0030p MEeIUIUHCKUX, HAYYHBIX U HOPMATUBHBbIX
HoBOCTeH B chepe reHeTukH (1-23 Hossopst 2025)

I HAYKA

(cenemuueckue OemepmMuHanmol 3a001e6anUll, HO8ble accoyuayuu een/sapuanm — 3abonesanue, GWAS)

CHeHI/Id)I/I‘IHOCTI), JJIMHA M yIadya  ompeaesiloT  PeMTHHIHM __T€HOB B

ACCOIMATUBHBIX MCCJICTOBAHUAX
(Nature)

B Nature omyGnukoBana pabota, rie aBTOPBI CPaBHIIHM pe3ynbTarhl kiaccmieckux GWAS u
TECTOB peKuX BapuaHToB 1o 209 xomnyecTtBeHHBIM npu3HakaMm B UK Biobank u mokasanu, uro
3TU MOAXOIbl CUCTEMATHUYECKH IMO-pa3HOMY paHkupyroT TeHbl. GWAS wale «moacBednBaroT»
TeHbl, PSAJAOM C KOTOPBIMH PACIIOJIOKEHB MHOXECTBEHHBIE PETYJIATOPHbIE HEKOJUPYIOIIHNE
BapHaHThI, BIMAIOIIME HA KOHKPETHBIM MpPU3HAK, TOTAAa Kak burden-TecTbl BBIAENSIOT T'€HBI C
peaxkumu, HO Oojee «crnenuPUUHBIMIDY JUIs TPU3HAKA MOBPEXKIAIOIUMU MyTausiMu. Beoaurcs
pazzesieHne Ha «BaXXHOCTD JJIsl IPU3HAKa» U «CHEHU(PUIHOCTEY, U IEMOHCTPUPYETCS, YTO pa3HbIe
JM3aiHbI MCCIIE0OBAaHUM HA caMOM JleJie 3aXBaThIBAIOT Pa3HbIe acHeKThl Ouojoruu. BaxkHo, 4to
aBTOPBI MOIPOOHO Pa3dUPaIOT UCKAKEHUS, KOTOPbIe BHOCUT BbIOOp (heHOTHNA (Y3KHIA/IIMPOKHIA,
KOJIMYECTBEHHBIN/KaTEropruaibHblil) MW (QUIBTPBl 1O KayecTBy JaHHbIX. Pabora cimyxur
HAllOMMHAHUEM: HENb3s MEXaHWYECKH CPaBHMBATH «CHIIy» T€HOB IO p-value, He y4uTHIBas
UCTIOJIb3YEeMbIi METOJ U KOHTEKCT. Il MPaKTUKH 3TO 3HAYUT, YTO M KIMHULUCTaM, U Ouojoram
CTOMT codYeTaTh 00a THUIAa HUCCIENOBAHUN NpU NPUOPUTU3ALMU TEHOB M WHTEPIpPETAIHH
PE3yNbTaToOB FeHETUYECKOTO TECTUPOBAHUSL.

(Hauoeno npu nomowu ChatGPT)

AHajan3 acconManMim 10  BCeMY TI'€HOMY BbISIBJSIET Ppa3jJIMYHbIe
IFCHETHUYCCKHNEC CTPYKTYVPbI, OTBETCTBCHHbBIC 34 PAHHEC U 1103/JHECC HAYAJIO0

ACIPECCUHA
(Nature)

HenaBHmii  KpynHBIM ~ MeTa-aHaIM3  TEHOM-IIMPOKUX  accouuanuid g JIENpPecCuy,
CTpaTU(PUUUPOBAHHBII 1O BO3pacTy Ae0IOTa, MOKa3bIBACT, YTO PAHHAS W TMO3IHSASA JETpPecCUs
YaCTUYHO Pa3JesiloT TeHETUYECKUE JETEPMUHAHTHI, HO HE COBIIAJAIOT IIOJIHOCTHIO. [[71s1 paHHETo
Hayajla CUJIbHEE BBIPAKCH BKJIAJ( IIOJIMTEHHOM HATPYy3KH, CBI3aHHON ¢ HEMPOTU3MOM, TPEBOTOU U
SMOIIMOHAIBHON PEaKTUBHOCTBIO, TOTNA KaK IO3JHSSA Jenpeccus OOoJble KOppelupyer ¢
TEHETUYECKUMU  (aKTOpaMU  CEpAEYHO-COCYIUCTOr0 M METa0ONIMYEeCKOro pHUCKa. ITO
YKJIaJbIBACTCSI B KJIMHUYECKOE HAOMIOCHHE, YTO JENpeccHss B MOJOIOM BO3pacTe Yarle
aCCOLUUPYETCS C CEMEWHBIM OTATOIIEHUEM IICUXWYECKHX PACCTPOMCTB, a B IMOXHWIOM — C
COMAaTU4ecKoil KOMOPOMAHOCTBIO M COCYAMCTBIMU (pakTopamu. ABTOPBI MOJUYEPKHUBAIOT, UYTO
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HECMOTpPSI Ha BBICOKYIO OOIIYI0 HACIEIyeMOCTh, BKJIAJ CIUHUYHBIX JIOKYCOB HEBEIHK, a
KJIIMHUYECKH TI0JIC3HbIE MOJIENN JIOJDKHBI COBMEIIATh MOJHMICHHBIE PUCKH C (DAKTOpaMU CPEIIbI.
JI1st IpakTUKK ATO O3HAYAET, YTO MHTEPIIPETAIUS TEHETUIECKUX TECTOB MPHU JICTIPECCHH JTODKHA
YYHUTHIBATh BO3PACT IMAIIMEHTA U COMAaTUYECKHi (hOH, a KYHUBEPCAILHOT0» MOJUTEHHOTO CKOpa
JUIsL IETIPECCUU, OJIMHAKOBO Mpeicka3biBatoero puck B 20 u 70 net, ®aaTh HE NPUXOTUTCS.

(Hatioeno npu nomowu ChatGPT)

Puck 3JI0KAaYeCTBEHHOW MEJAHOMBI H KOJOPEKTAJLHOI0 PpPakKa IpHu
cuaapome bupra-Xorra-/[100e — ucciiefoBanue ¢ NoJI00PaHHON rpynmnon

MAalMECHTOB
(Nature)

B British Journal of Cancer onyOnukoBaHoO KpymHOE MOMYJISIMOHHOE HcchenoBanue 353
HocuTesell maroreHHblx BapuanToB B FLCN mpu cunmpome bupra—Xorra—/io6e (BHDS) B
[IBeruu. Panee 6110 sicHo, uto BHDS noBsImaer puck omyxosieit moyku, HO JaHHbIE IO APYTHM
pakaM ObLTM MPOTUBOPEUYMBHIMU. B HOBOW paboTe, MCHONB3ys HAIMOHAIbHBIE PETUCTPHI U
KOHTpPOJIbHYIO rpymiy (50 4eaoBeK Ha OHOTO HOCHUTEIIS), aBTOPHI TIOKA3aJIi: OOIIUI pUCK paka y
Hocureneit FLCN yBenmuuen mpumepHo B 2,3 pasza, IpU 3TOM PHUCK KOJOPEKTAJbHOTO paka
BO3pAcTaeT MPUMEPHO B 5 pas, a MEITaHOMbI — MoYTH B 3 pa3za. HecMoTps Ha 3T0, aOCOMIOTHBIE
PHCKH OCTAIOTCSI OTHOCHUTENIBHO HEBBICOKUMU, U ABTOPBI OCTOPOKHO MOAXOIAT K PEKOMEHIalASIM
10 TOTAJbHOMY CKpUHUHTY. [lapayinenbHO B OHKOT€HETHKE MOJIOYHOM KEJIE3bl Cpa3y HECKOJIBKO
pabot HosOps 2025 roga mepecMaTpuBalOT POJIh OJUTEHHBIX PUCKOB: CTaThH O BKIOYeHUH PRS
B Mozieiit BOADICEA u ctpareruu CKpuHUHTA MOKa3biBatoT, uto y HocutensHul CHEK2/BRCA
MOXKHO YTO4YHATH pemeHus o0 MPT-ckpuauHTe ¥ MPOPUIAKTHYECKONH MACTIKTOMUU UCXOIS 3
MOJTUTEHHOTO MPOQHIISL.

(Hatioeno npu nomowu ChatGPT)

KoMiieKCHBIN MOJHOTeHOMHBINA AHAJN3 O0IINUX e HeTHYEeCKUX (haKTOpPOB

KCJIIVIOUYHO-KUIICYHBIX U HeﬁDOIleFeHepaTI/IBHLIX 3200J1eBaHU
(Pubmed)

B uccrnenoBannu npoBen€H BCETEHOMHBIN aHAIN3, YTOOBI BBIIBUTH OOIIYI0 TEHETHUECKYIO OCHOBY
MEXIy 3a00JeBaHUSAMH KelyqoyHO-KuieyHoro Tpakra (GI) u HelponereHepaTuBHBIMU
6one3nsmu (ND). Mcnonb3oBanuck nanasie GWAS Ha eBpONEHCKUX MOMYISIUAX AT YeThIPEX
tunoB Gl-3aboneanuii u Tpéx TUnoB ND. Ilpu momomu meromoB LDSC, HDL u LAVA
OLICHUBAJIUCh TE€HETMUYECKHE KOppensiuuu, 3areM --- aHanu3 Iuerorponuun (GPA, PLACO),
¢yukumonanpHast anHotamus (FUMA, MAGMA), a takke SMR u JBYXBBIOOpOUHYIO
MEH/JIEIEBCKYIO PAHIOMU3AIUIO ISl TPOBEPKH MOTEHIIUATBHBIX TPUUYUHHO-CIIEICTBEHHBIX CBSI3EH
MEXIy BBIPQKEHHOCTBIO TEHOB M Ooyie3HsAMH. Pe3ynbrarsl MMOKa3ajdl CyLIECTBEHHbIE
TEHETUYECKHE KOPPEISALIMU U MEPEKPHITUS: BBISBICHO 1 457 mIeHOTPONHBIX OMHOHYKICOTHIHBIX
BAPUAHTOB, PACIOJIOKEHHBIX B 47 XPOMOCOMHBIX PETMOHAaX, U 74 reHa, acCOUMHPOBAHHBIX C
obonMu THmamu 3abosneBaHuil. JIEBATH JIOKYCOB MPOIUIM KO-JOKAJIM3aIUio, Yy 26 TEHOB
nonTBepxkAEH 3¢ dekt Ha dxcnpeccuto. Cpenu kiodeBbix TeHoB --- EP300, CHRNBI1, KNOPI,
P2RY 14, POLR2A. AHanu3 JIEKapCTBEHHO-T€HHBIX B3aUMOACHCTBUI BBIJEIUI BOCEMb T'€HOB,
MUIIIEHEH JUIs BO3MOXKHOM Tepamuu. ABTOPBI J€Jal0T BBIBOM, YTO CYIIECTBYET oOOmas
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reHetudeckas 6aza miast GI mu ND --- uto mopmepuBaeT THIOTE3y «OCh KHIIEYHUK-MO3T», H
OTKPBIBACT TMEPCIEKTUBBI JUIsl TIOMCKAa HOBBIX TEPANEBTUUECKUX TApPreTOB W JaTbHEHIINX
HCCJICIOBAHUN MTEPEKPECTHBIX MEXaHU3MOB.

(Hatioeno npu nomowu Grok)

HccaenoBaHue acCOMAIMI 0 BCEMY Tr€eHOMY M IOJMI€HHOE IPOTrHO3MPOBaAHUE

PHUCKA THIIOTHPE03a
(Nature)

B paGote npencrapnen kpynHbiii Mmeta-aHann3 GWAS no runorupeosy (113 393 ciayyas u 1 065
268 KOHTpOJICH), YpOBHIO CBOOOMHOTO THPOKCHMHA M THPEOTPOMHOTO TOPMOHA. ABTOPBI
uneHtTudunupoBaan 350 TeHETHYECKUX JIOKYCOB pHCKa THIOTHpEo3a, W3 HuxX 179 panee He
ONKCHIBAIMCH, MHOTHE BapUaHThl OKAa3aJlUCh CBA3aHBl C PETyIslUedl KIeTOK KpOBU U
HUPKYIUPYIOIIUX TPOBOCHIATUTENBHBIX MapképoB. C MOMOIIbIO HECKOJIBKHUX CTpaTeruit
KapTUPOBAHMSI TEHOB ObLUTO MPUOPUTU3UPOBAHO 259 KaHAMIATOB, CYIIECTBEHHO O0OTaIEHHBIX 10
(GYHKIMSIM MMMYHHOH CHCTEMBI, TOTJa KaK OTHOCHTEIbHO HEOOJbIIOE YHCIO TeHOB ObLIO
HaMpsSMYIO CBSI3aHO C METa0O0JIM3MOM TUPEOUTHBIX TOPMOHOB U Pa3BUTHEM IIIUTOBUIHOM JKEJIE3BI.
Hanee O6bu1 OcTpoeH monureHHbd puck-ckop (PRS) Ha ocHoBe Gonee wem 116 000 cioydaes
runotupeosa. B HezaBucumbix koroprax PRS mokazan cuibHYIO CBS3b ¢ 3a00JI€BaHUEM U JaBajl
HauOobIlIee TPUPAIICHUE MPOTHOCTUYECKOW TOYHOCTH IO CPAaBHEHHUIO C TPaJAULMOHHBIMU
(axTopamu pucka, ocodenHo npu nobdasiennu k JanHbM o TSH, T4 u antutenam k TIIO. PRS
MO3BOJISLIT CTPATU(HUIIPOBATH PUCK MEPEXoAa CYOKITMHUYECKOTO TUTIOTUPE03a B MaHU(ECTHBIN U
ACCOIIMMPOBAJICSI C TOBBILIEHHBIM PHCKOM KapAHOMETabOIMYecKuX 3a0ojeBaHUi, dYTO
NOMYEPKUBAET €r0 MOTESHIIMAI JUIsl IEPCOHANM3UPOBAHHOM OLIEHKH PUCKA U BEJACHUS MAI[UEHTOB C
e (UIUTOM TUPEOUTHBIX TOPMOHOB.

(Hauoeno npu nomowu Grok)

(accoyuayuu 6 manousyyeHHbIX nonysiyusax, pocm big data)

Pacnpocrpanenubie Bapuanuu mnocjaenoBarejabHocTed JHK Bausior Ha

IMUTCHETHYCCKOC CTAPCHUEC B ad)anchmlx MONVJIAINAX
(Nature)

B Communications Biology omyOnukoBaHO HCCleOBaHUE, MOCBSIMIEHHOE BIUSHHUIO OOIIMX
TeHETUYECKUX BAPUAHTOB HAa JIUTCHETUYCCKUNW BO3PACT B HECKONBKUX a(pPHKAHCKUX
nonysnusax. ABropsl aHanusupoBanu JIHK-metunupoBanue v reHOTUIIBI Y HpeICTaBUTENEH
HApOIOB C Pa3MYHONW HCTOpUEH MHTrpanuii ¥ o0pa3oM JKW3HH. BBISICHHIOCH, YTO MHOTHE
«KJTACCUYECKHEe» DIIMTCHETHYECKHE 4Yachl, OOy4YCHHBIE NPEHMYIIECTBEHHO Ha BBIOOpPKAxX
€BPOIEHCKOTO MPOUCXOXKICHHSI, CHCTEMAaTHUECKH OIIMOAIOTCS MTPH MPUMEHEHUH K a)pUKAHCKUM
koroptax. MccnmemoBarenmu — mokasaid, 9TO  9acTh  OTOW  OMMOKU  OOBsCHSETCS
pacnpocTtpanénHocThio crienuduuecknx SNP, nepekpriBatonnx CpG-caldThl, BXOASIINE B YaCHI:
OHH U3MEHSIOT METUIIUPOBAHUE HE3aBIUCHMO OT PETbHOTO OMOJIOTHYeCcKOro Bo3pacta. Ha ocHoBe
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MOJTHOTEHOMHBIX JaHHBIX YAAJOCh BBIIEIUTH BapUaHThl, HauOojee CHJIBHO BIMAIOIINE Ha
TOYHOCTb DJMHUIE€HETHYECKOTO BO3pacTa, U NPEMIOKUTh KOppekTupyitoume wmozaenu. Pabora
NOJUEPKUBAET, YTO MEPEHOC «EBPOMEHCKUX» OMOMapKEPOB CTapeHUs! Ha JApyrue Momyasuuu 6e3
nepeoOydeHuss MOXET BECTH K CHUCTEeMAaTHYECKUM KIMHUYECKUM OIIMOKaM TMpH OLEHKe
OHMOJIOrMYECKOro BO3pacTa U PUCKOB BO3PACT-3aBUCUMBIX 3a00JI€BaHUH.

(Hatioeno npu nomowu ChatGPT)

BoisiBJIeHHE peIKHX BAPHAHTOB OJHOI0 NMPOHUCXOKICHHS B NMONYJISIIHOHHLIX

I'CHOMHBLIX JJAHHbIX
(Pubmed)

B pabore paccmarpuBaeTcs mpoOiieMa PENUAMBHPYIOIIAX MYyTaluid B OOJBIINX TMOMYJSIIHOHHBIX
TCeHOMHBIX Ha0Opax JJaHHBIX, KOT/Ia OJIHU U TE e H3MEHEHHSI MOTYT BO3HUKATh HE3aBUCHMO B OJTHOM U TOM
ke Jiokyce. OOBIYHO TaKyr BO3MOXXKHOCTh MTHOPHPYIOT, YTO MOXKET BHOCHTH OLITHMOKH, HAIpUMEp, NpU
MIPEIIOI0KESHNHU 00IIEeTO MPOUCXOMK/ICHHUS BapUaHTa B IeMOrpauueckoM aHam3e. ABTOPHI TOKA3bIBAIOT,
YTO Jlaxke PeJKUE BaPHAHTHI YPOBHS JyOJICTOHOB, KOTOPHIC CUUTAIOTCS OCOOCHHO MH()OPMATUBHBIMU IS
HelaBHEW JaeMorpaduu, HEpEeIKO WMEIOT MHOXECTBEHHOE mNpoucxoxjacHue. OHU pa3pabaThIBalOT JBa
noaxoza: (i) OIEHKY YaCTOThI PELIMIUBUPYIOIIMX TyOJICTOHOB 110 HAOMIOAaeMbIM TPHAJLICIBLHBIM CaliTaM ¢
JIBYMSI pa3HBIMH CHHIJICTOHHBIMH MyTalusiMH U (i) BBIJEIICHHE MOAMHOXECTBA JTyOJIIETOHOB C BBICOKOU
BEPOSITHOCTHIO E€JIMHCTBEHHOTO MPOMCXOXICHUSI HA OCHOBE HAJMUMsI CBSI3AHHOTO PEIIKOTO BapUaHTa Ha
o0riem ramiotumne. [IpumeHsst MeTonbl K JaHHBIM 110 Anopheles gambiae U3 pa3HbIX perioHOB AQpukH,
aBTOPHl OICHUBAIOT, YTO OKOJIO 16% myOJIeTOHOB BO3HHMKIM HE3aBUCHUMO. 3aTeM OHHU BBIICISIOT
MOJIMHOKECTBO JyOJIETOHOB, KOTOPBIE C BEPOSTHOCTHIO MPUMEPHO 99% MMEIOT eUHOE TPOUCXOKICHHE,
oxBarbIBaroniee ~68% BCEX OXKUITAEMBIX TyOJCTOHOB €IMHCTBEHHOTO NMPOUCXOXKICHUs. KoppekTHOoCTh
METO/IOB TTOATBEPIKIACTCS aHAIM30M JIJAHHBIX W KOAJICCIICHTHBIM MOJICITHPOBAHUEM, & OT(QUIETPOBAHHBIC
JTyONIETOHBI UCTIONIBL3YFOTCS TS TPOBEPKU TUTIOTE3 O pEKOMOUHAIINH, 0TOOPE M U3OJISIIMHU 110 PACCTOSHUIO.

