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I HAYKA

(cenemuueckue oemepmunanmol 3a001e8aHUl, HOBble accoyuayuu 2er/sapuanm — 3adonesanue, GWAS)

Coenm(UYHOCTb, JJIMHA M VIa4ya oNpeaessiloT  PEeMTHHIW _TEeHOB B

ACCOIMATUBHBLIX UCCJICAOBAHUAX

(Nature)

Spence, J.P., Mostafavi, H., Ota, M. et al. Specificity, length and luck drive gene rankings in
association studies. Nature (2025). https://doi.org/10.1038/s41586-025-09703-7

B Nature ony0nukoBaHa paboTa, riie aBTOpbl CPaBHMIIM pe3ynbTarbl kinaccuueckux GWAS u
TECTOB pelKuX BapuaHTOB 1o 209 xonuuecTBeHHbIM npu3HakaMm B UK Biobank u nokaszanu, 4ro
9TH HOAXO/bl CUCTEMAaTHYEeCKH MO-pa3HOMY paHKupyroT reHbl. GWAS uyarie «oJcBeYrBarOT
T€HbI, PAJOM C KOTOPBIMU paCIOJIOKEHbl MHOXECTBEHHBIE PETYJISATOPHBIE HEKOAUPYIOIIUE
BapUaHThI, BIUAIOLIME HA KOHKPETHBIM MPHU3HAK, TOrJa Kak burden-TecTbl BBIAEINSAIOT T'€HBI C
peIKUMU, HO OoJiee «crenupUUHbIMIY IS IPU3HAKA MTOBPEXKAAOUMMH MyTalusMu. BBoaurcs
pasienieHne Ha «BayKHOCTD JUIs IPU3HAKA» U «CHEUU(DUIHOCTH», U JEMOHCTPUPYETCS, UTO pPa3HbIe
JM3aiiHbl HCCIIEOBAaHUM Ha caMOM JieJie 3aXBaThIBAIOT Pa3HbIE ACHEKThl OMOJOTMH. ABTOPSI
noApoOHO pa3OMpalOT U3MEHEHHs, KOTOpbleé BHOCUT BBIOOp (eHoTuna (y3KMHA/IIMPOKHIA,
KOJIMYECTBEHHBI/KaTeropuanbHbli) U (QUIBTPHI IO Ka4eCTBY JaHHBIX. PaboTa akieHTHpYeT, uTo
HEIb3s1 MEXaHUYECKH CPaBHHUBAThH «CHITY» T€HOB MO p-value, He YYUTHIBAst HCIIOIb3yEeMBI METO
¥ KOHTEKCT. J[JIst PaKTHKH 3TO 3HAYUT, YTO M KIIMHUICTAM, U OMOJIOTaM CTOUT COYeTaTh 00a THIIa
UCCIICIOBAHUN TPH TPUOPUTH3ALMK TEHOB W HMHTEPIPETAUN PE3YJIbTaTOB TeHETUYECKOTO
TECTHUPOBAHUS.

o PriHOYHas peamusanust: Jla.
o  ®opmar: JIaboparopHble yciyru U coOPT I aHaTM3a TEHOMHBIX JTaHHBIX.

e IIpumepsr: [llumina (GWAS-mnardopmsr); 23andMe (PRS na ocnoBe GWAS); Broad
Institute (GATK mist burden-tectoB).

(Hauoeno npu nomowu ChatGPT)

AHajM3 accouMamMi 10 BCeMY TI€HOMY BbISIBJISIET PAa3jiM4HbIEe
IF'CHETHYCCKHUEC CTPYKTVPbI, OTBETCTBCHHbLIC 34 PAHHCEC M 1103/IHCEC HAYAJIO

ACIPECCUHA
(Nature)

Shorter, J.R., Pasman, J.A., Kurvits, S. et al. Genome-wide association analyses identify distinct
genetic architectures for early-onset and late-onset depression. Nat Genet 57, 2972-2979 (2025).
https://doi.org/10.1038/s41588-025-02396-8



https://www.nature.com/articles/s41586-025-09703-7
https://www.nature.com/articles/s41586-025-09703-7
https://www.nature.com/articles/s41588-025-02396-8
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HenaBHuii KpynmHBIM MeTa-aHaAW3 IIMPOKUX TEHOMHBIX AacColMalMil JUisl  JENpecCHH,
CTpaTu(UIIMPOBAHHOW IO BO3pAcTy AcOrOTa, MOKA3bIBACT, YTO PAHHSAS W TO3IHSS JEHPECCHUs
YAaCTUYHO MMeET OOIre TeHETHUECKHEe JETEPMUHAHTHI, HO TTOJIHOCTBIO OHU HE cOBMaaaroT. st
paHHEro Hayajga CHUJIbHEE BBIPAKEH BKJIAJ MOJUTCHHOW HArpy3KH, CBS3aHHON C HEHPOTHU3MOM,
TPEBOTOM ¥ OSMOIMOHAIBHOM PEaKTUBHOCTHIO, TOTJA KaK TO3AHSSA Jenpeccus OoJbIe
KOPPEIUPYET C TCHETHUYCCKUMHU (PaKTOpaMu CEpJCYHO-COCYAMCTOTO U METabOIMYECKOrO prCKa.
Jemnpeccus B MOJIOJIOM BO3PACTE Yallle aCCOIUUPYETCS C CEMEHHBIM OTATOIEHUEM ITCHXUYECKUX
PacCTPONCTB, a B TMIOKUIIOM — C COMAaTHYECKOW KOMOPOMJIHOCTBIO M COCYIUCTHIMHU (haKTOPAMH.
ABTOpPBI TOAUEPKHUBAIOT, YTO HECMOTPS HA BBICOKYIO OOIIYIO HACIEIyeMOCTb, BKJIAJ CIMHUYHBIX
JIOKYCOB HEBEJIMK, & KJIMHUYECKU TOJIE3HBIE MOAEIH JIOJDKHBI COBMEIIATH MOJIMTEHHBIE PUCKH C
q)aKTOpaMI/I CpeI[BI. I[JISI HpaKTI/IKI/I 9TO O3HA4YacT, 4TO I/IHTepHpeTaI_II/ISI TCHCTHUYCCKUX TCCTOB HpI/I
z[enpeccym JOJIKHA y‘-II/ITbIBaTB B03paCT ImagucHTa " COMaTI/I‘{eCKI/If/’I (1)OH, a ((YHI/IBepCElJIBHOFO»
MOJINTEHHOTO CKOpa JIIs IETPECCUM, OJUHAKOBO Tpeicka3biBatomero puck B 20 u 70 nert, xnath
HC HpI/IXOI[I/ITCﬂ.

e PriHOYHas peanuzanus: Ja.
o  @opwmar: Jluarnoctuyeckue Tectsl PRS.

o IIpumepsr: Myriad Genetics u Genomic Health (PRS mis nemxudeckux paccTpoicTB);
23andMe (PRS B oTuerax).

(Hatioeno npu nomowu ChatGPT)

Puck 3J0Ka4eCTBEHHOW MeEJAHOMBI MW KOJOPEKTAJLHOI0 paka IpH
cuaapome bupra-Xorra-/[100e — uccjaeaoBanue ¢ MoI00pPaHHON rpynnon

MalMECHTOB
(Nature)

Skarin Nordenvall, A., Persson, F., Martling, A. et al. Risk of malignant melanoma and colorectal
cancer in Birt-Hogg-Dubé syndrome — a matched cohort study. Br J Cancer (2025).
https://doi.org/10.1038/s41416-025-03258-0

B British Journal of Cancer omy0nukoBaHO KpymHOE HOMYNISALMOHHOE HccieqoBaHue 353
HocuTtenell maroreHHbIX BapuaHToB B FLCN mnpu cunzapome bupra—Xorra—/[ro6e (BHDS) B
[IBeruu. Panee Ob110 sicHo, uto BHDS noBsimaer puck onyxosei moyku, HO JaHHbIE IO IPYTHM
pakaM OBLTM TPOTHBOPEUMBHIMU. B HOBOW paboTe, MCHONB3ys HAlMOHAJIbHBIE PETHCTPHI U
KOHTPOJIbHYIO rpynny (50 yenoBek Ha OAHOTO HOCUTEJNS ), aBTOPHI MTOKa3aIu: OOIIMHA PUCK paka y
Hocutenel BapuanToB FLCN yBennuen npuMmepHo B 2,3 pa3a, IpH 3TOM PUCK KOJOPEKTAIbHOIO
paka BO3pacTaeT MPUMEpPHO B S5 pa3, a MenaHOMbl — modTd B 3 paza. Hecmorps Ha 370,
aOCOJIOTHBIE PUCKU OCTAIOTCSI OTHOCUTENIBHO HEBBICOKMMH, U ABTOPHI OCTOPOXKHO TMOIXOIAT K
PEKOMEHIALIUSAM 10 TOTAIbHOMY CKPUHHHTY.

Poinounas peanuzanus: Jla.
° d)opMaT: FeHeTI/I‘—IeCKI/Ie IIaHCIIN U CKpI/IHHHFOBLIe TCCTHEI.

o IIpumepsr: Invitae, Ambry Genetics (manenu it BHDS u PRS nns paka Mmonounoit
JKeJIe3bl).

(Hatioeno npu nomowu ChatGPT)


https://www.nature.com/articles/s41416-025-03258-0
https://www.nature.com/articles/s41416-025-03258-0
https://www.nature.com/articles/s41416-025-03258-0

KoMIL1eKCHBIN MOJHOTeHOMHBINA AHAJN3 O0IINUX reHeTHYeCKNX (hakTOpoOB

AKCJIIVIOUHO-KUIIICYHBIX U HeﬁDOIleFeHepaTHBHLIX 3200/1eBaHUH

(Pubmed)

Jiang Y, Zhang Y, Ma L, Li C. Comprehensive Genome-Wide Analysis of Shared Genetic Factors
in Gastrointestinal and Neurodegenerative Diseases. Brain Behav. 2025 Nov;15(11):¢71029. doi:
10.1002/brb3.71029.

B uccrnenoBannu mpoBen€H MOTHOTEHOMHBIA aHAIN3, YTOOBI BBISBUTH OOIIYIO0 T€HETHUYECKYIO
OCHOBY MEX1y 3a00JIeBaHUSMHU >KEITyJ0YHO-KHIIeuyHoro TpakTa (GI) u HeliponereHepaTuBHBIMU
6one3nsamu (ND). Mcnonb3oBanucek nanHele GWAS Ha eBponelcKuX NOMyIsuusax JUisl YETHIPEX
tunoB Gl-3aboneBanmii u Tpéx THmoB ND. Ilpu momomu meromoB LDSC, HDL u LAVA
OLICHUBAJIUCh ~ TE€HETHYeckue koppemsuuu, aHanu3 miedorponuu  (GPA, PLACO),
dyukuuonansHass anHotanus (FUMA, MAGMA), a takke SMR u JBYXBbIOOpOUHYIO
MEH/IETIEBCKYIO PaHAOMU3ALINIO LIS IPOBEPKH MOTEHIIUATbHBIX IPUYUHHO-CIIEICTBEHHBIX CBSI3el
MEXIy BBIPQKEHHOCTBIO TEHOB M Ooyie3HsAMH. PesynapraThl MMOKa3adu CYILIECTBEHHbBIC
TeHETUYECKHUE KOPPENALUU U IEPEKPHITHS: BhISIBICHO 1 457 TIeHOTPOMHBIX OHOHYKICOTHIHBIX
BapHAHTOB, PACIMOJOKEHHBIX B 47 XpOMOCOMHBIX PErHOHax, U 74 reHa, acCOIMUPOBAHHBIX C
o0oumu Tunamu 3aboneBaHuil. JIeBsATh JOKYCOB IPOAEMOHCTPTPOBAIN KOJIOKAIN3AIUIO, 26 TEHOB
SKCIPECCUPYIOTCS MPH JBYX THUMax 3aboneBanuil. Cpenu KiroueBbIX TeHOB BhIsgBIeHB EP300,
CHRNBI1, KNOPI1, P2RY14, POLR2A. Awnanu3 JIeKapCTBEHHO-T€HHbIX B3aUMOJCHUCTBUI
BBIICTIJI BOCEMb T'€HOB, MHUIICHEH [JIs BO3MOXHOW Tepamuu. ABTOPBI JENAIOT BBIBOI, YTO
cymecTByeT obmiasi reHeruueckas 6aza ansg GI m ND, 4yTo momnep>KuBaeT THIIOTE3y «OCh
KHUILIEYHUK-MO3I», U OTKPbIBAET MEPCIEKTUBBI /ISl IOMCKA HOBBIX TEPalleBTUYECKUX TapreToB U
JANbHEUIINX UCCIIeTOBAaHUM MEPEKPECTHBIX MEXaHNU3MOB.

e PoiHOuHAas peanmuszanus: Her.

e Ha PBIHKC ITOKa HC TPEACTABICHO (aKaI[eMI/ILIeCKOG I/ICCJ'ICI[OBaHI/IC).

(Hatioeno npu nomowu Grok)

HccaenoBanue acCOMAIMIA 0 BCEMY Tr€HOMY U I0JIMI€HHOE IIPOTrHO3MPOBAHUE

pPHUCKA THIIOTHPE03a

(Nature)

Rand, S.A., Ahlberg, G., Tragante, V. et al. Genome-wide association study and polygenic risk
prediction of hypothyroidism. Nat Genet 57, 3007-3015 (2025). https://doi.org/10.1038/s41588-
025-02410-z

B pabore npencrasnen kpynHbsiii MeTa-ananu3 GWAS no runotupeosy (113 393 ciayyas u 1 065
268 KOHTpOJICH), YpPOBHIO CBOOOMHOTO THPOKCHMHA W THPEOTPOMHOTO TOPMOHA. ABTOPHI
uaeHTuuuupoBain 350 reHeTHYeCKUX JIOKYCOB pHCKa TMIOTHpeo3a, u3 HuUx 179 paHee He
ONHKCBHIBAJINCh; MHOTHE BAPHAHTHl OKA3aJlMCh CBS3aHbl C PpErysilUed KIEeTOK KpPOBH U
LUPKYJIUPYIOIUX POBOCHAJINTENBHBIX MapképoB. C IOMOLIBIO HECKOJIBKHUX CTpaTeruit
KapTUPOBaHMsI T€HOB ObLIO IPUOPUTU3UPOBAHO 259 KaHIUAATOB, CYLIECTBEHHO 00OTaIlEHHBIX 10
(GYHKLIUSAM HMMYHHOW CHUCTEMBI, TOIAa KaK OTHOCUTEIBHO HEOOJBIIOE YUCIO TI'€HOB OBLIO
HaIMpsMYIO CBSI3aHO C METa00IM3MOM THPEOUTHBIX TOPMOHOB U Pa3BUTHEM IUTOBUIHOM KeENE3bl.
4


https://pubmed.ncbi.nlm.nih.gov/41277170/
https://pubmed.ncbi.nlm.nih.gov/41277170/
https://www.nature.com/articles/s41588-025-02410-z
https://www.nature.com/articles/s41588-025-02410-z

Hanee Obu1 mocTpoeH nonureHHbiin puck-ckop (PRS) Ha ocHoBe Gonee wem 116 000 cioyuaes
runotupeosa. B HezaBucuMbIx koroprax PRS mokasan cuiibHyr0 CBs3b ¢ 3a00JIeBaHHEM U JIaBaJI
HanOoJIpIlIee TPUPANICHUE MPOTHOCTUYECKOW TOYHOCTH MO CPABHEHUIO C TPAJUIIMOHHBIMHU
dakropamu pucka, ocobeHHo npu nqo6asneHnn kK ganubM mo TSH, T4 u antutenam k TITO. PRS
MO3BOJISUT CTPATH(UIIUPOBATH PHUCK MEpexoa CyOKIMHIMYECKOTO THIIOTUPE03a B MaHU(DECTHBIN 1
ACCOIIMMPOBAJICSI C TIOBBIIICHHBIM PHCKOM KapIMOMETaOOMUYEeCKHX 3a00JeBaHUM, YTO
NOAYEPKUBACT €T0 MOTCHITUAI JJIs IEPCOHATN3UPOBAHHOMN OIICHKH PHCKA M BEACHUS IMAIIMEHTOB C
NeUIIMTOM THPEOUHBIX TOPMOHOB.

o PriHoyHas peanusanus: [a.
e ®opwmart: PRS-TecThl 114 3HIOKPUHOJIOTHH.

o IIpumepsr: Color Genomics, Quest Diagnostics (PRS mist THpeonHBIX PHCKOB).

(Hauoeno npu nomowu Grok)

(accoyuayuu 8 manousyyeHHvlx nonyaayusax, pocm big data)

Pacnpocrpanenublie Bapuanuum nocjenoBarejabHocTern JIHK Bausior Ha

MUIeHEeTHYECKHI BO3PACT B AQPUKAHCKUX MONYJISIIUSAX

(Nature)

Meeks, G.L., Scelza, B., Asnake, H.M. et al. Common DNA sequence variation influences
epigenetic aging in  African  populations. Commun  Biol 8, 1530 (2025).
https://doi.org/10.1038/s42003-025-08893-0

B Communications Biology omy0nukoBaHO HCclelOBaHHE, MOCBALIEHHOE BIMSHUIO OOLIUX
TEeHETUYECKUX BapUaHTOB Ha SIUIECHETHMYECKHMH BO3PACT B HECKONBKHUX a(pUKAHCKUX
nomynauusax. Astopsl aHanusupoBanu JHK-merunupoBanue um reHoTunsl y mpeacTaBUTeNen
HapOJIOB C PA3IMYHON HMCTOpHEH MHTrpanuii U o0pa3oM >XH3HU. BBIICHUIOCH, YTO MHOTHE
«KJIACCUYECKHE» DBIHUIeHETHUYECKHE 4Yachl, OOY4YEHHbIE NPEHMYIIECTBEHHO Ha BBIOOpPKAx
€BPOIENCKOro MPOUCXOKICHUSI, CHCTEMAaTHUECKH OMIMOAIOTCS MTPU MPUMEHEHUH K apUKAaHCKUM
koroprax. MccienoBareny moka3aiH, YTO YacTh STOW OMIMOKH OOBSICHSETCS pPacloNoXeHHEM
cnenuuaeckux SNP, mepekpoiBatomux CpG-caiiTel, BXOASIMIME B Yachl: OHU H3MEHSIOT
METWJIMPOBAHME HE3aBUCHUMO OT peajpHOro Ouojormyeckoro Bo3pacta. Ha ocHoBe
MOJTHOTEHOMHBIX JaHHBIX Y/AaJOCh BBIJEIUTH BapUaHThI, HauOoOJee CHUJIBHO BIHMAIOIIME Ha
TOYHOCTb DJMHUIE€HETHMYECKOT0 BO3PACTa, U MNPEIIOKUTh KOppeKTHpytomme wmozaenu. Pabora
NOJUYEPKUBAET, YTO NMEPEHOC «EBPONMEUCKUX» OMOMapKEPOB CTapeHUs Ha Jpyrue MOmyssaiuu 6e3
nepeoOydeHuss MOXET BeCTH K CHCTEeMAaTHYEeCKUM KIMHUYECKUM OIIMOKaM TIpU OLEHKe
OMOJIOrNYECKOro BO3pacTa U PUCKOB BO3PACT-3aBUCUMBIX 3a00JI€BaHUI.

o PriHOuHas peamusanus: Jla.
o @opmar: DNUTeHETHYECKHUE TECTHI BO3PACTa.

o IIpumepsr: TruDiagnostic, Elysium Health (agantupoBannbie yachr).

