O
N
(=)
N
=
@
(]
>3




| HAYKA

1. HayuyHble uccnenoBaHMsl B reHeTUKe

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

AeTanbHoe KapTUPOBaHME reHOMa yNydlaeT naeHTUPUKaLmio
NPUYMHHbIX BAPUAHTOB

(Nature Genetics) Wu, VY., Zheng, Z., Thibaut, L. et al. Genome-wide fine-mapping improves
identification of causal variants. Nat Genet (2026). https://doi.org/10.1038/s41588-026-02549-3

B Nature Genetics onyb6nmkoBaHa paboTa, npegsaratowasa NoJIHOreHOMHbIM NOAXoA,
K TOHKOMY KapTUPOBaHUIO, KOTOPbIN YUYUTbIBAET HE TOJIbKO OTAEbHbIE JTOKYCbIl, HO U
O6LLYIO FEHETUYECKYIO aPXUTEKTYPY NMPU3HaAKa BMecTe € GYyHKLMOHaNbHbIMU
aHHoOTaUMaMU. ABTOPbI MOKa3bIBaKOT, YTO TaKOM NMoaxom, MpeBoOCXoAmUT CTaHOAPTHbIe
MeToAbl MO KOHTPOJSIIO OLLMBOK, MOLLHOCTU KapTUPOBaHUS, pa3peLUueHUIo, TOYHOCTH,
yacToTe pennmKaumm n TPAaHCITHUYECKOMY MPOrHO3npoBaHUIO eHOTUNOB. MNpu
aHanm3e 48 CNOXHbIX NMPU3HAKOB 6blNM Moy4YeHbl HA6OPbI, KOTOPbIE B
COBOKYMHOCTU 06bACHAIOT B cpeaHeM 18% SNP-HacnegyeMocTuH, npuyeM okono 30%
3TUX HaBOpPOB pacnosiarasicb BHE TOKYCOB, OOCTUMLMX CTaHOAPTHOro nopora
o6LereHOMHOM 3HAYNMOCTU. OTAENbHO aBTOPbI PaccuYmUTanu, YTo A9 TOHKOro
KapTupoBaHua 6oniee 4yeM nonoBuHbl SNP-HacnenyemMocTu B cpegHeM
noTpebytloTca BbIGOPKM MopaaKa 2 MH YenoBek. B kauecTBe AeMOHCTpauum paboTa
noaTBepXXOaeT U3BEeCTHbIM BapuaHT B FTO gna nHaoekca Maccbl Tena v BbiBnseT
HOBble MUCCEHC-BapMaHTbl, CBA3aHHbIe C PUCKOM LWN30dpeHUn n 6onesHmn KpoHa.

dxkcnaHcuna noBTopoB B reHe GOLGASA aBnsieTcsl OCHOBHbIM GaKTOPOM
pUCKa pa3sBUTUSI aTUNUYHOM JIOGHO-BMCOYHOM AlereHepaumvm ¢
Y6MKBUTUH- NO3UTUBHDbIMMU BKJTIOHUEHUSIMM

(Nature Genetics) De Coster, W., Van den Broeck, M., Baker, M. et al. A repeat expansion in GOLGASA

is @ major risk factor for atypical frontotemporal lobar degeneration with ubiquitin-positive
inclusions. Nat Genet (2026). https://doi.org/10.1038/s41588-026-02537-7

Nature Genetics onyb6nmkoBanu nccnegoBaHme peakom atunmyeckom dopmbl
NOGHO-BMUCOYHOM J0ONEBOM AereHepaunm ¢ yoMKBUTUH-NO3UTUBHbIMU
BKTIOYEHUAMU. ABTOPbI MCMNOJIb30BaNu NOSIHOFreHOMHbIV aHaNM3 B COMEeTaHUU C
ONUHHBIM MPOYTEHUNEM U MOKa3anu JIOKyc pucka B chr1i5ql4 cBa3aH ¢ aKCrnaHCcuewm
noeTopoB B GOLGA8A. 3Ha4MMOCTb paboTbl B TOM, YTO OHa NepeBoaAUT accoumaLlmio
Ha YPOBHE JIOKYCa B KOHKPETHbIX TUMN MPUYNHHOW BapuraLuK, NJIOXo pasnvymmomn
CTaHOAPTHbIMU KOPOTKUMU UTEHUAMU. ABTOPbI NOOYEPKUBAKOT, HTO MMEHHO
coyeTaHnme GWAS u ceKBEHUPOBaHUSA OANTIMHHbIX MPOYTEHMN NO3BOSINIO YCTAaHOBUTDb
MOJIEKYNAPHYIO NpUpoay pUcka. TaKMM 06pa3oMm, CTaTbsa BaXKHa Cpa3y B ABYX
N3MEpPEHUNAX, KaK OTKPbITUE HOBOIMO BbICOKOACCOLUMUNPOBAHHOIO reHETUYECKOIo
dakTopa 1 Kak NpuUMep TOro, HACKOSIbKO CEKBEHUPOBaHME OTMHHbIX MPOYTEHUS
pacLMpPSaOT BO3MOXXHOCTU NMOMCKA MPUYMHHbBIX MOBTOPHbIX Bapvauum B
HenpoaereHepaTUBHbIX 3a6oneBaHMAX.



AHaNM3 KONMMYECTBEHHbIX JIOKYCOB nNpu3sHakoB (QTL) akcnpeccum reHoB
B OTAEJ/IbHbLIX KJ/IeTKaX MO3XXeuKa YenioBeKa BbifaBNifeT YyA3BMMOCTb
onuroaeHApoLMTOB NMpM 3CCeHLlaIbHOM TpeMope

(Nature Genetics) Castonguay, CE., Aboasali, F., Medeiros, M. et al. Single-cell expression QTL analyses

of the human cerebellum reveal vulnerability of oligodendrocytes in essential tremor. Nat Genet
(2026). https://doi.org/10.1038/s41588-026-02544-8

Nature Genetics ony6nmkoBanm paboTy, B KOTOPOM NOCTPOEH MOMYAALMOHHbIN
KSTETOYHbIN aT/lac KOPbl MO3XXe4Ka YesloBEKa, BK/toYaloLwmim 6oee 1 MAH KNeTOK OT
109 yenoBeK. ABTOpPbl UCMOJIb30Banu aHanmn3bl QTL akcnpeccnu Ha ypoBHe
OTOAENbHbIX KITETOK M MEHAOENEBCKYO PaHAOMMU3aLUIO, YTO6bI MOHATb, KAaK BapUaHThI
PUCKa 3CCeHLMANbHOIro TpeMopa peanusyloT cBo 3dPeKT B TKaHU, Hanbonee
BEPOATHO BOBNEYEHHOMN B NaToreHes 3aboneBaHmA. NokKasaHo, 4YTo
accouMmMpoOBaHHbIe C 3CCeHUManbHbiM TPEMOPOM BapuaHTbl B Jlokyce BACE2
NMPUYMNHHO CBA3aHbl CO CHUXXEeHMEM 3KCMpPecCcun 3Toro reHa B onmrogeHapoumTax
Mo3)KeuKa. PaboTa BbigenaeT nonynauuio Hespenbix BACE2-NO3UTUBHbIX
oNnMroaeHapPoUMTOB, Kak NreHEeTUYECKU YA3BUMYIO, U YKa3bliBaeT Ha HapyLleHusd BO
B3aMMOOENCTBUAX MeXXAY HEMPOHANIbHbIMU MONYAALUUAMU N ONTUroaeHAPOUUTaAMMN.
OCHOBHOM CMbIC/1 CTaTbU COCTOUT B Nepexoae oT obLien HacnegyeMocTun K
KOHKPETHbIM KJIEeTOYHbIM MeXaHMU3MaM, Yepes KOTopble AENCTBYET FreHEeTUYECKUNI
PUCK OBUXXEHUSA PacCTPOMUCTB.

BuannenbHblie BapuaHTbl reHa RNU2-2 Bbi3biBaloT Hambonee
pPacnpocTpaHEeHHOE U3 U3BECTHDbIX PeLeCCUBHbIX HEMPOPa3BUBAaIOLLMX
paccTpoMcTB

(Nature Genetics) Greene, D., Mendez, R,, Lees, J. et al. Biallelic variants in RNU2-2 cause the most

prevalent known recessive neurodevelopmental disorder. Nat Genet (2026).
https://doi.org/10.1038/s41588-026-02539-5

Ony6nunkoBaHa paboTa, rae aHanm3 KoropT MauMeHTOB C peaAKMMU 3a60N1eBaHUAMM
n3 Bennko6putaHuu, CLLUA, UTannm n HuoepnaHgoB No3Bosina onmncaTtb
HEeBPOJIOrMYECKOe PacCTPOMNCTBO, 0ByCnoBNeHHOe 6MannenbHbIMM BapuaHTaMm B
snRNA RNU2-2. ABTOpbl MPSMO Nog4YepPKMBAIOT, YTO peyb naeT o Hanbornee
pacnpocTpaHEeHHOM Ha cerogHa M3BeCTHOM peLecCMBHOM HapyLUeHUM TaKoro Tmna
cpenu 3aboneBaHuM, CBA3aHHbIX C ManbiMu aaepHbiMmM PHK. B cTaTbe MoOKasaHo, YTo
Yy NaLMNEHTOB CyLLEeCTBEHHO CHMXEHO coaepXXaHne Manoun agepHomn PHK U2-2 (small
nuclear RNA) B KpOBMU, UTO CBA3bIBaeT HaWOEHHbI€ BapUAHTbl C KOHKPETHbIM
MOJEeKYNAPHbIM criegcTBUEM.

MacwTabHbIX 3K30MHbIMA aHaIN3 BbiSIBUJ1 HOBbIE peaAKMe BapMaHTbl
reHoB, BIMSIIOLLIME HA 60OKOBOM amuorpocbmlecl(uﬁ CKJiepo3
(Nature Genetics) Hop, P.J,, Kooyman, M., Kenna, B.J. et al. Large-scale exome analyses reveal new

rare variant contributions in amyotrophic lateral sclerosis. Nat Genet (2026).
https://doi.org/10.1038/s41588-026- 02535-9

B nccnepoBaHumu npmBeneHbl AaHHble 9K30OMHOIMO CEKBEHUPOBAHUSA U3 22 KOropT, B
o6Lwen cnoxxHocTtn 17 919 naumeHToB ¢ BAC (13 138 B OTKpbITOM Bbl6OPKE, 4781 B
pennmnkauymoHHomn) n 200 703 KOHTpoONS (MpenMyLLECTBEHHO €BPOMNENCKOro
npouncxoxxpeHumsa). O6pasubl 6bINMM eANHO06Pa3HO 06paboTaHbl, NepPecTpPOoeHbI Mo
GRCh38 1 coBMeCTHO MCMOoNb30BaHbl 4719 MUHUMU3ALUUU CMELLEHNN. AHANU3
OTAeNbHbIX peakunx BapmnaHToB (MAF oT 5x107% go 0,05, yMepeHHbI/BbICOKNI



3dPEKT) C MOMOLLbLIO JTOFMCTUYECKOM perpeccum OupTa BbigaBui 15 aK30M-
3HauYMMbIX BapunaHToB B 11 reHax, Bknto4vaa 10 B y>Ke n3BecTHbIX reHax BAC 1 5 HOBbIX

(HTR3C:p.T186A, YKT6:p.Y64C, GBGTI:p.R152L, CAPN2:p.I530V, KNTC:p.W287R). LleneBomn aHanus B 51
reHe, kypupyemom GCEP, BbigsBun gononHutenbHble BapmraHTbl B ARPP21, ANXAT], UBQLN2, TARDBP.
AHanuns 6peMeHu ynbTpapenknx BapunaHToB (<5 HocuTenen) no 17 324 reHam c nomoubio ACAT
rnokasa 3HauyMMocTb 8 reHoB (SODT, TBKI1, NEK1, TARDBP, DNAJC7, TTC3, UNCI3C, KIF4A), Bkntoyadq
curHanbl B gomMeHax TBK1, SOD1, VCP 1 B MaToNnormyeckmnx nyTax, CBA3aHHbIX CO CM/TANCUHIOM.
Pennukauua noarsepauna YKT6 1 nogaepkana apyrue; Hesasmcumaga sanungauunsa ona ARPP21.
Bonee 20 % cny4yaeB HeC/IM BapMaHTbl PUCKA, YTO MOATBEPXKAAET ONIMIOreHHbIA PUCK, BAPUAHT
ARPP21: p.P563L accoumnmnpoBaH c 6o5iee paHHUM Ha4vyalloM M MeHbLUEN BbXXMBAEMOCTbIO. AHaNU3bI
penKux BapMaHTOB MoKa3asnun 6onblue pucka, yeM GWAS o6Lwmx BapuaHTOB.

MeTa6oiMYeCcKMM NONIMIreHHbIN MHAEKC PUCKa YNy4Ylln/ NPOrHos
OXXMpPEeHMs U AMabeTa 2 TMNa

(PCR News)

PCR.news BKNto4un B 0630p coobLieHne 06 nccrnegoBaHuUm, B KOTOPOM yYeHble
pa3paboTann MeTabonmyecKnm NoNINreHHbIM MHOAEKC PUCKa ANa npeacKasaHumsa
OXUPEHUS MU caxapHoro gnabeTta 2 Tmna. ABTOpbl 06beaNHUIN reHeTUYeCKue
MPU3HaKK, cBA3aHHble cpa3y ¢ 20 MeTabonnyeckMMmM NapamMeTpaMm, U Nokasanwu,
UTO HOBas MOAeEesb TOYHEE CYLLECTBYOLLMX OLLEHOK OTpaXkaeT 6yayLuni pUCK 3TUX
3aboneBaHu. MaTtepuan NnogyepKMBaET, YTO peyb MOET He O EAUHUYHOM FreHe, a o
COBOKYMHOCTM BapUaHTOB, YbM 3P PEKTbI CKIaAbIBAOTCA M MO3BONSAIOT Ny4lLle
OMUCbIBaATb MHOMBUAYAbHYO NPenpacnonioXXeHHOCTb. BakHaa yacTb pe3ynbTraTta
COCTOMUT B TOM, YTO MHOEKC OKa3asicqa rnoneseH He ToIbKo ans ¢opmMasibHOM
CTpaTUPUKALMU PUCKA, HO U OJ19 NPOrHO3a KIIMHUYECKUX UCXOA0B, HAanpuMep
BEPOATHOCTM Ha3Ha4YeHUsa aroHncToB peuenTtopa GLP-1. Tem cambiM paboTa
MoKa3blBaeT POCT PO/IM 60bLUNX MAaCCUBOB FrEHETUYECKUX U PEHOTUMMNYECKUX
OAHHbIX B MeAULMHE pUCKa U NpodunakTmke. a9 HanpaBneHUs 0 FreHeTUYeCKUX
neTepMUHaHTax 3aboneBaHMM 3Ta Ny6IMKaLMa BaXKHa Kak NpuMep nepexoga ot
OoTAEeNIbHbIX accouMaLMm K MHTEerpanbHbIM MPeanKTopaM, KOTopblie CBA3bIBAOT
reHOMHbIE CUIHasbl C peasibHbIMU PeLLEHUAMU B KITMHUYECKOM MpPaKTUKe.
OnHoBpeMeHHO paboTa oTpaXkaeT 06LLY0 TEHOAEHLUMIO K MCMOMb30BaHMIO CTOXHbIX
MONUreHHbIX Moaenemn B NepcoHaIn3npoBaHHOW MeguLMHe.

2. MonynauuoHHbIe UCCNie0BaHUe

(accoumaumm B ManomsydeHHbIX Nonynaunax, pocTt big data)

3K30MHOEe CeKBeHMpPOBaHME U aHANM3 44 028 6pUTaHCKMUX BbIXOALIEB U3
IOXHOM ABMH, oTNNYalolwmxcsa BbICOKOM AYTO3MIroTHOCTDbIO
(Nature Genetics) Kim, H.l.,, DeBoever, C., Walter, K. et al. Exome sequencing and analysis of 44,028

British South Asians enriched for high autozygosity. Nat Genet (2026). https://doi.org/10.1038/s41588-
026-02553-7

B Nature Genetics ony6/MKoBaH aHaNIN3 NMNOJTHO3K30OMHOIMO CEKBEHUPOBAHUNA Y 44
028 B3pOCbIX 6pUTAHLEB NAaKUCTAHCKOIo M GaHINageLwWwCcKoro NponcxoXXaeHma mns
KoropTbl Genes & Health, o6oraweHHoOM Mo BbICOKOM aBTOLLMIO3HOCTU. DK30OMHbIe
OaHHble 6bl1Y CBA3aHbl C 3/IEKTPOHHbIMU MEAULIMHCKUMU KapTaMU, YTO MO3BOSIUMIO
NPOBEeCTUN aCCoLMATUBHbDbIE aHANM3bl ANnsa 645 peHOoTMNOB B aAOUNTUBHbIX U
peueccmMBHbIX MOAENAX, @ MO YaCTU KapaMoMeTabonmyecknx npm3HaKoB —
MeTaaHanm3 ¢ UK Biobank. B pe3ynbTate aBTOpbl COO6LWMN O 6onee yeM 100



HOBbIX CBA3AX «FreH—peHOTUM». KpoMe Toro, 6bi/1n BbiBNeHbl 2 991 reHa ¢ peAKUMM
6vannenbHbIMY FreHOTUMNAMU, MPEeaNONOXXUTENTbHO NPUBOAALLMMMU K NoTepe
dYHKUMK, NpUYeM onda 546 reHoB TakMe HabMiogeHUA paHee He OMUCbIBaNIUCh.
Pa6oTa 0oco6eHHO Ba)kHa A9 TeMbl Marlon3y4YeHHbIX nonynaumi. OHa NokKasblBaeT,
UYTO KPYrMHble FreHOMHble BbIGOPKU BHE TPaAULMOHHO AOMUHMUPOBABLLMX
€BPOMNenCKNX KOropT CNoco6Hbl 06HapPYyXXMBaTb KaK HOBble accoLMaLnm, Tak U
pefKue «HOKayTbl», KOTOPble CITOXHO BbIIBUTb B MHbIX MOMNYNSALMUOHHbIX CTRYKTYpPaXx.

FeHOMHBbIe, peHOTUNMUYECKME U reorpadmuecKme accoumaumm ANUHDbI
Tenomep nenkoumtoB B CoeamHeHHbIX LUTaTax
(Nature Genetics) Nakao, T., Koyama, S., Truong, B. et al. Genomic, phenomic and geographic

associations of leukocyte telomere length in the United States. Nat Genet (2026).
https://doi.org/10.1038/s41588-026-02567-1

B Nature Genetics ony6nmnkoBaHoO nccrnegoBaHue AfIMHbI TeNloMep NEeNKOLUTOB Ha
OCHOBE MOTHOFreHOMHOI0O CEKBEHUPOBAHUSA 242 494 y4acTHUKOB nporpamMmbl All of
Us, NpeacTaBnsaloWwmMx pasHoobpasHble reHeTuyeckue npomcxoxxgeHus B CLUA.
ABTOpPbI MOKAa3bIBalOT, YTO AJIMHA TE/TIOMEP CBAA3aHa C 06pa30M XU3HU, COLMANBHO-
3KOHOMUYECKUM CTaTyCOM, BUOMapKepaMu, KapamomMeTabonmyecknumMm
3a6o51eBaHMAMM M HOBOOGPA30BaAHUAMMU, MPUYEM XapaKTeEpP 3TUX CBA3EN
pasnuyaeTca Mexxay rpyrnnamm nponcxoxaeHmMa n nonamMmun. Neorpadumyeckum
aHaNu3 BbIABUI KNacTepbl 6onee ASIMHHbIX TeIoMep Ha 3anagHoOM nobepexxbe u B
LUeHTpanbHoM YacTn CpegHero 3anaga 1 6o5ee KOPOTKMX Ha toro-soctoke CLUA.
Hanee BbinonHeHbl GWAS 1 MmeTaaHanm3 ¢ UK Biobank, goBega o6wmni pasmep
BblI6OPKKM 00 679 972 yenoBekK. B pe3ynbTaTe BbigBMEHbI 234 HE3aBUCUMDbIX JTOKYCa,
BKJItovasa 37 HOBbIX, @ TaK)Ke WeCTb HOBbIX JTOKYCOB, XapaKTepHbIX A1
HeeBpONeMCKMX rpynn, oaunH NoKyc, cneunPUuUHbIA AN XXeHLWMH, M1 AeBATb HOBbIX
reHOoB MO aHaNu3y peaKux BapmMaHToB. PaboTa 4EMOHCTPUPYET, KaK 6onbLune u
pa3Hoo6pa3Hble 6BMOBAHKM MEHAIOT MacLTab NoNyNALMOHHOM FEHETUKMN.

MoBpeXxpawolue BapMaHThbl B reHaX, cBfi3aHHbIX C ayTU3MOM,
BCTpeYaloTCHa Yy npencraBuTeneﬁ Pa3HbIX 3THMUMYECKMX rpynn

(Nature Medicine) Avila, M.N., Jung, S., Satterstrom, F.K. et al. Deleterious coding variation associated
with autism is shared across ancestries. Nat Med (2026). https://doi.org/10.1038/s41591-026-04228-6

Ony6IMKOBaHO KpyMNHeKnLee Ha CerogHa nccnegoBaHme ayTmsmMa y nogem
NnaTMHOAMEPUKAHCKOIo NPOUCXOXXAEeHUA CBf3aHHOe ¢ ceKBeHMpoBaHueM JHK. B
paboTy BoLwM gaHHble 6onee Yem 15 000 yenoBek, BKNto4vaa 4 717 y4acTHUKOB C
ANArHO30M PacCTPOMCTBA ayTUCTUYECKOIO crieKTpa. ABTOPbI UCMONb30Baiu
6anecoBCKMeE MOOENN U BbIABUIN 35 reHOB, 3HAYMMO CBA3aHHbIX C ayTU3MOM, Nocne
yero CpaBHWUIIN 3TU pe3yfibTaTbl C AaHHbIMU, MONTYYEHHbIMU NPEUMYLLLIECTBEHHO B
eBponenckmx koroptax. OCHOBHOM BbIBOA COCTOUT B TOM, UTO Hanbonee 3Ha4MMble
noBpeXxaarumne KoanpyrouLime BapmaHTbl U CBA3aHHbIE C ayTU3MOM FeHbl B
60NbLLUON CTENEHM COBMNAafaloT. B cTaTbe TakXKe nogyvepKMUBaeTcs, UTo
CyLLECTBYIOLLME KITMHUYECKMNE FrEHETUYECKME aNiTOPUTMbI aHaNM3a gnsa Hambornee
NoBpeXaakLLMX BAPUAHTOB B LLEeTOM paboTaloT M B TaKMX NONYNALUaX, eCnu
YUUTbIBATb Pa3niMuma B HacToTax asienen Mexay rpynnamMmm nponcxoxkgeHusa.
PaboTa ocob6eHHO BaXKHa A9 NonynauMOHHOM FreHETUKU, MOTOMY YTO OHa
pacLumpaeT goKa3saTenbHyto 6a3y 3a npenenbl eBPONnemcKmnx BbiI6opoK u
MOKa3bIBaAET, UTO MHKJTIO3MBHbIE KOFrOPTbl YTOUHSAIOT, @ HE Pa3MbIBalOT 6GUOMOrUIO
HacneacTBeHHOro pucka.



