIX 6UOBGAHKOB U rPyNn NPOUCXOXKAEHMUS, a TaKXKE Ha
NCNOMb30BaHMU pe3yfibTaToB AN GYyHKLUMOHANbHOW MHTEPNPEeTaumMmn reHeTUYECKUX
curHanos. CTaTbsa MOKa3bIBAET, UTO yBENIMYEHME MacLUTaba BbIBOPOK U BKIOUYEHUE
HEeCKOJTIbKUX MOMYMALMNOHHbIX FPYMn NO3BOMASIOT TOYHEE OMUCHIBAaTb FEHETUYECKYIO
OCHOBY MeTabonInyecknx 6MoOMapKepOB.

MHOro3THMYEeCKMEe TPaHCKPUINTOMHbDbIE accoLMaTUBHbIE MCCneoBaHUsA
MOo3BOJIAIOT NONYYMTDb NpeAcCTaB/IeHUE O reHeTUKeE m 6uonorum PakKa
MOJIOYHOM XXenes3bl

(Nature Communications)

Ping, 3., Jia, G,, Cai, Q. et al. Multi-ancestry transcriptome-wide association studies uncover insights
into breast cancer genetics and biology. Nat Commun (2026). https://doi.org/10.1038/s41467-026-
73801-x

B cTaTbe paccMmaTpumBaeTca npobnemMa nMHTepnpeTtaumm 6onee yem 200 NOKycoB
pUYCKa pakKa MOMOYHOM Xenes3bl, BbiaBfieHHbIXx GWAS, 019 KOTOPbIX LeneBble reHbl
YaCTO OCTalOTCA HEU3BECTHbIMU. ABTOPbI MOCTPOUIN MHOFO3THUYECKMNE Moaenum
019 SKCMPEeCcCUK, CrJTAaMCUHra n anbTepHaTUBHOIO nonnageHunmpoBaHumsa 3'-UTR Ha
OCHOBe 652 06pa3L0B HOPMAaJIbHbIX YXEHCKUX TKAaHEN. 3aTeEM 3TU MoaeNm
npuMeHnnu K GWAS-gaHHbIM, BKNtoYaBLWKMM 178 534 cniyyaa paka MOJTOYHOM
enesbl U 248 300 KOHTPO/bHbIX yH4acTHUKOB. MccnegoBaHMe BbiaBUMO 290 reHoOB,
acCoUMMPOBAHHbIX C PUCKOM 3aboneBaHua, Bkntodada 103 HOBbIX reHa-KaHaungaTa m
46 reHoB BHe paHee n3BecTHbiXx GWAS-noKycoB. TakXe 6bl/11 BblaeneHbl 39 reHOB C
pasnunymnamum no ER- ctatycy onyxonu. [1nga 4acTu pe3ynbTaToB aBTOPbLI
mcnonb3oBanu ogHokneTtouyHble RNA-seq- gaHHble U aKCNepMMeHTallbHble OaHHble
in vitro, YTo6bl CBA3aTb CTaTUCTUYECKME accoLMaL M C BO3SMOXXHOM BUONOrmMyeckom
pOnblo reHoB.

HiFi pewsaeT npo6nemMy 6ecnnoaus. KoHcopumym B A3MaTCKO-
TUXOOKEaHCKOM PEermoHe coo6LlaeT o NnepBoM KPYNHOM MCClIeAOBaHMM
C MCNOJ/Ib30BaHUEM CEKBeHUPOBaHM N ANIMHHBIX NpouTteHui HiFi ana
M3Yy4YEeHMS HEO6DBSICHMMOro 6ecrnioams U NOBTOPSIOLLMXCSH BbiKMAbILLEH

(PacBio)

PacBio coobLwmna o ny6nmkaumm npenpurHTa NepBoro KPynHoOro nccinenoBaHms
KoHcopumnyMa HiFi Solves Sub-fertility Consortium in Asia Pacific. MaTtepwuan



MOCBALLEH MPUMEHEHUIO CEKBEHMPOBAHMA ONMMHHbIX MpoYTeHU HiFi ona nsydeHuma
HeOo6bACHUMOM Cy6depPTUNBHOCTU U MOBTOPHOM NoTepu 6epeMeHHOCTU. B npecc-
penmse nogyepKmMBaeTCs, YTO MHOMOHaLMOHalbHOEe UccriegoBaHMe NMOKa3blBaeT,
KaK € QUHbI KOMIMEKCHbIM F’eHOMHbIY paGoyunii NpoLuecc U 3almLieHHoe
COTPYOHMYECTBO MO AaHHbIM MOIYT YMEHbLUNTb dparMeHTaLmo TeCTUpPOBaHUSA ONd
nap, KOTopble ULLYT NPUUYMNHY PENPOAYKTUBHbIX Mpo6eM. HOBOCTb OTHOCUTCA K
nonynaunoHHbIM U big data-HanpaBneHUaM, MOCKONbKY peyb MAET O
permoHanbHOM KOHCOpUMYMe, KpYMNHbIX Ha6opax reHOMHbIX OaHHbIX,
MeXayHapoaHoM Koornepaunm 1 MpUMeHeHUM ONUHHbIX YTeHU O BbiiBNeHUSA
BapWaHTOB, KOTOPble MOryT 6biTb HEQOCTYMNHbI MPK 6o/lee orpaHMUYEeHHbIX NoAXoaax.

KTo0, rae v Kak cekBeHupyeT moaein? HaumoHanbHble NPOEKThbI NO
c6opy 6MONOrMYE€CKoOmn, reHeTUYEeCKOM U MeaMUMHCKOM nHdopMauum

(PCR News)

CoBpeMeHHble buonornyeckme nccnegoBaHmMa TpebyoT 60MbLLIMX 06BHEMOB
OAHHbIX: CEKBEHUPYIOT Y>Ke He OTAeSIbHble MFEHOMbI, @ COTHU TbICAY 1 MUSTTTUOHBI.
na c6opa, 06paboTKN, aHaNM3a N XPaHEHUS BUONOMMYECKON, FEHETUYECKOMN U
MeOgULUUMNHCKOM MHPOPMaLMKM CO30a0TCA HaLMOHaNbHble N MeXXayHapoaHble
MPOEKTbI, B KOTOPbIX Y4aCTBYIOT roCyaapCTBEHHbIE CTPYKTYpPbl, 6BMOBAHKUN, HAyYHbIe
LEeHTPbI M KOMMaHMWU. B 0630pe onmncaHbl KpyMnHbi€ MHULMATUBDbI pa3HbIX CTPaH. B
BenukobputaHmnm UK Biobank co6pan gaHHble okono 500 Tbicay YenioBeK U
BKJIIOMaeT MegULUUMHCKMe 3anmcu, MPT, HOCUMble YCTPOMCTBA, MUKPOUYUTbl, DK30Mbl
M nonHble reHoMbl. B CLLUA All of Us genaeT ynop Ha 3THUYECKoe U coLmanbHoe
pa3sHoo6pa3sune, TOPMed mnsy4yaeT cepgeyHo-cocygucTble, IEroYHble,
reMaTtonormyeckme 3abosieBaHMUA M PacCTPOMCTBA CHa, a Million Veteran Program
nccnepyeT BAsSHME reHeTUKU Ha 300Pp0OBbe BeTepaHOB. TaKXKe paccMaTpuBatoTco
FinnGen, Estonian Biobank, Lifelines, deCODE genetics, China Kadoorie Biobank,
BioBank Japan, KoGES, H3Africa, Qatar Genome Programme n poccumnckme
NpoekKTbl. 119 KaXkaoro npoeKTa npuBegeHbl Lenum, YMCno y4acTHMKOB, OaHHbIe
reHOTUNMPOBAHMA N MOSTHOFEHOMHOI0O CEKBEHUPOBaHUA. OTOENTbHO YKa3aHbl
nHuumaTtmea «100 000+9» n 6asa ODMBA Poccum, BKAtovatoLwasa pe3ynbTaThl
cekBeHUpoBaHMAa 120 Tbicay YenoBeK n 6onee 550 MNH BapmaHTOB.

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

(HoBble pe3ynbTaTbl, METOAONOIMYECKME YIYULLEHUS, PerynaTopHble waru)

PeausavH NabopaTopHO-3BOJIIOLIMOHMPOBABLUMX O6GpPaTHDbIX
TpaHCKpMNTa3 noa pyKkosoacrsom UM ycunusaer prime editing

(Nature Biotechnology)

Tao, Y.A, Sakai, H.A,, Jiang, A.Y. et al. Al-guided redesign of laboratory-evolved reverse transcriptases
enhances prime editing. Nat Biotechnol (2026). https://doi.org/10.1038/s41587-026-03149-6

Pa6oTa nocealeHa ynydlweHuto prime editing yepes pegmMsamH o6paTHbIX
TPaHCKPUNTAa3, y)Ke npoLueLlmx NabopaTopHYO 3BOMIOLMIO. ABTOPbl OTMEYaloT, YTO
paHee 3BONMOUMNOHNPOBABLLUME BapUaHTbl 06paTHOM TPaHCKpPUNTa3bl MO
MOBbILWATb aKTUBHOCTb prime editing, HO YacTb UX MOTEHLMaNa orpaHM4YMBanach
CHUMYXEHHOM 3KCMpeccuenr n ctabmnbHOCTbIo 6enKa. B nccnegoBaHmm Ucnonib3oBaH
rnogxon, OCHOBAHHbIN Ha BblYMCIUTENbHOM cTabunmsaumm n M- HanpaBleHHOM
penunsanHe. B pesynbTaTe 6bi11 MoyYeHbl HOBblIE BapUaHTbl prime editor, BKnto4yas
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PE8max, PE8c n PE8d. ABTOpPbI OLLeHUBaNun nx paboTy B KNETOUYHbIX CUCTEMAX,
BKSItovaa Hepal-6, n yKasbiBaloT Ha paclumpeHmne adPpeKTMBHOCTU U MPUMEHUMOCTHU
MeToaa. CtaTba coxpaHaeT POKYyC Ha MHXKEeHEePUM 6eNKOBOro KOMMOHEHTa prime
editing, He Ha cMeHe NpUHLUMNA TEXHONOIMK, a Ha NMOBbILLEHUN
NPOM3BOAUTENBHOCTU Y)XKe CyLLECTBYOLLMNX TAaBbOPaTOPHO-3BOTIOLUOHUPOBAHHbIX
penakKTopoB 3a CYET CTabunmsaumm obpaTHOM TpaHCKPUNTa3bl.

HanpasneHHas 3BONIIOLMS MOTUBOB, CTabunusupyouwmnx Mansie PHK 1
nosbiwamowWmMx 3¢PeKTUBHOCTb NpaM-peaAaKTUPOBaHUSA

(Nature Biotechnology)

Sakai, H.A,, Pierce, S.E., Jiang, A.Y. et al. Directed evolution of small RNA-stabilizing motifs that
improve prime-editing efficiency. Nat Biotechnol (2026). https://doi.org/10.1038/s41587-026-03123-2

ABTOpPbI CCriegoBanu, Kak NoBbICUTb 3dPEeKTUBHOCTL prime editing yepes
NH>XeHepHoe n3MeHeHne PHK-KoMnoHeHTa cuctembl. Prime editing onuncbiBaeTcs
KaK TEXHOJIOrMs, MNo3BoOSISOLLAa NMPOBOAUTb TOYHbIE 3aMeHbl, BCTaBKU U yOaneHus
6e3 co3gaHusa aByxuenoYyeyHbix paspbiBoB JHK 1 6e3 oOHOpPHOM MaTpuLbl B
TpaguumMoHHOM Buae. B ctaTbe OCHOBHOE BHUMaHME yaesieHO ManbiM MOTUBaM,
cTabunmsnpyowmnm PHK, koTopble 6bi/in NOSTyYEeHbl C MOMOLLBbIO HanpaBleHHOMN
3BOSTIOLUN. DTU MOTUBDI NpeaHa3HavYeHbl 4na ynydweHmns cBomctB pegRNA u,
COOTBETCTBEHHO, NOBbILLEHUA 3PPEKTUBHOCTU pedaKTUpoBaHMda. PaboTa
paccMaTpuMBaEeT TEXHOMOMrMYecKoe orpaHmnyeHme prime editing, cBa3aHHOE He
TOJIbKO C 6€NKOBbIM pefaKTOpPOM, HO U C YCTOMUYMBOCTbIO U GYHKLLMOHANTbHOCTbIO
HanpaBnaowen PHK. ABTOpbl MOKa3bIiBaloOT, UTO onTuMmMlaumna PHK-aneMeHTOB
MOXXeT 6bITb CAMOCTOATESNIbHbLIM NyTeM ycuneHuna prime editing n noteHumManbHO
pacwmpsaTb MPUMEHUMOCTb MeToAa AN19 Pa3HbIX TUNOB NFEHETUYECKUX MU3BMEHEHUN.

KomMmnanusa Editas Medicine npeacraBsuna Ha exxeroaHon KoHpepeHUMM
AMepUKaHCKOro oéujecresa reHHOM M KJ1IeTOYHOM Tepanum 2026 roga
HOBbI€ AOKJ/IMHMYECKME AaHHble, AeMOHCTPpMpYIOLME nporpecc B
pa3pa6orke EDIT- 401 B KauecTBe NOTEHUMANbHOIO CpeACTBa JieueHUs
runepnaMnuaeMmm

(Editas Medicine)

Editas Medicine npepgcrtaBuiia HoBble MPEeKIMHMUYEeCcKMe gaHHble no EDIT-401 —in
vivo CRISPR- Tepannun Ha oCHOBE reHHOro peaaKTUpoBaHUA gaa runepnmnmngeMmmn,
HanpaBneHHOM Ha noBbliweHue perynaumm LDLR. B npe3eHTaunm Ha ASGCT 2026 B
non-human primates (NHP) ogHokpaTHas nosa EDIT-401 (1,5-3,0 Mr/kr) o6ecrieuuna
>90% cpenHee cHMmxeHume LDL-C Bo Bcex rpynnax gos npu ymepeHHoM ypoBHe (10-
40%) PyHKUMOHANbHOIro pegakTtmpoBaHusa annenen LDLR n 26-KpaTHOM
yBenu4yeHum yposHa 6enka LDLR B neyeHn. CHmxKeHue LDL-C npoucxoamno
6bICTPO 1 COXPAHANOCh Ha NPOTHXXEeHUM ~6 MecaueB. [Npodunb 6e30MnacHOCTU
NPU3HAH NepCcneKTUBHbIM, OTCYTCTBOBANUM HEXXeNaTellbHble KIIMHNYecKune
NPOsiIBNEeHMNs Ha TepaneBTUYECKU pefieBaHTHOM aose 1,5 Mr/Kr. MakcuMarnbHas
[OCTaBKa Habnoganach B renatoumMTax No CpaBHEHUIO C APYITMMU TKAHAMMU, C He
OeTEKTUPYEMOM OOCTAaBKOM B OOUMTbI. [lONONHUTENIbHbIE OAHHbIE NO
dapMaKoKknHeTuKe/bapMakognMHaMUKe B MbllLaX NOA0EPXKMBAIOT BO3MOXHOCTb
OTCYTCTBUS HEOBXOOAMMOCTU B KOPPEKTUPOBKE O03 A/19 NALMEHTOB C
reTepo3nroTHOM ceMemHOM rmnepxonectepmHeMmen. [JaHHble TakxXe



nogyvyepKMBaloT NOTEHUManN cTpaTermm upregulation ¢ ucnonb3osaHmem DNA large
language models.

4. CAR-T n gene-edited kneTouHblie Tepanum

(HoBble gaHHbIe, KNTMHMUYECKMe pe3yrbTaTbl)

AnnoreHHas TpaHCNJ/IAHTaLMA FreMOMNO3TUYECKMX KJIeTOK C aeneumen
reHa CD33 c nomMoublo cucTteMbl CRISPR-Cas9 B coueTaHum €
noanAepMXXuUBaOLLEeH TepanMen reMmTysymMma6omMm o30raMmmiuMHOM Npu
OCTPOM MMEJIOUAHOM NeiKo3e: uccnenosavue dpasol 1/2

(Nature Medicine)

DiPersio, J.F., Koehne, G., Shah, N.N. et al. CRISPR-Cas9 CD33-deleted allogeneic hematopoietic cell
transplantation with gemtuzumab ozogamicin maintenance in AML: a phase 1/2 trial. Nat Med 32,
1763- 1772 (2026). https://doi.org/10.1038/s41591-026-04362-1

B nccnepnoBaHuun ¢asbl 1/2 onncaHa annoreHHasa TpaHcnnaHTauusa
reMonoaTUYEeCKUX KNETOK, B KOTOPbIX ¢ nomMoulbto CRISPR-Cas9 yaoananun CD33, ¢
rnocnenymroLem nogaoep)xKKom reMTysyMmabom o30raMmuMHOM Y MaLMeEHTOB C OCTPbIM
MUenonaHbIM NemkosoM. Moeqa nogxoga COCTOUT B TOM, UTOBbI COXPaHUTb
AOOHOPCKME reMOMNO3TUYECKUNE KNTETKU, CcOeNMaB UX YCTOMUYMBbLIMU K TEepanuu,
HanpaBneHHoM NpoTtmue CD33, n ogHOBpPEMEHHO Mcnonb3oBaTtb CD33-TapreTHoe
BO3OeNCTBME NPOTUB OMYXOJIEBbIX KNETOK. B cTaTbe yKa3aHo, YTo
penaKTUpPOBaHHbIE KITETKU COXPaHAIUCh NOocse TPpaHCMIaHTauum n He
0EMOHCTPUPOBANM CENEKTUBHOIO HeJocTaTKa. PaboTa oTHOCUTCA K gene-edited
KSTETOYHbIM TepanusaM, NOCKOJbKY KOYEBbIM KOMMOHEHTOM ABNFeTCA eX Vivo-
pefakTUupoBaHMe JOHOPCKUX KPOBETBOPHbLIX KNETOK Nepen BBeAeHUNEM MaLUUneHTy.
ABTOpPbI NpeacTaBnaloT KIIMHUYEeCKMe aaHHble paHHen da3bl, OLLeHUBas
BO3MOXHOCTb COMEeTaHMAa peaaKTUPOBAaHHOM TPaAHCMIaHTaLMM C NogaepXXueatoLlemn
Tepanuem aHTUTENO-NeKAaPCTBEHHbLIM KOHBIOMATOM MNPU BbICOKOPUCKOBOM
MMEeNoMaHOM 3a60neBaHUMN.

PeBonioums B pa3paboTKe NeKapcTBeHHbIX npenapaTtos anha CAR-T-
Tepanum in vivo: npo6sieMbl U NEepCrneKTUBbI peryiupoBaHus

(Signal Transduction and Targeted Therapy)

Lu, J. The in vivo revolution in CAR-T therapy medicinal products. Signal Transduct Target Ther
(2026). https://doi.org/10.1038/541392-026-02633-4

My6nunkaumnsa paccMmaTtpmbaeT nepexon CAR-T-noaxonoB OT KNAaCCUYECKOM eX Vivo-
NPOM3BOACTBEHHOM MoAeNnu K in vivo-popmMaTtaM, Npu KOTOPbIX KNEeTKMU NaumeHTa
nporpaMMmnpyroTca BHYTpPpU opraHm3Ma. B LeHTpe MaTepuana HaxoguTcs
obcyxpeHune LNP- ocHoBaHHbIX in vivo CAR-T-noaxoa4oB M MX BO3MOXXHOIO
3Ha4YeHMa g Tepanmm MMMYHHbIX 3a60ieBaHUI, BKITIOYAA CUCTEMHYIO KPaCHYHO
BO/YaHKY. ABTOPCKUIM HOKYC caenaH He Ha OTAe/IbHOM KOMMepYeCcKOM NpoayKTe, a
Ha TEXHOSTOMMYECKOM cABUre, COKpaLLEeHUM NMPOMU3BOACTBEHHbIX 3TArMoB, OTKa3e oT
ONNTENbHON MHOMBMAYANbHOW KNETOYHOM 06paboTKM BHE OpraHMn3Ma u
NOTEeHLMANbHOM pacLUMPEHUN OOCTYNMHOCTU Tepanun. Matepuan Takxe
nogyepkuBaeT, 4YTo in vivo CAR-T TpebyeT oTAeNbHOMo BHMMaHMA K JOCTaBKe,
KOHTPOJIIO 3KCMpeccmnm, 6€30nacHOCTU 1 PEryaTOPHOM OLEHKE.



5. TapreTHoe pefaKkTUupoBaHMe NaToreHHbix SNV

(CRISPR-Cas9, prime editing, base editing, TALEN, ZFN - onia ncnpaBneHMs KOHKPETHbIX MyTaL i
npw HacneacTBEHHbIX OHKOCUHOPOMaXxX U pUCKe BHE3aMNHOM cepae4YyHoM cMepTH)

Komnaumua AIRNA npeacrasuna Ha KoHpepeHuumn ASGCT HoBbIe
AOKZIMHMUYECKME flaHHbIe O TepaneBTUYECKOM npenaparte AIR-001,
HanpasB/ieHHOM npoTuB aeduumTta anbPa-l-aHTurpuncuHa (AATD), u
nporpammMmax peaakruposanma PHK B kKapanoMeTabonmuyecKkmx
npolieccax

(AIRNA)

AIRNA npepcTtaBuia Ha exxerogHom Bctpede American Society of Gene and Cell
Therapy B BocToHe HOBble AOKIMHUYeCcKMe aaHHble no AIR-001 gna nevyeHus
nedunumta anbda-1- aHTUTPUNCUHA U MO KapaANoOMeTaboNMYEeCKUM NporpaMmmam
penakTnpoBaHmMa PHK. MNMpe3eHTaumMm nokasbiBatoT noTeHuman nnatdopmbl AIRNA
KaK ona ncripaBneHunsa 6051e3HeTBOPHbIX BaPMAHTOB, TaK U O/19 BBeAEeHUS 3aLlUUTHbIX
BapMaHTOB, CBA3aHHbIX CO 340poBbeM yenoseka. AIR-001, NOOKOXHO BBOAUMBbIN
GalNAc-onuroHykneoTua, npeaHasHa4dyeH ansg Koppekumnm Hambonee
pacnpocTpaHéHHoOM MyTauunm PiZ npu AATD Ha ypoBHe PHK u cenyac oueHumnBaeTcqa
B nccnegoBaHum ¢pasbl 1. B MbilumHOM Mmogenn AATD oH o6ecnevyms MOLHOE U
TOUHOE pefaKTUpoBaHUe 6e3 BbiaBneHHbix off-target-pepgakTmnposaHmn. [1o3a 10
Mr/Kr gana 59% pepakTupoBaHus, 6onee 40 MKM ncnpasneHHoro M-AAT B
cbiBOpOTKe 1 70 MKM oblero AAT. bonee onutenbHoe BBeAEHME pa3 B ABE Heaenm
B TedyeHme 15 Hegenb NoBbiWano ypoBHU M-AAT 1 obuwero AAT 1 ynyyLwiano
nokasaTenwu, CBA3aHHble C NEro4YHbIMU MU NEYEHOUYHbIMU NpoaBneHNIMU. B
KapgmomMmeTabonumyeckom nporpamMmme pegaktmpoBaHue LDLR gocturano 70% B
renatoumTax n cHM»xano LDL-xonectepuH Ha 92% B ryMaHU3UPOBaHHOW MbILLUMHOMN
Moaenu.

6. MpocTpaHCTBEHHAas TPAaHCKPUNTOMMUKA

(spatial transcriptomics, NpocTpaHCTBEHHbIE MYTIbTUOMHbIE KapTbl)

PacuimdpoBKa NPOCTPaAaHCTBEHHON TPAHCKPUINITOMMKM Ha
MHOrOKJIETOYMHOM U CY6KJIETOUMHOM YPOBHSIX

(Nature Communications)

Zhao, C,, Liu, T,, Miller, L.M. et al. Decoding spatial transcriptomics across multicellular and subcellular
resolutions. Nat Commun (2026). https://doi.org/10.1038/s41467-026-72872-0

ABTOpbl NpeactaBunm STARS — MeTop Spatial Transcriptomics across Resolutions
for Single Cells, npegHa3Ha4YeHHbIN 0199 BOCCTAaHOBNEHUSA SKCMNPECCUM FreHOB Ha
YPOBHE OTAENMbHbIX KNETOK NpK paboTe ¢ AaHHbIMU MPOCTPAHCTBEHHOM
TPAHCKPUNTOMUKM PA3HOIro paspeLlueHunsa. B ctatbe yKa3aHo, UTO COBPEMEHHbIe
nnatPopMbl MOTyT AaBaTb KaK MHOMOKMETOUYHbIE, TaK U CyBKMIeTOUYHbIe AaHHble, HO
nXx o6begUHEHNE N MHTepNpeTaLmnsa OCTaloTCAa CIIOXXHOM 3apaden. STARS
ncnonbsyeT Vision Transformer n KOHTpPacTUBHOE OBbyyeHUne, YUTOObl COBMECTUTb
BbICOKOPA3peLUatoLLy O TMCTOMTONMIO C TPAHCKPUNTOMHbBIMU OaHHbIMU Ha YPOBHE
cnoToB. Llenb noaxona — peKOHCTPYMPOBAaTb OOAHOKNETOUYHYO SKCNpeCcCcuto Tam, rae
MCXoQHaa TEXHOMNOMMS gaeT CMeLLaHHbIe CUMHabl OT HECKOJTIbKMX KNEeTOK UM
AaHHble apyroro MacwTtaba. PaboTa genaeT akUeHT Ha BblYUCIUTENTbHOM
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coeanHeHUn Mopdonornyeckon MHGopMaLmMmM 1N NPOCTPAHCTBEHHOM SKCMPeccuu,
YTO OOSIHKHO NoMoraTh 6o/iee TOYHO OMUCHIBaTb TKAHEBYIO OpraHm3aLumio U
KNeTOUYHble COCTOAHUSA B MPOCTPaHCTBEHHOM KOHTEKCTe.

DGAT: asyxrpadoBasi ceTb BHMUMaHMS A1 BbIBOAA NPOCTPaHCTBEHHbIX
6enkoBbIX NaHAWAPTOB HAa OCHOBE TPAHCKPUINTOMMKM

(Nature Communications)

Wang, H., Cody, B., Saavedra, M. et al. DGAT: a dual-graph attention network for inferring spatial
protein landscapes from transcriptomics. Nat Commun (2026). https://doi.org/10.1038/s41467-026-
73114-z

CTaTbq NocBsWEeHa OrpaHUYeHUIo NMPOCTPAHCTBEHHOW TPAHCKPUMTOMUKU: TaKMUe
TEXHOSIOMMU MNO3BONAIOT U3MepaTb pacnpegeneHne PHK B TKaHU, HO O6bIYHO He
DAIOT NPSAMON KapTUHbI 6eNIKOBOIro ypoBHSA. ABTOpbl Npeanioxxunm DGAT, Mogenb
rny6okoro obyyeHus ¢ 4BOWMHbIM rpadoBbIM MEXaHU3MOM BHUMaHUS, KOTopas
BbIBOAUT NPOCTPAHCTBEHHbIE 6eKOBbIe NaHALWadTbl M3 TPAHCKPUMTOMHbIX AaHHbIX.
Mopxon oby4vaeTca Ha cBa3ax Mexxay PHK n 6enkamMmn, ncnonb3sys
MPOCTPAHCTBEHHbIE TPAHCKPUMTOMHbIE M NPOTEOMHbIE HabOopPbl AaHHbIX. OCHOBHasA
3afja4a MeToa — PEKOHCTPYMPOBATb pacnpeneneHme 6enKoB B TKAHEBOM
MPOCTPAHCTBE TaM, rae Nnpsamblie U3MepeHmna 6e/1KOB OTCYTCTBYIOT UM OFPaHUYEHbI.
ABTOpbl NpeactaBnatoT DGAT KaK MHCTPYMEHT A5 CBA3blBaHUSA TPAHCKPUNTOMHOM
nHPopMaLumm ¢ PyHKUMNOHANbHO 6onee 6/IM3KNUM 6eKOBbIM YPOBHEM. B KOHTEKCTE
MPOCTPAHCTBEHHbIX MY/IbTUOMHbIX KapT paboTa NOKa3blBAaET, KaK BblYUCNUTENbHbIE
MeToAbl MOTYT AOMONHATb 3KCNepUMeHTanbHble N1aTdOpPMbl U pacLLnNPATb
MHTepnpeTauunto NPOCTPaHCTBEHHbIX OaHHbIX.