(Hauoeno npu nomowu ChatGPT)


https://www.nature.com/articles/s42003-025-08893-0
https://www.nature.com/articles/s42003-025-08893-0

MacuiTadbupyveMblid M TOUHLIA MeTa-aHaJIn3 peaknx BapuanTos ¢ Meta-SAIGE

(Nature)
Park, E., Nam, K., Jeong, S. ef al. Scalable and accurate rare variant meta-analysis with Meta-
SAIGE. Nat Genet 57, 3185-3192 (2025). https://doi.org/10.1038/s41588-025-02403-y

B crarbe npencrasien Meta-SAIGE, HOBbII MeTO MeTaaHanM3a PEJKUX BapUAHTOB, KOTOPBIN
paboTaeT Ha CBOAHBIX CTAaTHCTUKAX WM MpEeIHA3HAYCH /Il OObCIUHCHHS JAHHBIX OOJBIIHX
O0M00aHKOB. ABTOPBI UCXOSAT M3 TOTO, YTO CYIICCTBYIOIIHME METOABI METaaHaIu3a JUIsl PEIKHX
BApPHAHTOB TUIOXO KOHTPOJHUPYIOT ommOKy | Tuma mnpu OWHAPHBIX TPU3HAKAX C HHU3KOU
pacpoCTPaHEHHOCTHIO M 9acTO TPEOYIOT MOCTPOCHHUS OTHEIbHBIX LD-MaTpuil ams KaxkIoro
(deHoTuma, YTo pe3Ko YBEINUMUBAET BeIuucauTeabHbIe 3aTpaThl. Meta-SAIGE pacmmpser SAIGE-
GENE+ u ucnonb3yer AByXypOBHEBYIO alMpoKCUMalnio cenioBoit Touku (SPA), Bkirouas SPA
JUIsl CTaTUCTUK OLICHOK B Kaxkzoi koropre u SPA Ha ocHoBe xonmdectBa reHotunoB (GC) mis
00BEAMHEHHON CTATUCTUKHM, YTO TO3BOJISIET TOYHO OIEHUBATH HYJEBOE paCIpeiesieHUEe |
KOHTPOJIMPOBATH 4acTOTy OmnOoK [ Tuma. KimtoueBbIM MPEeuMyIIECTBOM SBIISIETCSI BO3MOXKHOCTD
UCIIONB30BaTh OAHY paspekeHHyro LD-marpunyy mis Bcex ¢eHoTunoB. MopenupoBaHue Ha
nanabix WES UK Biobank mokassiBaet, uto Meta-SAIGE obGecnieunBaeTr HanéKXHbII KOHTPOJIb
omunOku | Tuma W MOIIHOCTH, COMOCTAaBUMYIO C OOBECAMHEHHBIM aHAIM30M Ha YpPOBHE
nHauBUyanbHbIX NaHHBIX SAIGE-GENE+, npu 3HauuTenbHO MEHBIIMX 3aTpaTax pPecypCTB.
[Tpumenenue k nanabiM UK Biobank u All of Us nansa 83 ¢enorunos BeisiBuiao 237 accoruanui
reH--IIPU3HAK, U3 KOTOpbIX 80 He OBbLIM 3HAYUMBI HU B OJJHOM HabOpe JaHHBIX 110 OTAECTBHOCTH.

o PriHOuHas peamuszanus: Her.

e Ha poiHke noka He IPEACTaBIECHO (HOBBIM HHCTPYMEHT).

(Hatioeno npu nomowu Grok)

IHoanorenomuoe cexkBeHupoBanue 3135 4YeloBeK, NPEICTABJISIONINX

I'CHCTUYCCKOC pasnooﬁpasne HaceJeHus nonuu

(Nature)

Higasa, K., Kamatani, Y., Kawaguchi, T. et al. Whole-genome sequencing of 3135 individuals
representing the genetic diversity of the Japanese population.J Hum Genet (2025).
https://doi.org/10.1038/s10038-025-01430-1

B paGote paccmarpuBaercs mpoOieMa CMEMIEHUS KPYIHBIX TPOEKTOB IMOJTHOTEHOMHOTO
CEKBEHMPOBAHMSI B CTOPOHY IMOMYJALUNA €BpPOMEHCKOTO MPOUCXOXKAEHUS, YTO 3aTpyIHSET
BBISIBJICHHE TEHETHMYECKHX BapHaHTOB, CBA3aHHBIX C 3a00J€BaHMSIMHM, Y HEJAOCTATOUYHO
MPEJCTaBICHHBIX STHUYECKUX TPy, BKJIoUas AnoHieB. YToObl co3aaTk O6oiee MoNHbIM KaTanor
BapHallMii, aBTOpbl ceKBeHHpoBaiu 3135 uenoBek, BHIOPAHHBIX TakK, YTOOBI OXBAaTUTh LIUPOTY
TEHETUYECKOTO0 pa3zHooOpa3usi SAMOHCKOM momymsiuu. Bcero Opuio oOHapykeHo 44,7 MiH
BapuaHToB, npuuém 31% penxux BapuantoB (MAF <1%) okazanuce HOBbIMH. Ha ocHoBe
MOJTyYEHHBIX JaHHBIX ObLia MOCTpOEHa peepeHTHas MaHelb TalJIoTUIIOB U rpadoBas CTPyKTypa
pedepeHCcHOH nocae10BaTeIbHOCTH, MPeAHa3HAYCHHbIE JIJ1S TOBBIIIEHUS TOYHOCTH UMITYTalluH U
0osiee KOPPEKTHOTO BBISBICHUS BapUAHTOB, OCOOCHHO HM3KOYACTOTHBIX. AHAIN3 TOKa3aj, 4To
MHTETPallUsl JaHHBIX W3 STHUYECKU PA3HOOOPA3HBIX TMOMYNIALMH CYIIECTBEHHO YIydlIaeT
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CIIOCOOHOCTh OOHAPYKHUBATh BapUAHTHI, ClICHUGUYHbIE JIJISl TOMYISIIIUY, U TOBBIIIAET TOYHOCTD
UMHTEpIIpeTaluu TeHetudeckod wuHdopmanuu. [lomydeHHble pecypcbl oOecneuuBaroT Oolee
MOJTHOE MPEJCTABICHUE O CTPYKTYpPE SIMOHCKOMN MOMYNSIIMA U MOTYT CIIOCOOCTBOBATH Pa3BUTHIO
MPELM3UOHHON MEIUIIMHBIL, TO3BOJISASI KOPPEKTHEE BBIABIATH KIMHUYECKU 3HAYUMbIE BApPUAHTHI Y
MAIMEHTOB U3 Pa3HBbIX T€HETUYECKUX IPYMIL.

o PriHoyHas peanusanus: [a.
o @opwmart: PedepenTHbIc maHen.

e IIpumepsr: gnomAD, 1000 Genomes (B cepBucax AncestryDNA, Nebula Genomics).

(Hauoeno npu nomowu Grok)

(HoBbIE pe3yTbmamol, MemMoOOI02UYeCKUe YIYYuleHUsl, pe2yIsimopHble uwazi)

daza 1 ucnpiTanuii renHoro pearakrTuposanusg CRISPR-Cas9., HanpaBJIeHHOT0

Ha ANGPTL3

(The New England Journal of Medicine)

Luke J. Laffin, Stephen J. Nicholls, Russell S. Scott, Peter M. Clifton, John Baker, Ashish Sarraju,
Phase 1 Trial of CRISPR-Cas9 Gene Editing Targeting ANGPTL3. N Engl J Med 2025;393:2119-
2130. DOI: 10.1056/NEJMoa2511778

Komnanus-pa3paboTuuk cooOmmia MepBble pe3ylbTaTbl Iin  Vivo-peJaKTMPOBAaHUS T'eHa
ANGPTL3 ¢ nomompto CRISPR-npemapara CTX310 y mnanueHTOoB C  TSDKENOU
TUIEPXOJIeCTEPUHEMHUEH, PE3UCTEeHTHOW K cTaHaapTHoW Tepanmuu. OgHOKpaTHas UHQY3Us
momudunupoBanueix JIHII, nocraBmsrommx CRISPR-cucremy B remarouuTsl, MpUBOIMIA K
crabunbHOMy mnofaBineHuto ypoBHe ANGPTL3 u croiikoMy CHMXKEHHIO KOHIEHTpaluu
TpuruuepuoB u xonecrepuna JIITHIT va necsatku npounenToB. Ha paHHUX cpokax HaOmoaeHus
cepb&3HbIX off-target-ad¢dexToB M cHrHaNOB MO 0E30MAaCHOCTH HE 3apEeTUCTPUPOBAHO, YTO
0COOEHHO BaXHO JUIsI BMEUIATE]IbCTBA B 3JI0OPOBBI T'€H COMAaTMUYECKUX KIETOK. ABTOpPHI
NOA4YEPKUBAIOT, YTO, B OTIIMYME OT KIACCHYECKUX MOHOKJIOHAIbHBIX aHTuTen uinu PHK-repanuu,
OJTHOKPATHOE T€HETUYECKOE «BBIKIIOUEHNE» MUIIEHH MOXKET 00€CTIe€YUTh MHOTOJIETHUH (et
Ipy MHUHUMAaJbHOM Harpy3ke Ha mnamnuenta. [Ipm 3ToM mnomdyépkuBaeTcs HEOOXOAUMOCTH
JOJITOCPOYHOTO OHKOJIOTUYECKOTO U UMMYHOJIOTHYECKOT0 HabmtoneHusi. Pabora qeMoHCTpUpYeET,
yto KoHuemnuus «one-shoty CRISPR-tepanuu ana kapanomeraOonndeckux 3aboseBaHUN
MIEPEXOUT U3 TEOPHUH B MPAKTHYECKUE KIIMHUYECKUE UCTIBITAHMS.

o PriHOuHas peamuszanus: Her.

e Ha PBIHKC ITOKa HC TPCACTABJICHO (KJII/IHI/I‘-IGCKI/IC I/ICHLITaHI/Iﬂ).

(Hatioeno npu nomowu ChatGPT)


https://www.nejm.org/doi/full/10.1056/NEJMoa2511778?utm_source
https://www.nejm.org/doi/full/10.1056/NEJMoa2511778?utm_source
https://www.nejm.org/

OcCHOBHBIE CYIIPECCOPHLIEC TPHK, YCTAHOBJICHHBIC B X01€ PCAAKTHPOBAaHMI,

JJIS1 peJAKTHPOBAHNMS T€eHOMA, He 3aBUCAILIET0 OT 3a001eBaAHUS

(Nature)

Pierce, S.E., Erwood, S., Oye, K. et al. Prime editing-installed suppressor tRNAs for disease-
agnostic genome editing. Nature 648, 191-202 (2025). https://doi.org/10.1038/s41586-025-
09732-2

JlaGoparopus [IpBuna Jlro nmpencrasuia B Nature KOHIENITYalbHO HOBYIO CTPATETHIO: C IIOMOIIBIO
prime editing u3meHuTs 3H10reHHY0 TPHK Tak, 4To0b OHA mIpeBpalianach B «CyIPECCOPHYIO»
(sup-tRNA) u ymena «IepeyuTbIBaThy» IPEXKIEBPEMEHHbIE CTOIN-KOJAOHBI. Takol oxuH pa3
YCTaHOBJIEHHBIH B TeHOM sup-tRNA Teopernyecku NO3BOJSET JIEUUTh MHOMKECTBO Pa3HbIX
3a00JeBaHNi, B OCHOBE KOTOPBIX JIe)KaT HOHCEHC-MYyTallMM B JIIOOBIX T'€HaX, OT OoJe3He
HaKOIUTIeHUs (Harpumep, cuaapoM ['ypiiep) 10 HeKOTopsIX GopM KUCTO3HOTO (hrbpo3a u Oone3Hen
ceryarku. B mbimmHON Mmonenu cunapoma I'ypnep takas pemaktupoanHas TPHK 3amerno
yYMEHbIIaJIa TaTOJIOTUYECKHE MPOSBICHUS Oe3 JETEeKTHPYEeMBIX IMOOOYHBIX JPQPEKTOB Ha
HOpPMaJIbHBIE CTOIN-KOZOHBL. PaboTa BocmpuHUMaeTcss Kak mar K «00JIe3Hb-arHOCTHYHBIMY)
TEHHBIM TepamnusM, rjae BMecto coteH oTaenbHbix CRISPR-mpenaparoB monm Kakayr penkyro
SNV MoxeT nosIBUTHCS OAMH YHUBEPCAJIbHbIN NOAXO JUIsl O0JIBILION IPyIbl HOHCEHC-MYTallUM.
[Toka pedb UAET O TOKIMHUYECKOH CTauH, HO B HOSIOPE BBIIILTH U 0030PbI, CHCTEMATU3UPYIOIIHNE
HaKOIUIEHHBIN onbIT prime editing u base editing u1st Toueunoit koppekuu SNV in vivo.

e PriHOYHas peanuzanus: Her.

e Ha pbiHKe OKa He IPEACTABIECHO (JOKIMHUYECKAs).

(Hauoeno npu nomowu ChatGPT)

XaApPaAKTePUCTHKA H KOHTPOJL pe3viabraroB penapammun  CRISPR B

HCACJAAINMNXCH KJICTKAX YCJI0BCKA

(Nature)

Ramadoss, G.N., Namaganda, S.J., Kumar, M.M. et al. Characterizing and controlling CRISPR
repair outcomes in nondividing human cells. Nat Commun 16, 9883  (2025).
https://doi.org/10.1038/s41467-025-66058-3

ABTOpBI HCCIEIOBAIM, KaK HEAENsIINecs KIeTKU (HeHpOHBI, KapAUOMHOLUTHI, mokosmuecs T-
KJIETKH), BOCCTaHaBIMBAalOT nABOHHbIE pa3peiBbl JIHK mocne penaktupoBaHuss ¢ MOMOIIbIO
CRISPR-Cas9. Onu nokazany, 4To B HEJENSALIMXCS YEeIOBEUECKHX HEeWpOoHax MyTH penapanuu
OTIIMYAIOTCS OT TE€X, YTO PalbOTaOT B JeNsIIUXCA KiIeTkax. Tak HexenareiabHble KpyIHbIE
JeNeH, XapaKTepHble NJs ACNAUIMXCS KJIETOK, IOYTH HE BCTPEYAIOTCS, BMECTO ATOTO
npeo0IaiatoT MEJKKe UHIETBI, a BoccTaHoBineHune JIHK mpoucxonut MenineHHo, HHISb-MY TalluH
HAKaIUIMBAIOTCSl HeAeNsIMU. ABTOpbHI pa3paboTanu MeToauKky aoctaBkd Cas9 ¢ MmoMoIIbio
BUpyconoaooHsix yactull (VLP) u npogemoHcTprpoBanu BeICOKYIO 3G (EKTHBHOCTh BBEIEHUS
Cas9 B iPSC-netiponsl. [locne penakTupoBaHusi B HEMpPOHAX HAOMIOANACH TPOMOIDKUTEIbHAS
aktuBauus JIHK-penmapaliiOHHBIX TE€HOB, BKJIIOYas HEOXHJIAHHBbIE (DAKTOPBI, TPaTUIIMIOHHO
CUMTABIINECS HEAKTUBHBIMU B IOCTMUTOTUYECKUX KieTKaxX. [Ipy XMUMUUECKOM UITM TEHETUYECKOM
BMmemarenscTBe  (uHruOupoBanne RNR, PHK-untepdepenuus) ymamoch  HampaBHUTb
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https://www.nature.com/articles/s41586-025-09732-2
https://www.nature.com/articles/s41586-025-09732-2
https://www.nature.com/articles/s41467-025-66058-3
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BoccranoBieHue JJHK B monb3y npenackazyembIX M JKelaTeabHbIX MHAETOB. Tak, Ha mpumepe
HEHPOHOB, KapAMOMHOIIMTOB M T-KJIETOK IMOKa3aH, 4YTO MOXHO HE NPOCTO PEeIaKTHPOBATh,
a KOHTPOJIMPOBaTh, KaK OTPEMOHTHPYETCS pa3phiB, yimydiias 3(PQGEeKTHBHOCTh W TOYHOCTH
CRISPR-penakTupoBaHus B KIMHUYECKU 3HAYUMBIX, HO HE JCIISIIINXCS KIETKAX.

o PriHoynas peasmsanus: Her.

e Ha priHke moka He IPEACTaBICHO (UCCIeI0BATEIbCKUMN).

MoayvabHasi _crparerusijgoctaBku _CRISPR-Cas9 4epe3 BHeEKJIETOUYHbIE
BC3UKVJIbI IMMOCPCACTBOM 3aIrpyV3KM HAa OCHOBC alTaMEpPoOB U BbICBOﬁO)KI[eHI/IH
rpy3a noj jaeiicreueM Y®-u3JjaydyeHus

(Nature)

Elsharkasy, O.M., Hegeman, C.V., Driedonks, T.A.P. et al. A modular strategy for extracellular

vesicle-mediated CRISPR-Cas9 delivery through aptamer-based loading and UV-activated cargo
release. Nat Commun 16, 10309 (2025). https://doi.org/10.1038/s41467-025-65995-3

ABTOpBI TIPEICTABIAIOT YHUBEPCAJIbHYIO MOIYJIbHYIO CTpaTeruto AoctaBku RNP-xomruiekcoB
Cas9 (u ero BapHaHTOB) B KJIETKH C IIOMOIIBIO BHEKJIETOUHbIX Be3ukyn (Extracellular vesicles,
EV). ABTopsl HCnonb3yl0T BbicokoapGUHHOE CBsI3bIBaHHE OENKOB 0005104k MS2, CIHUTBHIX ¢
oboramensiMu B BKB 6enkamu, ¢ antamepamu MS2, BkitoueHHbIME B Hanpasistoniie PHK, B
codeTaHuM ¢ (poTopaznaraeMbIM JUHKEPHBIM IOMEHOM, akTUBUpYeMbIM Y®-u3zinyuyenuem, PhoCl.
Bbonee Toro, Mel feMoHcTpupyeM, uTo Cas9 MoxkeT OBITh JIETKO 3aMEHEH JPYyTUMH BapUaHTaMH,
BKJItOYasi TpaHCKpUNIMOHHBIM aktuBatop dCas9-VPR u pemakTop aJeHMHOBBIX OCHOBAHUM
ABES8e. Jlns ocBoboxaenus Cas9 BHyTpH kietku npumeHéH PhoCl nomen, aktuBupyemsiiit UV-
cBeToM: nocie BoiaeneHus: EV u kparkoro ocsemienusi, RNP-kommieke otaensercs ot MeMOpaHbl
BE3UKYJIbl. DKCIIEPUMEHTBl Ha KJIETKaX C (IyOpEeCLEHTHBIM pernoprepoM Mokaszanu, yro UV-
aKTUBAlUsl PE3KO MOBbIMNAET 3(P(PEKTUBHOCTh PENAKTUPOBAHUA: JOJS KIETOK C YCIEUTHON
akTuBarei Berpocia ¢ ~ 2 % no ~ 28 %. [Inardpopma coxpaHseT yHUBEPCAIbHOCTh: OHA TIOJIXO/IUT
st poctaBku kak Cas9-nykieassl, Tak U dCas9-PR (TpaHCKpUNLIMOHHBIX aKTUBAaTOPOB) U
aJICHMHOBBIX 0a30BbIX peAakTopoB (Hanpumep, ABE&e). ABTOpbI 1€MOHCTPUPYIOT, UTO UX METOJ
CTaOWIBHBIM, THOKMI W 3HAYATENIPHO YIy4YlIaeT BHYTPUKICTOUYHYIO gocTaBky (as9-
MHCTPYMEHTOB, UTO Ba)KHO ISl TEPAIeBTUYECKOW TeHOMHON MH)KEHEPHH.

e PoiHOuHas peamuszanus: Her.

e Ha priHke moka He IPEICTABICHO (IKCTIEpUMEHTAIbHAs).

(Hatioeno npu nomowu Grok)

(HoBble Oannbie, KIUHUYECKUe pe3yibmamyl)

Ucnoan3oBanne CAR-T-kiaeTok 1js noiep: kK reaHou repanuu npu DMD
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https://www.nature.com/articles/s41467-025-65995-3
https://www.nature.com/articles/s41467-025-65995-3
https://www.nature.com/articles/s41467-025-65995-3
https://doi.org/10.1038/s41467-025-65995-3
https://www.institut-myologie.org/en/2025/11/05/the-use-of-car-t-cells-to-support-gene-therapy-in-dmd/?utm_source

(Institute of Myology)
FAP-CAR-T cells reduce dystrophic muscle fibrosis, improving adeno-associated virus gene
transfer efficacy. Ferrand M, Rocca CJ, Corre G et al. Mol Ther Methods Clin Dev. 2025 Jul

HccnenoBarenn u3 Généthon npuMeHWIM TeHETHYECKH MOAUGUIMPOBAaHHBIE T-TUMEGOIUTHI
(CAR-T xnerok Ttuma FAP) mns noBeimeHus 3G@(EKTUBHOCTH TMEPEHOCA TEHETHYECKOTO
MaTepuaia ¢ IOMOIIbIO aJ€HO-aCCOLMUPOBAHHBIX BUPYCOB (AAV) B paMKax I'€HHON Teparuu.
ITocne nByx BBemenmii 3t CAR-T-KIeTKH MOKa3aid CrOCOOHOCTh yMEHbBIATh (PUOpOTHUECKHE
npoIiecchl, HaOMOIaeMble B MBIIIMHONW MoeNu MblmeyHoi auctpodun dromenna (DMD). Onu
TaKKe MO3BOJSUIM YJAJIATh MBIIIEUHbIE NPEALIECTBEHHUKN C BBICOKUM (PHOPO-aJUIIOreHHbIM
noreHuuaioM. Ilpu wucnonp3oBaHMM B IPOTOKOJIAX IEpeHOca IeHa B TOM ke MoAenu
3¢ PEKTUBHOCTh T€HHOM Tepanuy ObliIa MOBbIILIEHA. JTa paboTa JEMOHCTPUPYET YCUIMBAIOLLYIOCS
B3aUMOCBA3b MEXAY KJIIETOYHOHN TEpANMEe U TeHHOW Tepanuen.

e PriHOYHas peanuzanus: Her.

e Ha psiHke noKa He IPEACTABIECHO (JOKIMHUYECKAs).