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

(HoBble pe3ynbTaTbl, METOAONOrMYECKMNE YIyULlEeHUs, PerynaTopHbIe Lwarm)

To4yHble, MMHMMAJIBHO MOAH(I)MI.IMPOBaHHbIe pefakKTopbl afeHUHOBbDbIX
OCHOBaHMM, CO3AaHHbIE€ HA OCHOBE aHaNIM3a peBepcum My'rauuﬁ
(Nature Biotechnology) Evanoff, M., Korpal, S., Krill, Z.D. et al. Precise, minimally evolved adenine base

editors generated through mutation reversion analysis. Nat Biotechnol (2026).
https://doi.org/10.1038/s41587-026-03045-z

Ony6nukoBaHa paboTa, B KOTOPOM MepecMoTpeH Habop MyTauunmn,
NCMOJSIb30BaBLUMXCA MPU CO30aHUN NEPBbIX aAe€HUHOBbLIX Pe4aKTOPOB OCHOBaHUMN.
ABTOpbI ccnepoBanu BKag 14 paHee BHeCeHHbIX 3aMeH B TadA 1 Ha ocHoBe
aHanun3a o6paTHbIX MyTaLMUM CKOHCTPYUPOBasun, TaK Ha3sbliBaeMble, MUMHUMaNbHO
3BOOUMOHUPOBAHHbIE afeHUHOBbBIE pefaKTopbl OCHOBAaHUN. 10 AaHHbIM CTaTbW,
TaKMe pefakKTopbl COXPaHAIT UM MOBLILLAKT aKTUBHOCTb MO LEeNeBON MULLEHU, HO
NP 3TOM OEMOHCTPUPYIOT 6o/iee y3Koe OKHO peaaKTUPOBaHMA M MEHbLLYIO
BHeLeNneByto aKTUBHOCTb, 3aBUCSLLYIO M HE 3aBUCALLYO OT Hanpasnatowen PHK.
ABTOpPbI TaK>Xe NokKasanu paboTy HOBbIX PeOaKTOPOB Ha KITMHUYECKU 3HAYUMBbIX
OOHOHYK/TEOTUAOHbIX BapMaHTax M NoayepKHY/M YMeHbLUEHNE MOBOYHOro
penakTnpoBaHusa. PaboTa MeTogoniormyeckasi, Ho NOSIHOCTbIO COOTBETCTBYET
pasgeny o CRISPR/penakTnpoBaHMM OCHOBaHUM, MOTOMY UTO NpeasiaraeT 6osee
TOUYHbIN KJTAaCC pPeOaKToOpPOB ANa CUTyaunin, roe KPUTUYHO MCNPaBUTb KOHKPETHbIN
BapuaHT 6€3 NIMWHMX MOBOYHbIX 3aMEH B COCEQHUX NO3ULUAX.

HoBas KOHUENnuMa NpaBaAoNoao6HOro MexaHM3ma, paspa6éoranHHan FDA,
cTMMynupyeT pa3pa60'r|(y nepcoHanM3spoBaHHOM nnardopMbl Ana
npavM- peaaKTUPOBaHMA in ViVo NPpM HAPYLUEHMAX LUMKJIa MOYEBUHDI

(PR Newswire) New FDA plausible mechanism framework spurs development of personalized in vivo
prime editing platform for urea cycle disorders. PR Newswire. https://www.prnewswire.com/news-

releases/new-fda- plausible-mechanism-framework-spurs-development-of-personalized-in-vivo-
prime-editing-platform-for- urea-cycle-disorders-302729011.html

NccnepoBaTtenu ns Children's Hospital of Philadelphia (CHOP) n Penn Medicine
COBMECTHO C NapTHepPaMM COOBLLMNMAM O pe3ybTaTax, Moaae PXKMBAOLLUX
KacToOMM3MpyeMYIO in Vivo nnatdopMy NEPBUYHOIO pagaKTUpoBaHMa (prime
editing) ona neyeHmna geTckmnx GopM PaccTPOMCTB LMKIa ModeBUHbI (UCD), pegkux
3a6051eBaHMI NMeYeHU, Bbi3bIBAOLLMX OMACHOE HAKOMNEHME aMMMAKa, a TaKXKe
LPYTrNX reHeTU4YeCcKnx 6onesHen neyeHun. Paborta onybnmkoBaHa B The American
Journal of Human Genetics. B ¢peBpane 2026 roga oTMETUNN rOOOBLUMHY MEPBOro B
MUpe NPMMEHEHMA NEePCOHANTM3NPOBAaHHOM FEHHOW pedaKTUpYyoLWen Tepanmm y
MnageHua KJ Muldoon c Taxxenom HegoctaTouHocTbio CPS1. Ha Tom »xe Hepene FDA
o6baBmna npoekT «plausible mechanism» framework ona yckopeHusa paspaboTku
BbICOKO MepCcoHaIM3nMpoBaHHOIo reHeTn4yeckoro neyveHusd. Nocne sctpeyuun c FDA
no UCD komMmaHpa Ahrens-Nicklas n Musunuru BmecTe ¢ Konneramm mns Broad
Institute npoTecTnpoBana rMbkMm meTom, pegakKTUpPoOBaHMA, KOTOPbIN MOXXHO
6bICTPO aganTUpPOBaTb A1 KOPPEKLUMN BapUaHTOB, Bbi3biBatoLWwmx ceMb UCD.
CuctemMa coCcTouT U3 ABYX YacTen, TMNngHbix HaHo4dacTul, (LNP) ¢ MPHK pepakTopa
ONS NeYyeHn 1 KacToMmusnpoBaHHoro AAV ¢ KoOpoTKMMU Hanpasndowmmm PHK. B
MoaeNAax NeYeHOYHbIX KITETOK CKPUHUHI MPOAEMOHCTPUPOBAan, 3PpPEKTUBHYIO
KOppPEeKLUMo BpeaHOro BapmaHTa, KOTOpbIX BCTpeydanca y naumeHtoB UCD B pa3HbIX
CTpaHax. B npeknMHnN4ecKnx nccnegoBaHuax nocnegoBartenbHoe BBegeHue AAV, a
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3aTeM LNP yepes gBe Hegenun KoppekTmpoano 30-40% konum BapuaHTa B JHK
rneyeHwu, 3Ha4YNUTENbHO Bbile nopora B 10 %, Heo6xoaMMoro Ana KINHUMYECKOro
addekTa. KomaHaa nposena BcTpeuy ¢ FDA no noBoay eAMHOIo UCMbITaHUA dasbl
I/1l dopmMaTa “umbrella-of-umbrellas” nog framework, NnosBonswoLleMy BKItoYaTb
rnaumMeHToB Mo BceM ceMu reHamMm UCD ¢ KaCTOMU3NPOBaHHbIMKU TepanNUaMm
MepBUYHOIro pedaKTopoBaHUA.

PauMoHanbHoO cnpoeKTHPOBaHHbIﬁ C NOMOLLbIO KOMMNbIOTEPHOI'O
mMmoaenupoBaHua CBE, HaueneHHbi Ha APOBEC3F, ana noBbllUeHMUA
3P PEeKTUBHOCTU NFreHETUUYHECKOM Tepanum paka noaXxXenyno4yHoM
»Xene3bl

(Communications Biology) Fang, Q., Zhang, J., Wang, K. et al. Rationally and in silico guided

APOBEC3F-directed CBE for enhanced PDAC genetic therapy. Commmun Biol (2026).
https://doi.org/10.1038/s42003-026-09770-0

B nccnepgoBaHmmn, onybnmMKoBaHHOM B XXypHane Communications Biology,
npencraBneHa HoBasa pa3paboTKa B 06/1aCTU pegaKTUpoOBaHMA reHoMa angd
Tepanuun paka. YUeHble NCMoSib30BasiM KOMBMHaLUIO MogeNnnpoBaHMA B MacLUTabe
apontouumn (ESM) n cTpyKTypHO-HanpaBneHHOro MytareHesa gns mogmdumkaumnm
yenoBeyeckoro pepmeHTa APOBEC3F (A3F), co3gaB naHenb BbICOKO3)PEKTUBHbIX
penakTopoB ocHoBaHUM (CBE). 3T HoBble pepakTopbl A3F-CBE nokasanwu
3HaAuYUTENbHO 601ee BbICOKYIO 3PPEKTUBHOCTb PeOaKTUPOBAHMA NO CPaBHEHMUIO C
CYLLECTBYOLWMNMU CUCTEMAMMU, TaKUMU KaK A3A- n Anc689-BE4max, npu
COXPaHEHUN BbICOKOM TOYHOCTU U cNeundPUUHOCTU. [1N9 AgeMOHCTpaumnm
TepaneBTUYECKOro NnoTeHumnana 6bi1a Mcnonb3oBaHa niatdopmMa Ha OCHOBE AOBYX
ageHoaccoummnpoBaHHbIX BUpycoB (AAV) ona goctaBkn A3F-BE4max n
Hanpasnawmx PHK, HaueneHHbIX Ha oHKoreHbl KRAS n MYC B Mogenax
NaHKpeaTU4yeCcKom NPoOTOKOBOM ageHOoKapumnHoMbl (PDAC). 3ToT nogxon, npuBen K
noaaB/IEHUO aKTUBHOCTU OHKOFEHOB M MHIMBUPOBaHUIO NMponndepaumnm pakoBbix
KNEeTOK KaK B KJIETOUYHbIX KYJIbTypaXx, TakK U B opraHongax, Mosly4eHHbIX OT
nauneHToB. B MbilwmHOM Mmogenun PDAC Tepanua 3Ha4nUTeNbHO 3aMeaninna pocTt
ONyXxonun 1 yBenuuyuna Bb>XMBaeMocTb. [laHHaa paboTa NO3MLMOHUPYET pegaKTopbl
OCHOBaHWMM Ha 6a3e A3F KaK YHMBEPCaNbHYO M TOYHYO NaTtdopMy onsa
reHeTU4YeCKOM Tepanmm paka.

INSTALL m PHK-MoCT pacluMpunm Habop MHCTPYMEHTOB
peAaKTUpPOBaHUA reHoOMa

(Bnomonekyna)

B 0630pe «bnomMonekyna» Bblaenmna cpasy ABa MeToAUYECKMUX NPOLABMKEHNA B
obnactu penakTMpoBaHMAa reHoma. MNepBaqa paboTa NocBALLEHA TEXHOMOMUM
INSTALL, npegoHa3sHa4YeHHOM AN TOYHOM BCTaBKU KPYMHbIX ydacTkoB [JHK. BMmecTo
60NbLUMX OBYXLLENOYEYHbIX JOHOPOB, KOTOPbIE YacTo Bbi3biBalOT HEXXeNnaTeslbHble
peaKkumMmn BpoOXXAeHHOro UMMYHUTETa, aBTOPbl NpPeasioXXum NCnonb3oBaTb
KonbueBble ogHoLuenoyvyeyHble JHK-Monekynbl ¢ y4acTKOM y3HaBaHUA AN
peKoMbBUuHa3sbl. B 0630pe nogyepKMBaeTcs, UTO TaKME KMMMYHOHE3aMeTHbIe»
OOHOPbl COBMECTUMbI C PEKOMBMHA3aMmM 1 NO3BONAIOT BCTPamMBaTb B reEHOM
YenoBekKa pparmMeHTbl ANIMHOM B TbiICAYM OCHOBaHMW. BTopasa paboTa onucbiBaeT
nporpamMmMmpyemoe peaakTMpoBaHME C MOMOLLbIO 6aKTepManbHOro pepmMeHTa
ISCro4 n cneymanbHoOM «MocToBoM» PHK. 3Ta cucteMa No3BOIGET HaMpaB/eHHO



yOanaTb, UHBEPTUPOBATb UM BCTaBNATb KPYMHble nocnegoBaTenibHocTn OHK B
yenoBeYecKUx KneTkax. 9odeKTUBHOCTb BCTAaBKM MoKa NpeBbillaeT 6 %, TO eCTb
TexXHoorug eule ganeka oT 3pefion KINMHMYeCKom NnaTtdopMbl, HO yXKe BbIrnaauT
nepcrnekTMeHon. O6e Ny6nKaLmMmM BaXKHbl, Kak MprMepbl paclumpeHmna Habopa
MHCTPYMEHTOB pefaKTUPOBaHMA 3a Npenenbl Knaccuyeckux cueHapmeB CRISPR, u,
KaK Lar K 6onee To4HoOM paboTe ¢ KpynHbIMU FEHOMHbIMU PpparMeHTaMMu.
OTAEeNbHbIN aKUEHT caeflaH Ha CHMYXKEHUM UMMYHHbIX OFPaHUYeHMUIA U Ha
nporpaMMmpyeMom pekoMbmnHaumm 60blUnX nocreaoBaTe/lbHOCTEN.

4. CAR-T n gene-edited kneTouHbie Tepanum

(HOBbIe AaHHble, KMIMHN4YeCcKune pe3yanaTbl)

BHyTpeHHee HanpaBNeHHOe U3MEeHEeHMe CTPYKTYPbI T-KNeToK Anea
nepenporpaMMMpoBaHua

(Nature) Nyberg, W.A,, Bernard, P.-L., Ngo, W. et al. In vivo site-specific engineering to reprogram T
cells. Nature (2026). https://doi.org/10.1038/s41586-026-10235-x

B Nature ony6nukoBaHa paboTa, onuMcbiBaloLLAs ABYXBEKTOPHYO CUCTEMY AN CanUT-
cneunduyeckom nHterpaumm CAR-TpaHCcreHa B YenoBevyeckume T-KNeTKU B XXUBOM
opraHunsmMe. ABTOpbl UCMOJIb30Bain 060/IodMeYHble cucTeMbl goctaBkm ana CRISPR-
Cas9 puboHykneonpoTemHa n AAV gna oOHOPHOro WabfioHa, a 3aTeM HanpaBleHHO
nHterpupoBanm CAR B nokyc TRAC. B cTaTbe nogvyepKMBaETCH, YTO CTaHOApPTHasA
CAR-T-Tepanua orpaHunyeHa amtesibHbIM MHOMBUAYANTU3NPOBaAHHbIM
NMPOU3BOACTBOM, BapMnabenbHOCTbIO MPOAYKTA U BbICOKOM CTOMMOCTbIO, TOFAa Kak
npamMoe nonyvyeHmne CAR-T-KETOK B OpraHmM3Me noTeHLuManbHO No3BosigaeT o60MnTU
3Tn 6apbepbl. PaboTa Nnokasana, YTo TakMM cnocoboM yaaetca opMUpPoOBaThb
TepaneBTnyeckume ypoBHU TRAC-CAR T-KNeTOK B YXMBOM OpraHusmMe v
KOHTPONUPOBaTb POCT OMYXOJSIN B HECKOJIbKUX NYMaHU3NPOBaHHbIX MogeNsXx,
BK/1tOYasa B-KneTo4Hyto annasuio, remaTonormyeckme M conngHble onyxonu.
HoBocTb oTHOCUTCS K pa3geny o CAR-T U KNeTOYHOM Tepanun ¢ pefakTupoBaHUEM
reHoma, MOTOMY YTO KJ/1lOHYEBbIM pe3ybTaToOM ABSeTCa He NPOCTO peAaKTUpoBaHue
T-KNeTok, a co3pgaHne dyHKuUMoHanbHoM CAR-T-Monynaunm npsMo B XXKMBOM
OpraHmu3Me C HanpaB/IEHHOW UHTerpaunen B 3a4aHHbI FTEHOMHbIN TOKYC.

Komnauusa Caribou Biosciences o6bsaiBnsier o ToM, urto FDA npucsomno
npenaparty CB-011, annoreHHOM TepanMm Ha ocHoBe CAR-T-Kf1eTok
nportus BCMA, cTtaTtyc nepenosou TepanMm pereHepaTuBHOM MeAULIMHbI
(RMAT)

(Caribou Biosciences) Caribou Biosciences Announces FDA Granted Regenerative Medicine
Advanced Therapy Designation for CB-011. Caribou Biosciences.

https://investor.cariboubio.com/news-releases/news-release- details/caribou-biosciences-
announces-fda-granted-regenerative-0

31 mapTa Caribou Biosciences o6baBuna, 4to FDA NprUCcBOUIO CTaTyC NPOaBUHYTOM
Tepanuu pereHepaTtmsHon MmegmumHbol (RMAT) kaHgupgaTty CB-011 ong nedyeHums
peunansupyoLen nnn pedpakTtepHOM MHOXXeCTBEHHOM MMUenombl. B coobLueHmnm
yKa3aHo, 4yTto CB-011 — 210 annoreHHaqa aHTU-BCMA CAR-T kneTo4yHasa Tepanus,
npoxoaqallasa oueHKy B NpogosmkatLwemca nccnegosaHnm ¢dasnol 1 CaMMouflage.
OcCHoOBaHMeEM ONna peleHna CTanm paHee npeacrtaBneHHble HavanbHble
KNMMHMYECKMEe gaHHble, Moy4YeHHble HA peKOMeHOyEeMOM 03€e B KOropTe 13

12 NauUMeHTOB, paHee He nony4daBswmnx BCMA-HanpaBfieHHYo Tepanuio: 4YacToTa



O6BbEKTUBHbIX OTBETOB COCTaBMNa 92%, 4HacToTa KAaK MMHUMYM MOJSTHOro OTBeTa —
75%, a MRD-HeratMBHOCTb Habntoganacb y 91% oueHMBaeMbIX NALLMEHTOB.
KoMMaHua TakxKe nogvyepKMBAET, UTO NporpaMmMa OTHOCUTCSH K KIETOYHbIM
TepanuaM c pegakTMpoBaHMEM reHOMa U UCMNOJIb3yeT CTpaTernio, NO3BONAOLLYIO
nsberatb UMMYHHOIo KOHGNMKTa y NnauneHToB. [1n4a pasgena o CAR-T 3TO BaXKHa4q
HOBOCTb O perynaTopHOM pPa3BUTUM aNSIOreHHOU peaaKTUPOBaAaHHOW NAATPOPMbI, A
He o0 pyHOaAMeHTaSIbHOM MexaHU3Me.

Pe3ynbTaTthbl point-of-care CAR-T-Tepanum npm oCcTpoM B-K/IeTOUHOM
nuMd:oGnac'rl-lowl NIeMKOo3€e M HeXOAMKMHCKOM nuMq:ome BO BbeTHaMe
(Molecular Therapy Oncology) Du, N.H., Nguyen, D.D., Bach, Q.K. et al. Outcomes of point-of-care

manufactured CAR T-cell therapy for B-cell acute lymphoblastic leukemia and non-Hodgkin
lymphoma in Vietham. Mol Ther Oncol 34, 201156 (2026). https://doi.org/10.1016/j.omton.2026.201156

B Molecular Therapy Oncology npeactaBneHbl pe3yibTaTbhl dasbl | KTMHUYECKUX
ncnbiTaHnm nNo CD19-HanpaBneHHon CAR-T-Tepanunmn, U3roToBAI€HHOM Mo point-of-
care Mogenu HenocpencTBeHHO Ha MecTe fledyeHna Bo BbeTHamMe. B nuccnegoBaHune
BOLUM 16 MALMEHTOB: BOCEMb C PeLUOANBUPYIOLLMM UNN pedpaKTepHbIM B-
KNeTOYHbIM OCTPbIM NMMPOo61acTHbIM Nermko3oMm (B-ALL) n Bocemb ¢
HEeXOOXKKMHCKMMK nnuMmdomMamm (NHL). Bce y4aCTHUKM Nony4vmnm
CBEeXXEeNnpUroToBneHHbIN NPOAYKT, MPOnU3BEeAEHHbIN HAa MeCTe C UCMOJIb30OBaHUNEM
cuctembl CliniMACS Prodigy. ABTopbl coobuliatoT 06 yrnpaBngaeMom npodune
TOKCUYHOCTU, CUHOPOM BbICBOBOXOAEHUA LMTOKMHOB BO3HUK Y 13 MaLMEHTOB, HO B
12 cny4aax oH 6bin 1-2 cTeneHu, ewe y ogHoro 3 cteneHm, HeMPOTOKCUYHOCTD 1
cTeneHun Habnwganacb y AByX NaUMEHTOB. KNMHMYecKasa akKTUBHOCTb TaKXXe
ornmcaHa Kak obHageXunBatouwlas, npm B-ALL 4yacToTa NOMHOM peMMUCCUM cocTaBua
100% Ha 30-n geHb, 75% Ha 90-1 n 62,5% Ha 180-1 aeHb, a npy NHL — 87,5% Ha 90-1
n 180-11 geHb. ABTOPbI OTOAENBbHO NOAYEPKMBALOT, YTO TaKas MoAEeNlb MOXET CTaTb
6onee OOCTYMNMHbIM CMOCO60M OOCTAaBKU CITOXXHOM KTIETOYHOM Tepanummn B yCIIOBUAX
OrpaHMYEHHbIX PECYPCOB.

5. TapreTHoe peAaKTUpPOBaHMe NaToreHHbix SNV

(CRISPR-Cas9, prime editing, base editing, TALEN, ZFN - gnia ncnpaBneHus KOHKPETHbIX MyTaLnii
MnpM HacnencTBEHHbIX OHKOCUHAPOMAaX U PUCKe BHE3arNnHoOW cepaevyHom cMepTH)

TepaneBTUYECKOE pefaKTUpoOBaHMe OCHOBaHMM o6nervyaer
PECTPUMKTUMBHYIO KApAMOMMONATUIO

(Cell Reports Medicine) Chang, C.,, Zhang, X., Fan, X. et al. Therapeutic base editing alleviates
restrictive cardiomyopathy. Cell Rep Med. 2026;7(3):102639. doi:10.1016/j.xcrm.2026.102639.

B Cell Reports Medicine ony6nmnkoBaHa paboTa, NocBALEHHaa TapreTHOMy
ncripaBneHuto NnatoreHHom Mmytaunm B reHe TNNI3, accoummpoBaHHOM €
PeCcTPUKTUBHOM KapgMoMmonaTmen, TaXKenbiM HacneacTBeHHbIM 3aboneBaHneM
ceppgua c He6MaronpMUAaTHbIM MPOrHO30M. ABTOPbI CO34alIN MbILLMHYO Moge b,
BOCMNPOU3BOAALLYIO KITIOYEeBble NPU3HaKM 601e3HK, U NoKa3sanu, Yto adenine base
editor (ABE), pocTaBneHHbIN ¢ noMoulbio AAV, cnocobeH 3dPeKTUBHO M TOYHO
KOPPEKTUPOBaTb MPUUNHHYIO MyTauumio Tnni3 R193H B KapanoMmoumTax B3pOCbiX
YXMUBOTHbIX. DTO COMPOBOXOA/I0Ch yNy4dlleHMeM cepaeyvHom PyHKLUNM, OBpaTHbLIM
pa3BUTUEM OMACTONMNYECKON OUCPYHKUNU N yBENTMUYEHMEM BbDKMBaAEMOCTU. PaboTa
OCOBEHHO XOPOLUO NOAXOAUT ONa AaHHOro pasaena, NMoToOMy YTo pedb MOET He O



FlﬂaTCbOpMeHHOVI TEXHONIOrnKM, a 06 ncrnpasieHmMmM KOHKpPeTHOro rnatoreHHoro
OOHOHYKNEeOTUAOHOIo BaphaHTa rnpu HacneacTBEHHOM KapaonomMumonrnaTtmn.

6. MpocTpaHCTBEHHAas TPAaHCKPUNTOMMUKA

(spatial transcriptomics, NpocTpaHCTBEHHbIE MYTIbTUOMHbIE KapTbl)

NMpocTpaHCTBEHHbIA TPAHCKPUNTOMHDbIN aHaNU3 OTAENbHbIX KNEeTOK
AHaTOMMM KOXXM YefioBeKa

(Nature Genetics) Restrepo, P., Wilder, A., Houser, A. et al. Single-cell spatial transcriptomic analysis of
human skin anatomy. Nat Genet (2026). https://doi.org/10.1038/s41588-026-02552-8

B Nature Genetics ony6/1MKoOBaH MPOCTPAaHCTBEHHbIN OQHOKJ/IETOUHbIN aT/lac BCeU
KOXXM HOPMasibHOIMO B3POC/I0ro YennoBeKa, KaK OpraHa, BKIKUUBLLUK NMPUMEPHO
1,2 MNH KNEeTOK, 45 KNeTo4YHbIX TUMOB, 114 06pa3uoB 1 15 aHaTOMUYECKUX YHacTKOB. B
paboTe ncnonb3oBaHa MERFISH B coueTaHMM C y)Ke CyLeCcTBYIOLWMMU
OOHOKNETOYHbIMU HAabOopPaMU OaHHbIX, YTO NMO3BOSINIO HE TO/IbKO KapTUPOBaTb
pPacronoXXeHme KeToYHbIX Monynsaunn, HO 1 ONUCaTb cCanT- cneumduyeckme
pPa3nnunsa KNeTouYHOro CoCTaBa, apXUTEKTYPY MHOMOK/TIETOYHbIX M/1AaCTOB U CETU
MEXKTETOYHOM KOMMYHMKaUMUN. ABTOPbI MOOYEPKUBALOT, YTO KOXKA ABIAETCS
KpYNMHENLLMM OpraHoOM 4YesnioBeka M 3Ha4YMMbIM UCTOYHMKOM 3a60/1€BaHMM, HO ee
NPOCTPaHCTBEHHAsA KNIeTOYHada opraHM3auma B MacluTabe Bcero tena o cux nop
6bln1a onpepeneHa nNub YacTnyHo. Co3gaHHbIN pecypc aBTOPbl pacCMaTpPMBaAloOT,
KaK OMOPHYIO KapTy A4 nocnenyrmx nccnegoBaHmii HopMassibHOM opraHmnsaumm
TKaAHW N KOXHbIX 3a6oneBaHMM. HOBOCTb MOSTHOCTbIO OTHOCUTCSH K
MPOCTPAHCTBEHHOWM TPAHCKPUMTOMUKE, MOTOMY UTO €e LLeHTPaNbHbIN pe3ynbTaT —
3TO MOCTPOEHME KPYNMHOMACLUTA6bHOro NPOCTPaHCTBEHHOIO KIETOYHOIO aT/laca C
pa3pelleHneM Ha YpOBHE OTOENbHbIX KIETOK.