(Hauoeno npu nomowu Grok)

MacumradupyeMblid H TOYHBIN MeTa-aHaJan3 peakux sapuanTos ¢ Meta-SAIGE
(Nature)

B cratwe npencrasinen Meta-SAIGE --- HOBBIN MacmITabOupyeMBbIii METOJ] METaaHAIN3a PEIKUX BAPUAHTOB,
KOTOpBI paboTaeT Ha CBOAHBIX CTAaTUCTHUKaX W TpeAHA3HA4YeH JUIsi OOBEAMHEHHUS MaHHBIX OOJBITHX
0100aHKOB. ABTOPBI UCXOST U3 TOTO, YTO CYIIECTBYIOIIIME METO/IbI METaaHaIN3a [T PEIKUX BApUAHTOB
TUIOXO KOHTPOJIMPYIOT OIIMOKY | THIIa mpu OMHAPHBIX TIPU3HAKAX C HU3KOH PaclpoCTPaHEHHOCTHIO U YACTO
TpeOYIOT MOCTpOCHUS OTHeNbHBIX LD-marpuir uis Kaxjaoro ¢GeHOTHUNa, YTO PE3KO yBEIUYHBACT
BerauciuTensHbie 3arparel. Meta-SAIGE pacmmupser SAIGE-GENE+ m ucmonb3yeT IBYXYpOBHEBYIO
aTnmpPOKCUMAIIHIO ceToBOM Touku (SPA), Bkitogas SPA st CTaTHCTHK OIEHOK B Kax ol Koropte u SPA
Ha ocHoBe KonndecTBa TeHoTHIoB (GC) ot 00beMMHEHHON CTATUCTHUKH, YTO TIO3BOJISICT TOYHO OIICHUBATH
HYJIEBOE pacIpefieieHHe W KOHTPONHUPOBaTh 4acTtoTy ommbok | Ttwma. KiroueBoe mpenMymiecTBO ---
BO3MOXHOCTh HUCIIOJB30BATh OJHY pa3pekeHHyo LD-marpuily a1 Bcex peHOTHIoB. MoaenrpoBaHue Ha
nmaaHberx WES UK Biobank mokassiBaet, uro Meta-SAIGE obGecnieurnBaeT HaaéKHBIH KOHTPOJIb OMIHOKH |
TUTIA U MOITHOCTh, COMOCTABUMYIO ¢ OOBCTUHEHHBIM aHAIM30M Ha YPOBHE WHIWBUIYATbHBIX JTaHHBIX
SAIGE-GENE+, npu 3HaunTeNnsHO MEHBLINX 3arparax pecypcts. [Ipumenenune k ganasiM UK Biobank u
All of Us s 83 dheHoTHIIOB BRIABUIO 237 accolualvii reH--IIPU3HAK, U3 KOTOPbIX 80 He ObLIM 3HAYHUMBI
HU B OTHOM HaOope JaHHBIX MO OTAEIbHOCTH.

(Hatioeno npu nomowu Grok)



IHoanorenomuoe cexkBeHupoBanne 3135 YegoBeK, MNPEACTABJISIONIAX

reHeTHYECKOoe pazHooopasue HacejaeHusa Anonun
(Nature)

B pabore paccMmarpuBaeTrcs mnpobOiaeMa CMELIEHHs KpYIHBIX IPOEKTOB IOJHOTE€HOMHOIO
CEeKBEHUPOBAHUS B CTOPOHY MOMYJIALUN €BPONEHCKOro IPOMCXOXKACHUS, YTO 3aTpydHSET
BBISIBJICHHME T€HETUYECKUX BapUaHTOB, CBS3aHHBIX C 3a00JIE€BaHUSMM, y HEJOCTATOYHO
NPEACTaBICHHBIX TPy, BKIOUas SMoHLeB. YToObl co3aark 0ojiee MOIHBIN KaTalor BapHaluii,
aBTOPBI CeKBeHUpPOBaK 3135 yenoBek, BHIOPAHHBIX TaK, YTOOBI OXBATUTH IIMPOTY T€HETUYECKOTO
pa3HooOpa3us AMOHCKOW momynsauuu. Beero 6but0 oOHapykeHo 44,7 MIIH BapUaHTOB, MPHUYEM
31% penkux BapuantoB (MAF <1%) oka3anuck HOBbIMH. Ha 0CHOBE NOTy4E€HHBIX JTaHHBIX ObLIA
nocTpoeHa pedepeHTHas TMaHenb TalloTUIOB M TpadoBas CTpPyKTypa pedepeHcHoU
MOCTIeIOBATEIbHOCTH, TpEeIHA3HAYCHHBIE JJIs1 TMOBBIIICHUS TOYHOCTH HMIyTalMu U Oojee
KOPPEKTHOTO BBISIBJICHUS BApHAHTOB, OCOOEHHO HHU3KOYACTOTHBIX. AHAJHM3 IOKa3al, YTO
UHTETPalUsl JaHHBIX M3 OSTHUYECKH PA3HOOOPA3HBIX MOMYJSIHUNA CYHIECTBEHHO YIydYILIaeT
CHOCOOHOCTh OOHAPYKUBATh BApUAHTHI, ClIeUU(UYHbIEC I TOMYNIALUH, U TOBBIIIAET TOYHOCTh
UHTEpHpeTalu reHetndeckoil uH(opmarmu. I[lomyueHHble pecypchl obecrnednBaloT Oojee
MOJTHOE MPECTABICHUE O CTPYKTYpE STOHCKOW MOMYJISALUN U MOTYT CIIOCOOCTBOBATh Pa3BUTHUIO
NPEUU3NOHHON MEIULIMHBI, TIO3BOJISISI KOPPEKTHEE BBISABIATH KIMHUYECKH 3HAaUUMbIE BApUAHTHI Y
NAlMEHTOB U3 Pa3HbIX T€HETUYECKUX IPYIII.

(Hauoeno npu nomowu Grok)

(HoBble pe3yrbmamol, MemoOoI02UtecKue YIyyeHs, pe2yiimopHvle uwazu,)

daza 1 ucnpiTanuii reHHoro perakruposanusg CRISPR-Cas9. HanpaBJIeHHOTO

Ha ANGPTL3
(The New England Journal of Medicine)

Komnanusi-pazpaboTyrk cooOmIIMiIa TMepBbIe PE3yabTaThl In  VIVO-pEAaKTUPOBAHHUS TEHA
ANGPTL3 ¢ nomompro CRISPR-mpenapara CTX310 y manmueHToB € TSXKETOM
TUTIEPXOJIECTEPUHEMHEH, PE3UCTEHTHOW K CTaHAapTHOW Tepamuu. OpHoKpaTHas WHQY3Hs
monuduimpoanabix JIHII, mocrtaBnstomux CRISPR-cuctemy B remaroruThl, TPUBOIMIA K
crabmwipbHOMY TonaBieHnto ypoBHel ANGPTL3 u cTOWKOMY CHIDKEHHIO KOHIIGHTPAIlUU
tpurmuiepuaoB u xonecrepuna JIITHII va necsatku mpouentoB. Ha panHux cpokax HaOIOmeHHS
cepré3nbix off-target-adpexToB M curHaIOB 1O 0€30MACHOCTH HE 3apEeTUCTPUPOBAHO, UYTO
OCOOCHHO Ba)XHO [IJIsi BMEILIATENLCTBA B 3[OPOBBIA T'€H Y COMAaTHUYECKHX KJIETOK. ABTOPBI
noqu4€PKUBAIOT, YTO, B OTVIMYME OT KIACCUYECKUX MOHOKJIOHaNbHBIX aHTUTeN min PHK-repanuu,
OJTHOKPATHOE T€HETUYECKOE «BBIKIIOUEHNE» MULICHH MOXKET 00€CIeYUTh MHOTONETHUH ekt
npy MUHUMaJbHOM Harpy3ke Ha mnanueHta. [lpu sToM mnomu€pkuBaeTrcsi HEOOXOAMMOCTH
JOTITOCPOYHOTO OHKOJIOTUYECKOTO U MIMMYHOJIOTHYECKOTO HaOmoneHus. Pabora neMoHCcTpupyer,
yro koHuemnus «one-shoty CRISPR-tepamuu pans xapamomeTaboNWYecKuX 3a0oseBaHUi
MEePEXOUT U3 TEOPHUH B MPAKTHUECKUE KIIMHUYECKUE UCTIBITAHUSI.

(Hauoeno npu nomowu ChatGPT)



OcHoBHbIe cynpeccopuble TPHK, veTaHoBJeHHBIE B X0/1€ PeIaAKTHPOBAHHUS,

AJIA PCAAKTHPOBAHUA 'CHOMA, HEC 3aBUCALIICTO OT 3200/ 1€BaHUA
(Nature)

JlaGoparopus [IpBuna Jlro nmpencraBuia B Nature KOHIETITYaIbHO HOBYIO CTPATETHIO: C TIOMOIIBIO
prime editing u3mMenuts 3H10reHHYI0 TPHK Tak, 4To0bI OHa MpeBpalanach B «CymnpecCOpHYIO»
(sup-tRNA) u ymena «mepeduThIBaTh» MPEKAECBPEMEHHBIE CTON-KOMOHBI. Takoil onmuH pas
YCTaHOBJIEHHbIH B TeHOM sup-tRNA TeopeTndyecku MNO3BOJSET JIEUUTh MHOMKECTBO Pa3HbIX
3a00JeBaHNi, B OCHOBE KOTOPBIX JIS)KAaT HOHCEHC-MYTAIlMM B JIIOOBIX T€HaX --- OT OoJe3Hei
HaKoIuIeHUs (Harpumep, cunapoM ['yprep) 10 HeKOTOphIX (opM KUCTO3HOTO (prudpo3a u Gose3Hei
cetyatku. B MbimmHON mozpenu cuHzapoma ['ypnep Ttakas penaktuposanHas TPHK 3amerno
yYMEHBIIIaJIa TATOJIOTUYECKHE MPOSBICHUS 0e3 JETEeKTHPYEeMBIX IMOOOYHBIX J(PQPEKTOB Ha
HOpPMaJIbHbIE CTON-KOAOHBI. PaboTa BOCHpHHHMMaeTcs Kak IIar K «Ooie3He-arHOCTHYHBIMY)
TE€HHBIM TepanusiM: BMecTo coTeH oTaenbHbix CRISPR-npenaparoB noa kaxayro penkyro SNV
MOJKET TTOSIBUTHCSI OIMH YHUBEPCAIBHBINA MOAXO/ JIJIs1 OOJIBIIION IPyIIbl HOHCEHC-MyTanmii. [Toka
peub UAET O NOKJIMHUYECKOW CTaJuu, HO B HOAOpEe BBIIUIM U 0030pbI, CUCTEMATH3HPYIOLIUE
HaKOTUICHHBIN ombIT prime editing u base editing s Toueunoi koppekmuu SNV in vivo.

(Hatioeno npu nomowu ChatGPT)

XaAPAKTePUCTHKA HW KOHTPOJL pe3viabTaroB penapamuun  CRISPR B
HeAeJANINXCH KJICTKAX YeJ0BeKA
(Nature)

ABTOpBI HCCIIEIOBAJIH, KaK KICTKH, HE Jensiuecs (HeHpoHbl, KapJUOMUOLMTHI, oKosimuecs T-
KJIETKH), BOCCTaHABIMBAIOT JBOWHBIE pa3peiBel JIHK mocne pemakrupoBanHus ¢ MOMOIIBIO
CRISPR-Cas9. OHu nokazajiu, 4To B HE JEINSIIMXCS YEJIOBEUECKUX HEMpPOHAX MYyTH PEMOHTA
OTJIIMYAIOTCS OT TeX, YTO PabOTAIOT B JENSIIMXCA KIIETKaX: HeXKelaTreabHble KPYIHbIE eI,
XapakTepHble AJisl ACNAUIMXCS KJIETOK, MOYTH HE BCTPEUAIOTCs, BMECTO 3TOrO MpeodiaaaaroT
Menkue HHzaensl, a BoccraHoBineHue JIHK mnpoucxogur MeaneHHO --- UHIAEIb-MyTallud
HaKaIjIMBaloTCAd HeNeNnsMH. ABTOpBl pa3paboTainu MeToguKy noctaBku Cas9 ¢ MOMOIIbIO
Bupyconofo6usix yactull (VLP) u mpopeMoHCTpHpOBaIn BBICOKYIO 3()(EKTUBHOCTh BBEICHHS
Cas9 B 1PSC-gepeBsinnbie HelipoHsl. llocie penmakTupoBaHusi B HEipoHax HaOmonanach
nponospkuTenbHas aktuBaius JHK-peMOHTHBIX TeHOB, BKIIIOYash HEOXUIAHHBIC (PaKTOPBI,
TPAAUIIMOHHO CUMTABIINECS HEAKTUBHBIMU B IOCTMUTOTHYECKUX KJeTKax. [Ipu BMemmarenscTBe -
-- XUMHYECKOM Wiu reHeTndeckoMm (mHruoOupoBanue RNR, PHK-untepdepenuus) --- ynanock
HanpasuTh BoccTaHoBieHue JIHK B mons3y nmpenckasyembIX M KelaTeNlbHbIX MHAENOB. Tak, Ha
IpUMepe HEMPOHOB, KAPJAUOMUOLIMTOB U T-KJIETOK MOKAa3aHO: MOKHO HE IIPOCTO PEAAKTUPOBATH,
a KOHTPOJIMPOBATh, KaK OTPEMOHTHPYETCS pa3pbiB, yayuias 3((eKTHBHOCT W TOYHOCTH
CRISPR-penakrupoBanus B KIMHUYECKU 3HAYUMBIX, HO HE JICTSIIUXCS KIIETKAX.

(Hauoeno npu nomowu Grok)



MonviabHass crpareruss aoctaBku CRISPR-Cas9 4epe3 BHeKJIETOYHBLIE
BEe3MKVJbI MOCPEACTBOM 3arpy3KH HA OCHOBE ANTAMEPOB M BBLICBOOOKICHUS

rpy3sa noia geicreueM Y®-u3avueHus
(Nature)

ABTOpBI MPEACTAaBISAIOT YHUBEPCAIBbHYI0 MOIYJIBbHYIO CTpaTreruto goctaBku RNP-xommiiekcoB
Cas9 (u ero BapuaHTOB) B KJIETKH C IOMOINBIO BHEKJICTOUHBIX Be3ukyn (Extracellular vesicles,
EV). Bmecto npsimoro cnusiaus Cas9 ¢ 6enkamu EV, oHM ucnonb3yroT cBsa3Ky: MS2-antaMepsi,
BcTpoeHHBIE B SERNA, cBaspiBatorcs ¢ MS2-coat-6enkamu (MCP), dy3upoBanabiMu ¢ EV-
oenkamu (Hanpumep, CD63); Tak Cas9--sgRNA 3arpyskaercst B Be3ukysbl. JJis 0cBOOOXKIeHUS
Cas9 BHyTpu KJIeTKM mnpuMEeHEH (oTokIeaBeMblii 3BeHOOOpasytomuii aomeH (PhoCl),
aktuBupyeMbiii UV-cBerom: mocie BwineneHuss EV u kparkoro ocsemienusi, RNP-xommiiekc
oTAensercs OT MeMOpaHbl BE3UKYJbl. OKCIEPUMEHThl Ha KIETKax ¢ (UIyopecleHTHBIM
penopTepoMm nokasanu, uro UV-akTuBauus pe3ko MOBbIMAET 3PPEKTUBHOCTh PEAAKTUPOBAHMUS:
JIOJISl KJIETOK C YCHEIIHOW akTuBanueil Boipocna ¢ ~ 2 % nmo ~ 28 %. Ilnardopma coxpanser
YHUBEPCAILHOCTh: OHA MOAXOAUT it nocTaBku kak Cas9-mykneaser, Tak u dCas9--VPR
(TpaHCKPUTIITMOHHBIX aKTHUBATOPOB) U aJIECHUHOBBIX 0a30BBIX penakropoB (Hampumep, ABESe).
ABTOpBI JICMOHCTPUPYIOT, YTO MX METOJ| --- CTAOWIbHBINA, THOKHI M 3HAYUTEIHHO YIydIlaeT
BHYTPUKJIETOUHYIO TOCTaBKy Cas9-HHCTPYMEHTOB, YTO BAXKHO JIJISl TEPANICBTUUECKOW T€HOMHOU
WH)XCHEPUH.

(Hauoeno npu nomowu Grok)

(HOBblE OanHble, KIUHUYECKUE Pe3)Ibmamsl)

Ucnoan3oBanne CAR-T-kieTok 1 noiep: kK reaHou repanuu npu DMD
(Institute of Myology)

UccnenoBarenn u3 Généthon (OBpHW) NpUMEHWIM TeHETHYSCKH MoAuduuupoBaHueie T-
muMmporutel  (CAR-T xneroxk tuna FAP) nns mnoBbimeHust >QQEKTUBHOCTH MepeHoca
TEHETUYECKOTO MarepHaia ¢ IMOMOIIBI0 aJeHO-aCCOIMMPOBAHHBIX BUPYCOB (AAV) B pamkax
reaHoi Tepanuu. [Tocie nByx BBeneHuit 3t CAR-T-kiieTkn mokasaim crmocoOHOCTh YMEHBIIATh
GbubOpoTHYECKHE TPOIECChl, HAOMIOJAaeMble B MBIITMHON MOICIH MBIIIEYHON IUCTpOdUr
Hromenna (DMD). OHu Takke MO3BOJSUIA YAAIATh MBIIICUHBIC MPEAIICCTBEHHUKN C BBICOKHM
¢ubpo-agunoreHHsIM NoTeHIanoM. [1pu ncnoap30BaHNM B MPOTOKOJIAX MEpeHOCa F'eHa B TOH ke
Mozaenu 3(PQPEKTUBHOCTh TeHHOM Tepanuu ObUla MOBBIIIEHA. JTa paboTa JEeMOHCTPUPYET
YCUJIMBAIOIIYIOCSI B3aUMOCBSI3b MEXK/y KJIIETOUHOUM Tepanuel U TeHHOW Tepanuei.

(Hauoeno npu nomowu ChatGPT)



Tepanmusa anTn-BCMA CAR-T Vv pnanmeHToB ¢ NPOrpeccCHpPyIONIAM

pacCessHHbIM CRJICPO30M
(A Cell Press journal)

[Tporpeccupyrommii  paccessHubii  ckiaepo3 (ITPC), xapakTepu3yrommuiicss yCTOWYUBBIM U
HEYKJIOHHBIM YXYALIEHUEM COCTOSIHMS, B HACTOsIEE BpeMsi HE UMeeT 3(PQPEKTUBHBIX METOI0B
JeyeHus. XOTs HEJaBHHME HCCIIEAOBaHMUA MOAYEPKUBAIOT POk B-KIeTok B (opMHpPOBaHUU
KOMMapTMEHTAJIM3UPOBAHHOTO BOCHaIeHUs 1eHTpaiabHoi HepBHOU cuctembl (IITHC) mpu TTPC,
CYLIECTBYIOIIME MOAXOAbl K HMX MCTOIIEHHIO --- Hampumep, aHtu-CD20 MOHOKIOHajIbHBIE
aHTHUTENA --- OKAa3bIBAIOTCS HEIOCTATOYHO S(PPEKTHUBHBIMH IMPOTHB IJIa3MATHYECKUX KIIETOK,
nokanuzoBanHbIX B [[THC. B manHoi#i paboTe ommcano iedenue msatu nanuentos ¢ [IMC (ogHoro
¢ IepBUYHBIM U ueThIpéX co BropudHbIM IIPC) ¢ ucnons3oBannem CAR-T-Tepanuu, HaueneHHON
Ha aHTureH cospeBanus B-kimerok (BCMA), B paMkax NpOAOIKAIOMIETOCS KIMHHUYECKOTO
uccnenoBanus ¢assl 1. HabGmomanucs mumb  a€rkue moOoyHble APQEKTH:  CHHAPOM
BBICBOOOKIICHUSI ITUTOKMHOB 1-i CTENEHU M LUTONEHHM >3-i CTENEeHH, BO3HUKABIINE y BCEX
nanueHToB B TeueHue 40 nHelt nmocne uHPY3un. ABTOPHI BBISBHIN UCTOIIEHUE TUIA3MAaTHYECKUX
kinetok B otraenax HC, mnmurensHoe mnpucyrctBue u  auHamuky CAR-T-xknetox B
CIIMHHOMO3IOBOM JKMJKOCTH, a TaKK€ CHW)KEHHE aKTHBALlUM MHKPONIMU. OTH JaHHbIE
JEMOHCTPHUPYIOT NOTEHLUAIbHY0 TpUMeHUMOCTh aHTU-BCMA CAR-T-Tepanuu [uist yaydiieHus
KIMHU4Yeckux ucxonos npu [1PC.