(Hauoeno npu nomowu ChatGPT)

Tepanmusa aHTH-BCMA CAR-T Vv nanmMeHToOB ¢ NPOrpecCHpPVIONIAM
pacCcesHHBLIM CKJIEPO030M
(A Cell Press journal)

Qin, Chuan et al. Anti-BCMA CAR-T therapy in patients with progressive multiple sclerosis.Cell,
Volume 188, Issue 23, 6414 - 6423.¢el1

[Tporpeccupyromuii  paccesHubiii ckinepo3 (IIPC), xapaxrepusyrommuiics yCTOWYMBBIM U
HEYKJIOHHBIM YXY/IIEHUEM COCTOSIHMS, B HAcTosllee BpeMs He nMeeT 3(PPEKTUBHBIX METOJOB
neyeHus. XOTs HEAABHHME HCCIIEOBaHUS MOAYEPKUBAIOT posib B-kierok B dopmupoBanun
KOMITapTMEHTAJIN3UPOBAHHOTO BocnalieHusl eHTpaibHoil HepBHOU cucteMbl (LIHC) mpu I1PC,
CYIIECTBYIOIIME MOJIXO/Ibl K UX UCTOLICHUIO, Harpumep, aHTH-CD20 MOHOKJIOHANIbHBIE aHTUTEIIA
OKa3bIBalOTCSI HEJJOCTATOYHO A(PPEKTUBHBIMU ITPOTUB JIa3MaTUYECKUX KIIETOK, JTOKAJIIM30BaHHBIX
B [IHC. B nanHoii pabote onucano sedenue nati nauneHTos ¢ [IIMC (onHOro ¢ nepBUYHBIM U
yeTbIpéx co BropuuHbIM [IPC) ¢ ucnons3zoBanmem CAR-T-Tepanuu, HalelneHHON Ha aHTUTEH
co3peBanus B-kineroxk (BCMA), B paMkax HpoOJOSDKAIOLIETOCS KIMHUYECKOTO HCCIIETOBaHUS
¢a3el 1. HabGmomanucs nuiib J€rkue nooouHblie 3P PeKThl: CHHAPOM BBICBOOOXKIEHUS LINTOKMHOB
1-ii cTeneHn U OUTONEHUH >3-i CTENEHU, BO3HUKABUIME Yy BCEX NMAIMEHTOB B TeueHue 40 nHen
nocie WHQY3UU. ABTOPHI BBIIBHJIM HCTOLICHHE IJIa3MaTHUeCKUX KieTok B otraenax LHC,
JuMTenbHoe npucyrcrsue n quHaMuKy CAR-T-kneTok B CIMHHOMO3TOBOM KHAKOCTH, a TAKXKe
CHIW)KCHHWE AaKTUBAllMM MMKPOIIMM. OTHU  JAaHHBIE JIEMOHCTPUPYIOT IOTEHIHAIBHYIO
npuMeHuMocTs aHTH-BCMA CAR-T-Tepanun ans ynydiieHus: KIMHUYECKUX ucxonos mpu [1PC.

e PoiHOuHas peanuzanus: Jla.
o @opwmar: Knerounas tepanusi.

o IIpumepsr: Breyanzi, Abecma (antu-BCMA CAR-T, agantupyemsie).

(Hauoeno npu nomowu Grok)
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(CRISPR-Cas9, prime editing, base editing, TALEN, ZFN — 015 ucnpasieHusi KOHKPemHuLX Mymayuii npu
HACIeOCMBEHHbIX OHKOCUHOPOMAX U PUCKE BHE3ANHOU CepOedHOU cMepmu)

Tapreruoe perakTupoBanue natoreHHbIX SNV (CRISPR / prime editing)
(Nature)

Pierce, S.E., Erwood, S., Oye, K. et al. Prime editing-installed suppressor tRNAs for disease-
agnostic genome editing. Nature 648, 191-202 (2025). https://doi.org/10.1038/s41586-025-
09732-2

JlaGoparopus [I3Buna Jlro nmpencrasuia B Nature KOHIENITYalbHO HOBYIO CTPATETHIO: C IIOMOIIBIO
prime editing u3mMeHuTh 3HA0reHHy0 TPHK Tak, yToObl OHa mpeBpalanach B «CyIpecCOpHYIO»
(sup-tRNA) u ymena «mepeduThiBaTh» NPEXKJIEBPEMEHHbIE CTON-KOJOHBL. Takoil omuH pa3
YCTaHOBJIEHHBIH B TeHOM sup-tRNA Teopernyecku MO3BOJSET JIEUUTh MHOMKECTBO Pa3HbIX
3a00JeBaHN, B OCHOBE KOTOPBIX JIe)KaT HOHCEHC-MyTallUM B JIIOOBIX T'€HaX, OT OoJe3HeH
HaKOIUTIeHU (Harpumep, cuuapoM ['ypiep) 10 HeKoTopsIX GopM KUCTO3HOTO (hrbpo3a u Oone3Hen
ceryarku. B mbimumHON Monenu cunapoma I'ypnep takas pemaktuposanHas TPHK 3amerno
yYMEHbIIaJIa TAaTOJIOTUYECKHE MPOSBICHUS Oe3 JETEeKTHPYEeMBIX IMOOOYHBIX JPQPEKTOB Ha
HOpPMaJIbHBIE CTOIN-KOZOHBL. PaboTa BOcmpMHHMMaeTcs Kak mar K «0oyie3He-arHOCTHYHBIMY)
reHHeIM TepanusiM. Bmecto coten otaenbubix CRISPR-npenaparoB nmon kaxayroo peakyio SNV
MOJKET MOSIBUTHCS OIMH YHUBEPCAIBHBIN MOIXO/ JIs1 O0IBIION IPyIIbl HOHCeHC-MyTanuil. [loka
peub UAET O NOKIMHUYECKOW CTaJuu, HO B HOSAOpE BBIIUIM W 0030pbI, CHCTEMATH3HPYIOIINE
HaAKOIIJICHHBIN ombIT prime editing u base editing 15 Toueunoi koppekuuu SNV in vivo.

o PriHOuHas peanmuszanus: Her.

o Ha pbIHKe IT0OKa HE IIPEICTABIICHO.

(Hatioeno npu nomowu ChatGPT)

(spatial transcriptomics, npocmpancmeentbvle MyTbmuoMHble Kapmobi)

HoBble nocTH:KeHHST B 00JJACTH NPOCTPAHCTBEHHOW TPAHCKPHITOMHKH C
ucnojgn3dopanueM MERFISH 2.0 orkpbIBaloT gocryn kK uHGOpManum o0

MHUKPOCPEIAC OIIYXO0JIHU
(Lournal for ImmunoTherapy of Cancer)

102 New developments in spatial transcriptomics using MERFISH 2.0 unlock insights into the
tumor microenvironment. BMJ Group.Journal for ImmunoTherapy of Cancer.November
202513(Suppl 2):A115-A115. DOI:10.1136/jitc-2025-SITC2025.0102
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HccnenoBanre MOOCBSAIEHO HCIIONL30BaHHIO 0O0OHOBIEHHONW TexHoimorun MERFISH 2.0 Ha
miarpopme MERSCOPE® Ultra™ mist mpoCTpaHCTBEHHON TPAHCKPUIITOMHKH OITYXOJIEBBIX
o0pa3ioB. HecMoTps Ha ycriexu UMMyHoOTepanuu, e€ 3pPeKTUBHOCTH CYIIECTBEHHO Pa3IMyaeTCs
MEXIy MalMEeHTaMu, U TOHMMaHUE B3aUMOJCHCTBUS OIyXOJIM U UMMYHHOH CHUCTEMBbI OCTAETCS
kioueBbiM. MERFISH 2.0 3HaunTeI5HO MOBBINIAECT YyBCTBUTEIBHOCTh 00HapYykenus PHK, uto
ocobenHo BakHo nipu padote ¢ FFPE-o6pa3niamu u Tkansmu ¢ Hu3kuM kaaectBom PHK. B paGore
UCIIOJIB30BAIM 5S-MUKPOMETPOBBIE Cpe3bl Pa3IUYHBIX OMyxosield (JIEFKOro, TOJCTOW KHUIIKH U
MOJIOYHOW J>KeJe3bl) U MPUMEHSUIM BBICOKOIUIEKCHbIE TaHenu Ha 815 reHoB najs aHanusa
TPAHCKPUNTOMHBIX cUTHaTyp. [lomydyeHHble naHHBIE MO3BOJIMIM MOAPOOHO KAPTUPOBATH H
AHHOTHPOBATh BCE THUIIbI KJIETOK B OIYXOJISIX, BKIIIOYAsi 3HAYUTEIIbHBIE CKOTUICHHS UMMYHHBIX
kiaerok. MERFISH 2.0 oGecnieunn BBICOKYIO 3(p(heKTHBHOCTH AETEKIMH TPAHCKPUITOB, UYTO
YAYUYLIMJIO KayeCTBO IOCIEAYIOIIET0 aHaliu3a, BKJIKOYas H3Y4YEHHE KIIETOYHBIX IOJTHUIIOB,
MEXKJIETOUHOW KOMMYHHKAIlMA H (YHKIMOHAIBHBIX cocTossHUM T-xietok. [loBeimenHas
YYBCTBUTEIBLHOCTh K MapKEpaM C HU3KOW JKCIIpecCcHell caenana BO3MOXKHBIM Oolsee rimy0okoe
npoGUIMPOBAaHNE UMMYHHOW HH(WIBTPAUKA U TETEPOTCHHOCTH OITYXOJIEBOW Cpeabl. ABTOPHI
3aKJIIOYAIOT, 4YTO TaKUE BBICOKOPA3PEKEHHbIE IPOCTPAHCTBEHHbIE JaHHbIE 3HAYUTEIBHO
pacmMpsOT BO3MOKHOCTH HMCCIIEIOBAaHUSI OMOJIOTHH OMyXOJied M (OPMUPOBAHUS MMMYHHOTO
OTBETA, OTKPbIBasi HOBbIE HAIIPABJICHUS I pa3pabOTKHU TepaneBTUYECKUX CTPATETUH.

e PriHOYHas peanuzanus: Ja.
e  ®opwmar: [Tnardopma.

o IIpumepsr: Vizgen (MERSCOPE).

(Hauoeno npu nomowu ChatGPT)

OHDEI[CJ'ICHI/IC COCTaBa KJICTOYHbLIX THIIOB M MNMPOCTPAHCTBCHHLIX KapT
O0T/1eJIbHbIX KJIECTOK HA OCHOBE JIAHHBIX IPOCTPAHCTBEHHON TPAHCKPUIITOMUKH
¢ ucnoJjb3osanneM SWOT-anaaunza

(Nature)

Wang, L., Hu, Y. & Gao, L. Inference of cell-type composition and single-cell spatial maps from
spatial ~ transcriptomics data with SWOT. Commun Biol 8§, 1611 (2025).
https://doi.org/10.1038/s42003-025-09001-y

Craress  ommceiBaer  Metoq  SWOT,  mpoCTpaHCTBEHHO-B3BEIIEHHBIM  ONTHUMAaJIbHBINA
TPAHCIOPTUPOBKH, pa3pabOTaHHBIA I ONpEAETCHUs KaK COCTaBa THUIOB KIETOK, TaK H
IIPOCTPAHCTBEHHBIX KapT OTAEIBHBIX KJIETOK HAa OCHOBE IPOCTPAHCTBEHHON TPAHCKPUIITOMUKHU
TOYEYHOTO pa3pelieHus. ABTOpbI NOJUEPKUBAIOT, YTO COBPEMEHHBIE IPOCTPAHCTBEHHBIEC JaHHBIE
4acTO HE JOCTHUTalOT Pa3pelICHHs] OJHOM KIIETKHM, a CYIIECTBYIOIIME METOIbl JACKOHBOIIOLUU
OTpaHUYEHBI OLIEHKON MPOMOPLUI KIETOYHBIX TUIIOB U HE MO3BOJISIOT TOYHO UACHTU(UIIUPOBATH
ornenbHble kineTku. SWOT unrerpupyer nannsle scRNA-seq u ST, ucnonbsys crpaTeruto
IIPOCTPAHCTBEHHOI'0 B3BELIMBAHUA U CTPYKTYPY ONTHMAJIBHOIO TPAHCIOPTA Ul MOCTPOCHUS
BEPOATHOCTHOIO COOTBETCTBHSI MEXAY KJIETKAMHU U IATHAMHU. METOA BBIUMCISAET PacCTOSHUSA
MEXIY KJIETKaMHU, PACCTOSHMSA MEXIY KICTKAMHU U IATHAMU U PACCTOSHUS MEXKIY IATHAMM.
ITosry4eHHOE COITOCTABIEHUE MTO3BOJISAET OLICHUTH IPOIIOPLIMY THUIIOB KJIETOK, KOJIMYECTBO KIIETOK
HAa IIITHO U IIPOCTPAHCTBEHHBIE KOOPAMHATHI OTAENIbHBIX KIETOK. Ha MonenupyeMbIX U peanbHbIX
Habopax gaHHBIX SWOT neMoHCTpUpYEeT MpPEerMyIecTBa B TOUHOCTH OIEHKH COCTaBa KIIETOK,
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MOCTPOEHUHM MPOCTPAHCTBEHHBIX KapT OTHENbHBIX KIETOK M BBIIBICHUH MPOCTPAHCTBEHHBIX
NaTTepHOB AKcmpeccuu. Takke MeTox oOnerdaer UACHTHUPHUKAIMIO U (DyHKIHMOHATBHYIO
AQHHOTALMIO KJIETOYHBIX OKPECTHOCTEW TKaHeW, TMOAJEpKUBasg aHallu3 MEXKKJIETOYHBIX
B3aUMOJICHCTBUM U apXUTEKTYPhI TKAHEH.

o PriHoynas peasmsanus: Her.

e Ha PBIHKE ITOKAa HE IPCACTAaBJICHO.

(Hauoeno npu nomowu Grok)

HDOCTDaHCTBeHHaH MVJIbBTHOMHUKA BbIABJAACT AarpC€CCUBHLIC NMPU3HAKH pPaKa
HDCI[CTaTeJILHOﬁ AKECJIC3bI, BbLIABJIAN I[MPOBOCIHAJUTCJIBHYVI0O XCMOKHHOBYVIO
AKTHBHOCTb B MUKPOCPCIAC ONNYXO0JIHU

(Nature)

Krossa, S., Andersen, M.K., Sandholm, E.M. et al. Spatial multi-omics identifies aggressive

prostate cancer signatures highlighting pro-inflammatory chemokine activity in the tumor
microenvironment. Nat Commun 16, 10160 (2025). https://doi.org/10.1038/s41467-025-65161-9

[TonnmaHue XapakTepuCTHUK MHUKpOOKpyxkeHus omyxonu (TME), cBsizaHHOro ¢ arpeccHUBHBIM
pakom mpencrarensHoi skenesbl (PIDK), numeer BakHOe 3HaueHUe ISl TOYHOM AMATHOCTHKHU U
Je4eHHs. ABTOPBI MPOAHATU3UPOBAIN MPOCTPAHCTBEHHO-PA3PEIIEHHBIE MYJIBTHOMHBIE JaHHBIE
OMyXOJIel TpeACTaTeIbHONW JKene3bl, YTOOBbl BBISIBUTH MOJIEKYISPHBIE CTpaTH(GUKATOPHI
arpecCUBHOTO paka npoctaTbl. OHU OMUCHIBAIOT CUTHATYPY SKCIPECCUU FEHOB arpeCCUBHOTO paka
npocratsl (APC), koTopas nmpeacka3bIBaeT MOBHIIICHHBIN PUCK pElUANBA U METACTa30B B KOTOPTE
u3 1588 mammentoB. Kpome Toro, mpencTaBieHa CUTHATypa «XEMOKHH-OOOTAIIEHHOM KeTe3bh»
(CEG), cienuduynas 1yst MophOIOTHYECKH HEPAKOBBIX MPOCTATHYECKUX JKENE3 y MAIUEHTOB C
arpeccuBHbIM TeueHueM. CurnHatypa CEG xapakrepusyeTcs NOBBIIIEHHOW HKCIpeccuei
MIPOBOCTIAIMTENILHBIX XeMOKHHOB, 000TaleHreM KJIeTOK club-momobHoro Thna n uHpUIBTparuen
MMMYHHBIX KJIETOK B OKPYKaIOIIYI0 CTPOMY. AKTUBHOCTh 00€UX CUTHATYP CBs3aHa CO CHUKECHUEM
YPOBHEH IUTpaTa W IMHKA U yTPAaTO HOPMAIBHBIX CEKPETOPHBIX (YHKIIHUHA MPOCTATUIECKUX
)Kené€3. B COBOKYNMHOCTH Pe3ysIbTaThl MOKA3bIBAIOT, UTO MOBBINIEHHBIA BOCHAIUTENbHBIA CTATYyC,
00yCIIOBJICHHBIN MPOTYKITMEH XEMOKHHOB, HAKOTIIEHUEM club-1moo0HbIX AU TEMNaTbHBIX KIIETOK
U MeTa0OJIMUYECKUMHU CIIBUTAMHU B HOPMAJbHBIX TPEICTATEIBHBIX KeJIe3aX, acCOIMHPOBAH C
nocienyomuM  passutueMm  arpeccuBHoro  PIDK. OTu  curnarypsl MOryT  CIyXHTh
MOJICKYJISIPHBIMUA MapKEPaMU arpeCCUBHOTO TEUCHUS OOJIC3HN M MUIICHSIMU sl CTpaTH(DHUKAITIN
MalMeHTOB U Ppa3pabOTKM HOBBIX TEPANEBTHUUECKUX TOAXOMOB;, HX YYET JOMOJHSET
CYIIECTBYIOIINE KIIMHUKO-TAaTOMOP(OTOTUUECKUE KPUTEPHUH PUCKA.

o ProiHOuHas peamuszanus: Her.

e Ha peiHke nmoka He peaCcTaBIIeHO.

(Haiioeno npu nomowu Grok)
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OO0vueHre HA OCHOBE BeKTOPHBLIX rpadoB A NPOCTPAHCTBEHHOIO

MHOI'OCJIONHOIO MYJIBTHOMHUYECCKOI'0O BHIDABHUBAHUA

(Pubmed)

Lou Y, Li X, Yang Q, Dai H, Ma K, Zuo C. Vector-guided graph learning for spatial multi-slice
multi-omics  alignment. Cell Rep Methods. 2025 Dec 15;5(12):101241. doi:
10.1016/j.crmeth.2025.101241.

[IpocTpaHcTBEeHHOE OTOOpakKEHHME MHOTOCIOWHBIX MYJIBTHOMHKCHBIX JaHHBIX MO3BOJISET
UACHTU(PHUIUPOBATH O0IIHME U CreUn(PUIECKHE I KaKI0T0 Cpe3a KIETOUYHbIe KOMIIOHEHTHI 110
IIPOCTPAHCTBEHHO-BPEMEHHBIM OCsM. CTaTbs ONKCHIBAET HOBYIO MOJAEIbL IPOCTPAHCTBEHHOTO
aHaJM3a MHOTOCPE30BBIX MYJIBTHOMHBIX JaHHBIX (StLVG), npencrapisioniyto co0oil BEeKTOPHO-
HanpaBJIeHHBIH JIETKU TpagoBBIi METOX Il NMPOCTPAHCTBEHHOTO KapTHUPOBAHMSA, MEpEeHOCa
METOK U MJIEHTH(UKALUU HUILI. ABTOPBI OTMEUAIOT, YTO TPAJAULMOHHBIE I'padoBble HEHPOHHBIE
CETH IPEIIOJaraloT OJUHAKOBbIN BKJIAJ BCEX COCEAHMUX KIETOK U HE YUMTHIBAIOT HAIIPABJICHHbIE
WINA YIJIOBBIE XapaKTEPUCTUKU, KOTOpble (OPMUPYIOT COCTOSIHME IIEHTPAJbHOW KJIETKU. DTO
OTFPaHUYMBAET UX CHOCOOHOCTh pa30MpaTh CIOXKHBIE IPOCTPAHCTBEHHbIE CTPYKTYPHI.
Mertoz stLVG pemaer 3ty mnpoOiiemy 3a C4€T JABYX KIIOYEBBIX MEXaHM3MOB: BO-IIEPBBIX, OH
oOy4aeT J1Ba pa3IM4HbIX OOIIMX MPOCTPAHCTB MPHU3HAKOB Ul HECKOJIIBKUX CPE30B, arperupys
UH(POPMALIUIO OT cOoCeJleil C MCIIOB30BAaHUEM BECOB, 3aBUCALIMX OT PACCTOSHUS U HAIIPABICHMUS,
U TpUMEHSAET JUIsl 3TOro IpOTHBOOOPCTByMOLee OOydeHHE; BO-BTOPHIX, OH OOBEIUHSET
HOJIY4YEeHHbIE IPU3HAKH C IOMOLIbI0 MHOTOPAaKypCHONW KOHTPACTUBHOM CTPYKTYphl 00ydeHus. 1o
CPaBHEHHMIO C CYILECTBYIOUIMMHU HHcTpyMeHTamu stLVG nemoHcTpupyer Oonee BBICOKYIO
TOYHOCTb Ha Pa3HBIX TEXHOJIOTHSX, MOJAJIbHOCTAX U YPOBHSX pa3pelieHus M, B YAaCTHOCTH,
YCHEIIHO BbIIEISET IMOTpaHUYHbIE OIyXoJieBble oOnacTu B oOpaslax paka rpyau. Baxknoii
OCOOCHHOCTBIO  SIBJISIETCS  HCIIOJIb30BAaHHWE 3apaHee BBIYMCIEHHBIX BECOB U BBICOKas
BbIUMCIUTENbHAS 3()PEKTUBHOCTD: METOA MOYKHO 3aIlyCKaTh Ha OOBIYHOM HOYTOYKE 3a MUHYTHI,
YTO JIelaeT €ro MaciiTadupyeMbIM [UIsi KpPyMHOMAcIITaOHBIX MPOCTPAHCTBEHHBIX OMICS-
UCCIICJOBAHHM.

o PriHOuHas peamuszanus: Her.

o Ha pbIHKe ITOKa HE IIPEICTABIIECHO.