MpocTpaHCcTBEeHHAas TPAaHCKPUNTOMMKA BCero aM6pmMoHa ¢
cyGKneTqubm pa3pelleHMUMeM OT racTpyndumm Ao opraHoreHesa
(Science) Wan, Y., El Kholtei, J., Jenieg, I. et al. Whole-embryo spatial transcriptomics at subcellular

resolution from gastrulation to organogenesis. Science 391, eadt3439 (2026).
https://doi.org/10.1126/science.adt3439

B Science ony6nvkoBaHa paboTa, B KOTOPOW NpeacTaB/ieHa NpoCTpaHCTBEHHas
TPAHCKPUNTOMMKA BCEro SMBPMOHA C CyBKIETOUHbIM pa3peLlleHUeM Ha cTagmax oT
racTpynaumMm 0o opraHoreHesa. B ctaTbe coobLlaeTcd, YTO TEXHOOrMs Nno3sonunia
OEeTEKTUPOBATb TPAHCKPUNTbI 495 reHOB C Cy6KIETOUYHbIM pa3peLlleHUeEM BO LLeSIOM
3MBpPUOHE PbI6KM JAaHMO Ha HECKOJbKUX CTaauax pas3BuUTUA. [Janee 3TW gaHHble
6blIM UHTErPUPOBaHbl C OOHOKNETOYHbIMU HaBopaMK, YTO6bl BOCCTaHOBUTb
MPOCTPAHCTBEHHYO OpraHmM3aumio 6onee LWMPOKUX FeHETUYECKMX MPOorpamMMm B
Xofde paHHero asmM6puoreHesa. ABTopbl NpeanaraloT pe3ynbTaT He KaK JIoKanbHYo
KapTy OOHOM TKaHW, a, KaK CUCTEMHbIN cnoco6 npocneanTb, popMmUpoBaHmue
3MBPUOHaNbHbIX MAaTTEPHOB 3KCMPeccun B MacliTabe Lenoro opraHmsMa. nq
pasgena o NpPOoCTPaAHCTBEHHOM TPAHCKPUMTOMUKE My6MKaLng BayKHa TEM, UYTO
MoKasblBaeT nepexon oT NPOCTPAHCTBEHHOIO KapTUPOBaHMSA OTAEbHbIX yYaCTKOB K
NMOSTHOLEHHOW 3MB6PUOHaNbHOM KapTe BbICOKOro paspelueHusd, o6beanHaoLen
MPOCTPaHCTBO, BPpeMS U KNeToYHOe COCTOAHME.
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MHoromepHoe npouUIMpoBaHUE reTeporeHHoCT!
CynpaTeHTOpPMaNbHbIX 3NeHAUMOM

(Nature) Jeong, D., Danielli, S.G., Maaf3, K.K. et al. Multidimensional profiling of heterogeneity in
supratentorial ependymomas. Nature (2026). https://doi.org/10.1038/s41586-026-10214-2

B cTaTbe nccnepyoTca cynpaTteHTopuanbHble 3NeHOUMOMbI, arpPeCCUBHbIE OeTCKMe
OMyXOJ<IN MO3ra, KOTOPbIe COXPAHAT NPU3HAKMN HEUPOPA3BUTUNHDBIX KNETOYHbIX
TUNOB U Pa3fensarTca MONEKYNAPHO U KIIMHUYECKU Ha pa3/fiMYyHbIie Moarpynmnbl, YTo
YKa3blBaeT Ha pa3Hble MCTOYHUKU. ABTOPbI OTMeYaltoT, YUTO CUrHaTypPbl pa3BUTUA U
daKTopbl MUKPOOKPYXEHUS, Nexallme B OCHOBE aHOMaslbHOWM KI1€TOYHOM
TpaHchopMaLUnM U NOBEeOEHUSA B Pa3HbIX Noarpyrnnax, octaBaamncb HEACHbIMWU. s
3TOro OHU MHTErPUPOBaNM OOAHOKIETOUYHYIO M MPOCTPAHCTBEHHYIO
TPAHCKPUNTOMUKY, a TaKXKe NPUXM3HEHHYO BU3Yyan3aLMIo KNETOK in vitro n in
Vivo, UTO6bl onpenennTb KNeTouHble COCTOAHUA, MPOCTPAHCTBEHHYIO OpraHM3aunto
M ONHAMUYecKoe noBegeHme 3TUX onyxosnem B HEMPOHANTIbHOM MUKPOOKPYXXEHUMN.
MoKa3aHo, YTO OTAENbHbIE MOATPYMMbl ONYXOSIEM MMEKOT ABa Pa3/IMYHbIX
MPOreHNTOPONOAO06HbIX KITETOYHbIX COCTOSIHUS, HEMPO3NUTENMONOLOBHOE U
3aMBpUoHonogo6Hoe, HaNoMUHaloLWMe PaHHee Pa3BUTME YENTOBEYECKOro Mo3ra um
pasnuyatomecs no cterneHn HeMpPoOHanbHOM UMK aNeHOUMaNbHOM
anddepeHUNPOBKU. TaKKe BbIIBIEHO HECKOIbKO PEXUMOB NMPOCTPAHCTBEHHOM
OpraHM3aLumnm onyxoneun, BKYas BbICOKOYPOBHEBYIO apXUTEKTYpPY NoLd BAUAHUEM
MEe3eHXMMHbIX M TUMOKCUYECKUX CUTHATYP, @ TaKXKe /TIoKalibHble coceackue
CTPYKTYpbl. KpoMe Toro, mnokasaHa posib KNeToK Mo3ra B YOpMMPOBAHUN KITETOUYHOM
reTeporeHHOCTU Onyxosin. B COBOKYMHOCTU 3TU OaHHbIe Oal0T MHOMOMEpPHYIO
OCHOBY A/19 MHTEerpaumMm TPAHCKPUMNMULMOHHOIO N GeHOTUMMNYECKOro ONMncaHusa
reTeporeHHOCTU OMyXOJSIN 1 €€ BO3MOXHbIX KITMHUYECKMX NoCneacTBUm.

7. NpodeccruoHanbHaa OPUMEHTaALMSA AeTen

(reHeTMUecKMe NpeapacnonoXXeHHOCTU AeTeN K PasfIMyHbIM BUOAM CropTa, XXaHpaM UCKYyCcCcTBa Uu
OPYrMM o61acTam geaTesibHOCTH)

OT NpPeaAnoNioXXeHMUM K HaYKe: JIIoAU POXXAAIOTCHA MY3biKa/ibHbIMM

(University of Amsterdam) From speculation to science: humans are born musical. University of
Amsterdam. https://www.uva.nl/shared-content/uva/en/news/press-releases/2026/03/from-
speculation-to-science- humans-are-born-musical.html

YHuBepcuteT AMcTepaamMa coobumn o nybnmkaumm o63opa The Biology of
Musicality B Current Biology. B maTepuane roBopuTtca, YTo 3a nocnegHue gea
LEeCcATUNEeTUA nccnenoBaHmMa B NCUXONOMMKN, HEMPOHayKax, 6MONOrmm, reHeTuKe m
CPaBHUTENbHOM KOTHUTUBHOM 3TUOJTOMMU XXUBOTHbIX 3aMeTHO U3MEHWNUM B3rNag Ha
MPOUCXOXKOEeHME My3blKallbHbIX CNOCOBHOCTEN. BMecTo npeacrtaBneHus o Mysblike,
KaK O YNCTO Ky/bTYPHOM MpoayKTe aBTOp npegnaraeT paccMaTpuBaTb
«MY3bIKalTlbHOCTb» KaK 6BUONOrMYecKyto CMOCOBHOCTb YeToBEKA BOCMPUHMUMATD,
MPOU3BOAUTb 1 MOy4YaTb yOOBOIbCTBME OT CTRPYKTYPUPOBAaHHOIO 3ByKa. B
COO6LLUEHNU NOOYEPKMBAETCH, UTO peyb naeT He 06 06yYeHHOWM My3blKallbHOM
KOMMeTeHUUKn, a o 6osiee 6a30BOM NMpeapacnosIoOXXEeHHOCTU, KOTopasa NpoaBIseTCcH
OYEHb PaHO U MMEET 3BOMIOLUOHHbIE KOPHU. OTAE/TbHO OTMEYEHO, YTO pPa3fINYHbIE
KOMMOHEHTbI MY3blKasflbHOCTU, BK/1tOHas PUTM U BOCMIPUATUE BbICOTbI 3BYKA, MO-
BMOMMOMY, UMEIOT HEOOUHAKOBYIO 3BOJTIOLLMOHHYO UCTOpUIO. [119 TeEMbl ETCKOM
npodopmeHTaunm ata Nnybnmkauma BaXxKHa TeM, UTO OHa NEPEHOCUT Pa3roBop O
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MY3blKaJiIbHbIX CKJTOHHOCTAX U3 061acTn 6bITOBbIX Flpe,D,I'IOﬂO)-KeHVIVI B 0611acCTb
6MONOrMYeCcKn U reHeTUHeCKn o60CHOBAHHOIO Hay4HOrIo OGCy)K,D,eHVIFI.

HoBoe uccneaoBaHue 6/IM3HELIOB NOAYEPKMUBAET CUJTYy FreHETUYECKMUX
npeApacnosioXXeHHOCTEN B AlO/IrOCPOYHOM Pa3sBUTUM

(Lund University)

JIlYHOACKUM YHUBEpPCUTET Ony6MKOBan pe3ynbTaTbhl MacLUTAabHOro UCCefoBaHUS
611M3HEeL0B, KOTOPOE MPOSIMBAET CBET Ha POSib FreHETUKM B YOPMUPOBAHUN
YXU3HEHHOro NyTn pebeHka. MccnegoBaTtenu NpoaHanmMsanpoBanim gaHHble Tbicay
nap 6n1M3HeLoB, YTO6bl OLLE€HUTb, HACKObKO BPOXAEHHbIE CMOCO6HOCTU BAUSAIOT Ha
ycnex B cnopTe, UCKYCCTBe U npodeccrmoHanbHom aearenibHocTu. OCHOBHOM BbiBOA,
PaboTbl 3aK/KOYAETCH B TOM, UTO Mbl POXXAAEMCS C Pa3/INYHbIMU FrEHETUYECKUMU
NnpenpacnonoXeHHOCTAMU, KOTOopble KpalHe CNOXHO M3MEHUTb UCKITIOUYUTENBHO C
MOMOLLbIO Mep rocyaapCTBEHHOW NOMTUMTUKU UM BHELLHEro BO3OEeNCTBUA. YUEHble
noavYepPKMBAIOT, YTO MOHUMAHUE STUX BUONTOTNYECKUX OCHOB MOXXET NMOMOYb B
6onee ToOYHOM NpodeccUoHaNbHOM OpUEeHTaUUM aeTeln, No3BoNAda poanuTenam 1
negaroram rnognepXXmBaTb Te HanpaBneHus, roe y pebeHka ecTb ecTecTBeHHoe
npeunMyLLecTBo. B To Xe BpeMs aBTopbl NpegocTeperatoT oT dpaTanmsma, otMeyas,
YTO cpefia BCe YKe UIpaeT POoJib, XOTH M BTOPUYHYIO MO OTHOLLUEHMUIO K
reHeTMyeckomy dyHOaMeHTy. [laHHOoe nccregoBaHMe CTaHOBUTCHA BaXKHbIM
apryMeHTOM B UCKYCCUAX O NepCoOHaNmM3npoBaHHOM 06pa3oBaHNK U PaHHEM
BbIIB/IEHUW TaNTAaHTOB Yepe3 reHeTUu4Yeckoe NpodunmMpoBaHue, YTo OTKpPbIBaeT
HOBbl€ FOPU3OHTbI ANF PAa3BUTUA CUCTEM NMPOPOPUEHTALUM, OCHOBAHHbIX Ha
O6BEKTUBHbIX BUONOrMUYECKUX OaHHbIX, @ HE TO/TbKO Ha Cy6beKTUBHbIX
npennoyYTeHmusax.

8. l’eHeTUMUYeCKas NpeapacnosioXXeHHOCTb K aAAUMKTUBHOMY NoBeAEeHMUIO

(CKNOHHOCTb K anKoronn3mMy, HAQPKOMaHMM, TOKCUKOMaHUN, TaBaKOKYPEHMIO, K onpeaeneHHbIM
BUOAM NpecTynieHuin)

MHoOrodpakTopHbi reHeTU4YECKMM aHaNu3 2,2 MMJIJIMOHOB 4YeNioBeK
BbISIBUJ1 LUMPOKMUE U cneuMdUUHbIC AN KaXXAoro BellecTsa NyTM puckKa
pasBUTHUA 3aBUCUMOCTMU

(Nature Mental Health) Poore, H.E., Chatzinakos, C., Leger, B. et al. Multivariate genetic analyses of 2.2

million individuals reveal broad and substance-specific pathways of addiction risk. Nat Ment Health
(2026). https://doi.org/10.1038/s44220-026-00608-6

B Nature Mental Health ony6nmnkoBaHa pa6oTa, rae MHOroMepHble reHeTUu4yecKme
aHanM3bl BbIMO/IHEHbI Ha JaHHbIX 2,2 MJTH YEeNOBEK, YTO6bl OLLEHUTb, B KaKOW Mepe
PUCK PacCTPOMNCTB, CBA3aHHbIX C yNoTpebyieHUeM NCUXOaKTUBHbIX BELLECTB,
o6bAacHAEeTCH 06LMMUN MEXaHM3MaMM BHELLHE-OPMEHTUPOBAHHOIO NOBeAeHUS, a B
Kakon 6oniee y3KUMU NyTaMu, cneumdmnyHbIMUM ON9 oTOebHbIX BELLECTB.
MccnepoBaHMe NoKasbiBaeT, YTO 3HaAUYMUTENbHAA 019 FTeHETUYECKOro pUcka gnis
PaCcCTPOMNCTB, CBA3aHHbIX C yNoTpebneHNeM NCUXOaKTUBHbIX BELLECTB, MPoXoauT
yepes 6oree LMPOKUM paKTop NoBeaeHYEeCKOM Ae3NHIMBULUN U caMoperynaunm.
OOHOBPEMEHHO aBTOPbI BbiAeNnawT 1 6onee cneundmryeckme ang otaenbHbIX
BELLECTB CUIrHanbl, CBA3aHHbIe C OTAEe/IbHbIMU 3aBUCUMMOCTAMMU. B KpaTKoOM
OMUCAHWUUM CTaTbU NOgYEPKMBAETCSH, YTO TAaKOM MHOFOMEpPHbIY Moaxon yny4dliaeT
BbIIB/IEHMNE M'EHOB, MO CPABHEHUIO C aHANIM30M 3aBUCUMOCTEM NO oTAEeNbHOCTWU. [1n4a
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TeMbl 2Ta I'Iy6J'IVIKaLI,M$3I aBNaeTCca Kto4eBoOun, MOCKOJ1bKY OHa NMpAMO KaCaeTCH
reHeTU4yecKom npenpacrnoy1IoeHHOCTN K agaAnKTMBHOMY noeseaeHmIo n
MOKa3blBaeT, YTO HAaCNeOCTBEHHbIN PUCK CBA3aH He TOJ1IbKO C MeTabonM3MoM
KOHKpPEeTHbIX BeleCTB, HO 1 C o6LWMMHM HeVIpOI'IOBe,D,eHL-IeCKVIMVI MeXaHNU3MaMW.

FeHeTHMUYECKas NPeAPaCNONIOXEHHOCTb KaK paKTop
MEXNOKOJICHYECKOM NepeafaYm ynorpeo6neHms NncCMXoaKTUBHbIX
BewecTs

(Nature Communications) Luo, M., Pons, V.T., Gillespie, N.A. et al. Genetic nurture in intergenerational
transmission of substance use. Nat Commmun (2026). https://doi.org/10.1038/s41467-026-71175-8

B Nature Communications ony6nmkoBaHa pab60oTa, paccMaTpMBaloLLas
MEXXMNOKONEHYEeCKYo Nnepenavy yrnotpebrneHns ncMxoaKTUBHbIX BELLECTB He TOJIbKO,
KaK NMpsiMoe HacnegoBaHMe reHeTUYEeCKOro pUCKa, HO U, KaK KOCBEHHOE BNUAHUE
poOUTENbCKOM FreHETUKM Yepes cpeny BOCMUTAaHUSA, FreHeTUYEeCKoe onocpegoBaHue
yepes cpepny. B uccnegoBaHmm ncnonb3oBaHbl NepegaHHbie U HenepeaaHHbIe
NoNIreHHble NoKasaTtenu anga Tabaka, ankorosna n kKaHHabuca y no 15 863 B3pocsbix
YYacTHUKOB KoropTbl Lifelines, ona KoTopbix 6b1/1 reHOTUMMPOBAH XOTA 6bl OAUH U3
poaunTenen. ABTOpbl MOKa3bIBAKOT, YTO reHETUYECKOEe onocpenoBaHHoOe
BO3OEeNCTBME Yepes cpeny CTaTUCTUHECKU 3HAUYMMO BNMUFET Ha YNCIO CUrapeT B
OEHb 1 MayvekK B rog, NpuUYeM 3TOT BKJ1ag, cOCcTaBnaeT 22-26% oT adpdeKTa npamMon
reHeTU4YecKomn nepegaydn. JIOHrMTIOOHbIA aHaNM3 NokKasars, YTo BNnaHue
reHeTUYEeCKOro ornocpenoBaHMa Yepes cpeny Ha TeKyllee KypeHune coxpaHdaeTcs BO
B3POC/IOM BO3pacTe, Torga Kak npsmolie addpeKTbl Nepenayvm ocnabepatoT. PaboTa
OCOBEHHO BaXXHa, MOTOMY UTO OONO/HAET OB6bl4YHYO MOoAENb FEHETUYECKOMN
NnpPenpPacnosioXXeHHOCTU eLle OOHUM YPOBHEM, PUCK POPMUPYETCA HE TONMbKO
reHaMm CaMoro 4YefloBeKa, HO U TeM, KaK poauTEeNbCKUE FreHbl BO3OENCTBYIOT Ha
ceMeMHYIo NoBeaeHYEeCKYo cpeqy.

I MEOVNUNHA

9. MpMMEeHEeHMEe reHEeTUYECKMX UCClIeOBAaHMM B K/IMHUYECKOM
npaKTukKe,

B TOM 4YmMCrie NoSIHOEe reHOMHOoe cekBeHunpoBaHue (WGS), HUMT, MI'T, CaHrep,
nepcoHannsnMpoBaHHaa MeguLMHa

npaKTH‘IGCKaﬂ LeHHOCTDb NOJIHOreHOMHOIro CeKBeHMpOBaHUA onyxoneﬁ
B peaanOﬁ KJIMHUYECKOM NMpakKTUKe nMpm CoOMMAHDbIX ONMYyXOoNaAX
(Nature Medicine) van Putten, J,, Snaebjornsson, P., Bosch, L.J.W. et al. Real-world clinical utility of

tumor whole-genome sequencing in solid cancers. Nat Med (2026). https://doi.org/10.1038/s41591-
026-04280-2

B Nature Medicine npeacrtaBneHbl faHHble O PYTUHHOM UCMONb30BaHUM NAPHOIro
MOJSIHOIrO F’EHOMHOIO CEKBEHMPOBAHMSA OMyXOSI 1 HOPMaJSIbHOM TKaHU Y

888 naumeHTOB C CONUAOHbIMU OMYXONIAMUN B KPYNMHOM OHKOLLEeHTpe. ABTOpPbI
nokasbiBatoT, UTo WGS yganochb ycnewHo BbINMofIHUTb B 89% cny4yaes, a MegunaHHoe
BpeMs 00 NrOTOBHOCTU pe3y/ibTaTa COCTaBUO LLECTb paboumnx OHEN, UTO BaXKHO
MMEHHO AN9 peasnibHOW KITMHUYECKOU NPaKTUKKN, @ He TONbKO ANq
nccnegoBaTesibCKUX cueHapueB. NoTeHUManbHO KIMHUYECKU 3HaUYMMble
6unomMapkKepbl 6blM HangeHbl y 73% nauneHToB, cpean HUX 27% OTHOCUNUCDH K yKe
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MMeLMMCSH BapMaHTaM Tepanuu, a 63% K aKCNepuUMeHTaNlbHbIM UMK
nccnepoBaTeNbCKUM. B TedeHMe nepBoro roga rnocne TecTupoBaHua 40%
MaLMeHTOB Havanu nevyeHue, Nnogob6paHHoe C y4eToM 6MOMapKepos, a eLle 19%
MONy4YUNm Takoe fiedyeHue rnosgHee. ABTOPbl OTAENIbHO OTMEeYaloT CBA3b NleveHUd,
OCHOBaHHOIoO Ha 6MoMapkKepax, ¢ 6onee ONUTENbHOM 06LLEN BbIXXMBAEMOCTbIO,
Me[OMaHa oKa3anacb 6o/blue Ha 31%, UTo CooTBEeTCTBOBasNo NpubaBke 96 gHeN.
Pa6oTa onucbiBaeT WGS KaK y)Xe NpaKTU4YeCKU NPUMEHUMbIN MHCTRYMEHT
NpPeunU3nOHHON OHKOMOTUMN.

KoMmnaHusa Natera o6bsBsieT 0 KOMMEpPUYEeCKOM 3anyckKe Zenith™
Genomics AN AMarHOoCTUKM peaKux 3abonesaHumn
(Natera) Natera announces commercial launch of Zenith Genomics for rare disease diagnosis.

Natera. https://www.natera.com/company/news/natera-announces-commercial-launch-of-zenith-
genomics-for- rare-disease-diagnosis/

12 mapTa Natera o6baBuIa 0 KOMMepPUYECKOM 3anycke Zenith Genomics,
nnaTtdopMbl, OCHOBAHHOM Ha NMOSTIHOM FEHOMHOM CEKBEHUPOBAHUN U
npenHasHa4vyeHHOM AN KNMHUYECKOM ONAarHOCTUKU peaKmx 3abonesaHun. B
COOBLLUEHNN KOMMAHUA MO3ULMOHUPYET NPOAYKT, KaK CpeaCcTBO COKpalleHUda
ONUTENbHOIMO AMAarHOCTUYECKOro NyT NaumMeHTOB U CEMEN, Y KOTOPbIX
noao3peBaeTca pegKoe reHeTu4yeckoe coctosaHume. Zenith ncnonbsyet WGS Kak
6a3y 1 OOMOSIHUTENbHO YCUNTUBAET NOUCK TPYOHO O6HAPY>XXMBAEMbIX BapMaHTOB, B
TOM YUCe SKCMNAHCMM TaHOEMHbIX MOBTOPOB, 32 CHET NOATBEPXKAEHUSA ONTUMHHbBIMU
npoyteHMaMU. B penmnse nogyepKMBaeTCs, YTO TaKas apXMTEKTYpa OO/HKHA
MOBbILATb MOSIHOTY MONEKYNAPHOM KapTMUHbI, MOMOraTb NOCTaHOBKE AMArHoO3a,
noanep>XmMBaTb BbI6OP TapreTHbIX BMeLLaTeNbCTB M gafibHeNLWee KNMHun4ecKkoe
BegeHume. Natera Tak>ke npmBena counanbHO-3KOHOMUYECKNM apdeKT, peakue
3aboneBaHMa 3aTparmBatoT okono 30 MnH Yenoeek B CLUA, a cpegHum
ONArHOCTUYECKUM NYTb 3aHMMaAET 4-7 neT. KoMnaHma oTaenbHO CBA3ana 3anyckK
TecTa C pacTyLWMM NPU3HAHMEM FrEHOMHOIO CEKBEHMPOBAHMS, KaK CTaHOapTa
OLEHKUN NPU peakmx 3abosieBaHUAX U C paclUMPEHMEM CTPAaXOBOIro NMOKPbLITUS
reHOMHOW OMAarHOCTUKW.