KoMnnekcHoe npopunupoBaHue oTaAeIbHbIX KJIETOK U
NPOCTPaHCTBEHHOM TPaAaHCKPUNTOMMKM npu BAC BbisBnsieT
MHOUNbLTPaLMIO MMMYHHON CUCTEMbI OT NepudpepuUUYecKMuX K/eToK K
LeHTpanbHbIM U €e nepenporpaMMupoBaHue

(Nature Neuroscience)

Zhang, Z., van Olst, L., Alessandrini, F. et al. Integrated single-cell and spatial transcriptomic profiling
in ALS uncovers peripheral-to-central immune infiltration and reprogramming. Nat Neurosci (2026).
https://doi.org/10.1038/s41593-026-02300-5

BokoBOM aMUOTPOPUUECKUIN CKITEPO3 — CMepTeSibHoe HenpoaereHepaTMBHoe
3aboneBaHMe, OTMEYEHHOe NporpeccmpytoLlen gereHepaumem MOTOHEUPOHOB B
MO3re M CMMHHOM Mo3re. XoTa HeMpoBoOCnalieHMe BCE Yalle NpPU3HaEeTcsH
XapaKTepHbIM Npu3sHakoM BAC, ToUHble MOSieKyNApHbIe NporpamMMmbl, CBA3blBatoLLme
MMMYHHbIE OTBETbI C MaTONIOrMen MOTOHEMPOHOB, OCTalOTCH MJSIOXO
onpenenéHHbIMU. ABTOPbI UCMOSIb30BaNIN MHTENPUPOBAHHbIX Noaxon,
ob6begumHaoWnmM ogHokneToyHoe 1 bulk-cekBeHmnpoBaHue PHK co
NMPOCTPAHCTBEHHOM NPOTEOreHOMUKOM, YTOObI OXapaKTepmM3oBaTb obLime n
pasnuyatowmecs MMMYHHbIE MPOoLEeCcChl B NepndepmnyecKom KPoBU U TKaHAX
CMMWHHOIO MO3ra naumneHToB co crnopagunvyeckmm BAC 1 naumMeHToB C MOBTOPaMM
C9orf72. B ccnepgoBaHMM aHaNM3MpPOBaNIUCh Kak nepudepunyeckas KpoBb, TaK U
TKaHU LLHC, 4To6bl yTOUHUTb KE€TOYHbIE M MOJIEKYIAPHbIE OCHOBbI BOCMNaneHus.
AHanmns BbIIBU LLMPOKOE MMMYHHOE peMogenmpoBaHme npu C9orf72-BAC,
pas3nunyusga, cBa3aHHble ¢ noaTmnnomM BAC n nporpeccupoBaHnem 60ne3Hu, B
aKTMBaLUMM MOHOUUTOB U CD8 T-kneTKax adPeKTOPHOM MAaMATU C aHTUFEHHbIM
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OMbITOM, a TaKXXe KJ/IOHalibHble NPU3HaKWN, COOTBETCTBYOLLMNE aHTUTEH-
obycnoBneHHbIM oTBeTaM. [1pOCTPaHCTBEHHOE KapTUPOBaHME NOKa3aso, YTo
aKTUBaLUS KOMMEeMeHTa U U3MEeHEeHME COCTOSIHUA MUENOUAHbIX KITETOK,
CBAA3aHHbIe C HAKOM/EHMEM NINNNOO0B, CXOOATCA B MecTax NnoTepy MOTOHEMPOHOB U
natoniornn TDP-43. 3Tu pe3ynbTaTbhl CBA3bIBAOT NepudepmuyecKkmne n LeHTpanbHble
NMMYHHble U3MEHEHMUA C reTeporeHHocTbio BAC v BbigenatoT
CTPaTUPULMPOBAHHYIO UMMYHOMOOYNAUMUIO KaK MOTEHLUMANbHYIO TepaneBTUYECKY IO
cTpaTteruio.

MpocTpaHCTBeHHas reHOMMKa 6e3 oNTUYeCKMUX 3/IEeMEHTOB Ans
KapTMpPOBaHMA CTAapEHMS MO3ra MaeKonuTamowmx ¢ noMoubio IRISeq

(Nature Neuroscience)

Abdulraouf, A, Jiang, W., Zhang, Z. et al. Optics-free spatial genomics for mapping mammalian brain
aging by IRISeq. Nat Neurosci (2026). https://doi.org/10.1038/s41593-026-02293-1

CrtaTtbsa npepcTtaBngaeT IRISeq Kak noaxon K NpOCTPaHCTBEHHOM FreHOMUKe 6e3
NCMOJSIb30BaHUS ONTUYECKOIrO CHUTbIBAaHUSA AN U3yYeHUSA CTapeHUsa Mo3ra
MneKkonuTaoLwmx. B LeHTpe paboTbl HaxoauTca 3aga4a NPOCTPAaHCTBEHHOIO
ONnMcaHMAa MONEKYNAPHbIX U3BMEHEHU B MO3Ire, CBA3aHHbIX C BO3PAaCTOM.
dopMynunpoBKa «optics-free» yKasbiBaeT Ha TEXHOMOrMYeckoe oTnmume Metoga oT
nnaTtoopM, roe NpocTpaHcTBEHHAa MHOOPMaLUSA CUUTbIBAETCA Yepes
MUKPOCKOMUIO UTN BU3yanun3aymio. ABTOPbl MO3nUMoHUpYLoT IRISeq Kak cnoco6
nony4yaTb NPOCTPAHCTBEHHO OPraHM30BaHHbIE FEHOMHbIE JaHHbIE U MPUMEHSATb UX
K M3YYEHUIO BO3PACTHbIX UBMEHEHUN B HEPBHOM TKaHU. OCHOBHOM aKLUEHT
MaTepuana He Ha oTAENTbHOM reHe UNn 60M1e3HUN a MeTOA0N0MMYECKOM
BO3MOXXHOCTU KapTUPOBaTb MO3roBoe CTapeHme C NMpoCTpPaHCTBEHHbIM
paspelleHneM n 6e3 onNTUYECKOro aTarna naMepeHua.

MultiSP pacuundpoBbIBaeT CTPYKTYPY TKaHei U MHOrOK/IeTOUHYIO
KOMMYHMKAaLMIO Ha OCHOBE NPOCTPaHCTBEHHbIX MYJ/IbTUOMMUKCHbIX
AAHHbIX

(Cell Genomics)

Mo C, Zou X, Jin S. MultiSP deciphers tissue structure and multicellular commmunication from spatial
multi- omics data. Cell Genomics. 2026;6:101141. https://doi.org/10.1016/j.xgen.2026.101141

HepaBHWe NpopbiBbl B MPOCTPAHCTBEHHOW MYJIbTUOMMKE NO3BONAIOT
OOHOBPEMEHHO NPOPUNNPOBATL Pa3Hble MOSTIEKYNAPHbIE MOAANbHOCTM, COXPaHASA
MPOCTPAHCTBEHHbIM KOHTEKCT TKaHW. B paboTte Chenfeng Mo, Xiufen Zou 1 Suoqgin
Jin npencrtasneH MultiSP — nogxop ana pacwmepoBKU CTPYKTYPbl TKAHEN U
MHOIOK/I€TOYHOM KOMMYHUKaLUMM NO AaHHbIM NPOCTPAHCTBEHHOW MYJIbTUOMUKMN.
MeTon npenHasHayveH A9 aHanm3a CNoXXHOM TKaHEBOM OpraHM3aunm m
MPOCTPAHCTBEHHO MYJIbTUMOAANIbHbIX B3aMMOOENCTBUIN KNIETOK. ABTOPDbI
MoKas3blIBaloT, YTO MultiSP BbiaBNaeT KOMMMEKCHbIe TKaHEBbIE CTPYKTYPbI U3
MPOCTPAHCTBEHHbIX MY/TbTUOMHbIX AAHHbIX U MOMOraeT MHTEPNPeTUPOBaTb
MYNTIbTUMOLOANbHYIO KITETOYHO- KNETOYHYIO KOMMYHUKALMIO BHYTPU TKaHew. B
OMyX0O/1€BOM MUKPOOKPYXKEHMM OH PACKPbIBAET KapTbl pacrnpeneneHmnsa KNeTok ¢
BbICOKMM pa3pelueHuneMm, BK4vaa cocegHme cybpermoHbl, o6oraéHHble
Makpodaramu. B MmaTepmanax npoekTa yKasaHbl MpMMepbl MPpMMeHeHUa K
npocTpaHcTBeHHbIM RNA-ADT gaHHbIM nMM$aTUYecKoro ysna yenoseka, RNA-ATAC
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MISAR- seq, AaHHbIM P22 Mo3ra MbllKn U TPUMOZanbHOMY Habopy MUHOANMHDI
yenoBeka. MNowarosble y4ebHble MaTepUarnbl MOKa3bIBalOT, KaK 3anyckatb MultiSP
Ha 3TUX Habopax, a AeTasin BCEX UCMNOSIb30BaHHbIX AAHHbIX MPUBEAEHbI B pa3gene
Methods. Takke NpegycMoTpeH aHanIn3 NPOCTPaHCTBEHHO My/IbTUMOAANIbHOMN
KNeTOYHO-KTIETOYHOM KOMMYHUKaLUUK Yepe3 NHCTpyMeHTapuin CellChat. Pa6oTa
No3mMuMnoHmnpyeT MultiSP KakK BblUUCNUTENBHbBIN MHCTPYMEHT O/19 U3yYeHUda
TKaHEBOW CTPYKTYpPbl, NPOCTPAHCTBEHHOM OpPraHMU3aLnm KNETOK U MEXKKITETOYHbIX
B3aMMOOENCTBUMN B JAHHbIX MPOCTPAHCTBEHHOU MYSIbTUOMUKMN.

NMpocTpaHCTBEHHas TPaAaHCKPUINTOMMKA BbifiB/ISIeT BiusitHUe
MMUKPOOKPYXeHMA Ha BHYTPpEeHHME npoLeccbl pazBUMTUdA
PE€3UMCTEHTHOCTM K Tepanmm MeJilaHOMbI

(Genome Biology / PubMed)

Boe RH, Triandafillou CG, Lazcano R, Wargo JA, Raj A. Spatial transcriptomics reveals influence of
microenvironment on intrinsic fates in melanoma therapy resistance. Genome Biology. 2026 May 23.
https://doi.org/10.1186/513059-026-04112-z

YCTOMUYMBOCTb K TEPANMUM paka onpeaenaeTca Kak BHyTPEHHUMM CBOMCTBaMM
KNeToK, Tak 1 paKToOpaMn MUKPOOKPYXKeHUS. B 3To paboTe aBTOPbI MCMOMb3YIOT
MPOCTPAHCTBEHHYIO TPAHCKPUMNTOMUKY U OQHOKETOYHOEe cCeKBEHUpoBaHMe PHK,
UTO6bI BbIABUTb Pa3/IMYHbIE MPOrpPaMMbl YCTOMUYMBOCTU B KNIETKaxX MeflaHOMbl,
cpopMUpoBaHHbIe BHYTPEHHUMU KNETOYHbIMU COCTOAHUAMMU U OMYXOIEBbLIM
MUKPOOKPYXeHneM. KOHCeHCyCHaa HeoTpuuaTenbHaa MaTpUYHaa pakTopm3aumns
rMokKasbiBaeT 06LmMe BHYTPEHHUE MPOrpaMMbl YCTOMUYMBOCTU B PA3HbIX KNETOYHbIX
NMHUAx. B obpasuax NauMeHToB 3TU NPOrpaMmMbl YCTOMUYMBOCTM COCYLLECTBYIOT
BHYTPW OTAE/bHbIX OMNYyXONen 1 CBA3aHbl C Pa3HO06pPa3HbIMU UMMYHHbIMU
CUrHaTypamMu. NMpocTpaHCTBEHHAA TPAHCKPUMNTOMUKA C OOAHOKMIETOYHbIM
pa3spelleHneM B KCeHorpadpTHbIX MOOENaX BbIIBNAET KaK BHYTPEeHHe
onpenenéHHble, Tak U BHELWWHe 06yClTIoOBNEeHHbIe YCTONUMBbIE CyAb6bl KNETOK.
ABTOpPbI MOKa3bIBaIOT, UTO YCTOMUYMBBIE K TEPANUU KITETOUYHbIE COCTOAHUSA
COCYLLIECTBYIOT B Pa3/IMYHbIX MUKPOOKPYXXEHUSIX, @ TKaHEBbIE MPU3HaKM BIUSIOT Ha
TO, KaKaa cyabba 6ynoeTt npuHaTa.

7. MpodeccuoHanbHan OPUMEHTaALMSA AeTen

(reHeTMUecKMe NpeapacnonoXXeHHOCTU AeTeN K PasfIMYHbIM BUOAM CMopTa, XXaHpaM UCKYCCTBa Uu
OpPYrMM o61acTaM geaTesibHOCTH)

HeT peneBaHTHbIX HOBOCTEW 3a Nepuoa.
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8. l’eHeTUMUYeCKas NpeaApacnosioXXeHHOCTb K aAAUMKTUBHOMY NOoBeAECHMUIO

(CKMOHHOCTb K anNKoronmMsMy, HapKoOMaHMM, TOKCUKOMaHMKU, TabaKOKYpPEeHMUIo, K onpeaeneHHbIM
BWAAM NpecTynneHui)

NMporHo3supoBaHue reorpadpuuecKoro pacnpeaeneHusi pacCTpomncTs,
CBSi3aHHbIX C YNOTpe6eHueM HapKOTUKOB, B LLIBeLuM Ha OCHOBE
reorpadmuyecKkmMx pasivuMi B YypoOBHE COLMANIbHOM AenpUBaLIMM,
reHeTUYEeCKOM pUcCKe U yp6aHu3aumm

(Molecular Psychiatry)

Kendler, K.S., Zhao, P., Mansourian, A. et al. Predicting the geographical distribution of drug use
disorder in Sweden from the geographical variation in social deprivation, genetic risk and
urbanization. Mol Psychiatry (2026). https://doi.org/10.1038/s41380-026-03636-x

ABTOpPbI CCiegoBain, MOXXHO /1M MPOrHO3MpoBaTh reorpaduyeckoe
pacrnpeneneHme pacCTpPoOnNCTBa, CBA3aHHOIO C yrnoTpebieHMeM HapKOTUKOB, B
LLIBeunin, Mcnonb3ya pasnnuma Mexxay TeppUTopmaMm no coumanbHOMm
aenpuBaumnm, reHeTUYECKOMY PUCKY U YPOBHIO ypb6aHM3auunmn. PaboTa o6beguHaeT
coumanbHble U reHeTUYeckne paKTopbl, paccMaTpuBas UX He Kak
B3aMMO3aMeHAeMble O6bACHEHUS, @ KaK UICTOYHUKU MHPOPMaL UK O
MPOCTPAHCTBEHHOM BapuaLum pucka. B ueHTpe cTtaTby HaxoguTca pacnpeneneHme
PaCcCTPOMNCTB, CBA3aHHbIX C yNoTpebneHneM HapKOTUKOB MO reorpadpmuyeckmm
panoHaM U To, KaK 3TO pacnpenesneHmne CBA3aHO C JTIOKalIbHbIMU XapaKTepUCTUKaMU
HaceneHusa. FleHeTUYECKMM PUCK BKITIOYEH B MOAENb Hapsaay € couuanbHOM
penpuBaumnen n ypbaHmsaumen, Yto genaeTt uccrnegoBaHue peneBaHTHbIM ong
TeMbl HacNeaCTBEHHOM NPeapPacrosioXeHHOCTU K agaANKTUBHOMY MOBEOEHUIO.
MaTepuan He CBOAUT PUCK K 0OQHOMY daKTopy, aBTOPbl aHATM3UPYIOT COBMECTHYHO
pPONb reHeTUYECKNX U CPpeoBbIX MoKa3aTenem B 06 bACHEHUW Pa3NNYNA MeXxXay
permoHamu.

MHOrodpakTopHbi reHeTUYECKMM aHaNn3 2,2 MUJIJIMOHOB 4YesioBeK
BbiSIBUJ1 LUMPOKME U cneuMPUUHbIC AJIf KAXXAO0ro BeuecTsa NyTM pMcKa
pa3BMTUS 3aBUCUMOCTH

(Nature Mental Health)

Poore, H.E., Chatzinakos, C., Leger, B. et al. Multivariate genetic analyses of 2.2 million individuals
reveal broad and substance-specific pathways of addiction risk. Nat. Mental Health 4, 582-593 (2026).
https://doi.org/10.1038/s44220-026-00608-6

ABTOpPbI MCMOJSIb30BasIM MHOIOaKTOPHbINA FEHETUYECKU aHaNu3 Ana n3yvyeHus
PaCcCTPOMNCTB YyNoTpebsieHNAa NMCUXOAKTUBHbDIX BELLECTB U UX CBA3U C BHELUHUMU U
BHYTPEHHUMM MCUXOMNMaToONorMyecKMMm ripmsHakamum. B MaTtepuane ykasaHo, 4YTto
reHeTUYECKUIN PUCK A1 PACCTPOMNCTB, CBA3aHHbIX C ynoTpebneHnem
MCUXOTPOMHbIX BELLECT B 3HAYUTENIbHOM CTENEHU OENCTBYET Yepes NnyTn, obLime ¢
apyrumm dopmMaMm NoBeeHYECKOro pacTopMaXkKMBaHMS, HO TaK)XKe COXPaHAKOTCS
BeLleCcTBO-cneumdpmyeckme KOMMNOHEHTbl pucka. Pa6oTta ncnonbsoBana GWAS-
CTAaTUCTUKUN N MOAENN, MO3BONAIOLLME OTAENATb O6LLMA KOMMOHEHT
npeapacnosioXXeHHOCTM OT 6onee crneundUUHbIX reHeTUYeCcKnx ceasem. HoBoCTb
OTHOCUTCSH K pa3feny reHeTUYeCKom NpenpacnonoXeHHOCTU K agaANnKTUBHOMY
noBefeHUIo, MOCKOJIbKY HaNMpsaMylo paccMaTpUBaAET HAaCNeACTBEHHYIO apXUTEKTYpY
pPacCTPOMCTB yroTpebieHUs BELECTB U ee nepecevyeHume ¢ ncmuxonartonormen. B
OoT/IM4YMne OT UCCieoBaHUM OTAENbHOMO BELWEeCTBa, CTaTbs MblTaeTCcs ONUCaTb
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o6u.|.y+o CTPYKTYpPY reHetn4eCKoro pncka across SUDs, 4To Ba)XHO a9 MOHUMaHUA
TOro, Kakne MexaHm3Mbl ABTAK0TCH YHUBEPCaJlibHbIMUW 0149 aANKTUBHOIO
nopegeHmd, a Kaknme OTHOCATCH K KOHKPeTHbIM BUOAaM 3aBUNCUMOCTHU.

I MEOUUMHA

9. IpMMeHEeHMe reHETUYECKMX UCCNefoBaHUM B KJIMHUYECKOMU
NnpaKTUKe, B TOM YMCJ/ie NoJIHoOe reHOMHoOe ceKBeHupoBaHue (WGS),
HMAOT, AI'T, Ca3Hrep, nepcoHanM3MpoBaHHaa MeaAMLUMHA

FeHoMHana MeaAMLUMHA B MacluTabax nonyssiuMm € MCNoJ/ib30BaHUEM
FOHKOHIrCKOro reHoMHOIO NpoeKTa

(Nature Medicine)

Ying, D., Cheung, CL., O, CK. et al. Population-scale genomic medicine with the Hong Kong Genome
Project. Nat Med (2026). https://doi.org/10.1038/s41591-026-04410-w

ABTOpbI NpeacTaBmnm pesynbtatbl Hong Kong Genome Project, cosgaHHoro gns
BHegpeHUs NonynaumoHHOM reHOMHOM MegUUMHbI B KITMHUYECKYIO MPaKTUKYy. B
NpPoeKT BKAtoumnnm 6onee 20 000 y4aCTHMKOB: 2 227 NaLMEHTOB C peaKnMm
3a6oneBaHMaMM 1 18 261 yyacTHMKA NONYNALMOHHOWM KOropTbl. [1/19 NaLMEHTOB C
penoKnMm 3aboneBaHMAMUM AMArHOCTUUECKaAsa pe3yibTaTUBHOCTb cocTaBunia 25%, uto
MokKa3blBaeT KIIMHUYECKYIO MPUMEHMMOCTb MOJTHOFeHOMHOIO CeKBEHUPOBaHUSA A4
MOMCKa MOMEKYNAPHOM NMPUYMHbI 60M1e3HKU. B nonynaumnoHHom koropte y 3,7%
YYaCTHUKOB HalU/IN MAaTOreHHble U BEPOATHO MaTOreHHble BapUaHTbl B FreHax,
CBAI3aHHbIX C OMUHaHTHbIMW 3a6oneBaHUAMMU, a 48% OKa3aIMCb HOCUTENAMMU MO
CMUCKY FeHOB, MPUMEHAEMOMY B €BPOMNENCKMNX PeKOMeHOaUnax. ABTOPbl OTMETUNN,
4TO 38 AOMNOSIHUTENbBbHbIX KNMMHUYECKU 3HAYUMbIX FEHOB MO/ 6bl 6bITb MPOMNYLEHDbI
MPU MCNOSb30BaHUU TO/TbKO €BPOMNENCKONro CNUCKA Y KUTAaUCKOW NOMyNnaumn.
dapMaKOreHOMHbIV aHanm3 rnokasarn, YTo NOYTU BCE YHAaCTHUKU UMENU
MnoTeHUUaNbHO NPUMEHUMbIN GEHOTUM, CMOCOBHbIN BNUATb HA HAa3HAYEeHUS
NeKapcTB.

OT AOKa3aTeNIbCTB K BHEeAPEHMIO: KJ/IIOUEBbI€ NPUOPUTETDI
dapMaKoOreHOMHOIro NOAXoaAa K JIeUEHMIO U NPOPUNIAKTUKE: UTOTU
€BpPONEenCcKOoro 3KCNepTHoro ceMmHapa

(European Journal of Human Genetics)

Kreeftenberg, L.L.,, Henneman, L., Rigter, T. et al. From evidence to implementation: key priorities for
pharmacogenomics-guided treatment and prevention from a European expert workshop. Eur J
Hum Genet (2026). https://doi.org/10.1038/s41431-026-02131-9

dapMaKoreHOMMKa MOXKeT MOBbILATb 6€30MacHOCTb U 3PPEKTUBHOCTb NEKAPCTB,
noanep>xmpaa 6orsiee TOYHbIe, OPUEHTUPOBAHHbIE HA MaLMeHTa TepaneBTUYecKme
noaxoabl M MepPCOHaNM3NPOBaAHHYIO MeOULMHY, HO €€ PYTUHHAaA MHTerpauma B
30paBOOXpPaHEHUE OCTAaETCAa orpaHMYeHHOM. B aHBape 2025 roga B AMcTepaamMe
NPOLEN eBpONenCcKMmM MynbTUONCUUNIIMHAPHBIN SKCMEPTHbLIN CEMUHAP,
NOCBALLUEHHbIN NPUOPUTETAM AanbHenwero BHegpeHuna dapMakoreHoOMnYeCcKmn
HanpaBfIEHHOro neYyeHns N NPoPMUNaAKTUKM B KITMHUYECKYIO MPaKTUKY.
KauecTBeHHbIM KOHTEHT-aHann3 onuparncs Ha Bkniag, 55 y4actHukoB 13 10
€BPOMNEeNCKNX CTPaH, NpeacTaBNaBLUMX NOTUTUKY, 30PaBOOXPAaHEHME,
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aKageMUUecKyto cpeny, NaumeHTCKMe opraHu3aumm m nHoycTpu. Pa6oTa
cocpefoToyeHa Ha TPEx onopax BHeApeHUa: oKa3aTebCTBaX, MPUHATUN U
MHTEerpaumm B CUCTEMbI 34paBooxXpaHeHus. Mo uTtoraMm npeseHTauum m
06Cy>XOeHWM BblaeneHbl NATb K/oYEBbIX MPUOPUTETOB: HaOEXKHbIe KITMHUYECKUe U
dapMaKO3KOHOMUYECKME OLEHKM AN pelleHU o PUHAHCUPOBAHUU U
BO3MeLleHUNN, obydeHne MeANLMHCKMX CreunanncToB U NoBbllLEHMNE
OCBeAOMMNEHHOCTU NONTMTUKOB M 06LLECTBa, MHBECTULWU B IT U MHPPaCTPYKTYpY
OaHHbIX, FAPMOHU3aUUAa PerynaTopHOM MONIUTUKN U BO3MELLEHUS, @ TaK)Ke paBHbIM
OOCTYrM. ABTOpPbl MOAYEPKMBAIOT HEO6XOAMMOCTb 60/1ee TeCHOIro CorflacoBaHus,
HanpuMep Yepes creumnanbHyto ceTb, U MyNbTUANCUUMIIMHAPHOIO COTPYAHUYECTBA,
4YTO6bI NepeBecTn dapMaKoOreHOMMKY 13 pa3BUBaKOLLENCA MHHOBaLUA B
CTaHOAPTHYO YacTb NMepCcoHaIn3nMpoBaHHOM MeAuLMHbI B EBpone.

KnuHnyeckKkoe ceKBeHMpOoOBaHMe roToBo o6ecneyumTb BO3MOXXHOCTH ANA
NpeBeHTUBHOM MeAMLMHbI, HO NPENATCTBUS CO CTOPOHDbI CTPaXOBbIX
KOMMaHUM OCTaIOTCSl, roBOPUT [13MMOH XocTuH U3 KoMnanum lllumina

(GenomeWeb)

KnMHMuyeckoe reHOMHOe TeCTUPOBAHUE Yy)Ke BOLLUIO B CTAaHOAPTHYIO MeANLIMHCKYO
MOMOLLLb, HO ero 6osee LWWNpoKasa MHTerpauma OCTaéTcsa CNoXXHOM 3agadven. [1lemMMoH
XocTuH u3 lllumina BuanT 6yayuiee, B KOTOPOM FrEHOMHOE TECTUPOBaHMe byadeT
paboTaTb KaK BU3yanum3aumda, Ha3Ha4yaTbCHa LUMPOKO M MOMOraThb BbISIBNATb
npo6nemMbl 4O TOro, KAk OHU CTAaHYT SKCTPEHHbIMU. B oTnnume ot TpagnLMOHHOMN
OMArHOCTMKM in vitro, YyacTo garoLenm y3KMm 6MHapHbIM OTBET, FfeHOMHbIe
pe3ynbTaTbl MOIyT AaBaTb 60/1ee LWMPOKME CBEAEHUSA O 300POBbe YeNlOBEKa U
no3)xe nepeaHanmsnpoBaTbca. PaHHee 1 LUMPOKOe TECTUPOBaAHNE MOXKET
yMeHbLUaTb NOTPeB6HOCTb B 6MONCUMHOM MaTepuane Nnpu pake, paHblLUe BbiSBNATb
NN UCKIOYaTb MeToAbl IeYEeHUS U CHMXKATb 3aTpaTbl OT HEMPAaBUIbHOM Tepanun.
OnHako B CLUA cTpaxoBada cuctemMa 3aTpygHaeT onfiaTy KOMMJIEKCHbIX TECTOB,
OCOB6EHHO eCcnin BbIroga NoaBUTCA Yepes rofgbl, KpoMe TOro, OCTatoTCs BOMNPOCHI
NPMBATHOCTU N 6€30MacHOCTU OAaHHbIX. B KavecTBe «nnaugapMoB» onsa
pacwmpeHna reHoOMHOro TectupoBaHuga XocTuH Ha3biBaeT NIPT, MRD,
KOMMJIEKCHOEe reHOMHOoe NpodunnmpoBaHme, peakme 3aboneBaHMa m
dapMakoreHoMmnKy. CHMKEHNE CTOMMOCTU CEKBEHUPOBAHMA YXKe NMOMOI/10 3TUM
NPUMEHEHUAM, HO ByayLUMNE OLLEHKU YCITOXHSAIOT TPAHCKPUMNTOMHbIE M MPOTEOMHbIE
OaHHble.