(Hauoeno npu nomowu Grok)

(CRISPR-Cas9, prime editing, base editing, TALEN, ZFN — 015 ucnpasienusi KOHKpEemHuLX Mymayuil npu

HACNIeOCMBEHHBIX OHKOCUHOPOMAX U PUCKE BHE3ANHOU cepOeuHol cMepmu)

Taprernoe pexakrupoBanue naroreHHbIX SNV (CRISPR / prime editing)
(Nature)

JlaGoparopus [IpBuna Jlro nmpencrasuia B Nature KOHIETITYaIbHO HOBYIO CTPATETHIO: C TIOMOIIBIO
prime editing u3mMenuts 3H10reHHYI0 TPHK Tak, 4ro0bI OHa mpeBpalianachk B «CymnpecCOpHYIO»
(sup-tRNA) u ymena «IepeuuThIBaTh» MPEKIEBPEMEHHbIE CTOM-KOJAOHBL. Takoil oguH pa3
YCTaHOBJIEHHbIH B TeHOM sup-tRNA TeopeTndyecku MNO3BOJSET JIEUYUTh MHOMKECTBO Pa3HbIX
3a00yIeBaHUI, B OCHOBE KOTOPBIX JIE)KAT HOHCEHC-MYTallud B JIIOOBIX T€HaX --- OT OOJe3Heu
HaKOTUICHHs (Hanmpumep, CHHAPOM [ 'ypriep) 10 HeKOTOphIX popM KUCTO3HOTO (hrbpo3a u 60se3HeH
ceryarku. B MpimmHON Mopenu cuHiapoma ['ypiep takas penaktupoBanHas TPHK 3amerHo
yMEHbIIIajga TaTOJIOTHYECKUE TMPOSBICHUS 03 NeTeKTHPYEMBIX MMOOOYHBIX A(P(HEKTOB Ha
HOpMaJIbHbIE CTOI-KOAOHBI. PaGoTa BocmpuHHMaeTcsi Kak IIar K «0oJe3He-arHOCTUYHBIMY)
TE€HHBIM TepanusiM: BMecTo coTeH oTaenbHbix CRISPR-npenaparoB noa kaxayro penkyro SNV
MOJKET TTOSIBUTHCS OIMH YHUBEPCAIBHBIN MTOAXO/ JIJIs1 OOJIBIIION IPyIIBl HOHCEHC-MyTanmi. [Toka
peub UIET O NOKIMHHYECKOM CTaiuu, HO B HOAOpE BBIIUIM U 0030pbI, CUCTEMaTH3UPYIOIIHE
HaKOTUICHHBIN ombIT prime editing u base editing s Toueunoi koppekmuu SNV in vivo.

(Hatioeno npu nomowu ChatGPT)



(spatial transcriptomics, npocmpaHcmeentbvie MyIbmMUoMHble Kapmobi)

102 HOBBLIX JOCTHKEHUS B 00JIACTH NMPOCTPAHCTBEHHOW TPAHCKPHUITOMHUKH C
ucnoas3opanueMm MERFISH 2.0 orkpbIBalOT g0ctyn kK HHbOpManuu o

MHUKPOCPEIA€C OI1YXO0JIU
(Lournal for ImmunoTherapy of Cancer)

HccnenoBanre MOCBSIICHO HCMONB30BaHUIO OOHOBIEHHON TexHonormn MERFISH 2.0 Ha
wiatrpopme MERSCOPE® Ultra™ nnst mpoCTpaHCTBEHHON TPAaHCKPUIITOMUKH OITyXOJIEBBIX
o0pa3ioB. HecMoTps Ha ycniexu uMMyHoOTepanu, €€ 3pGEeKTUBHOCTh CYIIECTBEHHO Pa3IUIaeTCs
MEXy MAllMeHTaMU, U TIOHMMaHUE B3aMMOJICHCTBUS OMYXOJIM U UMMYHHOH CHCTEMBI OCTa&Tcs
kimoueBbiM. MERFISH 2.0 3HaunTe5HO TOBBIMIAET YyBCTBUTEIBHOCTh 00Hapykenus PHK, uto
ocobenHo BaxxHo nipu padote ¢ FFPE-o6pa3niamu u Tkansmu ¢ Hu3kuM kauectBom PHK. B paGore
HCIIOJIB30BAIM 5S-MUKPOMETPOBBIE CPE3bl Pa3IMUYHBIX OMyxoyield (JIErKOro, TOJCTONW KHUIIKUA WU
MOJIOYHOM J>KeJie3bl) W TPHUMEHSUTM BBICOKOILJIEKCHBIE TaHenu Ha 815 reHoB uis aHamu3a
TPAHCKPUIITOMHBIX CHUTHaTyp. llodyuyeHHBIE NaHHBIE MO3BOJMJIM MOAPOOHO KapTUPOBATh HU
AHHOTHPOBATh BCE THUIIBI KJIETOK B OIYyXOJSX, BKIIOYAsl 3HAYUTENbHBIE CKOIJICHUS MMMYHHBIX
kietok. MERFISH 2.0 ob6ecnieunn BbICOKYIO 3 (hEKTHBHOCTh IETEKIIMA TPAHCKPHUIITOB, YTO
VAYUYIIUJIO Ka4decTBO TMOCJEAYIOIIETO aHaiu3a, BKJIIOYas H3yYeHUE KIIETOYHBIX MOJTHUIIOB,
MEXKJIETOYHOM KOMMYHUKAIIMM H (PYHKIMOHAIBHBIX cocTosiHUM T-kietok. [loBeimeHHas
YYBCTBUTEIBLHOCTh K HU3KOIKCIIPECCUPYEMbIM MapKEépaM cjeliana BO3MOXKHBIM Ooliee Tirybokoe
npouIMpoBaHuEe UMMYHHON MHQWIBTPALUMKU U T€TEPOreHHOCTU OIYXOJIEBOM Cpelbl. ABTOPHI
3aKJIIOYAIOT, 4YTO TaKWe BBICOKOPA3PEKECHHBIE MPOCTPAHCTBCHHBIC JaHHBIE 3HAYUTEIHHO
pacHIUPSIOT BO3MOKHOCTH HCCIICIOBAaHUS OWOJIOTHUU OMyXxoyied U (popMHUpOBaHHS MMMYHHOTO
OTBETA, OTKPHIBAasl HOBBIC HAMIPABJICHUS IS pa3pabOTKH TeparieBTHUECKUX CTPATETUH.

(Hauoeno npu nomowu ChatGPT)

BbIBOI cCOCTABA THIOB KJECTOK M MPOCTPAHCTBEHHBIX KAPT OTAEJLHBIX KJIETOK
W3 TAHHBLIX MPOCTPAHCTBEHHOM TPAHCKPHIITOMUKH ¢ HCITOJL30BanneM SWOT-

AHAJIN3a
(Nature)

Crarbst onucekiBaeT Meronq SWOT --- poCTpaHCTBEHHO-B3BEIIEHHBIN ONTHUMAJIbHBIA TPAHCIIOPT,
pa3paboTaHHBIA JI1 BBIBOJA KaK COCTaBa THUIIOB KJIETOK, TaK M MPOCTPAHCTBEHHBIX KapT
OTJENIbHBIX KJIETOK Ha OCHOBE MPOCTPAHCTBEHHOW TPAaHCKPUITOMUKHU TOUEYHOTO pa3pEIICHHUS.
ABTOpBI NMOAYEPKUBAIOT, YTO COBPEMEHHBIE IIPOCTPAHCTBEHHBIE JAHHBIE YACTO HE JOCTUIAIOT
pa3pelieHnss OJHONW KIIETKH, a CyIIECTBYIOIINE METOAB! JACKOHBOJIOLNUU OTPAHUYEHBI OLICHKOMN
IOPOMOPUMN KIETOYHBIX THUIIOB U HE MO3BOJSIOT TOYHO MACHTU(PHUIMPOBATH OTIEIbHBIC KICTKH.
SWOT wunterpupyer nanuele scCRNA-seq m ST, ncnonbp3ys CTpaTeruto MpOCTPAHCTBEHHOTO
B3BEIIMBAHUA U CTPYKTYpY OINTHUMAJbHOIO TPAHCIOpPTA [Js IMOCTPOECHUSI BEPOATHOCTHOTO
COOTBETCTBUSI MEXKIY KJIETKaMH U MSITHAMU. METoJ] BBIYMCIISAET PACCTOSHUS DKCIIPECCUN MEXKIY
KJIETKAMH, PAaCCTOSHUS OKCIPECCUM MEXIy KIETKaMHM U ISTHAMU U IPOCTPAaHCTBEHHO
B3BEILIEHHBIE PACCTOSAHUS MEXIy NsATHamMu. IlomyueHHOE comocTaBiIeHHME MO3BOJSET OLICHUTH
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MPOMOPLUU TUIOB KJIETOK, KOJIMYECTBO KJIETOK Ha IMATHO M MPOCTPAHCTBEHHBIE KOOPAWHATHI
OTJICTBHBIX KJIETOK. Ha Mopenupyempix W peanbHbIX HaOopax maHHbIXx SWOT nemoHCTpupyeT
MPEUMYIIECTBA B TOYHOCTH OLIEHKH COCTaBa KJIETOK, IMOCTPOECHUU MPOCTPAHCTBEHHBIX KapT
OTJENIbHBIX KJIETOK W BBISBICHUU MPOCTPAHCTBEHHBIX MATTEPHOB HKCHpeccuu. Takke MeTon
oOnervyaer uAeHTUPUKAIMIO U GYHKIMOHAIBHYIO aHHOTALIMIO KJIETOYHBIX OKPECTHOCTEH TKaHe,
MOJICPKUBAsi AHATTU3 MEKKJIETOUHBIX B3aUMOJICHCTBUN U apXUTEKTYPbI TKaHEH.

(Hatioeno npu nomowu Grok)

IIpocTpaHCTBEHHAs] MYJILTHOMHMKA BbISIBJISIET arpecCMBHbIe NMPU3HAKHM pPakKa
NpeacTare/]IbHOM _ JKejie3bl, BBISIBJISAS NMPOBOCHAJIUTEIbHYIO X€eMOKHHOBYIO

AKTHUBHOCTH B MUKPOCPEAEC OIIYVXO0JIHU
(Nature)

ABTOpBI HUCCIIEOBAIN IPOCTPAHCTBEHHO-PA3PEIIEHHBIE MYJIBTUOMHBIE JAHHBIE OIYyXOJIEH
IPOCTAaThl, YTOOBI BBISIBUTH MOJICKYJISIPHBIE CTPAaTU()UKATOPI arpeCCUBHOTO paka mpocTarsl. OHM
OTMCBHIBAIOT CHUTHATYpPy OKCIPECCHU TEHOB arpeccuBHoro paka mnpoctatel (APC), kortopas
MPEACKA3bIBAECT MOBBINICHHBIA PUCK PEUUIMBA U METAcTa30B B Koropre w3 1588 manueHToB.
Kpome Toro, mpeacraBieHa curuatypa «xeMokuH-oooraménnoi xene3b» (CEG), cneruduunas
Ui MOP(OJOTHYECKH HEPAKOBBIX MPOCTATUYECKHUX KeNE3 y MalMeHTOB C arpecCUBHBIM
teueHueMm. Curnarypa CEG xapakrepu3yeTcsi MOBBIIIEHHON SKCIPECCHEd MPOBOCHIATUTEIbHBIX
XEMOKHHOB, 000TaIeHneM KiIeTok club-mogo6Horo Trma u nHOUIBTpaeii HIMMYHHBIX KJIETOK B
OKPY>KaIOIIYI0 CTPOMY. AKTUBHOCTh 00€UX CUTHATYp CBSI3aHA CO CHMKEHHEM ypOBHEH LuTpara u
[UHKAa ¥ yTPaToi HOPMAJIbHBIX CEKPETOPHBIX (DYHKIIHI MpocTaTHUeCKuX xené3. B coBokynmHocTH
pe3yabTaThl TOKa3bIBAIOT, 4YTO TOBBIIICHHBI BOCHAJUTENbHBIN CTaryc, OOYCIOBICHHBIH
OpOAyKIMEH XEMOKHMHOB, HakomjieHHeM club-mogoOHbIX  SMHUTENUANbHBIX  KIETOK U
MeTabONMMYECKUMH CABUTaMU B HOPMAJIBbHO BBIVISASIIUX JKeJe3aX MPOCTAThl, ACCOLMHUPOBAH C
MOCJICAYIOIIUM Pa3BUTHEM arpecCUBHOIO paka MPOCTaTbl. DTH CUTHATYPBI MOTYT CIIY>KHUTb
MOJIEKYJISIPHBIMU MapKEPaMU arpeCCUBHOTO TEUCHHS OOJIC3HH M MUIIEHSIMH ISl CTPaTU(UKALIUN
INalfMeHTOB U pa3pa60TKH HOBBIX TCpANCBTHUYCCKUX IMOAXOHOB; HX y‘-IéT JOIIOJIHACT
CYIIECTBYIOIINE KITMHUKO-TTATOMOP(OIOTHUECKIE KPUTEPUH PUCKA.

(Hauoeno npu nomowu Grok)

OO0vuyeHre HA OCHOBE BeKTOPHBLIX TrpadoB A NPOCTPAHCTBEHHOIO

MHOI'OCJIOMHOTO MVJIBTHOMUNYECCKOI'O BHIDABHUBAHUA
(Pubmed)

Cratbsi onUCBIBa€T HOBYIO MOZEJNIb IPOCTPAHCTBEHHOI'O aHAIN3a MHOTOCPE30BbIX MYJIBTHOMHBIX
NaHHbIX --- StLVG, npeacTapisiontyo co0oil BEKTOPHO-HAIIPABICHHBIH JTErKuil rpadoBbIii METOA
JUIS TIPOCTPAHCTBEHHOTO KapTHPOBaHHUA, TpaHC(hepa METOK M HACHTHU(PHUKALMU HUIL. ABTOPSI
OTMEUAIOT, YTO TPATUIMOHHBIE TpadoBble HEHPOHHBIE CETH MPEIONAraloT OJMHAKOBBIA BKIIAM
BCEX COCEIHUX KJIETOK U HE YUYHUTHIBAIOT HANPABICHHBIC WIH YIVIOBBIE XapaKTEPUCTUKH, KOTOPBIE
(GOPMUPYIOT COCTOSIHUE MEHTPATHHON KJIETKH. JTO OTPAaHUYMBAET WX CIIOCOOHOCTH pa30oMpaTh
CJIOKHBIE TIPOCTPAHCTBEHHBIE CTPYKTYypbl. Metox stLVG pemraer 3Ty mpobiemy 3a c4€T OBYX
KJIFOUEBBIX MEXaHU3MOB: BO-TIEPBBIX, OH 00yYaeT J1Ba pa3InYHbIX OOIUX MPOCTPAHCTB MPU3HAKOB

10



JUISL HECKOJIBKUX CpE30B, arperupys HHGOpMaluio OT coceleil ¢ HCHOJIb30BaHHEM BECOB,
3aBUCSIIUX OT PACCTOSIHUS M HaIpaBlIEHUS, M MPUMEHSET ISl 3TOr0 MPOTHBOOOPCTBYIOIIEE
oOyueHHe; BO-BTOPBIX, OH OOBEAMHSIET IMOJIyYEHHbIE MPU3HAKH C MOMOIIBI0O MHOTOPAaKypCHOM
KOHTPAaCTUBHOW CTPYKTypbl oOyueHus. Ilo cpaBHEHHIO C CyIIECTBYIOUIMMH HHCTPYMEHTaMU
stLVG pemoHcTpupyeT 6osiee BBICOKYIO TOYHOCTh HA PA3HBIX TEXHOJOTHSAX, MONAJIbHOCTIX U
YPOBHSIX pa3perieHus U, B YaCTHOCTH, YCIEIIHO BBIJENSIET MOTPaHNYHbIE OMTyX0JeBble 001acTH B
oOpa3uax paka rpyau. BaxHol 0cOOEHHOCTBIO ABISETCS UCIOIB30BAaHUE 3apaHee BHIYMCIEHHBIX
BECOB U BBICOKAas BbIUMCIUTENbHAs 3(P(GEKTUBHOCTh: METOI MOXKHO 3allyCKaTh Ha OOBIYHOM
HOyTOyKE 3a MHUHYTBI, YTO JellaeT €ro MacmTabupyeMbIM [UIsl KPYMHOMACIITaOHBIX
MPOCTPAHCTBEHHBIX OMIiCS-HCCIEIOBAHUI.

(Hatioeno npu nomowu Grok)

(eenemuueckue npeopacnonoHCeHHOCmu demetl K PaziuiHbiM 6U0amM CHOPMA, HCAHPAM UCKYCCMEAd Ulu
opyeum obracmsam 0essmeirbHOCmu)

I'eHeTHUECKHE acconmanmm ¢ 06D330BaTeﬂbeIMI/I 00J1aCTAMMU
(Nature)

B Nature Genetics OmyOnMKOBaHO WCCIIEOBaHHE, TJe AaHAIM3UPYETCS TEHETHKa BbIOOpa
00pa30BaTeIbHBIX HAMPABICHUN --- OT HH)KEHEPHBIX U €CTECTBEHHO-HAYYHBIX JI0 TYMaHUTAPHBIX
U TBopueckux. Ha BbIOOpKE COTEH ThICSY JIFOJEH HMCCIENOBATEeNM TMOKA3aJId, YTO BBIOOp MO
o0yueHHUs] UMeeT COOCTBEHHYIO HACleAyeMOCTh (OKOJIO 7%) M 4acTUYHO HE3aBUCUM OT OOIIei
HACJIEyeMOCTH ypoBHs oOpa3oBanus. GWAS BesiBUI 17 HE3aBUCHMBIX  JIOKYCOB,
ACCOILIMUPOBAHHBIX C TMPEANOYTEHUEM TE€X WU HHBIX Moyiel. MHTepecHO, 4TO TeHeTUYECKHe
KOpPENSUU O0pa3yloT JABE OCH: «TEXHHUYECKOE VS COIMAIBHOE» U «IPAKTUYECKOE VS
abCcTpakTHOE». DTO NEPEKIUKAETCS C IICUXOJIOTMYECKUMHU MOJIETIIMU HHTEPECOB U 0COOEHHOCTEN
JUYHOCTHU. ABTOPBI MOAYEPKUBAIOT, UTO peUb UAET O CIaObIX CTATUCTHUECKUX TEHICHIHUIX, a HE
0 «TeHe MH)XEHEpa» WU «T€HE My3bIKaHTa». TeM He MeHee pe3yabTaThl BaXKHbI JIsl TOHUMaHUS
TOTO, KaK BPOXKJIEHHBIE CKIIOHHOCTH B3aMMOJICHCTBYIOT C COLIMANILHBIMU (PaKTOpaMu MpH BeIOOpe
npodeccun. [l mpaktudeckod MNpoOpHEHTAUMU TOKa PaHO HCIOJIb30BaTh Takue TaHHbIE
HampsIMyl0, HO OHHM TOATAJKHUBAIOT K Ooyiee TMOKOMY B3IVISIy Ha CHOCOOHOCTH JeTed u
TPAEeKTOPUU OOYUICHHUSI.