TouHas MeaMUMHa NoMoraer 60nbmemy yucny naumMeHTOoB NonyvumTb
reHeTMYeCKMmM AMarHos

(Karolinska Institutet) Precision medicine helps more patients receive a genetic diagnosis. Karolinska
Institutet. https://news.ki.se/precision-medicine-helps-more-patients-receive-a-genetic-diagnosis

Karolinska Institutet coo6Lmn o pe3ynbTaTax 4eCATUNETHErO BHEAPEHUSA NOMHOIO
reHOMHOIro CeKBEeHMPOBaHUSA B PYTUHHYIO ANMAarHOCTUKY NMauUMUEHTOB C NOOO03peHMEM
Ha pegkue 3aboneBaHusa B Karolinska University Hospital. B nyénmkaumm ckasaHo,
UTO Mofenb 6blf1a BbICTPOEHA KaK COBMEeCTHasa paboTa KIMHULMUCTOB, FEHETUKOB,
6MONHDOPMATUKOB M NAaBGOPATOPHbIX CMNELMNASIMCTOB, @ CaMa reHOMHas
OMNarHOCTMKa BCTPOEHA He B MCCNeaoBaTEIbCKMIM, @ B OBbIYHbINA KITMHUYECKUIN
MapuwpyT. CyMMapHO onuncaHbl gaHHble 15 644 4yenoBekK, KOTOPbIM 6b1/10 BbIMNO/THEHO
CEKBEHUPOBaHWE NOSIHOro reHoma. N'eHeTUYEeCKUM gMarHo3 yganocb YCTaHOBUTb Y 3
538 naumneHTOoB, 4UTO cooTBeTCTBYET 23%. OTOEeNIbHO NogyYepKMBaeTCs LWNPOKoe
pa3Hoo6pa3ne BbIBIEHHbIX MPUYMNHHbBIX BApMaHTOB, OHU 3aTparmeanm 6onee 1500
pPa3fIMYHbIX FEHOB, YTO aBTOPbI MCMOJMb3YIOT KakK apryMeHT B nonb3dy WGS no
CpaBHEHMIO C 6onee y3KMMM MeTogaMun. B coobLLeHNM TaKyKe OTMeUEeHO, UTO BO
MHOIMX Cllydasx pe3ysibTaT MoMorasn He TO/TbKO O6bACHUTb 3a6ofieBaHMe, HO U
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HanpaBidTb 1evyeHue, HabngeHne n ceMemHoe KOHcynbTUpoBaHUe. B psage
cny4daeB, BKJ1IO4Had BpOXXAeHHble MeTabonmyeckme 60ne3Hn n TSHKenble anunencumn,
ONarHo3 no3Bosid/sl Ha3Ha4yaTb TapreTHble BMellaTes1bCTBa.

Komnanum lllumina u Labcorp pa3euMBaloT cOTpyaAHMUYECTBO ANS
pacLUIMpeHMs AOCTYMNAa K BbICOKOTOUYHbIM OHKOJIOrMYE€CKMUM
uccneposaHuam (lllumina)

18 mapTa lllumina o6baBUMIa O paclMpeHnn coTpyaHudyecTBa ¢ Labcorp B o6nactun
NPeuUn3noHHOM OHKONOrnmn. B coobLieHmnmn roeopmTcs, YTO NAapTHEPCTBO
HanpaB/IeHO Ha NOBbILLEHUNE OOCTYNMHOCTU TECTUPOBAHUA 6BMOMapPKEPOB NPU pake,
BK/1tOYaa 6osiee WMPOKOE NUCMO/b30BaHME KOMIMJIEKCHONO reHOMHOIO
NPoPUIMPOBaAHUSA U Pa3BUTUE NPeOsIOXKeHMM Ha 6a3e NOTHOFo FEHOMHOIo
CeKBeHMpOoBaHMA. KOMNaHMuM 3a9BUIN, UTO ByayT COBMECTHO paboTaTb Hag,
nony4yeHmeM KIIMHUYECKUX O0Ka3aTebCTB, HEO6XOAUMbIX AN PaCLUMPEHHOIO
nccregoBaHUS MaLMEHTOB, a TaKXKe Hag KOMMepLUuManmsaumen peLleHmi,
06beaMHAOLMX TKAHEBYIO U XXUOKOCTHYO 6uoncuto. OTaenbHO NogyepKMBaeTcs,
UTO Lie/lb COCTOMUT B MEPEHOCE CITOXXHOIO OHKOF€HOMHOIO TECTUPOBAHUSA GAMKe K
MauUUEeHTY 1 B CHDKEHUM HEPABEHCTBa OOCTyNa K TaKMM uccnenoBaHuam. nda
Hawero o630pa 3Ta HOBOCTb BaXXHa He KaK KOpMNopaTUBHOE 06bsBIEHME CaMOo Mo
cebe, a KaK oTpacneBoe noareep)xgeHue Toro, Yto WGS 1 paclumpeHHoe
MoneKynspHoe NpodunnpoBaHmMe NPOLAO/IXKAOT BCTPaMBaTbCS B KITMHUYECKUM
KOHTYpP AMarHOCTUKU U Bbl6opa Tepanmm B OHKOJTOTUW.

KomnaHusa Baylor Genetics ycoBepuieHCTBOBaJIa TECT NOJIHOreHOMHOrro
CeKBeHMpoBaHMUS, AO06aBMB B KaUueCTBEe AONOJIHUTENIbHbIX TeXHOJIOrMn
onTUHeCKoOe KapTuposaHMueé reHoMa M CeKBeHMpoBaHMe AMMMHHbBIX
NPOUYTEeHUN

(Baylor Genetics) Baylor Genetics enhances whole-genome sequencing test with optical genome
mapping and long-read sequencing as supplemental technologies. Baylor Genetics.

https://www.baylorgenetics.com/news/baylor- genetics-enhances-whole-genome-sequencing-test-
with-optical-genome-mapping-and-long-read- sequencing-as-supplemental-technologies/

XblOCTOH, WTaT Texac, Baylor Genetics o6bsaBuMia 06 ycoBepLUEHCTBOBAHUM CBOENO
TecTa MOJIHOro reHOMHOro cekBeHMpoBaHuma (WGS) nytemM pob6aBneHua
ONTUYECKOro KapTupoBaHusa reHoMma (OGM) n cekBeEHMPOBAHUA C ASIMHHbIMU
npouteHnamu (LRS) B kauecTBe OOMONHUTENbHbIX TEXHOTOMMNI, @ TaKXKe
cekBeHMpoBaHMa PHK, uTo6bl o6ecrneymnTb 601ee TO4HOE NnpeacTaBieHne o reHomMe
rMaumMeHTa, OHU NIaHMPYIOT AaTb 60/blUe OTBETOB A/19 PYKOBOACTBA IeYEHUEM U
mcxogamm. OGM m LRS aBTOMaTUYECKU NPUMEHSAIOTCH K CllydaaMm, roe
KBaNTMPULIMPOBAHHbIXA BapPUaHT, BbIABMIEHHbIN cTaHOapTHbIM WGS-TecTtoM Baylor
Genetics, MOXKeT BbIUrpaTb OT 6osiee rny6oKoro aHanm3a. KntoueBble yny4lleHunda
BKJTIOUAIOT PacCLUMPEHHbIN aHaNMn3 KOPOTKMX TaHOEMHbIX MOBTOPOB (STR),
yBenunyeHue oxeaTta ¢ 29 go 58 reHoB ¢ STR, accounmnpoBaHHbIMU C
HEeBPOJIOrMYECKNMU, HEMPOMbILLEYHbIMU U OPYTUMU COCTOSTHUSIMU, aHaNn3
MeTUIMpPOBaHUS O/1S BblgBNeHUd cTaTyca MeTunmnposaHuna FMR1 npu cuHgpome
NOMKOM X- XPOMOCOMbI, aHaNIMN3 CIOXHbIX CTPYKTYPHbIX BapUaHTOB A1 YITyYLLEeHUS
BbIABNIEHUSA U UHTEPNPETALUM NOTEHLMANbHbIX MEePECTPOEK, O6HAPYXKEHHbIX
cTaHpapTHbIM WGS. 3TU pe3ynbTaTbl MOIyT PacKpbITb KIIMHUYECKU 3HAYUMYIO
nHpopMaLumio ANna Bpaden, nevawmx NnayMeHToB C KIIMHUYECKUMUM OCOBEHHOCTAMM,
nporpeccupyrowmMm HeBPOJSTIOrMYEeCKMMU CUMITOMaMU U KNUHUYECKUMMU
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nposiBneHnaMu, ceasaHHbIMU ¢ FMRI. «XoTg reHoOMHOe ceKBeEHUpPOBaHMe BCe Yalle
CTAaHOBUTCHA CTaHOAPTHbIM ANS MauMEeHTOB C peAKMMU 3a60N1eBaHUAMMU, CIIULLKOM
MHOruMe nauuneHTbl 3aBepLUaloT TEeCTUPOBaHME, HE MOJTYYUB HYXXHbIX OTBETOB», —
cka3zana KpUCTUH DHI, OOKTOP MeAULUUHbI, FaBHbI MEOAUUUHCKUN OUPEKTOP U
anpekTop no KadecTtBy Baylor Genetics. — «B Baylor Genetics Mbl cunTaem, 4Tto
BO3MOXXHO YBESIMYNTb KONTMYECTBO OTBETOB. Hall MynbTMMOAabHbIA NOAX04 K
TECTUPOBAHMIO pa3paboTaH Ansg packpbiTna 6onee rny60KmMx BbIBOAOB, KOTOPbIE
3Ha4YMMO HaMpaBnaT yxon 3a naumeHtTaMmm». OGM un LRS cTaHyT OOCTYMHbI B KOHLE
MapTa.

FeHeTUKO NaTEeHTYeT TeXHONIOrMM FeHEeTUYECKON ANArHOCTUKM
3M6GpPMOHOB

(Genetico)

LleHTp Genetico coobwimnn o nogaye Ha permcrtpaumnio 6onee 62 o6bLEKTOB
MHTENNEKTYaNbHOM COB6CTBEHHOCTU, CBA3aHHbIX C NPEeUMMIAaHTaLMOHHOMN
reHeTUYeCKOM ANArHOCTUKON. B ny6nmnkaunm nogye pKMBaeTcs, YTO KOMMaHUs
6blna OOHUM U3 NMMOHepPOB BHeapeHus MI'T B pOCCUMNCKOE NMpaKTUYecKoe
34paBoOOXpaHeHMe U Havana NpPUMeHATb 3Ty TexHonoruto ¢ 2011 roga. MaTtepuan
aKUueHTupyeT KnnHmnyeckoe 3HadveHue lMNI'T B npoTtokonax 9KO. NccnegoBaHue
MO3BOMSET eLle A0 NepeHoca SMO6PUOHaA BbIABNATb BbICOKMW PUCK FrEHETUYECKUX
HapyLweHW, a TaK>KXe NoBbIWaTb 3PPeKTUBHOCTb Nporpamm BPT. OToenbHO
OTMeuYeHO, UTo ¢ 2026 roga B cTaHaapTHYo npouenypy 2KO no OMC BKIOYEHDbI
MIT-M pna MOHOreHHbIX 3a6oneBaHum u MIT-CIMN onga CTPYKTYPHbIX XPOMOCOMHbIX
nepectpoek. No gaHHbIM KOMNaHWK, 3a 13 neT 6bI/1I0 NPOTECTUPOBAHO 6onee

80 TbiCaAY SMOPUMOHOB, a ANd NPOoPUNAKTUKM MOHOIMEHHbIX 3a6ofieBaHUN
pa3paboTaHbl MHOMBUAOYATbHbIE TECT-CUCTEMDbI 6onee yeM andg 140 HoO3010rnn.
NMy6nunkaumna Takxxe nogyepKmMBaeT NepcoHanmM3npoBaHHbIX XxapakTtep MIIT-M, gna
Ka)KOoW CeMbM CO30aeTca oTAebHaa AMarHocTmyeckasa cmctemMa Cc y4eTom ee
YHUKaANbHbIX FfEHETUYECKNX OCOBEHHOCTEN.

B UMY PAH noanucaH AOKYMEHT, OTKPbIBAIOLLMMA HOBbIE NEepPCneKTUBbI B
NeyeHMM HeMpoaereHepaTMBHbIX 3a601eBaHUM

(MMUY PAH)

UHCTUTYT Mo3ra yenoBeka nM. H.IN. bextepeson PAH coo6Lumn o nognmcaHum
cornaweHua ¢ LLeHTpoM nosIHOreHoMHoro cekseHmpoBsaHmga OO0
«BnoTtexHonormyeckmnim Kamnyc» B paMKax NpoeKTa, CBA3aHHOIoO C pa3BUTUEM
reHeTU4YeCKMX TexHonornmm B MeguumHe. CornacHo nyénmkaumm, nabopartopums
napTHepa 6yoeT NpoBOAUTb FEHETUYECKUM aHaNM3 KPpoBU naumeHToB MMY PAH ¢
HenpopgereHepaTUBHbIMU N ayTOMMMYHHbIMU 3a6oneBaHmnamun. 1o 2030 roga
naaHMpyeTcsa BbINOMHUTbL 6onee 15 Tbicay nccrnegoBaHUM € UCMNOMb30BaHUEM
nepenoBbiX TEXHOMOMMM NrEHHONo ceKBEHMPOBaHUA. Cpean OCHOBHbIX
HanpaBfieHUN NepeYvncneHbol 6one3Hb NapKUHCOHA, 6o0M1e3Hb AnbLrenmMmepa,
ANMUNencua n pacceaHHbIM CKNepo3. ABTOPblI OTMEYAIoT, UTO MPOEKT
paccMaTpuMBaEeTCs He KaK pa3oBad UccriegoBaTesibckasd MHULMATUBA, @ KaK YacTb
OO/ITOCPOYHOIro rocygapcTBEHHONO 3a4aHMA MO BHEOAPEHUIO COBPEMEHHDbIX
MeToO0B ANArHOCTUKU U Nle4eHUSA. PYKOBOLOCTBO MHCTUTYTa CBSAA3bIBaET OXXMOaeMble
pe3ynbTaTbl C CO34aHNEM NOOXOO0B K PaHHEN HENPOOMArHOCTUKE U
HENPOTEXHONOMMM NEPCOHANN3INPOBAHHOM TEPANMUN COLLMANTbHO 3HAYUMDbIX
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3a6oneBaHU. N9 KNMHUYECKOM NPaKTUKKU 3TO O3HaYaeT AalbHellee
paclwmnpeHumne ponn WGS 1 reHeTUYeCKOro NpoduUnmMpoBaHmMsa B MapLUpyTU3aLMm
MaLMeHTOB U1 BbiGope MHOAUBUAYaNU3UPOBaHHbIX MOAXOO0B K NIeYeHUIo.

10. Mporpecc KNIMHUYECKMX UCNbITAHUMA FreHOTEepanum Npu peaKunx
3a6oneBaHMSAIX U OHKOJIOrMM

(pe,n.Kme reHeTU4Yyeckmne 60ne3Hn, OHKOIorug, FeMaTO-OHKOJ'IOFVIFl)

NMepBoe B UCTOPUM NPUMEHEHME Y YeJIOBEeKa HyK/lea306e30nacHoro
romMosiorm4Horo peK0M6uHauuouuo-saaucumoro PeAaKTUMpPOBaHMA
reHoB y AeTel C MeTU/IMAJZIOHOBOM auMaAEeMMEN: pe3ybTaThl
uccnenoBaHuna ¢pasbi 1/2

(Gene Therapy) Bedoyan, J.K,, Morgan, T., Sun, A. et al. First-in-human nuclease-free homologous

recombination- dependent gene editing in pediatric patients with methylmalonic acidemia: results
of a phase 1/2 study. Gene Ther (2026). https://doi.org/10.1038/541434-026-00609-1

B Gene Therapy ony6nmnkoBaHbl pe3ynbtaTbl SUNRISE, nepBoro y yenoBeka
nccneposaHmns dasbl 1/2 Hykeasa-He3aBUCUMOro FreHHOro peaakTUPOBaHUSA Y
neten c MMUT-gedmnumTHOM METUIMANIOHOBOM aumagemMmen. B nccnegoBaHme
BOLWIM YeTblpe negmaTtpudeckmx naumnmeHTa B Bospacte ot 20 go 114 mecqaues,
nosiyymBLLME NMeYeHOYHO-HanpaBneHHyo Tepanuio hLB-001. NMNoaxopn 6bin 3agyMaH
KaK HegeCTPYKTUMBHAaA MHTerpauma pyHKUMoHanbHom konnm MMUT B 3'- KOHel,
nokyca albumin, 4To6bl 06ecneunTb akcnpeccnio MMUT nog KOHTponem
SHOOreHHOro npoMoTopa. Bce naumneHTbl NepeHecnn KaKk MUHMMYM OOHO
HeYXenaTtenbHoe ABNeHne, BO3HUKLIEE Ha dOoHE NneyeHunsa, y Tpex BO3HUKIU
Cepbe3Hble OCNOXXHEHUS, BKITI0Yaa CUHOPOM BbICBO6OXXOEHUSA LLUTOKMHOB U
TPOMBOTUYECKYO MUKPOAHIMONATUIO, OOHAKO BCE OHM pa3peLUumnIncCh B Xxoae
nccnenoBaHuda. bruonornyeckaa akTMBHOCTb 6bl1a NoATBEPXOEHA POCTOM
6mnomMapkepa ALB-2A y oByx y4aCTHUKOB B TeYEHME OBYX /1€T, YTO aBTOPbLI
NMHTEPNPETUPYIOT, KaK NOATBEPXKAOEHME UHTErpaLnm Ha OCHOBE rOMOJSTIOMNK U
ceneKummn ncrnpaBneHHbIX KNeToK. MNpu 3ToM KtoUveBble MeTabonmyeckme MapKepbl,
BKJ1IOMAA YPOBEHb METUTMANOHOBOW KUCNOTbI B CbiIBOpPOTKe, FGF21 n MmeTunuuTpar,
OCTaBa/IMCb NATOIOFNMYECKUMMUM Y BCEX YETbIpeX OeTeN, U nccrnegoBaHme 6bi/10
OCTaHOBJ/1IEHO MU3-3a OTCYTCTBUSA 2PDPEKTUBHOCTMU.

KoMmnanusa Beam Therapeutics o06bsaBnsieT 0 nony4yeHuM y6eauTenbHbIX
OGHOB/IEHHbIX K/IMHMYECKMX AaHHbIX U3 npoaosKaiowerocs
uccneposaHmna dasbl 1/2 npenapara BEAM-302 npu aeduuurte annda-1-
aHTMTpMNncuHa (AATD), KoTOopbie NOATBEPXXAAIOT LEeNIecoo6pa3HOCTDb

nepexona K K/io4vyeBoMy 3Tany pa3paboTkm
(Beam Therapeutics) Beam Therapeutics Announces Compelling Updated Clinical Data from the
Ongoing Phase 1/2 Trial of BEAM-302 for Alpha-1 Antitrypsin Deficiency. Beam Therapeutics.

https://investors.beamtx.com/news- releases/news-release-details/beam-therapeutics-announces-
compelling-updated-clinical-data/

Beam Therapeutics coobLimna o6HOBMEHHbIe pe3ynbTaThl Mpoao/HKatoueroca
nccneposaHus ¢pasbl 1/2 BEAM-302 — Tepanumm pegakTUpPOBaHMUS OCHOBaHUM in Vivo
aona Tshkenoro geduumta anbda-l-aHtutpuncmHa (AAT). KoMnaHma ykasana, 4to
no3a 60 Mr Bbi6paHa, Kak onTMMarnbHasa 6buoniormyeckas go3a ana nepexoga K
KNo4veBOMYy 3Tany pa3paboTKu. 1o cocToaHUto Ha PpeBpanbCKyto OTCEeYKY OaHHbIX
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29 NauneHTOB MOoNy4Yunnu fiedeHme B pasiMyHbIX KOropTax, a aHanms 26 naumneHToB
rnocrie OgHOKpPaTHOro BBeAEeHUS NMoKa3asl XopoLlo NepeHOCUMbIN Npodusb
6e30nacHOCTUM 0 A03bl 75 M. Cepbe3HblIX HEXXenaTeNbHbIX ABNEHUN U
TOKCUYHOCTMU, OrpaHUYMBalOLLEN 03Y, B 9TOM YaCTU NpOorpamMmbl He
3apermcrTpupoBaHo. B koropte 60 Mr cpegHMM CTalMOHAPHbIN YPOBEHb O6LLErO
AAT cocTtaBun 16,1 MKM, a BCce NauneHTbl yCTOMYMBO HAaXO4MUTUCH Bbllle 3alUUTHOIo
nopora 11 MKM. UcnpaBneHHbin 6enok M-AAT coctaBun 94% ot obLuero AAT, Torga
KaK ypoBeHb MyTaHTHOro Z-AAT cHu3unca Ha 84%. KoMnaHuUg TakXXe onucana
cnepytoulee HabnogeHWe nocne nedeHus, BO BpeMsa pecrnmpatopHom MHPeKUnm y
OOHOro nauneHTa o6wmnimm AAT nogHAanca npumMepHo Ao 30 MKM npu coxpaHeHuu
95% ponu M-AAT, 4To 6bINO NPencTaBNeHO KakK NpU3HaK PU3N0NorMyecKm
rnonesHom GyHKLUMOHaNbHOCTM UCMpPaBNeHHOro 6enka.

Intellia Therapeutics npeacTraBnseT 6onee AOCNroCpoUHbIe KIMHUYECKu e
AaHHbIe no lonvoguran ziclumeran npu HacneacTrBeéHHOM aHrMmooTeke
(Intellia Therapeutics) Intellia Therapeutics Presents Longer-Term Clinical Data for Lonvoguran
Ziclumeran in Hereditary Angioedema. Intellia Therapeutics.

https://ir.intelliatx.com/news-releases/news-release-details/intellia- therapeutics-presents-longer-
term-clinical-data

Intellia Therapeutics ony6nmnkoBana gonrocpoyHble gaHHble 06begUHEHHOIro
aHanusa ¢dasbl 1/2 no lonvoguran ziclumeran (lonvo-z) — ogHopa3sosoi CRISPR-
Tepanuu in vivo ona HacnencTtBeHHOro aHrmooTeka. B npeacraBneHHOM Habope

32 naymeHTa nony4vmnum ogHy o3y 50 Mr. KomnaHusa coobulaeT, YTo fievyeHumne
obecneynno rnybokoe, CTabunbHoe U ganTenbHOE CHUXXEeHME NMNIa3MeHHOro
KanIMKpenHa npu cpoke HabnogeHMa oo Tpex net. CpegHaa MecayHasa 4acTtoTa
aTaK OCTaBaslacb Ha ypoOBHe He Bbiwwe 0,2, YTO COOTBETCTBOBAIO CpeaHeMy
CHUXEHMUIO YMCia MPUCTYMNOB Ha 96% MO CPaBHEHUIO C UICXOOHbIM YPOBHEM A0
nocnegHero HabnwgeHusa. Ha gaty otcedkn 31 3 32 nauMeHToOB OQHOBPEMEHHO He
Menu NpMUCcTynoB N o6xoannmncb 6e3 gamtenbHon NpodUNaKTUKU, OANTENbHOCTb
TakKoro nepuopda Konebanacb oT AByX MecaLeB 00 TpeX NeT, a HabnwgeHme
npopomKanocb. B oTaenbHOM nocTepe, TakXe YNoMaHYTOM B penmn3se, 86% u3

28 MauMeHToB C HabnwgeHMeM b6oree LWecTU MecsaLEeB OCTaBaIMCb OOHOBPEMEHHO
6e3 NpMUCTynoB un 6e3 annuTenbHOM NpodUNakTUKM cebile nonyroga. Intellia nogaet
3TU OAaHHbIe KaK apryMeHT B MOoNb3y O4HOPAa30BOro 1e4eHmnd, CMOCOBHOro
YMEHbLUUTb HEe TO/TbKO YMCIO aTak, HO U NOCTOAHHOE TepaneBTUYecKoe 6pems.