Kak coTpyaHuku lllumina pa6oTaloT, UTOo6bl NPUGNN3UTDL
3ApaBoOOXpPaHEeHME K NPpeuu3MoOHHOM MeaAMLMHEe

(HNumina)

lllumina onucana, Kak BHYTPEHHME KOMaH4bl KOMMAaHUM y4acTBYIOT B MPOABUXKEHUM
NPeUN3nNOHHOMN MeanLUHbI U 6oee LUMPOKOM BHEOPEHUMN FEHOMUKU B
rnpakTU4Yeckoe 3gpaBooxpaHeHme. B MaTepuane roBoputcsa o pabote Medical
Genome Initiative, Nny6nnkaumm KOTopon NoMoratoT nabopatopmam U KNMHULUCTAM
MHTErpmpoBaTb FreHOMHbIE OaHHbIE B MEAULIMHCKYIO MPAaKTUKY U YXKe UCMOoNb3yoTcs
B peKoMeHOaumax onsa nnatenblwmkoB. OTOoenbHO NpuBeaeH npuMep
neguaTpUYecKom rpynnbl, KOTOpasa UCMNoib30Basia Be6MHapbl, 31EKTPOHHbIE
PaCCbINIKU U CTaTbW, YTO6bl MOMOYb MEAULMHCKMUM CneunanmnctamM yBepeHHee
paboTaTb C FreHOMUKOWM B MOBCEOHEBHOM NMOMOLLM. AKLLEHT caenaH He Ha
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OTOEeNbHOM TecTe, a Ha MHPPaCTPYKType BHeapeHUd: obydeHnn Bpaden,
cornacoBaHMM NabopaTopHbIX CTaHAAPTOB, Ny6IUKALUU MPaKTUYECKMX
MaTepunanoB 1 GOPMUPOBaHNN OOBEPUSA K KITMHUYECKOM NreHOMUKE.

HemHBa3uBHOE NpeHaTaslibHOE TECTUPOBaHME CMOryT npoBoaAmUTb 15
rocyaapcTBeHHbIX MeAopraHmM3auum

(PCR News)

PCR News coobwwumn, 4yto MmnH3gpas PO yTBepaun CNMCOK rocygapCcTBEHHbIX
MeOUNLMNHCKMX OpraHM3aummn, UMeoLWnX NMNLEH3MIO Ha NpoBegeHNEe HEUHBA3UBHOIO
npeHaTasibHOro TeCTUpPoOBaHUSA U NPeENMNIaHTaLUMOHHOIO reHeTUYEeCKOoro
TecTupoBaHUa aMb6puoHoB. HUMT ncnonb3yeTca Anga BbIABIEHUA XPOMOCOMHbIX
aHoManum no BHeknetTodHom OHK nnopga B kKpoBu Matepu, a MIFT-M m MNIrT-CIN — anga
aHanM3a sM6pPMOHOB Ha MOHOIEeHHbIe 3a6051eBaHNA U CTPYKTYPHbIE XPOMOCOMHbIE
NnepecTporKn. 3TN nccnenoBaHmMa gobasneHbl B O6GHOBNEHHYIO NporpamMmmy
rocyoapcCTBEHHbIX rapaHTM Ha 2026 rog. O6pa3ubl NauMeHTOB 6yayT HanpaBnAaTh B
oaHYy u3 15 KNMHUK, BKNtoYvaa denepanbHble LeHTpbl B MockBe, CaHKT-IleTepbypre,
EkaTepuHbypre, PoctoBe-Ha-[JoHy, TOMcKe 1 Yode. B nybnmkaumm Takyke ornmncaHbl
poccumcknim pedpepeHcHbim reHom GRCh38.rus, HauMoHaNnbHbIN MAaHFEeHOM
YenoBekKa M 6a3a NONYNALMOHHbIX YHaCTOT FEHETUYECKUNX BAapPUAHTOB.

FeHOMHOE MccneaoBaHME NOMOTJIO BbiSBUTh PeAKOe HapyLIeHMe pocTa
y pe6eHka

(Cambridge University Hospitals)

Bpaumn Cambridge University Hospitals pagbl NONOXXUTeNbHOMY OTBETY AEBOYKU
Cadun Doppa Ha neveHmMe Nocne Toro, Kak peaKoe reHeTuyeckoe 3aboneBaHme 6bino
BbIAB/IEHO MO pe3ynbTaTaM HaLMOHANbHOINO CKPMHUHIOBOIo nccnegosaHua. Y Cadpu
n3 KeM6punpKLimpa reHeTUYEeCKMM Ko NpoaHannsnpoBanu B paMKax NnporpamMmbl
Generation Study, oueHunBaowen apPeKTUBHOCTb MOTHOFEHOMHOI0
CeKBEHUpPOBaHUSA ana nomcka 200 peaKMx reHeTUYECKUX COCTOSAHUN Y
HOBOPOXOEHHbIX. B KeM6punoke y HE€ AMAarHOCTUPOBANN U30/IMPOBaHHbIN
nedPnLnNT ropMOHa POCTAa, YTO MO3BOSINMAO paHO HayaTb nedyeHume. Cemnyac Cadun 13
MecsLueB, OHa OOroHAeT CBEPCTHUKOB U Bblpocsa Ha 15 cM ¢ Hadana Tepanuun. lNpu
MPOLOMKEHUN NeUYeHUs OXXKMOAEeTCs, UTO €€ B3POC/1biv pOCT 6yaeT B TUMMYHOM
AuarnasoHe M He NocTpagaeT M3-3a 3aboneBaHna. B BenmkobpuTaHum exxerogHo
poxxpaetca oT 60 go 150 geten ¢ TakuMm coctoaHmeM. Cadum pogunacb B Rosie
Hospital B pekabpe 2024 roga 1 ctana ogHMM U3 NepBbiX Y4aCTHUKOB
nccnenoBaHus, y KOTOpbIX BbiIGBUMK peaKoe reHeTu4eckoe 3abonesaHue. JledeHmne
Ha4danochb B utonie 2025 roaa; em Hy»XHbl eXxegHeBHbIe MHDBEKLMMN FOPMOHA poCTa
npuMepHo 0o 25 neT. Y eé MaTepu, 6paTa 1 OTLA TOXKEe €CTb 3TO COCTOAHME.
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KomMmnanusa BGl Genomics npucoeaMHsieTcs K afbsiHCy No 6opb6e ¢
peAKMMM 3a60n1eBaHUMSIMM, Bbi3BaHHbIMM MyTauuen reHa HGP2, uyTo6bl
COKpPaTMUTb pa3pbiB B OKa3aHMM MeAMLIMHCKOM NOMOLUM NPpU peaKMX
3a6oneBaHMaAX B A3MaTCKO-TUXOOKEAHCKOM permoHe

(BGI Genomics)

BGIl Genomics. BGl Genomics joins HGP2 Rare Disease Alliance to Close Rare Disease Care Gap in
Asia- Pacific. 12 May 2026.

AnbsiHC peaKunx 3aboneBaHn A3MaTCKO-TUXOOKeaHCKoro permoHa HGP2
RaDiAnce-APAC 6bin opumumanbHO 3anyuleH B Kyana-Jlymnype 10 maq.
MpepctaButTenm MMHUCTEPCTBA 34paBooOXpaHeHMa Manansmnmn, BGl Genomics n
BedyLlMe 3KCnepTbl 06CyaUTN HEOTNOXHbIE MPUOPUTETbI AMArHOCTUKU pPeaKUX
3a6oneBaHMM, FEHOMUKUN 1N OTBETA O6LLLECTBEHHOIO 34PaBOOXPaHEHUS. ANbsHC
o6beanHaeT YYaCTHUKOB U3 OEeCATU CTPaH M HanpaB/eH Ha yCTpaHeHune
AMNArHOCTMYECKOro pa3spbiBa B paMkax Human Genome Project Il. CoBMecTHasa
AeKnapauusa no npodunakTmke peakmx 3aboneBaHmMm 1 reHOMHOM MeauumHe B
permoHe oxBaTbliBaeT MNATb KIOYEBbIX 061acTen: 3TUKY, OCTYMHOCTD,
COTPYLHMYECTBO, YCKOpPEHME U obLecTBeHHbIM oTBeT. BGl Genomics, Kak Kto4veBon
YYaCTHUK anbgaHca, NpeacTtaBuia MHTErPUPOBAHHOE TEXHUYECKOe peLleHmne,
BKJIIOHAtOLLEE TOYHYIO OMArHOCTUKY, MHTENNEKTYallbHbIA aHaNM3 U JTOKAlbHYO
noaroToBKy KagpoB. KOMMaHUA MCMNOb3yeT BbICOKOMPOU3BOOAUTENbHOE
CEKBEHUNPOBAHME B COMETAHMU C ONTMHHBIMU YUTEHUAMU ONS BbICOKOTOYHOU U
MOMHOM OMAarHOCTUKU peaKux 3aboneBaHnm. COBMeCTHO C MUHUCTEPCTBOM
30paBooxpaHeHua TannaHga oHa co3gaeT HauMOHaNbHbIM LLEHTP OMArHOCTUKM
penkux 3aboneBaHum. Nnatdpopma iGeneT pro aBTOMaTU3INPYET MHTEPNPETALUIO
BapUWaHTOB, KOHTPOJIb KayecTBa, knaccndbumkaumto ACMG 1 NoarotToBKy OTHETOB,
COKpallad 3a4a4m € 1eT 40 MUHYT M YMeHbLUasa YefioBedYeckme oWmnMbKU. YUebHbIn
CEMUHAP NO NHTepNpeTaLmMm reHeTUUYECKMX 3aboneBaHM OOMKEH YKPenuTb
pEerMoHasibHy aKCNepTU3y.

FeHOMHbIN TecT Veracyte BbisSiBNfieT NaLMEHTOK C paKoOM MOJIOYHOM
Xene3bly, KOTOPpbIM MOXXHO OTKasaTbCA OT XMMMOTEepanmm

(Reuters)

Reuters coobLuMn O gaHHbIX, MOArOTOB/EHHbIX K NpeacTaBIeHUIO Ha eXXerogHom
BCTpeyde ASCO, cornacHo KOTOpbIM reHOMHbIW TecT Prosigna oT Veracyte MoXeT
BbIIBNATb MALUMEHTOK C PaHHUM, HO BbICOKOPUCKOBbBIM PAaKOM MOJTIOYHOM Xenes3hl,
KOTOopble MOoryT 6e30MnacHO OTKa3aTbCs OT XMMMoTEpPanun. B paHOOMM3NPOBAHHOM
nccnenoBaHMM ydacTBoBanu 6onee 4 400 NaUMEHTOK C PaHHMM PaKOM MOJIOYHOM
Kesie3bl, XapaKTepun3oBaBLUMMCS NOBbILLEHHbIM PUCKOM pacnpoCTpaHeHa nnum
peungmBa. bonee oByx TpeTen NaUMNEHTOK, le4HeHUNE KOTOPbIX onpeaenanoch
pe3ynbTaTaMum Prosigna, nséexxanm xmmmotepanuun. NatnneTHaa Bb>XXMBAEMOCTb
6e3 paka B 3Tom rpynne coctaBmna 93,7%, 4To 6bI/10 CTaTUCTUYECKU He Xy)Ke 94,9% B
rpynne CTaHOApPTHOro fle4eHUsa ¢ XuMmoTepanmen. TecT aHanunsnpyeT akTUBHOCTb
50 reHOB B OMyXoneBowm TKaHU, onpegenaeT MoJIeKyNapHbIM NnoaTun n ¢opmMmpyet
OLEeHKY pUCKa peungmea Ha 10 nerT.
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10. Mporpecc KNIMHUYECKUX UCTILITAaHUN reHOTepanumn NpM peaKux
3a60/1eBaHMUAX U OHKOJIOrUM

(penkue reHeTUYeCKUE GONE3HU, OHKOMOIMUA, reMaTo-OHKOOrS)

KoMmnanusa Beam Therapeutics npeacrasuna HeaBHO ONy6/IMKOBaHHbIE
npeaBapuTefibHble KJIMHMUYECKMe AaHHbIe no npenaparty BEAM-302 ana
neueHma pepmumnrta anbda-1-aHTurpuncuHa (AATD) Ha MeXxayHapoaHOM
KoHPepeHUMM AMEepPUKAHCKOro TopaKkanbHoro oéujecrea (ATS) 2026
ropa

(Beam Therapeutics)

Beam Therapeutics cooblimna o npeactaBneHmMn KNMHUYECKMUX OaHHbIX MO
BEAM-302 npu gedunumte anbda-1-aHTUTPUNCUHA Ha MeXXOYyHaApPOoaHOMN
KoHdepeHumMn American Thoracic Society 2026. BEAM-302 onucbiBaeTCcs Kak
nporpamMmMa pegakTMpoBaHMAa OCHOBaHUK, OOCTaBg9eMasa € MOMOLLBbIO TUMNUOHbIX
HaHO4YaCTUL, M NpefHa3Ha4vyeHHasa ana koppekuum PiZ-mytaunm B reHe SERPINAL
KoMnaHus npeacrasuia gaHHble pasbl 1/2 ¢ natom otceueHms 10 pespans 2026
roga, BKnto4vasLume 29 naumneHToB. B coobLeHnmn oTaenbHO BblaeeHbl MoKa3aTenm
6€30MacHOCTU, MPU3HAKU NMPOOOIIKNTENBHOCTU 3dPEeKTa N CHMIKEHNE aKTUBHOCTM
HNE nocne neyeHusa. Tak>Ke yKasaHo, YTO KOMMaHUA Nony4unia o6paTHYO CBA3b
FDA no noTeHumanbHOMY NYyTU YCKOPEHHOIO 0406peHNA 1 OXXMOAET BKAOUEHUS
npuMepHo 50 gononHuUTenbHbIX NaumMeHToB ¢ AATD B KNto4YeBYO KOFrOpPTY BO BTOPOK
nonosumHe 2026 roga.

KoMmnanuma Genethon npeacrasuT AaHHble 06 3dPEKTUBHOCTU CBOUX
NPOAYKTOB reHHOM TepanumM, NoJiy4uyeHHbIe B XOAe TPpeX KPYNHbIX
K/IMHUYECKMX UCMNbITaHUMN, HA eXXeroaHoM KoHPpepeHUnH
AMepHUKaHCKOro o6uiecrsa reHHOM M KyieTouHou tepanum (ASGCT),
KotTopas npoiaeT ¢ 11 no 15 masa B BocToHe, WUTAaT MaccauyceTrc

(Genethon)

Genethon, HeKOMMepYecKaqa opraHM3aumsa nccregoBaHUM U Pa3paboToK B 061acTm
reHHomn Tepanuun, ocHoBaHHasa AFM-Telethon, npeactaBuT gaHHble UCccnegoBaHUA U
KITMHNYECKUX UCMbITaHM Ha eXXxerogHowm BcTpede American Society of Gene & Cell
Therapy 11-15 maqa 2026 roga B boctoHe. MaTepuanbl 6yayT BKIKOYEHbl B BOCEMb
YCTHbIX OOKMa[oB M 13 NoCTepHbIX Npe3eHTauun. byayT npeacraBneHbl gaHHbIe MO
MbilLleYHOW ANCTpodmmn [IoWeHHa Y NauneHTOB, NoyYaBLUUNX FEHHYO Tepanuio
GNTOO004 Ha paHHel cTaauu nccnenoBaHms dasbl 1/2/3, koTopoe ceyac HaxoauTCs
B peErmcTpaumoHHom dase. Takke NoKaXKyT ObHaaéXumBatoLme pesynbTaTbl NepPBbIX
nauneHTos, nonyymeLlmnx ATA-200 B KIMHUYECKOM UCMbITaHUU NPU KOHEYHOCTHO-
NOACHOM MbllleyHom anctpodpum LGMD-R5. B nepBbix AByX cnydaax 6onee 90%
MbILLEYHbIX BOJTOKOH 3KcrnpeccupoBanm 6enok SGCG no gaHHbIM 6Moncum yepes
WwecTb MecsaueB nocne Tepanuu, YTo Nnokasasno nosayvyeHme TepaneBTUYECKOro reHa
MOYTM BCEMU MblLLUEYHbIMU BONMOKHaMU. OTaenbHble gaHHble No GNT-018-IDES
OEMOHCTPUPYIOT BO3MOXXHOCTb MPUMEHEeHMAa UMIndounaasbl Kak NnpegBapuUTenbHOro
ne4yeHuna nepep reHHom tepanmem GNTO003 y naumeHTa ¢ TXKeénom popmomn
cuHpgpoMa Kpurnepa-Hanapa n uMmyHuteTtoM K AAV8-BeKTOopy. ECnn pe3synbTaThl
noaTBepaaATCS, MOoAXo4 MOXXET CTaTb BapMaHTOM AS19 MAaUMNEHTOB C aHTUTETAaMU K
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AAV, KOTOpbIM cenyac HeOOCTYMHbI UCIMNbITaHNA N CYyLLeCTBYOLWNEe MeTO bl reHHOMm
Tepanumun.

KoHndepeHuuna «FeHHaa Tepanusa: HacTosilee u 6yayuiee»: o63op
MeponpuaTus

(MIrHU, nMmeHn akageMumka H.M. BoukoBa)

MIHL, coobwmn o6 ntorax Vil Bcepoccnmnckom MynbTMMeammHOM KOHpepeHunn ¢
MeXOYyHapoaHbIM ydacTneMm «feHHaa Tepanusa: HacTosLwee n byayuieey,
npowepgwen 13-14 maqa 2026 roga. NporpamMma BKJOHana AokKaabl Mo reHHOU
Tepanuun HacneacTBeHHbIX 3aboneBaHuM, pegakTnposBaHuio CRISPR/Cas ans
ne4yeHuna remodoumnum B, Tepanmm NnaTtoreHHbIX BApMaHTOB MUTOXOHApUanbHou OHK,
CUCTEMAM 3KCMNPECCUU aHTUCMbICOBbIX MOMTEKYT U FTEHHOM Tepanum
MeTabonmyeckmnx sabonesaHnmn. Ha BTopom aeHb ob6cyxkganmncb AAV-BeKTOpHas
Tepanusd, pegaktTnpoBaHue sHxaHcepa BCLITIA ¢ nomoubio TALEN B
reMono3TUYECKUX CTBOJIOBbIX K/TIETKaX O/19 KNTIETOYHOM Tepanumn 6eTa-TaniacceMmu,
reHOMHOEe pefaKTUPOBaHME KNETOK YesloBeKa C MOMOLLbIO BUPYCONOAOBHbIX
4acCTUL, M FTEHOMHbIe pedaKTopbl HOBOIO NOKoNeHMA Ha ocHoBe Cas9 Streptococcus
pyogenes.

YHMUTOXMUTD PakK, TOYMHMUTDb reH, noJioMaTb NMNOJIOMKY
(PCR News)

PCR News ony6nunkoBan 0630p ceKunm «FeHOMHble TeEXHOMormm B Tepanmm» X1V
Bcepoccnmnckom Hay4HO-MPaKTUYECKOU KOHPEepPEHLUN LEHTPOB Fr€EHOMHbIX
nccnenoBaHMM MmMpoBoro ypoBHA «NGS 2026», npolwegwen B NMMporoBCKom
YHUBepcuTteTe. B MaTepmnane obcyaatoTca oTedecTBEHHble 6UoOMegnLNHCKNE
KNneTo4uHble NpoayKTbl, MPHK-BaKLMHa MPOTUB MeNaHOMbl, NePCrNeKTUBbI FEHHOM
Tepanuun, 6eszonacHocTb CAR T-Tepanunum n ycKopeHue nponsBoacTea
NnepCcoHann3npoBaHHbIX FreHoTepaneBTUYECKUX NpenapaToB. OTAeIbHO onmcaH
pnoknag HMUL, paguonornm o paspaboTke MHaAMBUAYanbHbIX GMOTEXHONOMMYECKNX
NeKapCTBEHHbIX MpenapaToB Ha NpuMepe MPHK-BakuWMHbI NpoTUB MeflaHOMbI. B
CTaTbe YKa3aHO, YTO NreHETUYECKMM aHaTIN3 ONyXoJsien Y)Ke Ucnonb3yeTcs Ana
OMNarHOCTUKU, MPOrHO33a, Bbibopa Tepanum 1 oueHkn ee adPeKTUBHOCTH, a
COBpPEMEHHbIE BO3MOXXHOCTM aHaIM3a ornyXxoneBown TKaHM MO3BONAOT CO34aBaTbh
NnepcoHanmM3npoBaHHbIe OHKOBaKLUMHbI. [15 TaKOW BaKLUHbI Y NaLneHTa 6epyT
OonyxosieBbl MaTepuasn, CEKBEHUPYIOT KPOBb U OMyXOSib, 3aTEM MNPOBOAAT
6MonHPOpPMaATUUECKMIM aHaNM3 ON9 Bbibopa HEOAHTUTEHOB.

YyéHble Cupuyca pa3pa6oTasniv HOBbIM CNOCO6 NOBLILIEHUSA
3P PeKTUBHOCTU FreHHOM Tepanum

(Hay4Ho-TexHonornyeckmnm yHmnpepcuteTt «CUpunycr)

Hay4yHoO-TexHoMormyeckmm yHmsepcmuteT «CUpUyc» CoOobLLUII, UTO nccrnenoBaTenm
Hay4yHOro LeHTpa TPaHCAALUMOHHOMN MegMLUUHbI pa3paboTanm cnocob ABYKPaTHOro
noBblleHNa 3PpPEKTUBHOCTU FrEHHOM TepanmMum Ha ocHoBe AAV9-BekTopa. HoBbIN
MeTopn NPOU3BOACTBA BUPYCHbIX YacTUL, O/HKEH MO3BOJSIUTb UCMNOMb30BaTb
MeHbLUMe 003bl NpenapaToB A9 3a6osieBaHN HEPBHOM U MbILLEYHOM CUCTEM, UTO
BaXXHO OJ19 CHMXXEHMS NMOBOYHbIX 3PPEKTOB U CTOUMOCTU Tepanmu. B ocHoBe
noaxoga NeXxxmT MU3MeHeHUe CTaHOAPTHOM CO60PKU BUPYCHbIX YacTmL,. O6bIYHO
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o6onoyka AAV9 cocTouT U3 Tpex TmnoB 6enko.; VP1 n VP2 oTBeyatoT 3a
NMPOHUKHOBEHUE BHYTPb KNETKU 1N OOCTaBKY JIEKapCTBEHHOIO rpysa K agpy, a VP3
dopMumpyeT 060n04Ky. MccnegoBatenm nob6aBunm B cCMecChb O/ BbipalumBaHmUA
BUPYCOB YETBEPTbIN FEHETUYECKUNIN SM1IEMEHT, UTO YBeNn4mno konnyectso VP1 n
VP2. JTabopaTopHble TeCTbl Ha KYy/NIbType KNeTOK YesioBeKa NokKasasim, YTO HOBble
BMPYCHbIE YacTULbl MPOHMKAIOT B KN1eTKU B 1,9- 2,1 pa3a adpPeKTUBHEE OBbIYHDbIX,
npu coxpaHeHnn opMbl U pasmMepa. Noaxon NOYTU He OTIMYaeTCa OT
CTaHOAPTHOrO NPOMBbILLIEHHOrO MPOTOKOJIa U NOTEHLMANbHO MacLWTabupyem.

T1. KnuHMyeckue onoGpeHusl M KIMHMNYeCKMe mCecnbiTaHMAa rel-lorepanui'l
(dasbl 1/2/3, o6HOoBREHNA FDA/EMA)

MedStory: cKpbITbIA FeH, CTOSILLMMA 32 BHE3aNHOM cepaAe4YHOMU CMEepTbio

(Stanford Medicine Department of Medicine)

Handler, Rebecca. MedStory: The Hidden Gene Behind Sudden Cardiac Death. Stanford Medicine
Department of Medicine. May 11, 2026.

Stanford Medicine pacckasana o KMMHUYeCcKoM nccnegoBaHmm LX2020 npu
APUTMOreHHOM KapAnoMMonaTum, peaKoM reHeTU4YeCKoM 3aboneBaHnm cepaua,
CBAA3aHHOM C BHE3aMNHOM cepaeyHoOm CMepPTblo, BKIIOYAaA Criydam y Mosioablix
CNOPTCMEHOB. MaTepuran o6baACHSAeT, UTO 3a6o1eBaHMe YacTo CBA3aHO C MyTauMaMm
PKP2, KOTOpble HapyLlatloT o6pa3oBaHMe 6eKa, BaXXHOro anda coegmMHeHMa KNeTok
cepgeyHomn MbliwLbl. LX2020 onncaHa Kak reHHaqa Tepanua, AoctaBngatoLulas
pabouyto konuo PKP2 B KNeTKu cepaua ¢ NoMoLbio MoandmLnNpoBaHHOIo
BUpPYCcHoro BekTopa. MccnepgosaHne HEROIC-PKP2 aBnseTca nepBbIM y YenioBekKa
ncnbiTaHMeM ¢asbl 1/2, OpUEHTUPOBAHHbBIM MpeXkae Bcero Ha 6e30MacHocTb. B HEM
ydacTByeT HebosbLaga rpynna nauMeHToB B HECKONIbKUX UeHTpax CLUA, Bktovasa
Stanford. B ny6nmnkaumm ykasaHo, YTo AOCTaBNEHHbIN reH o6Hapy»XmnBanca B
cepoeyYHom TKaHU, a ypoBeHb 6enka PKP2 noebiwwancsa. Takyke coobLanochb o
CHMXKEHMU OMACHbIX HAPYLUEHNM PUTMA Y HEKOTOPbIX MaLMEHTOB, CTaBUNbHOMN
PYHKUMU cepaLa Un yMepeHHbIX ynydlleHunax. HabnogeHne npogoshkaeTca Ao
2027 ropa.