(Hatioeno npu nomowu ChatGPT)
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(CKIOHHOCMb K AIKO2OMUBMY, HAPKOMAHUU, MOKCUKOMAHUU, MAOAKOKYPEHUIO, 6 ONPeOeleHHbIM BUOUM
npecmynierull)

BiysiHMe MOJUIE€HHbIX PHMCKOB 3J10YIIOTPE0JIeHUS AJIKO0roJjieM Ha NmepepadoTKy

HEraTUBHBLIX IMOIMH YV MOJIOJBIX B3POCJIbIX, 3JI0YIOTPEOJISIIONINX AJIKOI0JIeM
(Nature)

Crarbs uccnenyer, kak moiureHHbld puck (PRS) 3moymorpebnenust ankorojem BIHMsSIET Ha
MOBEJACHUE U MO3TOBYIO PEAKIMIO HA HETaTUBHBIC SMOIMU Y MOJIOJBIX JIFOJIEH C AMU30ANYECKUM
(binge) ymoTpebneHreM ankorois. YdacTHHKamMu ctaiau 97 «binger-norpedurencity u 379
KoHTponel u3 mpoekra Human Connectome Project, koTopsiM Obllla paccyuTaHa CTETICHD TSKECTH
ynotpeonenust ankoross (PC1) u PRS mns ankoronbHoi 3aBucumoctu. B pamkax fMRI-ceccun
OHM BBINOJHSUIM 33/a4y PACNO3HABaHUs JML C HEraTUBHOW 3MOIMOHAJIBHONW OKPacKoM
(3mocTw/cTpax) u hopm. MccnenoBanne nmokaszano: y binge-nmetommux 6osiee Beicokuii PC1 u PRS
KOpPETUpPOBaIu ¢ OONBIIEH BBIPAKEHHOCTHIO COMATUYECKUX Kallo0; y Takux ydacTHHKOB PRS
ACCOLIMUPOBAJICS C YCHJIEHHOW aKTHUBalMed MIMPOKOTo Kpyra JIOOHBIX, TEMEHHO-3aThUIOYHBIX
oOnacTell 1 OCTPOBKA, 0COOEHHO Y MYX4HUH; 3(P(EKThI TsKeCTH ynoTpeOIeHUs U TeHETUIECKOTO
pucka pa3InyaInuch 1o oOmactsam Mo3ra u 1o OJTy.
ABTOpBI JIENAI0T BBIBOJ, YTO TEHETUYECKAs MPEIPACIONOKEHHOCTh K aJKOTOJIBHBIM IpobIeMam
MOKET MPOSBIIATHCS YK€ Ha YPOBHE HEHPOHHON 00pabOTKM HETaTUBHBIX 3MOIIHI, YTO YKa3bIBAET
HAa BO3MOXHBIM MEXaHWM3M, CBS3BIBAIONIMIA TEHETHKY M PHUCK Pa3BUTHI MPOOIEMHOTO
ynotpeOyieHus.

(Hauoeno npu nomowu ChatGPT)
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I MEJIHUIINHA

, 8 mom noaHoe 2ceHomHoe cexgenuposanue (WGS), HHUIIT, III'T, Chiueep,
NEePCOHANUBUPOBAHHAS MEOUYUHA

KiauHuyeckoe NpHMeHEHHEe IO0JHOI€HOMHOIO CE€KBEHHPOBAHMS YV JieTeH ¢

3aePsKKOU Pa3BUTHS WM VYMCTBEHHOH OTCTAJIOCTLIO
(SpringerNature Link)

Uccnenosanne B BMC Medical Genomics onieHIIIO UCTIONb30BaHKe KiiuHUYeckoro WGS y nereit
C 3aJEpKKOM TCUXOMOTOPHOIO pAa3BUTHS M HHTEJUICKTYaJIbHOM HEIOCTAaTOYHOCThIO. B
MHOTOLIEHTPOBYIO KOTOPTY BKJIOYWJIM COTHU MAaIllMEHTOB, KOTOPBIM paHee MPOBOAMIN
CTaHJapTHBIE TECThI, HO 0€3 OJHO3HAYHOIo auarHo3a. [loJIHOreHOMHOe CEeKBEHHPOBAaHHUE J1aJI0
MOJIEKYJISIpHOE 00BsicHEeHUE 3a00JIeBaHUsl PUMEPHO y TPETH JAeTed, MPUUEM 4acTh BapHaHTOB
OKa3ajach B HEKOAMPYIOIIUX PEryIsTOPHBIX 00NACTAX, HEJOCTYIHBIX JUIs MAHENeH WM IK30Ma.
ABtopbel noguépkuBatoT, 4To WGS yacTto Mmo3BOJSET Cpa3y MNPOWTH MYyTh «OT IMOCTAHOBKHU
JIMarHo3a /10 BRIOOpa TapreTHOW Tepamumy», BKIIOUas epeHa3HauyeHue MPOTHBOSIMIICITHYECKUX
npenapaToB U Npo(UIAKTUKY ceplaeuHbIx ocnoxHeHui. Ilokazano, uro unrerpamms WGS B
paHHUN JUArHOCTUYECKUHA MapLIpyT COKPAILIAET «IUArHOCTUYECKYIO OUCCEI0» U MOXKET OBITH
HPKOHOMMUYECKH COINOCTaBUMa C IOCJIENOBATEIbHOCTBIO PpPa3pO3HEHHBIX TecToB. Ilpm sTOM
OCTAaIOTCSl BOIPOCHI 10 MHTEPIPETAIMH BAPHAHTOB HEU3BECTHOTO 3HAYCHUS U HEOOXOAMMOCTH
MYJNBTHIUCIUITMHAPHBIX KOMaH[ JUI 00CYX/IEHHUs Pe3ysbTaToB ¢ ceMbsiMu. PaboTa ycunuBaer
apryMeHTHI B 1oub3y BkitoueHuss WGS B 0a30BbIi HA0OP KIMHUYECKON M€HETUUECKOW TTOMOIIN
netsm ¢ HPC.

(Hauoeno npu nomowu ChatGPT)

Onenka HAaACKHOCTH H KJIHMHHUYECKOM MOJIE3HOCTH HCKYCCTBCHHOI'O
HHTEJIJICKTA B npeHaTaJdbHOM CKPMHMHI'€ InepBoro TPHUMECTPA "

HEMHBA3UBHOM IIPEHATAJbHOM TECTHPOBAHUH
(Nature)

B xypHane Scientific Reports pencTaBieHbl pe3yabTaThl UCCICIOBAHUS, TAC HWCKYCCTBEHHBIN
WHTEJUICKT WHTETPUPOBAIM B CTaHAAPTHHIH KOMOMHUpOBaHHBIM ckpunuHr U HUIIT B mepBom
TpuMecTpe. Monenbs 00ydaiu Ha ThicsSi9ax OepeMeHHOCTE!, YUUThIBass OMOXUMHUYECKHUE MapKephl,
VIBTPa3ByKOBBIC TTAPAMETPHI M JJaHHBIE CEKBEHUPOBaHUs cBoOOaHON deTansHol JJHK. Anroputm
MO3BOJINJI TOYHEE CTPATU(PUIIUPOBATH PUCK XPOMOCOMHBIX aHOMAJIUH, CHUXKAas! JOJI0 MHBAa3UBHBIX
OpoLEAYp IpHU COXPAaHEHMM BBICOKOW UYBCTBUTEJIBHOCTH K TpucoMusM. OTaenbHO
[IPOAHAJIM3UPOBAHbl PUCKH CMEIIEHUS AaKLEHTAa Ha «aBTOMAaTHYECKOE» pELICHHE: aBTOPbI
NoAYEPKUBAIOT HEOOXOAUMOCTD KIMHUYECKON BaJIMM3AMUA U COXPAHEHUS POJIM TEHETUYECKOTO
KOHCYJIFTUPOBaHUS, 4TOObI He mpeBpaTtuth UM B «u€pHBI AMMK» 1Id OyayIIMX pPOXUTENEH.

I/IHTepeCHO, 4YTO MOACIIb  BbIABJIAJIA  JOIMOJHUTCIIBHBIC TPYIIBI MOBBIICHHOIO  pPUCKa
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HEOJaronpusATHBIX HCXOJOB OEpEeMEHHOCTH, HE OrpaHMYMBasAch aHeymaounusMu. Pabora
neMoHCTpupyeT, kak MW MoxeTr AOmoJHUTh, a HE 3aMEHUTh KJIACCHUYECKHE CTaTHCTUYECKHE
anroputmbl (tTuna FMF), a takxke mogHMMaeT BOMpOCH! cTaHmaptu3anuu HMU-uHCTpyMEHTOB
Mexny jaboparopusiMu. [lis KIMHUK 3TO CUTHAJ TOTOBUTHCS K MOSIBICHUIO THOPHIIHBIX
npotokonoB, rae HUIIT u MH-onenka BhICTyNAIOT €AMHBIM JUArHOCTUYECKUM MTAKETOM.

(Hatioeno npu nomowu ChatGPT)

(peodkue eenemuueckue 60NE3HU, OHKOLO2US, 2EMAMO-OHKONLO2US)

JloJarocpoyHbie pe3yibTarbl JICHTUBUPYCHOM T€HHOM TepamuH _TSAKeJ0ro

KOMOMHUPOBAHHOT0 HMMVYHORedumnrTa ¢ neduuanrom AJLA
(Contemporary PEDIATRICS)

O030p HOBBIX JaHHBIX MO JIGHTUBUPYCHOM TEHOTEpanmMH aJeHO3HMHJE3aMUHAa3-1e(OUIIUTHOTO
TKWH (ADA-SCID) noka3zain Bre4amisionye J0JAr0CPOIHbIC Pe3yabTaThl. B Koropre maueHToB,
MOJTYYHMBIIUX OJTHOKPATHYIO ayTOJIOTHYHYIO TpaHCIanTauo CD34+ KIIeToK ¢ IEHTUBUPYCHBIM
BEKTOpOM, 00mmast BeKHBaeMocTh nocturia 100%, a 6e3cobpiTuiinas --- 95% Ha MHOTOJIETHEM
HaOmoaeHNH. Y OOJIBIIMHCTBA MAIMEHTOB BOCCTAHOBWIIUCH T-, B- 1 NK-3BeHbsI UMMyHUTETA, YTO
MO3BOJIMJIO TOYTH BCEM OTMEHHUTHh 3aMECTUTEIbHYI0 MMMYHOIVIOOynuHOTepanuio. B pabote
NOJUEPKUBAETCA OTCYTCTBHE TIO3IHUX OHKOT€HHBIX OCJIOXHEHHM, KOTOPBIX TPaJAULMOHHO
OIacaloTCsl IPU UHTETPUPYIOMMUX BeKTopax. OTAENbHO aHAIM3UPYIOTCS NMPOQHIM BCTaBOK U
CTaOUIIBHOCTH KJIOHOB, HE BBISIBUBILINE IMPU3HAKOB KJIOHAJIBHOM 3KCMAHCUU, aCCOLIMMPOBAHHOM ¢
JedKeMuen. [ KIMHUKY 3TO 03HAYAET, YTO T€HOTEPAINMSI CTAHOBUTCS PEAIbHOM albTEPHATUBOM
AJUTOTEHHOM TpaHCIUIAaHTAIlMU KOCTHOTO Mo3ra, 0co0eHHO npu oTcyTcTBuM HLA-coBMecTrMoro
noHopa. OIHAKO OCTAalTCS BOMPOCH CTOMMOCTH, JOCTYIIHOCTH W HWHQPACTPYKTYPbI JUIS
MPOM3BOJCTBA MEPCOHATM3UPOBAHHBIX TPEMaparoB, a TaKKe HEOOXOAUMOCTh PETHUCTPOB s
OTCJIEKUBAHUA OTAANEHHBIX APPEKTOB HA MPOTHKEHNUHN JAECATUICTHI.

(Hatioeno npu nomowu ChatGPT)

HeBupycHast reHHass Tepanus aAeMoHcTpupyver »HPdekTHBHOCTL NIpH

HEMEJKOKJICTOUHOM pake Jerkux ¢ myrammein EGFR
(cancernetwork)

Kypnan Clinical Lung Cancer omyOnukoBan pesyisrarbl ¢a3el 1 uccnenoBanus Acclaim-1:
KOMOMHAIIMKY HEBUPYCHOW reHoTepanuu quaratusugene ozeplasmid (Reqorsa, nocrasinsronieii rex-
cynpeccop TUSC2) c¢ uarnburopom EGFR osimertinib y mamueHToB ¢ pacnpocTpaHEHHBIM
EGFR-mytammmonnsiMm  HMPJI mocne mnporpeccupoBaHusi Ha CTaHAApPTHOW Tepanuu. B
HCCIIeIOBaHNE BONLIM 12 ManueHToB, KOTOPHIM KaKble 21 n1eHb BBOAWIN IJIa3MUIHBIN IIpenapaT
B TpEX 103aX B COYETAHUU C IMOCTOSHHBIM NPUEMOM OCHUMEPTUHUOA. J030IMMUTHPYIOIINX
TOKCUYHOCTEH HE 3a(UKCUPOBAHO, OCHOBHBIMH HE)KEJAaTE€IbHBIMU SIBICHUAMH ObUIH
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yhpaBisieMble WH(QY3UOHHBIC PEAKIMM W TEeMaToJOrMYecKasi TOKCHYHOCTh 3—4 CTeleHH.
YacTHuHBIA OTBET JOCTUTHYT Y OJHOTO TAIMeHTa, emi€é BOCEMb JIEMOHCTPHPOBAIH
cTa0MIM3anuIo, MPUIEM y TPEX OTMEUEHA JUTHTEIbHAsT Oe3POrpecCuBHAs BEDKHBAEMOCTS (110 32
MecseB). Ha ocHOBaHWM JTaHHBIX OMpezelieHa pekoMeHmyemas mo3a st ¢aser 2 (0,12 mr/kr).
HccnemoBareny moq4épKUBaIOT, YTO HEBUPYCHAS TUIATGOPMa MOXKET CHU3UTh PHCKH, CBSI3aHHBIC
¢ AAV- U JIGHTUBUpPYCaMH, ¥ YIPOCTHTH MOBTOPHOE JICYEHHE, YTO OCOOEHHO aKTYaJIbHO JUIS
OHKOJIOTHH ¢ €€ TOTPEOHOCTHI0 B MHOTOKPATHBIX ITUKJIAX TEPAIny.

(Hatioeno npu nomowu ChatGPT)

BIOCAD mnpoBener KJIMHHYECKOE HCCJICIOBAHHME Npenapara s Tepanuu

ncopuasay HeTeﬁ
(BIOCAD)

buorexnomornueckasts kommaHusi BIOCAD  HaumHaeT  KIMHHUYECKOE  HCCIIEIOBaHUE
OPUTHHAJILHOTO Tpernapara ¢ MEeKIyHapOAHbIM HEIIAaTeHTOBAHHBIM HAaWMMEHOBAHUEM HETaKkumao,
NpPEAHA3HAYEHHOTO Ui TEPalul yYMEPEHHOTO M TSHKEJOro OJSIIEYHOro Icopuasa y JAeTeil B
Bo3pacte oT 6 o 17 ner. UccnenoBanue mpoiiaer B pamkax ¢assl I, ¢ yuactuem okomo 300
NAIMEeHTOB B HECKOJNBKHMX LeHTpax Poccun. Heraknmad --- 3TO MOHOKJIOHAJIBHOE AHTHUTEIO,
UHTrUOMpyIoiee HMHTEPACHKHH-17A, KOTOPBI HrpaeT KIIOYEBYIO pOJIb B BOCHAIMTEIbHBIX
nporeccax npu rncopuase. [IpeaBapurenburie gannabie u3 ga3 Il iemorcTpupytor canxenne PASI-
75 Ha 85% y B3pOCHBIX, C XOPOLIUM MpoduiieM 6e30MacHOCTH. DTO UCCICTOBAHUE HAPABICHO
Ha paclIpeHue MoKa3zaHui npenapara, yxe o1o0peHHoro s B3pocibix B 2023 roay. YuacTue B
UCTIBITAaHUU TTO3BOJHT OLIEHUTH 3()(HEKTUBHOCTD U OE30MACHOCTH Y MEANATPUIECKON MOMYISIHH,
rae JedeHue rncopuasza orpannueHo. BIOCAD mnanupyeT 3aBepLUINTh HA0Op MAIUEHTOB K KOHITY
2025 roma ¥ moxaTh JaHHble Ha perucrpanuio B 2026-M. DTO mar K NepcoHaIN3UPOBaHHON
Tepanuy ayTOMMMYHHBIX 3a00JI€BaHU I, UHTETPUPYs TeHETUYEeCKUEe MapKepbl 171 cTpaTudukanmuu
MalMeHToB. B 11eoM, MpOeKT YCUIIMBAET MO3UIMH POCCUHCKON OMOTEXHOJIOTHH B TIIOOATBHOM
OHKOJIEpPMAaTOJIOTUH U peiKkuX (hopmax rncopuasa.

(Hauoeno npu nomowu Grok)

(¢haszwr 1/2/3, oonosenenuss FDA/EMA)

EMA onoopunsa Waskyra — nepByio reHorepanuio npu cuaapome Buckorra—

OJiipuua
(EUROPEAN MEDICINES AGENCY)

Komuter EMA 1o jnekapCTBEHHBIM CpPEICTBaM IS YEJIOBEKa PEKOMEHIOBAT K OHOOPEHUIO
Waskyra --- ayTtonornyHyro JeHTHBUPYCHYyI0 reHoTepanuto CD34+ KJIeTOK mpu CHHIPOME
Buckorra—Onnpuua (WAS). Ilpenmapar mnpencraBnser co0oi 00OTamEHHYIO MOMYIISIUIO
TFeMOIMO3TUYECKHUX CTBOJIOBBIX KIJIETOK MAllMEHTa, TPAH3IyLMPOBAHHBIX BEKTOPOM C KOPPEKTHOM
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xonmeir tena WAS. Ilocine wmuenoaOnaTHBHOW IMOATOTOBKH MOIU(MDUIIMPOBAHHBIE KJIETKU
HH(DY3UPYIOT MAIMEHTY, 00ecTieunBasl UIMTEIbHYIO dKCIIpeccuio (pyHKIMoHanmbpHOTO O6emka WAS
U BOCCTAHOBJIEHME HWMMYHHOW (YHKIMM U TpOMOOLUTONO’3a. B perucTpanmoHHOM aoche
NPEICTABICHbl JaHHbIE O 3HAYUTEIBHOM CHIDKEHHMHM YacTOThl TSOKENBIX MH(EeKnuid u
KPOBOTECUEHUH, YITYUIICHHH JTJa00paTOPHBIX TIOKa3aTeNel n kauecTa )u3Hu. EMA nmomu€pkuBaer,
YTO Mpenapar npeAHasHadeH JUis MalUeHTOB, Y KOTOPBIX HET MOAXOSIIEro JOHOpa KOCTHOTO
MO3ra, ¥ paccCMaTpUBaeTCs Kak MOTEHIMAIbHO U3JieunBaroas onuus. OTHOBPEMEHHO PEryIsaTop
BBOJUT CTPOTHE TPEOOBAaHMS K JOJTOCPOYHOMY HAOIIONEHUIO M (hapMaKOHAI30py M3-3a PUCKa
BCTABOYHBIX MYTAallMidi W BTOpPUYHBIX Heorwtazuil. OmoOpenne Waskyra ykperuisier TpeHI Ha
pacmmpenue noptdens oqoOpeHHBIX TeHOTepanuii B EBpore.