KomMmnanusa Opus Genetics coo6liaeT 0 MHOroo6ewaiowmx
npeaABapuUTeNbHbIX pe3y/ibTaTaX UCNbiTaHUMMA reHHoOM Tepanuu BESTI
(Foundation Fighting Blindness) Opus Genetics reports promising early results from BEST1 gene

therapy trial. Foundation Fighting Blindness. https://www.fightingblindness.org/news/opus-
genetics-reports-promising-early-results-from- bestl-gene-therapy-trial-3544

Opus Genetics coobLmna obHage>XmMBatoLmMe HavanbHble KIMHUYeCKMe gaHHble
nccneposaHmns dasbl 1/2 npenapata OPGx-BESTI, nccnegyemMom reHHom Tepanmm
ana BESTI- accoumnmpoBaHHbIX 3a60neBaHUM ceTYaTKU. Y NepBOro naumneHTa,
MoSlyYMBLLErO NledeHMe B paMKax UccregoBaHms, Yepes Tpu Mecsaua Habnwganmcb
YINyuULleHUa 3pUTeNbHOM GYHKLUMU U CTPYKTYPbI CETYATKKU, MPU 3TOM Npobnem ¢
6€30MacHOCTbIO He BbISIBNEHO. Peub naeTt o 63-neTHEeN XeHLMNHE C ayTOCOMHO-
peueccuBHOM OUCTPOPUHOMATUEN U BblparKEHHbIMU OYHKLIMOHANbHbIMU
HapyweHunamMmmn. OCTpoTa ee 3peHUns ynydllinnacb NnpMMepHO Ha OBe
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OOMNONHUTENbHbIE CTPOKUM B Tabnuue Onda npoBepKu 3peHud. Takke y MaumMeHTKM
3HAUUTENIbHO YMEHbLUUIUCH LeHTparibHasa ToNWMHA CeTYaTKM U cy6peTUHanbHas
YXMUOKOCTb, UTO ABNAETCA XapaKTepHbIM Npu3HakoM BESTI-3a6oneBaHuda. Tepanus
XOPOLLO MepeHoCcUnach, K TpexMecayHoMm oTMeTKe He Habnganocb BocnaneHus
rnasa, No604YHbIX 3PpPEeKTOB, CBA3AHHbIX C IeYeHMEM, MU O030/TUMUTUPYIOLLEN
TOKCUYHOCTU. BEST1-accoummpoBaHHbie 3a6oneBaHus, BKAYada BUTENTUPOPMHYHO
MaKynapHyto guctpoduio Becta n ayTOCOMHO-peLLeCCUBHYO AUCTPOodMHOMNaTUIO,
ABMNAIOTCA peaAKMMU HacNneacTBEHHbIMU COCTOSHUSMU, Bbi3blBatOLWMMM
MporpeccMpyioLLyto MNoTEePIO 3peHUd, U B HacTosLee BpeMsa ogo6peHHbIX METOO0B
nevyeHMa Onga HUX HeT.

11. KnuHuyeckme ono6peHMs M KJIMHMYECKMEe UCNbITaHUSA reHoTepanum
(da3bl 1/2/3, o6HoBNEeHUst FDA/EMA)

FDA ono6puio NnepByio reHHYIO Tepanuio Af JIGUESHUS TAXXENnoro
neduvumTa apresmm nekoumTos | Tuna

(FDA)

26 MapTa FDA o6baBMno 06 yckopeHHoOM ogobpeHumn Kresladi (marnetegragene
autotemcel) gpna nevyeHusa geten c TsHKeNbiM gedPUUNTOM aaresmm NemKoumTos |
Tnna. Perynatop npsiMo Ha3Basn npenapart NnepBon reHoTepanmen gnga aToro
3ab6oneBaHuMa. [NNoka3zaHMe oxBaTbliBaeT NeguaTpUUECKMX NauMeHTOB C TAXKeNbIM
LAD-I, o6ycnoBneHHbIM 6uannenbHbiMu BapmaHTtamum ITGB2, ecnn y HuUx HeT HLA-
COBMECTMMOro JOHOpPa-cubca A9 anfiIoreHHOM TPaHCMN/IaHTaLMM FeMOMO3TUYECKMX
CTBOMNOBbIX KNeToK. FDA nogyepKMBaeT, UTO peydb naeT 06 YCKOPEeHHOM 0go6peHunu,
NpenocTaBIe€HHOM C YY4eTOM KpanHe pegKon 4acToToM B MonNynaumnm U BbICOKOM
HeyOooOBNEeTBOPEHHOM MeaAnLUHCKOM noTpebHocTu. MNpenapaT npeacraBngaeT co6omn
ayTONOrMYHbIE FreEMOMO3TUYECKME CTBOJSIOBbIE KNETKM NaUMEHTa, FeEHETUYECKMU
MoamdumumnpoBaHHblie onsa BBeaeHus dyHKUMOHaNnbHbIX Konun ITGB2. Nocne
KOHOULMOHUNPOBaHUSA BBOOUTCA OQHOKpPaTHaaA MHPY3US, 3aga4a KOTOpon
BOCCTaHOBUTb aKcnpeccuto CD18 n CD11a Ha NOBEPXHOCTU NENKOLMTOB, BK/TIOUaA
HenTpodunbl, U TEM CaMbiM BO34ENCTBOBATb Ha CaMy NPUYNHY UMMyHoOedUumnTa.
B odrumanbHoM coobuieHnn FDA oTaoenbHO OTMEYEHO, YTO areHTCTBO NMPUMEHSANo
perynsatopHbie rm6KoCcTU, A4OMNYCTUMbIEe ANAa peaKux 3ab6oneBaHnm m
ManoYnCNeHHbIX KITMHUYECKMX nonynauun.

EMA peKoMeHAOBaJIo YCNIOBHO oao6putb Adstiladrin ana neuenmns
HeMbILIeYHO-UHBa3MBHOIO paKka MO4Y€BOIro ny3bipsa

(EMA)

EMA coobuwimna, 4to 26 MmapTa 2026 roga KOMUTET MO JIeKapCTBEHHbLIM MpenapaTtam
ana npMeHeHua y yenoeeka (CHMP) npuHan nonoxXmutenbHoe 3aKtoyeHmne n
peKoMeHOoBan BblgaTb YC/IOBHOE PermcTpaumMoHHoOe yaoocToBepeHne npenapaTty
Adstiladrin. MNMpenaparT, 3agaBMuTenemM no KOTopoMy BbiCcTynaeT Ferring
Pharmaceuticals A/S, nokasaH B KauecTBe MOHOTepanmm B3poc/biM NaLMeHTaM ¢
HeMbILLEeYHO-UHBA3NBHbIM PAaKOM MOYEBOIro MNMy3blpsd, He oTBeYaLWmMM Ha BLIK, npu
HaTM4YMU KapLUMHOMDI in situ ¢ NnanunnapHbIMKY ONyXxonsaMm nnm 6e3 Hmx. Adstiladrin
6yOeT BblMycKaTbCs B popMe MHTPpaBE3UKaANbHOM cycneH3nm 3 x 10AT1 BUpPYCHbIX
yactuu/mn. Ero gencreyiollee BellecTBo, nadofaragene firadenovec, npeacrasnseTr
CO60M NPOTMBOOMYXOSIEBYIO KITETOUYHYIO U MTEHHYIO Tepanuio Ha OCHoOBe
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HepennIMuunpyrLerocs peKOM6MHAHTHOIO afeHOBUPYCHOro BeKTopa 5-ro tmna,
copepXkaulero TpaHcreH IFNa2b yenoseka. Nocne BBegeHUa B MOYEBOW MNy3blpb
BUPYCHbIE YaCcTULbl MPOHUKAIOT B OMYyXOJS1IEBbIE KITIETKU U YPOTENNN, Bbl3blBas
aKkcnpeccutio 6enka IFNa2b 1 akTnBaumo NpoTUBOOMNYXO1E€BOr0O MMMYHHOIO OTBETa.
B OTKpPbITOM MHOIOLLEHTPOBOM 63a30BOM MUCCNeg0BaHUM NOSIHbIA OTBET COCTaBMUI
53,4%, a MeamnaHHaa anmTenbHoOCTb oTBeTa — 9,7 Mecaua. Hanbonee 4yactbiMmn
No604YHbIMU 3P PeKTaMn Ha3BaHbI BblAeNeHUa B MECTE MHCTUNNAUNK, CNa3M
MOYEBOIO Ny3blps, UMMepaTUBHbDbIE MO3bIiBbl K MOYEUCMNYCKAHUIO, FeMaTypuUs,
an3ypua, MHPEKLMNM MOYEBDIX MyTeN, 60/1b B HUXKHUX MOYEBbLIX NyTAX,
nonnakmypmusa, yToMaseMocCTb, IMXopagKa, 03HO6, rosioBHaa 60/b U guapes.

Komnanus Intellia Therapeutics o6baBnseT o cHaTum FDA orpaHuyeHum
Ha NnpoBeAeHUe KIMHUYecKux ucnoitaHum MAGNITUDE ¢da3bl 3 npm
ATTR-CM

(Intellia Therapeutics) Intellia Therapeutics announces FDA lift of clinical hold for Phase 3
MAGNITUDE trial in ATTR-CM. Intellia Therapeutics. https://ir.intelliatx.com/news-releases/news-
release-details/intellia-therapeutics- announces-fda-lift-clinical-hold-0

Intellia Therapeutics coo6uimna, uto FDA cHano knunHuyeckyto naysy ¢ MAGNITUDE,
nccnepoBaHma pasbl 3 nexiguran ziclumeran (nex-z) y nauMeHTOB C
TPaHCTUPETUHOBOM aMUNOMOO03HOM KapanomMumonaTtmen. KomnaHusa ykasbiBaeT, UTo
perynatop cHAmM rnaysy ¢ 3asBku IND 1 cornacoBan ganbHeEULWUNXA NyTb pa3BUTUA
nporpamMmbl Mpwv YyCIIoBUM OOMNONTHUTENbHbIX Mep 6e30MacHOCTU. B 3agaBneHunm
Intellia 3TOT War onuncaH, Kak Bo3BpalleHune KpynHom CRISPR- nporpamMmbl B
MO34HIOK0 CTAAMUIO KNMHUYECKOM pa3paboTkn. OgHOBpEMEHHO KOMMaHUA
HanoMHMNA, 4To nNay3bl Mo MAGNITUDE n MAGNITUDE-2 6binin BBEAEHDbI 29 OKTA6pA
2025 roga nocne anm3oa NoBblIlEHUA NeYEeHOUYHbIX TPAHCAMUHA3 4-WN CTENEHU U
pocTa 6unmnpybrHa y ogHOro naumeHTa, YTo COOTBETCTBOBASIO MPOTOKOJIbHbIM
KpuTepuaM nay3bl. [Nlocne aHBapckoro cHATUA naysbl ¢ MAGNITUDE-2 npu ATTRv-
PN MapToBcKoe peuwleHMe FDA 3aKpblBaeT U Kapgunonorndyeckoe HanpasneHume. [1n4a
OTPAC/IM HOBOCTb BaXKHa TeM, UTO pedb naeT o 6onbLuom nporpamMme dasbl 3 No
penaKTUPOBaHMIO FEHOB iN ViVO NMpPK PacnpoCTPaHEHHOM TAXenom 601e3Hn, n ee
aKTUBALMSA O3HAYaeT BOCCTaHOBNEHME Habopa 1 Npoao/HKeHe ogHOro 13
Hanbonee 3aMeTHbIX No3gHUX CRISPR-NpoeKToB.

CAR-T-Tepanuio ¥ NepcoHaNIM3MpoBaHHble OHKOBaKLMHbI BK/1IOYaT B
OoMC

(PCR News)

Poccumckoe nsgaHme PCR.news COO6LNIIO O PerynaToOpHbIX M3MEHEHMUSX,
CBSI3aHHbIX C BKJTIOYEHMEM HOBbIX OHKOJ/TOMMYEeCKMX MoaXoA0B B MporpaMmmy
rocyoapCcTBEHHbIX rapaHTMM Ha 2026 rog. No gaHHbIM ny6nukaumm, MmHsgpas
naaHunpyeT 0O6aBUTb B pPa3aesl BbICOKOTEXHONOMMYHOM MEAULMHCKOMN MOMOLUM
CAR-T-Tepanuio, a Tak)Xe fniedyeHne c NpUMeHeHMeM NepCcoHann3npoBaHHbIX
OHKOBaKLUMH. B npoekTe NUaMeHeHUM K MporpamMmMe rocrapaHTuUm nepevymncneHol
HEeCKOJIbKO HOBbIX No3numin: co6cteeHHO CAR-T-Tepanug, neyeHune
KOMOPEKTANIbHOro pakKa NepcoHanm3npoBaHHOM BaKUMHOM «OHKOMENT» U
npoTUBOOMNyXxosieBada Tepannsa nepcoHanmnsnposaHHbiM1M MPHK-BakunHamMmu. inqa
nocrnegHux npenycMoTpeHbl onpegeneHme HeO0aHTUNreHHOro NPodUIa Onyxosnu,
MHULMUNPYIOLLMK KYPC U NogaepXxmBatLlee BBegeHne ¢ MOHUTOPUHIOM UNn 6e3
Hero. Ny6nmnkauma Takke NpmBoaAUT OPUEHTUPOBOYHYIO cTOMMOCTb ang CAR-T-
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Tepanuun c ConpoBoOaUTENbHbIM JTEYEHUEM U KOHTPOIEM OCMOXHEHUN — 7,03 MIH
py6nen. MaTepuan oTHOCUTCA K OTpac/ieBbiM HOBOCTAM B chepe KIEeTOUHbIX U
reHeTUYEeCKU OPUEHTUPOBAHHbIX Tepanmnin, MOCKONbKY GUKCUPYET HE HOBbIE
KINMHUYECKUE pe3ynbTaTbl, a ABMXKEHUE K 0DOPMIEHUIO TaKUX TEXHOMOMMIN B
cucteMe OMC. 3To BaXKHbIN CUIHAs O Nepexoae rnepcoHann3npoBaHHbIX
OHKOJOrMYyeckmx nnatpopm 13 ctaTyca ToYeUHbIX pa3paboToOK B KOHTYP
onflaymBaeMoin MegnomMolum. OToenbHO nogvyepKMUBaeTcsd, YTO OKa3blBaTb TaKylo
MOMOLLb CMOTYT TONbKO NIMLLEH3UPOBaHHbIE KITUMHUKW.

12. "I-Iq)eKI.IHOHHaﬂ reHoMmMKa m peé3mMCTeHTHbIC LLITaMMbl

(AMR, BCNbIWKK, reHOMKKa NaTOreHoB)

FeHOMHOeE onpepeneHMe MeCT nepenaum uHeKuMm Bo BpeMs
pervoHanbHoro pacnpocrpaHenmus bla NDM Klebsiella pneumoniae B
MuumMraHe

(Nature Communications) Wan, T., McNamara, S., Brennan, B. et al. Genomic inference of sites of

transmission during regional spread of blaNDM Klebsiella pneumoniae in Michigan. Nat Commun
(2026). https://doi.org/10.1038/s41467-026-70839-9

B mapTe B Nature Communications BbiLwfia pa6oTa o permoHasibHOM
pacnpocTpaHeHnn blaNDM Klebsiella pneumoniae B wtate MmumraH. ABTopbl
MHTEerpmnpoBanu NoJIHOreHOMHOe CEKBEHUPOBAHME N OaHHbIE O KOHTaKTaX
NauMeHToOB C MEOULIMHCKMMU yUpeXXaeHMUAaMM, YTOO6bl AenaTb BbIBOAblI O BEPOATHbIX
MecTax nepenayn BHYTPU pPermoHasibHOM ceTu 34paBooxpaHeHunda. [NMaBHbIM BbIBOL,
COCTOS/1 B TOM, YTO JaXKe MaCcCUBHO COBpaHHbIe M30MATbl MOIYT MCMOJIb30BaTbCS
ONda NPaKTUYeCKM None3Horo reHoOMHO-MHGOPMUPOBAHHOIO aNMAHaO30pPa.
OcCo06€eHHO BaXKHbIM OKa3asics pe3ysibTaT, UTO B HECKO/IbKUX 3MNM300aX KOHKPEeTHbIe
yuypeXxaeHus yaaBanochb 3anogo3puTb, KaK MECTO nepenaym eule 0o Toro, Kak TamM
PEerncTpmMpoBasICb BbIIBNIEHHbIE CllyYaun, TOIbKO MO COBMageHMIo nyTen naymMeHToB
N reHOMHOM 6/IM30CTU WITAaMMOB. ABTOPbI CUMTAIOT 3TO A0KA3aTENbCTBOM TOro, YTO
o6begnHEeHNE FTEHOMUKU M JaHHbIX O KOHTAaKTax ¢ MEANLUHCKUMUM yUpeXaeHnaMm
MO3BONIAET pPaHblUe HauenmBaTb NPOTUBO3NMAEMMNYECKME MEPDI U NpepbiBaTb
pacnpocTpaHeHMe NaToreHoB, CBA3aHHbIX C OKa3aHMEM MegULMHCKOM MOMOLLM.
ana TeMbl MHPEKUMOHHOM FEHOMUKMN HOBOCTb 3Ha4YMMa TeM, YTo nepesogmnt WGS
N3 peXmMa pPeTpoOCneKTUBHOIO aHanm3a BCMbILWEK B MHCTPYMEHT peasibHoro
3NNOEMUNONIONMYECKOro yNpaBieHUs pacnpocTpaHeHUEM YCTOMUYMBLIX 6aKTepun
MeXay y4ypexoeHUamu.

BcnbiliKa MHBa3MBHOW MEHUHIroKoKKoBou nHdpekumm 2026 ropa:
TexHuYecKkum 6pupmnr 1

(GOV.UK)

24 mapTta UKHSA ony6nukoBano nepsbin technical briefing no Bcnbiwke
MHBAa3NBHOM MEHUHIOKOKKOBOM MHPeKLUnmn B rpadcTBe KeHT. B 4OKyMeHTe
YKa3aHO, YTO MO COCTOAHUIO Ha 23 MapTa 6bI1/10 3apermcTpmpoBaHoO 23
NOATBEPXOEHHbIX U BEPOATHbIX Cllyyas, BKOYaa ABa neTanbHbIX ucxopa. Onsa
TEMAaTUKN FTEHOMUKKN OCOBEHHO BaXHO, UTO areHTCTBO HE OrPaHUNYMIIOCh OBbIYHbIM
ANNOAEMUNOSIONNYECKUM ONMUCAHMEM, @ NPEACTAaBUNIO0 NF’EHOMHYIO XapaKTepPUCTUKY
wTaMMa MenB, Bbi3BaBLUEro BCMbIlWKY. B 6pndmMHre otMeyeHo, YTo FreHOM U3
KynbTypasbHO NOATBEPXXAEHHOIO Clydaqa 6biS1 BbIFrpy)XeH B OTKPbITble Peno3nTopun
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20 MapTa, a 22 MapTa 6bina BbinNyLleHa NonHasa rmébpugHaa cbopka, rae
nocnepoBaTenbHocTU Oxford Nanopore Mcnonb3oBanmCb Kak Kapkac ang
nmetowmxcs lllumina-pmpgos. Takom nogxon NoKa3sbiBaeT, KaK MONHOFreHOMHOe
CEKBEHUPOBaAHUNE N KOMBUHUPOBaHME NAaTGOPM yXKe MPUMEHSAIOTCS B
onepaTUBHOM paccnenoBaHUM BCMbILWLEK, @ HE TOMIbKO B PETPOCMNEKTUBHbIX
nccnenoBaHMAax. [JOKYMeHT TaKXXe YKa3biBaeT Ha CBA3b 60/bLUMHCTBA Clly4YaeB C
KOHKPETHOM CoLManbHOM NiowagKom n pukcupyeTt cyoTmn NpUHYUHHOIO BapuaHTa,
UTO NoaYEepPKUBAET POJSiIb FEHOMHbIX JAHHbIX B YTOYHEHUU NYyTEN PaCMpPOCTPaHEHUS
N B Nogaep ke rnpakTn4yecKnx peLleHni 3gpaBooxpaHeHuna.

OTCcneXxmusaHve 3aLlUMUTHOM 060JI0UKM GaKTEepUMMA MOXET NOMOYb HAUTH
ueneBblie MMLUEHM AN BaKUMH

(The Wellcome Sanger Institute)

YyeHble n3 MHcTuTyTa CaHrepa n YHnesepcuteta Ocno 25 mapTta 2026 roaa
npeacTtaBunm pesynbTaTbl NEPBOro KPYNHOMAaCLITAabHOro reHeTUYECKOro
nccrnegoBaHUS 3aLMTHbBIX Kancyn kKuweyHow nanodku (E. coli). AHanu3 6onee 18
000 reHOMOB MNO3BONUT UOEHTUPULMNPOBATL MNATb TUMOB KancyJsi, OTBETCTBEHHbIX 33
70% BCcex cnydaeB MHOEKLMN KPOBOTOKA C MHOXXECTBEHHOM NEKAPCTBEHHOM
ycTomumBocTblo B EBpone. ccnepnoBaTtenun o6Hapy»>xunm 90 pasnmyuHbiX TUMOB
3aLLUMTHbIX 060M104eEK, ABEe TPETU N3 KOTOPbIX paHee He 6blNIn 3a40KYMEHTUPOBAHbI.
PaboTa nokasana, Yto 6aKTepmm CNocobHbl 0O6MeHMBaATbCA reHaMM, KOOANPYOLWMMM
3TW Kancysbl, YTO CMNOCOB6CTBYET BbICTPOMY PaCcNpPOCTPaHEHUIO PE3UCTEHTHOCTMW.
Co3paHHaga umodpoBaqa 6a3a AaHHbIX CIYXXUT OCHOBOMW O/19 pa3paboTKM HOBbIX
TapreTHbIX BaKUWH U MEeTOO0B NIeYeHUs], KOTopble CMOryT NpobuBaTb 3aLLUTy
Hambonee onacHbIX LULTAaMMOB, He HaHOCH Bpeda None3sHom Mnmkpodgnope
KULLEYHMKA. YUYeHble NoguyepKMBaAtOT BaXXHOCTb rNo6anibHOro c6opa gaHHbIX, TakK KakK
TUNbl Kancyn 3Ha4YNTENbHO pPa3finyatoTca B 3aBUCUMOCTM OT pPermoHa, HanpmumMep, B
BenunkobputaHmum n HopBermm GOMMHUPYIOT OOHMU LUTaMMbl, a B [MakncTaHe U
Manasu gpyrue. 3To OTKPbITUE KPUTUUECKU BAXKHO A19 60pbbbl C pacTyLlen
Yyrpo30oM aHTUMUKPOBHOM pe3ncTteHTHocTn (AMR) 1 NnpegoTBpaLleHMa BCMbIWEK
TaXKenblX MHOEKLUN, BbI3BAHHbIX MHBAa3UBHbIMUY LUTAMMaMM MaTOMeHOB.

Fno6anbHana ounoreorpadma 6bICTPO pacnpocTpaHsaiolencs
MynbTUpPE3UCTeHTHOM nuHuM Ural 4.2 Mycobacterium tuberculosis
(Nature Communications) Chitwood, M.H., Rancu, I, Song, Y. et al. The global phylogeography of

rapidly expanding multidrug resistant Ural lineage 4.2 Mycobacterium tuberculosis. Nat Commun
(2026). https://doi.org/10.1038/541467-026-71193-6

10 MapTa B Nature Communications ony6nmMKoBaHO nccnegoBaHme o rnobanbHOM
pacrnpocTpaHeHNN MyNbTUPE3UCTEHTHOM NUHUK 4,2/Ural Mycobacterium
tuberculosis. ABTOpbl NpoaHanmU3npoBanm KPYnHbIM OTKPbITbIA MAacCMUB MPUMEPHO
n3 200 TbiCAY NOTHOreHOMHbIX MocnegoBaTenbHocTen M. tuberculosis 1 Boigenvnmn
Knagy (rpynny opraHmamMoB) 13 1604 fieKapCTBEHHO-YCTOMUYMBbIX U30NATOB C
KOHCepPBaTUBHbIMU MyTaLUAMU PE3UCTEHTHOCTU. Hanbonee BepoOATHOM CTPAHOMN
NMPOUNCXOXOEHUSA 3TOM KNnaabl Ha3BaHa Poccusa. [laniee aBTOPbl PEKOHCTPYUpPOBaAIm
HEeCKOJIbKO HE3aBUCUMbIX MUTpPaLUn ns Poccmm n MongoBbl B Apyrme cTpaHbl
EBponbl 1 A3nn. No oueHKe nccnegoBaHus, 3Ta Klaga paclumpseTca 6bicTpee, YeM
conocTaBMMble Kagbl TOM e NnHuM Ural. B cTaTbe noguyepKmnBaeTcs, YTO Takadq
dunoreorpadmyeckaa KapTUHa yKasbiBaeT He TOTbKO Ha YCTOMYUBOCTb
BO36yauTend, HO M Ha BbICOKYIO 3NMMNOEMUONOMMYECKYIO YCMEeLWHOCTb KOHKPETHOro
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KnacTepa. ABTOpbl NPAMO Ha3blBaloT LUMPOKOE pacrnpocTpaHeHMe 3ToM Knaabl
3HaUYMMOWM rno6anbHOM Yyrpo30iM U AenatT aKLEeHT Ha HE06X0OUMOCTU FTEHOMHOIO
Ha430pa ANA OTCMIeXMBaAHUA JaNbHENLLEN 3BOMIOLMU U TPAHCIPAaHUYHOIO
pacnpocTpaHeHUs MyNbTUPE3NUCTEHTHOIO Ty6epKyesa.