FeHHas Tepanua ANa IeYeHUs cepaeyHOM HelOCTaTOUHOCTU HabupaeT
060poThI NOC/ie MHOIroJIeTHEro 3acTos

(Nature)

Nature 653, (2026) doi: https://doi.org/10.1038/d41586-026-01598-2

YyeHble pa3pabaTbiBalOT HOBYIO BOJ/IHY reHOTepanmMm anga pereHepaumm cepgua. 910
[aeT Hagexay Ha nedyeHune cepaevyHom HegoCTaTOYHOCTU, USHYPUTENTbHOIO U
pacnpocTpaHeHHOro coctosaHUSA. lNepBoe KIIMHMYeCKoe nccnegoBaHume,
HanpaB/eHHOE Ha POCT HOBbIX KAapANOMUOLUTOB, Y)Ke 3anyLieHo, KOMMNaHunm
pa3pabaTbiBalOT KaK MMHUMYM YeTblpe gpyrme pereHepaTMBHble reHoTepanum gns
ceppaeyYHbix 3a6oneBaHmnm. CepaeyHas He4oOCTaTOYHOCTb BO3HMKAET, KOrga opraH He
MOXKET NnepeKaymBaTb OOCTAaTOYHO KPOBU A9 HYXXO opraHu3sma. Cyulecrteyrouwime
npenapaTbl JileyaT CUMMTOMbI, He YCTpaHAa KOPeHHYIo npobnemy, cepaue nméo
CMTULLIKOM »XeCTKoe O/1s1 HOpMasibHOro HaMNoSIHEHUSA KPOBbIO, IGO0 CMLLKOM crnaboe
0Ona ee nepekaymBaHua. HoBasa pereHepaTmnBHaga Tepanmsa MCrnonb3yeT BUpYC o4
nocTtaBkn pparmeHToB PHK B Kapanommouutbl. PHK cBa3biBaeTca ¢ reHoM SAV],
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KOOMPYOLWMM 6eNoK, OrpaHUUYMBaoOLWLMK OeNleHne KNeToK. OTo NnpeaoTepallaeT
BbICOKYO 3KCMPEeCCUIo reHa, CHMMas TopMo3 Ha Nponudepaumto. B Mogenax Ha
MbILLUAX U CBUHbAX HaGNganoch geneHme KapamoMmoumToB. B Mogenu nHoapkTa y
CBUHeN Tepanua ynydwmna ¢pakumio Bbibpoca Ha 14%. [laHHble MOMOrnmn
perynatopam CLLUA ogo6puUTb KITMHUYECKOE UCccneaoBaHMe, HayaBLLeecs B UIOHe.
HeKoTopble yYeHble XBanaT UccrefoBaHUd, HO Apyrue CKenTUYHbl OTHOCUTENbHO
O0Ka3aTeNbCTB UCTUHHOMN Nponmndepaumm (KapamoMmoumnTbl MHOrAa o6pasyioT
BTOpoe aapo0). NMNone oMpadyeHo NpOoLAbIMU MPOTUBOPEUYNAMU, MPUBEALLMMMN K
OT3blBaM cTaTel. Pa3paboTumKm NpusHalT HE06X0OUMOCTb OOMONHUTENbHbIX
O0Ka3aTeNbCTB, HO CUUTALOT, UTO KITIMHUYECKME UCCredoBaHUA Ha Nogaax -
€OUHCTBEHHbIN Croco6 Noy4YnTb OTBETHI.

KomnaHus Intellia Therapeutics coo6umna o NONMOKMUTENbHbIX
pe3ynbraTtax 3- ¥ pasbl KIMHMUYECKMX UCNbITAaHMMA NpenapaTa Ang
neyeHusn HaceACTBEHHOro aHrMo3AemMa, UTo CTasio NnepsbiM B MMpe
cny4yaeM NpUMeHeHMUs reHHOro peaakTuposaHms in vivo

(Intellia Therapeutics)

Intellia Therapeutics 06baBMNa NONOXKUTENbHbIE MEPBUYHbIE PEe3YNbTaThl
rno6anbHoro nccnepoBaHusa ¢asbl 3 HAELO npenapaTta lonvo-z, paHee NTLA-2002,
npwu HacneacTBeHHOM aHIrMooTéke. HacneacrtBeHHbIM aHTIMOHEBPOTUYECKUIA OTEK —
3TO pefKoe reHeTUu4yecKoe COCTOsAHUE C MOBTOPSALWMMUCSA U MOTEHLMANBHO
OMaCHbLIMM MPUCTYNaMM OTEKA B Pa3HbIX YacTax Tesfla U3-3a M36bITOYHOM BblIPaboTKMU
6padnKMHMHA. Lonvo-z pa3paboTaH Kak OQHOKpPAaTHOE fieYeHMne B aMbynaTopHbIX
yCnoBuax. 3To KaHaMaaT in vivo CRISPR-pefakTupoBaHus, NpegHa3sHa4YeHHbIN ong
MHakTnBauum reHa KLKB1 1 gnnTenbHOro CHMXEHUS KanJIMKpenHa u
6paguKNHUHaA. B nuccnepgoBaHmMm ydacteoBasin 80 B3POCbIX M NOAPOCTKOB OT 16 neT
c HAE | unu Il Tmna: 52 nony4dunnum lonvo-z, 28 — nnaue6o0. 3a LwecCTUMeCAaYHbIN
nepuop oueHKMN 3adPeKTUBHOCTU, C 5-1 no 28-10 Hepento, oagHOKpPaTHaaA MHPY3UA
lonvo-z cHU3MNa YMcno NpPMUCTynoB Ha 87% No cpaBHeHUIO ¢ Nnaue6b6o. CpegHasa
Mecsa4YHaa YacToTa NpuctynosB coctasuna 0,26 npoTtus 2,10. Bce KntoyeBble
BTOPUYHbIE KOHEYHbI€ TOUYKU TaKXKe Bbl/IM OOCTUTHYTbI: 62% NauMeHTOB B rpyrnne
lonvo-z 6bIIM NONMHOCTBbIO CBOG6OAHbI OT MPUCTYMNOB U Tepanum NpoTtme 11% B rpynne
nnauye6o. [1aHHble 6€30MacHOCTU M MePEeHOCUMOCTM Ha3BaHbl 6N1aronpUATHbIMMU,
CepbE3HbIX HeXXenaTenbHbIX ABNeHMM B rpynne lonvo-z He Habnoganu. KomnaHma
Ha4vana noaTtanHyto nogavy BLA B FDA m roToBUT BO3MOXHbIM 3anyck B CLLIA B
nepsowu nonosmHe 2027 roaa.
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12. UHPEeKLUMOHHAA reHOMMKAa U PE3UCTEHTHbIC LUTaMMbI

(AMR, BCNbIWKW, reHOMKKa NaTOreHoB)

CBfizb UBMEHEHMSA KIMMaTa C pacnpocTpaHeHUMeM reHoB VCTOﬁ‘IHBOCTH
K ﬂpOTHBOMHKpOGHbIM npenaparam y caJjibMOHe N1t NPpOAO/IbHOE
JKoNnornm4eckKkoe m mogesibHoe mccnepgosaHme

(The Lancet Planetary Health)

Zhou Z, Teng L, Geng X et al. Association of climate change with the spread of antimicrobial
resistance genes in Salmonella: a longitudinal ecological and modelling study. The Lancet Planetary
Health, 2026; 10 https://doi.org/10.1016/j.lanplh.2026.101445

NccnepoBaHume B The Lancet Planetary Health oueHmnno cBa3b MUaMeHeHMA KNnMMaTa
C pacrnpocTpaHeHNEM FreHOB YCTOMYMNBOCTU K aHTUBUOTUKAM Yy Salmonella. ABTopbl
npoaHanusmnpoBanu 6onee 480 000 reHomMmoB Salmonella 13 139 cTpaH 3a nepuopg, c
1940 no 2023 rog, 1 conocTaBU/IN YPOBEHb FEHOB YCTOMYUBOCTU C USMEHEHUAMM
TeMnepaTtypbl 1 0CagaKoB. B ny6mnKaumm roBOpmUTCS, UTO USMEHEHME KNMMATA
CBA3aHO NpMMepHO € 10%-HbIM rnobanbHbIM POCTOM FreHOB
AHTUBUNOTUKOPE3UCTEHTHOCTU Y Salmonella. CaMble BblipaXKeHHble KNTMMaTUYEeCKU
accounmMpoBaHHbIe yBENUYEeHUsa oTMeYeHbl Ha bamkHeM BocToke n B CeBepHOM
AdpuKe, 3aTeM B KOXXHOM A3UK U cTpaHax ADpUKU K tory ot Caxapbl. ABTOPbI
noayYepKMBatoT, YTO OCHOBHbIMU gpamnBepamMum AMR ocTaloTcs HeNnpaBuUIbHOE U
Yype3MepHOoe UCMOoJSIb30BaHUE aHTUOMOTUKOB, HO NOBbILLEHME TeMNepPaTypPbl U
N3MEHEeHME peXXmMmMa 0CafKOB MOIyT YCUNMBATbL aganTaumnto 6aktepuin m
pacnpocTpaHeHMe reHOB YCTOMUYMBOCTU. MaTepman OTHOCUTCA K MUHPEKLMOHHOMN
reHOMMKe, NOCKOJbKY BblBOAbl OCHOBaHbl Ha MacLUTabHOM aHanm3e 6aKTepumanbHbIX
reHOMOB.

HoBbii 360naBupyc. TecCTUpOBaHME, TEPanus, BaKLUMHbI
(PCR News)

PCR News pa3o6pan BCnbllKy 36onaBupyca byHOM6YoXMo B [leMOKpaTU4ecKom
Pecny6bnunke KoHro u Yrange, yoenmse BHUMaHWe OUarHoCcTuKe, reHOMUKe, Tepanmm
N BakuMHaM. lNepBbin M3BECTHbIMN cnydYan B PK paTtnpoBaH 24 anpenqa, a 5 mag BO3
rnony4yusia cooblieHmne o HEM3BECTHOM OMNAacHOM 3ab6oneBaHUKM B NpoBUHLMU UTypu.
K15 Maa HaumMoHanbHbIM MHCTUTYT BUOMEeaANLMHCKUX nccnegoBaHmMm B KnHwace
nogTeBepaun, YTo Bo3byamuTenb OTHOCUTCA K BUpYycy byHaonbymxmo. B maTepunane
oTMevaeTcsa npobnemMa MoNeKynapHOW ANAarHOCTUKM, CyLLEeCTBYOLLMNE TECT-
CUCTEMbI MOIYT aBaTb JIOXXHOOTpUUATENIbHble pe3ynbTaTbl, MTOCKOJIbKY YacCTb
HabopoB opueHTMpPOBaHa Ha Apyrue a36onaBupycbl. OTAENbHO OMMUCAHO
CEeKBEHMPOBaHMe NepBbIX MO/HbIX FeHOMOB BUpYyca. CHadana 6binum
npoaHanun3snpoBaHbl ABa reHoMa u3 JPK n ogunH 13 YraHgbl, 3aTem
dunoreHeTnyeckoe aepeBo AOMNOMHUNU eLle LeCTbio reHoMaMu. HoBble U30onaTbl
OKa3anuncb 060co6neHbl OT rpynn NnpeabiayLmx BCrblLUEK.
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13. FepMMHanbHoOe peaaKTUPOBaHUE, AOCTYNHOCTb U CTOMMOCTDb
reHorepanumm

(3Tnueckme gebatobl, perynaTopHble QUCKYCCUN)

«3TO HEBO3MOXHO OCTAaHOBUTb»: «BuoTexHonornueckaa Bapé6m» Katu
Tau 0 CBO€M MMCCHMM NO reHeTUYecCKonM MmoandMKaumMm MaaaecHLUEeB

(The Guardian)

The Guardian. “There is no way to stop this": Biotech Barbie Cathy Tie on her mission to genetically
modify babies. 30 May 2026.

The Guardian ony6nukoBan matepuan o Katn Tam n ee npoekte Origin Genomics,
CBfI3aHHOM C ngeemn repMmMHanbHOro pegakTmpoBaHUa aM6PUOHOB. B cTatbe
roBopuTcs, YTo Tam paccMaTpmBaeT peaakTMpoBaHNE SMBPUNOHOB KaK cnocob
npenoTBpaLLaTh TAXKeNble HacneacTBeHHble 3ab6ofieBaHUS, BKIIOYAaa MyKOBUCLNOO3,
60ne3Hb XaHTUHITOHA M HacneacTBeHHble dopMbl paka. ABTOp MaTepumana
noa4vyepKMUBaET, OTINYME FEPMUHANTbHOIO pegaKTUPOBAaHUA OT COMAaTUYECKNX
reHoTepanuim CoOCTOUT B TOM, UTO M3MEHEHUSA B SMOPUMOHE MOryT NepenaBaTbCcs
6yaOyLMM MOKOTIEHUAM, MO3TOMY TaKMe BMellaTeIbCTBa Bbi3biBAalOT OCOBEHHO
OCTpble 3TUYEeCKUE U perynatopHble BOMNpochl. B ctaTbe oTMeYyeHo, 4YTo
repMmMHanbHoe pegakTUpoBaHMe 3anpeLeHo Uan akTUYeCcKmM HeOOCTYNHO B paae
CTpaH, BKNto4aa BenunkobputaHuto, CLLUA n Kutan. NpoekT, No cnoBaM MaTepumana,
npepnonaraeTt paboTy ¢ SM6pUOHaMK, CEKBEHUPOBaHME 0 U nocne
penakTUpoBaHUS, OTCYTCTBUE UMMIAHTaUMM 1 cobnogeHune 14-gHeBHOrro
orpaHn4yeHus.

14. ASO-Tepanuu u PROTAC-Tepanum

(}J,J'IFI nogassieHNd ninm ycCtpaHeHnqa nocnencTBmiM MaTOreHHbIX BapVIaHTOB)

BbenuMpoBUpPCEH o6ecneumBaeT SGCHPQHGAGHTHO BbICOKME NoKasaTenum
¢y|-||(|.|.u0|-|anb|-|oro U3NeYeHUa M NOTeHLUMaIbHO MOXEeT UBMEHMTDb
noaxoa K ie4HeHMIO XpoHMUYecKoro renarutra B

(GSK)

GSK coobLwmna pesynbTaTbl permcTpaunoHHbIX nccnegosaHum B-Well 1 n B-Well 2
onsa bepirovirsen npu xpoHM4yecKoM remnaTtmuTte B. Bepirovirsen onmcaH Kak
nccrnegyemasi aHTUCMbICIOBaA OJIMIOHYK/1eoTUAHAasa Tepanud, HanpasneHHaa Ha
CHUXXEeHME BUPYCHbIX KOMMOHEHTOB U OOCTUXEHNE GYHKLMOHANbHOIO U3NeYeHus.
B ny6nunkaumnm rosopuTtcs, 4to y 19% naumeHToB 6b1/10 LOCTUTHYTO
PYHKLMOHANbHOE UsneyeHmne, ay 26% naumMeHToB ¢ 605iee HU3KOM MCXOOHOM
BUPYCHOWM aKTUBHOCTbLIO 3TOT NOKasaTeNb 6bin Bbiwe. Cpeam naumneHToB ¢ qHBsAg
He 6onee 100 IU/mL nokasaTtenb gocturan 49%. KoMnaHus nogyepKmMBaeT, uUTo
CTaHOAPTHaa Tepanma XPOHUYECKOro renaTtmta B o6bi4HO gaeT dyHKLUMOHaNnbHoe
nsnedyeHme MeHee YeMy 1% naymeHToB. Pe3ynbTaTthbl 6b1/1M MpeacTaBneHbl Ha EASL
n onyénunkoBaHbl B The New England Journal of Medicine.
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Arvinas o6bsiBuna 06 ono6penum FDA npenapata VEPPANU
(vepdegestrant) ana neyenunsa ESRIm, ER+/HER2- pacnpocTpaHeHHOro
paKa MOJIOYHOM Xene3bl

(Arvinas)

Arvinas coo6bwmna, uto FDA opo6punno VEPPANU (vepdegestrant) ong B3pocnbix
nauymeHToB ¢ ER-nonoxuntenbHbiM, HER2-oTpuruaTenbHbIM, ESR1-MyTUPOBaHHbIM
pacnpoCTpPaHEHHbIM UMN MeTacTaTUYECKMM PAaKOM MOJIOUYHOW Xene3bl nocne
nporpeccupoBaHna 3aboneBaHMa Ha POHE HE MeHee YeM OOHOU IMHUN
SHOOKPUHHOM Tepanun. B coobueHnn KoMMnaHunmM npenapaT Ha3BaH NepBbiM U
eOUMNHCTBEHHbIM 0go6peHHbIM FDA PROTAC, TO eCTb reTepobmPyHKLMNOHAIbHbIM
aerpagatopoM 6enka. OgobpeHune 6b1/10 NoNy4YeHo Ao yctaHoBneHHon PDUFA-
natbl 5 nioHa 2026 roga. KoMnaHusa nogyepkusaeT, 4to ESR1-MyTaumnm yacTto
CBf13aHbl C PE3UCTEHTHOCTbIO K SHOOKPUHHOM Tepanmun 1 yxyaLweHUeM nporHosa y
naumeHToB ¢ ER+/HER2- MeTacTaTU4YeCKMUM paKoM MOJIOYHOM Xeresbl. B npecc-
penuse Takxxe roBopmuTcs, 4to Arvinas n Pfizer nnaHunpytoT o6ba9BUTb BbI6OP
TpeTbewn CTOPOHbI AN KoMMepumanmsaunm. Hoeoctb oTHocutcs K PROTAC-
TepanuaMm, NOCKoNbKy pukcupyet nepeoe FDA-ogobpeHmne Tepanmm 3Toro Kiacca u
ee NpuMeHeHne B MONEKYIAPHO onpeneneHHon noarpynne oHKONormyecKmx
MaLMeHTOB.

15. Mapkepbl cTpaTudPMKaL MM PUCKA NPU HaCNIeACTBEHHbIX ONYyXO/ieBbIX
CUHApOMaXxX

(reHOMHbIe, TPAHCKPUMTOMHbIE U MYyJIbTUOMHbIE MapKepbl; paboTa C OMyXxosieBoM TKaHblo)

OTnNMUMTENbHbIC FTeHOMHbIE U UMMYHOJIOrM4YeCKue 0OCO6eHHOCTHU
3BOJIIOLIMM ONYXOJIEM NPU paKe MOJIOYHOM Xene3bl, 06YyC/NIOB/IEHHOM
MyTauuveu reHa TP53 B 3apoabilleBOM JIMHUM

(Nature Communications)

Boruah, N., Hoyos, D., Moses, R. et al. Distinct genomic and immunologic tumor evolution in germline
TP53-driven breast cancers. Nat Commun (2026). https://doi.org/10.1038/s41467-026-73163-4

ABTOpPbI MCCliegoBanu pak MOJSIOYHOMW Xenes3bl y HOCUTENbHUL, Fe pPMUHANbHbIX
naToreHHbIX BapuaHToB TP53, Bbi3biBatoWUX CUHAPOM J1n — OpayMeHu, n
CpaBHWUIIN TaKMe ONyXONnun COo CropagnyeckmnM npemMeHonaysajbHblM pPakoM
MOJTOUYHOW Xene3bl. B cTaTbe yKa3aHo, YTO paK MOJIOYHOM Xene3bl ABNseTCH
Hanbosiee 4YacTbIM 3/TOKAYECTBEHHbIM 3a60/IEBaHMNEM Y XKEHLUMH C 3TUM
cuHapoMoM. NccnegoBaHMe MCMNOMb30BaNo MyfibTUMOAANbHbIM aHANM3 U NOKa3arno,
4TO NouTK BCe onyxonu LFS-BC npoxoaat yepes 6mannenbHyto notepto TP53. MNMpu
3TOM, 3a UCK/ToYeHneM aMmnndmkaumm ERBB2/HER2, NOBTOPSIOLLIMXCA
OHKOreHHbIX BapPMAHTOB BbiABNEHO He 6bi/10. Mo CpaBHEHUIO CO CMOpPaanYeCcKnM
paKoM, in situ 1 MHBa3MBHbie onyxonun LFS-BC nMenmn BbICOKYO HarpysKy KOPOTKUX
AMMNANOUUMNPOBAHHbIX aHEeYMTONOHbIX CErMeHTOB. B paboTe Tak)XXe OnmcaHo, YTo
npoanonToTU4YecKme reHbl-MumieHun p53, BAX n TP5313, He noBbILanu aKCrnpeccuto
B LFS-BC Tak, Kak 3ToO Habnoganocb Npu CnopagmyeckomM pake OTHOCUTENbHO
HOPMaslbHOM TKaHM MOSTOYHOM Xene3bl. Mpu Nporpeccumn oT in situ K UHBa3MBHOM
OMyXosin Bo3pacTasia XPOMOCOMHasa HECTAabUNbHOCTb M CHUXKanacb gonsa
nponndepmpyroLnNX LUTOTOKCUYECKUX T-KMETOK.
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16. NMporHo3MpoBaHMe MYJ/ibTUPAKTOPHbIX FeHETUUECKMUX PUCKOB

(PRS, HTerpaTMBHbIe MOAENM, KNTMHUYECKaa Bannaaums)

Pa3paboTka M BanMaaumsa KIMHUYECKOro noJiureHHoro oT4yeTa o pmckKe
B cMCTeMaXx 3apaBooxpaHeHusn CLUA ana 8 cepae4yHoO-COCYyAMUCTbIX
3a6boneBaHMm

(JACC)

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. JACC. null2026, O (0).
https://doi.org/10.1016/j.jacc.2026.03.035

MHTerpmpoBaHHbIE MOIMIEeHHbIE OLLEHKU PUCKA NMpeanaralT peasinsyemMyro OCHOBY
O FEHETUYECKOM OTYETHOCTU O PUCKE U YXKe OO0CTYMNHbl KaK TECT, KOTOPbIA MOXXHO
Ha3Ha4aTb B KIIMHNYECKOM MpaKTUKe. ABTOPbI NPOaHaNIn3npoBanm KIMHUYECKUE U
reHOTUMNMYECKME JaHHbIe N3 TPEX KPYMHbIX 6UMO6AHKOB, a ANa BanMpaumm
ncnonb3oBanu ydactTHMkoB Mass General Brigham Biobank: 53 306
reHOTUMMPOBAHHbIX YEJTOBEK B MHOITO60/IbHUYHOM akageMuyeckom cucreme. C
nomMouibto elastic-net nogxoga PRSMix oHWM pa3paboTanun oLueHKU O BOCbMU
ceppgeYHo-cocyamcTbix 3aboneBaHMm Ha gaHHbIX NIH All of Us Research Program:
nwemMmyeckom 6onesHm cepgua, Pmbpunnaumm npencepommn, opnabeTa 2-ro TMna,
BEHO3HOW TPOM603M60/IMIK, aHEBPU3MbI TPYOHOM a0PTbl, SKCTPEMasIbHOMN
rMNepPTEH3UN, THKENOMN r’MNepxosieCTepPUHEMUN U MOBbLILLEHHOIO NMNonpoTenHala).
Banupaumio npoBoAUIU C TIOFTMCTUYECKOM perpeccren ¢ nonpaBKon Ha BO3pacT,
rnon u npoucxoxxgeHue. MHTerpupoBaHHbie PRS NoKasann COOTBETCTBYOLLYO
KanMb6poBKY U yCTOMUYMBOE pa3niMyeHne no BCeEM BOCbMM NpU3HaKaM. YYAaCTHUKMU B
BEpPXHEN KaTeropmm reHeTUYEeCKOro pUcka UMenm 3Ha4ynTeNIbHO NOBbILLEHHbIE
LaHCbl 3a60n1eBaHMS MO CPaAaBHEHUIO CO CpeaHUM pUckoM. [lo6aBneHune PRS K
KNMHUYECKUM MOAENAM YIy4Llano cTpaTudmMKaLumio pUCKa, a MPOCNeKTUBHbIN
aHaNM3 NokKasas 3HauYMMble CBA3U C CepaeyYHO-COCyaUCTbIMU COBBITUAMM.

MonureHHbIN NOKa3aTesib pUCKa € yYeTOM B3auMoaeuctTeusa nap SNP-
SNP reHa KLK3 ana nporHo3MpoBaHMSl arpeCCMBHOCTM paKa
npeacTaTe/ibHOM Xenes3bl

(Communications Medicine)

Lin, HY., Sarkar, I, Mazumder, H. et al. Polygenic risk score with KLK3 SNP-SNP interaction pairs for
predicting prostate cancer aggressiveness. Commun Med (2026). https://doi.org/10.1038/543856-026-
01645-z

Pak npeacraTesibHOM »ene3bl reTeporeHeH, Mo3ToMy CTpaTUdUMKaLUSA pUCKA BaXKHA
ANa KNMHU4YecKon nomMown. NonmreHHblie OLeHKMN PUCKA, OCHOBAHHbIE HA OCHOBHbIX
adPekTax o AHOHYKMIEOTUOHbIX NOSIMMOPPU3IMOB, MOTYT MOMOraTb BbIABMATb Ntogemn
C BbICOKMM PUCKOM A0 BUOTOrMUYECKOro U KIIMHMYEeCKOro Havana 6one3Hu, Ho
ouUeHKa A19 NPOrHO3MpPOBaHUSA arpeCcCUBHOCTM paKa NpeacTaTefibHOM Xenes3bl
OCTaéTCcHa HeJOoCTaTOYHO pa3paboTaHHoON. N'eH KLK3, koounpytowmm
npocTtaTtcneunduyeckmnim aHTUreH, CBs3aH C arpeccMBHOCTbIO 3abofieBaHus, a
AaHHble o B3anmMogenctemax SNP-SNP B KLK3 nepcneKTUMBHbI O/19 TaKOro NporHosa.
Llenbto nccnepoBaHus 6bi/10 paspaboTatb cucteMy PRS-KLK3int, n3y4umB napol
B3anmopenctemm KLK3 SNP-SNP. OueHKy co3ganu Ha Habope discovery 13 10 836
naumMeHToOB U NPOBEPUNU B ABYX BannAaLMNOHHbIX Habopax ¢ 14 348 n 16 584
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naumeHTaMm eBpoOnemcKoro NponcxoxgeHums. ABTopbl oueHUnn 3 145 nap SNP m
ABe onyb6yIMKoBaHHbIe NonmureHHble oueHKM. PRS-KLK3int Bkntoumnna 284 SNP,
06beanHUB CyLLeCcTBYOLYO oLeHKY ¢ 270 SNP 1 12 nap Bsanmogenctesmm SNP-SNP
c 15 SNP. OHa npeB3oLuna gBe npexHume oLueHKM B MPOrHo3npoBaHMKU
arpeccuBHOCTU U 3PPEKTUBHO pasfinyana rpynrbl BbICOKOro U HU3KOro puUcKa.

1l TEXHOJIOT'NU

17. TexHoONIoOrmMm CeKBeHMpPOBaHMSA U aHaNM3a AAaHHbIX

(long-read, anureHoMHoe ceKBEHUpPOBaHME, MOBbILLUEHUNE TOYHOCTU, CHUXKEHUNE CTOUMOCTH,
HaHOMOPOBOE CEKBEHMPOBaHME)

TexHonorua PacBio SPRQ-Nx Chemistry Tenepb gocTynHa no BcemMy
MMPpY, NO3BOJIfIA NOJIyYaTb BbiICOKOKaueCTBEeHHbIEe FreHOMbl CTOMMOCTbIO
MeHee 300 pnonnapoB AN KPYNHOMACLUTAa6HbIX NPOEKTOB M
CeKBeHMPOBaHMSA C UCMNOJIb30BaHUEM UCKYCCTBEHHOIO MHTEJI/IeKTa

(PacBio)

PacBio coobwmna, 4to xumMmsa SPRQ-Nx 1 HoBble MHOropasoBble ayenkn SMRT gns
nnatopMsbl Revio HiFi Hayanu noctaBnaTbca No BceMy Mupy. KoMnaHus
YKa3blBaeT, YTO HOBAA KOHOUIypaLumnsa CHUXKAET CTOMMOCTb CEKBEHMPOBaHUSA Ha 30%
Mo CpaBHEHUIO C NpeablayLwen xmmmenm SPRQ, ooBOAUT NPaNC-NTUCT 0o 345
OON1TAaPOB 32 FEHOM U MOXKeT ob6ecneymnTb CTOMMOCTb HMXKe 300 gonnapoB npu
MacLUTabHOM Mcnonb3oBaHUN. OGHOBNEHUSA TaKXKe BK/OYAKOT pacLlUMpPeHHoe
BbliB/IeHNEe MeTUnNnpoBaHua 1 ynyduweHuna DeepConsensus, anropmutMa
MOCTPOEHUNA KOHCEHCYCAa Ha OCHOBE MCKYCCTBEHHOIO MHTENEKTa, pa3paboTaHHOro
coBMecTHO ¢ Google. B npecc-penunse otaenbHO yKasaHbl HOBble Mogenu ana 5mcC
M 6MA, onTuMmnsnmpoBaHHble Nog SPRQ-NX, a Takxxe HOoBbIM Bbi3oB 5hmC. Mo
OaHHbIM 6eTa-TecTUpoBaHMA Ha 20 nnowankax B EBpone, Asnm n CLUA, TexHonorms
[ana rnoBblLWEeHHbIX BbIXo4 OaHHbIX M MEHbLUYIO 00110 HEYOAYHbIX 3aMyCKOB.