(Hatioeno npu nomowu Grok)

(cenemuueckue npeopacnoOiONCeHHOCMU Oemell K PA3IUdHbLIM 8UOaM CHOPMA, JCAHPAM UCKYCCTEA UlU
opyaum obracmam 0essmeibHOCmU)

I'eHeTn4yeckue accoumanumm ¢ 06Dﬂ30BaTe.ﬂbeIMH o0JacTAMHU

(Nature)

Cheesman, R., Anapaz, V., van Alten, S. et al. Genetic associations with educational fields. Nat
Genet 57, 2997-3006 (2025). https://doi.org/10.1038/s41588-025-02391-z
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B Nature Genetics omyOIMKOBaHO WCCIEAOBAaHME, TJ€ AaHAIM3UPYETCS TEHETHKa BBIOOpa
00pa3oBareIbHbIX HAIPABICHHH, OT HHKEHEPHBIX U €CTECTBEHHO-HAYYHBIX 10 TYMaHUTAPHBIX U
TBOpuYeckrux. Ha BBIOOpKE COTEH ThICAY JIIOAEH HcciaeroBaTead MOKa3alld, YTO BBIOOp MO
0o0yueHHUsI UMEeeT COOCTBEHHYIO HacleayeMOoCTh (OKOJI0 7%) M 4acTUYHO HE3aBUCUM OT 0OIIei
HacjaenyeMOCTH YypoBHS oOpazoBanusi. GWAS BeisiBUa1 17 HE3aBUCHUMBIX  JIOKYCOB,
ACCOLIMMPOBAHHBIX C MPEANOYTEHUEM TeX WM HHBIX mojeil. HTepecHO, YTO TeHeTH4ecKue
KOppensiiuu O0pa3yloT JBE OCHU: «TEXHHMYECKOE VS COIHUAIbHOE» U «IIPAKTUYECKOE VS
abcTpakTHOE». DTO NEPEKIIUKACTCS C IICUXOJIOTMUYECKIUMH MOJIETISIMU MHTEPECOB U 0COOEHHOCTEH
JUYHOCTU. ABTOPHI MOTYEPKUBAIOT, YTO peub UAET O CIAOBIX CTATUCTUYECKHUX TCHJICHIMAX, a HE
0 «TeHE WHKCHEPa» WM «TeHE My3bIKaHTa». TeM He MeHee Pe3yIbTaThl BAXKHBI I TOHUMAHUS
TOTO, KaK BPOXKAEHHBIE CKJIOHHOCTH B3aUMOJICHCTBYIOT C COIIMATIBLHBIMU (PAKTOpaMHU MpHU BBIOOpE
npodeccun. s mMpakTHUecKoi Mpo(OpUEHTALMU TOKAa PAHO HCIIONB30BATh TaKUE JaHHBIC
HaMpsIMyl0, HO OHM TOATAJKUBAIOT K Oojiee TMOKOMY B3IISiAy Ha CIOCOOHOCTH NEeTed U
TPAeKTOPHH OOyUYCHHUS.

e PriHOYHas peanuzanus: Ja.
e  ®opmar: DTC-tecTbl npeapacnoaokKeHHOCTEN.

o IIpumepsr: 23andMe, AncestryDNA (4epTsl JINYHOCTH).

(Hauoeno npu nomowu ChatGPT)

(CKIOHHOCL K ANIKO2ONUMY, HAPKOMAHUY, MOKCUKOMAHUU, MAOAKOKYDEHUIO, 8 ONpedeseHHbIM 8U0aM
npecmynjieHutl)

BinsiHue OJIMI€HHbIX PUCKOB SHOVHOTpeﬁ.HeHI/IH AJKOI'oJIeM Ha HCDGD&ﬁOTKY

HEIraTUBHBLIX 3MOHﬂﬁ Y MOJIOABIX B3POCJIbLIX, 3JIOVHOTD€6J'IHIOHII/IX AJIKOI'0JIEM
(Nature)

Chen, Y., Luo, X., Li, HT. ef al. The effects of polygenic risks for alcohol misuse on negative
emotion processing in young adult binge drinkers. Trans/ Psychiatry 15, 495 (2025).
https://doi.org/10.1038/s41398-025-03719-3

Crarbsa uccienyet, kak nonureHHsiii puck (PRS) miast 3moynorpeOnenust ankoroneM BIUSET Ha
MOBEJIEHNE U MO3TOBYIO PEAKIMIO Ha HETaTUBHBIE AMOLIMU Y MOJIOJIBIX JTFO/IEH 3JI0yOTPEOISIOIINX
aJIKOToJIeM. Y YacTHUKAMHU CTalu 97 3710yNnoTpeOsonuX ankoroieM u 379 KoHTposiel U3 mpoeKkTa
Human Connectome Project, koTopbIM ObUIa paccuuTaHa CTENEHb TSKECTH YHOTPEOICHHS
ankorodist (PC1) u PRS nns ankoronpHOM 3aBucuMocTt. B pamkax fMRI-ceccuu oHM BBITTONTHSUITH
3aJa4y paclo3HaBaHMs JIMIl C HEraTHMBHOM SMOLIMOHAJIBLHOM OKpackoil (3710CTh/cTpax).
UccnenoBanne mokazano: y 3ioynoTpebmstomux ankorojeM Oonee Bbeicokuit PC1 um PRS
KOPPEeIUPOBAIH ¢ OOJbIIEH BBIPAKEHHOCTHIO COMATHUYECKHX JKanob. Y Takux ydyacTHHKOB PRS
aCCOLIMMPOBAJICSI C YCWJICHHOM aKTUBAIMEW IIMPOKOro Kpyra JIOOHBIX, TEMEHHO-3aThUIOYHBIX
oOnacTell 1 0CTPOBKA, 0COOEHHO Y My 4YHH. D(PEKThI THKEeCTH YyoTpeOneHus: U TeHETUYECKOTO
pHuCKa pa3InyvaInuch 1o obnactam MO3ra U 1o TOJTY.
ABTOPBI JIeNalOT BBIBOJ, YTO T€HETUYECKAs MPEAPACIIONOKEHHOCTh K aJIKOTOJBHBIM MpodiieMam
MOXET MPOSIBIATHCS YK€ Ha YPOBHE HEMPOHHON 00paOOTKM HETaTUBHBIX SMOLIUH, YTO YKa3bIBa€T
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Ha BO3MOXKHBI MEXaHM3M, CBS3BIBAIONIMK TEHETHKY M PHCK PAa3BUTHS IPOOIEMHOrO
yHoTpeOIeHus..

e PriHounas peanuzanus: Jla.
o ®opmar: PRS-TecThl.

e IIpumepsr: Genomind (ICHXUYECKOE 3I0POBbE U AJAUKIIAHN).

(Hauoeno npu nomowu ChatGPT)

I MEJAUIINHA

, 8 mMoM NOIHOe 2eHOoMHoe cekgeHuposanue (WGS), HUIIT, HI'T, Csueep,
NEePCOHANUBUPOBAHHAS MEOUYUHA

KiauHuyeckoe IHNPUMCECHCHHUEC IIOJHOI'€HOMHOI'O CCKBCHUPOBAHUA V neTeﬁ C

3aJ1ePsKKOM PAa3BUTHSA HWJIM YMCTBEHHOM 0TCTAJ0CThIO

(SpringerNature Link)

Xu, J., Xu, Y., Su, W. et al. Clinical use of whole-genome sequencing in children with
developmental delay or intellectual disability. BMC Med Genomics 18, 188 (2025).
https://doi.org/10.1186/s12920-025-02266-6

Uccnenosanue B BMC Medical Genomics oieHWIO UcTiolib3oBaHue kiuHU4Yeckoro WGS y nereit
C 3aIEpKKOM TCUXOMOTOPHOTO pAa3BUTHS M HWHTEIUIEKTYaJIbHOM HEJOCTATOYHOCThIO. B
MHOTOILIEHTPOBYIO KOTOPTY BKJIIOYMJIM COTHM MAIMEHTOB, KOTOPBIM paHee MPOBOAMIN
CTaHJapTHBIE TECTHl, HO 0€3 OJHO3HAYHOIrO auarHo3a. [IoJHOreHOMHOE CEKBEHHPOBAaHHE Jajio
MOJIEKYJIsipHOE 00bsCHEHHE 3a00JIeBaHUS MPUMEPHO Y TPETU JIeTel, MpUYéM YacTb BapUaHTOB
OKa3aJlaCh B HEKOJUPYIOIUX PEryIATOPHBIX 00JacTAX, HEJOCTYIHBIX JUIS MaHeled WM 3K30Ma.
ABTopel moau€pkuBaroT, yTo WGS 4YacTO MO3BOJAET Cpasy MNPOWTH MyTh «OT IOCTAHOBKH
JIMarHo3a J10 BIOOpa TapreTHO! Tepanum», BKIIoUas NepeHa3HayeHue MPOTHBOIMMIICHTHYECKUX
npenapaToB U Npo(UIAKTUKY cepleuHbIX ocioxHeHuil. Ilokazano, uyto uuTerpauus WGS B
pPaHHUN AMArHOCTHYECKUN MapHIPYT COKpAIIAeT «IHarHOCTHYECKYIO OIHMCCEI0» M MOXKET OBITh
HPKOHOMMUYECKH COIIOCTaBUMa C IIOCJIEOBATENBHOCTRIO Ppa3pO3HEHHBIX TecToB. [lpum sTOM
OCTAaIOTCSl BOMPOCHI MO0 MHTEPIPETALNU BaPUAHTOB HEU3BECTHOTO 3HAUYEHHS] M HEOOXOTUMOCTH
MYJIBTHIMCIMITTIMHAPHBIX KOMaH[ JUIs 00CYX/IEHHs Pe3ylIbTaToB ¢ ceMbsiMU. PaboTa ycunuBaer
apryMeHThl B NoJb3y BkiItodeHus:s WGS B 6a30BbIi HA0Op KIMHUYECKON M€HETUYECKOW OMOIIN
nersm ¢ HPC.

e PoiHOouHas peanuzanus: Jla.
o ®opmar: Knuanueckue ycayru WGS.

e IIpumepsr: PerkinElmer, Centogene.

(Hatioeno npu nomowu ChatGPT)
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OHeHKa HAACKHOCTHU H KJIHHUYECKOH IMOJIC3HOCTHU HNCKYCCTBCHHOI'O
HHTCJJAJICKTA B NpcHATAJIbHOM CKPUHHUHI'C IEPBOIO TPpUMECTPA )4
HCUHBA3UBHOM IIPCHATAJbHOM TCCTUPOBAHUMN

(Nature)

Taskum, I., Smaci, S., Sucu, S. et al. Evaluating the reliability and clinical utility of artificial

intelligence in first trimester prenatal screening and noninvasive prenatal testing. Sci Rep 15,
41331 (2025). https://doi.org/10.1038/s41598-025-25224-9

B xypnane Scientific Reports npelcTaBieHbl pe3ybTaThl MCCIEAOBAHUS, ITI€ UCKYCCTBEHHBIN
WHTEJUICKT MHTETPUPOBAJIM B CTaHAAPTHHIH KoMOMHUpoBaHHBIM ckpuHuHr U1 HUIIT B mepBom
TpuMecTpe. Mozenb o0ydaiii Ha ThICSYax OepeMeHHOCTe!, YUUThIBass OMOXUMUYECKUE MaPKePHI,
yABTPA3BYKOBBIE MTApaMETPhI U JaHHbIE CEKBEHUPOBaHUs cBoOoHOM deTtanbHol [JHK. Anroputm
MO3BOJINJI TOYHEE CTPATU(UIIUPOBATH PUCK XPOMOCOMHBIX aHOMAJIUH, CHUXKAasl JOJI0 HHBAa3UBHBIX
Ipoueayp IMpU COXPAaHEHHWU BBICOKOM UYBCTBUTEIBHOCTH K TpucomusiM. OTaenbHO
MPOAHAIU3UPOBAHBl PUCKU CMEIIECHHUS AaKIEHTAa Ha «aBTOMAaTUYECKOE» PEIICHHE: aBTOPbI
NOYEPKUBAIOT HEOOXOIUMOCTh KIIMHUYECKON BAIMIU3AIMU U COXPAHEHHSI POJIM T€HETUYECKOTO
KOHCYJIBTUPOBAHUSA, YTOOBI He MpeBpaTtuTh MU B «uépHBIN AmuKk» A OyaylIuX pOIUTENCH.
HNHTepecHO, YTO MOAENIb BbIABISJIA JONOJHUTENbHBIE TPYNIbl IOBBIIIEHHOTO PHUCKa
HEOJIaronpusATHBIX HCXOJOB OEpeMEHHOCTH, HE OrpaHUYUBAsCh aHeyrouausmMu. Pabota
JIeMoHcTpupyeT, kak MM MoxeT AONOJHHTh, a HE 3aMEHUTh KJIACCUYECKUE CTAaTUCTHYECKHUE
anroputmsel (tuna FMF), a Taxke nomHumaeT Bompockl ctanaaprtuzauuu WU -nHcTpymMeHTOB
Mexay maaboparopusiMu. [l KIMHUK OSTO CUTHAJI TOTOBUTHCA K TIOSBICHHUIO THOPUIHBIX
npotokonoB, rae HUIIT u MN-oneHka BBICTYNAIOT €IMHBIM JUArHOCTUYECKUM MTaKETOM.

o PriHOYHas peamusanust: Jla.
e  @opmar: HUIIT ¢ UMN.

o Ilpumepsr: Natera (Panorama).

(Hauoeno npu nomowu ChatGPT)

(peodkue eenemuueckue OONE3HU, OHKONO2US, 2eMAMO-OHKOL02US)

JloJIrocpoYHbie pe3yibTarbl JEHTHBHUPYCHOM TI€HHOM TepalMM _TSAXKeJI0ro

KOMOMHUPOBAHHOT0 nMMVYHOReduura ¢ nedunmnrom AJIA
(Contemporary PEDIATRICS)

O030p HOBBIX JAHHBIX MO JIEHTUBHUPYCHOM TI€HOTEpANuy aJeHO3WHIEe3aMUHa3-1e(UIUTHOTO
TKHWH (ADA-SCID) noka3zain BIe4amisionye J0JAr0CPOIHBIC Pe3yabTaThl. B Koropre mamueHToB,
MOJTYYHUBIIMX OJJHOKPATHYIO ayTOJIOTUYHYIO TpaHcIianTanuo CD34+ KIIeTOK ¢ JIEHTUBUPYCHBIM
BEKTOpOM, 00111asi BeDKHBaeMoCTh nocturia 100%, a 6e3coObiTuiiHast - 95% Ha MHOTOJETHEM
HaOmoaeHNH. Y OOJIBIIMHCTBA MAIMEHTOB BOCCTAaHOBWINCH T-, B- 1 NK-3BeHbsI UMMYHUTETA, YTO
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MO3BOJIMJIO TIOYTH BCEM OTMEHHUTHh 3aMECTUTEIBHYI0 HMMYHOIIIOOyauHOTEepanuio. B pabore
MOMYEPKUBACTCSI OTCYTCTBHE TIIO3JHUX OHKOTCHHBIX OCJIOKHEHUU, KOTOPBIX TPaJAUIIHOHHO
omacaroTcs MPU HHTETPUPYIOMIMX Bekropax. OTACNBbHO aHAIM3UPOBAIU MPO(HUIN BCTABOK H
CTa0MJIBHOCTh KJIOHOB, HE BBISIBUBIINE MPU3HAKOB KJIIOHAJIBLHON YKCITAHCUH, aCCOITMUPOBAHHOM C
JedKeMuen. s KIMHUKY 3TO 03HAYAET, YTO T€HOTEPAIMsl CTAHOBUTCS PEAIbHOM albTepHATUBOM
AJUTOTCHHOM TpaHCIUIAaHTAI[UU KOCTHOTO MO3Ta, ocoOeHHOo npu orcyTctBun HLA-coBMecTrMoOro
noHopa. OJHAKO OCTAOTCSA BOIMPOCHI CTOUMOCTH, JOCTYIMHOCTH W HWH(PACTPYKTYphI s
MIPOM3BOJICTBA MEPCOHATM3UPOBAHHBIX IPENApaToB, a TAKXKE HEOOXOIWMOCTb PErHCTPOB IS
OTCIIC)KUBAHUS OTIAIEHHBIX d((HEKTOB HA MPOTKCHUH JIECATUICTUN.

o PriHoyHas peanusanus: [a.
e ®opwmar: [eHoTepanusi.

o IIpumepsr: Strimvelis (Orchard Therapeutics).

(Hatioeno npu nomowu ChatGPT)

HeBupycHasgs reHHasi Tepanusg JAeMOHCTpUpver »HhdeKTUBHOCTL NpH

HEMEJKOKJICTOUHOM pake Jerkux ¢ myrammein EGFR
(cancernetwork)

Roman Fabbricatore. Non-Viral Gene Therapy Displays Feasibility in EGFR-Mutated NSCLC

Kypunan Clinical Lung Cancer omyonukoBanl pe3ynbTatel (asel 1 uccnenoBanus Acclaim-1:
KOMOMHAIIMKM HEBUPYCHOM reHoTepanuu quaratusugene ozeplasmid (Reqorsa, noctasinstonieii ren-
cynpeccop TUSC2) c¢ unruburopom EGFR osimertinib y mamueHTOB € pacnpocTpaHEHHBIM
EGFR-mytanronnsiv - HMPJI mocne mnporpeccupoBaHusi Ha cTaHJapTHOM Tepanuu. B
MCCIIEIOBaHNE BOIUTH 12 ManMeHTOB, KOTOPHIM KaXkple 21 eHb BBOIWIIN IIA3MHTHBIN TTpemnapar
B TpEX J103aX B COYETAaHUM C TOCTOSHHBIM HpPUEMOM ocuMepTHHHOA. JlozonmuMuTupyroumen
TOKCUYHOCTH He 3a()UKCUPOBAHO, OCHOBHBIMH HEXXEJaTeIbHBIMU SIBJICHUSIMU OB yIpaBisieMble
MH(QY3UOHHbIE pEaKlMd U TeMaToJIorMyeckas TOKCHUYHOCTh 3—4 creneHH. YacTUYHBIA OTBET
JOCTUTHYT y OJJHOTO TAallMEHTA, ell€ BOCEMb JIEMOHCTPUPOBAIN CTAOMIIN3ALINIO, IPUUYEM Y TPEX
OTMEUeHa JJIUTeNbHAs BEDKUBAEMOCTh 0e3 mporpeccupoBanus (10 32 mecsien). Ha ocHoBanuu
JAHHBIX OIpezelieHa pekomeHayeMas no3za miusa ¢aser 2 (0,12 wmr/kr). HccnenoBarenu
NOoYEPKUBAIOT, YTO HEBUPYCHA IIaThopMa MOKET CHU3UTh PUCKH, CBI3aHHBIE C aJI€eHOBUPYCAMU
U JICHTUBUPYCAMH, U YIPOCTUThH IIOBTOPHOE JICYEHHE, YTO OCOOEHHO aKTyaJIbHO ISl OHKOJIOTHH C
e€ MOTPeOHOCTHIO B MHOTOKPATHBIX IIUKJIAX TepParuH.

e PoiHOuHas peamuszanus: Her.

e Ha peiHke nmoka He peaCTaBIICHO.