MeTareHoMHoOe rlpoq:unupoaal-me aHTuMMKPOGHOﬁ P€3UMCTEHTHOCTMU B
CTOUHbIX BOoAlaX KpPYnHbIX ropoaos UHAUM
(Nature Communications) Singh, N.K., Garg, P., Kumari, S. et al. Metagenomic profiling of

antimicrobial resistance in wastewater from metropolitan cities of India. Nat Commun (2026).
https://doi.org/10.1038/s41467-026-70702-x

17 mapTa B Nature Communications Bbiwwna pa6oTa No METareHOMHOMY
MOHUTOPUHIY aHTUMUKPOOBHOM PE3NUCTEHTHOCTM B CTOUHbIX BOOAX YeTbIpex
KpYMHbIX FropoaoB MHonun. UccnepgoBaTtenun cobpanu npobbl M3 19 Touek B nepumog c
MapTa 2022 roga no MapT 2024 roga 1 NpoaHannsnpoBanm nx MetTogom shotgun-
MeTareHOMMKU. ABTOPbI MOKa3asun, YTO MUKPOGHble COObLLEeCTBa 3aMeTHO
pasnunyanmcb Mexxay ropogamm n opmMmMpoBanmn BblpaXKeHHble ropoa-
cneumndPUYHbIe KnacTtepbl, XOTS aHANOMNMYHOM YeTKOM cTpaTUdUMKaLMNKM MO caMUM
npoduUIaM reHoB yCTOMYMBOCTM He Habnoganoch. MNpn peKOHCTPYKLUUM FEHOMOB
N3 MeTareHOMHbIX OaHHbIX 6bl/la BbIIB/I€HA BbICOKas 40149 NOTEHLMANbHO HOBbIX
MOBUMbHbIX FeHeTUYecKmnx afieMeHToB (MAG) — oT 53% o 70%. OTaenbHO
OTMEYEHO, YTO reHbl YCTOMUYMBOCTM K TETPAUMKIIMHAM 1 6eTa- NakTaMaM Yalle 6binm
CBA3aHbl C MOBUMbHBIMU FEHETUYECKUMU DNIEMEHTAMMU, YEM FeHbl YCTOMUYUBOCTU K
MaKponungaMm. Pa6oTa No3mMuUMOHMPYET CTOUHbIE BOAbI, KaK MPaKTUYECKUN
MHCTPYMEHT OONITOCPOYHOIro reHOMHOIo Hafg30pa 3a aHTUMUKPOBHOM
PE3NUCTEHTHOCTbIO U MOKa3bIBAaeT BO3MOXXHOCTU MeTareHOMMKUM gna paHHero
BbIABNIEHUSA PErmoHarnbHbIX OCO6eHHOCTEN aHBTMUKPOBHOM PE3UCTEHTHOCTMW.

PasnuuyHas reHOMHasl TpaeKTopMs cpeau MHBa3UMBHbIX UHPEKLUMN,
Bbi3BaHHbIX Salmonella Typhimurium ST313
(Nature Communications) Jia, C., Zhou, H., Cao, Q. et al. Distinct genomic trajectory among invasive

Salmonella Typhimurium ST313 infections. Nat Commun (2026). https://doi.org/10.1038/541467-026-
70196-7

B Nature Communications ony65inkoBaHo rnob6anbHoOe reHOMHOe uccrnegoBaHme
MHBa3MBHbIX MHPeKLMM Salmonella Typhimurium ST313. ABTOopbl co6panu
KPYMNHENLLMIN Ha cerogHsa Habop gaHHbIX, BKAOUMBLLNK 11 361 reHOM MHBA3MBHbIX
HeTudpoungHbix Salmonella yenoseka u 3115 reHoMoB ST313 13 pa3HbIX ICTOYHUKOB.
DUNOreHOMHbIN aHaNn3 NO3BOJIMN BblAENTb BbICOKO aHTUOUNOTUKOPE3IUCTEHTHYIO
cybnumHuio 2,4 1 HoByto emerging lineage 4. B cTaTbe roBopuUTCS, YTO Habntogaemada
KapTUHa cornacyeTca C MEXXKOHTUHEHTaNbHbIM pacnpocTpaHeHmneM ST313,
BO3MOXXHO CBA3aHHbIM C COBPEMEHHbIMU MOTOKAMU MepeMeLLeHMNa Nogen n
6momaccebl. CybnmHua 2,4, BbitecHuBLIaga lineage 1, HeceT reHbl ESBL, BKto4as
blaOXA-1 n blaCTX-M-15, yacTo cBA3aHHble C MOBUSTbHbIMU 3NIEMEHTaMU, YTO
YKa3blBaeT HA TEHOEHUMUIO K OaNbHENLLEMY YCUNEHUIO PE3UCTEHTHOCTU BHYTPMU
lineage 2. JlononHUTeNbHble FrEHETUYECKNE N3MEHEHMA, BKIOYAa HaKomnieHume
nceBOoOreHoOB U NPU3HAKM NO3UTUBHOIO 0T60pa GYHKLMOHANbHbIX FEHOB, MOINU
MOBbICUTb MHBA3MBHOCTb U KOHKYPEHTOCMNOCOBHOCTb KfoHa. PaboTa nogyepKkuMBaeT
Heo6Xx04MMOCTb YCUIEHHOINO FEHOMHOIO Haa3opa 3a ST313.
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13. FepMMHanbHoOe peaaKTUPOBaHUE, AOCTYNHOCTb U CTOMMOCTDb
reHorepanumm

(3Tnueckme gebatobl, perynaTopHble QUCKYCCUN)

Cel(blopu'rusauuﬂ KaK cpeacTBoO onnaTtbl KJIeTOUMHOM U FreHHOM TepanMum
peaAKuMx 3a6oseBaHMM: MMUTALIMOHHOE McceaoBaHue
(Gene Therapy) Lu, .M., Cherla, A.J., Carter, A\W. et al. Securitization as a means to pay for cell and

gene therapies for orphan diseases: a simulation study. Gene Therapy (2026).
https://doi.org/10.1038/s41434-026-00604-6

B »xypHane Gene Therapy ony6nnMKoBaHa cTaTbd, NocBaWeHHasa GUHAHCUPOBAHUIO
KNEeTOYHbIX U FeHHbIX Tepanunii ang opdaHHbIX 3a6onieBaHUN. ABTOPbI UICXOOAT U3
TOro, YTO rMaBHOM NPO6EeMOM TaKUX METOOB ABNAETCH OUYeHb BblCOKad pa3oBad
LLeHa npwu HeonpeaeneHHOCTU A0NTrocpoYHom apPeKTUBHOCTU. B cTaTbe
OTMeuaeTcs, YTO CYLLECTBYIOLLME CXeMbl OMNaTbl B PacCPOYKY, OCHOBaHHbIe Ha
pe3ynbTaTax le4eHUs, COOKOM Ha MATb 1IeT He4O0CTaTOUYHO peLuatoT Nnpobrnemy
KITMHUYECKOMN N1 SKOHOMUYECKOM HeonpeaeneHHoCcTU. BMecTo aToro npennaraeTcs
Mogenb 30-neTHUX BbiNaT B GopMe aHHYMUTETOB, 3aBUCALLUX OT KITMHUYECKOro
pe3ynbTaTa, MPW KOTOPOM MaTeXXmM Ny4ylle COOTHOCATCH C TEM, KaK BO BPEMEHU
HaKan/MBaeTCcs KIIMHUYeCcKas Nosb3a. YTo6bl caenaTh Takyk CXeMy NpueMnemMon
019 KOMMaHMI, aBTOPbl 0O6aBNAI0T CEKbIOPUTU3aLMIO, MpaBa Ha ByayLimMe NnaTeXxXu
MOXXHO 06beAUHATb U NpoaaBaTb MHBECTOPAM KakK LieHHble 6yMaru. Ha npmumepe
Zolgensma c noMoLLbio MoaennpoBaHUa MoHTe-Kapio nokasaHo, YTo Takad
MopaeNb MOXXeT O4HOBPEMEHHO CHM)KaTb ONaceHMs No NoBoay LLEeHHOCTU U
OOCTYMHOCTW AN19 NNaTeNblMKOB, yMeHbLLaTb 6apbepbl A4OCTyNa A4 NauneHTOB U
COXPaHATb SKOHOMUYECKME CTUMYIIbl A9 pa3paboTynKoB. Mo cyTn, paboTa He
MeHSAEeT KIIMHUYECKUX JaHHbIX MO reHoTepanuam, Ho NpeasaraeT KOHKPETHbIN
MeXaHM3M Toro, Kak caenaTb UX onnaTy M AocTyn 6onee pearMcTUYHbIMK AN
CUCTEM 34PaBOOXPaHEHMUS.

3anyck koMmnaHum Origin Genomics A1 OTBETCTBEHHOro
penAaKTMpoBaHMUA 3apoabilueBon nuHuM B CLUA

(BUSINESS WIRE)

19 mapTa 2026 roga cepmmHbIN BUOTEXHONONMYECKUI NpeanpuHmnMaTtenb Katn Tam
o6bsiBUMIa O 3anycke komnaHuu Origin Genomics, 6a3upyoLeinca B Hoto-Mopke.
[eaTtenbHOCTb KOMMaHUM cOCpeaoToYeHa Ha BbICOKOTOYHOM UCMPaBfiEHUUN FrEHOB B
3apoabileBOM NTMHUM A9 NPeaoTBPaALLEHUA TSHKENbIX HACNeACTBEHHbIX
3a6o5ieBaHMM Ha caMbIX PaHHUX CTagMax XXU3HU. PaboTa BegeTca nof CTPOormm
Ha430pPOM HE3aBUCUMbIX 3TUYECKUX KoMuTeToB (IRB) 1 B NONMHOM COOTBETCTBUM C
depepanbHbIM 3aKoHogaTenbcTBoM CLLUA. OcHOBHOE BHMMaHUe yaenaeTca
MyTauuam B aaepHoin JHK, BbI3bIBalOLLMM XOPOLLO M3YyYEHHbIE HAacIeACTBEHHbIE
6onesHn. Kpome Toro, KoMnaHuma niaHMpyeT BHEAPUTb TePanuIo 3aMeLLeHns
MuUToxoHaApun (MRT) Nnpu yCrnoBumM NPUHATUA COOTBETCTBYIOLLLETO
3aKoHoOOATeNNbCTBA. [JOPOXKHAA KapTa UCcCriegoBaHUM BKITIOYAET NOBbILLEHUE
TOUYHOCTU PEeaaKTUPOBAHUSA, CHUXKEHUNE MO3auLM3Ma U NPOoBeAEHME TLWATENbHOIO
aHanm3a BHeueneBbiX 3¢dPeKTOB B SIMOPUMOHANIbBHOM KOHTEKCTE. ITOT 3anycCK
3HaMeHyeT co60M HOBbIM 3Tan B AUCKYCCUM O OOCTYMNMHOCTU U STUKE Fr€PMMUHANIbHOIo
penaKTMpoBaHMA, NogYe pKMBag HEOH6XOOAMMOCTb NPO3pPaYHbIX PErYNATOPHbIX
pPaMOK 1 Hay4dHoro dyHOoaMeHTa 419 OTBETCTBEHHOIO nporpecca. KomnaHus

24



CTPEMUNTCH CO30aTb HOBYHO KaTeropmio megmuUmnHbl, rOTOBYIO K AOJ/ITOCPOYHOMY
BITNAHWNIO Ha 30pPpOBbe 6y,u,y|.u.mx MOKONEeHUN, npm 3TOM (bOKyCMpyS:ICb
NCKITIOYUNTENIbHO Ha NUCCeaoBaTeJIbCKUX Uendx Ao noarBep>xXaeHun4d NosTHOM
6€30MacHOCTU TEXHOMOI M.

Hy)>HO COXpaHfiTb MMNYJIbC Pa3BUTUS F€HHbIX Tepanum

(Nature Medicine) Keep up the momentum for gene therapies. Nat Med 32, 769 (2026).
https://doi.org/10.1038/s41591-026- 04311-y

13 mapTa Nature Medicine ony6nnkoBan pegakKuMOHHYIO CTaTbiOo O TEKYLLEM
COCTOSIHUU CEKTOpa reHeTU4YecKmnx Tepanmin. Ee ocHoBHoOM Tesnc chopMynmMpoBaH
NPAaMo: 061aCTU reHETUYECKUX Tepanmm HeEO6XoOMMbl YCTOMYMUBDLIE MHBECTULIUN,
MPO3pPaYHOCTb N HAAEXXHble perynaTopHble paMKu, YTo6bl NpeoaosieTb HegaBHMeE
TPYAHOCTU U NPOLO/IKUTb MepeBO HOBbIX TEXHOMOMMM B peasibHYyIO NMonb3y Ans
nauneHToB. MaTepuan He NOoCBALLEH OQHOM KOHKPEeTHOM nnaTtpopme, a
paccMaTpMBaET CEKTOP B LLe/TIOM — KaK 0611acCTb, e BbICOKME Hay4YHble OXXUOaHUS
CTaNKMBAKOTCH C KOMMEPYECKUMU, PErynaTOpPHbIMU U OpraHM3aLLMOHHbIMU
orpaHn4YeHnsIMU. B 3TOM CMbICe CTaTbs XOpPOoLIO NoaxoauT K pasgeny o
OOCTYMHOCTU, CTOMMOCTU U pPerynaTopHbIX OUCKYCCUAX BOKPYI reHoTepanun.
AKLIEHT caernaH He Ha MexaHun3Max CRISPR unum otaenbHbIX KNTMHUYECKUX OaHHbIX, a
Ha TOM, KaKMe CUCTEMHbIE YCNOBUSA HYXXHbl 419 TOro, YTo6bl Pa3paboTKU He
OCTAHOBMWJINUCb Ha 3Tane NUIOTHbIX ycrexoB. a9 oTpacnum 3TO BaXXHbIX CUIFHaN o
TOM, YTO cnenytowaa dasa pasBUTUA PbiIHKA 3aBUCUT HE TONTbKO OT HayKU, HO 1 OT
APXUTEKTYPbl PUHAHCUPOBAHUSA N PErYIMPOBaHUSA.

Co3aaHMe NEeKCUKOHA reHHOro peAaKTUpPOBaHMUSA: MoAeNb ANA peaAKMX U
HacneaAcTBeHHbIX 3a60oneBaHUM

(Gene Therapy) Valentino, L.A,, Hermans, C., Coffin, D. et al. Building a gene editing lexicon: a model
for rare and inherited disorders. Gene Ther (2026). https://doi.org/10.1038/s41434-026-00596-3

B Gene Therapy ony6snkoBaHa cTaTba O pa3paboTke CTaHOAPTU3NPOBAHHOIO
crnoBaps ANna obCy)XAeHUa reHHOro peaakTUpoBaHUA NpU peaKux u
HacneaCcTBEHHbIX 3a6oneBaHUAX. ABTOPbl MCXOAAT U3 TOro, YTO MO Mepe
NPOABUXEHUSA KNETOYHbIX U T€HHbIX TEXHONOIMMU B KIIMHUKY CTAaHOBUTCA
KPUTUYECKM BaXKHbIM, YTOObI MAaLMEHTbI, CEMbWU, Bpayn U ApYyrme Y4aCcTHUKHU
MCMNOIb30BaNU ACHbIN, TOYHbIN M €AMHO06PA3HbIN A3blK. B cTaTbe NnoguyepKmMBaeTcs,
UTO TaKMEe JIEKCUKOHbI MoAaEPXMUBAOT MOHMMAHUE CITOXHbIX TEXHOMOMMMN,
obneryarT COBMECTHOE NpUHATUE pelleHnn n MHOOPMUPOBAHHOE corniacue Ha
yyacTue B UccrnegoBaHuax u, B byayuleM, Ha Bbi6op Tepanmu. B kKaduecTtBe Moaenu
npepncrtaeneH cnoeapb No CRISPR-Cas9 gna remodpunmm, paspaboTaHHbIN Ha
OCHOBe MHTepPBbIO, language audit, workshops n KoHCcynbTauUiM C KNIMHULUCTAMM,
aKcnepTaMu No reHHoOM Tepanmun 1 NauUeHTCKUMU OpraHmnsaunamm. ABTopbl
npegnaralT pacCMaTPMBaTb 3TOT MPOEKT KakK LWA6GA0oH Ana apyrmx
TepaneBTUYECKUX obnacTten, roe 6apbepbl 4OCTYMa K UHPOPMaLUM U CITOXXHOCTb
TEPMUHOMOMMNK BAMAIOT Ha NPaKTUYeCcKoe BHeApPEeHME HOBbIX FeEHETUYECKUX
TEXHONOrnMN.
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14. ASO-Tepanuu u PROTAC-Tepanum

(o9 nopaBneHMAa MNM yCcTpaHeHUa NOCNeaCcTBUIM NAaTOreHHbIX BApUaHTOB)

KomnaHus Biogen npeacraBu/ia AONOJIHUTEIbHbIEC AlaHHbIe NO
npenapaty CanaHepceH, AeMOHCTPUPYIOLLME HOBbIEC AABUraTe/ibHbie
3Tanbl pa3BuTUA Yy AeTen ¢ CMA, paHee no/lyyaBlUMX reHHYIO Tepanuio

(Biogen)

Biogen npencraBuia 4ononHUTENbHbIE pe3ynbTaTbhl MccnegoBaHma ¢asbl 1b
salanersen, nccrnenyeMoro aHTUCMbICNIOBOIO ONTMIOHYK1IeoTUAa Ans CNMHaNbHOMN
MbILLEYHOM aTPOodUU C PEXUMOM BBEOEHMA OOUH pa3 B rod. B aHanu3 Bownu 24
pebeHKa B Bo3pacTe oT 0,5 0o 12 neT, y KOTOpbIX NOc/ie NepeHeceHHOM reHHoW
Tepanmm onasemnogene abeparvovec coxpaHsanca cyb6onTuManbHbIM KITMHUYECKUIA
CTaTyC M 6bl71 MOTeHUMan ang ynydweHuma. KomnaHua coobuaeT, 4to salanersen B
LLE/TOM XOPOLUO NEPEHOCUSICS, a Y BCEX 24 YHYAaCTHMKOB OTMEYasioCh yy4lleHne XoTs
6bl N0 OQHOMY U3 N3YYaBLUUXCA NOKa3aTesier Mo CPAaBHEHUIO C UCXOOHbIM YPOBHEM.
Y NauneHTOB C NOBbIWEHHbIM MCXOAHbIM YPOBHEM S1€rKOW Lenun HempoduiamMeHTa
HabnoOanoCchb CHMXEHUE 3TOro MapKepa HempogereHepaunm Ha 75% K LWecCTur
MecauaMm, 1 3ToT addeKT coxpaHancsa panee. OcobeHHOo BblaeneH GyHKLMOHANbHbIN
pe3ynbTaT, 12 U3 24 geten [oCcTUrinmn, Kak MUHMMyM, OAHOM HOBOM MOTOPHOW BEXU
BO3, npunyeM Bce yHaCTHUKU COXPaHUNUN HaBblKU, UMeBLUMECH Ha MUCXOOHOM
ypoBHe. OgHoBpeMeHHO Biogen npeacrtasuia gmMsamH rnobasnbHOM NporpamMmbl
da3bl 3 STELLAR-1, STELLAR-2 n SOLAR, KoTOpada Ao/mMKHa paclMpPUTb KITIMHUYECKYIO
oueHKy ASO B pa3HbIx nogrpynnax naumeHTos co CMA.

KoMnanusa lonis 06baBNSIeT O TOM, YTO 3asiBKa Ha PerMcTpaLmio HOBOro
npenapara 3sM/iraHepceH Ans neyvyeHusn 6onesHun Anexkcangpa (AxD)
npuHaTa FDA ana npyuopuMTeTHOro pacCMOTpEeHUsA

(lonis Pharmaceuticals)

23 mapTa lonis Pharmaceuticals coo6wmna, 4yto FDA npmnHAano 3aaBKy Ha
perncTpauuto HoBoro npenaparta anga zilganersen npu 6onesHn AnekcaHgepa v
Ha3Hauyuno npenapaTty NPUopUTETHOE paccMoTpeHUe. B penunse npenapat onmcaH
KaK nccrnegyeMoe nekapcTBo, HauerneHHoe Ha PHK, aong pegkoro,
MporpeccupytoLLero 1 4acto gpaTtanbHOro HeBpoJsiormyeckoro 3abonesaHua. FDA
ycTaHoBuno gaty PDUFA Ha 22 ceHTa6pda 2026 roga. KoMnaHUs yTOYHAET, YTO
3a9BKa OCHOBaHa Ha K/1tloMeBOM uUccnenoBaHuu, rae zilganersen 50 Mr nokasan
CTAaTUCTUYECKUN 3HAUMMYIO U KITMHUYECKM 3HAUYUMYIO CTabumMsaumio no nepBUYHoOmM
KOHEeYHOM TOUKe, CKOPOCTU Xxoabbbl No TecTy 10-MeTpoBOM XoaAbbbl Ha 61-M Hepene.
MprBeaeHHaa B COOBLLUEHNUN pa3HMLLIA CPeAHUX MO MeToay HAaMMEHbLUUX KBagpaToB
cocTtaBuna 33,3% npu p=0,0412. lonis TakKXXe OTMEeYaeT, YTo pe3ybTaTbl NO
KO4YEBbIM BTOPUYHbBIM U UCCNefoBaTe/IbCKUM KOHEYHbIM TOYKaM, BKtoYas
apanTMBHble PYHKLUNMN, KOMMYHUKALMIO, XKENMYOOUYHO-KMNLLEYHble CUMMTOMbI, COH U
cyooporu, nocnegoBaTenibHO 6/1aronpuaTcTBOBanmM npenapaTty. MccnepoBaHue
6b110 rno6anbHbIM, MHOMOLLEHTPOBbBIM, PAaHAOMU3NPOBAHHbIM, LBOMHbBIM ClE€MbIM U
BKNOUYMNO 54 yyacTHUKoOB oT 1,5 0o 53 neT B BOCbMM CTpaHax. MexaHUCTUYEeCKH
zilganersen HanpaBneH Ha NogaBneHue n3bbiIToduHOM Npoaykunm GFAP.
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Arvinas o6baiBNIfieT 0 NOJIOKMUTENbHbIX AaHHbIX ¢a3bl 1 no ARV-102,
AEMOHCTPMpYIOLUMX 60/ee BbIPpaXXeHHOE CHMXXEHME LeneBoro 6enka

(Arvinas)

18 MmapTa Arvinas ony6nunkoBana gaHHble ¢a3bl 1 mo ARV-102, nepopasnibHOMY
perpanepy PROTAC, HaueneHHoMy Ha LRRK2 npu 6one3Hu MNapKuHcoHa. CornacHo
penusy, npenapaTt NpoaeMOHCTPUPOBan NPOHUKHOBEHUE B LEHTPAIbHYIO HEPBHYIO
cuctemMy. Ero KoHUeHTpaumMm B CMIMHHOMO3IOBOM XXUOKOCTU yYBENUYMBANTUCH
00303aBUCUMO, a K 14-My OHIO Ha BCEX U3YYaBLLUUXCSH O03aX OOCTUranocb NpUMepHO
50% wnnu 6onbluee cCHMKeHMne ypoBHA LRRK2 B CMMHHOMO3roBOWM XXUOKOCTU,
KOTOpPOE yaep>XXMBaNocb Ao 28-ro AHA. KoMNaHusa Tak)Ke COO6LLAeT O CHUXKEHUU
MapKepoB 3HAO0/IN30COMHOM ANCPYHKLUNM N HEMpPOBOCMNaneHus, Bktodaa CD68 un
GPNMB, paHee cBf3aHHbIX C HEMpOAereHepaTUBHbIMU NpoLeccaMm Npu 6one3Hun
MapKMHCOHAa M NporpeccupyoLlemM HagbagepHoOM napanunye. MccnegoBaHue 6bi10
PaHOOMMU3NPOBAHHbBIM, OBOMHbLIM CNenbiM, N1aLe60-KOHTPONIUPYEMbBIM U
oueHunBano o3bl 20, 40 n 80 Mr oauH pa3 B CyTKU Ha MPOTXXEHUU 28 AHEMN.
Mpodunnb NepeHOCUMOCTM ONUCAH KaK 61aronpuUATHbIN: CepPbe3HbIX
HeYXenaTesNibHbIX ABNE€HUN, OTMEH NeYeHMna U CMePTEN HE 3apernmcTpmnpoBaHo.
Arvinas Ha OCHOBaHUUM 3TUX OaHHbIX 3asBUSIa O HAMepeHun nepenTtn K pase lby
naumeHToB c NHI, paccMaTpuBag MapTOBCKUE pe3y/ibTaTbl KaK MoaTBepXXaeHue
BO3MOXXHOCTU KNIMHU4Yeckoro npmnmMeHeHmna PROTAC-noaxona B
HenpopereHepauumn.