(Hatioeno npu nomowu ChatGPT)

YupasjieHue no CAHUTAPHOMY HAI30PV 32 KAYeCTBOM NMUIIEBBLIX MPOAVKTOB
mequkaMeHToB CIIA (FDA) no6aBujio crpoxkaiiiiee npeavipexieHue K
npenapary Elevidys kommanuu Sarepta mocje cMepTeJbHBIX CJVYAEB

MNOPaAXKCHUA ICUYCHU
(Reuters)

FDA notpeboBano 00HOBUTH MHCTPYKIHIO K reHHOH Tepamuu Elevidys (delandistrogene moxeparvovec,
Sarepta) mnsa sjedeHus: IOMEHHOBCKOM MBIIIEYHON OUCTPOGUH, YCHIINB TPEIYNPEKACHUS O TSHKEIBIX
T€IMaTOTOKCUYCCKUX OCJIOKHECHUAX, BKIIHOYas ClIydan JICTAJIbHOI'O MCXOAa. Pemenne ocHoBaHO Ha JaHHBIX
NOCTMapKETUHIOBOTO HAONIONCHUS W PEeCTpoB, TI1e 3a(pHUKCHPOBAHBI 3IMHU30bI OCTPOM
Ne4EHOYHOM HEJOCTaTOYHOCTU Tocie OnHOKpaTtHOro AAV-seenenus. [Ipenapary Ha3HaueHa
6onee crporas «boxed warningy», a Takyke YTOYHEHbI KPUTEPUU OTOOPA MAIIMEHTOB U AJITOPUTMBI
MOHUTOpHHTa (DYHKIMN TMedeHu 10 U nocie uHpy3uu. OJHOBPEMEHHO areHTCTBO MOATBEPAMIIO
COXpaHEeHHUE 0JJOOPEHU B CBSI3U C KIIMHUYECKOH MOIb30H y YaCTH MAIMEHTOB, HO IPU3BaJI0 Bpayen
THIATEIBHO 00CYX/IaTh OallaHC PUCK/BBITOJA ¢ ceMbsiMu. Ha ¢oHe coobmenust akiuu Sarepta
CHU3WJINCH, @ PHIHOK B OYEPEIHOMN pa3 OTpearupoBai Ha ySI3BUMOCTbh OM3HEC-MOAENEeH BOKPYT
yaeTpagoporux reHorepanuii. Cinydaii Elevidys momu€pkuBaer kiitoueByo posib (papMakoHaa30pa
1 JTOJITOBPEMEHHBIX PETHCTPOB MPH PEIICHUH BOITPOCa 0 peasibHo O0e3omacHocTu A AV-matdopm
B YCJIOBUSIX MAaCCOBOI'O IPUMEHEHUS.

(Hatioeno npu nomowu ChatGPT)

Axmuu  UniQure pe3sko vmaaum nocjge Toro, kak FDA 3agBuao o

HCECJA0CTATOYHOCTH KJIMHHNYECCKHUX JAHHBIX 110 TEPAIIUU 00J1e3HH XAHTHHITOHA
(Reuters)

UniQure coobmmma, uyro FDA cowio mnpeacTaBieHHBIE KIWHUYECKHE JaHHBIE TIO
sKcriepuMeHTanbHoN reHHor Tepanui AMT-130 npu 6osie3Hrn XaHTUHTTOHA «HEIO0CTAaTOYHBIMI
JUISL TIOJlaud 3asiBKM Ha YCKOPEHHOE OJ00peHHe. JTO PEe3KO KOHTPACTUPYET C MPEAbLAYILIUM
HeopmanpHbIM curHasioMm 2024 roma, 4TO CYIISCTBYIONIUX JaHHBIX MOXKET XBaTUTh sl BLA.
[Tocne oObsiBIEeHUs akuWMKW KoMmaHuM ynanu Oosnee yem Ha 50%. Panee mpomexyTodHbIe
pe3yapTaThl MOKa3blBAJIM 3aMEAJIEHHE MPOrpeccUpoBaHMsl 3a00JieBaHUS M yMEHbIIECHUE
GyHKIIMOHATBHOTO CHIDKeHHUS Ha 60% 3a TpHW rona, 4To MOPOIMUIIO ONTHMHU3M B COOOIIECTBE.
Tenmepp ke peryastop TpeOyeT MOMOJHHUTENbHOW wuHMopMarmu 10 3POEKTUBHOCTH U
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0e30MacHOCTH, a TaKXe YTOYHEHHWs [u3aiiHa nanmpHeWmux ¢a3. Curyanus IeMOHCTPHUPYET
MOBBIIICHHYIO OCTOPOXHOCTh FDA 1O OTHOIIEHHIO K TMEPBBIM B KJacce TeHOTEpamusM st
CIIOKHBIX HeWpoereHepalui, IJAe MapKepbl HCXola W JIUTENbHbIE 3PQPEKThl IMOKa IIOXO
omnpezeneHsl. /[ malMeHToB 3TO 03Ha4aeT BO3MOXKHYIO 33aJIEPKKY JOCTyla K MHHOBAIIHOHHOMY
JICYEHUIO, a JUJIS UHBECTOPOB --- CUTHAJ O PETYISTOPHBIX PUCKaX B HUIIE BBICOKOCTAIMMHBIX
IPOrPaMM.

(Hatioeno npu nomowu ChatGPT)

(AMR, scnvluuxu, 2ceHOMUKA NAMO2EH08)

CDC ucnoan3yer WGS mis pacciaenosanus BenblIKH Salmonella Cotham B
CIIIA

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

CDC omny6nukoBan 0OHOBICHHE IO MHOTOIITaTHON Bemblike nHpekuuit Salmonella Cotham, tae
KJIIOUEBYIO pOJb CHITpaJio TMOJHOTeHoMHoe cekBeHupoBanue (WGS). Ha 3 Hosa0ps
3apeructpupoBao 17 coydaeB B 11 mtatax, BKItodasi OJUH JieTalbHbIA Ucxoa. CEeKBEeHUPOBAHHE
U30JISITOB TMAIIMEHTOB M 00pa3lOB MUILEBBIX MPOAYKTOB MO3BOJIMIO MOKa3aTh, YTO IITAMMBI U3
pa3IMYHBIX MCTOYHUKOB T€HETUYECKH MPAKTUYECKH WIACHTUYHBI, YTO YCHJIMJIIO CBSI3b MEXKIY
3a00J€eBaHUEM M OIpPECNEHHBIME MapTUAMU TpoaykroB. WGS Ttaxke BBISIBHIO TNPO(UIb
YCTOMYMBOCTH K AHTHOMOTHKAM, YTO IOMOIVIO CKOPPEKTUPOBaTh AMIHUPUYECKYIO TEparuio
TOKENBIX clydaeB. B mapamnensHoM paccienoBanuu FDA coobmmia, 9to 0oOpasiisl Mopoiika
MOpUHTH U J00aBku Super Greens Aajiy TOT K€ T€HETUUECKHUI ITaMM, YTO U y MAIUEHTOB, YTO
CTaJI0 OCHOBAaHUEM JJIsl OT3BIBOB MpoAyKuuu. Ciydail moJuepKrUBaeT, Kak TeHOMHBIN HaJ30p ykKe
BCTPOEH B PYTUHHBIM MHCTPYMEHTAPHI SMUAEMHOJIOIOB U TIO3BOJISIET ObICTpee JIOKAaIN30BbIBATH
MCTOYHUKH BCIIBIIIEK, OMHOBPEMEHHO coOupas TaHHbIe 00 aHTHOAKTEepHAIbHON PE3UCTEHTHOCTH.

(Hatioeno npu nomowu ChatGPT)

HeHTpbLI IO KOHTPOJIIO U NPOMUIAKTHKE 3a001eBaHU B AdpHKe 3anyCcKaT
AGARI — O0OHIEKOHTHHEHTAJLHVIO ILIATGOPMY TeHOMHBIX JAHHBLIX LIS

VYCUJICHUA MEP pearmpoBsanmsd Ha BCIbIIIKHA 3a001eBaHuM
(Africa Centres for Disease Control and Prevention)

Africa CDC o6wsiBui o0 3anycke AGARI --- koHTHHEHTaIRHON OHJIAMH-TIATGOPMBI JTsl 0OMEHA
TeHOMHBIMU JaHHBIMU TaroreHoB. [lopranm mo3BonuT naboparopusMm u3 crpaH AdpukaHCKOro
COI03a 3arpy’karb CEKBEHUpPOBaHHBIE TeHOMBI Bo3OymauTeneit (o SARS-CoV-2 no Gakrepuii ¢
YCTOMYMBOCTHIO K AaHTUOMOTHMKAM) M CONPOBOIUTENIbHbIE MeTagaHHble. llenp --- ycKopuTh
BBISIBJICHHE HOBBIX BAPUAHTOB, OTCJICKMBAHUE LIETIOUEK Mepeadyu U KOOPAWHAIIUIO OTBETHBIX MEp
Mexay cTrpaHamu. MuunmartuBa ctpoutcss Ha onbiTe manaemMuu COVID-19 u pacmupser
npenpiagymue mnporpammbel o AMR, mogaepxkuBaembie Africa CDC wu mnaptaépamu. B
conytcrBytomem marepuaie EMBL-EBI npencraBun HOBBIN 17100a1bHBIN TOPTA, CBI3bIBAIOIITNN
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OaxTepuaibHble TE€HOMBI C JKCIIEPUMEHTAIbHBIMU JAHHBIMH 10 YCTOMYMBOCTH, YTO CO3HAET
OCHOBY 1Jis1 Ooyiee TOUHBIX Mozeniel nporrnosupoBanus AMR u BeiOopa tepanuu. Bmecte 3tu
IPOEKThl TMOKAa3bIBalOT, KaK TE€HOMHKAa U OTKPBITbIE JaHHBIE CTAHOBSITCS  KIIIOYEBOU
uHppacTpykTypoir st 60prOBI ¢ HHGEKIUSIMU, OCOOEHHO B PErHOHAX C OTPAHHUYCHHBIMH
pecypcamu. [l KIMHUIMCTOB 3TO O3HAYaeT MEPCIEKTUBY IMOJydaTh 0ojiee TOUHbIE JIOKAIbHbBIE
KapThl pe3UCTEHTHOCTH U PEKOMEHIALIUU MO0 aHTUOMOTHKAM.

(Hatioeno npu nomowu ChatGPT)

(amuyeckue debamol, peyismopHvle OUCKYCCUlL)

I100adbLHBIM HAVYHBLIA KOHCOPIHUYM NOATBEPKIAACT CBO MNOZHMIMNIO IO

PCAAKTHPOBAHHUIO I'€HOMA Y€J10BECKAa
(American Society of Gene + Cell Therapy)

Mexaynaponusiii koHcopuuyM, Brmodaromuii ISCT, ARM u ASGCT, ony0iukoBana COBMECTHOE
3asBJICHHUE, TOATBEPJUB MO3UIHMIO 0 HeoOXoauMocTu 10-IeTHEro MopaTopus Ha KIMHUYECKOE
NPUMEHEHHE TEePMUHAIBHOTO (HACJIEIyeMOro) pPeJakTHpPOBaHUS TeHoMa 4YejoBeka. J[oKyMmMeHT
BBITIIEN HA (DOHE COOOIIECHUH O cTapTanax, KOTopble MyOauvHO AekaapupytoT miadsl o CRISPR-
peAaKTUPOBaHHUIO AMOPHOHOB, YTO BBI3BAJIO HOBYIO BOJIHY IUCKYCCHH. ABTOpHI MOITYEPKHUBAIOT,
YTO HAay4HbIE M KIMHUYECKHE PUCKHU MOKa HETPUEMIIEMO BBICOKU: OT Mo3aunu3ma u off-target-
MyTalluid J0 HENpEeACKa3yeMbIX MEXIOKOJIeHHbIX 3ddexToB. Kpome Toro, orcyrcrByer
100aIbHBINA KOHCEHCYC MO 3TUYECKUM TPaHHUIaM BMEIIaTeIbCTBAa U MEXaHN3MaM 00IIECTBEHHOTO
koHTpons. [Ipemmaraemprii Moparopuii He 3ampeniaeT (QyHIaMEHTAJIbHBIC HCCIICIOBaHUS Ha
MOJIENIAX U HE HACNIEyeMbIX KIIETKaX, HO IPU3bIBACT PETYIATOPOB YETKO 3arpeniarh KITMHUYECKHUE
MPUIIOKEHUS C Tiepeaadeil U3MEHEHUI MOTOMCTBY. 3asiBJICHHE MEPEKIMKACTCS C MyOIUKalusIMy B
npodUIBHBIX KypHAJIaX MO ITHKE, I7ie 00CYKIAI0TCS apryMEHThI «33a» U «IIPOTHUB)» CMSATYEHUS
3arpeTa, OJHAaKO KOHCOPLUYM CUHTAET, YTO TEKYIasi BOJIHA KOMMEPUYECKOro HHTEpeca He I0JKHA
orepekarh HayYHYIO 3peIOCTh U OOIIECTBEHHBIN 1UAJIOT.

(Hatioeno npu nomowu ChatGPT)

Mepbl HNOJIUTHUKHN JNJIfAA o0ecrneyeHus JOCTYVIIHOCTH M HDI/IeMJIeMOﬁ IICHbI

JOPOIuX HOBBLIX IIPpEHaparoB HA BCEM NPOTHAKCHUU UX ) KUZHCHHOI'O IIMKJIA
(The BMJ)

B BMJ ony6nukoBaH 0030p TOJHUTHUK, HANpaBICHHBIX Ha IOBBIIIEHUE JIOCTYIHOCTH
BBICOKOCTOMMOCTHBIX T€HOTEpaui Ha MPOTKEHUN JKU3HU NMallUEHTa. ABTOPBI CBSA3BIBAIOT €0 C
nepBoit paboueit rpymmoii Global Gene Therapy Initiative, paccmarpuBaromieii mpoOiemsbl
1IeHOOOpa30BaHMsl, BO3MEILICHUSI M II00AJIbHOTO HepaBeHCTBA. [IpHBOAATCS ClieHApuH, Korjaa
OJTHOKpAaTHOE JICYCHHE OLIEHUBAETCs B 1—3 MIIH JOJIapoB, YTO CO3AAET JABICHUE Ha OIOIKETHI
nake OoraThIX CTpaH, HE TOBOpS YXKe O CHCTeMax 3ApaBOOXPAHEHHs TOCYIAapCTB C HU3KHM
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noxonoM. PaccmarpuBaroTcsi BapHaHTbl AHHYMTETHBIX U PpE3yJbTaT-3aBUCHUMBIX IJIATEXKeH,
MeXTyHapoHble (OHJIBI COMUAAPHOCTH, a TaKKe MEePEeCMOTP MOAXOAOB K OIEHKE TEXHOJIOTUU
(HTA) ¢ yu€toM nmonroBpeMeHHOW BbITONBI. OTACIbHBICE PadOTHl MOACIUPYIOT COBOKYITHBIC
pacxoasl Ha reHotepanuu B CIIIA u EBpore Ha TrOpuU30HTE NECATUIECTUN U MOKA3bIBAIOT PHUCK
KOHILIGHTpallMM 3HAUUTENbHON YacTh (papMOIOKeTa B Y3KOM CEIrMEHTE peAKUX 3a00JIeBaHUM.
00630p mogu€pKkrBaeT HEOOXOAUMOCTh PAHHETO JUAJIOra MEXAy pa3padoTUYUKaMu, PEeryiIsaTopaMu
U IUIaTesIbIIUKaMU, YTOOBI BBIpAOOTaTh YCTOWYUBBIE CXEMbI OIUIAThI, HE MO/APBIBAasi MHHOBALIMU U
HE YCHJIMBAs COIMATbHOE HEPABEHCTBO B JIOCTYIIE K «T€HHBIMY JICUEHHUEM.

(Hatioeno npu nomowu ChatGPT)

(07151 noodasenust unu yCmMpaneHust NOCIe0CMBUL NAMO2EHHbIX 8APUAHINOEB)

Kommanusg Biogen npeacTaBUT HOBbI€ JAHHLIE WM HAVYHBIC JTOCTH/KEHHUHA O
npenapare Lecanemab Ha 18-i1 kondepeHnmyn no KJINHAYECKUM UCNLITAHUAM

00J1e3HN AJbITeiMepa
(Biogen)

Biogen nakanyne kondepeniiuu CTAD o0bsaBumIa, 94TO MpeAcTaBUT HOBBIE AaHHBIC 10 BIIBO&O -
-- antu-Tay ASO-Tepanuu 11 paHHed craguu Oone3nu Anbirerimepa. [Ipenapar npencrasiser
co00 aHTHCMBICIIOBON OJIMTOHYKJICOTH, HampaBieHHbIM npotuB MPHK Genka tau (MAPT),
CHIDKasl €ro CHHTE3 M, CJIeJOBAaTElIbHO, HAKOIUIEHHWE MaToreHHbIX ¢GopMm. B pamkax nokiana
oOemaHbl pe3yNabTaThl HCCIENOBAaHUS pacHpelesieHus IMpernapara I0CiI€ MHUKpPO-03bl ¢
PaAMOMETKOM NMPU HHTPATEKaIbHOM BBEICHUHU, YTO KPUTUYHO JIJIS1 OLIEHKU TOCTaBKU B Pa3IMyYHbIC
ornensl Mosra. BIIBO8O yxe mmeer craryc Fast Track or FDA wu maxomutcs B ¢aze 2
(uccnenosanue CELIA), a panaue nanubie Gas3sl 1b mokasanu cHUKEHUE YPOBHS tau B TUKBOPE U
OnaronpuATHBIE CUTHAIBI MO HelpoBusyanusauuu. Ha ¢oHe mpomomkarommxcss TUCKycCcuil o
pUCKaX UMMYHHOH MOIYJSIMH W MOOOYHBIX 3()(PEKTOB OT IMTEIHHOTO IOAABICHHS tau
nporpamMa Biogen paccMmaTrpuBaeTcs Kak oOfHa U3 HauOojee MPOABMHYTHIX B Kiacce
HeliponanpapneHHbIX ASO. {7151 KIMHUIIUCTOB 3TO OTKPHIBAET MEPCIEKTHBY KOMOWHUPOBAHHBIX
CXEM C aHTUaMUJIOUTHBIMU TIPETapaTaMHu.

(Hauoeno npu nomowu ChatGPT)

OTKpbBITHE ABOMHOW Tepanuy NMPOTHUB CTAPEHUS M 00J1e3HH AJLIreiiMepa ¢
MOMOIIBI) HCKYCCTBEHHOT0 HHTEJJIEKTA ¢ MOMOIILIO EeJIEeBONM TeKOHBOJIOIINH

PROTAC 1o ocu, peryJupyemMoi cynepyHXaHcepom
(Science Advances)

B Science Advances onucan HEOOBIYHBIM TMOAXOA K TIOMCKY TPOTHBOBO3PACTHBIX H
IPOTUBOAIBLIEMMEPOBCKUX MoOJeKyl1: wuccienosarenu npumeHwn PROTAC-naBenénnyro
XEMOIIPOTEOMUKY JJIsl J1e-KOHBOJIIOIMK MHIIEHHU ecTecTBeHHoro meradonuta MLT. Crauana c
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nomobto matrdopmbl PROTAC yué€nbie «3acTaBuim KIETKH JErPaIupoBaTh OCIIKH, K KOTOPHIM
cBs3pIBacTCs MoauduuupoBanHeii MLT, a 3aremM ¢ MOMOIIBIO MacC-CIIEKTPOMETPUU
UICHTU(UIIMPOBATM OCHOBHYIO MHUIICHb --- THUCTOH-areTwiTpancdepasy p300, kiroueBoi
peryisaTop TPAaHCKPUIIMK W cTapeHus. B MomenbHbIX cuctemax nobasnenne MLT ymyummiano
KOTHUTHBHBIE TOKA3aTeIH, YMEHbIIAIO HEHPOBOCHIATIEHHE U IPU3HAKU KJIIETOYHOTO CEHECIICHCa.
ABTOpBI MOKAa3bIBAIOT, YTO LUPKYIUpYIoIMe ypoBHU MLT cHMXkarTCsl ¢ BO3pacToM y JIOACH, U
IPEINoNaraloT  BO3MOXKHOCTh ~ HMX  BOCCTAHOBJICHHMSI KaK  CTpaTerud  NpoduiIakTHKU
HelpojereHepanuii. XoTs cama pabora He sBisiercss kinaccuueckor PROTAC-tepanueii, ona
neMmoHcTpupyeT, kak PROTAC-TexHONOrusT MOXKET HUCIOJIb30BaThCsl KAaK HCCIEA0BATEIbCKHM
WHCTPYMEHT JIJIsl KApTUPOBAHUS MUIICHEH TIEPCIIEKTUBHBIX COSAMHEHUI M YCKOPEHUS pa3paboTKu
nekapetB. Jns dapmer 310 monrBepknenue 3penoctu PROTAC-moaxoma HE TONBKO Kak
TeparneBTUYECKON TUIaTGOPMBI, HO U KaK MOIIIHOTO CpeAcTBa (DYHKITMOHAIBLHOUN MPOTEOMHKH.