KomMmnanusa lllumina npeacrasnaeT nepBoe pacnpeneneHHoe pelieHue
ANA NOJIHOreHOMHOIro CEKBEeHMPOBaHMS, NpeaAHAa3HaAYEeHHOe ANy
BbICOKOYYBCTBUTE/IbHbIX MCCIeA0BaHUA MUHMMAJIbHOM OCTATOYHOM
6one3uu (MRD)

(Mumina)

lllumina 06baABMIa O HOBOM MOJTHOM pPeLUeHUU ONF UCCredoBaHMUIN MONEKYNapHOMN
OCTaTOYHOM 60/1€3HM Ha OCHOBE MOJTHOFEHOMHOIO CEKBEHMPOBaHMA. KOMMaHU4A
OMMCbIBaET ero Kak pacnpeneneHHblin Habop, KOTOPbIN JOMXKEH NO3BOUTb
6onblUeMy YNCNy NabopaTopuini BHEOPATb BbiABIEeHUE MOTEKYIAPHOM OCTaTOUYHOM
60Me3HU A9 KIUMHUYECKUX UCCneoBaHMi. PelleHmne HaxogmMTca B paHHEM gocTyne
0191 OTOENbHbIX MAaPTHEPOB M MO3ULMOHMPYETCA Kak NepBbin Habop lllumina ang
MOSTHOFEHOMHOIO CEKBEHUPOBAHUSA, MPUrOOHbIN KaK A1 MONEKYIFpHOWM
OCTaTOUYHOWM 60/1E€3HU MPU CONMUAOHDBIX ONYXONAX, Tak U A9 reHOMHOIo
NPodUNMPOBaHMA onyxonen KpoBu. Paboumnin npouecc nogaep)XmBaeT cozgaHue
MHOMBUAOYANbHOIO OMyX0s1eBOro «oTrneyaTka» No o6pasuamM CoMaHOM OnyXonu u
nocnepytoLlee BbiABeHUE MOMEKYNAPHOMN OCTaTOYHOM 60Me3HU MO KPOBU Ha
cuctemMax NovaSeq. lllumina ykasbiBaeT CPOK BbIMOSTHEHUA MOMHOIO paboyero
npouecca 4o NATU OHEeW 1 aHaNUTUYECKYIo YyBCTBUTEIbHOCTb 40 10 ppm. HoBbIN
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aHann3 DRAGEN MRD cBa3biBaeT MHOMBUAOYANTbHbIA OMNYyXONEBbIN «OTNEYATOK» C
CEPUNHbIMU 06pa3suaMm UMpKynupytowemn onyxoneson OHK 1, no gaHHbIM
KOMMaHWW, MokasbiBaeT 99,5% aHanutuyeckom cneynPmUHHOCTU.

Pa3pa6oTKka MeToAa NOJIHOreHOMHOro ceKBeHMpoBaHua Plasmodium
falciparum Ha ocHOBEe TeXHONOrMM CeKBeHUPOBaHUS C UCNOJIb30BAHUEM
HaHonop OxkcPopaACKOro yHMBepcUTeTa ANA NOAACPIKKHU
MOJIEKYJISIPHOIO 3NUAEMMOJIOrMYECKOro Haa3opa 3a MansipyeM

(Scientific Reports)

Bakari, C., Holzschuh, A, Seth, M.D. et al. Development of an Oxford nanopore sequencing
technology- based whole genome sequencing method for Plasmodium falciparum to support
malaria molecular surveillance. Sci Rep (2026). https://doi.org/10.1038/s41598-026-46451-8

ABTOpPbI pa3paboTanu 1 oONTUMU3IUPOBANU MPOTOKOST MONHOFEHOMHOIo
cekBeHupoBaHusa Plasmodium falciparum Ha ocHoBe TexHonornm Oxford Nanopore
ONda MONEKYNsapPHOro Hag3opa 3a Manapuen. B ctaTbe oTMeYaeTcs, UTo
KOPOTKOUTEHHbIE N1aTPOPMbI LUMPOKO NpMMeHSsaTCAa B reHoMuKe P. falciparum, Ho
OorpaHMYeHbl MpPM aHanmM3e NOBTOPSAKLLMXCA 061aCcTeEN U CTPYKTYPHOM Bapuaunmn
CMOXXHOro reHoMa napasuTa. Noaxoabl C UCMNONMb30BaHNEM O/TMHHbIX MPOYTEHUN
Oxford Nanopore paccMaTpuBaloTCAa KakK OONOMHUTENTbHAsA BO3MOXXHOCTb, OCO6EHHO
0191 YCNOBUM C OrpaHMYeHHOM MHPpacTpyKTypon. NMpoTokon 6bi1 aganTUMpoBaH Ang
CYXUX MATEH KPOBU U LLeNIbHOM KPOBU, a oborauieHmre napasutapHom OHK
npoBoaun ¢ NnpuMeHeHneM McrBC/Mspll, NEBNext microbiome DNA enrichment
Kit n cenekTMBHOM aMNnndmUKaLumm Bcero reHoMma. CeKBeHMpoBaHMeE BbIMONHANN Ha
npoToyHomn auyenke R10.4.1. KoMBUHMpPoOBaHHOEe oboralleHme gaBasno 6onee 75%
napa3suntapHom OHK npw 100 napasutax/mMkn n 6onee 90% rMoKpbITUS reHoMa.
MeTopg gocTtmran MegmaHHOM ONINHbI MPoYTEHUN 6onee 2 K6, rnybuHbl 6onee 30x n
TOYHOCTU 99,8%, a TaKXXe BbIIBNA OOMONHUTENbHbIE MyTaLMU U BapuaLum Ynucna
KOMU.

CpaBHMTEIbHbINA aHANIM3 TEXHOJIONMA CEKBEHUPOBaHUS KOPOTKMX M
ANUHHBbIX NPOUYTEHMM AN MEeTareHOMHOro npodPunaMpoBaHms
MMKpPOG6MOMOB

(Scientific Reports)

Visci, G., Notario, E., Defazio, G. et al. Benchmarking short- and long-read sequencing technologies
for metagenomic profiling of microbiomes. Sci Rep (2026). https://doi.org/10.1038/s41598-026-49725-3

B cTaTbe cpaBHUNM MeTareHOMHOe CEKBEHUPOBaHMeE Ha Tpex nnatdopmax: lllumina
09 KOPOTKMX YTeHunn, PacBio 1 Nanopore ong AnnHHbIX YTeHUn. On4a
TECTUPOBAHUA UCMOMb30BaIM KOMMeEpUYEeCcKoe MoaefibHoe MUKPOBHOE COOBLLECTBO
n3 20 BMOOB C paBHbIM NpeacTaBUTENbCTBOM. ABTOPbI OLLEHMBANN, HACKOJSIbKO
DAHHble Ka)Kaon nnaTtdopMbl MO3BONAIOT PEKOHCTPYMPOBATb FEHOMbI, OnpenenaTb
N3BECTHble TAaKCOHbI U aHAaNM3MpPoBaTb GYHKLMOHANbHbIX MOTEHLMAN MUKPOBHOIo
coobLecTBa, BK/IOYasaA aHHOTUPOBAHHbIE MeHbl, ANTMHY NPeacKa3aHHbIX 6e/1KOB U
TUnbl NpegnonaraemMbix GyHKUMN. [llumina o6ecneurBana BbICOKYO MPOMNYCKHYIO
CNOCOBHOCTb U BbICOKOE Ka4yeCcTBO AaHHbIX, HO KOPOTKaa AJIMHA YTEHUIN MeLlana
MONHOM C60pKe NrEHOMOB U NPUBOAUMIA K HEAOOLLEHKE KOOAMNPYIOLWUNX U
HeKogupyoLmx reHoB. Nanopore gaBan camble O/IMHHbIE UTEeHUSA U 6onee cBA3Hble
CcH60pPKK, HO 3aBUCEN OT OLLMBOK CEKBEHUPOBaAHUSA U Bbi6opa MeToaa c6opKu. PacBio
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NMoKa3sarsl J'Iy‘—ILIJVIVi 6anaHc ANHbI YTEHUM U TOYHOCTU OCHOBAHWMMN, XOTA MeHbLUee
UMCSIO YTEHUWM BNINASO HA MOKpPbITUE OTAENbHbIX TAaKCOHOB. ABTOPbI MpeacTaBuiIn
MPaKTU4YeCKYO paMKy Bbl60pa TEXHOJTOrMK nopg uenun MVIKpOGVIOMHOFO
mncenegoBaHuM4A.

Komnauma MGI Tech 3anyckaeT MHTerpupoBsaHHOE€ MEeTareHoMHoe
peweHue «SEQ ALL» ansa 60pb6bl ¢ XaHTaBUPYCcOM AHAEC

(MGl Tech)

MGI Tech o6baBuMa 0 3anNycKe MHTErPUPOBAHHbIX METareHOMHbIX peLlleHnin SEQ
ALL pnga pa6oTbl ¢ XaHTaBMpycoM AHaec. KoOMMNaHMAa onncbiBAaeT KOMMMNEKC KaK
coyeTaHue NNaTtPopM C KOPOTKUMU U OASTMHHBIMU MPOYTEHUSAMU, KOTOPOE
noaaepXXmMBaeT BECb MYyTb OT CKPUHUHIA 6E€CCUMMTOMHbIX Clly4YaeB A0 YTOUYHSAKOLWEro
OTClIe)XXBaHUA MCTOYHMKA U pacrnpocTpaHeHUs naTtoreHa. B peweHune Bxoaat RNA
Pathogen Metagenomic Sequencing Solution n CycloneSEQ Comprehensive
Metagenomic Sequencing Solution. NepBaqa YacTb NOCTPOEHA Ha CEKBEHUPOBAHUM
C KOPOTKMMU npouTeHnamMm DNBSEQ n MeTareHOMHOM CeKBEHUPOBaHMM HOBOIrO
nokoneHusa 6e3 3apaHee 3afaHHbIX MULLEHEN, YUTOBbl OQHOBPEMEHHO BbIABAATb
XaHTaBUpPYC U gpyrme Bo3MOXXHble naTtoreHbl. ABTOMaTU3MpOBaHHaaA MoAroToBKa
06pa3LoB BbINMONHAETCA € ucnonb3oBaHneM SP-100RS, a uHcTpyMeHTbl PFI 1 MGAP
obecneymBaloT KOHTPOJIb KayecTBa, MAeHTUDMKALMIO MaTOreHoB, C60PKY reHOMOB
N GYyHKUMOHaNbHYyO aHHoTauuto. CycloneSEQ nob6aBnsgeT A/IMHHbIE UTEHUS,
MONMHOMeHOMHYO C60PKY M BO3SMOXHOCTb CEKBEHUPOBAHUSA Ha MecTe.

Komnauma MGI Tech npeacrasuna Ha BbicTaBKke SLAS 2026 pewieHUs
HOBOIO NOKOJICHMSA AJiI1 aBTOMaTU3aLMM NTa6opaTOPHbIX NPOLLECCOoB U
MYJ/IbTUOMMKCHbIX TEXHOJIOrMM

(MGI Tech)

MGI Tech npeactaBuna Ha SLAS 2026 pelwleHuMa gns aBToMaTusaunm nabopatopui
N MHTErPUPOBAHHbIX MY/IbTUOMHBbIX Paboymx NpoueccoB. B MaTepuane onmcaHbl
PrepALL-pP8G, SIRO48 1 VisiOmics. PrepALL-pP8G nosnumnoHmpyeTca Kak
nnatdopmMa gna aBToMaTU3aumm OgHOKNETOUHOM NMPOTEOMUKU, MCMNOMb3YHOLLAA
TEPMOCTPYMHYIO NeYyaTb U CBepxMasblie 06beMbl 4O3UpPOoBaHUA. CUCTEMA COOAEPXKUT
640 conen, pacno3HaBaHME N306paXKeHUM C NoOaEPKKOM UMCKYCCTBEHHOIO
MHTEeNNEeKTa U Nnogaep>XXmBaeT paboTy ¢ 384-nyHOUYHbIMM NNnaHweTamMu. SIRO48
OMUCaH KaK MOJIHOCTbIO aBTOMAaTMU3MPOBaHHbIN paboynm npouecc «obpasel, Ha
BXo4e, OTYET Ha Bbixoae» Ans NnoaroToBKM 06pa3sLoB, B KOTOPbIM BXOAUT OUYMUCTKA
HYKNEMHOBbIX KUCNOT, dparMeHTaumns, BOCCTaHOBE€HMNE KOHLLOB, IMTMPOBaHME
apanTepos, aMmnindbumkauma metogom MLLP, ouncTtka 6UM6NMOTEK U KOHTPOb
KayecTBa. KoMnaHua nogyepKMBaET, UYTO CUCTEMaA NepeBOaUT NOATOTOBKY
6MOBNNOTEK OT PYUHOM PaboTbl K MOMHOM LenoyKe aBToMaTusaumm. VisiOmics
o6beanHaeT NPOCTPAHCTBEHHYIO MPOTEOMMKY U aHANMN3 M306PaXKeHUM C
NnPUMEeHeHNEM UCKYCCTBEHHOIO UHTENNEKTA.
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O6HoBNneHue TexHonorum Oxford Nanopore, Mau 2026 r.
(Albert Vilella Substack)

Albert Vilella. Oxford Nanopore May 2026 Tech Update. May 25, 2026.

Oxford Nanopore Technologies npeacraBuna TeXHONOrM4eckoe o6HoOBMEHUE Ha
KoHdepeHummn London Calling B JloHaoHe B KoHLe Masa 2026 roga. B uncne
OCHOBHbIX TEM 6bINTN MYJIbBTUOMUKCHOE OoboralleHune, 3penocTb NaaTdopmbl 3a
nocnegHee gecatuneTume, ctpaTteruns, OopueHTUpoBaHHasaA Ha KIIMEHTOB, MApPTHEPCTBA
M YNpPOLWEHHaa NMHeNKa npmnbopoB. KoMnaHua noayépKUBAET ynydlleHMne
nonb3oBaTenbcKoro onbiTa Yepes flow cells MinlON 1 PromethlON, pa6oune
npouecchl, AM3anH 3KCNEPUMEHTA, CEKBEHMPOBaHME 1 aHann3. CUNbHOM CTOPOHOM
ONT Ha3BaHa HaCbIWEHHOCTb AaHHbIX, TEXHOMOIr S 3aXBaTblBAET Y4aCTKUN FrEHOMa,
HeOoCTyNHble KOPOTKMUM YTEHUAM, M aHaNU3npyeT MoaANPULMPOBAHHbIE
ocHoBaHua B [IHK n PHK. AganTrBHaga BbiI6OpKa MO3BONGET UCKOYaTb
HenHTepecHble dparMeHTbl JHK 1 cocpenoTaumBaTbCca Ha HY)XHbIX permoHax.
YNOMUHAIOTCA TapreTHbIM aHaNn3 MeTUIMPOBaHUA, FrepMUHaNbHbIe NAaHeNn ang
PapMaKoOreHOMUMKM 1 HaCeACTBEHHOIO paKa, a TaKXXe roToBALLasaca COMaTUYeCcKas
OHKOJTOrMYecKasa MyJIbTUOMUKCHAA NaHenb. NpuMepbl BKAKOYAKOT NaHeNb AN19 pPakoB
KpPOBU Ha 144 reHa 1 o6Hapy)XeHue paka npu 10-20% yacTtoTe annenda. Takxke
onucaHbl yny4dlleHUsa OTHOLLIEeHUs curHan/wym, npsamMoe PHK-WITpuxkogmposaHmue
0o 24-plex, Hoeble PromethlON Plus flow cells, Epi2ME, Q-Line, MallnHHOE
obyuyeHue, basecaller v6.0, Dorado SmallVar, 6ygywme motopbl HK 1 PHK,
MOBbILLEHME YYyBCTBUTETbHOCTU U pa3paboTKM B 061aCTU MPOTEOMUKMW.

AMNUpUYECKHU onpeaenieHHblIe cTpaTermm MacCKMpoBaHusA 6a3oBoro
YPOBHA M Apyrme cooGpa)l(el-lml AN TeCTOB Ha reHETUYEeCKYI0O Harpy3skKy

(Nature Genetics)

Nguyen, T., Koesterer, R., Haydarlou, P. et al. Empirically determined baseline masking strategies and
other considerations for gene-level burden tests. Nat Genet (2026). https://doi.org/10.1038/s41588-
026- 02597-9

B nccnepoBaHumax accoumnaumm peakKmx BapuaHToOB 06bl4HO MPOBOASAT FeHHble
TeCTbl, rae KogmpytoLwme BapunaHTbl GUNbTPYIOT, USTN «MAaCKUPYIOT», 1 06beanHAaoT
no dYyHKLUMOHANbHOM aHHOTALMM M YacToTe annens. ABTOpbl CUCTEMATUUECKU
npoaHanusnpoBann NUTepaTypy U Katanormsamposanm 664 MacKun ns 234
nccnenoBaHMm. OHUM OBHAPYXKUNU, UTO CTPATENMMMU MACKMPOBAHUSA peakKo
MOBTOPAIOTCA MeXxay paboTaMun 1 peaKo o60CHOBbIBAOTCA. YTOObI OLLEHUTb UX
BMSIHME Ha pe3yNnbTaTbl, BCE paHee NpUMeHsaBLUMECa CTpaTeErMm MCNonb3oBanm
ana 54 npunsHakoB B 189 947 sk3omMax UK Biobank. Yncno 3HaumnMbix accoumaumnm
CUNbHO 3aBUCENO OT Bbl6paHHOM CTpaTernm n BapbunpoBano ot 58 no 2 523, uto
CTano O4HOWM U3 KIOYEBDbIX MPUYNH YMEPEHHOIO NepeKpbITUSA, MeHee 30%, Mexxay
oTAeNbHbIMU ONYBIMKOBAHHbIMU aHaNM3aMM 3TOro Habopa gaHHbIX. ABTOPDI
3AMMUPUYECKU oMnpenennnm ctpatermm MacKMpoBaHUA C BbICOKOM CNOCOBHOCTbIO
OBGHapPY>XMBaTb HU3KOYACTOTHbIE U pedKMe FreHHble accoLumaLmMm B pa3HbIX Habopax
OAaHHbIX N NPU3HaKax. 3aTe€M OHU MPUMEHUNN 3TU CTPATENMKU, YTOBbI M3YUNTb
BNUaHWe ppyrmux GakTopoB Ha pe3ynbTaTbl burden-TectoB. PaboTa npegnaraet
6a30BYI0 CTpaTErnio A5 NoBblILLEHUA MOLLHOCTU M BOCNPOU3BOOAMMOCTU
nccrnegoBaHMM M YCTPaHAET O4AMH MCTOYHUK HECOMacoOBaHHOCTU B NpeablayLumx
paboTax Mo reHHbIM burden-Tectam.
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Korpa 6uou|-|¢opma'rm(a CTaHOBUTCH Y3KUM MeCTOM:? o6becneyeHme
CJZIOXXKHOI'O BUPYCHOIO aHain3a 6es YBeJ/IMYEeHMUS LUITaTa COTPYAHMKOB

(Thermo Fisher Scientific)

Barral Arca, R. When Bioinformatics Is the Bottleneck: Enabling Complex Viral Analysis Without
Expanding Headcount. Thermo Fisher Scientific. 28 May 2026.

Thermo Fisher Scientific onncana cutyauuto, Npm KOTOPOM reHepaumsa gaHHbIX
CEKBEHUPOBAHUSA HOBOIO NOKONEHUA B 6ModapMaL,eBTUUHECKUX NCCNeaoBaHMUAX
6onblue He aBnaeTcs rmaBHbIM OrpaHMYeHMeEM, a Yy3KUM MeCTOM CTaHOBUTCA
aHanuTnyeckass MoWHOCTb. B MaTepumane roBopuTtcsd, YTo KOMaHAbl MOTyT
NPOM3BOAUTb Ka4eCTBEHHbIe OaHHble CEKBEHMPOBAHMA B 60/1bLLMX O6beMax, HO
nepeBon 3TUX AaHHbIX B 6UONTIOrMYeCKM OCMbICNIEHHbIV pe3ynbTaT TpebyeTt
cneumanmsnpoBaHHoOM 6MomnMHPoOpPMaTUKN. B KauecTBe NpmmMepa paccMaTpmBaeTca
aHanus 5'- KoHueBble geneunn PHK aHTepoBupyca rpynnbl B n nx ponu B
MOOYNAUNUN MHTePPEepPOHOBOIro OTBETA B KapaAMoMUMoLUTax. Takmne CTPYKTYypPHble
BUPYCHbIEe Oeneumm CIOXXHO HaxXoAunTb CTaHOAPTHbLIM BblpaBHUBaAHUEM,
Heo6xo4MMO TOYHO onpenennTb rPaHuLbl BAPMAHTOB, KONTMYECTBEHHO OLEHUTb
YacToTbl NO 06pa3LaM U NpeacTaBUTb pe3ynbTaTbl B MOHATHOM Buae. Thermo Fisher
OrnucbiBaeT co3fgaHme nosib3oBaTeibCKOro Moayns aHanmsa lon Torrent m
BblYNCNUNTENBHOIO KOHBENepPa, ONTUMU3IUPOBAHHOM CTpaTernm BblpaBHMBaAHUS,
BM3YyalibHbIX BbIXOOHbIX OAHHbIX M BOCNPOU3BOAMMOIO paboyero npoLecca.

18. Ba3bl reHEeTUUYECKUX U d)eHOTHIIH‘IQCKHX AaHHbIX

(cTpyKTYypa, NpUHUMNbI XpaHeHus, MO no o6paboTke faHHbIX)

OueHka Bbl60pa reHomMma B ¢YHK“HOHaJ’IbHO-reHOMHbIX aHaIM3ax

(Nature Communications)

Macias-Velasco, J.F., Zhuo, X., Tomlinson, C. et al. Benchmarking genome choice in functional
genomics analyses. Nat Commun (2026). https://doi.org/10.1038/s41467-026-73663-3

ABTOpPbI OLLEHWNTN, KaK BbI6OP NrEHOMHOIO NpeacTaBneHna BINSET Ha pe3ybTaThl
aHanusa pyHKLUMOHANbHOM FreHOMUKU. B paboTe cpaBHUBanucb hg38, CHM13,
YEepHOBOW MNAaHMreHOM YesiloBeKa M NepcoHanbHble MaTEPUHCKME U OTLLOBCKME
c60opKU. [1n9 cpaBHUTENBbHOM OLUEHKU UCcNoNib3oBanm gaHHble ATAC-seq, RNA-seq,
MOJIHOFrEHOMHOIo 6UCYNbPUTHOIO cekBeHupoBaHUAa U Hi-C numpobnactongHbix
KNEeTOYHbIX TMHUM NaTn ntogen ¢ pasmpoBaHHbIMKU c60pKaMun. MccnepgoBaHMe
MokKasaso, YTO CyLLEeCTBYOLLMNE BbIYNCTIUTENIbHbIE KOHBEMEPDLI U METPUKU KayecTBa
B 3HAUYUTENbHOM CTeNeHU HacTpoeHbl nog hg38, noaToMy cMeHa pedepeHca
TpebyeT oTaeNbHOM NMPOBEPKU. Npun 3TOM nHAnBUMAOYanbHasa MOEHTUYHOCTb
06bACHANA 60MbLUYIO HacTb BapuMaLmMmM OaHHbIX, @ BKa4 Bbibopa reHoMa 6bin
MeHblLLe, HO He ncYe3ar. ABTOPbI YKa3blBatoOT, YTO OKO0 2% 6MONOrmyecKmnx
CUIrHANOB O6HapPYXXMNBANMUCb TOTIbKO MPU NCMONb30BaHMM NepCcoHalbHbIX C60pOK. B
aHanunse MeTUNMpPoOBaHUA C rpadoM NaHreHoma 6bisa BbigBfieHa He BXoasaLwasa B
pedepeHc BcTaBKa AluY5a B o6nactm chr8p23.1.
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19. HeMpoceTn UM ana aHanM3sa reHOMHbIX OaHHbIX

(MHTepnpeTauna ceKBeHUPOBaHMS, Moaenu, pedepeHc-naHenm)

prﬂHOMaCI.I.ITaGHbIe, OCHOBaHHbIC Ha AaHHDbIX, NpeaABapUTe/sibHO
OGy‘IeHHbIe Moaenu [lHK noBbILIAIOT NPOU3BOAUTE/IBHOCTD B
Pa3/iIMYHbIX T HOMHbIX 3agadax

(Nature Communications)

Sun, C, He, Z,, Zhang, S. et al. Large-scale data-driven pre-trained DNA models enhance performance
across diverse genomics tasks. Nat Commun (2026). https://doi.org/10.1038/s41467-026-73129-6

Fny6okoe oby4yeHMe Ha OCHOBE NocfiegoBaTeIbHOCTEN NPOABUHYIO
MHTepnpeTauuto reHomMa, ogHaKo 60MbLUMHCTBO Mofernien ocTatoTcs
cneumanmsnpoBaHHbIMU Mo OTAENbHbIE 3a43a4M N TPEBYIOT MOBTOPHOIO 06y4YeHUs,
UTO OrpaHUYMBAET MacLLITAabUPYEMOCTb B pa3HbIX GUOMTOMMYECKMX KOHTEKCTaX.
ABTopbl NpegcTtanaoT SUCCEED — KOHTponMpyemMyto MHOro3agayvHyto
dyHOaMeHTanbHyto mogenb OHK, npegBapuTenbHO 06y4YeHHyto Ha 6 389
PYHKLMOHANbHO-reHOMHbIX Tpekax ENCODE gna nsydyeHms nepeHoCUMbIX
perynaTopHbIX NpeacTaBieHnUn. Mogenb o6begUHAET CBEPTOYHbIE CNIOU C
apxmTekTypom Transformer, NO3TOMy 3axBaTbIBAE€T KaK NNOKalbHble€ MOTUBDI
nocnegoBaTefibHOCTU, TaK U JafnibHUeE perynsaTtopHble 3aBUCUMOCTU. B TeCcToBbIX
3apadax SUCCEED noka3sblBaeT Npon3BOAUTENbHOCTb, cOnocTaBmMMyto ¢ Enformer
UMM NpeBbilaroLLyto eé. Yepes nepeHoc obyyeHna Mmoaenb NpeackasbiBaeT
3MUreHoMHble Npodunn, cneundmnyHble gna TUMOB KNETOK, YCTPaHAaEeT LWYM B
pa3peXeHHbIX CUrHanax gOCTYMHOCTU XpOMaTUHA U NMpeacKa3blBaeT TPEXMEPHbIe
KOHTaKTbl XpOMaTMHa 6e3 BXoaHbIX AaHHbIX CTCF B pa3Hbix MacwwTabax JaHHbIX U
TUMNax KNeTok. B pazHoo6pa3Hbix 3agadax reHoMmkn SUCCEED pa6oTaet
COMOCTaBUMO C KOHTpoOMpyemMbiMu dyHOAMEHTaNIbHbIMU MOoAeNnsIMU, TAaKUMU KakK
Sei, U NpPeBOCXOAUT CAMOKOHTPONIMPYEMbIe MOoAEeNN, OByUYEeHHbIe TONTbKO Ha
nocnepoBatenbHocTn [HK. B uenom SUCCEED onucbiBaeTcs KaK nepeHocnMMaga u
MacliTabupyemMasa dyHOaMeHTanbHaa Moaenb, AatoLwas eguMHY o OCHOBY ONns
reHOMHOIO PerynaropHOro MogenmMpoBaHUSA B CITIOXKHbIX 6MONOrM4yecKmnx
KOHTEKCTax.