(Hauoeno npu nomowu ChatGPT)

BIOCAD mnpoBener KJIHHHYECKOE HMCCJICTOBAHHE Tpenapara i Tepanuu
MCcopua3a v apereu
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https://www.cancernetwork.com/view/non-viral-gene-therapy-displays-feasibility-in-egfr-mutated-nsclc
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https://biocad.ru/news/biocad-provedet-klinicheskoe-issledovanie-preparata-dlya-terapii-psoriaza-u-detej

(BIOCAD)

buorexnomornueckass  kommnanus ~BIOCAD  HaunHaeT  KJIMHHYECKOE  HUCCIIEIOBAaHUE
OPUTHHAIILHOTO TIperapara ¢ MeXIyHapOJIHBIM HEMaTCHTOBAHHBIM HAMMEHOBAaHUEM HETaKMMao,
NPEIHA3HAYEHHOTO Ul TEPaluy YMEPEHHOTO U TSHKEIOro OJSIIEYHOro Icopuasa y JAeTeil B
Bo3pacte oT 6 mo 17 nmer. MccnenoBanue npoiiaer B pamkax ¢assl I, ¢ ygactuem okomo 300
MalMeHTOB B HECKOJbKUX ILeHTpax Poccun. Herakuma® - 3TO MOHOKIIOHAJIBHOE AHTUTEIIO,
MHTHOUPYIOLIEE MHTEPIAEHKUH-17A, KOTOpBIM HUIPaeT KIIOYEBYIO pOJb B BOCHAIMTEIBHBIX
nporneccax npu rncopuase. [Ipenpapurenbueie qannabie u3 ga3 Il iemoncTpupyror camxenne PASI-
75 Ha 85% y B3pOCIHBIX, C XOpOIHM TpoduiieM 0€30MacHOCTH. DTO MCCIEIOBAHUE HAIIPABIICHO
Ha pacIIMpeHue MOKa3aHMui Mpemapara, yke ofo0peHHOTo s B3pocibix B 2023 roqy. Yuactue B
WCIIBITAHUH TTO3BOJIUT OLIEHUTH d((HEKTUBHOCTh U OE30MACHOCTh y MEIUATPUICCKON MOMYIISIINAH,
rae JiedeHue rncopuasa orpanndeno. BIOCAD mnanupyeT 3aBepiinTh HAOOp NAlMEHTOB K KOHITY
2025 roga v noJaTh JaHHbIE HAa peructpaunio B 2026. DTo mar K IepCcOHAIM3UPOBAHHOMN Teparuu
ayTOMMMYHHBIX 3a00JIeBaHUI, HHTETpUpPYsd TIeHETHYECKHEe MapKepbl s CTpaTuduKanuu
MAUEeHTOB. B 11e510M, MPOEKT yCUIUBAET MO3UIMH POCCUNCKONW OMOTEXHOJOTMH B ITI00aIbHOMN
OHKOJIEPMATOJIOTUH U pelKuX (hopMax rncopuasa.

o PriHoyHas peanusanus: [la.
o  @opmar: MOHOKIIOHAJIBHOE aHTUTEJIO.

o IIpumepsr: Herakmab (a1 B3pocibIX); aHanoru kak Stelara.

(Hatioeno npu nomowu Grok)

(¢haszwr 1/2/3, oonoenenuss FDA/EMA)

EMA onoopuiaa Waskvra — nepByio resmorepanuiio npu cuupomMe Buckorra—

OJipuua
(EUROPEAN MEDICINES AGENCY)

Waskyra | European Medicines Agency (EMA)

Komurer EMA no nekapcTBEHHBIM Mpenapanam 4ejaoBeka pekoMeHa0Bal K oqoopenuto Waskyra
(Backupa) - ayTonormdyHyro JEHTHBHPYCHYIO TeHoTepanuio CD34+ KIeTok mpu CUHIpOME
Buckorra—Onapuua (WAS). Ilpenapar mpencrasinser co0Ooi 00OTamEHHYIO TOMYISIITUIO
TFeMOITO3TUYECKHUX CTBOJIOBBIX KJIETOK MAlMEHTa, HarPYKEHHBIX BEKTOPOM C KOPPEKTHOW KOMHen
rera WAS. Tlocne moaroroBku MoauuIMpOBaHHBIC KJIETKH BBOJAT IMAIMEHTY, OOeCTieunBast
JUINTENIbHYI0 3KCIpeccuio (yHKUHOHaIbHOro Oenka WAS M BOCCTaHOBIIEHHME HMMMYHHOM
GyHKIMM W TPOMOOIMTONO’3a. B perucrpallMoHHOM J0Che TMPEACTAaBICHBI JaHHBIE O
3HAYUTENFHOM CHIDKCHHH YacTOThl TSOKENBIX WHQEKIUA W KPOBOTCUCHHM, YIYUIICHUU
7a0opaTopHBIX TOKazaTenel u KadectBa ku3HH. EMA mnomu€pkuBaer, 4YTo mpemnapar
IpeIHa3HaueH /i1 MAlUEHTOB, y KOTOPBIX HET MNOAXOJSIIEr0 JOHOpPa KOCTHOIO MO3ra, U
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https://www.ema.europa.eu/en/medicines/human/EPAR/waskyra
https://www.ema.europa.eu/en/medicines/human/EPAR/waskyra
https://www.ema.europa.eu/en/medicines/human/EPAR/waskyra

paccMaTpuBaeTCs Kak MOTEHIMAIBHO M3JIeUrBaromas omnmus. OJHOBPEMEHHO PETYIIATOP BBOIUT
cTporue TpeOOBaHUS K JOJATOCPOYHOMY HAOMONeHHI0 W (papMakoHAA30py H3-3a pHUCKA
BCTAaBOYHBIX MyTalluii W BTOPUYHBIX Heorutazuid. OpoOpenme Waskyra ykperuisieT TpeHa Ha
pacmmpenune noptdenst ogoOpeHHbIX TeHoTepanuii B EBpome. Ilpenmapar «Backupa» Oyner
JIOCTYIIEH B BHJI€ JAMCIEPCUU 71 BHYTPUBEHHOrO BBEACHUS C KoOHIeHTpanuein 2-10 x 10°¢
KJIETOK/MJI.

e PrinHounas peanuszauus: [a (oxumgaercs).
e ®opwmar: [eHoTepanusi.

o IIpumepsr: Ananoru Libmeldy.

(Hatioeno npu nomowu ChatGPT)

YiupaBjieHue N0 CAHUTAPHOMY HAJA30PV 32 KAYECTBOM IMHUINEBLIX MPOAVKTOB
meaqukaMeHToB CIIIA (FDA) no6aBujio crpoxaiinee npeaynpexieHue K
npenapary Elevidys kommanuum Sarepta mocje CcMepTeJbHBLIX CJIVYAEB

IHOpaxKCHUus IcCYCHU

(Reuters)
https://www.reuters.com/business/healthcare-pharmaceuticals/us-fda-adds-strongest-warning-
sarepta-gene-therapy-after-fatal-liver-injuries-2025-11-14/

FDA mnotpeboBano o0HOBUTH HWHCTpyKHHio k TeHHoW Tepanuu Elevidys (delandistrogene
moxeparvovec, Sarepta) st JiedeHus JIIOIIEHHOBCKOW MBIIIEYHON JAuUCTpouM, yCUIUB
OPEAYNIPEXIECHUS O TSHKENBIX I'eaTOTOKCUYECKUX OCJIOKHEHMSIX, BKIIOYas Claydau JeTaabHOro
ucxona. PemeHue OCHOBaHO Ha JaHHBIX MOCTMAapPKETWHIOBOIO HAOMIONEHUS U PEECTPOB, Ie
3a(pUKCUPOBaHBI AMU30/bI OCTPOI MEYEHOUHON HETOCTATOYHOCTH IOCIE OJHOKpaTHOro AAV-
BBezieHus. [Ipenapary Ha3HaueHO Oojiee CTporoe npeaynpexeHue, a Tak)Ke YTOYHEHbl KpUTEPHH
oTOOpa MAaIMEeHTOB M aJrOPUTMbI MOHHUTOPHMHIAa (YHKIMHA MHEYeHH 0 U mocie HH]Yy3UH.
OnHOBPEMEHHO areHTCTBO MOATBEPINIIO COXPAaHEHNE 0JJOOPEHHS B CBSA3HU C KIIMHUYECKON MOJIb301
y 4aCTH NAIlMEeHTOB, HO IPU3BAJIO Bpaueil TIaTeIbHO 00CyKAaTh O0alaHC PUCK/BBITOJIA C CEMbSIMH.
Ha ¢one cooOmienust akuuu Sarepta CHU3WINMCH, @ PHIHOK B OYEPEIHON pa3 oTpearupoBasl Ha
ySI3BUMOCTh  OHM3HEC-MoJeNiell BOKpYr yiabTpagoporux reHorepanuii. Cnydait  Elevidys
NoAYEPKHUBAET KITIOYEBYIO pOJb (hapMaKoHa30pa U JIOJTOBPEMEHHBIX PETHCTPOB MPU PELICHUN
BOIIpOCa O peasibHON 6e30nmacHOCTH A AV-11aTtdopM B yCIOBHUAX MacCOBOTO MIPHUMEHEHHUSL.

e PoiHOuHas peanuzanus: Jla.
e ®opmar: OmoOpeHHast TeHOTEPAITHSI.

o IIpumepsr: Elevidys (Sarepta).

(Hatioeno npu nomowu ChatGPT)
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https://www.reuters.com/business/healthcare-pharmaceuticals/us-fda-adds-strongest-warning-sarepta-gene-therapy-after-fatal-liver-injuries-2025-11-14/
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https://www.reuters.com/business/healthcare-pharmaceuticals/us-fda-adds-strongest-warning-sarepta-gene-therapy-after-fatal-liver-injuries-2025-11-14/

Ak UniQure pe3ko vmaaum nocjge Toro, kKak FDA 3agBuao o

HEIOCTATOYHOCTH KJIUHMYECKHMX JAHHBIX 110 Tepanuu 00/1e3HU XAHTHHITOHA
(Reuters)

UniQure coobupmia, uyrto FDA cowro mpenctaBieHHbIE KIMHUYECKHE JaHHBIE 110
IKCTIepUMEHTANbHOM renHol Tepanmuu AMT-130 npu 6ose3Hr XaHTUHITOHA «HEIO0CTAaTOYHBIMIDY
JUIA TIOAAYM 3asBKM Ha YCKOPEHHOE Of0OpeHHe. DTO pe3KO KOHTPACTUPYET C MPEIblTyLIHM
HedopManbHBIM 3asiBiIeHneM 2024 rofa, YTo CyIIECTBYIOIUX JaHHBIX MOXET XBaTUTh 151 BLA.
[Tocne oOBsiBIEHUS aKUWK KOMIIAaHUM ymanu Oonee yem Ha 50%. Panee mpomexyTouHbIe
pe3ynbTaThl TOKa3bIBAM 3aMEMJICHHE IPOTPECCHUpOBaHUs 3a00JIeBaHUA U yMEHBIICHHE
dyHKIMOHANBHOTO CHIDKEHHST Ha 60% 3a TpW roja, yTo MOPOAMIIO ONTHUMH3M B COOOIIECTBE.
Terepp ke perymarop TpeOyeT IOMONHHUTENbHOW uWHGoOpMauu 10 dS(deKTuBHOCTH U
0€30I1aCHOCTH, a TaKXe YTOYHEHHUs Ju3aiiHa JanpHedmux ¢a3. Curyanust JEeMOHCTPUPYET
HOBBIILIEHHYIO OCTOPOXHOCTh FDA 1o OTHOLIEHHIO K MEpPBBIM B KJIACCE I'€HOTEPANUSIM JUIS
CJIOKHBIX HEHpoJereHepaluii, rae Mapkepbl HcXofa W AJUTEIbHbIE 3((EeKThl IOKa IUIOXO
ornpeseneHsl. [l NalMeHTOB 3TO 03HAaYaeT BO3MOXKHYIO 33aJIepXKKY 1OCTyNa K MHHOBAallUOHHOMY
JIEYEHUIO, a JUIl UHBECTOPOB --- CUTHAJI O PETYIATOPHBIX PUCKAX B HUILIE BBICOKOCTAIUIHBIX
IPOTPaMM.

o PriHoyHas peanmsanus: Her.

e Ha PBIHKC ITOKA HE IIPCACTABIICHO.

(Hauoeno npu nomowu ChatGPT)

(AMR, scnvluuxu, ceHoMUKa namozeHos)

CDC ucnouan3yetr WGS s pacciaenosanus Benbliku Salmonella Cotham B
USA

(U.S. Centers for Disease Control and Prevention)

CDC omny6nukoBan oOHOBIIEHHME MO Bcembliike wHeKnuil Salmonella Cotham B HEKOTOPBIX
mrarax CIIIA, rme kiIo4ueByr0 posib ChITpajio MOJTHOreHOMHOe cekBeHupoBanue (WGS). Ha 3
HOI0pst 3apeructpupoBaHo 17 ciywaeB B 11 mrtarax, BKJIHOYas OAMH JIETAJIbHBIA MCXOI.
CexBeHUPOBAaHUE H3OJISTOB MAllMEHTOB U 00Pa30B MUILEBHIX MPOAYKTOB MO3BOJIMIIO MTOKA3aTh,
YTO IMTAMMBI U3 PA3IMYHBIX UCTOYHUKOB TEHETHUYECKU MPAKTHYECKH WACHTHYHBI, YTO YCHIIHIIO
CBSI3b MEXAy 3a00JieBaHHEM M ONpeAeiIEHHBIMU MapTUsIMU NpoaykToB. WGS Takxke BBISBUIIO
npopmib yCTOWYMBOCTH K AHTHUOMOTHKAM, YTO TIOMOIVIO CKOPPEKTHPOBATH 3MITUPUYECKYIO
TEPAIHNIO TSKEIBIX CIIy4aeB.

PoiHOuHAA peanusanus: [a.

e ®opwmar: YCIyru CeKBeHUPOBaHUS MMAaTOI€HOB.
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https://www.reuters.com/business/healthcare-pharmaceuticals/fda-says-clinical-data-uniqures-huntingtons-disease-therapy-not-adequate-2025-11-03/
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https://www.cdc.gov/salmonella/outbreaks/cotham-11-25/investigation.html
https://www.cdc.gov/salmonella/outbreaks/cotham-11-25/investigation.html

e IIpumepsl: bioMérieux (BioFire).

(Hauoeno npu nomowu ChatGPT)

LleHTpPBI 0 KOHTPOJIIO U NNpoduIaAKTHKE 32001eBaHN B AQpPHUKe 3aNYCKAKOT
AGARI — 00IICKOHTHHEHTAJbHYI IJ1aT()OPMY T€HOMHBIX JAHHLIX JLIdA
YCHJICHHSI MepP PearMpOBAHUS HA BCIBIIIKY 32001€BAHN M

(Africa Centres for Disease Control and Prevention)
https://africacdc.org/news-item/africa-cdc-launches-agari-a-continent-wide-genomic-data-
platform-to-strengthen-outbreak-response/

Africa CDC o6wsBun o 3anycke AGARI, KOHTHHEHTaNbHOU OHNAWH-TIIATPOPMBI AT OOMEeHa
TeHOMHBIMU JaHHBIMU TaToreHoB. [lopranm mo3BonuT nabdoparopusMm u3 crpaH AdpuKaHCKOTO
COI03a 3arpykaTh CEKBEHHUpOBaHHBIE TeHOMBbI Bo30Oyautenel (o SARS-CoV-2 nmo Gakrepuii ¢
YCTOMYMBOCTHIO K aHTUOMOTUKAM) U CONPOBOAMUTENbHBIEC AaHHbIE. Llenb - yCKOPUTH BBISBICHHE
HOBBIX BApUAHTOB, OTCIEKHBAHUE LEMOUYEK MEpeJauyd U KOOPAMHAIMIO OTBETHBIX MEp MEXIY
crpaHamu. Muunumarusa crpoutcs Ha onbite nangemun COVID-19 u pacmmpser npeasiaymue
nporpammel 1o AMR, nonnepxuBaembie Africa CDC u maptaépamu. B comyTcTByromem
mateprasie EMBL-EBI npencraBui HOBBIH I7100aIbHBIN TTOPTa, CBA3BIBAIOIINKN OaKTepHUaIbHBIC
TEHOMBI C SKCIIEPUMEHTAIBHBIMU JAHHBIMU M0 YCTOMYMBOCTH, YTO CO3aET OCHOBY AJis Ooiee
TOYHBIX MoJiesiel mporuo3upoBanus AMR u BeiOopa Tepanuu. BmecTte 3TH TPOeKThl OKAa3bIBAIOT,
KaKk TeHOMHKa U OTKPBHIThIC JaHHBIE CTAHOBATCS KIIOUEBON HMHPPACTPYKTypoul amsi GOphObI C
UH(]EKIUAMH, 0COOCHHO B PETHOHAX C OTPAHMYECHHBIMU pecypcamu. [[1s KIMHUIIMCTOB 3TO
O3HAYaeT TIEPCIEKTUBY TIOJydaTh O0o0Jiee TOUYHBIE JIOKAJIbHBIE KapThl PE3UCTEHTHOCTH U
PEKOMEHIAINH TI0 aHTUONOTHKAM.

o PoiHOuHas peanmuszanus: Her.

e Ha PBIHKE ITOKa HE TPCACTABJICHO.

(Hauoeno npu nomowu ChatGPT)

(pmuueckue oebamoi, pe2yiamopHvie OUCKYCCUlL)

I'mo0adbLHbI HAVYHBIM KOHCOPIMYM MNOATBEPIKIAACT CBOI MNO3HIHIO IO

PCAAKTUPOBAHUIO T'CHOMA YCJ0BCKA

(American Society of Gene + Cell Therapy)
https://www.asgct.org/news-publications/asgct-news/global-scientific-consortium-reaffirms-position-on-
human-heritable-genome-editing

Mexnynapoaubiii koncopuuyM, Bkitodatomuid ISCT, ARM n ASGCT, ony6aukoBaia COBMECTHOE
3asBlIEHUE, TOATBEPAUB MO3UIUI0 0 HeoOxomumocTu 10-1eTHEro MopaTopusi Ha KIMHUYECKOE
MPUMEHEHHE TePMHHAIBHOTO (HACJIEIyeMOro) peJakTUPOBaHUS T'eHOMa dYenoBeka. J[okyMeHT
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BBITIIEI HA (hOHE COOOIIEHUH O cTapTanax, KOTopble myonu4Ho AekaapupytoT miadsl o CRISPR-
PEIaKTHPOBAHUIO AIMOPHOHOB, YTO BBI3BAJIO HOBYIO BOJIHY JUCKYCCHIA. ABTOPBI MOJYEPKUBAIOT,
YTO HAyYHbIC U KIMHHUYECKUE PUCKHU TIOKa HEMPHEMIIEMO BBICOKH: OT Mo3auIm3ma u off-target-
MyTaliii 70 HENpeICKa3yeMbIX MEXKIIOKOJICHHBIX 3PdekToB. Kpome TOro, OTCyTCTBYET
I100aJTbHBIA KOHCEHCYC 110 3TUYECKUM IPaHUI[aM BMEIIATEIbCTBA U MEXaHH3MaM OOIIIECTBEHHOTO
koHTpouist. [lpemmaraeMbrii Moparopuii He 3ampemaetr (yHIaMEHTAIbHBIC HCCICIOBaHUS Ha
MOJIETISIX M HE HACJIGAYEMbIX KJIETKaX, HO IPU3BIBACT PETYJISITOPOB YETKO 3alpeIaTh KIMHUYCCKHE
NPUJIOKEHUS C Iepeadeli N3BMEHEHUH TTOTOMCTBY. 3asiBJICHHE MEPEKIIMKACTCS C MMyOIMKAIUsIMU B
HpO(l)I/IJIBHBIX JKypHajiax 1m0 3TUKE, TAC O6CY)KI[aIOTC$I APTYMCHTHBI «3a» U «IIPOTUB» CMATUYCHHUA
3arpera, OIHAKO KOHCOPLUYM CUUTAET, YTO TEKyIIas BOJIHA KOMMEPYECKOTO HHTEepeca He I0JKHA
orepekaTb HayYHYIO 3pEJIOCTh U OOIIECTBEHHBIH TUAJIOT.

o PriHoynas peasmsanus: Her.

e Ha priHke moka He IPEICTABICHO (3aMpeT).