(Hauoeno npu nomowu ChatGPT)

(2erHommble, MPAHCKPUNTNOMHBLE U MYTbMUOMHbBLE MAPKEPbL, paboma ¢ ONyxonesol mKaHvio)

IloporoBoe coBmajieHMe KJACCH(PHUKAINMU BbICOKOI0 PHCKA pPaKa MOJOYHOH
JKeJie3bl ¢ MCI0Jb30BAHMEM CEMEHHOr0 aHAMHE3a, MOJUIE€HHbIX OIIEHOK PHCKA

U TPAAMIMOHHBIX MoaeJer pucka v 180 398 keHimH
(Pubmed)

Cratess B xypHane Cancers npoaHaJIN3upoOBajga, HACKOIBKO COIVIACOBAaHBI MEXIy COOOH
pa3IMYHbIE TOAXOAbl K BBIJIEICHUIO JKEHIIUH «BBICOKOIO PHUCKa» HACJIEICTBEHHOIO paka
MOJIOYHOM KeJIe3bl M SIMYHUKOB: CEMEHHO-aHAMHECTUYECKUE KPUTEPHUH, KIMHUYECKHUE PHUCK-
MoJieTu U mojureHHbie puck-ckop (PRS). B uccrnenoBanue BKIIFOUMIN HECKOIBKO THICSY KCHIIUH
U3 KIMHUK CEMEWHOro paka; Uil KaXXJOW pPAacCUMTHIBAIM PUCK IO PAa3HbIM aaropurMam u
CMOTpEIIM, HACKOJIBKO COBHAJAIOT TPYNIBbl, IONAJAIOIIAE BBIIIE YCTAaHOBJIEHHOIO IIOpOra.
Oka3zanoch, 4YTO NEPECEYCHHE JAAJIEKO OT HJCAIBHOIO: 3HAUYWTEIbHAs 4YacTh IMAlMEHTOK
omnpenensnach Kak «BBICOKMM PHUCK» TOJBKO OJHHUM W3 METOJAOB. JTO HMMEET NPAKTUYECKHE
MOCJENCTBUSL --- OT PEIICHWH O Ha3HAaUY€HWM YCHUJIEHHOIO CKPMHHMHIA J0 MOKa3aHWh K
npoUIAKTUYECKUM OMNEepalusM U pacIIMPEHHOMY TI'€HETHUYECKOMY TECTHPOBAaHHIO. ABTOPHI
MpeIaraloT UCIOIb30BaTh KOMOMHUPOBAHHBIE TIOJXOBI U OoJiee THOKKE TTOPOTH, 3aBUCAIIUE OT
KIIMHUYECKOTO KOHTEKCTa M MPEIANOYTeHU manueHTKu. Pabora moguépKuBaeT, 4To BHEApPEHUE
PRS B oHKOT€HETHUYECKUE KIIMHUKU JIOJKHO COMTPOBOXKAATHCS IEPEOCMBICIIEHUEM TPAAULIMOHHBIX
CXEM CTpaTU(PUKAIHH.

(Hauoeno npu nomowu ChatGPT)
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KommiiekcHoe reHOMHOE mNpPOGUIHPOBAHHE PAKa MOJOYHOH  KeJIe3bl
PACKPLIBACT MVTAINMOHHLIA  JaHamadbTr WU monear PEEKABOO:
NONVJISAINOHHO-CIeIU(PUIECKUA HHCTPYMEHT OIECHKH JJISI IPOTHO3ZUPOBAHUS

MYTallU¥ 3apoabInieBOM JUHUM
(SpringerNature Link)

Ha medRxiv nosBuncs npenpudT ¢ onucanuem mojaenu PEEKABOO --- rmy6oxkoii HeifipoceTn ais
OLICHKM PHUCKAa HACJEACTBEHHOIO paka MOJIOYHOM IKEJIe3bl y KHUTASHOK C MOAO3PEHHEM Ha
ceMelHbIi cuHApoM. Mozaenb OOyumiIM Ha KIMHUKO-TEHETUYECKUX MAHHBIX, BKIIOYAIOIIUX
CEeMEWHBI aHaMHe3, BO3pacT Havyasia 3a00JIeBaHusl Y POICTBEHHUKOB, PE3YyNbTaThl TECTUPOBAHUS
Ha BRCA u npyrume rensl, a Takxe Hekoropsle Ouomapkepel. PEEKABOO mnpeBocxonuna
tpaguronHsie anroputMsl (BOADICEA, Tyrer—Cuzick) mo IuUCKpUMHHAIMK W KalduOpOBKE,
0COOCHHO B TOATPYMIAxX C HEMOJIHBIMH CEeMEHHBIMU JTaHHBIMH. ABTOPBI MOJYEPKUBAIOT, YTO
CYILIECTBYIOIME MOJIEIN B OCHOBHOM BaJIMJUPOBAHbl HA €BPONEUCKUX KOIOPTAaX U MOTYT IUIOXO
paboTtarh B a3UaTCKUX MOMyJAHsIX. HoBas Mozen NOTEHIMAIBHO MO3BOJISIET TOUHEE ONIPEIEIIATS,
KOMY ITOKa3aHO pacIIMPEHHOE FTeHETHUYECKOE TECTUPOBAHUE U MPOPUIAKTUIECKHE MEPOTIPUSATHSL.
Onnako, kak u g Joboro MU-mHCTpyMeHTa, TpeOyeTcs BHEIIHSS BaJUJAlUsl W OICHKA
MPO3PAUYHOCTH PEIICHUN, 9TOOBI H30€KaTh «IEPHOTO SAIUKA» B KIMHUYCCKONH OHKOTEHETHKE.

(Hauoeno npu nomowu ChatGPT)

(PRS, unmezpamuervle Mooenu, KIUHUYeCKas 8aruoayus)

HoBoe mcciieroBaHmue Genomics MNOKA3bIBACT, YTO INOJMUICHHBLIC MOKA3aTCJIN
PUCKA NMOBLINIAKT TOYHOCTH IIPOTHO3UPOBAHUA PUCKA CEPACIYHO-COCYIUCTBIX

3200J1eBAaHU I
(Genomics)

Komnanust Genomics Ltd Ha kondepenunu AHA 2025 npencraBuiia JaHHBIC, TTOKa3bIBAIOIIUE,
4yTO Ao0aBieHue moiureHHoro puck-ckopa (PRS) k nooii mkane PREVENT (American Heart
Association) ymydmiaer MpPOTHO3UPOBAHUE CEPACYHO-COCYIUCTHIX coObITHH. MccnenoBarenu
nokasayiu, yto uHTerpanus PRS mo3Bosser BhISIBUTH MHJLTHOHBI Jitoaeit 40—70 neT ¢ BHICOKUM
TeHETUYECKUM PUCKOM, KOTOPHIE IO KIIACCUIECKUM (DAKTOPAM BBITTISAST KyMEPEHHO-PUCKOBBIMID)
M YacTO HE TMOJYydYalT CTaTUHOB. MoJenupoBaHHE MOKa3ajlo, YTO MpPU TapreTUPOBAHHOM
HA3HAYEHUU CTATUHOB 3THUM JIOMOJHUTENIbHBIM TPYINaM MOXKHO MpeAaoTBpatuth 10 100 ThIC.
nH(papkToB M UHCYALTOB 3a 10 neT. Baxxnoe HaOmroneHne --- 3PEeKT OT CTaTHHOB Y JIIOACH C
BbICOKMM PRS nmaxke BbIe cpeaHero, 4To YCWJIMBAET apryMEHT 3a IMEPCOHAIM3UPOBAHHYIO
npodunakTuky. Pabora nemonctpupyer, kak PRS nepexoauT u3 akageMudecKux UCCIeIOBaHUN B
MPUKIATHON KapAUOPUCK-CKPUHUHT M TIOJHMUMAET BONPOCHI 00 MHTErpalud TEHETHKU B
MNEPBUYHYIO0 MEIUKO-CAHUTApHYIO MOMOIIb, a TakkKe 00 00ecrneueHnr CHpaBeAJIMBOCTU MEXIY
STHUYECKUMHU TPYIIIaMHU.

(Hatioeno npu nomowu ChatGPT)
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IHoureHupie OEHKH PUCKA B PYTHHHOM reHeTHYECKON TUATHOCTHKE: YTO HAC
JKIEeT Buepenau?
(SpringerNature Link)

B Journal of Community Genetics omy0OnukoBana o030pHasi crathsi «Polygenic risk scores in
routine genetic diagnostics: what lies ahead?», paccmarpuBaromas cuenapuu BHeapenus PRS B
NPaKTUKYy MEIUKO-TeHETUYECKMX KOHCYIbTallMid. ABTOpBl 0O0CyxnaioT, kak PRS wmoxer
UCIIOJIB30BaThCsl KaK IPEIBapUTEIbHBIM TeCcT Ha oOcHOoBe SNP-uMmoB, Kak [ONOJIHEHHE K
MaHEJN/3K30MY WM KaK BTOPHYHBINA aHAIN3 MOCIIE OTPULIATETILHOTO PE3YNbTaTOB IMOMCKA PEIKUX
BapHaHTOB. IIprMepsl BKIIIOUAIOT CEPAEUHO-COCYAUCTHIE, ICUXUATPUUYECKUE U OHKOJIOTUYECKUE
3aboneBanusi, rae PRS momoraer BBIAENATh MOATPYMIBI Ui OoJiee MJIOTHOTO CKPUHUHTA H
npoduiaktuku. OTAenbHbIN 00K MOCBAIMIEH PUCKAaM --- OT BO3MOXKHOT'O YCHJICHUS! HEpaBEHCTBA
MEXIy HONMYJSILUAMH [0 CIIOKHOCTEH KOMMYHHMKAIUH KOMIIJICKCHOIO TI€HETHYECKOTO PHCKa
nanyentam. B cratee moguépkuBaercs, yto TexHudecku PRS yxe roToBsI kK MacmTabupoBaHuto,
HO UX KIIMHUYECKas «I0JIE€3HOCTh)» 3aBUCUT OT MH(PACTPYKTYphl, TOTOBHOCTH Bpayeil U HaJIN4Hs
SCHBIX KIMHHYECKUX TyTEeH: YTO HMMEHHO JAenarth ¢ uHpopmamnueir o BbicokoM PRS mis
KOHKpETHOTO 3a0oneBanus. Pabora 3a1aéT paMKy 1Jis HAallMOHAJIBHBIX CTPATErHid 110 BHEAPEHUIO
PRS B 31paBooxpaneHue.

(Hatioeno npu nomowu ChatGPT)
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I TEXHOJOI'MHU

(long-read, snucenomnoe cexgenuposanue, nogvluieHUe MOYHOCIU, CHUIICEHUE CIOUMOCU, HAHONOPOBOe
ceKseHuposanue)

PacBio mnomoraer Berry Genomics mnmoJVYUTH HepBOe  OH00peHHe

peryJMpyrmmxX OpraHioB Ha KJIMHHYECKOe JJOHIrpUa-cekBeHnpoBanue B Kurae
(PacBio)

PacBio cooOmmuna, yto kuraiickas Berry Genomics moiy4uiia epBoe B CTpaHe PETyJIsTOPHOE
onooperne (NMPA) Ha wucnonp3oBaHHEe KIMHUYECKOTO TeCcTa Ha OCHOBe long-read-
cexkBenupoBanuss HiFi. Orto Baxublii pyOex: panee knuHuueckue NGS-tectet B Kurtae
0a3MpOBATUCH MOYTH UCKIIIOUUTENBHO Ha short-read-rutardopmax. HoBblil TecT opueHTHpOBaH Ha
HACJIC/ICTBEHHbIC 3a00JICBaHUS U CIIOKHBIE TEPECTPOMKH TeHOMA, TA€ JJIUHHBIC YTCHUS JaroT
NPEUMYIIECTBO B UyBCTBUTEIBHOCTH U MHTEpHpeTanuu. B npecc-pennse nmoquépkuBaercs, 4To
BaJUaIMsl OXBaThIBaja IIUPOKUN CIEKTP BapuaHTOB --- OT SNV u indel 10 CTPyKTypHBIX
MEPECTPOCK W MOBTOPOB. PerymsatopHoe omoOpeHne dhakTUUecKu MOATBEpKIaeT, uyto long-read
0oJbllle HE «UYHUCTO MCCIENOBAaTENbCKUI» MHCTPYMEHT, a TEXHOJOIHs, KOTOpas MOXeT
UHTETPUPOBATHCSI B PYTUHHYIO KIMHMYECKYIO IMArHOCTHKY B KpPYMHOW CTpaHe C pPa3BUTHIM
TeHETUYECKUM PHIHKOM. [[71s1 mTabopaTopuii 3T0 CUTHA: MOXKHO IJTAaHUPOBaTh BHeApeHue long-read
HE TOJBKO KaK «BTOPOE MHEHHUE», HO U KaK OCHOBY HEKOTOPBIX MaHeNel U HK30M-/TE€HOM-TECTOB,
0COOEHHO B OOJIaCTSX C BBICOKOM JOJIEH CIIOXKHBIX BapUAHTOB, HAlpUMEp B HEBPOTCHETHKE U
OHKOT'€MaTOJIOTHH.

(Hatioeno npu nomowu ChatGPT)

Koucopiimym HiFi Solves ny0amkyer mnepBoe KpPVIIHOE HCCJIEIOBAHUE,

neMoHcTpupviioniee kanandeckue Bo3MokHOCTH PacBio HiFi Genomes
(PacBio)

5 Hos0pst 2025 1. PacBio u xoncopuuym HiFi Solves EMEA npencraBuin nepBbie pe3yabTaThl
MHOTOIICHTPOBOTO HCCJIEOBAaHUs, B KOTOPOM IIeIbHOT€HOMHOE long-read-cekBeHHpOBaHHE
UCTIOJIb30BAJIOCH JUIs TMAarHOCTUKM pPEAKUX 3a0oieBaHuMi. B Koropre manumeHTOB, y KOTOPBIX
npensinymue short-read-tectel He mamu orBeta, HiFi-reHoMBI o0Oecrequian JOMOIHUTEIHHYIO
JMAarHOCTUYECKYI0 HAaxOAKy NPUMEpHO B TpeTu ciydaeB. OCOOCHHO YacTO BBISBISUIUCH
CTPYKTYypHBIE TIEPECTPOMKH, CIOXHBIC BCTaBKW/ACNCIMM M BapHallMd 4YHUCJA ITOBTOPOB,
NPOMYIICHHBIC CTAaHAAPTHBIMU TaHENsIMU. MccinemoBaHue BKITIOUATIO HECKOJIBKO E€BPOIMEHCKUX
IICHTPOB M ICMOHCTPHUPYET, 4T0 long-read-reHoOMbI MOTYT CITY)KHTb HE TOJIBKO UCCIIEA0BATEIbCKOM
«TOCJICIHEH MHCTAHIMEH», HO ¥ pEaIbHBIM HHCTPYMEHTOM JIJIS TTepepa3zo0opa «IHarHOCTHIECKA
TYITUKOBBIX» MAIlMCHTOB. Ba)kHBIA akIeHT caenaH Ha OMonH(OpPMATHKY: aBTOPHI UCTIOIB30BaH
CTaHIAPTU30BAHHBIN MANIUIAIH U BRIpAaBHUBAHUS, OOHAPYKEHHUS BADHAHTOB U aHHOTAIIMHU, YTO
o0Jleryaer CormocTaBUMOCTh PE3YIBTaTOB MEX Iy JaboparopusiMu. 11t MPaKTHKH 3TO apryMEHT B
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MOJIb3y BKJIIOUYEHHUS MOJHOpa3MepHOro long-read-reHomMa B KJIMHMYECKHE TPOTOKOJBI MpPHU
HEOJHOKPAaTHO OTPULATEIbHBIX Pe3yJIbTaTax CTaHJapTHOTO TECTUPOBAHUS.

(Hatioeno npu nomowu ChatGPT)

Kak couyeranme Fiber-seq ot EpiCypher c¢ cexkBenupoBanmem HiFi

odecreynBaeT KOMILJIEKCHOE MYJGbTUHOMHOE ITPEACTABJICHUE
(PacBio)

PacBio onyOnukoBana o0030p mnpumenenusi TexHonoruu Fiber-seq kommanuu EpiCypher
coBmecTtHO ¢ HiFi-cexkBennpoBanuem. Fiber-seq mo3Bonser Ha ogHo# U Toil ke Monekyne JJHK
CUMTBHIBATh Cpa3y HECKOJIBKO JIHUIE€HETHMYECKUX CIOEB --- PACIONIOKEHHE HYKIEOCOM,
METUIIMPOBAHUE U CAWTHI CBSI3BIBAHUS HEKOTOPHIX OeNKOB. B coueTaHnu ¢ BHICOKOTOYHBIM long-
read-ceKBEHUPOBAHUEM 3TO JAET «JIMHEHHYI0» KapTHHY SMHUICHOMA Ha MPOTSHKEHHBIX yYacTKax,
BKJIIOYasl CIIO’KHBIE PETYIISITOPHBIE PAiOHBI M IOBTOPHBIE 2JIEMEHTHI. J[eMOHCTPUPYIOTCS IPUMEPBI
npopHINPOBaHHS XPOMaTHHA B HEMPOHAIBHBIX 1 IMMYHHBIX KJIETKaX, I7ie yAaéTcsl YBUICTb, KaK
KOMOMHAIMS METWJIMPOBAHMS U HYKJIEOCOMHOTO JIaHIa(Ta KOPpeIupyeT ¢ TPaHCKPHUITLIUOHHOM
AKTUBHOCTBIO T€HOB. /{7151 pa3paOOTYHKOB AMHUTEHETHYECKUX OMOMApKEPOB 3TO MIAHC YWUTH OT
YCPEIHEHHBIX CUTHAIOB 1O KOPOTKHM (hparMeHTaM K HCTUHHO MOJIEKYISPHO-pa3peuIéHHbIM
kapraMm. lloTeHnuanbHble NPUIOKEHHAA --- OT HMCCICIOBAaHUS MEXAaHU3MOB JCHCTBHUS DIUTCH-
IpenapaToB A0 TOHKOM cCTpaTu(UKalUK OMyXoJiell MO MNpOCTPaHCTBEHHO-3MUIC€HETUYECKHM
naTTepHaM.

(Hatioeno npu nomowu ChatGPT)

(cmpyxmypa, npunyunsi xpanerus, 110 no obpabomxke 0anHbIX)

Bbpurancknii 0Mo0aHK ONyO0JINKOBAJ OKOHYATEJILHBIM HA00D TAHHBIX MO MOYTH
250 MeTa00JUTAM — MOJIEKYJIAM B HAIllell KPOBU, BLIPAOATHIBAEMBIM HAIIIUM

OpraHm3MoM B IpoueCcCe KM3HU, — V NOJYMUWJIJINOHA I[OﬁDOBOJIb]_[eB
(UK Biobank)

B nos6pe 2025 rona UK Biobank ony6nukoBan ¢puHanbHbI HAOOp TaHHBIX METaOOJIOMUKH ---
u3Meperust nodtu 250 MeTrabonuTOB (caxapoB, KHUPOB, aMUHOKHUCIOT u Ap.) y 500 000
JOOpPOBOJIBLEB. JTO 3aBepllaeT KPyHMHEHIINH B MCTOPHUH MPOEKT MO0 META0OIOMHKE KPOBH H
co3/1aét OecrnpeleIcHTHBIN pecypc Ui MPeIUKTUBHON MenuuuHbl. MeTabonuueckue npoduin
OTpakaloT TEKyIllee COCTOSIHHE (DU3MOJOTUM YelIOBEKa M, B COUYETAHUM C TCHETUYECKHUMU,
MPOTEOMHBIMH U KJIIMHUYECKUMU JTaHHBIMH, TIO3BOJISIOT UCCIIEI0BATENSAM JyUIlle OHATh, KTO U3
JIIOZICH TIOJIBEPKEH PUCKY Pa3BUTHS 3a00JI€BaHUM --- CEPJICYHO-COCYANCTHIX, AUadeTa 2-ro THIa,
Helipoaerenepaiui, paka u napyrux. Kpome toro, y 20 000 y4acTHUKOB AOCTYNEH «BPEMEHHOM
pAI» --- TOBTOPHBIN 3a00p KPOBU CIYCTS MPUMEPHO IATH JIET, YTO TO3BOJISIET OTCIEKHUBATD, KaK
U3MEHEHHUsI B METaboJuTax KOPPEIUpPYIOT C pa3BUTHEM XpoHUYecKux OosesHeil. Panee

YaCTUYHBIEC BBITYCKH JTAHHBIX YK€ MO3BOJIMIN pa3paboTaTh MeTabOIOMHbIE OMOMAapKEPhl pUCKa
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nuabeTa M cepeUHO-COCYIMCTHIX 3a001eBaHUH, HCCIIEIOBATh CBSI3b METa00IM3Ma U MUKpOOHOMa
C IETIPECCHEH M CO3/1aTh «METAa00JIOMHBIC YaChl» --- OIICHKH OMOJIOTMYECKOTO BO3PAcTa Ha OCHOBE
coctaBa KpoBW. [lo MHEHHMIO OPraHHM3aTOpPOB, ITOT HAOOpP JAHHBIX OTKPHIBACT HOBYIO 3Py
MIPEBCHTUBHOMN U TIEPCOHAIM3UPOBAHHON MEIMIIMHEI, TJIe PaHHSSA JUAarHOCTHKA, MPO(HIaKTHKA U
TapreTHbIC BMEIIATEIbCTBA CTAHYT JOCTYITHEE.