Komnauua QIAGEN 6yaeT pasBMBaThb pa3paboTKy JieKapCTB C NTOMOLUbIO
MM, ncnonb3ysa rpadoebii UM 1 TILATENNIBHO OTOGpPaHHbIE
6uouHPopmMmaTUHECKME 3HaHUNA coBMecTHO ¢ NVIDIA

(QIAGEN)

QIAGEN o6baBunia Ha kKoHdpepeHummn BIO-IT World Conference & Expo 2026 B
BocToHe, uto eé 6uonHdpopmMaTuyeckoe nogpaspeneHmne QIAGEN Digital Insights
6yneT UHTerpmpoBaTb Kypupyemble 6a3bl 6MOMegULIMHCKUX 3HAHUIN U SKCNEePTU3y
C YCKOpeHHbIMU BblumncneHmnamm NVIDIA n nnatdopmom NVIDIA BioNeMo. Lenbio
cCOoTpyaHMYECTBa ABASETCA NOMOLLb nccnegoBaTenaM apdeKTUBHEE MCMOSb30BaTb
NN B pa3paboTKe NneKapcTs, Niyylle NoHMMaTb 6MoNornio 3aboneBaHU, HaxoauTb
nepcneKkTuBHbIe TepaneBTUYECKME MULLEHM U BbIABNATb 6MOMapKepbl. OTKpbITHME
NeKapcTB TpebyeT cBA3bIBaTb 60/1bLUME O6BEMbI CTOXXHOM BUONTIOrNYEeCcCKomn
MHopMaLUU: FreHbl, 6ONIe3HU, NYTU, COeQUHEHMA N KITIMHUYECKME OOKa3aTebCTBa.
QIAGEN m NVIDIA npepgnaratoT pewaTb 3Ty 3agady ¢ noMoulbio rpagosoro NN,
KOTOPbIN MPUMEHSAET MOUCK U aHANN3 K BUoOMeaunLMHCKUM rpadaM 3HaHUN U
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noaaepXumBaeT NyTb K areHTHbIM MHOMOLWAroBbiM paGoymM MpoLeccam.
CoTpyaHMYECTBO PacCUYMTaHO Ha MOEHTUDUKALMIO U BannUOaLMIO MULLEHEN,
nepenpoduUnmMpoBaHme NIeKapcTs, MOUCK BMOMapPKepOB, aHanmMs nyTem u
reHepauuio rmrnoTes M3 MyJfIbTUOMHbIX AaHHbIX. HoBble Al- yCUNEHHble peLueHnsd
CTpoAaTCA Ha 6onee YeM 25 rogax KypmpyeMoro 6MoMeanLUMHCKOro 3HaHue, 6a3ax,
Mcnonb3yeMblix cBbile 150 TbicayaMm YUY€HbIx, U 6onee yeM 70 TbicaYax HayYHbIX
ny6nmkauuni. MNMepeble NUNOTHbIE NPOorpaMMbl ByayT OOCTYMHbI U36PaHHbIM
dapMaLeBTUYECKUM N BUOTEXHONOMMYECKMM NapTHEPaM, a 6onee WnpokKasa
OOCTYMHOCTb OXXMOaeTca rnocne sanvaaunmn.

20. Point-of-Care ycTpoicTBa ANA 3KCNpecc-reHoTUNnMpoBaHua

(POC TecTbl, MUKpOdtonaHbie MpMUbopbl, SKCNpecc-gMarHocTmKa)

MopTaTuBHaa MoNneKynsapHaa naopaTtopus ansa 6bicTporo
reHOTMNUPOBaHMSA B NOJIEBbIX YC/IOBUSIX: NTPUMEHEHME NpU
CeprnoBUAHOKJ/IETOUYHOW aHeMMUM

(medRxiv)

Grunder, F.; Haemmerli, A.-F.; Bokembya, C. I. N.; Hennart, S.; Helmers, M.; Porret, N. A;; Graz, B.;
Choudja Ouabo, C.; Abriel, H. A portable molecular laboratory for rapid genotyping in the field:
application to sickle cell disease. medRxiv 2026.05.05.26352080; doi:
https://doi.org/10.64898/2026.05.05.26352080.

ABTOpPbI NpeacTaBuIn NpPenpuHT 0 NPUMEHEHUN MOPTAaTUBHOU MeaULUHCKOM
reHeTM4YecKom nabopaTtopmm onsa 6bICTPOro reHOTUMNMPOBaHMA NPKU
CEepnoBMOHOKNETOYHOM aHEMUIN. B aHHOTaLU MM 3ab6oneBaHMe ONMMCaHO Kak
Hanbonee pacnpocTpaHEHHOe peLecCUBHOE reHeTUYeCcKoe HapyLlueHue,
Bbl3BaHHOE NMaToreHHbIMM BapunaHTaMun reHa HBB 1 cBa3aHHoe €
BA30OKKI/TIO3NOHHbIMU KpU3aMu, MHPEKUUNAMU U TAKENOM aHeMUMeN. PaboTa
Nnoag4vYépKMBaET, YTO YacToTa MAaTOreHHbIX annenem ocCobeHHO BbICOKa B CTpaHax
AdpuKU K tory ot Caxapsbl, rge o9 reTepo3mnroTHbIX HOCUTENEN MOXXET AOCTUraTb
25%, Torga kak goctyn K [IHK-aHanm3y n ceKBeHUpOBaHUIO B CTPaHax C HU3KUM U
CpenoHUM 0OXOO0M orpaHuyeH. Llenbio nccnepoBaHmsa 6biia NnpoBepKa
BO3MOXHOCTU MCMOJSIb30BaTb JTA6OpaTOPMUIO «B YEeMOOAHaX» ONsa onpeneneHus
annenem HBB A, S 1 C 1 X KOMBUHaL MM 33 HECKOJ/IbKO YacoB BHE 06bIYHOM
naéopatopuun. Cuctema BKoYana sbigeneHme JHK n nsotepmMmumyeckyto
aMNInMdMKaLUno C KOMMepUYEeCKUM HAabopOoM. ABTOPbI COOBLLMNIMN O PACXOXKOEHUAX B
YeTbIPEX CyYaax Mexay Ma3KaMum U KpoBbto, TPU 6blSIN yCTpaHEHbI MOBTOPHbIM
TeCTUpoOBaHUEM, OAUNH CBSAA3aH C JOHOPCKUM XMMEPU3MOM Mocsie TpaHCnIaHTauuu.
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IV OTPACJ1IEBAH IT[EHETUKA

21. CenbcKoe XO03SIMCTBO M arpo6MoTEeXHOIOrMM

(reHOTI/II'II/lpOBaH ne CenbCKOXO3ANCTBEHHbIX YXUBOTH bIX)

BbiCTpbIA MeToA BU3YaJibHOro O6HapyXXEeHUsl UHCEe PLMOHHO-
AeneumMoHHbIX nonuMopodusmos B reHe PRNP KpynHoro poraroro cKkora
Ha oCHOBe aynnekcHoro aHanusa MIRA-LFD

(Frontiers in Veterinary Science)

XuY,YangsS, Ding S, Xu T, Zhu L, Xiao W, Ge J and Guan F (2026) A rapid visual detection method for
indel polymorphisms in the bovine PRNP gene based on a duplex MIRA-LFD assay. Front. Vet. Sci.
13:1798131. doi: 10.3389/fvets.2026.1798131

ABTOpPbI pa3paboTanu 6bICTPbIY BU3YyalibHbI MeTo4 FreHOTUMUPOBaHUA UHAOEN-
nonmmMmopdmsmMoB B reHe PRNP KpynHOro poratoro cCKota ¢ UCrMoJfib30BaHUEM
aynnekcHoro aHanusa MIRA-LFD. B ctaTbe yKa3aHo, 4To nonnmopdmnsmbl PRNP
CBf13aHbl C BOCMPUNMUYUBOCTBIO K F'YBKOO6pa3HOM aHUedanonatnum KpynHoro
poraTtoro ckoTa, a aeneunn/vmHcepummv oamHom 23 r.H. B npoMoTope 1 12 n.H. B
MHTPOHE aCCOLMNPOBAHbI C YCTOMUYMBOCTbIO K 3abosieBaHuMio. CyuiecTBytoLime
MeTofbl, BKNo4Yaa cekBeHunpoBaHue no CaHrepy, MNUP-NOP®, TagMan,
CEKBEHUNPOBAHME HOBOIO NMOKOJIEHMA U MUKPOUYUIbI, TPEBYIOT 60/1blLLE BPEMEHWN,
ob6opynoBaHUA 1 3aTpaT. HoBbIM noaxop, 6bin NpoBepeH Ha 230 o6pa3uax FeHOMHOM
OHK ronwTMHCKOro cKoTa, XXeNToro KpynHoOro poratoro CKoTa v BSHbY>XOYCKOIro
BOOSIHOIO 6YMBOSa, @ TAaKXXe Ha 62 KOMMepPUYeCKUX NPoayKTax XMBOTHOIo
npouncxoxaeHums. PesyrnibTaTbl COMOCTaBNAASIUCL C CEKBEHMPOBaHMEM No CaHrepy.
ABTOpPbI 3aK/TIOYUSIN, YTO METO NOAXOOUT ONA NONEBbLIX YCNOBUNA,
BCMOMOraTesibHOro otéopa 1 oLeHKM 6e30MNacHOCTU NMPOAYKTOB M3 KPYMHOIo
poraTtoro ckora.

DeHOTUNNYECKMHN U FEHEeTUYECKMHX aHANN3 pacnpenesieHUsl SHeprum m
3P PEeKTUBHOCTMU UCMNONb30BaHUSA KOPMa Y aT/IaHTUYECKOro J1ococH

(Genetics Selection Evolution)

Sonesson, A.K,, Difford, G.F., Norris, A. et al. Phenotypic and genetic analysis of energy partitioning
and feed efficiency in Atlantic salmon. Genet Sel Evol 58, 26 (2026). https://doi.org/10.1186/s12711-026-
01045-w

NccnepoBaHMe NOCBSLWEHO reHeTUYECKOMY aHanu3y pacnpeneneHuns aHeprum m
3PPEKTUBHOCTU UCMONBb30BaHUA KOPMA Y aTIaHTUYECKOrro Jlococs. ABTOpPbI
OTMEYaloT, YTO yNyyLleHNEe KOPMOBOMN 3OPEKTUBHOCTU MMEET SKOHOMUYECKOoEe U
3KOMOrMYyecKoe 3Ha4YeHMe, HO NPAMON OTOOP MO 3TOMY MPU3HaKY 3aTpyAHEH M3-3a
CNTOXXHOCTU UHAMBUAYANTbHOIO U3MepPEeHUsa NoTpebneHnsa kopma. B paboTte
N3y4vanuncb pasnmumnsa Mexxay ceMbaMu, HacnegyeMocCTb NMPU3HAKOB U reHeTUu4YecKmne
CBA3U MeXay noTpebneHmnem Kopma, NpUpPoOCTOM Macchbl, KO3PPULUMNEHTOM
KOHBEPCUU KOPMA, DHEPreTUHECKOW MNSTOTHOCTbIO MPUPOCTA U OCTAaTOUYHbIM
noTpebneHmem Kopma. [Jna aHanmsa ncnonb3oBanan MHOUBUAOYANIbHO NPOMEYEHHbIX
N reHOTUMMPOBAHHbIX Pbl6 N3 35 NnoniHocnb6coBbiX ceMen. AHK nonyyanu ns
MJaBHUKOBbIX KNMMcoB 1748 pbl6, reHOTUMMPOBAHME BbIMOMHANMN C MOMOLLbIO
nonb3oBaTenbckom SNP-maTpuubl Affymetrix, nocne dunbTpaumm octanocb 55 648
SNP. ABTOPbI OLLEHUTN YMEPEHHYIO T’EHOMHYIO HacneayeMocCTb Anda notpebneHmsa
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KOpMa, MPUPOCTa MacCbl U SHEPreTUYeCKOM NITIOTHOCTU NPUPOCTA, a TaKXe
rnoKasasmu, YTo MHAEKC OT6opa C yY4eTOM MPUPOCTa MAacCbl U SHEPreTUUYECKOWM
MAOTHOCTU MOXKET yy4dllaTb KOPMOBYI0 3 deKTUBHOCTb 6€3 MHAUBUOYANbHbIX
3anucem noTpebneHMa Kopma.

MonHOreHOMHbIe AacCoOUMATUBHbDbIC UCC/IeA0BaHMS NoOKa3aTeNem

3 PEeKTUBHOCTHU UCNOJSIb30OBAHMUS KOPMaA, NPOAYKTUBHOCTU M
OCO6EHHOCTE! NULLEBOro NoBeAecHUSA Y KaHaACKMUX YMCTOKPOBHbBIX
cBUHEM noponabl AIopokK

(Journal of Animal Science)

Belle Kim, Duy Ngoc Do, Mohsen Jafarikia, Dan Tulpan, Deborah Adewole, Ghader Manafiazar, Brian
Sullivan, Justin Holl, Younes Miar, Genome-wide association studies for feed efficiency, production
and feeding behavior traits in Canadian purebred Duroc pigs, Journal of Animal Science, Volume 104,
2026, skag148, https://doi.org/10.1093/jas/skag148

Llenb nccnepoBaHMa — BbIIBUTb NOTEHLUMabHble reHETUYECKUE BapUaHTbl U FreHbl-
KaHOWOATbl, CBA3aHHbIE C 9PpPEKTUBHOCTbIO KOPMJIEHUS, MPOAYKTUBHOCTbLIO U
KOPMOBbIM NMoBeAeHUNEM Y KaHAACKUX YNCTOMOPOLAHbIX CBUHEN OIOPOK.
NonHoreHoMHble accouMaTUBHbIE UCCefoBaHUSA NpoBenn Ha 8 861 YKUBOTHOM,
ncnonb3ysa UMNyTUpoBaHHYyo NaHenb Affymetrix PigGen Canada 50K v2.0,
NMHENHYIO CMeLlaHHYo Moaenb u Bayesian B. 3HaumMocTb onpenensanm no
CKOpPpPEeKTUpoBaHHOMY nopory P-3Ha4yeHUs ¢ y4ETOM HaCTOTbl JTOXKHbIX
cpabaTbiBaHMN. [1Na cpeaHecyTOYHOro NpMpocTa BbiaBUNM 48 3Ha4MMbIX SNP, ons
CYTO4YHOI0o NoTpebneHna kopma — 85, koapdurumeHTa KoHBepcum kopma — 101,
OCTAaTOYHOIro NoTpebsieHNa KopMa — 37, OCTaTOYHOIO NMPUPOCTa — 64, OCTAaTOUYHOIO
noTpebneHunsa n npmpocta — 55, TonwmnHbl wnuka — 100, rny6uHbl dunemHom
MbILLbl — 6, BPEMEHU eAbl B AeHb — 7 U YMCa NOoCeLLEeHNM KOPMYLLKUN — 6, ANns
KoadPuumeHTa Knembepa 3HaumMMbix SNP He Halnn. HecKonbKo Npu3HaKoB
MoOKa3a/n CU/bHble NepeKpbIBaloWMNECH CUMHASIbl Ha XpoMocoMaXx 7 1 10 1 24 obLmx
SNP. Tak)Ke BbigBneHbl 71 06WMM reH-KaHamaaT, Bkitodaa PACSINT, PTCHI, ADIPORI
n ITPR3, cBA3aHHbIE C METAabONMMN3MOM [NIOKO3bl, IMMNO0B M XONecTepuHa.
Pe3ynbTaTbl MOMOratoT NOHATb FEHETUYECKYIO apXUTEKTYPY MPU3HAKOB U
noagepXXmMBarT oT6op 6onee aPpPeKTUBHbIX CBUHEN.

CpaBHMTEeNbHbIN aHanu3 DCMS BbisBNIsieT HOBbIA NOPOAHO-
cneundpmuyecKMm npmusHaK oTé6opa no X-xpoMocoMe y osel nopoabl
YaHrraHrm

(Frontiers in Genetics)

Nath S, llla SK, Yata VK, Shukla R and Kolliputi N (2026) Comparative DCMS analysis reveals a novel
breed-specific X-linked selection signature in Changthangi sheep. Front. Genet. 17:1774902. doi:
10.3389/fgene.2026.1774902

ABTOpPbI UccriegoBanm X-XpOMOCOMY Y TpeX MHOAUNCKMX Nopof oBeLl, YTO6bI
BbIABUTb NopopocneundpuUHblie CUrHaTypbl 0oT6opa. B cTaTbe oTMevaeTcq, UTo X-
XPOMOCOMa y4acTBYeT B NpU3HaKax aganTaunm, NpoayKTUBHOCTU U
NPMUCNOCco6/IeHHOCTU, HO B FTEHOMUKE OBeL, M3y4YeHa MeHblLUe, YeM ayTOCOMbI. 19
aHanM3a MCNosb30Banu cpaBHUTENbHbIM Nnogxon DCMS, o6beguHatowmm FST, H1,
H12, Tajima’s D 1 1. B BbI6GOPKY BOLUM OBLLbl YaHITAHIN, OEKKAHU U rapone,
reHOTUNMpPoBaHHble ¢ nomMoLlbio lllumina OvineSNP50 BeadChip. B nopoae
YaHITaHIrM 6blS1a O6HapyXXeHa cneunduyHasa obnactb NnpuMepHo 55,9-57,2 M6, He
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BblABNEHHaaA y ABYX ApYyrux nopof. B aTon o6nactm Haxoguncs 31 reH, Bko4vasa
OTUDS5, CACNAIF, ZNF182 n GRIPAP1, kKoTOopble aBTOPbI BbIAENUN MO AaHHbIM
AaHHOTaUMM N 6enoK-6enKoBbIX B3anMoaenctemim. Ob6oraweHme QTL yka3biBano Ha
CBA3U C MOJTIOYHOM NMPOAYKTUBHOCTbLIO, MAacCoM Tefla U BOCMNPOM3BOACTBOM. PaboTa
MoKasblBaeT poJib X-CLUEeNNEeHHOW BapMaumMmn B aganTtaummn BbICOKOTrOpHOW NMopoabl
YaHrTaHrn.

HoBeMluas UCTOPUS U3MEHEHMUS YMC/IeHHOCTH NONYNSALMHA LUBEACKMX
nopoa KpynHoro poraTtoro ckota

(Genetics Selection Evolution)

Adepoju, D., Ohlsson, J., Klingstrom, T. et al. Recent population history in Swedish cattle breeds.
Genet Sel Evol 58, 27 (2026). https://doi.org/10.1186/s12711-026-01050-z

ABTOPbI U3YYUNN HEOABHIOK MOMYAALNOHHYIO UCTOPUIO LLUBEACKMX NOPOL,
KPYMHOro poratoro ckoTta no reHOTUNMYeCcKMM gaHHbIM U OUeHKaM 3dPeKTUBHOM
UMCNTIEHHOCTM Nonynaunin. B cTaTbe yKa3aHo, UTO MCTOPUSA AOMaLLHUX nopoa,
KPYMHOro poratoro CKoTa B nocnegHue gecatmnetma 6biia cBa3aHa C YCUIEHUEM
oT60pa N YaCTUYHOM 3aMEHOM TPAAMULMOHHbIX Mopoa 6osiee NPoayKTUBHbIMU
MeXayHapoaHbIMU NTMHUAMU. ccnegoBaTtenum NpMMeHUNmM MeTogbl Ha OCHOBE
HepaBHOBECUKSA MO CLLENSIEHUIO N UCMOMb30Banv OaHHbIe LWBEOCKUX NOpOoLa, a TaKXKe
MeXOYHapOoaHbIX FOMILUTUHOB U OyXepceeB. [1519 4acTu nopoa MCrofib30BasIUCb
AaHHble ceKBeHUpoBaHUA M SNP-4MnoB, BKItoYaa MaTepuanbl npoekTta 1000 Bull
Genomes. [JOMONTHUTENbHO aBTOPbI MPOBENUN MOoAENTMPOBaHME, YTOBbI MPOBEPUTD,
HACKOJTIbKO Ha4EeXXHO MeTobl BOCCTaHaBMMBAKOT NCTOPUIO NMonynaunn. PesynbTaTbl
nokasasnu, YTO MHOIrme Nopoabl UMenun 60bLUYIO MCTOPUYECKYIO YNCNEHHOCTb, HO
3aTeM Mepexxkunm CHMXKeHne NpuMepHo K Havany cMcteMaTU4YeCcKoro passegeHus.
TekyLwme oueHKMN 3dPEeKTUBHOM YNCNEHHOCTM HAaXoAUIUCh MPUMEPHO B AMarNa3oHe
20-200, npryeM MecCTHbIe U TPpagULMOHHbIE NOPOObl UMENTM MeHbLLUNE 3HAYeEHUS,
yeM KOMMepYecKue.

PecTpyKTypM3aLMa CEeNIeKLMOHHBIX NporpamMm 2: AccoptaTuBHOe
CKpelwuMBaHMe ANifl NOBbILEeHUA KOMMEPUYEeCKOro reHeTu4decKoro
nporpecca npM UCnoJib30BaHUM ONTUMaJNIbHOIrO OT60pPa U BHEeApPEeHMSA
pa3Hoo6pa3usa

(Genetics Selection Evolution)

Niehoff, T A.M,, ten Napel, 3., Pook, T. et al. Restructuring breeding programs 2: Assortative mating for
improved commercial genetic gain when using optimum contribution selection and diversity
introduction. Genet Sel Evol (2026). https://doi.org/10.1186/s12711-026-01049-6

B cTaTbe paccMaTpuMBaeTCa pecTpPYKTYypUpOBaHMe NporpaMm pasBeneHua c
NMPUMeHeHMeM accopTaTUBHOIO CNapMBaHUs, ONTUMaNbHOIo oT60pa BK1agoB U
BBeAEeHWA reHeTUUYeCKOoro pasHoo6pasmna. ABTOPbl OTMEYaloT, YTO KOMMepYecKue
rMporpamMmbl pa3BefeHMs OOMKHbl OOHOBPEMEHHO yBeTMumMBaTh reHeTUUYEeCKU
Mporpecc U CoOXpaHATb pa3Hoo6pa3une, MOCKObKY OTO6paHHbIe YXUBOTHbIE
MCMNONb3YyOTCA A9 MPOU3BOACTBA reHeTUYECKOro MaTepmana, HarnpuMep crnepmbil.
B pa6oTe NpoBepsanun, MoOXXeT JIn accopTaTUBHOE CnapMBaHMe NOBbICUTb
reHeTUUYeCcKyo ANCMEePCUIO B CieayoLeM MOKOMEHUN U YNYULLUTb KOMMepUYecKni
pe3ynbTaT NpU KoHTpose poacTtea. CpaBHMBANIUCh ABe CTpaTerMm: MakCMMarbHoOe U
HacTpoeHHoe accopTaTUBHOE CNapuBaHMe, a TaKKe BapuaHTbl C ONTUMasbHbIM
oT60pPOM BKI1aOoB 1 6e3 Hero. MakcuManbHoe accopTaTUBHOE crapuBaHue
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OoKasanocb apPeKTUBHEE HACTPOEHHOIr0, He YXYALUano TOYHOCTb M CMeLleHne
npeacKasaHu NeMeHHoOM LeHHOCTU, HO A4aBasio NpemnMyLLEeCcTBa TOMTbKO NpuU yyeTe
pa3Hoo6pazmna B oT6ope. MNpm NPOCTOM yceyeHHOM OT6ope OHO YCKOPSA/IO NoTepto
pa3Hoo6pazmna. ABTOPbI 3aK/TOUYKUIN, YTO aCCOpPTaTUBHOE CNapuBaHue
LLenecoo6pasHoO NMPUMEHATb TOSIbKO COBMECTHO C MeToAaMU, KOHTPONUPY IOLWMMM
reHeTU4YecKoe pasHoo6pasne, TaKMMU Kak oNTUMasbHbI OT6OP BKIaOO0B.

Y4YacTKM roMO3UroTHOCTHU NO3BOJIAIIOT BbIIBUTb AMHAMMKY NONYNALMM U
ceNeKLUMIO cpeaM KpPYynHoro poraroro cKora no sceMy MMpy

(Journal of Animal Science and Biotechnology)

Ma, J,, Liu, X., Gao, X. et al. Runs of homozygosity reveal population dynamics and selection across
global cattle. J Animal Sci Biotechnol 17, 84 (2026). https://doi.org/10.1186/s40104-026-01403-0

ABTOpPbI NpoaHanIM3npoBasin CEPUN MOMO3UTOTHOCTU Y KPYMHOIo poraToro CKoTa,
YTO6bl BOCCTAHOBUTb NOMNYNAALMOHHYIO MCTOPUIO, CTPYKTYPY, UHOPUAUHT 1 cnegbl
oT60opa B MUPOBLIX Mopodax. B nccnepoBaHme BOLWIN MOSTHOFEHOMHbIE
nocriepgoBaTenbHOCTU NpeactaButenen 102 nopopa m3 17 reorpadmryecknx permoHoB.
B cTaTbe NokasaHo, YTO eBponemncKmMe nopoabl C UHTEHCMBHbLIM OTEOPOM UMEIOT
MOBbILLEHHYO FOMO3UIOTHYIO Harpy3Ky, Toraa Kak lo)XHOKUTaMCKue 3ebyBuaHbIe
nopoabl AEMOHCTPUPYIOT BbICOKMN YPOBEHb KOPOTKUX CEPUMN MOMO3UTOTHOCTU, YTO
yKa3blBaeT Ha 0Ccobyto APEeBHIO AeMorpaduyeckyto UCToputo. AHaNN3 rNaBHbIX
KOMIMOHEHT 1 NMpUMecen No cepmamMm roMO3NIroTHOCTM pa3aeninn TaypUHHbIE U
NHOUNCKUNE NTMHUWN, PErMOHaNIbHbIE MPOUNCXOXKAEHUA, MHOPUOUMHT N 3dPEeKTbI
pa3BeneHusa. KoadpumumeHT MH6pMANHIA Ha OCHOBE CEPU FTOMO3UTOTHOCTH
OKasasica yCTOMYMBbBIM AN MEXXNOonynauMOHHOM OLLEeHKU. PermoHanbHble ropsyme
TOUKM OTpaXKanum coyeTaHmMe MecTHoM aganTtaunm n gemorpadmyeckoro Hacnegus.
ABTOpPbI TaK)Xe BbIABUSIN FeHbl, CBA3aHHbIEe C POCTOM, MOTOYHbIMU MPU3HaKaMU U
KIMMaTUYEeCKOM aganTaumnen, BKNoYag MUCCEHC-MyTauMK, HaCcTOTbl KOTOPbIX
KOoppenMpoBasn ¢ TeMMepaTypoun 1 BIIAXKHOCTbIO.