(Hauoeno npu nomowu ChatGPT)

Mepbl NOJUTHKH ISl _o0ecneyeHHsl JOCTYNHOCTH M NpPHeMJIeMOM IleHbI

JOPOIuX HOBBLIX IIPECIIaparToB HAa BCéM NPOTHAKCHUU UX ) KUZHCHHOI'O IIMKJIA
(The BMJ)

Policies to promote affordability and access across the life cycle of costly new drugs. BMJ 2025;
391:12405. doi: https://doi.org/10.1136/bmj.r2405 (Published 17 November 2025)

B BMJ ony6aukoBaH 0030p Mep, HalpaBJI€HHBIX Ha MOBBILIEHHUE JOCTYMHOCTH JIOPOTOCTOAIIEeH
TeHOTepaluu Ha NPOTSHKEHUU XU3HM MalMeHTa. ABTOPHI CBS3BIBAIOT €r0 C MEpBOM paboueit
rpynnoii Global Gene Therapy Initiative, paccmarpuBaromeil npoGiemsl 1eHO0Opa30BaHUs,
BO3MEIIEHHS U IN100aJbHOT0 HepaBeHCTBa. [IpuBOIATCS ClieHApHH, KOI/Ia OHOKPAaTHOE JieYeHHe
olieHuBaeTcs B 1-3 MJIH J10JUTapoB, UTO CO3JAET JaBlIeHUE Ha OIOPKETHI 1aXke OOraThIX CTpaH, He
TOBOpSl YK€ O CHCTeMax 3/paBOOXPaHEHMs TOCYJapCTB C HU3KHUM J0X0A0M. PaccmarpuBaroTcs
BapUaHTBhl AHHYUTETHBIX U Ppe3yJibTaT-3aBUCUMBIX IUIaTeXel, MeXIyHapoaHble (OH[bI
COJMJIAPHOCTH, a TakKkKe IepecMOTp moaxonoB K oueHke TexHoiorun (HTA) c yuérom
JIOJTOBPEMEHHOM BBIrOZbl. OTAenbHBIE pPabOThl MOAETMPYIOT COBOKYIHBIE pacxoisl Ha
renorepanuu B CIIIA u EBpornie Ha Topu3oHTe AeCATUIETUN U MOKA3bIBAIOT PUCK KOHLIEHTPAIIH
3HAUUTENIbHOW dYacTH (apMmOlo[keTa B Y3KOM CerMeHTe peakux 3aboneBanuil. O030p
NOAUEPKUBAET HEOOXOMUMOCTh PAHHETO JUAIora MEXIy pa3padOTUMKaMH, PEryIsTOpaMd M
TUTATENBIINKaMH, YTOOBI BEIPa0OTaTh YCTOWYHMBHIE CXEMBI OILJIAThI, HE TOAPHIBAasi MHHOBAIMH U HE
YCHJIMBAsi COMAIBHOE HEPABEHCTBO B JOCTYIIE K «T€HHBIMY JICUCHHUEM.

o PriHOuHas peamuszanust: Jla.
e ®opmart: PenMOypcaIimoHHbIE CXEMBI.

o IlIpumepsr: Luxturna (Spark Therapeutics).

(Hauoeno npu nomowu ChatGPT)
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(011 nooagieHus unu yCmpaHeHusi NOCIe0CMEUl NAMOSEHHBIX 8aPUAHINOG)

Komnanusi Biogen mpeacTraBUT HOBbI¢ JAHHbIC M HAYVYHbIC JOCTHIKCHUS O
npenapare Lecanemab Ha 18-ii KoH(pepeHIIMH 10 KIMHUYECKHUM UCNbITAHUSAM
00J1e3HM AJiblireiiMmepa

(Biogen)

https://investors.biogen.com/news-releases/news-release-details/biogen-highlight-new-
lecanemab-data-and-scientific-advances-18th

Biogen nakanyne kondpepenuuu CTAD o0ObsiBuia, 4to npeacTaBuT HOBbIe JaHHbIE T0o BIIBOSO —
cpenctBy s aHTH-Tay ASO-Tepanuu paHHed craguu Oone3nu Adjblreiimepa. [Ipemapar
MPECTaBIsIeT COOON aHTUCMBICTIOBON OJIMTOHYKJICOTH/ I, HAIIPABJIECHHBIA HAa aCCOIMUPOBAHHBIN C
mukpotpy6oukamu MPHK Genka tau (MAPT), cHukast ero cuHTe3 U, cle10BaTeIbHO, HAKOIUICHHE
natoreHHeix gopm. B pamkax mokiaga oOemiaHbl pe3yibTaThl MCCISNIOBAHHS paclpeneseHus
npenapara nocjie MUKpO103bl C PAIMOMETKON MTPU UHTPATEKAIbHOM BBEICHUH, YTO KPUTUYHO JIJIs1
OLIEHKHU JOCTaBKHU B pasnuynbie otTnensl mosra. BIIBO80 yxe nmeer craryc Fast Track or FDA u
Haxonutesl B (aze 2 (uccnenoBanne CELIA), a pannue nanaeie ¢as3pl 1b mokasanm CHIDKEHHE
YpOBHS tau B JIMKBOpE W ONAaronmpusTHBIE CHUTHAIBI 1O HeWpoBusyanusanuu. Ha Qone
MIPOIOJDKAIONIUXCS JUCKYCCUH O PHUCKaX WMMYHHOH MOIYJSIMA U TMOOOYHBIX IP(PEKTOB OT
JUINTETILHOTO TOJaBJIEeHUs tau mporpamMma Biogen paccMarpuBaercs Kak ofHa M3 Haubosee
MPOJABUHYTHIX B Kiacce HelpoHanpaBiaeHHbIX ASO. [l KIMHUIIUCTOB 3TO OTKPHIBAET
MEePCIEKTUBY KOMOMHUPOBAHHBIX CXEM C aHTHAMUWJIOMHBIMH TperapaTamMu.

o PoiHOuHas peanmuszanus: Her.

o Ha pbIHKe ITOKa HE IIPEICTABIICHO.

(Hatioeno npu nomowu ChatGPT)

OTKpbLITHE IBOWHOW Tepanuu NPOTHB CTAPEHHs U 00Je3HH AJbIreiMepa ¢
NIOMOIILI MCKYCCTBEHHOI'0 HHTEJIJIEKTAa ¢ MOMOUILIO 11eJ1eBOM e KOHBOJIIOIUH

PROTAC o ocu, peryJupyemMoi CynepyHxXaHcepom
(Science Advances)

SunY, Liu S, Chen L, Zhou Z, Yin X, Shi Y, Li H, Li J, Lu Y, Jiang W, Zhao Y, Dai T, Yao T, Li
A, Bi X, Zhang B, Shen X, Zhu Z, Wang G, Li X. Al-driven discovery of dual antiaging and anti-
AD therapeutics via PROTAC target deconvolution of a super-enhancer-regulated axis. Sci Adv.
2025 Nov 21;11(47):eadz9283. doi: 10.1126/sciadv.adz9283.

B Science Advances onucan HEOOBIUHBINH TOAXOA K TIOWCKY MOJIEKYJ, HalpaBlICHHBIX Ha
AHTHUBO3pPACTHBIE W3MEHEHUs1 W Ooje3Hp Adbireimepa. HcecnemoBarenu mnpumenunun WU,
koTopbld ompenenun memaroHnH (MLT) kak MHoroo6Gemaromero KaHAwWgaTa B TATOTCHE3e
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crapenust u bA. Jlanee Obia nmpumenena cucreMa PROTAC-nanpaBieHHass Ha BOCCTaHOBJICHHE
€CTeCTBEHHOTO YypoBHsA Merabommta. CHadanma ¢ momomipto 1wiargopmel PROTAC yuénbie
«3aCTaBWJIN» KJIETKU JAETPaaupoBaTh OEIKH, C KOTOPBIMU CBSI3BIBACTCS MOAU(PHUIIMPOBAHHBIN
menatonuH (MLT), a 3areM ¢ momoIpi0 Macc-CleKTPOMETPUH HASHTU(UIIMPOBATIN OCHOBHYIO
MHUIIIEHb, TUCTOH-aleTUATpanchepasy p300, KIIFOUEBOH PETYIATOP TPAHCKPHUIIIUU U cTapeHus. B
MOJIENIbHBIX cUcTeMax jobOasneHue MLT ymyuiiano KOTHUTHBHBIE IOKa3aTeld, YMEHbIIATIO
HelpoBOCHAJICHWEe M TMPU3HAKH KIETOYHOTO CEHeclleHca. ABTOpbl IOKa3bIBAIOT, YTO
nupKynupymomue yposau MLT cHukaroTces ¢ BO3pacToM y JIto/IeH, U PeInoiaraloT BO3MOXHOCTD
UX BOCCTAHOBJICHHUSI KaK CTpaTeTHH NpOQMIAKTUKU HelponereHepamuii. XoTs cama paboTta He
apisiercs kiaccuueckoi PROTAC-tepanueii, ona nemoncrpupyet, kak PROTAC-texHonorus
MOJKET HCIIOJIb30BaThCsl KaK HCCIIEN0BATEIbCKUNA MHCTPYMEHT [JIsl KapTUPOBAaHUS MMILIEHEN
NEPCHEKTUBHBIX COCJMHEHUH M YCKOPEHHs pPa3pabOTKH JIEKapCcTB. JTO MOATBEPKICHHUE
spdexruBHOCTH PROTAC-NOAX0MAa HE TONBKO KaK TEPanmeBTUYECKOH IUIaTGOpPMBI, HO M Kak
MOIITHOTO CpeNCTBa (DYHKIIMOHAILHON MPOTEOMHUKH.

e PriHOYHas peanuzanus: Ja.
o ®opwmar: MccnenoBarenbCkue/TepaneBTHIeCcKre IaT(opMBl.

o IIpumepsr: Arvinas (PROTAC B ucnsiTaHusix).

(Hauoeno npu nomowu ChatGPT)

(cenommbie, MPAHCKPUNTNOMHBIE U MYTbMUOMHbBIE MAPKEPLI; paboma ¢ ONYXoae6oll MKaHvio)

IloporoBoe coBmajeHMe KJIACCH(PUKANMU BbICOKOI0 PHCKA pPaKa MOJOYHOM
JKeJie3bl C MCI0Jb30BAHMEM CEMEHHOI0 aHAMHE3Aa, MOJIUIE€HHbIX OI[EHOK PHUCKA

U TPAAMIIMOHHBIX Mojeael pucka v 180 398 ;xeHumH

(Pubmed)

Bogdanova NV, Bolla MK, Brantley KD, Brenner H, Byers H, Camp NJ, Castelao JE, Cessna MH,
Chang-Claude J, Chanock SJ, Chenevix-Trench G, Choi JY, Colonna SV, Czene K, Daly MB,
Derouane F, Dork T, Eliassen AH, Engel C, Eriksson M, Evans DG, Fletcher O, Fritschi L, Gago-
Dominguez M, Genkinger JM, Geurts-Giele WRR, Glendon G, Hall P, Hamann U, Ho CYS, Ho
WK, Hooning MJ, Hoppe R, Howell A, Humphreys K, Ito H, Iwasaki M, Jakubowska A, Jernstrom
H, John EM, Johnson N, Kang D, Kim SW, Kitahara CM, Ko YD, Kraft P, Kwong A, Lambrechts
D, Larsson S, Li S, Lindblom A, Linet M, Lissowska J, Lophatananon A, MacInnis RJ, Mannermaa
A, Manoukian S, Margolin S, Matsuo K, Michailidou K, Milne RL, Mohd Taib NA, Muir KR,
Murphy RA, Newman WG, O'Brien KM, Obi N, Olopade OI, Panayiotidis MI, Park SK, Park-
Simon TW, Patel AV, Peterlongo P, Plaseska-Karanfilska D, Pylkds K, Rashid MU, Rennert G,
Rodriguez J, Saloustros E, Sandler DP, Sawyer EJ, Scott CG, Shahi S, Shu XO, Shulman K,
Simard J, Southey MC, Stone J, Taylor JA, Teo SH, Teras LR, Terry MB, Torres D, Vachon CM,
Houdt MV, Verhoeven J, Weinberg CR, Wolk A, Yamaji T, Yip CH, Zheng W, Hartman M, Li J,
On Behalf Of The Abctb Investigators, kConFab Investigators, MyBrCa Investigators, Sgbcc
Investigators. Threshold-Based Overlap of Breast Cancer High-Risk Classification Using Family
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History, Polygenic Risk Scores, and Traditional Risk Models in 180,398 Women. Cancers (Basel).
2025 Nov 3;17(21):3561. doi: 10.3390/cancers17213561.

Cratest B kypHasie Cancers IpoaHaIU3UpPOBaia, HACKOJIBKO COINIACOBAHBI MEXIy COOOM
pa3MyHble TOAXOAbl K BBIICIICHUIO XEHIIMH C BBICOKMM PHCKOM HACJIEICTBEHHOIO paka
MOJIOYHOM K€eJI€3bl U SUYHUKOB, UCIIOJIb3Ysl CEMEHHO-aHAMHECTUYECKUE KPUTEPUH, KITMHUYECKUE
pucK-Moenu u noaureHnsie puck-ckop (PRS). B nccnenosanne Brmroumnu 180 398 sxenmun (161
849 eBporieiickoro nmpoucxoxacHus; 18 549 a3narckoro MpoOMCXOXKACHUS) U3 KIIMHUK CEMEHHOTO
paka, I KaXIOH pacCUMThIBAIM PUCK MO pPa3HBIM aJIrOpuT™MamM M CMOTPENIH, HACKOJIBKO
COBMNAJAIOT TPyINIBbl, HMMEIOIINE PHUCK BBIIIE YCTAHOBIEHHOro Imopora. Oka3aioch, 4YTO
[IEPECEUEHUE JAJEKO OT MHJICAJIbHOIO, Y 3HAUUTEIBHOM YAacTH IAaLMEHTOK BBICOKMI PpHUCK
OIIpEAEIISICS TONBKO OHUM U3 METO0B. DTO UMEET PAKTUUECKHUE MOCIIEACTBUS OT PEIIEHUMN O
HA3HAYCHWU YCWJIEHHOTO CKPWMHHUHTA [0 MOKAa3aHWH K NPO(YUIAKTUYECKUM ONepanusM |
pacIIMpEHHOMY TIE€HETHYECKOMY TECTUPOBAaHUIO. ABTOpPBHl  IpEaIaraloT  HUCIOJIb30BaTh
KOMOMHHPOBaHHBIE MTOIXOABI M 00Jiee THOKHE TOPOTH, 3aBUCSIINE OT KIIMHUYECKOTO KOHTEKCTA U
NpeArnouTeHnd nanueHTku. Pabora momuépkuBaetr, uro BHeapeHue PRS B oHkorenermueckue
KJIMHUKH JIOJDKHO COTIPOBOXKAATHCS MIEPEOCMBICIIEHUEM TPATUIIMOHHBIX CXeM CTPaTH(HUKAIINH.

e PriHOYHas peanuzanus: Ja.
e  ®opmar: OHKOTEHETHYECKUE MTAHEIH.

o IIpumepsr: Myriad (myRisk).

(Hauoeno npu nomowu ChatGPT)

KoMmiekcHoe reHOMHOe TNPOMWINPOBAHNE PaKa MOJOYHOH JKeJde3bl
packpbiBaeT MyTanMoOHHBLIA Janamabr wu  momear PEEKABOO:
NONYJIANNOHHO-cIeNN(UIeCKU MHCTPYMEHT OIEHKH JAJI NPOTrHO3UPOBAHUSA

MVYTAIUN 3apOALINIEeBON JJUHUH
(SpringerNature Link)

Wu, J., Xu, Y., Xie, F. et al. Comprehensive genomic profiling of breast cancer reveals mutational
landscape and the PEEKABOO model: a population-specific assessment tool for predicting
germline mutations. J Transl Med 23, 1214 (2025). https://doi.org/10.1186/s12967-025-07068-z

Ha medRxiv nosiBuincst npenpunt ¢ onucanuem monenn PEEKABOOQO, neiipocetu nmis oneHKH
pHCKa HAaCJIECTBEHHOTO paKka MOJIOUHOM )KEJIE3bl y KUTAassHOK C MIOA03PEHUEM Ha HACIIEICTBEHHBIN
OIyXOJeBbII cuHApOM. Monenb OoOy4MiIM Ha KIMHUKO-TEHETHYECKHX JIAHHBIX, BKIIIOYAIONIUX
CeMeWHbI aHaMHe3, BO3pacT Havyajia 3a00JIeBaHUs y POJCTBEHHUKOB, PE3YJbTaThl TECTUPOBAHUS
Ha BRCA u npyrue rensl, a Taxxke Hekotopble Ouomapkepel. PEEKABOO mnpeBocxonuia
tpaguionHsie anroputmsl (BOADICEA, Tyrer—Cuzick) mo IUCKpUMHHAIMK U KaluOpOBKE,
0COOCHHO B MOATPYIMIAX C HEMOJIHBIMH CEeMEWHBIMU JaHHBIMH. ABTOPHI MOAYEPKHUBAIOT, YTO
CYILIECTBYIOINE MOJIEIN B OCHOBHOM BaJIMAMPOBAHbI HA €BPOIIEHCKUX KOTOPTaxX U MOTYT IIJIOXO
pabotarh B a3uaTCKUX NOMy suax. HoBas Moiens HOTEeHIMAIbHO TO3BOJISET TOUHEE ONPEICIATh,
KOMY TOKa3aHO PacIIMPEHHOE FeHETHYECKOE TECTUPOBAHUE U MPOPHIIAKTHUECKUE MEPOTIPHUATHS.

26


https://link.springer.com/article/10.1186/s12967-025-07068-z
https://link.springer.com/article/10.1186/s12967-025-07068-z
https://link.springer.com/article/10.1186/s12967-025-07068-z
https://link.springer.com/article/10.1186/s12967-025-07068-z
https://doi.org/10.1186/s12967-025-07068-z

Opnnako, kak u s Jgoboro MU-uHcTpyMeHTa, TpeOyeTcss BHEIIHsIS BaJMJAlMs U OICHKA
MIPO3PAYHOCTH PEUICHUN, YTOOBI N30€KaTh «UIEPHOTO SIIIMKA» B KITMHUYECKOM OHKOTEHETHKE.

o PriHoynas peanmsanus: Her.

e Ha PBIHKC ITOKAa HC MPCACTABJIICHO.

(Hauoeno npu nomowu ChatGPT)

(PRS, unmezpamuervle Mooenu, KIUHUYECKAs: 8anuoayus)

HoBoe HCCJICIOBAHUE Genomics INOKAa3bIBAC€T, YTO ITOJUICHHBIC IIOKAa3aATEC/IN
PUCKA MOBLIINAKT TOYHOCTH INPOTrHOZUMPOBAHUA PUCKA CEPACHYHO-COCYIUCTBIX
3a00/1eBaHM

(Genomics)

https://www.genomics.com/newsroom/aha-2025-new-study-from-genomics-shows-polygenic-
risk-scores-improve-the-accuracy-of-cardiovascular-disease-risk-prediction

Komnanus Genomics Ltd Ha xonpepeniun AHA 2025 nmpencraBuia JaHHbBIE, TOKa3bIBAIOLINE,
410 J00aBieHre moaureHHoro puck-ckopa (PRS) k noBoit mkane PREVENT (American Heart
Association) yaydIIaeT NPOTHO3UPOBAHUE CEPIIEUHO-COCYAUCTHIX coObITHil. HMccnenoBarenu
nokaszanu, yto uHrerpauuss PRS no3sonser BeisiBUTH MIIIMOHBI Jiroaed 40—70 1eT ¢ BBICOKUM
TEeHETUYECKUM PHUCKOM, KOTOpble IO KJIACCHYECKMM (haKTOpaM BBIIVIAJAT, KaK MAIlMEHTHI C
YMEpPEHHBIM PUCKOM M YacTO HE MOJYy4yaloT CTaTWHOB. MoJenupoBaHME IOKa3ajo, 4TO MpuU
TapreTUPOBaHHOM  HA3HAUE€HUM CTAaTUHOB ATHUM  JIOTIOJIHUTEIBHBIM TPYINIaM  MOXHO
npenotrBpatuth 10 100 Thic. nH(apKTOB ¥ UHCYNBTOB 3a 10 neT. BaxkHoe HabmroneHue, 4o et
OT CTaTHUHOB y Jtofieil ¢ BeICOKMM PRS naxke BbIle cpemHero, 4ro yCHUIMBAaET apryMeHT 3a
MEePCOHAIM3UPOBAHHYIO TpoduinakTuky. Pabora nemoHcTpupyer, kak PRS mnepexomutr wus
aKaJeMHUYECKHX UCCIIEeIOBAaHUM K MPUKIIAJHON OLIEHKE KapAHUOPUCKAa U CKPUHUHTA U MOAHUMAET
BOIPOCHl 00 MHTErpanuy NeHETHKH B MEPBUYHYIO MEIUKO-CAaHUTAPHYIO MOMOIIb, a Takxke 00
o0ecIeyeHnr CIIpaBeIMBOCTU MEX]Ty STHUYECKUMU TPYIIaMHu.

o PriHOuHas peamusanus: Jla.
e ®opmart: PRS-TecThI.

o IIpumepsr: Amgen, CardioDx.