(Hatioeno npu nomowu ChatGPT)

MCTﬂﬁOJ’[OMHbIe, IFCHETHYCCKHUE, BH3VAJBHBLIC JAaHHbBIC M MHOIO€ JIpyroe.

TCIHEPb JOCTYIIHLI HOBBLIC U OOHOBJIEHHbIE JAHHBbIC BDHTaHCKOFO OHMo0aHKa
(UK Biobank)

UK Biobank o0bsBHI O KpymHOM OOHOBIEHHMHM Habopa MAaHHBIX, TOCTYITHOTO OIO0OpPEHHBIM
uccienosarensim uepe3 miarhpopmy UKB-RAP. K cymiecTByromum reHeTHYeCKUM, TPOTEOMHBIM,
BU3YaJU3allMOHHBIM, [OBEJCHYECKUM W MEIUIMHCKUM JaHHbIM mig npumepno 500 000
YYaCTHHUKOB J100aBJIEHBI HOBBIE KpyIHbIE 01I0KH HH(popMaru. BriepBbie MeTab0IOMHBIE JaHHBIE
NpEeACTaBICHbl JUId BceX A00poBonblLeB, BKIo4dass okono 20 000 moBTOpHBIX 00pasloB,
COOpaHHBIX CIYCTS MSITh JIET. ITO ACTAET PECypC KPYMHEHIITUM METa00JIOMHBIM HAOOPOM JTaHHBIX
B MHpPE U OTKPHIBA€T BO3MOXKHOCTH JJisi 0oOJiee TOYHOTO NPOTHOZMPOBAHUS 3a00JICBAHMIA,
MOHMMAaHHSA OHMOJOTMYECKHX MEXaHU3MOB U TIOMCKA HOBBIX TEPaeBTUYECKUX MHUIICHEH.
Cy1iecTBEHHO paclIupeH MacCUB BU3yaln3aluu: 1o0aBiaeHbl HoBbie MPT-nanHbIe Mo3ra, cepia
u Bcero Tena, BkIodas 55 000 TpEéXMEpHBIX MoIeNed cepala, YIy4IIeHHbIE H3MEpPEHHUs
IJIOTHOCTH KOCTEW M COCTaBa TeJia, a TaKyKe MPOJI0JIbHbIE JaHHbIEe cTapeHus Mo3ra st 100 000
y4acTHUKOB. Takxke BKJIOUEHBI OTBeTHI Oojiee yeM 160 000 yenoBek Ha OMpoOC O CONUAIBHBIX
B3aMMOJICHCTBHUSIX W BHHUMaHWU (OIICHKA YepT, CBA3aHHBIX ¢ aytu3MoM W ADHD), nanHbie o
KJIOHAJIbHOM TeMaToro’3e Ui BCEX YYaCTHHKOB, OOHOBJIEHHBIE PETHHAJbHBIE H3MEPEHUS,
nononautenbHble gaHHble 0 JKKT u 0OoneBbIX CHMNTOMax, HOBbIE T'€HOMHBIE TPYIIIBI
MIPOUCXOXKIACHUS U O0JIee CBEKHE MEIUIIMHCKUE 3aIMCH. DTO BTOPOH BBIMTYCK HOBBIX JaHHBIX UK
Biobank 3a 2025 rox.

(Hatioeno npu nomowu Grok)

(unmepnpemayust CeKeHUPOBAHUsl, MOOenU, pedhepenc-nanen)

IHounmanue npupoabl M BocnuTaHus: crarucrnyeckue n UHU-unHoBanum
PACKPLIBAIOT, KAK Te€HLI W OKpy:Kawmasg cpera GopMHUDPYIOT 3/10POBbLE

JEJI0BECKA
(Science)

B Science omy6iikoBaHa 0030pHast CTaThsi O TOM, KaK COBPEMEHHBIE CTATUCTUIECKUE METOIBI U
HCKyCCTBGHHLIfI HUHTCJIJICKT IIOMOI'arOT pa361/1paTL CJIOXKHBIC B33PIMOI[€I>1CTBPISI MCXKAY I'CHaAaMH U
cpemoil. ABTOpbl 00CyxkmarT, modemy kiaccumueckue GWAS 110X0 CHpaBisioTcs ¢
BBICOKOpa3MepHbIMHU B3anMonaeicTBusiMu (GXE) u kak HoBble moaxozsl, Takue kak PIGEON u
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POACTBEHHBIE €My MOJEIH, WCHOJB3YIOT THOPHJ CTATUCTHKH M MAlIMHHOTO OOYYCHHS IS
OoOHapy)KeHHsI TAaTTEPHOB, KOTOphIE HE BUIHO TpHU JUHEHHOM aHamm3e. Ocoboe BHHMaHHE
yAeNsieTcsT HEOOXOAMMOCTH CO3/1aBaTh PEATUCTUYHBIE CHMYJIHPOBAHHBIE M CHHTCTHYCCKHUE
HaOOpHI TaHHBIX, YTOOBI 00yUYaTh ¥ TeCTHPOBaTh Al-Momenu 6e3 prucka pacKpbITHsI TEPCOHATBHOM
nH(OpMaIMK y4aCTHUKOB OWOOaHKOB. Takke paccMaTpUBAIOTCS ITHUYECKHE BOIPOCHI --- OT
NPO3PaYHOCTH W HHTEPIPETUPYEMOCTH MOJENIEH 10 BO3MOXHOTO YCHJICHHS CYIIECTBYFOIINX
COLMATBHO-YKOHOMUYECKIX HEPABEHCTB MPH HEMPABWIBHOM MPUMEHEHHH MPEIUKTOPOB PUCKA.
JUIs TpakTUKH 3TO CHUTHAN, YTO 5I0Xa IMPOCTHIX «OIHOMEPHBIX» IIOJMTEHHBIX CKOPWHTOB
moaAXoAuT K KOHIY, 1 HA CMCHY el OpuxoasT 60.]'[66 CJIOKHBIC MOACIIN, YYHUTBIBAOIINC KOHTCKCT -
-- oT 00pa3a *KU3HU U CPENbI 10 SIMUTCHETUKH.

(Hatioeno npu nomowu ChatGPT)

(POC mecmpvl, Muxkpoghmiouonvie npubopsl, IKCnpecc-ouazsHoCmuKa)

IIpeaBapureianHas nogadua 3agaBku HA perucTpanuio Genedrive® MT-RNRI1 B

FDA CIIIA
(Gendrive)

Komnanus Genedrive o0bsiBrIa 0 BHeIpeHUH cBoero point-of-care-recta MT-RNR1 B ponnome
Rotunda Hospital ([{yOnun). Tect BbISBIsSCT MUTOXOHIpUaIbHbIE BapraHTel B reHe MT-RNRI,
aCCOLIMMPOBAHHBIE C BBICOKMM PHCKOM HEOOpaTMMOl TOTEepH Ciyxa IpH Ha3HAYCHUH
AMHMHOTVIMKO3UIHBIX aHTHOMOTHKOB (HAampuMep, TEHTaMHIMHA) HOBOPOXIEHHBIM. [TaBHOE
NPEUMYIIECTBO PEIICHHS --- CKOPOCTh: PE3YyNbTaT JOCTYIICH NMPHMEPHO 3a Iojdyaca MpsMo y
KOMKH, YTO TO3BOJISIET aalTUPOBaTh aHTHOAKTEPUAIBHYIO TEpaluio emé 10 BBEACHUS IEPBOM
70361 TIpenapara. B coobmennn nomuépkuBaercs, 9to ycTporcTBo nporuio oreHky NICE u uto
HPOBOIUTCS paboTa MO MHTETPALMH TeCTa B CTaHAAPTHBIC IIPOTOKOIBI HEOHATAJIBHOM ITOMOIIH B
BemukoOpurannn u Mpnanguu. [y KIMHAKKA 3TO NpUMEp TOTrO, KaK T€HETHKAa IOCTEICHHO
nepees’kaeT «u3 JadopaTopuu B OTICICHHE), a KIIIOYEBOH aKIIEHT CMEIIAETCs C OUCKA PEAKHX
HACJIEICTBEHHBIX CHHAPOMOB Ha MPEAOTBPAILCHNE CEPhE3HBIX JIEKAPCTBEHHBIX OCIOXKHEHHH. B
Oommxkaimedt mepcrnektuBe mofgoOHble POC-TecThl MOTYyT TOSBUTBCS W IS JPYTHX
(apMaKkoreHeTHYEeCKUX MHIICHEH, eclaW yaacTcsi 00eClednTh JOCTATOYHYIO AaHATUTHYECKYIO
YYBCTBUTEIBHOCTh U SKOHOMUYECKYIO 3(PPEKTUBHOCTD.

(Hatioeno npu nomowu ChatGPT)
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IV OTPACJIEBAA 'EHETUKA

(eeHomunupoeaHue CelbCKOXO3AUCMBEHHbIX JfCMGOmelx)

B3aI/IMOZIeI7[CTBI/Ie MEXAHUCTHYCCKOIO MOACJIMPOBAHUA U MOACJIMPOBAHUA CXEM
pa3sBeaAcHUA AJd IPOTrHO3UPOBAHUA BJIUAHUA 0T60pa Ha 3(l)d)eKTI/IBHOCTI>

JIAKTAIIMHA V MOJIOYHBIX KOPOB B PA3JIMYHbLIX VCJIOBUAX IINTAHUA
(SpringerNature Link)

B wuccnenoBanuu pa3paboTaH TUOPHUIHBIA METON MOACIUPOBAHUS, KOTOPBIH OOBEAMHSET
MEXaHUCTHYECKYI0O MOZENbh MeTa0oJIM3Ma KOPOBBI U KIACCHYECKYIO CEJICKIIMOHHYIO MOJIEINb,
YTOOBI TPOTrHO3UPOBATh, KaK pa3HbIE CXEMBbI pa3Be/ICHUS BIUSIIOT Ha 3PPEKTUBHOCTD JIAKTALlUU B
YCIIOBUSIX PA3JIMYHBIX KOPMOBBIX PEXHMOB. ABTOpPHI MOJYEPKUBAIOT, YTO TPaJAULIMOHHBIE
TeHETUYECKHE MOJIETH YacTO HE YUYHUTHIBAIOT BIMSHUE CPelbl U (PU3UOJOTUHU KUBOTHOTO, M3-3a
YEero MporHo3 CEJIeKIMOHHOTO OTBETa MOXKET ObITh cMeléH. B paboTre ucnonb3oBanack Moieb,
OTMCHIBAIONIAs pPaclpeneseHIe YIHEPTHH MEXTy POCTOM, JaKTaluel, moaaep>kaHieM opraHuzMa
Y BOCTIPOM3BOJICTBOM, M OHA ObLjIa «BCTPOEHA» B CXEMBI HCKYCCTBEHHOTO OTOOpa. DTO MO3BOJIUIIO
HCCJIEZIOBATh, KAK MEHSIOTCS [TOKa3aTeNN JJAKTallMOHHOHN 3()()EeKTUBHOCTH MTPU Pa3HBIX CTPATETUAX
KOPMJICHHUS --- OTPAaHUYEHHOM, YMEPEHHOM U BBICOKOKAJIOpHITHOM. Pe3ynbTarhl mokasanu, 4To
TeHETUYECKUE JTUHUH, IEMOHCTPUPYIOIINE BBICOKYIO MPOTYKTUBHOCTh B OJHONH KOPMOBOH Cpefie,
MOTYT MPOSIBJIATh MEHBIIUN CEJIEKIMOHHBIN MPOrpecc B APYroil. ABTOpHI JENAIOT BBIBOJA, YTO
UHTETpanus (GU3HOJIOTHYECKOTO MOJICIHPOBAHUS B TUIAHUPOBAHHUE CENEKIIUU MO3BOJISACT JTy4Ile
MPOTHO3MPOBATh PE3yJAbTAaThl Pa3BEICHUS, OCOOCHHO B YCIOBUSX W3MEHEHHs KiIUMara u
HECTAOMIILHOCTH KOPMOBBIX PECYPCOB.

(Hatioeno npu nomowu ChatGPT)

MuTerpaTuBHbLIN aHAJW3 T€HOMAa M TPAHCKPHUITOMA BbISBHJ HOBBIH

PErvJdATOpP COACPKAHUA BHYTPUMBIIICYHOI'O "KMPA B CBUHHUHC
(SpringerNature Link)

DT0 HWCCclnen0BaHUE MOCBSIICHO MOWCKY TeHETHYECKUX (DAaKTOPOB, OMPEACISIONIUX COAEpIKaHNe
BHyTpuMbIIeuHoro xupa (IMF) y cBuHel --- mokasaress, KOTOpbIi BIUAET Ha BKYyC, COUHOCTh U
Ka4ecTBO Msca. ABTOphI 00beauHmUIN pe3yabTatbl GWAS ¢ TpanckpunToMHbIM aHain3oM (RNA-
seq), 4ToObI He MpocTo BBIIBUTH SNP, acconuupoBaHHbIE C IPU3HAKOM, HO U MTOHSTH, KAKHE TeHbI
JIEHCTBUTENBHO (DYHKIIMOHATIBLHO BOBJICUEHBI B peryisiuto IMF. BHadane OblT BBITIOJIHEH aHAN3
TEHOTHUIOB OOJIBIION KOMMEpPYECKON MOMYJNALUN CBUHEH, YTO MO3BOJIMIIO BBIIECITUTH HECKOJIBKO
3HAYMMBbIX YYaCTKOB T'€HOMA. 3aTeM 3TH y4aCTKU COMOCTABWIIM C JAHHBIMU DKCIPECCHUU T'€HOB B
MBIIIEYHON TKaHU. Takod TOIXOM TMO3BOJMII OOHAPYXUTh HOBBIM KAaHIWUJAT-TEH, PaHEE HE
CBS3aHHBIM C MeTaboNM3MOM JIMIHIOB, HO JIEMOHCTPUPYIOLIUI COIIACOBAHHOCTh MEXIY
TeHETUYECKUMHU aCCOLIMALUAMU U YPOBHEM 3KcIipeccuu. bronHpopManmoHHbIi aHamu3 mokasas,
YTO 3TOT F'e€H UMEET BO3MOXKHYIO PETYISITOPHYIO POJIb B aIUINIOTeHe3€e. ABTOPBI HOJYEPKUBAIOT, YTO

pe3ynbTaThl UCCIENOBaHUSA YDIyOnsioT mnoHumanue Ouonormn IMF u moryr momous B
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nocienyomux  (QyHKIIMOHAIBHBIX  JKCIEPUMEHTaX, OJHAKO MOAYEPKHUBAIOT, 4YTO IS
WCIIOJIb30BAaHUSI B CEJICKIIMOHHBIX MPOTpaMMax HYXHBI JaJIbHEHIINE TOATBEPKIACHHUS W
BaJUIAIHS.

(Hatioeno npu nomowu ChatGPT)
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V PBIHOK. PEI'VVINPOBAHHUE

(IPO, @unancuposanue, ob6vem pbIHKA, CMOUMOCHb UCCIE008AHUL, NAPMHEPCEA, TUYEH3UPOSaHUe,
2eHemuyecKull omuem Nno  pe3yIbmamdam  NOAHOLEHOMHO20 — CEKBEHUPOBAHUS,  NPOUCXO0JCOeHuUe,
POOOCNOBHAS, TUYHASL 2EHEMUYEeCKAsl UCHOPUsL)

BreTHaMmckast Gene Solutions crpemurcs noavuuTh 100 MHJIJIMOHOB H0J1J1APOB

B pamkax npeaapureJbHoi IPO u guctunra B 2026 rony
(Reuters)

Bretnamckast kommanus Gene Solutions, OfWH U3 TUAEPOB PETHOHAIBHOTO PHIHKA MPEHATAILHOM
JTUATHOCTUKUA ¥ OHKOTEHETHYECKHUX TECTOB, 00bsiBUia 0 maHax [PO na mectHoit 6upxe Ho Chi
Minh City. ITo maaasiM Reuters, komnaHus y»e HaHsJIa KOHCYJIBTAHTOB M PACCUUTHIBACT ITPUBJICUb
KamuTaj JIJIsl pacIMpEeHUs IMHEHKHN TeHETUYECKUX TECTOB U BbIxo/1a Ha cocenuue polHK ASEAN.
Jlis MHBECTOPOB 3TO OJUH W3 MEPBBIX 3aMETHBIX KEHCOB MyONWYHOrO pa3MEIIeHUs YHUCTO
TEHETUYECKOW KOMIIAaHWW B peruoHe: OmsHec 3aBs3aH Ha NIPT, OHKOCKPHMHMHT M TECTHI IO
HACJICICTBEHHBIM 3a00JICBaHUSAM, a Takke Ha OMOMH(pOpMATHYECKYIO TuiaTrGopmy Il aHaIu3a
0071bIIUX 00bEMOB CEKBEHMPOBAHHBIX JaHHBIX. BaxkHO, YTO pocT crpoca olecrieunBaeTcs Kak
KIIMHAYECKUM CcerMeHTOM (paboTa ¢ OOJIbHWIIAMH W CTPaXxOBBIMH), TaK W MPSMBIMHU
NOTPEOUTENHCKUMU cepBUCaMU. J{J1s IT00aIbHOTO PhIHKA 3TO CUTHAJ: SKOCHCTEMA FeHETUYECKHUX
yciyr cMmerniaeTcst oT kiaaccudeckux mneHTpos (CHIA, EBpona, Kurait) B mosb3y pa3BUBaIOIIAXCS
PBIHKOB, [JIE PETYISATOPHKA [TOKa MATYE, & IPOHUKHOBEHNE FEHETUYECKUX TECTOB pacTET ObICcTpEe.