MoNHOreHOMHbI aCCOUMaTUBHDbINA aHaNIU3 BbISIBNSIET FreHEeTUUYECKYIO
OCHOBY NPU3HAKOB pa3MepoB TeNna y oBel nopoabl TaH (Ovis aries)

(BMC Genomics)

Ding, W,, Yang, Y., Ma, X. et al. Genome-wide association analysis identifies the genetic basis of body
size traits in Tan sheep (Ovis aries). BMC Genomics (2026). https://doi.org/10.1186/s12864-026-12936-z

TaHbCKaa oBLLA — KUTaMCKas MeCTHaga nopoga ABOMHOINo Ha3Ha4vyeHus, ueHnMasa 3a
BbICOKOKQUECTBEHHbIE LUKYPKW M apOMaTHYO 6apaHKHY, C XapaKTEePHbIM
YXUPHOXBOCTbIM GEHOTUMOM. FeHeTUYeCcKas OCHOBA €€ TeSIOCNTOXKEHUSA BO MHOMOM
OoCTaBanacb Hem3y4yeHHon. ABTOpPbI NpoBenin nepBoe nosiHoreHoMHoe GWAS Ha
OCHOBE CEKBEHUNPOBaAHUSA BCEro reHoMa y 249 ceMmMMeCcaUYHbIX TaHbCKKMX OBeLl.
KoMnneKcHbIN NonynsaumMoHHO-reHeTUYECKUM aHanmM3 noaTBepans NATb OTAEbHbIX
reHeTUYEeCKUX KlacTepOoB, COOTBETCTBYIOLLMX MATU UCTOYHMKAM OT60pa 06pa3LoB,
UTO NoaaepKano NPUrogHOCTb KOropTbl AN9 nccnegoBaHuda. cnonb3ya
CMeLUaHHYo IMHEMNHYIO Mofenb, aBTopbl BbiIABMAKM 690 3HaUMMbIX SNP, cBA3aHHbIX C
npuv3HakamMu pasmepa Tena: 10 — c Mmaccom Tena, 2 — ¢ gnAnHom Tena, 353 — ¢
BblCcOTOM Tena, 105 — c o6xBaToM rpyaun, 203 — ¢ gaAMHOM XBocTa, 11— ¢
OKPYXXHOCTbIO XBOCTA U 6 — C OKPYXXHOCTbIO MACTU. DyHKLMOHaIbHasa aHHOTaUUS
BbliBUMa y6eauTenbHble reHbl-KaHamMaaThl, BKAtodaa FBLNT ong Maccbl U BbICOThI,
FGFBP1 ong okpy)>XHOCTU NACTU, a Takxke MAP3K20 1 FMNL3 ong okpy>XHOCTU
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XBOCTa. 2TH pe3yrbTaTbl OCBELWAOT NrEeHETUYECKYO aPXUTEKTYPY POCTa N Pa3BUTUA
XBOCTa y TaHbCKUX OBeL U O0al0T LLEHHbIN FEHOMHbIN pecypcC ond MOJ'IeKyJ'IFIpHOVI
cenekKuunn, Hal'lpaBJ'leHHOl‘/ﬁ Ha MoBbILLEHNE MACHOM npPoaAyYKTUBHOCTU MNMpu
COXpaHeHNUN MpeBOCXOOHbIX LUKYPKOBbIX MPOPU3HaAKOB.

TPaHCKPUNTOMHDbIC BaApMaHTbl B MOJIOKE BbISIBNISIIOT NPU3HaKM peakumm
OpraHM3Ma Ha Cy6KJ/IMHUYECKYIO BHYTPUBbIMEHHYI0 MHPEKLUMIO Y KOpPOB
roJiLULTUHCKOM nopoabl

(Journal of Animal Science and Biotechnology)

Vanzin, A, Bisutti, V., Canovas, A. et al. Transcriptome-derived variants in milk reveal host response
signatures to subclinical intramammary infection in Holstein cattle. J Animal Sci Biotechnol 17, 95
(2026). https://doi.org/10.1186/s40104-026-01411-0

ABTOpPbI MCMOJSIb30Banv ceKkBeHUpoBaHMe PHK coMaTUYECKUX KITETOK MOSTOYHbIX
Kenes Ang BbisiBIeHMA BapMaHTOB B 9KCMNPEeCCUpPyeEMbIX FreHax, CBA3aHHbIX C
OTBETOM FOJILUTUHCKOIO KPYMHOIO POratoro CKOTa Ha CyOKINMHUYECKY IO
BHYTPUMaMMapHYyo nHoeKumto. B nccnegoBaHme Bownm o6pasubl OT
HEMHPUUMNPOBAHHbLIX KOPOB 6€3 NCTOPUUM MACTUTA, @ TaKXKE OT XXMBOTHbIX C
nHPpeKuMnamMm, BbiIaBaHHbIMU Prototheca spp. nnm Streptococcus agalactiae. Lenbto
6bI10 oNpenennTb BapMaHTbl NOCenoBaTeIbHOCTU, KOTOPbIe O6HaPY)XMBAKOTCA B
onpeneneHHbIX MUKPOBUOTOrMUYECKMX YCITOBUSX M MOIYT y4acTBOBaTb B
MoayNAauUMmM TPAHCKPUNLMOHHOIo oTBeTa xo3amHa. C nomoubto CLC Genomic
Workbench aBTopbl BbiaBunun 306 440, 264 132 n 246 777 YHUKaNbHbIX BAPUAHTOB B
Tpex rpynnax, npuyemM ogHoOHyK/1eoTUAHblE BapMaHTbl BCTpeYasiInch Yale nHOaenos.
BapwuaHTbl BbICOKOro a¢pdeKTa 6biin 06Hapy>*XeHbl B MMMYHHbIX reHax TNIPT1, TNIP3,
ILIORB, IL2RA 1 IL15RA. O60ralleHmne no noKycamM KoJIM4YeCTBEHHbIX MPU3HAKOB
MOKa3ano CBA3M C MOJIOYHOM NMPOAYKTUBHOCTbIO M KIIMHUYECKUM MacTUTOM. Nocne
$YHKUMOHANbHOM NPOBEPKU TaKMe pe3ybTaTbl MOMYT MCMNOMb30BaTbCA A9 TOYHOMN
ceneKkumMm MoJSIOYHOIro CKOTa Ha YCTOMYMBOCTb K MacTUTY.

B Poccum HalLuIM HOBbIM CNOCO6 AN YCKOPEHHOIro co3peBaHMs
NeHULbI

(TACC)

TACC coobLwun, 4To yu4eHble MHCTUTyTa umtonormm n reHetnkm CO PAH
pa3paboTanm crnocob YCKOPEHUSA KOJTOLLEHUSA MATKOM MLWEHULbl C MCMOJIb30OBaHUEM
penakTupoBaHMa reHoma. CornacHo Matepuany, nccnegosartenu
LeneHanpaB/IeHHO BHECIN MyTauMKM B onpeaesieHHble reHbl pacTeHusa, YTobbI
YCKOPUTb CO3peBaHMNE M COKPATUTb BpeMs BbiBeOeHUA HOBbIX COPTOB. B
nyénmkKaumm oTMedaeTcs, YTO ONTUMM3aLUA CPOKOB KOJTOLLEHUSA BaXXHa AN
ceneKkumm nweHmubl, MOCKONbKY BIMAET Ha NPOOYKTUBHOCTb M adanTUBHOCTb.
TpaaAnuMoHHaa cenekuma TpebyeTt ONNTeNbHOro BpeMeHU, a MOJTeKYNAPHO
OPUEHTUPOBAHHAsA ceNeKLUUa UCMOMb3YET YXKe CcyllecTBylolee reHeTUYeCKoe
pa3sHoo6pa3ue. Hosbi noaxon ocHoBaH Ha CRISPR/Cas9, koTopbl no3sonsaeT
co3gaBaTb MPUHLMMMANBHO HOBbIE MyTaLU UK.
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V PbIHOK. PETYJIMPOBAHWE

22. PbIHOK reHeTMYEeCKMX MccnenoBaHMM

(IPO, prHaHCcHMpoBaHME, 06BbEM PbIHKA, CTOMMOCTb UCCeaoBaHUN, MapTHEPCTBA, IMLLEH3UPOBaHME,
reHeTU4YeCKMUM oTHeT No pe3yfbTaTaM MOIHOFEHOMHOIO CEKBEHUPOBaHMUS, MPOUCXOXKAEHUE,
poOocnoBHag, MYHaga reHeTU4ecKkas nctopums)

KoMmnanuma GeneDx ony6nukoBana GMHaHCOBbIE pe3ybTaThbl 3a NepBbiA
KBapTan 2026 rona v o6HOBMJIa NPOrHO3 Ha Becb ron

(Business Wire / GeneDx)

GeneDx cooblwmna pe3synbTaTbl NepBoro kBapTtana 2026 roga n o6HoBUIa NPOrHoO3
Ha rog. KoMnaHua yKasasia COBOKYMHY0 Bbipy4Ky 102,3 MTH A0/171apOB, POCT
BbIPYYKM OT 3K3OMHOIO U FEHOMHOIO TeCTUPOBaHUA Ha 27% rof K rogy 1 pocTt
o6beMa pe3yibTaTOB 3K30OMHbIX MU F’EHOMHbIX TECTOB Ha 34%. CKOppPeKTUPOBaHHas
BanoBas MapXXa cocTaBuna 69%, CKOPPEKTUPOBAHHbIN YUACTbIN YObITOK — 8,2 MJTH
[0M11apoB, a AeHEXXHble cpefcTBa U aKBMBaneHTbl Ha 31 MapTa 2026 roga — 171,7
MIH gonfapoB. PYKOBOACTBO CHU3MIO NPOrHO3 Bblpy4kn Ha 2026 rog ¢ 540-555
M/TH 0OoNNapoB 0o 475-490 MNH goNnapoB, COXPaHMUB OXMOaHMe pocTa o6beMa
3K30MHOI0 M FrEHOMHOIO TECTUPOBAHUSA He MeHee YeM Ha 30%. Cpeam 6mM3Hec-
obHoBneHnM GeneDx oTMeTUMa 3amnyCcK NPOoAyKTa A9 aBTOMaTUYeCKoro rnepexona
K FEHOMHOMY TECTUPOBaHUIO NPU HEAMArHOCTUYECKOM 2K30OMHOM TecTe,
pacLumpeHume NokpbiTna Medicaid B Tpex lWuTaTtax U pocT AOCTyMa K 9K3IOMHOMY
TEeCTUPOBaHMIO ANna 4,9 MNH NaumeHToB Medicaid.

KomMmnanusa 3billion coo6uiaeT o pocTe BbIpyUuK#u Ha 68% B nepBoM
KBapTaJie Nno CpaBHEHMIO C aHAIOrMYHbIM NEePpMOAOM NPOLUJIOro roaa:
YKpen/jieHMe OCHOBbI PpOoCcTa 6narogaps HOBOMY TECTOBOMY 3anycKy

(3billion)

3billion coobwunna, 4To KOHCONMAOMPOBAaHHAA BblpyYKa 3a NepBbln KBapTan 2026
roga coctaBmna 3,36 Mnpg KOPEMUCKUX BOH, UM OKOMO 2,47 MMH OON1IApoB, UTO Ha
68% 60nblue, YeM 3a aHaANOrNM4YHbIN Nepuoa NpoLnoro roga. KomnaHus ykasana,
uTO 71% BbIPYYKU NpULLIENCA Ha MeXXOYyHapoaHble PbIHKK, @ CMIPOC Ha FreHETUYECKYIO
OMNArHOCTUKY penkmx 3abosieBaHUM COXPaHANCa B MEAULMHCKUX yUpeXxXaeHUsax
npuMepHo 75 cTpaH tOXHoM AMepuKKn, EBponbl, Banm»kHero Boctoka n Asmnu.
OnepaumoHHbIN 1 YNCTbIN YObITKM COKPATUIMCb COOTBETCTBEHHO Ha 16% 1 14% rog
K rogy. PoCT cBA3bIBaeTCA C paCclUMPEHMUEM CNPOCa Ha FreHeTUYECKME TeCTbl Ha
OCHOBE MOMTHO3K30MHOI U MOJIHOFrEHOMHOIO CEKBEHUPOBaHMS, @ TaKXKe C
CEPBUCOM OAMNArHOCTUKM peaKmnx 3aboneBaHUm anga otoeneHmMm MHTEHCUBHOMN
Tepanummn HOBOPOXKAEHHbIX. B nepBoM KBapTane KoMnaHua 3anyctuia Family
Insight — ceMenHbI CKPUHUHIOBbIN CepPBUC A9 6€CCUMMMNTOMHbIX NIoaen €
ceMenHOM NCToOpPUEN reHeTUYECKMX 3aboneBaHni, paclwumnpaa 6MU3Hec oT
ONArHOCTUKM MNAaUMEHTOB K MPEBEHTUBHOMY NrEHETUYECKOMY TECTUPOBAHMUIO.
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Komnanusa Countable Labs npuBnexkna 26 MUNNMOHOB AONNAPOB ANA
YCKOpPEHMS pa3paboTKm KJIMHMUYECKMUX NpenapaToB U rno6anbHomn
KOMMepuManusaumm TexHonorum Countable PCR

(Business Wire / Countable Labs)

Countable Labs coobwmnna o 3akpblTUM payHaa GUHAHCUPOBAHUSA C
nepenoanMcKom Ha 26 MH gonnapos ana passutua Countable PCR, TexHonormnm
ooHo-MonekynapHom MUP, npegHasHayeHHOM g 6onee YyBCTBUTEbHOIO U
TOUYHOIO M3MepeHMa bMonormyeckmx curHanoB. PayHg Bosrnasunia ARCH Venture
Partners npu yyactum F-Prime Capital u Primer Ventures. CpeacTBa OO/KHbI
noanep>katb pa3paboTky peweHni ¢ 10-uBEeTHbIMM BO3MOXXHOCTAMM O
KITETOYHOWM U TeHHOM Tepanuu, TECTUPOBAHUSA MONEKYNAPHOM OCTaTOYHOMN 60/1E3HMN,
BanMaaumnm 6MoMapKepoB, KOHTPOMSA KavyeCcTBa BaKUMH U OpYTrMx NpUMeHeHUn.
KoMnaHua Tak>Ke nnaHmpyeT rnobanbHOe KOMMepUYecKoe paclumnpeHme nog
PYKOBOACTBOM HOBOIO BULE-Npe3naeHTa No rnobanbHbiM NnpogaXkaM. Countable
PCR onucbiBaeTca Kak MacluTabupyemMasa TEXHOOrns KoONIMYeCTBEHHOIo aHanm3a
OOMHOYHbIX MOMEeKy ¢ 6o/iee BbICOKOW YyBCTBUTENbHOCTbIO M TOYHOCTbIO MO
cpaBHeHUto ¢ undppoBom MLP, 6e3 HeobxoanMMOCTU B nonpaBke NyaccoHa,
CTaHOAPTHbIX KPUBbIX U HEOOAHO3HAYHOCTU. B MaTepumane nogyepkKmBaeTcs, UTo
TEXHONOMMA MOXET NMPUMEHATLCSA A9 BbIIBNEHUA peaKUX coObbITUN, CIUAHUN U
MapKepoB LENOCTHOCTU FreHoMa.

Synnovis u SOPHIA GENETICS 06beANHSAIOT YCU/INS, YTOGbI
npeaoCcTaBMTb NaLUMEHTaM No Bcer BeIMKoO6GpUTaHUM BO3MOXKHOCTD
NPOMTU aHANMMU3 KPOBMU Ha pakK

(PR Newswire / SOPHIA GENETICS)

SOPHIA GENETICS o6baBuna o napTHEpPCTBE € Synnovis, 0OOHUM 13 BeayLmnx
MOCTaBLUMKOB MAaTONTIOMMYECKUX YCNYT B AHIINK, YTOGbI MpeaoCcTaBuUTb NaUMeEHTaM C
paKoM NErkKoro 1 MoJsIo4YHOM Xenesbl Mo Bcenl BennkobputaHmm TectupoBaHue
Xmgkom é6moncmm B pamMkax nporpammbl NHS England «blood test-first». Synnovis,
KpPYMHbIM nocTaBLlWMK anisa South East Genomic Medicine Service, COBMeCTHO C
SOPHIA GENETICS 3anyctuna tect MSK-ACCESS® powered with SOPHIA DDM™,
TecT, NnepBOHayYanbHoO pa3paboTaHHbIM Memorial Sloan Kettering Cancer Center B
Hblo-Mopke, BbIIBASIET KITMHNUUYECKM 3HaYUMble FrEHOMHbIE M3MEHEHUS MO OHOMY
o6pa3uy KpoBu n ncnonbsyet M ona aHanmsa umpkynupyroLiemn onyxonesom OHK.
HoBbI aHanNM3 MoXXeT NOMOYb HaMpaBATb MALNEHTOB K TApreTHOM Tepanum Ha
OBe Hefenu paHblle U HEKOTOPbIM M36eXaTb AOMNONHUTENbHbIX TECTOB U
MHBa3MBHbIX NMpouenyp, BKA4Yasa xmMmmoTtTepanutio. Nocne ycnewHoM nMioTHOM
nporpaMMbl Synnovis y)xe nogaep)XmBaet okosio 400 naumneHToB B Mecau,. XXnakaa
6unoncumga, No crioBaM Synnovis, MOXKeT YCKOPATb Bblgady pe3ybTaToB U pacLUMPATb
AOCTynN Ans NaumeHToB, KOTOPbIM TPYOHO NEPEHOCUTb MHBa3MBHbIE MpoLlenypbl.
KoMnaHuum o)XXxmnpatoT, YTO NpUNoXKeHune byneT MCcnonb3oBaTbca NpuMepHo gnsa 7
000 NauMeHTOB C PaKOM MOJIOYHOM »Kene3bl U NErKOro exxerogHo, YTo coctaBngdeT
oKono TpeTu Bcex ctDNA-TecToB B AHIMUMN.
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Komnanusa Blank Bio 06baBNnsieT 0 NpUBNIEUYEHMM HAYANILHOIO
duHaHCUpPOBaHMUA U CTPaTErMYeckoMm coTpyaHuuyecrTee ¢ PacBio ansa
pa3suTua moaenein PHK-Tepanum B 06/1aCTH NpeLU3VOHHOM OHKOJIOrMM

(Business Wire / Blank Bio)

Blank Bio, npuknagHasa Al-na6opaTtopus, oby4yaroLlasa dyHOAaMeHTalbHble MogeNnm
ona PHK, o6baBuia o 3aKpbiTUM GUHAHCMPOBaHMA Ha $7,2 MITH U CTpaTerMyYeCcKoMm
coTpyaHumnyecTBe ¢ Pacific Biosciences. Cpencrtsa HanpaBaT Ha Aa/ibHENLLYIO
pa3paboTKy Moaeneun, paclumpeHme CoTpyaHMnYecTBa ¢ papMaLeBTUHECKUMU U
OMNAarHOCTUYECKUMUM KOMMAaHUAMU U co3gaHne HoBbIX HabopoB long-read RNA-seq
ON9 MPUIOXXEeHUN B 6MOMapKepax, AM3anMHe KINMHUYECKUX UCMbITaHUN U
anarHoctuke. Blank Bio ctpouTt RNA foundation models, koTopblie y4yaTca
HernocpeacTBEHHO Ha MONEKYNAPHOM CNTOXXHOCTU TPAHCKPUMNTOMOB OMyXONen,
UTOObI yNy4yLlaTb NPOrHO3MpoBaHME Ha YPOBHE NauneHTa B OHKoMormm. B pamkax
coTpyaHmyecTBa ¢ PacBio koMnaHusa co3pacT gaHHblie PacBio HiFi long-read bulk
RNA-seq 13 0o 100 cBe)Xe3aMOpPOXKeHHbIX 06pa3L,0B Onyxosier NnaLmneHToB no
HEeCKO/TbKUM OHKOJIOIFMYECKMM MOKa3aHMUAaM; CEKBEHUpPOBaHUeE NponaeT B Seattle
Children’s Research Institute, roe 6mbnmnotekn Kinnex RNA aBTOMaTtM3npoBaHbl Ha
nnatopme SPTLabtech firefly+. [laHHble 6yayT ncnonb3oBaTbCca A9 gafibHENLLIEro
oBy4YeHUsa N OLLEeHKN Modenen, oCO6eHHO TaM, rAe curHanbl Ha yposHe PHK MmoryT
yny4waTb CTpaTUPUKaLmio NaLmUeHTOB, MOUCK BUOMAPKEPOB U KITMHNYECKYIO
nHTepnpeTauymto. Bulk RNA-seq Bcé Lwnpe npmMeHaeTcs B OHKOMOMrMYeCcKmMx
nccrnegoBaHUNAX, pa3paboTKe NeKapCTB U KNMHUYECKOM NMOMOLLM, HO CTaHOAPTHbIE
MPOoLEeCcChl HacTo CXKMMALOT AaHHbIe OO0 NOACYETOB MO reHaM, Tepasa nHdopmMaLumio
06 nszodpopmMax, MyTaLMOHHOM CNOXKHOCTMU M OCOBEHHOCTAX OMyxosieBon 6uonormm
naumeHTa.

KoMmnanua Avant Genomics npuBnekna 6onee 3 MUI/IMOHOB AONNIAPOB
MHBECTULMM ANA YCKOPEHMNA pa3paboTKu nepBoM B CBOeM poae
aBTOMaTU3MPOBaHHOM NnaT¢dopmMbl AN NOAroTOBKM O6pa3uoB
WMMAKOCTHOM 6Moncum

(Business Wire / Avant Genomics)

Avant Genomics o6baBuIa o npusnedeHmnmn 6onee $3 MIH o149 NPOABUXKEHUSA
pa3paboTKM CBOEMN aBTOMATU3NPOBaAHHOM N1aTdoOpPMbl MOATrOTOBKM 06pa3L0oB
Xmngkom émnoncmun. B payHge ydacteoBanu TitletownTech, Halyard Ventures, Virginia
Venture Partners, CAV Angels, Global Impact Fund, a Tak)xe YaCcTHble MHBECTOpPbI U
ceMenHble oduUCbl. HOBbIM KanuTan noggepXuT ganbHeNWmne nccnegoBaHma m
pa3paboTKU, yCKOPUT MPOM3BOLACTBO U MO3BOSIUT PACLUNPUTb SIKCNEPTU3Y KOMaHAbI
3a CYET HOBbIX COTPYAHMKOB. KoMMaHM4, Ha3biBaloLasa ceba NMOHEPOM MOMHOCTbIO
aBTOMAaTU3NPOBAHHOM MNOArOTOBKM 06pa3L0B XUOKOWM BMONCUM Os TOYHOro
BbIAB/IEHUSA paKa, FOTOBUT 3anycK niatdopMbl Avant Source™. Cenyac noarotoBka
06pa3L0B XXMOKOW BMOMCUM B OCHOBHOM BbIMOJSTHAETCA BPY4HYIO, TPebyeT 4eCATKOB
TPYOOEMKUX MU 3aTPATHbIX LLAroB M CUMIbHO pasnmMyaeTca Mexay labopaTtopuamu.
HenocnepoBaTtenbHasa NoaroTOBKA MOXET CHMXXaTb BOCCTAaHOBIEHME OMNyXOSIeBOM
BHekneTo4yHon [HK mn yxyawaTb HagéXHOCTb nocnenyowmnx pesynbTaTtoB. Avant
Source™ gomkKHa CTaHOAPTU3NPOBaTb M aBTOMATU3MPOBATb 3TOT 3Tan. NonMHOCTbIO
MHTEerpnpoBaHHaaA CUCTEMA COKpaLLaeT pyYHYyto paboTy ¢ 6onee yem 50 waros oo
aByx, nosbiwaeT Bbixoa AHK 0o 70% no cpaBHEHUIO C NMOJTlyaBTOMaTUYECKUMHN
MHCTPYMEHTaMM 1 COKpaLllaeT BpeMs 06paboTkm BaBoe. Avant Genomics oCHoBaHa
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KaK spin-out YHMBepcuTeTa BUPO)KMHUM U CTPOUT NnatdopMy Ha paboTe B
MUKpodIonanKe U o6Hapy»XeHUU HYKITEeMHOBbIX KUCIIOT.

KoMmnaHusa SOPHIA GENETICS ony6nuKoBana pe3y/ibTaThbl 3a NepBbiN
KBapTan 2026 roga

(PR Newswire / SOPHiA GENETICS)

SOPHIA GENETICS, rno6anbHbi nuaep B Npeum3noHHoOM MmegmumHe Ha ocHoBe U,
coobLwmna PmnHaHCoBble pe3ynbTaTbl 3a NepBbIN KBapTan, 3aBepwusLLnmca 31
MapTa 2026 roga. Boipydka coctasuna 21,7 MnH gonnapos, yBennvmBLIUCh Ha 22%
rog K rogy. Banosaa mMap»ka 6bin1a 68,0% no oT4ETHOCTU U 75,4% Ha
CKOPPEKTUPOBAHHOM OCHOBE; YNCTbIM YObITOK No IFRS coctaBun 19,3 MNH AON1APOB,
a CKOPPEKTUPOBaHHbIN yobITOK EBITDA — 9,2 MNH gonnapoB. KoMnaHus
BbINONIHMNA peKopgHble 108 000 aHanu3oB Ha nNnatdopme SOPHIA DDM, yto
O3Ha4aeT PoCT 06bEéMa Ha 16%. B CLLUA 1 A3naTcKo-TUXOOKEAHCKOM permoHe 06beM
aHanun3oB BblpocC Ha 28% U1 31%, a Bbipyydka EMEA — Ha 30%. Yncno kno4eBbIX
KITMeHTOB B reHOMUKe goctumrno 537, 6bino noanucaHo 18 HoBbixX KnneHToB. B CLLUA
pacLumpeHo NapTHépPCTBO ¢ Mount Sinai Health System n nognucaHa Protean
BioDiagnostics. MpunoxxeHmna MSK-ACCESS n MSK-IMPACT gocturnm 100 KNIMEHTOB
B 6o0nee yeM 30 cTpaHax, a uncno Liquid Biopsy aHanunsos no4dTtun gocturno 3 000.
KoMnaHuna noarsepgmna NporHo3 rogoBon BblpyUKM 92-94 MNH 0ONMapoB U
OXUOAEeT CKOPPEKTUPOBAHHbIN y6bITOK EBITDA 29-32 MH ooNnapos.