(Hauoeno npu nomowu ChatGPT)

IloureHubie OHNCHKU PUCKA B DVTHHHOﬁ reHeTH4YecKou JUATHOCTUKEC: YTO HAC
JKIEeT Brepeau?
(SpringerNature Link)
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Lauffer, P., van Weelden, W., van Haelst, M. et al. Polygenic risk scores in routine genetic
diagnostics: what lies ahead?. J Community Genet 17, 8 (2026). https://doi.org/10.1007/s12687-
025-00835-x

B Journal of Community Genetics omyonukoBaHa o030pHasi ctathsi «Polygenic risk scores in
routine genetic diagnostics: what lies ahead?», paccmarpuBaromas crienapuu BHeapeHus PRS B
MPAKTUKY MEANKO-TeHETHYEeCKUX KOHCYJbTaIlMil. ABTOpBHl 00CykmawT, kak PRS wmoxer
UCIIONIB30BaThCs Kak IMpeABapuUTENbHBIA TecT Ha ocHOBe SNP-uMmoB, kak [OMOJHEHHE K
MAHEJN/3K30My WM KaK BTOPHYHBINA aHAJN3 TI0CJIEe OTPUIATEIBHOTO PE3YJIbTaTOB MOUCKA PEAKHX
BapuaHTOB. [IpuMepsl BKIIIOYAIOT CEPACYHO-COCYANUCTHIC, IICUXHUATPUUECKUE U OHKOJIOTUYECKHE
3a0oneBanusi, rae PRS momoraer BBIAENATh MOATPYMIBI Ui Oojiee TUIOTHOTO CKPUHUHTA H
npodmiaktuku. OTAeIbHBIH ONIOK MOCBANIEH PHCKaM OT BO3MOXKHOTO YCHJICHHS HEpaBEHCTBA
MEXIY TMOMYJSIUSAMH JI0 CIOXKHOCTEH KOMMYHHKAIIMA KOMIUIEKCHOTO TE€HETHUYECKOTO pPHCKa
nanuenTtam. B crarbe moguépkuBaercs, yTo TexHuuecku PRS yxe roToBBI K MacmTabupoBaHHIo,
HO WX KIIMHUYECKAs T0JIh3a 3aBUCHT OT HHPPACTPYKTYPhI, TOTOBHOCTH Bpadeii M HaJTHMYUS SICHBIX
KJIMHUYECKUX IyTeH: 4TO MMEHHO jaejarh ¢ mHpopmanmeldr o BeicokoM PRS miist KoHKpeTHOTO
3a0oneBanus. Pabora 3amaér paMmky s HalMOHAJIBHBIX cTpareruii mo BHenpeHuto PRS B
3JpaBOOXpaHEHHUE.

e PriHOYHas peanuzanus: Ja.
o @opmar: KoHCynbTallMOHHBIE CEPBUCHI.

o IIpumepsr: Invitae.

(Hauoeno npu nomowu ChatGPT)

I TEXHOJIOI'MA

(long-read, snucenomnoe cexgenuposanue, nogvluieHue MOYHOCIU, CHUIICEHUE CIOUMOCTU, HAHONOPOBOe
ceKseHuposanue)

PacBio momoraer Berry Genomics MoJIy4HMTbh _ NepBO€  0J100peHHE
PEIrVJAUPYIOILIUX OPIraHOB HA KJIMHUYCCKOC JIOHI'PU/I-CCKBCHUPOBAHUC B Kurtae
(PacBio)
https://www.pacb.com/press_releases/pacbio-supports-berry-genomics-in-achieving-first-regulatory-
approval-for-clinical-long-read-sequencing-in-china/

PacBio coobmmuna, uro kurtaiickas Berry Genomics mosyunsa nepBoe B CTpaHe PEryisiTOpHOE
omoobpenne (NMPA) Ha wucnonp3oBaHHME KIMHMYECKOTO TecTa Ha OcHOBe long-read-
cekpenupoBanust HiFi. Dto Baxublll pyOex, panHee kiauHuueckue NGS-tectel B Kurae
06a3upoOBATMCH MOYTH UCKITIOUUTENLHO Ha short-read-mardgopmax. HoBeIi TeCT opueHTHpPOBaH HA
HACJIEJICTBEHHBIE 3a00JIEBaHUS U CIIOJKHBIE MIEPECTPOUKH T'€HOMA, T/€ JUTMHHbBIE TPOUYTEHUS AI0T
MPEUMYIIECTBO B YyBCTBUTEIBLHOCTH U MHTEpHpeTanuu. B npecc-pennse nonuépkuBaercs, 4To
BaJMJaIMsl OXBaThIBaJIa IIMPOKHHM crekTp BapuanToB oT SNV u indel g0 cTpykTypHBIX
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MEPECTPOCK W MOBTOPOB. PerymstopHoe omoOpeHne GakTUUecKu MOATBEpXKIAAET, 4yTo long-read
Ooybllle HE «YHCTO WCCIIENOBATCILCKUIY» HMHCTPYMEHT, a TEXHOJOTHS, KOTOpas MOXET
UHTETPUPOBATECS B PYTUHHYIO KIMHUYECKYIO JMArHOCTHKY B KPYIHOH CTpaHE C Pa3BUTHIM
TCHETHYECKUM PBIHKOM. J[11st TabopaTopuii 3TO CUTHAI: MOKHO IJITAHUPOBATh BHeApeHue long-read
HE TOJILKO KaK «BTOPOE MHEHHE», HO M KaK OCHOBY HEKOTOPBIX MaHeJNeH 1 3K30M-/TeHOM-TECTOB,
0COOCHHO B 00JacTAX C BBICOKOW JOJIEH CIIOXHBIX BapUAHTOB, HAIIPUMEDP B HEBPOTCHETHKE U
OHKOTEMAaTOJIOTHH.

o PriHoyHas peanusanus: [a.
e ®opwmar: Kiimanyeckas cucrema.

o IIpumepsr: PacBio Sequel II.

(Hatioeno npu nomowu ChatGPT)

Koncopunym HiFi _Solves mny0jaukyeT mnepBoe KPYVIIHOE HCCJIe/IOBAHUE,
JAeMOHCTpUpYIOLIee KIMHUYeckne Bo3MOkHOCcTH PacBio HiFi Genomes
(PacBio)
https://www.pacb.com/press_releases/hifi-solves-consortium-publishes-first-major-study-
demonstrating-the-clinical-research-power-of-pacbio-hifi-genomes/

5 Hos0ps 2025 1. PacBio u xoncopuuym HiFi Solves EMEA npencraBuin nepBble pe3yiabTaThl
MHOTOIICHTPOBOTO HCCIIEJOBAaHMUs, B KOTOPOM IIOJIHOTEHOMHOE long-read-cekBeHHpOBaHUE
UCTIOJIb30BAJIOCh Ui JTMarHOCTUKM peAKHX 3a0osieBaHuil. B koropre manueHTOB, y KOTOPBIX
npeapiaymue short-read-tectsl He nanu otBera, HiFi-renoMsl obecrieuniay J1OMONHUTEIBHYIO
JIMarHOCTUYECKYI0 HAaxXOJKy INpPUMEpHO B TpeTH ciydaeB. OCOOEHHO YacTO BBISBISUIMCH
CTPYKTypHBIE TI€PECTPOMKH, CIOXHbIE BCTaBKW/AETELMHM M BapHallUd 4YHCIa [OBTOPOB,
NPOMYIIEHHBIE CTaHIAPTHBIMU MaHensMU. MccienoBaHue BKIIOYAIO HECKOJIBKO €BPOIEHCKUX
LIEHTPOB U IEMOHCTPHPYET, 4TO long-read-reHoMbl MOTYT CIIYKUTh HE TOJIBKO UCCIIE10BaTEIbCKON
«TIOCJIeAHEN MHCTAHIMEW», HO ¥ peallbHbIM HHCTPYMEHTOM JUIs Ilepepa3o0opa «IMarHoCTUYECKU
TYNUKOBBIX» MAI[MEHTOB. Ba)kHbIN aklEeHT ciernaH Ha OMOMH(OPMATHKY: aBTOPBI UCIIOJIb30BAIN
CTaHJapTU30BaHHBIN NaiNaiH U BbIpaBHUBaHUSA, OOHAPYKEHUsI BapUAaHTOB U aHHOTALIUH, YTO
o0Jleryaer cormocTaBUMOCTh PE3yJIBTaTOB MEX Ty JaboparopusiMu. ik MpaKTHKH 3TO apTyMEHT B
MOJIb3y BKJIIOUEHHS IOJHOpa3MepHoro long-read-reHoMa B KIMHUYECKHE MPOTOKOIBI TPH
HEOTHOKPATHO OTPUIIATEIIHHBIX PE3yJIbTaTaxX CTAaHJAPTHOTO TECTUPOBAHNS.

o PriHOuHas peamuszanus: Jla.
o ®opwmar: JInarHoCTUYECKUE YCIYTH.

o IIpumepsr: Berry Genomics.

(Hauoeno npu nomowu ChatGPT)

Kak codyeranue Fiber-seq or EpiCypher ¢ cexBenupoBanuem HiFi
o0ecmeYnBaeT KOMILIEKCHOE MYJILTHOMHOE MPEeACTABJICHHE
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(PacBio)
https://www.pacb.com/blog/how-pairing-epicyphers-fiber-seq-with-hifi-sequencing-delivers-an-
all-in-one-multiomic-view/

PacBio onyOnukoBama o0030p mnpumenenusi texnonoruu Fiber-seq xommanun EpiCypher
coBmectHO ¢ HiFi-cexkBenupoBanuem. Fiber-seq mo3Bonser Ha ogHO# U Toit xe moiekyne JJHK
CUNTBHIBATh Cpa3y HECKOJbKO SIUICHETUYECKUX MEXaHU3MOB, pAaclONIOKEHUE HYKIEOCOM,
METHIIMPOBAHUE U CAUTHI CBA3BIBAHHS HEKOTOPHIX OeNKOB. B coyeTaHuu ¢ BHICOKOTOUYHBIM long-
read-ceKBeHUpPOBAaHUEM 3TO NAET JMHEHHYIO KapTHHY SMHUICHOMA Ha MPOTHKEHHBIX y4YacTKax,
BKJIIOYasl CIIOXKHBIE PETYJISITOPHBIE PAlOHBI M IOBTOPHBIE 3JIEMEHTHI. J[eMOHCTPUPYIOTCS IPUMEPBI
npoIMPOBaHMS XPOMaTHHA B HEMPOHAIBHBIX 1 MMMYHHBIX KJIETKAaX, I7e yAaéTcsl yBUICTb, KaK
KOMOMHAIMSI METHIIMPOBAHMS U HYKJICOCOMHOTO JaHamadTa KOppeaupyer ¢ TPaHCKPUIIIHOHHON
AKTUBHOCTBIO T€HOB. J[71s pa3paOOTYMKOB AMHUTEHETHUYECKHX OMOMApKEPOB 3TO MIAHC YHUTH OT
YCPEIHEHHBIX CUTHAIOB IO KOPOTKMM (hparMeHTaM K MOJIEKYSIPHBIM KapTaM C BBICOKHM
paspemenueM. K noTeHIManbHbIM NPUIOKEHUAM MOXHO OTHECTH HCCIEIOBaHUS MEXAHH3MOB
NeHCTBUS  SNMICHETUYECKUX MpPenapaToB W TOHKYH CTparu(UKalUI0  ONyXoJled 1o
IIPOCTPAHCTBEHHO-3MUI€HETUYECKUM [TaTTEPHAM.

o PriHoyHas peanmsanus: Her.

o Ha pbIHKe IT0OKa HE IIPEICTABIICHO.

(Hauoeno npu nomowu ChatGPT)

(cmpyxmypa, npunyunst xpanerus, 110 no obpabomke OanHwix)

Bbpuranckuii 0M00aHK ONNYOJIMKOBAJ OKOHYATEJILHLIA HA00P TAHHBIX IO MOYTH
250 MeTa00JUTAM — MOJIEKYJIAM B HAllIell KPOBU, BHLIPA0ATHIBAEMbIM HAIITUM

OPraHu3MomM B NPpOUECCE ’KU3HU, — V NOJYMUJJINOHA I[OGDOBOJII)IIQB

(UK Biobank)
https://www.ukbiobank.ac.uk/news/worlds-largest-metabolomic-study-completed-paving-way-
for-predictive-medicine/

B nos6pe 2025 roga UK Biobank omyGnukoBan ¢uHanbHbIM HaOOp JaHHBIX METa0OJIOMHKH,
BKITIOYAIOIINIA u3MepeHus modtu 250 MeTabonuToB (caxapoB, KUPOB, AMHHOKHCIIOT U Jp.) y 500
000 mo6poBoOMBIIEB. DTO 3aBEpIIACT KPYMHEUIITUI B HCTOPUU MIPOEKT 1O META00IOMUKE KPOBU U
co3naér GecrnpereleHTHBIA pecype i NPEeAUKTUBHOW MeuIuHbI. MeTtabonndyeckue npohuim
OTpaXkaloT TEKyIllee COCTOSIHME (DU3MOJIOTHH 4YellOB€Ka M, B COYETAaHHM C TE€HETHYECKUMH,
MPOTEOMHBIMHU U KJIIMHUYECKUMH JTAHHBIMH, TTO3BOJISIOT UCCIIEIOBATENSIM JTydIlle TIOHSTh, KTO U3
JIOICH TIOJIBEPIKEH PUCKY pPa3BUTHS 3a00JEBAaHUN CEPIEUYHO-COCYIUCTHIX, nuabeTa 2-ro THIIA,
Helipoaerenepanui, paka u apyrux. Kpome toro, y 20 000 y4acTHUKOB AOCTYIEH «BPEMEHHOM
psia», TO €CTh MOBTOPHBIN 3a00p KPOBU CIYCTS PUMEPHO MSTh JIET, YTO TO3BOJISIET OTCIIEKUBATD,
KaKk M3MEHEHMsS B METa0OJUTax KOPPEIUpYIOT C pa3BUTHEM XpOHUYecKux OonesHell. Panee
YaCTUYHBIEC BBIMYCKH JAHHBIX YK€ MMO3BOJIMIIN pa3padboTaTh METa0OJIOMHBIE OMOMapKephl pUCKa
nrabeTa v CepAeUHO-COCYIUCTHIX 3a00IeBaHUM, HCCIIEIOBATh CBSI3b METa00IM3Ma U MUKPOOHOMa
C Jenpeccuei M co3Aarh «MEeTabO0JIOMHBIE YachD» ISl OLEHKM OMOJIOTMYECKOro BO3pacTa Ha
OCHOBE cocTaBa KpoBH. [1o MHEHHIO OpraHU3aTOPOB, ITOT HAOOP TAaHHBIX OTKPHIBAET HOBYIO 3Py

30


https://www.ukbiobank.ac.uk/news/worlds-largest-metabolomic-study-completed-paving-way-for-predictive-medicine/
https://www.ukbiobank.ac.uk/news/worlds-largest-metabolomic-study-completed-paving-way-for-predictive-medicine/
https://www.ukbiobank.ac.uk/news/worlds-largest-metabolomic-study-completed-paving-way-for-predictive-medicine/

MIPEBEHTUBHON U NEPCOHAIM3UPOBAHHONW MEAMIIMHBI, T1I€ PaHHSIS IUAarHOCTUKA, TPOdUIaKTHKA U
TapreTHble BMENIATeIbCTBA CTAHYT JJOCTYITHEE.

o PriHoyHas peanusanus: [a.

e  ®opmar: MccnenoBarennsckas 6a3a (IJIaTHBIN TOCTYII).

(Hauoeno npu nomowu ChatGPT)

MeTaﬁo.JIOMHbIe, IT'CHCTUYCCKHUEC, BHU3VAJBbHBIC JAHHBIC M MHOI'0O€ JApyroe:
TCIICPb JOCTYIIHLI HOBLIC U O00OHOBJIEHHDbIE JAHHBIC BDI/ITaHCKOFO Ono0aHka
(UK Biobank)
https://www.ukbiobank.ac.uk/news/metabolomic-genetic-imaging-data-and-more-new-uk-
biobank-data-now-available/

UK Biobank 00bsiBUI 0 KpynmHOM OOHOBIEHHMHM Habopa AAaHHBIX, JOCTYIHOTO OJ0OpPEHHBIM
uccienoarensm yepes miatrgopmy UKB-RAP. K cymiectByronum reHeTH4eCKUM, TPOTEOMHBIM,
BU3YaJM3AllMOHHBIM, IOBEJECHYECKMM M MEIUUMHCKUM JaHHbIM mia npumepno 500 000
YYaCTHUKOB JI00ABJICHBI HOBBIC KPYyITHBIE OJ0KM HH(pOpManuu. BriepBbie MeTaO0IOMHBIC TaHHBIC
NpPEACTaBICHbl Ui BCeX A00poBobleB, BKmodas okosno 20 000 moBTOpHBIX 00pasIoB,
COOpaHHBIX CIYCTS IISITh JIET. DTO JeTAeT PECypC KPYyIMHEHIITUM METa00JIOMHBIM HAOOPOM JTIAHHBIX
B MHpPE W OTKPBIBAET BO3MOXHOCTH Il 0OJ€e TOYHOTO TPOTHO3HPOBAHUS 3a00JICBAHMIA,
MOHUMAHUsA OWOJOTUYECKUX MEXaHW3MOB W TIOMCKAa HOBBIX TEpPANeBTUUECKUX MHUIICHEH.
Cy1iecTBEHHO paclIupeH MacCUB BU3yaln3aiuu: jo0asieHsl HoBbie MPT-nannbie mo3ra, cepana
u Bcero Tena, Bkmroyas 55 000 TpéxMmepHBIX Mopeneil cepaua, YIydlleHHble W3MEpPEHUS
MJIOTHOCTH KOCTEH M cOoCTaBa Tejla, a TakKe MPOAOJIbHBIE JaHHbIe cTapeHus mo3ra s 100 000
ydacTHUKOB. Takke BKitoueHbl oTBeTHl Oosee yem 160 000 uenoBek Ha OMpPOC O COLMATIBHBIX
B3aMMOJICUCTBUAX M BHUMaHUU (OLIEHKAa 4epT, cBsi3aHHBIX ¢ ayTusmMoM U ADHD), nanubie o
KJIOHAJIbHOM TeMaTorno’3e Jis BCeX YYACTHHUKOB, OOHOBIEHHBIE pPETHHAIbHBIE H3MEpPEHUS,
nononautenbHble gaHHble 0 JKKT u OoneBbIX CHMIITOMax, HOBbIE T€HOMHBIC TPYIMIIbI
MIPOUCXOXKACHUS U OOJIee CBEKUE METUITMHCKUE 3alTMCU. DTO BTOPOM BBIMYCK HOBBIX JaHHbIX UK
Biobank 3a 2025 rog.

e PoiHOuHas peanuzanus: Jla.
o  @opwmar: To xe.