CUuHTeTHMUYECKME reHHbIe Nnpenapartbl MOryT HapyliaThb npouecchl
BoccTaHoBneHua AHK

(Karolinska Institutet)

Karolinska Institutet ony6nmnkoBan coob6leHmne o paboTe, MOCBALLEHHOM
BO3MOXXHOMY BITUSAHUIO aHTUCMbICIOBbIX ONTUTOHYKTIEOTULAOB Ha KNeTOYHble
MeXaHM3Mbl penapauumn JHK. B HOBOCTM roBOpUTCS, UTO UCcnegoBaTenn nlydvanm
docdopoTnoaTHblie ASO, KIacc MOMEKYN, Y)Ke MCMOJIb3yeMbIX B KITMHUYECKOMN
NPaKTUKEe N aKTUBHO pa3BMBaEeMbIX B HOBbIX MporpaMmmax. Mo gaHHbIM aBTOPOB,
TaKme MoseKy bl CMOCO6HbI CBA3bIBATbCA C KNto4YeBbIMU pepMeHTaMK penapaumm
OHK 1 HakanmMBaTbCHa B MMIOTHbLIX A0E€PHbIX KNacTepax, YTO MOXXET 3anyckKaTb
CUrHan oTBeTa Ha noBpexaeHme [HK ga)ke npu oTCyTCTBMU peanibHOro
noBpexxaeHus. B matepurnane otoenbHO Nog4YepKMUBAETCSH, UTO pe3ybTaTbl HE
cnenyeT HanpsMyto TPAaKTOBaTb KakK CBUAOETENbCTBO KITMHUYECKOM HEMPUIOAHOCTM
ASO. NccnepoBaTenun oroBapMBaloT pasnnume Mexay 3KCrnepmMeHTanbHbIMMU
YCNOBUAMU N KIIMHUYECKUM MPUMEHEHMEM, IOe KOHUEHTpaUMmM B aape MoryT 6biTb
Hu>xe. OCHOBHOWM aKLUEHT caenaH Ha ApyroMm, no Mepe pacwmpeHmna ymcna ASO-
npenapaToB U KNMHUYECKUX MPOrpaMM Takme gaHHble CTaHOBATCSH Ba)XHbIMU ONnd
OLUEHKM 6e30MacHOCTU, and 6osiee TOYHOro MOHMMaHUSA BHYTPUKIETOUHbIX
a¢ddeKTOB MONeKyn u anga éynyulero oMsamHa reHeTUYeCKMX NIeKapcTB.

AHTHUCMbIC/IOBOM OJIMFOHYK/I€OTULL CHMIKAET YMCJIO CYAOPOIKHbIX
NPUCTYNOB Yy AAeTEe C CUHAPOMOM [lpaBe

(PCR News)

PCR.news coobLwmn o ny6nmkaunm pesynbTaToB KNMHUYECKUX UcCrieqoBaHUM
30peByHepceHa y oetel c cuHapoMoM [pase. MNpenapaT npeacraensaeT co6om
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AHTUCMDbICITOBOU ONTIUITOHYKNEeoTUA, NpegHa3HayvyeHHbIN AN yBerIMYeHUs npoayKumnm
dyHKUMOHanbHoro 6enka NaVl,1 n3 HenoBpexageHHoM Konmm reHa SCN1A. B
MaTepuane obbacHAeTCs, YTO MosieKyna cBa3biBaeTcs ¢ npe-MPHK SCN1A un
npenoTBpaLlaeT BKNOYEeHME TaK Ha3blIBAEMOIo TOKCUYHOIMO 3K30Ha, TEM CaMbIM
MoBbILWAsA CUHTE3 NpoayKTBHOM MPHK 1 akcnpeccuio kaHana. B oByx
nccnepgoBaHmax dasbl 1-2a, MONARCH n ADMIRAL, oueHMnBanm 6e30MnacHoOCTb,
PapMaKOKNHETUKY, BIIMIHMUE Ha YaCTOTy MPUCTYNOB, obLlee KNMHUYECKoe
COCTOSIHME, Ka4YeCTBO XXU3HU 1 aganTuBHOe noBegeHue. B aHanuns Bowen 81
nauneHT B Bo3pacTe oT 2 A0 18 neT ¢ NnaToreHHbIMU UM BEPOATHO MAaTOreHHbIMU
BapumaHTamMum SCNIA. Mo coobLueHUto n3gaHma, Ha GoHe Tepanum YyacTtoTa
MPUCTYNOB Yy YacTU OeTeN CyLeCTBEHHO CHMU3MNACh, B OTAENIbHbIX cny4vasax Ao 90 %,
OOHOBPEMEHHO YNyULUUINCD Ka4eCTBO XXU3HU, KOFTHUTUBHbIE U 6bITOBbI€ HAaBbIKW.
MaTepuman PUKCUpyeT BarKHOE KIMHUYEeCKoe NpoaBUMXKEHNE UMEHHO B CEerMeHTe
ASO-Tepanunm Npu peakmx MOHOMreHHbIX HEBPOJTIOFNMYECKUX 3aboieBaHUSAX.

15. Mapkepbl cTpaTUPUKaLMM pUCKa NPU HACNEACTBEeHHbIX ONyXOo/ieBbIX
cUHApPpOMaX

(reHOMHbIe, TPAHCKPUMNTOMHbIE U MY/IbTUOMHbIE MapKepbl; paboTa C ONyXoeBo TKaHblo)

MHTerpauma AaHHbIX 0 AePULUMTE rOMOJIOrMYHON PEKOMOMHAaLMM B
onyxosifiX MOJIOYHOM Xene3bl ANg KnaccuPmKaumm repMmmHaNbHbIX
BapuaHTOoB reHoB BRCA1 u BRCA2

(EBioMedicine) Fortuno C, Zhang J, Koufariotis L et al. Integrating breast tumour homologous

recombination deficiency status to aid germline BRCAl and BRCA2 variant classification.
eBioMedicine, 2026; 126

B EBioMedicine ony6nunkoBaHa paboTa, npegnaratoLuias MCNofib30BaTbh CTAaTyC
nedurumMTa roMoONOrMYHOM PpeEKOMBMHALMK B OMYXOSN MOSTOYHOM XXenes3bl KaK
AOMONHUTENbHbIN UCTOYHUK OOKA3aTeNbCTB NPU MHTEpNpeTaunm repMmHanbHbIX
BapunaHToB BRCA1 n BRCA2. ABTOpPbI NMpoaHanusnpoBanu 350 onyxonem MoIo4HOMN
»Kene3bl C COOTBETCTBYIOLLMMU Fr€PMUHASIbHBIMU OAaHHbIMU U3 YeTbipex Habopos
OaHHbIX N NpoBenn Kypauuto 15 156 repMmHanbHbIX BapUaHTOB, BK/1tOYas BapUMaHTbI
B BRCAI, BRCA2 1 opyrmx reHax npenpacrnofioXXeHHOCTU K paKy. CoMaTnyecKmnm
HR-cTaTyc oueHuBanu anropmntMmamum HRDetect, CHORD n HRDsum. MccnepgoBaHme
nokasano, 4to HR-gednumnTHbIN 1 HR-NpOPULUNTHBIN NPOPUIMN CTAaTUCTUHECKU
3HAYMMO NpeacKasbiBaOT HAaNUYME UNN OTCYTCTBUE NAaTOMeHHbIX BapUaHTOB
BRCAI1/2, a anroput™ CHORD crioco6eH 0o06aBrsiTh yTOUHSIOLLEE JO0Ka3aTeIbCTBO B
Mosib3y NAaTOreHHOCTUN MMeHHO Onga cooTBeTcTByowero BRCA-nogtuna. B
dUHanNbHOM YacTn aBTOPbI OTAENbHO NMPOBEPUIIN, KaK TaKMe npeackasaHums
paboTaloT O/ BAPMaHTOB HeonpeaeneHHoro KIIMHMYecKoro sHavyeHusa 8 BRCA1/2.
PaboTa Hanpamyo o6begnHAaeT OnyxoeBom MOJTIEKYNAPHbIN eHOoTUN U
repMMHanbHyO MHTEPMpPEeTaLUIO PUCKA NPU HAacNeOCTBEHHbIX OMyXONeBbIX
CUHOPOMaX.
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CTpPYKTypa npuopuTe3auum BapuaHToB reHos BRCA1/2 ¢
HeonpeaeneéHHbIM KIMIMHUNYeCKMM 3HavYeHUueM, BbiaBJI€HHbIX € NOMOLLbLIO
KOMMNJiIeKCHOro reHoMHoro ﬂpO(I)HJ'IHpOBaHH!I

(European Journal of Human Genetics) Nakahara, H., Niitsu, H., Toshida, A. et al. A prioritization

framework for BRCAT1/2 variants of uncertain significance identified by comprehensive genomic
profiling. Eur 3 Hum Genet (2026). https://doi.org/10.1038/s41431-026-02058-1

2 mapTa B European Journal of Human Genetics ony6imnmkoBaHa pa6oTta o
npakTUYecKom npuopuTUsaumm BapmaHTos BRCA1/2 HeonpeneneHHoro
KNUMHU4yeckoro 3HadveHusa (VUS), BbiIgBNSEMbIX NPU KOMMJIEKCHOM Mr€EHOMHOM
npoduUnmnpoBaHmm onyxonen. ABTopbl NpoaHanusmnpoBanu 2172 CGP-TecTa,
BbIMOJIHEHHbIX B KTMHUYECKOM MPaKTUKe, U NOoKa3asnun, YTo cpeaun 526 HanaeHHbIX
BapmaHToB BRCA1/2 uenbix 396 oTHocunmcb K Kateropum VUS. MNocne
MHoOroctyneH4yatom dumnbTpaumm 153 BapmaHTa 6binv 0TO6paHbl 4149 nocreaytowen
OLLEHKM, @ UHTErpaTUBHaAA cXxeMa Ha OCHoBe fecaTu in silico-npeanKTopoB cy3una
Kpyr 8o 10 Mp1MopUTETHbIX KaHAMOATOB, ABYX CMJ/lanC-CanT-BapMaHTOB U BOCbMMU
MUCCeHc-3aMeH. na BapuvaHTa BRCA2:c.67G>C (p.D23H) aBTOpPbI BbINOAHUN
PYHKLMOHANbHbIA aHaNM3 U NOKa3ain NPONyCK 3K30Ha 2, COBMECTUMbIN C MoTepen
PYHKLUMU, KITMHUYECKME HabNoaeHUsa y ABYX HOCUTENEN 3TOM 3aMeHbl TaKXe
cooTBeTcTBOBanu 6uonornm HR-gedpumumTa. ABTOpbl MOAYEPKUBALOT, UTO
npenoXeHHada paMKa MOXKeT NOMOYb CUCTEMHO OTOUMpPaTb Hanbonee
nogo3sputenbHble BRCA1/2 VUS 13 peanbHbix CGP-gaHHbIX OS5 AanbHenLWwero
PYHKUMOHANBbHOIo NOATBEPXKAEHUA U KITIMHUYECKOM NHTepnpeTaummn.

OueHKa MHCTpyMeHTa BoostDM, npeaHasHaueHHOro aonsa
nporHo3MposaHMAaA COMaTUHYECKMX BapUaHTOB, NpU MHTepnpeTalmum
repMmmHaNibHbIX BapMaHTOB B reHax, CBfA3aHHbIX C HacneaACTB€HHbIM
PaKoM

(European Journal of Human Genetics) Munté, E., Muinos, F., Marin, R. et al. Evaluation of BoostDM, a

somatic variant prediction tool, for the interpretation of germline variants in hereditary cancer
genes. Eur J Hum Genet (2026). https://doi.org/10.1038/s41431-026-02077-y

B European Journal of Human Genetics ony6inkoBaHoO nccrnegoBaHme, B KOTOPOM
aBTOpPbI NPOBEPUNU, MOXHO NN UCMoNb3oBaTb BoostDM, M3HayanbHO co3gaHHbIN
ANa pacno3HaBaHUA COMAaTUYECKUX OApanBEPHbIX MyTaunK, Npu MHTepnpeTaumm
repMUHaNbHbIX BAPMAHTOB B reHax HacneacTBEHHOM OMyXoneBom
npenpacnosioXXeHHOCTU. AHANIN3 OXBaTUI LLIECTb NFEHOB C ABOMHOW PObio B
crnopagunyeckoMm u HacrnegcTtBeHHoM pake — ATM, BRCAI, BRCA2, CDHT1, PTEN un
TP53 — u Bktounn 1275 ogHOHYKNEeOTUOHbIX repMUHaNIbHbIX BaApUaHTOB C
aKcnepTHOM Knaccudpukaumen. B uenom BoostDM npaBunbHO KnaccupuumpoBan
74,5% NaTOreHHbIX UM BEPOATHO MaTOreHHbIX U 98,6% 006pOoKayYeCTBEHHbIX U
BEPOATHO 0OBpPOKaYeCTBEHHbIX HECMHOHUMUYHbIX BapMaHTOB. [119 missense-
BAapPWaHTOB YyBCTBUTENbHOCTb 6bl/1a HUXKE, HO BbICOKas cneumdrUUHOCTb U
NOSIOXXUTENbHAA NPOrHOCTUYECKAA LLeHHOCTb COXPAaHSANUCH, OCOBEHHO MpK
BbICOKMX 3HAYEeHUAX score, Hanny4lmne pesynbtaTbl Nokasan TP53. ABTopbl
OTOEeNbHO NoAYepKMBaloT, UTo BoostDM He 3aMmeHsieT ACMG/AMP-noaxon, HO
BbICOKME 3HaYEeHUS ero score MOryT CNY>XUTb OOMONIHUTENNbHbIM apryMeHTOM B
Monb3y NAaTOreHHOCTU 1 NOACKAa3bIBaTb, KAKME BapUMaHTbl TPeBbyOT 6onee rny6oKom
KITUHNKO-OYHKLMOHANbHOM NMPOBEPKMW.
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AHanNus CTpyKTypbl U KOHCEpBaTUBHOCTMU ANA o6ocHoOBaHueA
¢yHKI.I.MOHaJ'IbHOﬁ OLleHKM MMCCEHC-BapMaHTOB reHa PMS2
(European Journal of Human Genetics) Zeuzem, N., Quilan, M., Dominguez-Valentin, M. et al. Analysis

of structure and conservation for supporting functional evaluation of PMS2 missense variants. Eur J
Hum Genet (2026). https://doi.org/10.1038/s41431-026-02072-3

B European Journal of Human Genetics ony6nnkoBaHa pa6oTta o dyHKLMUOHaIbHOM
OLLeHKe YeTblpex MUCCEHC-BapuMaHToB PMS2 y naumMeHTOB C NOOO3pPEHUEM Ha
CUHAPOM JTnH4a. UccnepgoBaHme o6beaAnHMUNO0 KITMHUYECKME AaHHbIe No

23 nauneHTaM u3 JTaTUMHCKoOM AMepUKU 1 EBponbl U AOMONHUNO UX JTabopaTopHOM
NMPOBEPKON BNNUAHUA BAPUAHTOB Ha CMJTANCUHI, CTabUNbHOCTb 6€/1Ka M aKTUBHOCTb
cucTteMbl mismatch repair, a Tak)Ke CTPYKTYPHbIM U 3BOMIOLMUOHHBbIM aHa/IM30M C
ncrionb3oBaHmeM AlphaFold2 n oueHkn ConStruct. ABTOpbl MOKa3anu, YTo
BapuaHTbl p.(Asp286Gly) n p.(Arg799Trp) BeayT ceb6a CXO04HO C AUKMUM TUMOM U,
BEPOSATHO, HEUTpPaAsSibHbl. HanpoTus., p.(Asn335Ser) u p.(1le679Thr) conpoBoXganucb
nedekTaMm aKkcnpeccum 6enka Nm akTMBHOCTU penapaumm HECOOTBETCTBUMN.
MpennoXXmnum, 4YTo 3TO CBA3AHO C POJIbIO COOTBETCTBYOLLMX aMUHOKUCOT B N-
KOHLeBOM N C-KOHLUEBOW ANMepusaumnm komnnekca MLH1-PMS2. ABTopbl
noayYepKMBALoT, YTO AS19 C/IOXKHbIX BAPMAaHTOB HeornpeaeneHHoro 3Ha4eHus
TpebyeTca MHONBUAYANMU3UPOBAHHAA OLEHKA C MHTerpaumen KNMHUYeCKunX,
onyxosieBbiX, PyHKLMNOHANbHbIX M CTPYKTYPHbIX OaHHbIX.

16. NMporHo3MpoBaHMue MYJ/ibTUPaAKTOPHbIX FreHEeTUUECKMUX PUCKOB

(PRS, nHTerpaTtmBHble Mogenu, KIMHUYeCcKasa Banmngaumsa)

Pa3pa60'r|(a M BanuMpaaLuma rnoiMreHHoOM LKanbi PpUCKa pa3BUTUA aAuabeTra
T1TMNa c yyeToM 3THMUUYECKOM npMuHagne»X@HocCcTu
(Diabetologia) Jumentier, B., Lu, T., Manousaki, D. et al. Development and validation of a trans-

ancestry polygenic risk score for type 1diabetes. Diabetologia (2026). https://doi.org/10.1007/s00125-
026-06706-5

B Diabetologia Bbiwna cTaTba 0 pa3paboTke 1 BanmMaaumm TPaAaHCITHUYECKOMN
NOSIMFrEHHOW WKanbl pUCKa ana amabeTta 1 Tmna. ABTOpbl MUCXOOAaT U3 TOro, UTO
cyulecTBytowme PRS onga TID B OCHOBHOM MOCTPOEHbl HA €BPOMNENCKUX OAaHHbIX U
PaboTaloT Xy>Ke B HEEBPOMNEMNCKUX rpyrnmnax, YTo orpaHMYmMBaEeT UX MPUrogHOCTb onsa
nonynaunMoOHHOro CKpUHUHra. [1na co3gaHmsa HOBOM MoaeNn UCMOSIb30BaHbl
KpYrnHble eBpOornemnckmne, BOCTOYHoasmMaTckme, abpoaMepmKaHCKmMe 1
ncnaHossbldHble GWAS-gaHHble no TID ¢ o6wmM yncnom cnyyaen 29 469.
CKOHCTpyMpOBaHHaA WKana o6begmHuna He-HLA KOMMNOHEHT Ha OCHoBe 6oree yeMm
MUNNMOHa BapmMaHToB ¢ HLA- KOMMNOHEHTOM paHee Oony6/IMKOBaHHOM €BpONencKom
LWKanbl. B MHOrO3THUYHOM KOropTe «Clly4amn-KOHTPOIb» M3 MoHpeana HoBada
Mopgernb nokasana AUROC 0,89 npotme 0,85 y GRS2X 1 B LLleN1oOM yny4dLwimna
UYBCTBUTENbHOCTb BO BCEX Mpyrnnax NponcxoxXaeHmMa npm coxpaHeHnm
npuemnemMmon cneunduyHocTm cebie 0,83. B HEe3aBUCUMbIX KOFropTax pe3ynbTaTt
noareepaunca. ABTopbl NPAMO CBA3bIBAOT MPAKTUYECKYIO LLEHHOCTb PaboTbl C
6onee NpaBUNbHOW FreHETUYECKOU CTpaTUPUKaumen pmcka B NonynaLUMOHHbIX
nporpamMMax CKpUHUHIra, rae BbICOKOPUCKOBbIE ML A MOXXHO paHbLUe HanpaBnaTb
Ha AayTOAQHTUTENIbHbIN M MeTAab0TMUYECKNIN MOHUTOPUHT.
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MonureHHbIC NOKa3aTesNIM pUcKa m 6one3Hb MapkuHcCOHa B IOXxHOM
Adpuke: copepuieHCTBOBaHME NPOrHO3MpoBaHUSA 3a6oneBaHMM C
ydyeToM 3THUUYECKOM npuHagieXHoCTM

(PLOS Genetics) Step, Kathryn, Ndong Sima, Carene Anne Alene, Grant, Spencer, Kim, Jonggeol

Jeffrey, Waldo, Emily, Bardien, Soraya, Mata, Ignacio F., on behalf of the Global Parkinson’s Genetics
Program (GP2),2026/03/09 Public Library of Science, doi:10.1371/journal.pgen.1012064

B PLOS Genetics ony6nnkoBaHO MUccregoBaHme NOSIMFEHHbIX LKAl pUCKa ang
6one3Hun NMapKMHCOHa B IOXXHOADPUKAHCKOM Nonynaunmn. ABTOpbl MCNO/b30Banu
OaHHble TeHOTUMNPOBaHUA 661 NauMeHTOB ¢ 60ne3Hbio NapKMHCOHa U 737
KOHTPOJSIEN U pa3nennm daHHble Ha 06y4atloLlyto M BanMaaumMoHHYo BbiI6opKKW. [ng
noctpoeHmna PRS 6bii NpUMEHEHbI CBOAHbIE CTAaTUCTUKM U3 ABYX Pa3HbIX
nccrnegoBaHMM accoumaummn, a 3aTeM NPOTECTUPOBAHbI Pa3fiMYHbIe NapaMeTpbl
npopeXXmBaHus, MOPoOrn HepaBHOBECUS MO CUEMNIEHUIO U YPOBHU 3HAYNMMOCTU P-
value. B paboTe nNoKasaHo, YTO NPOrHOCTUYECKaaA CMOCOBHOCTb OCTaeTCH
yMmepeHHomn, AUC Haxogunacb B ananasoHe 0,5847-0,6183. MNpu 3ToM Bo3pacT
OKa3asica caMbIiM CUJTbHbIM MHOMBUAYANTbHbIM NPEeaUKTOPOM, a8 MO BHOCUI
MUHUMaNbHbIX BKNaA. ABTOPbl MOOAYEPKMUBAIOT HE CTOJIbKO BbICOKYHO KITMHUYECKYO
rOTOBHOCTb Mofesin, CKOJIbKO MeToO40/10rM4ecKoe 3Ha4YyeHune pesynbTraTa. 3TO
nepBaqa oueHKa apPpeKTUBHOCTU PRS ana 6one3sHun NapKMHCOHa B CUMbHO
CMeLlaHHOW IoXXKHOoadpUKaHCKOM KoropTe. ccnepgoBaHMe OEeMOHCTPUPYET, UTO
COCTaB NPOUCXOXOEHUSA N An3aMH 6a3oBoro GWAS-mnccnegoBaHuUa 3aMeTHO
BUSAIOT HAa KQ4YeCTBO MNPOrHo3a, a BKIloYeHMe HegonpeacTtaBeHHbIX NOMNyNaumMm
HeobxoOMMo As TOro, YTo6bl NpPeunM3noHHaa MeguMLUmMHa He ocTaBanach
OrpaHMYeHHOM eBPONEeNCKMMM BbiIBOPKaMK.