Fno6anbHbIN PbIHOK FEHETUYECKOro TeCTUpOBaHuUs oueHMBaeTcs B 27,9
Mnpa ponnaposB CLUA B 2026 roay m BbipacteT A0 74,3 MNIpA AONNAapPOB K
2035 roay

(Dimension Market Research)

FNo6anbHbIN PbIHOK FEHETUYECKOro TECTUPOBaHUS, No oueHKe Dimension Market
Research, gpocturHet 27,9 mnppa gonnapos B 2026 roay v 74,3 mnpa gonnapos K 2035
roay npu cpegHerogoBoM pocTe 11,5%. PbIHOK BKJIOYaEeT pacxogHble MaTepuanbl,
MHCTPYMEHTbI, NporpaMMHoe obecneyeHune u ycnyrm anda aHanmsa AHK n PHK B
ONArHOCTUYECKUX, MPOrHOCTUYECKUX U UCcnenoBaTesibCKMX Lenax. PocT
CBS13blBAE€TCH C MHTErpaumnem reHOMMKM B KIIMHNYECKYIO MOMOLLb, MOBbILLEHHbIM
MHTEpPEeCcOoM noTpebutTenem K NnepcoHarIM3npoBaHHOMY 340POBbIO M CHMXEHUEM
CTOMMOCTU CEKBEHUNPOBaHUA. Crpoc nogaep>XXmBatoT MHULMATUBbLI TOYHOM
MeaULUMHbI, HeO6XOOMMOCTb MOHUMATb CTIOXKHbIe NPEeaPaCrONOXEHHOCTU K
3a6oneBaHMAaM U pa3paboTKa TapreTHbiX Tepanmin. OCHOBHbIMMK MONb30BaTENSAMM
Ha3BaHbl CUCTEMbI 34PaBOOXPaHEHMS, 601bHULbI U KITMHUKK, ANAarHOCTUYECKNE
naéopatopumn n nuccnepgoBaTenbckme MHCTUTYTbl. NGS n PCR-TecTMpoBaHuMe
BblOeNIeHbl KakK Hanbonee NpubblNibHble TEXHONOIMMKM 6narogaps TOYHOCTH,
MacCLUITabnpyeMoOCTU 1 pacLUMPSAOLLENCA KITMHUYeCKoMn npuMeHnmocTun. B CLLA
pbIHOK oueHuBaeTca B 8,7 Mmnppg gonnapos B 2026 roay v 21,9 Mnpa oonnapos K
2035 rony. B EBpone nporHo3upyeTtca 8,1 Mnpa gonnapos B 2026 rogy v 21,1 mnpa
ponnapos K 2035 rogy; Ha passutue snuaoT IVDR, GDPR, NIPT n nHnumnaTtmea 1+
Million Genomes.
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Intellia Therapeutics 06bsaBMNna puHaAHCOBDIE pe3yNbTaThbl 3a NEepBbIN
KBapTan 2026 rona M oTMETMU/Ia NOCNIeAHMUE AOCTUIKECHMUA KOMMNaHUM

(Intellia Therapeutics)

Intellia Therapeutics ony6nunkoBana pe3ynbTaTbhl 3a NepBblv KBapTan 2026 roga u
KpaTKO npeactaBu/ia Nporpecc CBoux nporpamMm. B coobLuieHnm cpegm Kno4veBbiX
HanpaBfIeHUN YNMIOMMHaeTCcsa nex-z, uccnegyemoin in vivo CRISPR-kaHguaar,
HaueneHHbIM Ha reH TTR B neyeHW. KOMMNaHUs onnUcbIBaeT 3Ty NPOrpamMmMy Kak
rnogxopn, NOTEHLUMAaNbHO CNOCOBHbIM 06ecneunTb O/IMTeNbHOE CHMKEHUE YPOBHA
6enkKa TpaHCTUpeTMHa. Npecc-penmns Tak)Ke yKasbiBaeT, YTO pa3paboTka BegeTcs B
coTpygHudecTBe ¢ Regeneron. HOBOCTb OTHOCUTCS K HaNpaB/IEHMIO iN Vivo gene
editing, MOCKONbKY OCHOBHOWM KITMHUYECKUIM aKLLEHT MaTepuasia CBA3aH C
CUCTEMHbIM pPedaKTUPOBaHMEM reHa-MULLEHU B OPraHU3Me, a He C eX ViVo-
MogunduKaumenm KneTok. B coobeHmm Intellia nogaeT gaHHblie B popmMaTe
KOpMNopaTUBHOIo o6HoBNeHUA: PUHAHCOBbIE pe3yfibTaTbl 06beAMHEHbI C 0630pPOM
cTaTyca nccrieayeMbix NpPoayKTOB, BKoYada nporpaMmbl, ocHoBaHHble Ha CRISPR-
TEXHONOrnmu.

B Poccum 3anycTHT NPOM3BOACTBO CEKBEHATOPOB M HA6oOpoB ANnga
MACHTUPUKALIMM JIMYHOCTHU

(KommepcaHTb)

Poccuickaa koMmnaHma Gera («FeHHble TeXxHONormm 30opoBba») 0o 2028 roga
naaHUpyeT BNOXXUTb 6onee 1 Mnpa pyébnen B cosgaHme NponsBoACcTBa TECT-CUCTEM
ona OHK- ngeHTMUMKaunm n reHeTUYEeCKUX aHaIn3aTopoB, BKOYas CEKBEHATOPDI
cnepytouwlero nokoneHuda. No gaHHbIM «KoMMepcaHTa», MPOeKT byaeT pa3MeLleH Ha
TeppuUTopuu LeHTpa «CKoNKoBO». NepBbiM 3Tan npeaycMaTpmMBaeT 3arnycK B Utone
2026 roga npounsBoacTBa TecT- cuctem ana AHK-ngeHTndmKaumm, Kotopblie
MCMNONb3YyTCA B KOUMUHANUCTUKE, FEHETUYECKOM NacnopTulaumm n cynebHo-
MeOULUHCKOM aKcnepTuse. [1o KoHua 2026 roga KOMMaHMA paccynTbiBaeT
HanagUuTb BbIMYCK reHeTUYECKUX aHanusaTopoB ana AHK-aHanmn3a. Ha nepBble gBa
3Tana 6yneT HanpaBneHo 300 MnH py6newn. Ewe okono 550 mnH py6nem Gera
naaHUpyeT MHBECTUPOBATb B MPOU3BOACTBO aHASIN3aTOPOB HOBOIO NMOKOJIEHUS ANnd
CEKBEHUNPOBaHUS, 3arMyCK KOTOPOro HaMmeueH K 2028 rogy. KoMnaHua y»ke
MOCTaBIAE€T HA POCCUNCKUMN PbIHOK FEHETUYECKMM aHanmn3aTop cepun G KUTaNCKOU
Hangzhou Jiusheng Biotech, HO 6yayLunin aHanm3aTop 6ygeT co3gaBaTbcsa Ha 6ase
MAapPTHEPCKOMN KUTAaUCKOWM TEXHONOIMMNNA.

23. MonNMTHUKA, 3TUKA U peryiMpoBaHMe B reHEeTUKe, Ny6IMKaumm m
AOKYMEHTbI MeXxayHapoaHoro komurerta IOHECKO no 6moaTuke

(3aKOHbI, pPeKoMeHagauumun, atTn4eckme CTaHD,aprI)

MHRA HauMHaeT o6LeHAUMOHANbHDbIEC KOHCYIbTAaLMM B
BenMKO6G6pMTaHMM NO NEepecMOTpy onpenenieHUs reHHoOM Tepanum

(MHRA / GOV.UK)

MHRA oTKpbina 06Le6pUTaHCKYO KOHCYbTalMio No 06HOBMEHUIO onpeaeneHnsa
NeKapCTBEHHbIX MpenapaToB reHHoM Tepanuu. B coo6LEeHMM YKa3aHo, YTo
NnpeasioXeHUsa HanpaBneHbl Ha To, YTo6bl onpeaeneHma nydlle oTpaxkanm
OOCTMXKEHUS HayKU U Mpoun3BoaCcTBa. AreHTCTBO npeanaraeT y6paTb TpeboBaHMe,
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UTO6bI reHOTepanumM 06a3aTeNIbHO UMENTN BUOTONMYECKOE NPOUCXOXKOEHME,
YTOUYHUTb, KOrAa CUHTETUYECKME UNN PEKOMBUHAHTHbIE HYKITEMHOBbBIE KUCOTbI
nonagatoT B chepy perynmpoBaHua, n obecnedmTb ABHOE perynmpoBaHue
NPOAYKTOB CO cneunduyecknM pegakTmpoBaHMEM FeHOMa KaK NpernapaTtoB FreHHOM
Tepanun He3aBUCMMO OT TUMa BeLlecTBa. Tak)Ke coxpaHseTcs UCK/TIoYEeHUE BaKLUUH
NPOTUB MHPEKLMOHHbIX 3a6oneBaHni n3 onpeneneHna GTMP, a ana nopgaep><ku
OBGHOBJEHHbIX ONMpeaeneHun npepnaratoTca nasmMeHeHmna B Human Medicines
Regulations 2012. KoHcynbTauma oTkpbliach 11 Maa 2026 roga v AOMKHa
npofomkaTbca Ao 22 noHa 2026 roga. Matepuman oTHOCUTCS K peryiMpoBaHUIoO B
reHeTuKe, MOCKObKY HaNpsaAMYyIo KacaeTca NpaBoBOW Knaccuukaumm
reHoTepaneBTUYECKUX U FeHOPeOaKTUPYOLLNX MPOOYKTOB.

MHRA npoBoOAMUT KOHCY/IbTaLMM NO HOBOM HOPMaTUBHO-NpPaBoOBOM 6a3e,
npu3BaHHOMU caenatb BenMKo6puTaHMIoO MMPOBBbIM IMAEPOM B
pa3paboTKke MEeTOAOB NIeYeHUs peaAKuXx 3a6oseBaHNM

(MHRA / GOV.UK)

MHRA 3anyctuna ny6nmyHyo KoOHCynbTauuto no npoekty Rare Disease Therapies
Framework, KOTopbI OO/HKEH BBECTU 3HAUMMbIE PErynaTopHble HoOBaLMu ansa
pa3paboTKuM Tepanuin peakmnx sabonesaHmni B BenmkobputaHmu. NMpoekT onuncaH
KaK TEXHONOMM4YeCKMN HENTPanbHaa paMKa, HarnpaBfieHHada Ha Hay4Hble,
[OKa3aTeslbHble M KOMMepYecKkmne 6apbepbl, MeLlatoLwme Tepanmam pegKmux
6onesHem 4OXoanTb A0 NaLMEHTOB Yepe3 0bblYHble Mogenm pa3paboTkM. PaMka
npegHasHadyeHa anga Tepanmm 3a6oneBaHuM € PacnpPoOCTPaAaHEHHOCTbIO MPUMEPHO
oaWuH cny4dam Ha 50 000 yenoBeK nnu pexke B BennmkobputaHmum npuv Hanmnumm
N3MepPUMbIX MPenAaTCTBUIN 019 TPaAULMOHHOIo pas3BuTtma. B npoekTe
npepnaratTca Investigational Marketing Authorisation n cokpalyeHHble NyTH
pa3paboTKK, a OTPaAC/IM NPeasIoXKEHO y4acTBOBaTb B POPMUPOBAHUN
OKOHYaTes/IbHOIro pyKoBoACTBa. KOHCyNbTaumMsa oxBaTbiBaeT KPUTEPUUM MpaBa Ha
CTaTyC, UCNOJIb30BaHMeE pearibHbIX AaHHbIX, HAyYHble KOHCY/IbTaLl MM U CBA3b C
CYLLECTBYIOLLMMUM MapLUpyTaMKn, TaKUMU KaK opdaHHbIM cTaTyc 1 Innovative
Licensing and Access Pathway. MaTepuan oTHOCUTCA K perysimpoBaHUIO reHEeTUKU
N reHoTepanum, MOCKONbKY MHOrne pegkue 3aboneBaHUa UMEIOT FEHETUYECKYIO

npupoay.

BceMupHana accaMbnen 3ApaBoOXpaHEeHMs oao6punia pe3oioLumio o
nepcoHaIM3MpoBaHHON MeaAMLUMHEe

(World Health Organization)

BO3 coobumna, 4To rocygapcTea — YsieHbl BceMmnpHom accambnem
30paBoOOXpaHeHUsa ogobpunum pesontoumnio «Precision medicine: a path towards
targeted, personalized and equitable care». B ny6nukaumm npeumsanoHHas
MeOMLMHA ONMMUCaHa Kak Noaxon, UCMNOoMb3YOLWMN KNNMHUYECKUE, MONEKYNspHble,
reHOMHbIe U gpyrme gaHHble gnsa NpoPuUNaKTUKU, ANArHOCTUKM U NledeHusa C
cobntogeHneM aTUYEeCKUX U NpaBoBbIX FAapaHTMn. BO3 yKa3biBaeT, UTO noaxon,
NMPUMEHUM K OHKOJTIOMMNK, peaKknM 3aboneBaHnaM, MHPEKLUMOHHbIM 60/1e3HAM,
OXpaHe 300pO0Bbs MaTepen n geTen, NCUXMYeCKOMY 300POBbIO U HEMHPEKLMOHHbIM
3aboneBaHMAaM. Pe3onoumnsa oTparkaeT pa3BUTUE FEHOMUKU, OANArHOCTUKMK, HAYKKM O
OaHHbIX N LMPPOBOro 34PpaBOOXPAHEHMS, a TaKXKe NpobneMy HepaBHOIo OOCTyna,
OCOBGEHHO A9 CTPaH C HU3KUM U cpedHMM goxoaoM. FocygapcTBa o693anmchb
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Pa3BUBaTb HAaLUMOHaNbHYIO MONUTUKY, MUHOPACTPYKTYPY, KagpoBbl NoTeHuman,
MeXaHU3Mbl yrpaBieHUd, OCTYNHOCTb, MHK/TIO3UBHbIE UCCiegoBaTelbCKUe
CUCTEMbI, peryMpoBaHue 1 yrnpaBrneHmne gaHHbIMKU. BO3 gomkHa o6ecneynTb
noaaepPyXKy, NoAroToBUTb peKoMeHaaLU MM, MeXxayHapoaHoe COTpYAHUYECTBO,
rno6anbHylo CTpaTerno U Moaesb 3pefiocTU CTPaH.

'M6kKocTb B 061aCTU XMMMUM, NPOU3BOACTBA U KOHTPOA KayecTBa npm
pa3paboTKe NpPoAYKTOB KJ/IETOUMHOM U FreHHOM Tepanum YesioBeKa ana
nony4yeHu s NMUEH3MM Ha NPOU3BOACTBO 6MOIOrMYEeCKMX NpenapaTos

(FDA)

FDA ony61unKoBano pyKOBOACTBO 4151 OTPAC/IN O TMB6KOCTU TPEB6OBaHUM K XUMUMN,
MPOM3BOACTBY U KOHTPOJIO NPU pa3paboTKe YeToBEeYECKUX KNEeTOYHbIX U
reHoTepaneBTUYECKUX MPOAYKTOB O nogaym Biologics License Application.
[JOKYMeHT onucbiBaeT 6onee rmbkmin nogxon K CMC- TpeboBaHUAM A9 KITETOYHbIX
M reHoTepaneBTUYECKUX NPOOYKTOB, pa3pabaTbiBaeMbIX MPU CEPbE3HbIX U
YIPOXAOLLMX YXU3HU COCTOSIHUAX C HEY4O0BNETBOPEHHOMN MeOULNHCKOM
noTpebHoCTblo. Llenb pykoBoACTBa, YCKOPUTbL pa3paboTKy, OLEHKY U OOCTyn
MauMeHToB K 6€30MacHbIM U 3PPEKTUBHBLIM MPOAYKTaM, HE OTMEHAS
Heo6xo0aAMMOCTU MOATBEPXKAATb KAYUECTBO U KOHTPONPYEMOCTb NPOU3BOACTBA.
FDA yKa3bIBaeT, UTO MTMMBKOCTb MOXKET KacaTbCHa pPa3paboTKM U HEKOTOPbIX
MOCTPErncTPaLUMNOHHbIX MPON3BOACTBEHHbLIX M3MEHEHUIW, €CNTM OHM O60CHOBAHDI
XapaKTEPUCTUKAMUM MPOAYKTaA U CTagMeEN ero pa3BmuTuA.

24, CyneGHble cnopbli 1 NpaBoBbI€ PeLUeHUA B 06/1aCTN reHeTUKHM

(cy,u,e6Hb|e npoueccbl, NCKN N pelleHNd Cyaos, CBA3aHHbIe C reHeTU4YeCKMMUM TeCtaMm,
reHeTU4YeCKMMM AaHHbIMU, 6MoBaHKaMu, reHoTepannaMm m reHetTn4eCKnMMm TeXHOI'IOFVIﬂMM)

FeHepanbHbIA NpoKypop BoHTa noaan B cya Ha KoMmnaHMio Chrome
Holding Co., paHee nsBecTHyl0 Kak 23andMe, U3-3a YyTeUKM flaHHbIX B
2023 rony

(State of California — Department of Justice — Office of the Attorney General)

FeHepanbHbIN Npokypop KanndpopHmm Pob6 BoHTa nogan nck npotns Chrome
Holding Co., paHee n3BecTHOM Kak 23andMe, n3-3a yTeuku gaHHbix 2023 roga. B
COOBLLEHNUN FOBOPUTCS, UTO KOMMaHMA NyBNIMYHO 3a8Bia/1a O MPUBEPIKEHHOCTH
KOHPUOEHLUMNANBHOCTU U MPO3PaYHOCTU, HO, MO BEPCUM MPOKYpPaTypbl, HE MPUHANA
pa3yMHbIX Mep 419 3aLMTbl Hanbonee YyBCTBUTENIbHbIX JaHHbIX KITMEHTOB,
UrHOpMpOBana U3BECTHbIE YA3BUMOCTU U He paccsiegoBana AO/MKHbIM 06pa3oMm
npepynpexaeHns o KoMmnpomMmeTaunm cucteM. ick nopaH B BepxoBHbIn cyg CaH-
®paHumMcKo. B xanobe yTBepxKaaeTcs, UTO Mepbl 6€30MacHOCTM U Ny6nYHbIe
3a9BMIeHNA KOMMaHMM O HAPYLLUEHUU BblNIN HE3aKOHHbIMU. B coobLieHmnmn
nogyepkmBaeTcs, YTo 23andMe cobupana u xpaHuna gaHHble o cbipon OHK,
ceMenHOM NCTOPUN, STHUYHOCTU, MPOUCXOXKOEHUN U TEHETUYECKON
npenpacnosioXXeHHOCTM K 3abonieBaHMAM. BoHTa 3aa9Bu, YTO KOMMAaHMA HapyLKnia
0643aHHOCTU MO KannPOpPHUNCKOMY MpaBy U BBeNa notpeébutenem B 3abnyxgeHme
OTHOCUTENIbHO CEPbE3HOCTU NHUMAOEHTA. MaTepuran OTHOCUTCH K cyaebHbIM CcriopaM
O reHeTUYeCKMX OaHHbIX U NPAMOM 3aLumTe noTpebuTtenem B chepe NepcoHabHOM
reHOMUKMU.
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KoMmuTteT OOH ycTaHoBun, uto HuaepnaHabl HapyLUM/IM NPaBo pe6eHKa
Ha HEeNPUKOCHOBEHHOCTb YaCTHOM XM3HM, coxpaHuB ero IHK-npobunb

(Office of the United Nations High Commissioner for Human Rights)

KomMmunteT OOH no npaBaM 4yenoBeka ycTaHoOBWI, 4To KoponeBcTBo HnaepnaHaos
HapyLwnio NpaBo peb6éHKa Ha HEMPUKOCHOBEHHOCTb YaCTHOM XXU3HU, CO6paB ero
KNeToYHbIM MaTepuan 1 coxpaHme JHK-npodunb nocne ocy)xaeHus 3a
npecTynieHunsd, CBA3aHHbIE C KpaXXen, B Bo3pacTe 14 net. KOMUTET paccMOTpen
»xanoby G.T.V.B,, rpaxgaHmnHa HuagepnaHgos, KOTOPOro cyg no genam
HeCcoBepLUEHHOTIETHUX MPUroBopus K 40 Yyacam o6LLEeCTBEHHbIX PaboT, MONOBUHA
CPOKa 6bl/1a ycnoBHOW. o HMgepnaHaACKOMY 3aKOHY pacnopsh)XeHuma o AHK-
TECTUPOBAHUUN aBTOMATUUECKU BblOaBaNINCh OS19 OCY>XKOEHHbIX, MONY4YMUBLUMNX
onpenenéHHble HaKa3aHUS, M 3aKOH He pa3finyan B3pocbiX U aeTen. Nocne
NPUroBopa NPOKYypop aBTOMAaTUUYECKU pacnopsaaunica cobpatb Matepmarn
3aaBuTeng, a ero AHK-npodunb o6paboTtanm n BHeCNM B HaLMOHanbHyto 6a3y, roe
Takue Npodpunm Mornm XxpaHmntbca 0o 30 neT B Aenax, CHUTABLUMXCH CEPbE3HbIMU.
KoMuTeT npusHan, 4to c6op n XxpaHeHmne OHK MoryT cny>XmUTb 3aKOHHbIM LLenam
YroJIOBHOIO NpaBocyamsa n 6biTb NpeaycMoTpeHbl 3aKOHOM. OOHAKO XpaHeHue
npodunsa 6b110 HEMNPOMNOPLIMOHANbHbIM C YY4ETOM BO3PacTa, XapaKTepa HaKa3saHusa u
Ype3MepHOro CpoKa XpaHeHUAa. BMeLllaTenbCTBO B YaCTHYIO XXU3Hb MPU3HaHO
MPOU3BOSIbHbIM U HapYyLUAOLWMUM MeXayHapoOHbIM NAaKT O FPaXgaHCKUX 1
NONNTUYECKUX MpaBax.

25. Kappbl B cpepe reHeTUKHM

(Hay‘-IHbIe, MeaonumHCKuMe, noaroToBkKa, nepenonrotoBKa, ,D,ed)VILI,VIT)

NMpenartcTeua U PpaKTOPbl, CNOCO6CTBYIOLLIME AOCTYNHOCTU YCAYyr
reHeTU4YEeCKOro KOHCY/ibTUPOBaHMUA B apa6CKOM MMUpe: B3rnaa
reHeTU4YEeCKMUX KOHCYJ/IbTaHTOB

(Journal of Genetic Counseling)

Elbassiouny, B., Awwad, R., Campbell, C.l., Kandikonda, P., Nazari, H., MacFarlane, |.M. Barriers and
facilitators to genetic counseling service availability in the Arab world: A genetic counselors’
perspective. Journal of Genetic Counseling. 2026. https://doi.org/10.1002/jgc4.70227

HecMoTpsa Ha rnobanbHbIA POCT FEHETUYECKOIO KOHCYTbTUPOBAHMA, MHOIMe
apabckue cTpaHbl NGO HE NMEIDT FrEHETUYECKUX YCNyT, TM60 pacnonaratT
OrpaHMYeHHbIMU pecypcaMm, COCpPeaoTOUYEHHbIMU B OTAEMNbHbIX CNeLlManbHOCTAX.
KauecTtBeHHOe nccnegoBaHue Batoul Elbassiouny, Rawan Awwad, Carla I. Campbell
n lan M. MacFarlane, onyé6nmnkosaHHoe B Journal of Genetic Counseling, ogHUM n3
nepBbiX N3y4yaeT B3rnanbl FeHEeTUYECKMX KOHCYIbTAHTOB Ha 6apbepsbl U daKTopbI,
rnomMorawLime pasBmUTUIO Npodeccum B apabCKmMx cTpaHax. BoceMb KOHCY/bTaHTOB,
HaMOeHHbIX Yepe3 coumnanbHble ceTn U NpodeccrnoHasnbHblie NnaTtdopmbl,
y4yacTBOBaun B CTPYKTYPUPOBAHHbIX MHTEPBbLIO O CBOEM OMbITE B CTPaHe MPaKTUKW.
ABTOpPbI ONMCbIBatoT Npo6neMbl AOCTYNMHOCTU YCNYT, OFPaHUYEHHOCTU PECYpPCOB U
npodeCcCNoHaNbHOIro CTaHOBMEHUSA FEHETUYECKOIO KOHCY/IbTUPOBAHMA B PermoHe.
B paboTe nog4é€pKMBaeTCs, UTO KOHCY/NbTaHTbl OENCTBYIOT B YC/TIOBUAX Pa3iiymnim
Mexay CTpaHaMM, HeXBaTKM GOpPMalbHbIX CTRPYKTYP M HEO6XOOAMMOCTM
aganTUpoBaTb YCYIN K MECTHbIM CUCTEMAM 34PaBOOXPaHEHUNA U KYbTYPHOMY
KOHTeKCTy. O6CyXaatoTca BO3MOXXHble PaKTOpbl NogaepP*KKU: NpodecCnoHanbHbie
CBA3MK, ObyyeHUne, COTPYyAHMNYECTBO U Pa3BUTUE CMELMNANTU3NPOBAHHbIX
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reHeTUYEeCKUX CepBUCOB. ABTOPbI YKa3blBaloT, UTO AalibHeNlee usyvyeHue
reHeTUYECKOro KOHCY/IbTUPOBaHUA MMEHHO B apabCKMX CTpaHax MOXeT cTaTb
Ba)XHbIM CllefyoLMM LLIaroM Ansd paclmpeHunsa gocTynHOCTU, MIaHUPOBaHUE yCnyr
M pa3BuUTUSA Npodeccumn.

Pa3BuTHE NOArOTOBKM CMNELMANIMCTOB B 06/1aCTU reHHOM TepanmMm:
Me)l(nucuunnm-lapl-lblﬁ onpoc, nonqepKuBalou.mﬁ POJ/Ib MEAMULIMHCKMX
reHeTmMkKoB

(European Journal of Human Genetics / Nature)

Diaz Jiménez, R, Trakadis, Y. Advancing training on genetic therapies: a multi-specialty survey
highlighting the role of medical geneticists. Eur J Hum Genet (2026). https://doi.org/10.1038/s41431-
026- 02102-0

feHeTUYeCcKMe Tepanuu, gencreytowme Ha yposHe PHK nnun OHK, 6bicTpo
pa3BUBAlOTCA M BCE WLIMpPE NPUMEHSAIOTCS 3a npeaefiaMm MeguUMHCKOM FrEHETUKMN,
HO UX BHEeOPEHUE B KIIMHUYECKYIO MPAKTUKY OCMOXHSAETCSH MOAroTOBKOM
cneumanmncToB. B nepeKpéCcTHOM OHMaMH-0MNpPoCce aBTOPbI U3YUYUU OMbIT, OXXUOAHUSA
N OTHOLUEHNE MEeOULMHCKUX MTEHETUKOB, BpaYven gpyrmx crneumanbHOCTEN U
oby4arwmxca B KaHage n CLLUA K o6y4yeHUI0 reHeTUYEeCKUM Tepanmam. B aHanms
BoLKn 315 y4aCcTHUKOB: Bpayu, pe3ngeHTbl, Bpadu, npoxogalime
cneumanm3npoBaHHYIO MOArOTOBKY U CTyAeHTbI-MeaunKu. TonbKo 17% coobLumnu,
UTO «XOPOLLO 3HAKOMbI» C FeHEeTUYEeCKMMU Tepanuamu, a 70% Bbipasnniu
HeyOoBMeTBOPEHHOCTb TEKYLLUMM YPOBHEM NMOArOoTOBKU. Bo Bcex rpynnax
COXpaHsANacb HM3Kasa yOOBNETBOPEHHOCTb CyLLECTBYIOLLMM OBYyUYEHUEM U cornacue,
UTO 3TY TEMY HY)XXHO Nny4lle MHTerpupoBaTb B MeOULIMHCKKME nporpamMmbl. Bpayuu-
reHeTMKM NOKasasim HanbobLUyO 3HAKOMOCTb C 06/1aCTbio M CaMbi LUMPOKUM OMbIT
npenogaBaHus. YYaCTHUKUM pa3HbIX CneumnanbHOCTEN NPU3HANK KTIOYEBYIO POSb
MeONLMNHCKMUX F’EHETUKOB B Pa3BUTUM O6pa30BaHMA NO reHETUUYECKUM Tepanmam.
MpepnoyTeHMe OTAAaBaNIOCb HE CAMOCTOATE/IbHOM pa3paboTKe NporpaMM Kaxkaom
creumanbHOCTbIO, @ COTPYAHUYECTBY C reHeTUKaMWn. BonbLWIMHCTBO noaaepxano
6onee paHHee BBeAeHUE TEMbl — B MEAULIMHCKOM LWKONE U pe3ngeHType. ABTOpPbI
CUUTAOT HEOBXOOMMOM KOMMIIEKCHYIO, MO3TanHyo pedopMy NoaroTOBKU.
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