(Hatioeno npu nomowu Grok)

(unmepnpemayus CeKGeHUPOBAHUsL, MOOeNU, peghepeHc-nanent,)

IHounManue npupoabl M BocnuTaHus: crarucrudyeckue u UM-muHoBanum
PACKPLIBAIOT, KAK TeHLI MW OKpYV.Kawnasg cpera GopMHUPYVIOT 310POBLE

YJeJI0BEKA
(Science)
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Jiacheng Miao. Understanding nature and nurture: Statistical and Al innovations uncover how
genes and environment shape human health. Science, 6 Nov 2025, Vol 390, Issue 6773, p. 584.
DOI: 10.1126/science.aeb2636

B Science omy0nukoBaHa 00630pHas CTaThsi O TOM, KaK COBPEMEHHBIC CTATUCTHYECKHE METOMBI U
MCKYCCTBCHHBIN MHTEJUIEKT IMOMOTAIOT MOHUMATh CIIOKHBIC B3aWMOJICHCTBUS MEXKIY T'€HaAMHU U
cpemoii. ABTOpbl 00CyxkmarT, modemy kinaccuueckue GWAS 1JI0X0 CHpaBISIOTCS €
noyiHopazMepHbiMHu B3aumopaeictBusiMu (GXE) u kak HoBble monaxonbl, Takue kak PIGEON u
POICTBCHHBIE €My MOJICJIH, HCIIOJB3YIOT THOPUA CTAaTUCTUKA W MAIIMHHOTO OOYYCHHS ISt
oOHapyXeHHs TATTePHOB, KOTOpPbIE HE BHUJIHO TpH JHMHEHHOM aHaimm3e. Ocoboe BHUMaHUE
yaenseTcss HeOOXOMUMOCTH CO3[aBaTh PEATNCTUYHBIC CHUMYJIHMPOBAHHBIE U CHHTETUYCCKUE
HAOOPBI TaHHBIX, YTOOBI 00y4aTh U TecTUpOoBaTh Al-Momenu 6e3 prcka pacKphITHS TePCOHATHLHON
uH(pOpMAIIMM YYaCTHMKOB OHoOaHKOB. Takxke paccMaTpUBAaIOTCS ITHUYECKHE BOIIPOCHI, OT
MPO3PAUHOCTH U WHTEPIPETHPYEMOCTH MOZENEH 10 BO3MOXKHOTO YCHUJICHHS CYIIECTBYIOIIMX
COLIMANIbHO-9KOHOMUYECKIX HEPABEHCTB MPHU HEMPABUILHOM MPUMEHEHUU MPEIUKTOPOB PUCKA.
Jlis mpakTUKM 3TO CHUTHAJ, YTO SI0Xa MPOCTHIX «OAHOMEPHBIX» IMOJUTEHHBIX CKOPHUHIOB
MOJXOUT K KOHILY, © Ha CMEHY €l MpUxoaar 0oJiee CI0KHbIE MOJIEIH, YUYUTHIBAIOIIUE CIIOKHBIN
KOHTEKCT, OT 00pa3a >KU3HU U CPEbl O SIMUTCHETHKHU.

o PriHoyHas peanmsanus: Her.

e Ha PBIHKC ITOKA HE IIPCACTABIICHO.

(Hatioeno npu nomowu ChatGPT)

(POC mecmul, MUKpoghmouduvie npubopsbl, 3KCnpecc-ouazsHoCmuKa)

IIpeaBapureianHas nogadua 3asaBku HA perucTtpanuio Genedrive® MT-RNRI1 B

FDA CIIIA

(Gendrive)
https://genedrive.com/genedrive-file-us-fda-pre-submission-for-the-genedrive-mt-rnr1-product-
range/

Komnanus Genedrive o6bsiBuIa 0 BHeApeHuH cBoero point-of-care-recra MT-RNR1 B poniome
Rotunda Hospital ([ly6nun). TecT BbIABISET MUTOXOHpUaibHble BapuanThl B reHe MT-RNRI,
aCCOIIMMPOBAHHBIE C BBICOKMM pPHUCKOM HEOOpaTUMON TMOTepH cilyXa MpH Ha3HAYCHUU
AMHHOIJIMKO3U/IHBIX aHTHOMOTUKOB (HampuMep, TeHTaMHUIMHA) HOBOPOXKIEHHBIM. [JaBHBIM
IPEUMYIIECTBOM TECTa SABISETCS CKOPOCTh pelieHus. Pe3yabsraT JocTyeH NpUMEpHO 3a royrgaca
OpSMO y TIOCTEJNH MalMEeHTa, YTO MMO3BOJISET alalTUPOBATh aHTUOAKTEPHATIEHYIO TEPAIHUIO elé /10
BBEJICHUS MEPBOM J103bI Mpenapara. B cooOmieHnn nmogquépKuBaeTcs, YTo yCTPOWCTBO MPOILIO
ouenky NICE u uro mpoBoauTcsi paboTa MO WHTETPAlMU TeCTa B CTaHAAPTHBIE MPOTOKOJIBI
HeoHaTanbHON nmomomm B BenukoOpuranun u Upnanauu. /i KIMHUKHA 3TO TPUMEP TOTO, Kak
TEHETHKa IOCTENIEHHO IEpee3kaeT «Hu3 J1adoparopuu B OTAENEHHUE», a KIIOYEBOM aKIEHT
CMelaeTca ¢ MOMCKAa PEIKHUX HACIEACTBEHHBIX CHHAPOMOB Ha IPENOTBPAILEHUE CEPbE3HBIX
JIEKapCTBEHHBIX OCIOKHEeHMH. B Ommwkaitmeir mepcrektuBe momoOHbie POC-TecThl MoryT
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MNOSBUTBHCS U JUIsl Jpyrux (apMaKOreHEeTMYEeCKMX MHUIICHEW, eciaM yaacTcs 00ecHeyuTh
JIOCTAaTOYHYIO aHAJTUTUYECKYIO0 YYBCTBUTEILHOCTh U SKOHOMHUYECKYIO 3((HEKTUBHOCTD.

o PriHoyHas peanusanus: [a.
e  ®opwmar: POC-ycTpoiicTBo.
e IIpumepsr: Genedrive MT-RNRI.

(Hauoeno npu nomowu ChatGPT)

IV OTPACJIEBAA 'EHETHUKA

(eenomunupoeanue CelbCKOXO3AUCMBEHHBIX .?fCZ/IGOMHle)

B3anmoaenicTBre MEXaHUCTHYECKOT0 MOJAEJIUPOBAHNS U MOAEJIUPOBAHUS CXEM
pa3BeleHus JUIsi NMPOTrHO3MPOBAHMS BJMSHUS 0TOOpPa Ha 3((eKTHBHOCTH

JJAKTAIIUHU V MOJIOYHBIX KOPOB B PA3JIMYHbLIX VCJIOBUAX MUTAHUA

(SpringerNature Link)

Bouquet, A., Slagboom, M., Thomasen, J.R. et al. Interfacing mechanistic and breeding scheme
simulation to predict selection response on lactation efficiency in dairy cows under different
nutritional environments. Genet Sel Evol 57, 68 (2025). https://doi.org/10.1186/s12711-025-
01013-w

B wuccnenoBanuu paspaboTaH THOPUIHBIA METON MOMACIUPOBAHUS, KOTOPBIM 00BeIUHSET
MEXaHUCTHYECKYI0O MOZENh MeTaboiu3Ma KOPOBBI M KIACCHUYECKYIO CENEKIIMOHHYIO MOJEb,
4TOOBI IPOrHO3UPOBATH, KAK PA3HBIE CXEMbI Pa3BEACHU BIUSIOT HA ()()EKTUBHOCTD JAKTAIH B
YCIOBHSIX PA3JIMYHBIX KOPMOBBIX PEKHUMOB. ABTOpPHl MOMYEPKUBAIOT, 4YTO TPATUIUOHHBIE
TeHETUYECKHE MOJIETM YacTO HE YUYHMTHIBAIOT BIMSHHE CpeAbl U (DU3HOIOTHH KUBOTHOTO, U3-3a
Yero MPOTHO3 CEJIEKIIMOHHOTO OTBETa MOXKET OBITh cMeIéH. B paboTe ucnoiap3oBaiack MOAETH,
ONUCHIBAIOLIAs paclpeiesieHue SHEPTUU MEXKy POCTOM, JaKTalluen, MoJiepKaHueM OpraHu3Ma
¥ BOCTIPOM3BOJICTBOM, M OHA ObLJIa «BCTPOEHA» B CXEMBI UCKYCCTBEHHOTO 0TOOpa. ITO MO3BOIUIIO
MCCJIEI0OBATh, KAaK MEHSIOTCS TTOKA3aTENH JIAKTAITMOHHOM 2()()EKTHBHOCTH P PA3HBIX CTPATETHUAX
KOpPMJIEHUS, OTPAaHUYEHHOM, YMEPEHHOM H BBICOKOKAJIOPUMHOM. Pe3ynbprarbl mokasaiau, 4To
TCHECTUYCCKUC JIMHUH, ACMOHCTPHUPYIOIIUE BEICOKYIO IPOAYKTUBHOCTE B 0)1HOI7[ KOpMOBOfI cpeace,
MOTYT MpPOSBIATh MEHBIUINI CEIeKIMOHHBIN Mporpecc B ApYroid. ABTOpBI JENal0T BBIBOA, YTO
WHTErpanus (HU3NOJIOTUYECKOTO MOJICTUPOBAHNS B IUIAHUPOBAHUE CEJIEKIIMH TO3BOJISAET JIyYIle
MPOTHO3UPOBATh PE3YIbTaThl Pa3BENCHUS, OCOOCHHO B YCJIOBHSIX HM3MEHEHUS KiuMara |
HECTaOUITLHOCTH KOPMOBBIX PECYPCOB.

o ProiHOuHas peamuszanus: Her.

e Ha priHke moka He IPEICTaBICHO.

(Hatioeno npu nomowu ChatGPT)
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HNuTerpaTuBHbpIii  aHAJHW3 TE€HOMA H TPAHCKPHUITOMA BLIABHJ HOBBLIH

PEIrvJasdaATOpP COACPKAHUA BHYTPUMBbIINICYHOI'O Y)KUPA B CBUHHUHEC

(SpringerNature Link)

Zhao, X., Li, J., Jia, W. et al. Integrative analysis of genome and transcriptome reveals a novel
regulator for pork intramuscular fat content. Genet Sel Evol 57, 67 (2025).
https://doi.org/10.1186/s12711-025-01014-9

OTO HCClIeI0BaHKUE MOCBSIIEHO MOMCKY TeHETUYECKUX (DaKTOPOB, ONMPENENAIONNX COJepKaHNe
BHyTpuMbIieyHoro xupa (IMF) y cBunel. DTOT nokasaresnb BIUSET Ha BKYC, COYHOCTb U
KauecTBO Msica. ABTOpbI 00bequHIIHN pe3ynbTatel GWAS ¢ TpanckpuntoMHbiM anamn3oM (RNA-
seq), 4ToObI He TpocTo BbIABUTH SNP, acconuupoBaHHbIE C IPU3HAKOM, HO U IIOHSThH, KAKHE I'€HbI
NeCcTBUTENFHO (DYHKIIMOHATILHO BOBIIeUueHHBI B peryisinuio IMF. Brauane ObuT BBITTOHEH aHATH3
TE€HOTUIIOB OOJIBIION KOMMEPYECKON MOMYJIALNU CBUHEH, YTO MO3BOJIMIIO BBIIEIUTH HECKOJIBKO
3HaYMMBbIX YYaCTKOB I'€HOMa. 3aTeM 3TH Y4aCTKH COIOCTaBWIIM C JAHHBIMU 3KCIIPECCUU T€HOB B
MBIIIEYHON TKaHHW. Takoi IMOIXOM TO3BOJMJI OOHAPY)KHTh HOBBIM KaHAHMJAT-TEH, paHee He
CBSI3aHHBIH C METabOJIM3MOM JIMIMIOB, HO JEMOHCTPUPYIOIIMN COIVIACOBAHHOCTb MEXIY
IeHETUYECKUMU acCOLMAUSAMU U YPOBHEM 3Kcpeccuu. buonHdopMamoHHblil aHaau3 nokasa,
YTO 3TOT I'€H UMEET BO3MOKHYIO PErYJIATOPHYIO POJlb B aIUIIOT€HE3€. ABTOPBI NOAUEPKUBAIOT, UYTO
pe3ynbTaThl HMccleoBaHus yniyOnsoT noHuMmanue Ouonorun IMF u moryr mnomous B
Hocienylomux (QYHKIMOHAIBHBIX  JKCIEPUMEHTAaX, OJHAKO MOAYEPKHMBAIOT, YTO JJIA
UCIIOJB30BaHUS B CEJICKLHMOHHBIX IIpOrpaMMmax HYXHbl [aJIbHEUIINE IOATBEPKIACHUS U
BaJIM 1AL

e PwiHouHas peanuszanus: Jla.
o ®opwmar: [eHOTUTIMPOBaHKE KUBOTHBIX.
o IIpumepsr: Zoetis, Neogen.

(Hauoeno npu nomowu ChatGPT)

V PBIHOK. PET'VVINPOBAHHUE

(IPO, @unancuposanue, obvem pvlHKA, CMOUMOCMb UCCA008AHUL, NAPMHEPCMEA, TUYEH3UPOsaHue,
2eHemuyeckull  omuem N0 pe3yIbmamam — HOTHO2EHOMHO20 — CEKGEHUPOBAHUS, — NPOUCXOICOECHUE,
POOOCNOBHASL, TUUHASL 2CHEMUYECKASL UCTHOPUSL)

PacBio _momoraer Berry Genomics  moJIyUMTh __ NePBO€ _ 0100peHHUE
peryJMpylumxX OpraHoB Ha KJIMHHYECKOe JJOHIpUua-cekBeHnpoBanue B Kurae
(PacBio)
https://www.pacb.com/press_releases/pacbio-supports-berry-genomics-in-achieving-first-
regulatory-approval-for-clinical-long-read-sequencing-in-china/
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PacBio u xuraiickas Berry Genomics 0ObSIBUIIN O IMOTYYEHUU OT KUTaKWCKOTO peryasitopa NMPA
perucTpanroHHoro ynocroepenus kmacca III Ha cucremy Sequel II CNDx, mepBwlii B MUpe
knuHu4eckuil long-read-cexBeHcop. Paspemienue kacaercss MCHOJIb30BaHHS IUIAaT(GOPMBI B
KIIMHUYECKOM [IMarHOCTUKE, CHayana, A CKPUHHHra TajJaCCeMHH, HO C MEepPCIEeKTHBON
pacuiMpeHusi MaHeleld Ha Apyrue HacJeICTBEHHBbIE M pelKkue 3a0ojeBaHus. TeXHUYECKH STO
BaXHBIA CIBUI, MOCKOJIBbKY long-read-TexHONOrUsl MO3BOJSET B OJHOM IOJHOTEHOMHOM TeCTe
Buneth SNV, indel, CNV, kpyIHbIe IepeCTPONKHN 1 MOBTOPHBIE PACIIMPEHHUSI, YTO KPUTUYIHO JIJIsI
CIIO)KHBIX TE€HOMHBIX PETHOHOB, IUIOXO YHTA€MbIX KOPOTKMMHU puaamMu. Kommepuecku 3To
oTKpsIBaeT PacBio mocTyn k OBICTPO pacTyeMy KUTaiCKOMY KIMHUYECKOMY PBIHKY U YCHIINBAET
KoHKypeHIHio ¢ [llumina u kuTaiickumu JIoKaJbHBIMU UrpoKamH. [ naboparopuii onobopenue
03HAYaeT BO3MOXKHOCTb B OJIHOM TECTE MOJy4aTb Cpa3y MHOIO OTBETOB, BMECTO HECKOJBKHX
pa3pO3HEHHBIX AaHauu30B. /[l mManmuMeHToB o3HayaeT Oojiee TOYHYIO JHUArHOCTHKY H
NOTEHIIMAIHLHOE CHIKEHNE COBOKYITHON CTOMMOCTH F€HETHYECKOTO 00CIICIOBAHHS.

e PriHOYHas peanuzanus: Ja.

e  @opwmar: Cucrema.

(Hatioeno npu nomowu ChatGPT)

OT1 0M00aHKA K KJIMHHKE: KAK POCCUIICKHE TeHETHYeCKNE TEXHOJIO0T N MEHSIIOT
PENPOAYKTUBHYIO METUIIMHY

(Menarenetuka.pd)
https://xn--80afcdcavqlo0d.xn--plai/tpost/4m2hu54931-ot-biobanka-k-klinike-kak-rossiiskie-gen

Ha Poccuiicko-Kutaiickom ¢opyme nmo MosekynspHod MeaunuHe B ['yaHuxoy mnpeacTaBiieH
KPYNHBIN pOCCUICKUIN KelC TpaHc(epa FeHEeTUYECKUX TEXHOJOTUIN «OT OMO0OaHKa K KIMHHUKE).
buobank «I'EHO®OH]/» (HUU AI'mP um. JI.O. Otra) npoaeMOHCTpUpOBal MOPTQens
pa3paboTok: OT MaciITabHON GnopecypcHoi kosekiuu (86 044 obpasua ot 16 240 1oHOPOB U
HaIMEeHTOB) IO TOTOBBIX KOMMEPUYECKUX MPOIYKTOB. B ienTpe BHMMaHus oredectBeHHbI HUIIT
Ha 0a3e BBICOKONPOU3BOAUTEIILHOTO CEKBEHHUPOBaHMS C TOYHOCTBIO >99 %, yxe
KOMMEPLIMAIU3UPOBAHHBIA C MCIOJIB30BAHUEM POCCUHCKUX PEAarcHTOB W HWHAYCTPUAIbHBIX
naptHépoB (OO0 «HUIIT», «Cepbanab»). JIoMOMHUTENBHO MNpeNCTaBIeHbl pEIeHUs s
HEOHATAJbHOTO M TPEKOHLENIMOHHOTO CKpuHUHTaA, BKiItouas Habop «HEBA-TECT» nns
MaccoBoro BeisgBlIeHHs CMA U HOCHUTENIbCTBA JI0 3a4aTHs, a Takke paboTa Mo co3JaHuio 0a3bl
UHIUBHIyaIbHBIX TecT-cucreM i III'T-M. [lng pelHKa 5TO JAEMOHCTpALMs TOIO, 4YTO
poccuiickie UTPOKH HE TOJIBKO JIOTOHSIOT, HO U ()OPMUPYIOT COOCTBEHHYIO MTOBECTKY B 00JaCTH
6uobankunra, HUIIT u renorepanuu CMA, a Takke BBICTPAUBAIOT MEXAyHApOIHBIE
MapTHEPCTBA C KUTAUCKUMH HAyYHBIMU LIEHTPaMHU.

e PoiHOuHas peanuzanus: Jla.

o ®opwmar: TecTbl U HAOOPBI.

(Hatioeno npu nomowu ChatGPT)
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(3aKOHbI, PEKOMEHOAYUU, IMUYECKUE CIAHOAPMbL)

FDA o1o0puj0o HOBOe mpeavipekaeHue 0 0e30mMaCHOCTH U NePecMOTPEHHOe
NOKA3aHNEe K NPUHMEHEHHMIO Npenapara JJeBHIAMC MocJe COOOIEeHUuH O

CMCEPTECJIBHOM ITOPAKECHUHN IICYCHU
(U.S. Food and Drug Administration)

FDA onmoOpwiia cyliecTBeHHbIE HM3MEHEHUS B HWHCTPYKIIMM K TeHHoW Ttepanuu Elevidys
(delandistrogene moxeparvovec-rokl) mist nedeHust MpimiedHor auctpodun Jlromena. Buecén
«aépubiiiy (Boxed) mpemynpexparommii OJOK O pUCKE TOKENOro W (paraabHOro TMOpakeHUs
MEYCHW M PE3KO OrpaHUYeHa TOIMyJAIMs TAIMEeHTOB: TEMeph Tepanus IOKa3aHa TOJIBKO
amMOyJIaTOPHBIM MaIMEHTaM cTapiie 4 JIeT ¢ MOATBEpKAEHHON MyTanuei B reie DMD, nokaszanue
JUTST HeaMOYJIaTOPHBIX IMAallMEHTOB IOJIHOCTBIO ymaneHo. [ToBogom cramm ciydam (araapHOU
OCTPOM IMEYEHOYHOM HENOCTATOYHOCTHU U TSKEIOTO IMOBPEXKIACHUS IIEYEHH Y JE€TEH, OTyYMBIINX
npermapar. OOHOBIEHHBIE PEKOMEHIAIINN TPEOYIOT €KCHEISITHbHOIO0 MOHHUTOPUHTA MEYEHOUYHBIX
(GEepMEHTOB W KapJHAIbHBIX MapKEPOB B TEUCHHE HECKOJBKUX HEIeNnb Mocie uH(py3uwu,
YCHJIGHHOTO KOHTpPOJIS MH(pEKnmid Ha (OHE CTEPOMJTHON Teparnuy M WCKIIOYCHUS TAIlMeHTOB C
OnpeAcNEHHBIMU TeHETHYECKUMHU AenenuaMu B DMD u ucxonHsIM mopaxeHuem rnedeHu. s
pPBIHKA T€HOTEpAINuy 3TO CUTHAN, CBUIETEIbCTBYIOIIMI O TOM, YTO Jaxe yxKe oJo0peHHbie AAV-
npenaparbl MOTYT CTOJIKHYTbCSI C CEpPbE3HBIM YKECTOUEHUEM YCIOBUUW IPUMEHEHHUs, YTO
MOBBIIIAET PETYISATOPHBIC PUCKU AJII MHBECTOPOB U CTUMYIHUPYET pa3zpaboTKy Oosiee 6e30MmacHbIX
BEKTOPOB U MPOTOKOJIOB MOHUTOPHUHTA.

e PriHounas peanmusanus: [a (kak 0100peHHBINA TPOIYKT).

(Hatioeno npu nomowu ChatGPT)
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