(Hatioeno npu nomowu ChatGPT)

PacBio mnomoraer Berry Genomics mNOJVYHTHL TepBOe OH00peHHE

PErVJIMPYVIOIIIMX OPradHoB HA KJIMHHUYCCKOC JIOHI'PUA-CEKBCHUPOBAHUE B Kurtae
(PacBio)

PacBio u kuraiickas Berry Genomics 00bsIBUIIN O ITOTYYeHHUHU OT KuTaiickoro perymnaropa NMPA
peructpanonHoro ynocrosepenus kinacca III va cucremy Sequel II CNDX --- nepBblit B Mupe
KInHU4Yeckuil long-read-cexBeHcop. PasperieHne MOKphIBaeT HMCMOJIB30BaHHE IUIATGOPMBI B
KJIMHUYECKOM NMarHoCTUKE, CHayaja --- JUId CKPUHUHIA TalacCeMUU, HO C MEePCIEeKTUBOMN
pacmpeHus MaHesjel Ha Opyrue HaclleZCTBEHHbIE W peAkue 3aboneBaHusa. TeXHUYECKH 3TO
BaXHBIN cIBUT: long-read-TeXHOIOTHS TTO3BOJISIET B OJTHOM IOJTHOTEHOMHOM TecTe BUACTh SNV,
indel, CNV, kpymHble mepecTpoikd U MOBTOPHBIC PACHIUPEHHS, YTO KPUTHYHO JJIS CJIOKHBIX
T€HOMHBIX PETHOHOB, IIJI0X0 YNTAEMBIX KOPOTKUMU pugamu. Kommepuecku 3o oTkpsiBaeT PacBio
JOCTYH K OBICTPO pacTylleMy KUTalCKOMY KIIMHUYECKOMY PBIHKY U YCUJIMBAET KOHKYPEHIIHIO C
[llumina w KWUTaCKUMU JIOKAJbHBIMH Hrpokamu. Jlnms smaGoparopuii omoOpeHHe oO3HavaeT
BO3MOXXHOCTb CTPOHUTH «OAMH TECT --- MHOTO OTBETOB» BMECTO HECKOJIBKHX Pa3pO3HEHHBIX
aQHAJNM30B; Ui TMAlMEeHTOB --- 0Oo0Jieeé TOYHYIO OUArHOCTUKY U MOTEHIMAIbHOE CHUXXEHHE
COBOKYITHOM CTOMMOCTH T'€HETHYECKOTO 00CIIeJOBaHUSI.

(Hatioeno npu nomowu ChatGPT)
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OT 0M00aHKA K KJIMHHKE: KAK POCCHUCKHE FreHeTHYECKHE TEXHOJOTHH MEHAIOT
PENPOAVKTUBHYIO MeTUIIMHY
(Menreneruka.pd)

Ha Poccuiicko-Kuraiickom ¢dopyme mo momnekyispHON MmeauiuHe B ['yaHWwKOy mpencTaBlieH
KPYIHBIA POCCUUCKUHN KeWc TpaHcdepa TeHeTUYECKUX TEXHOJIOTHH «OT OMOOaHKa K KITMHHUKE).
buo6ank «I'EHO®OHJ/l» (HUM AI'mP wum. J.0. Otra) mpoaemMoHCTpupoBaid mopTdensb
pa3paboTok: OT MacmTadHOM OuopecypcHoit kosutekimu (86 044 obpasma ot 16 240 noHOPOB U
NAIMEHTOB) /0 TOTOBBIX KOMMEPUECKHMX IMPOAYKTOB. B IleHTpe BHMMaHUS --- OTE€UECTBEHHBIN
HUIIT na 06a3e BBICOKOIPOM3BOJUTEIHLHOTO CEKBEHHPOBAHHS C TOYHOCTHIO >99 %, yxe
KOMMEpPLHAIN3UPOBAHHBIA C HCIOJIb30BAaHUEM POCCUHCKMX PpPEareHTOB M HHAYCTPHAIBHBIX
naptHépoB (OO0 «HUIIT», «Cepbanad»). JlOMONMHUTENBPHO NPEACTABICHBl PEIICHUS IS
HEOHATAJbHOTO M TPEKOHIENIIMOHHOTO CKpHHUHTA, BKiodas Habop «HEBA-TECT» nns
MaccoBoro BeisiBIeHHsI CMA U HOCHUTENBCTBA JI0 3a4arusi, a Takke paboTa 1Mo CO3JaHui0 0a3bl
MHIUBUAYaNbHBIX TecT-cucteM s III'T-M. [lnga peiHKa 3TO JOE€MOHCTpanus TOTO, YTO
pOCCHICKHE UTPOKH HE TOJIBKO JOTOHSAIOT, HO U (POPMHUPYIOT COOCTBEHHYIO TIOBECTKY B 001aCTH
o6uobankunra, HUIIT u renorepamuun CMA, a Takke BBICTPaUBAIOT MEXKIYHAPOIHBIC
NapTHEPCTBA C KUTAHCKUMU HAyYHBIMU LIEHTPAMHU.

(Hauoeno npu nomowu ChatGPT)

HccaenoBareabckuii HHCTUTYT 23andMe nomMoraer ahpukaHCKOW auacmope
BOCCTAHOBHUTL CBfI3L CO CBOMMH KOPHAMH, ONYOJINKOBaB 0Oojee 250

ad)DI/IKaHCKHX IT'CHCTUYCCKHUX I'PVIIII C BLICOKHM Pa3peCilliCcHUECM
(The 23andMeistrResearch Institute)

23andMe Research Institute oObsSBMI 0 KpymHEHIIEM amjeiTe CBOMX ancestry-oT4€TOB: YHUCIIO
adpukanckux Genetic Groups yBenudeHo 0ojiee 4eM B JecsaTh pa3 - ¢ 25 go 250+. Dto memaer
CEpBUC OJIHUM U3 CaMbIX JETAIN3UPOBAHHBIX HHCTPYMEHTOB 10 BOCCTAHOBJICHUIO a(DpUKAaHCKOTO
MIPOUCXOXKACHUS Ha phiHKe. OOHOBJIICHHE HAllCJIEHO Ha JIonel a(pUKAHCKOW NUACTIOPHI, IJIS
KOTOPBIX TPaJWIMOHHASI T€HEAJIOrHsl YacTO 3aKaHUMBAETCS «KUPIHYHOM CTEHOI» H3-3a MoTepu
apXMBOB  BO  BpeMs  TpaHCATIaHTU4YeCcKoW  pabortoproBmu.  Temepb,  Hampumep,
3armaiHoapUKAHCKOE HAClIeUe TO0Ih30BaTesl MOXKET OBITh YTOYHEHO 10 OfHOM u3 57
KOHKpeTHbIX rpynin B Hurepuu. I1o 3asBienuto komnanuu, 6onee 80 % KIMEHTOB ¢ ahpUKaHCKUM
MPOUCXOKACHUEM Ha MOCJIEIHEM yune VS yBUASAT OJHY WM HECKOJIBKO HOBBIX TPYMI B CBOMX
oTu€rax. TeXHUYECKM amnJelT OCHOBAaH HA PACIIMPECHHBIX OTAJIOHHBIX IAHEIAX WU HOBOU
dazupyromei pipeline, ymeHbIIa0IIEH KOTUYECTBO OMTHOOK U yOuparomieii kareropun «Broadly»
u «Unassigned». s peinka DTC-reHeTHKH 3TO MOBBIICHUE TUIAHKU 110 TOYHOCTH M IIyOHHE

MEPCOHAIBHBIX OTYCTOB IO IMPOUCXOKACHUIO U JINYHOH IT€HEeTHYECKOU HUCTOpPUH.
(Hatioeno npu nomowu ChatGPT)
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(3aKOHbI, PEKOMEHOAYUU, IMUYECKUE CIAHOAPMbl)

FDA ono0pu0o HOBOe mpeavhope:RIeHue 0 0e30macHOCTH U IMePecMOTPEHHOe
NOKA3aHHEe K NPHMEHEHMIO mnpenapara JJeBHAMC MOocJe COOOIIeHUH o

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

FDA opoOpwia cymiecTBeHHbIE HW3MEHEHHS B MHCTPpYKIMH K reHHOW Tepanuu Elevidys
(delandistrogene moxeparvovec-rokl) mis neuenust Duchenne-mplimeunoit auctpopun. Baecén
«ulpublii» (Boxed) mpenynpexnaromuii OIOK O pUCKe TSDKENOT0 M (PaTaibHOTO MOPaKCHHS
IIEYEHW U PE3KO OrpaHUuYEHA IOMyJsALUs MAUUEHTOB: TENEpb Tepanus I10Ka3aHa TOJIbKO
amMOyJIaTOpHBIM MallMEHTaM cTapiie 4 JIeT ¢ MoATBepkAEHHON MyTanuel B rene DMD; moka3zanue
JUIs HeaMOyJIaTOPHBIX TMAIMEHTOB IMOJHOCThIO yaajeHo. [loBomom cranu ciyuau (patanbHOM
OCTPOM IEYEHOYHON HENOCTATOUHOCTHU U TSAXKEIOTO IMOBPEKIACHUS IIEYCHH Y ETEH, IOy YMBIINX
npenapatr. OOHOBIEHHBIE PEKOMEHJAIMU TPEOYIOT €KEHEAEIbHOTO MOHUTOPHHIA MEYEHOYHBIX
(epMEeHTOB M KapIualbHBIX MapKkEPOB B TEUCHHE HECKOJIBKHMX HeNeNb mocie HHQY3HH,
YCUJICHHOTO KOHTPOJIsi MH(pEKIuil Ha (JOHE CTEPOMIHOM Tepanmuu U MCKIIOYEHUS MAIEHTOB C
ONpEACIEHHBIMU TE€HETHYECKUMHU AeneuuamMu B DMD u ucxonHsIM mopaxeHuem reueHu. Jlis
pBIHKA TEHOTEpaIiid 3TO CUTHAM: Jaxe yke omo0peHHbie AAV-npenaparsl MOTYT CTOJIKHYTBCS C
CEpBhE3HBIM Y)KECTOUCHHEM YCIIOBHM NPUMEHEHHMs, YTO IOBBIIIAET PETYIATOPHBIE PHUCKU IS
WHBECTOPOB M CTHUMYJIUPYET pa3paboTky Oonee ©Oe30macHBIX BEKTOPOB M MPOTOKOJIOB
MOHUTOPHWHTA.

(Hatioeno npu nomowu ChatGPT)

IlepBasi reHHasi Tepanus JJIsl JIeYeHUs] PEIKOro 3a00J1eBaAaHUSI — CHHAPOMA

Buckorra-Oaapuya
(EUROPEAN MEDICINES AGENCY)

Komurer no nexapcrBenHsiM cpenctsaM EMA (CHMP) pexomennoBan BeljaTh MapKETUHIOBOE
paspemienue Ha Waskyra (etuvetidigene autotemcel) - reHOTEepanuio 1Ist MAITUEHTOB C CHHAPOMOM
Buckorra--Ongpuya (WAS), y KOTOpBIX TIOKa3aHa TPAHCIUIAHTAIMS T'€MOMOATHYECKUX
CTBOJIOBBIX KJIETOK, HO HET COBMECTUMOTO0 JiloHOpa. [Ipenapar npeacrapnseT coO0i ayTOIOTHYHbIE
CD34+ xieTku manmueHTa, MOAU(HUIMPOBAHHBIE €X VIVO JUISl AKCIPECCHU (PYHKIIMOHAIBHOTO
O6enxa WAS, U BBOAMTCA OJHOKPATHO IMOCJIE KOHAWLUMOHUPYIOIIETO pexuMa. B KIMHUYECKOM
nporpamme (27 manueHToB) MOKa3aHO CHUYKEHUE YaCTOTHI TSKENBIX HHPEKIUN U KPOBOTECUCHUIN
Ha MOpsAJ0K (MpuMepHO ¢ 2 3nu30/10B B rof 110 0,12--0,16), 4To NpUHIMNHAIBHO MEHSET IPOrHO3
JUISL 3TOTO PEIKOTO UMMYHOJAE(HUIINTA. DTHUECKUN aCIeKT --- BBICOKUE 3aTPaThl M OrpaHHMYCHHAS
JOCTYITHOCTB: Tocie pemeHus EBponelickoil KOMUCCHM BONPOCHI LIEHBI U penMOypcaruu OyayT
pemarbCcsi Ha HarmoHabHOM ypoBHe. EMA momuépkuBaer, uto Waskyra compoBokganachk
MUJIOTHON MPOTrpaMMON TOJACPIKKH aKaIEeMHUECKUX U HEKOMMEpUYeCKuX pa3padoTunkoB ATMP,
YTO 3a1a€T MOJEJNb JJI BBIBEJCHUS Ha PBIHOK I€HOTEpAaNlMid, CO3JAHHBIX HE TOJIBKO KpPYNHOU

dbapMoii, HO ¥ HCCIIeIOBATEeILCKUMH IICHTPAMH.
(Hauoeno npu nomowu ChatGPT)
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(Cy()e5Hbl€ npoyeccsl, UCKU U peuleHus CyOOG, CEA3AHHbIE C ceHeMUUYEeCKUMU mecmaMu, ceHeMUYeCKUMU
0aHHblMu, 6MO6GHKGMM, ceHomepanuimu U ceHemudecKumu me.XHOJZOZM}ZMu)

Komnanua Biomodal momaja uck 0 HApVHIEHWH NMATEHTHLIX NPAB NPOTHB

Watchmaker Genomics
(Businesswire)

bpuranckas  kommanus biomodal, cnemumanusmpyromasics Ha — multiomics-pemeHusx
(OmHOBpPEMEHHOE CUMTHIBAHHE TE€HETHYECKON M SNUreHeThdeckod wuHdopmainuum), mopana B
Oxkpyxnoit cyn CHIA Komopamo uck mpotuB Watchmaker Genomics. Ilpenmer crmopa ---
MpeanojaraeMoe HapylleHUEe TaTeHTOB, JUIeH3UpoBaHHBIX biomodal y Boston Children's
Hospital (uepe3 Children's Medical Center Corporation), CBSI3aHHBIX C HCIIOJIH30BaHUEM
depmentoB TET nmns nerexkmuum metunupoBanus U ruapokcumerunupoBanus JIHK. biomodal
yTBepkaaer, 4to mpoaykt Watchmaker TAPS+ wmapymaer marentsr US 12,018,320 u US
12,291,742, n TpeOyeT KaKk JIEHEKHON KOMITICHCAIINH, TaK U Cy/IeOHOTO 3arpeTa Ha MIPOU3BOICTBO
u npogaxy TAPS+ B texymem Buzne. Kommanus mnomu€pkuBaeT, 4YTO YXKe MOIy4yWiIa
ONarompusATHOE TOJKOBAHHME KIIFOUEBBIX IMATEHTHBIX TPEOOBaHUI B MapasuieTbHOM criope ¢ New
England Biolabs, uro ycunupaer e€ mo3uuuu. s peiHka 310 curHai: [P-KOHQIUKTHI BOKpYT
TEXHOJIOTHH METHJISIIMOHHOTO CEKBEHCHHTa M «6-0a3Horo» renoma (A, C, G, T, SmC, 5hmC)
OynyT yxkecrodarbes. Jlabopatopum u pa3pabOTUMKH TMaHEJIeH PHUCKYIOT OKa3aThCs MEXTY
KOHKYPHUPYIOIIMMH TaTeHTHBIMU MOPTQEIMU MPHU BEIOOPE MIIaTHOPMBI, & CTOUMOCTD JIUIIEH3UN
U cyneOHas HEONmpeaeIEHHOCTh MOTYT BIHSTh HAa IEHBI KIMHHUYECKHX M HMCCIEI0BATEIbCKHX
TECTOB.

(Hauoeno npu nomowu ChatGPT)

(Hayumnble, MeOUYUHCKUe, NOO2OMOBKA, NEPen0020mosKa, oedhuyum,)

JleHL OCBeIOMJICHHOCTH O TeHeTHYEeCKHMX KOHCyJabTaHTax 2025 roxa:

COTPYAHUYECCTBO, COCTPAJAAHHUE U IIPA3JTHOBAHUE
(Genomics England)

Genomics England ormernna Genetic Counsellor Awareness Day marepuaiom 0 IEHTpaJIbHOU
pOJIM TEHETHYECKUX KOHCYIbTaHTOB B peanusamuu Genomic Medicine Service NHS. B Gmore
NOAYEPKUBACTCS, YTO TI0O MEPE MHTETPAIIUH MOJTHOTE€HOMHOTO CEKBEHUPOBAHUS U PaCIIUPEHHBIX
NaHeJNe B pPyTUHHYIO MPAKTUKY PACTET MOTPEOHOCTh HE TOJBKO B MOJIEKYJSPHBIX OHOJIOTaX H
BpavYax-reHeTUKaX, HO M B CICIUAINCTAaX, CIOCOOHBIX OOBSCHITH PE3YJbTAaThl MAIMECHTAM,
YUUTHIBATh TICHXOCOIMAJIbHBIC ACTIEKTHl W TOMOTaTh B NPUHSATHH PEHICHUH (Hampumep, MpH
OHKOTE€HETUYECKOM TECTUPOBAHUY WIIH BBISIBJICHUH BAPUAHTOB C HEOTIPEICIEHHON 3HAYMMOCTBIO ).
OnuceIBaOTCS KaphePHBIE TPACKTOPHUH --- OT KJIACCHUECKOHN KIIMHUYECKOW TEeHETUKH 0 padOTHI B
HAIlMOHAJIBHBIX TEHOMHBIX Ja0opaTopusix M IM(PPOBBIX CEpBHUCAX --- U HEOOXOAUMOCTbH
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MEXIUCITUTITMHAPHOTO 00yUYeHus (TeHEeTHKA, TICUXOJIOTHS, OM0ITHKA, KOMMYHHKAIWHN ). OTASIBHO
OTMEYAIOTCs BBI3OBBL: Je(PUIUT KaJApOB, HArpy3Ka M3-3a POCTa MOTOKAa TECTOB, MOTPEOHOCTH B
yctoitunBor cuctreme CPD u momnepikke BBITOpAIOIIMX CIICHAIMCTOB. MaTtepruasl (GpakTHdecKu
CITYXKHUT SOft-TTIOIMTUKOM 10 MPUBJICUCHUIO U YICPKAHUIO KaJpOB JJIsi TeHOMHOM ciry»)0b1 NHS n
MOKET OBITh MOJIEJBIO AJISl APYTUX CTPaH.

(Hatioeno npu nomowu ChatGPT)

OTBeT KOJLJIeIKA HA KOHCVJILTAINIO 10 10-J1eTHEeMY IVIAHY PA3BUTHSA Padouen

CHJIbI
(The Royal College of Pathologists)

KoponeBckuii Ko/uIek MaTojIoroB OIMyOIMKOBal pa3BEPHYTHIA OTBET Ha KOHCYJAbTaIuio no 10-
neTHeMy KaapoBomy IiaHy NHS anst AHDINM, B KOTOPOM MOMYEPKUBACTCS KPUTHUECKAST POJIb
MaTOJIOTMH W TEHOMUKH B pEalM3allid CABHTa OT «JICYeHHsS OONe3HW» K MpoduiakTuke u
MEPCOHAM3UPOBAHHONW MenuluHe. B TOKyMeHTe OTMeuaercsi, 4YTo, HeCMOTpPsI Ha OOIMNA poCT
ymcia corpynHukoB NHS, MHOTHE maTonorndeckue CenuanbHOCTH --- BKJITIOUAsk MOJIEKYISIPHYIO
MATOJIOTHIO, MEIUIIMHCKYIO TEHETUKY U TAOOPATOPHYIO TUATHOCTUKY --- HCTIBITBIBAIOT CEPbE3IHBIN
nedUIUT KaapoB Ha (POHE pacTyIIEero Crpoca: paclIMpeHre CKPUHUHTOB, IIEPexXo]l K community-
JTUArHOCTUKE, POCT MPSAMBIX-K-IOTPEOUTENI0 TECTOB U OHKOreHeTHkHu. Kosmemxk mpusbiBaeT K
TapreTUPOBAaHHBIM HWHBECTUIUSM B OOy4YeHHE U YBEJIMYEHUE KOHCYJIbTAHTCKUX CTaBOK,
HEHTPATM30BAaHHOMY MOJIEIMPOBAHUIO MOTPEOHOCTEH (C y4€TOM BaKaHCH, TPSAYIIUX MEHCH,
HETOJTHOW 3aHSATOCTH) U BJIOKCHHSIM B MH(DPACTPYKTYpy (aBTOMaTH3anus, UG pOBas MaToIoTus,
WT). Baxnast mbicib: naHOBanmu (Al, aBTOMaTH3a1ys) MOTYT TOBBICHTH NMPOU3BOAUTEIIHBHOCTD,
HO HE 3aMEHAT NOTPEOHOCTh B BBICOKOKBATU(UIIMPOBAHHBIX Kaapax; O0€3 CHCTEeMHOTO
IUTAHUPOBAHUS U MOJJCPKKU KYJIbTypa B MAaTOJOTUU OCTA&TCS YS3BHUMOM, YTO TPO3UT CPHIBOM
1esel HalMOHABHOTO IJIaHa M0 TeHOMHUKE U OHKOJIOTHH.

(Hatioeno npu nomowu ChatGPT)
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