1l TEXHOJIOT' MU

17. TexHONOrMmM CeKBeHUpPOBaHMSA UM aHaNMM3a AaHHbIX

(long-read, annMreHoMHoe ceKBEeHMPOBaHWE, MOBbILLEHME TOYHOCTH, CHUXKEHME CTOMMOCTH,
HaHOMOPOBOE CEeKBEHNpPOBaHME)

MocnepoBarenbHOE CeKBeHMpOBaHME NO3BOJISET BbiiBUTbh apXUTEKTYPpPY
U CNIOXHOCTb NrEHOMHbIX BapMaHTOB Yy NalmMeéHTOB € CMHAPOMOM
Anbnopra

(Nature Communications) Di, H., You, Z., Wang, L. et al. Sequential sequencing reveals the

architecture and complexity of genomic variants in patients with Alport syndrome. Nat Commun
(2026). https://doi.org/10.1038/s41467-026- 70936-9

B Nature Communications ony6/mMKoBaHa pab6oTa, B KOTOpPOW As9 aHanm3a
cuHApomMa AnbrnopTa NPpUMEHUNN NnocnenoBaTeNibHYIO CTpaTeErno CEKBEHMPOBaAHUS:
MOSTHOE 3K30MHOE CEKBEHUPOBaAHME N9 BCEN KOropThbl, a8 3aTEM NOSIHOE FrEHOMHOoE
cekBeHMpoBaHUe, PHK- cekBeHMpoOBaHWE N HAaHOMNOPOBOE OIMHHOYTEHME a4
OTO6pPaHHbIX cniyyaeB. B nccnegosaHume Bownun 555 naumMeHToOB KMTAaMCKOM KOropThl.
ABTOpPbI BbIGBUNU 431 pasnnyatowmmcsa sBapmaHT y 509 naumeHToB, TO eCTb
ONArHOCTUYECKUM pe3ynbTaT 6bin nonyyeH y 91,7% y4aCTHUKOB, MPU 3TOM 42,2%
HaMOEeHHbIX BAPMAHTOB OKa3asICb HOBbIMWU. [10NONHUTENIbHbIE MEeTOAbl CBEPX
3K30MHOI0 CEKBEHUPOBAHUSA MOMOIM pa3obpaTbecs elle B 23 cnyydasax, roe
npuYYMHa 6bifla CBA3aHa C HEKOOMPYOLWWMMU BapMaHTaMuK, BapMaumaMm ymcna
KOMUM NN CTPYKTYPHbIMU NepecTpomnkaMmn. OCoO6eHHO BaXKHbIM pe3yfibTaTOM CTasio
TO, UTO O/IMHHOE MPOYTEHME BbIABUMIO ABa HOBbIX TUMA CTPYKTYPHbIX BAPMAHTOB,
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KpYMNHble MHTPOHHbIE BCTAaBKU U CMTOXHbIE AYMITMKALMOHHO- MHBEPCUOHHbIE
nepecTporKn. ABTOpPbI MOAAKT 3Ty PaboTy He TONbKO KaK UCCredoBaHMe
KOHKPEeTHOM 60N1e3HU, HO 1 KaK Moaenb 6onee rny60Kon reHeTu4yeckom
OVNarHOCTUKM HacneaCcTBEeHHbIX 3a6oneBaHMM 33 cHET KOMGUHUPOBaHUS
HECKOJIbKUX YPOBHEN CEKBEHUPOBaHUA M aHanmM3a AaHHbIX.

LleneHanpaBneHHoOe ceKBeHMpPOBaHME ANMHHBbIX npouTteHui AHK,
AeMOHCTpMpYOLlee UBMEHeHU MeTUIMpoOBaHUeA nocne
ABYyLenoYeYyHbIX pa3pbiBOB, Bbi3BaHHbIX CRISPR-Cas9 B KneTKax
yeoBekKa

(BMC Research Notes) Zhang, Y., Wang, M,, Bi, C. et al. Targeted native long-read sequencing of DNA

methylation alterations following CRISPR-Cas9-induced double-strand breaks in human cells. BMC
Res Notes (2026). https://doi.org/10.1186/s13104-026-07761-2

B BMC Research Notes Bbilina ny6amnKaums, onmcbiBatoLwaa Habop AaHHbIX gns
TapreTHoro oJIMHHOro NpPoYTeHns HatuBHom [IJHK ¢ aHaNM30M MeTUIMPOBaHUS
nocrne gByLenoYeyHbliX pa3pbiBOB, MHOYUMPOBaHHbIX CRISPR-Cas9. Pa6oTa
npencraBnseT He CTOIbKO HOBbIV pefaKTop, CKOIbKO TEXHOTIOrMYeCKUi pecypc ans
aHann3a anureHeTUYECKMX NocneacTBUmM pegakTnpoBaHMa. ABTOPbl COOBLLAIOT, UTO
B CBA3aHHOM MccnegoBaHumM ncnonb3oBanm Cas9- assisted targeted nanopore
sequencing, YTo6bl MoOKa3aTb, YTO MHAYLMpPOBaHHble Cas9 pa3pbiBbl MOryT
HapyLlaTb Nogaep)XXaHme MCXoaHom annreHeTn4eckon nHpopmaumn. B
ony6/1MKOBaHHOM Habope OOCTyMHbl BbipoBHEHHble BAM-dannbl n CpG MaTpuLbl
MeTunmpoBaHuna 5mC mn 5hmC gnga HeCKONTbKUX F’EHOMHbIX KOHTEKCTOB,
anddpepeHUManbHO METUNMMPOBAHHbIX YH4AaCTKOB UMMPUHTUPOBAHHbIX JTOKYCOB,
reTepoxXpoMaTUHOBbLIX 061acTen, MPOMOTOPHOM anuMyTaunm MLHT u gpyrmnx
CLeHapueB, NpuyeM, KaK onasa TapreTUpoBaHHbIX, TaK U 4S9 KOHTPOJTbHbIX YCITOBUMN.
ABTOpPbI NPSMO YKa3blBaloOT, YTO 3TOT pecypc NpeaHa3sHa4vyeH Ans NoBTOPHOro
aHanunsa, MeToaoNIorM4YeCcKoro CpaBHeEHUsA N 6eHYMapPKMHIra paboymx nNpoLeccos
aHanmM3a MeTUINPOBAHMA MO OANTMHHbBIM UTEHMAM, @ TaKXXe O OanbHenwWwero
N3YyYEeHUS SMUTreHETUYECKOM HECTabUNbHOCTU Nocne paspbiBoB JHK.

Komnauum Oxford Nanopore u ADAM Innovations o6bSIBNSIIOT O
MeXAYHapOAHOM COTPYAHMUYECTBE C Lefibl0 YCKOPEeHMSA pa3BUTUSA
nepenosoM reHOMHOM MeaAULMHbI B iNOHUM

(Oxford Nanopore Technologies)

Oxford Nanopore Technologies n A.D.A.M. Innovations, ANoOHCKoe KopnopaTUBHOE
Ha3BaHWe Genesis Healthcare Co., 06baBUIN O MEXAYHAPOAHOM COTpyaAHUYECTBE
0N pa3paboTKM 1M BHeAPEHUSA B ANOHMK NepenoBbiX MPUTOXXEHUN TEHOMHOIo
CEKBEHUPOBaAHUSA U F’EHOMHOW MegUUMHbI HAQ OCHOBE KOMIM/IEKCHOMO HAHOMOPOBOIO
CeKBEeHMpPOBaHMA. Ha HayanbHOM 3Tane COTPyOHMYECTBO MOXET obecrneynTb
BHegpeHne nHGoOpMaLMOHHO HACLILLEHHOW TEXHOTOMMN CEKBEHUPOBAHUA B
peanbHoOM BpeMeHUn Oxford Nanopore B pacllMpeHHbIY nopTdenib reHeTU4YeCKoro
TecTnpoBaHma A.D.A.M. Innovations, 4TO NO3BONUT MPOBOAUTb 6bICTPbIE N TOYHbIE
reHOMHbIE TeCTbl MO HECKO/IbKMUM HanpaBieHunaM 3aboneBaHun. Llenb
COTpYyOAHMYECTBa, BHEOPUTb HOBbIe KITMHMUYECKME paboume npoLuecchbl No
CTaHfapTaM Banmgauunm, cneumndmyuHbiM ona AnoHum, YTobbl nogaep»XaTb
MaclTabupyemMmoe cekBeHnpoBaHue ¢parmeHToB HK nob6om aiamHbl npum
Pa3NYHbIX COCTOAHUAX U Bone3Hax. OTMevaeTcs, YTO CeEKBEHUpPOBaHMe,
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OXBaTblBakoLLEee NONHY FreHOMHY0 MHGOPMaLUIO, PaCLLUMPUT TOYHOCTb
TECTUPOBAHMUSA MO CPAaBHEHUIO C CYLLECTBYOLLMMU TEXHOMOrMAMU. MeMopaHayM o
B3aMMOMOHMMaHUM 6bi5T NoANUCcaH B MoconibcTBe Benmko6putaHmm B TOKMO Ha
MeponpuaTuu, NpollealweM npu nogaepxXke nocna Bennko6pmutaHum B AnoHunn. B
COO6LLEHNM TaKXKe MOBOPUTCH, YTO COTpyAHUYecTBO cooTBeTcTBYeT UK-Japan
Health Memorandum of Cooperation 1 0OMXHO YKPenuUTb MPOMbILLIEHHOE
COTPYOHUYECTBO N YCKOPUTb TPAHCNALMOHHbIE UCCNeaoBaHMUA paan Nosb3bl
nauMeHTOB B 6yayLlen peanibHOM NpaKTUKe.

KoMmnanuma Basecamp Research BbiGpana TeXHONOrmio CeKBeHMpoOBaHUA
PacBio HiFi ana peanusauum niuumaTussbl Trillion Gene Atlas

(PacBio)

PacBio cooblwmna, 4to Basecamp Research, 3aHMMaloLWwaacsa paspaboTkom
TepaneBTUYECKUX peLleHnn ¢ ncnonbsoBaHmnem NN, eoibpana HiFi-
ceKBeHMpoBaHMe PacBio Ha cucTteMe Revio Anga nonyvyeHusa KpynHOMacCLUTabHbIX
MeTareHOMHbIX JaHHbIX U3 OKpYXXatoulen cpefbl U OpraHM3MOB- XO39€B O/15
nHunumaTtmebl Trillion Gene Atlas. 3Ta Hay4yHaa MHULMATUBA NpeagHa3HavYeHa anga
reHepauunm n MogenmnpoBaHUa 6MONOrMYEeCKUX aHHbIX B MacLluTabe TPUASIMOHA
reHoB. OXkmnpgaeTcs, YTO COTPYOAHUNYECTBO NpuBeaeT K nosiydeHuto npmmMmepHo 100
000 rny60oKo CeKBEHUPOBaAHHbIX 06pa3LOoB 13 6onee YeM 31 cTpaHbl Ha NATU
KOHTUHEHTAaX, YTO CO34aCT KPYNHENLLINN N Hanbonee pasHOO6pa3HbIN Ha
CerogHALHMM OeHb BbICOKOTOUYHbIN MeTareHOMHbIN Habop AaHHbIX. B coobLueHmnmn
roBOpuUTCS, YTO NO Mepe pa3uTua MN-Mmopoenem ona 6GMONOrMYecKoro agn3amHa mx
3 PEeKTUBHOCTb BCE CUMNbHEE 3aBUCUT OT pa3HOObpa3mda, KayecTBa U F’EHOMHOIO
KOHTEeKCTa oby4yatomx gaHHbIX. HiFi-cekBeHMpoBaHue PacBio coueTaeT BbICOKYHO
TOYHOCTb C OA/IMHHbIMU PUOAMU, YTO MO3BOSIAET pa3peLlaTb CIOXKHbI€ FTEHOMbI U
MUKPOBHbIE COOBLLLECTBA, @ B METareHOMMKE COXPaHATb FEHOMHbIN KOHTEKCT Ang
MOJIHbIX LUTaMM- cneumdPUnUHbIX C60poK. XmmMma SPRQ-NX 4OMONHUTENbHO
noBbiaeT 3dPeKTUBHOCTb N SKOHOMUYHOCTb CEKBEHUPOBAHMUA, Aenasa
MacluTabHble MPoeKTbl AocTynHee. PacBio Takke 3aaBuna, Yto bynet
nopaepXXmMBaTb NPOEKT pabouynMm npoLeccamm, OTTOYEHHbIMU B MHULUMaATUBax All
of Us Research Program, Estonia Biobank 1 Darwin Tree of Life.

KomnaHusa BGI Genomics 3anyckaeT SIROmics™ ana MHTerpaumm
K/IMHMYEeCKMUX paboumux npoueccoB NGS

(BGI Genomics)

BGI Genomics o6baBumia o 3anycke SIROmMics, MHTErpUpPoBaHHOIO peLleHuns an4a
BbICOKOMPOUN3BOAUTENIbHOIO NFEEHETUYECKOIO TECTUPOBAHUA, 06 beaANHAKOLLENO
NnabopaTopHYO aBTOMaTU3aLMIO C NogaepXXnBaeMbiIMU UCKYCCTBEHHbIM
NHTENSIEKTOM aHaNM30M JaHHbIX U OTYETHOCTbIO. B penmnse roBopuTcs, 4To Lenb
nnatdopMbl, yé6paTb pa3poO3HEHHOCTb TUMNMYHOIO KNnHn4yeckoro NGS-npouecca,
roe noaroToBKa o6pasua, CeKBeHUpoBaHMe, BUonHPopMaTUYEeCKMi pasbop n
MHTepnpeTauma 4acTo pasgeneHbl Mexay HeCKONbKUMKM cnctemamm. SIROmics
OrNnmcaHa, Kak CKBO3HOM pabounm npoLuecc ¢ AByMS CNosaMU, aBTOMAaTU3NPOBAHHbIM
«MOKpbIM» MogyneM GenSIRO gna npo6onoaroToBKU M 3arMyCcKa CEKBEHUPOBAHMA U
«CYXUM» aHanNuUTU4ecknm cnoem Halos. BHyTpu Halos nporpaMMHbIi Moay b
OmicsOne npepoctaBnsaeT MA-nomMoLwb Npu oT6éope BapMaHTOB, FreHETUYECKOM
MHTepnpeTaunm n ob3ope nutepatypbl. KoMMNaHMAa TakXKe nogyepKmMBaeT
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NnpakTU4yeckne napameTpbl BHeapeHusa, nnatdopma nMmeeT MmapkmpoBky CE-IVDR,
ceptndmkaumo NMPA n y)xe ycTtaHoBneHa 6onee yeM B 100 Toukax B KuTtae. Mo
yTBepxaeHuto BGI, oonga py4yHbiX onepaumnim MOXXeT CHUXKATbCA NpUMepPHO ¢ 35% o
5%.

18. Ba3bl reHeTUYECKMX U PECHOTUNUUECKMUX AAHHbIX

(cTpyKTypa, NpUHUMNbI XpaHeHus, MO no o6paboTke faHHbIX)

AnbsIHC NO reHOMHbIM UCCNIeA0BaHUAIM PacLUMPSIEeTCH 3a CUET YJIeHCTBa
B LleHTpe reHeTUKM KoMnaHMm Regeneron u npeaocTaB/iIeHUS HOBbIX
A2HHDbIX MPOTEOMMUKM

(HNumina)

5 mapTa lllumina n Nashville Biosciences o6baBunu o pacwmpeHmnm Alliance for
Genomic Discovery nocne npucoegmHeHna Regeneron Genetics Center. No
DAHHbIM penn3a, 6a30Bbl MAacCUB alibaHCa TeNepb MOXKET BblpacTu A0 6onee yem
312 000 nonHbIX reHoMoB. OgHOBPEMEHHO aHOHCUPOBAHO HOBOE MYNIbTUOMHOE
paclumpeHume, ewwe 50 000 NoNHbIX FrEHOMOB ByayT COMPSAXKEHbl C MPOTEOMHbIMU
DaHHbIMK, @ GSK Ha3BaHa cpeam NepBbiX YHAaCTHUKOB 3TOro 3Tana. B coobLeHnm
nopgyepkmBaeTca, UTo AGD y)Xe OTHOCUTCA K KPYMHENLLUM KONMTEKUUNAM
MOMTHOMEHOMHbIX OAHHbIX U ABNAETCA KPYNHENLLINM B MUPEe 06beAMHEHMEM MOMHbIX
reHOMOB C rNy60KOMN KIIMHUYECKON MHPOPMaLMEN, MOCTyMNaloLWeN 13 BegyLlero
aKageMUn4yecKoro MeaunLMHCKoOro LeHTpa. OTaoenbHbIM aKLUEHT caenaH Ha CTPYKType
Habopa, 06e3/1nYeHHble, IMyB6oKO GEHOTUMMNPOBAHHbIE OAHHbIE U3 3NEKTPOHHbIX
MeOUNLMHCKUX KapT MO3BOMAAIOT TouHee OopMMpPOoBaTb KOropTbl 3a6on1eBaHUM U
0CO6eHHO 6oraTbl cny4vyasgaMm 6onee NpoaBUHYTbIX dopM 601e3HUN. B TepMUHax
Hallero pasaesia 3Ta HOBOCTb Ba)XKHa He KaK OTAe/IbHOe OTKPbITUE, a KaK LWwar B
Pa3BUTUMN APXUTEKTYPbI FEHETUYECKUX N PEHOTUNMMYECKUX 633, Ha KOTOPbIX
cTposaTca byaylime 6uoMeanLMHCKMe n dapmMaLeBTUYECKUE NCCNenoBaHUA.

PubMatcher: Be6-|1pu.r|0)|(e|-me Ang ynpolieHusa 6u6nuorpa¢uqecxoro
NnoMCKa U MHTeprnpeTalMmM reHoOMHbIX AaHHbIX
(European Journal of Human Genetics) Marin, V., Lannes, H., Dumont, V. et al. PubMatcher: a web

app to support genomic data interpretation through simplified bibliographic research. Eur J Hum
Genet (2026). https://doi.org/10.1038/s41431-026- 02068-z

B European Journal of Human Genetics ony6nnkoBaHa ctaTtba o0 PubMatcher —
BE6-NMPUNOXKEHUUN ANA YNPOLLEHHOIO NOUCKA CBA3EN «reH—beHOTUN» Npu
MHTepnpeTaumm reHOMHbIX AaHHbIX. ABTOPbI MULLYT, YTO B YCITOBUAX
noBcegHEBHOIroO MNPUMEHEHMUS MOTHOMO FEHOMHOIO CEKBEHUPOBAHUA OCOBEHHO
TPpy4HO paboTaTb C MaNnoOMU3y4YeHHbIMU FEHAaMU U HEMOJTHO OMNMUCAHHbIMU
deHoTnnamm. PubMatcher pewaeT 3Ty 3agavy, o6begmnHaa B O4HOM MHTepdemnce
3anpochbl K PubMed 1 HeCKoONbKMM UCTOUYHMKAM OaHHbIX, UniProt, International
Mouse Phenotyping Consortium, PanelApp, ClinVar, GenCC, OMIM 1 gnomAD.
MpunoXeHne nogaepXXMBaeT NakeTHbIN, HECTPOrmMm no ¢opmaTty BBOLA reHOB U
$PeHOTMMOB M BbIBOAUT pe3ynbTaTbhl B TabnnyHom dopmMe, coyeTad
6unbnumnorpadmyeckyro MHGopMaL Mo, OrpaHNYEeHUa No reHaMm, CBe,eHMNa O HOKayT-
Moensax, KMMHUYeCKMUX BapMaHTax U cTaTyce reH—6os1e3Hb. Ha peanbHbIX aHanmM3ax
Tpno-WGS aBTOpbI MOKa3anu, YTo nocne cCtaHgapTHOM ¢unbTpaumm B cpegHeM 70%
BapUaHTOB MPMUXOOATCSH Ha reHbl, He oTHocAlMeca K MopbuaHbiM reHaMm OMIM, a
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3HauYUT, 6GbICTPbIN MOUCK TAaKUX KaHANOATOB 0CO6eHHO Ba)eH. TakMM 06pasom,
PubMatcher oTHOCUTCA MMEHHO K MH)PACTPYKType 06paboTKU U COMPOBOXAEHUSA
reHeTUYeCKUX N GeHOTUMUYECKUX OaHHDbIX.

OzBarley: Pecypc reHeTU4YECKMUX U PEHOTUNUUYECKMUX AAHHbIX,
OTpa)I(aIOI.I.I.Hﬁ MCTOpPMIO CeneKunum ch'rpanuﬁcKoro AYMeHda
(Scientific Data) Baumann, U., Kalashyan, E., Schwerdt, J. et al. OzBarley: A genetic and phenotypic

data resource capturing the Australian barley breeding history. Sci Data (2026).
https://doi.org/10.1038/s41597-026- 07056-y

OzBarley — 3TO KOMIMJIEKCHbIN pecypc «reHOTUN-HEeHOTUM», CO3OaHHbIN ANS
noanep>XKm nccnegoBaHMmM M COBEPLUEHCTBOBAaHMA CeNeKLMU AUMeHS 3a cHeT
o6beaMHEeHNA FreHOTUNMYECKUX U GEHOTUNMYECKUX OaHHbIX /19 MOUCKa FreHOB.
OTOT 06LLEeAOCTYMHbIM HABOP AaHHbIX BKIlOYaeT reHOTUMUYeCKMe gaHHble no
NCTOPUYECKMM N COBPEMEHHDBIM 3/TUTHbIM COPTaM AYMEHS, UMEIOLLUM 3HaYeHNE
A9 aBCTpannMnckon cenekumm. PeHoTUNMYeCcKasa 4acTb COAEPXKUT
BbICOKOMPOU3BOAUTENbHYIO BU3Yyann3auumio U aHamM3 Kosloca Ha ocHoBe
PEHTreHOBCKOM KOMMbOTEPHOM TOMOrpadumu, 4To No3BoNaeT UIMEPATb TaKme
MPU3HaKW, KakK AMHAMUKa pPoCTa pacTeHUM U Mopdonormnsa cemMsaH. NMonb3oBaTtenm
MOTYT NPUMEHATb NOTHOFreHOMHbIEe accouMaTUBHbIE UCCIedOBaHUS U FTEHOMHYIO
ceneKkuuio gns BbiBIeHUA reHeTUYECKUX BapUaHTOB, CBA3aHHbIX C arpoOHOMUYECKU
Ba>XHbIMU NpPU3HaKaMun B Habopax gaHHbIx OzBarley, TeM caMbIM ycKopasa LieneBble
ceneKkuMoHHble cTpaTernn. Habop gaHHbIX AOCTYNEeH A9 CKaYMBaHUSA MO IMLEH3UN
CC BY 4,0, a nonb3oBaTenaM npepgsaraertca ,o6aBnaTb HOBble JaHHbIe NpuU
NCNOMb30BaHMU pacTUTesnibHOro Mmatepuana OzBarley B cBoOMX MccnegoBaHUSX.
Bnarogapsa omM3samnHy, cooTBeTCcTBYyOWEMY NpuHumnam FAIR, OzBarley npencrasnaet
cobom pecypc Ansa CoOXpaHeHUAa reHOTUMNOB, UMEIOLLIMX UCTOPUYECKOE 3HaAYeHMe,
N3YyYEeHUS FTeHETUYECKOW apXUTEKTYPbl aganTaunm K 3aCyLLUIMBbIM YCTOBUSIM U
pacLumMpeHmna 3HaHMM 06 YCTOMUYUNBOCTU, YPOXKAMHOCTU U KayeCcTBE COPTOB A4MEHA B
pa3HOO6pa3HbIX YCNOBUAX Cpenbl, BHOCA BKag B rNo6anbHyO NpoaoBOSIbCTBEHHYIO
6€30MacHOCTb M YCTOMUYMBOCTb CE/IbCKOIro XO3AMCTBA.

PacnpocTpaHeHHOCTb OLUMG60K B HOMEHK/IaType reHos/BapMaHTOB B
PYKONMUCHX, nogaBaeMbiX B HayYHbl€ XXypPHanbl

(Clinical Chemistry) Lisa A Lansdon, Binu Porath, Mari Mori, David T Miller, Diane Dunham Drexler,
Catherine Wattenberg, Morgan Richardson, Robert D Steiner, Peter J Freeman, Universal Presence

of Gene/Variant Nomenclature Errors in Journal Manuscript Submissions, Clinical Chemistry, 2026;,
hvag010, https://doi.org/10.1093/clinchem/hvag010

B cTaTbe Noka3aHo, YTO OLWMOBKM B HOMEHK/AType reHOB M BapMaHTOB
YHUBEPCANbHO NPUCYTCTBYIOT B PYKOMUCAX, MO4ABaeMbIX B XXypPHarsbl, M YTO 3TO
MOXXeT MeLlaTb MOUCKY U MHTepMnpeTaunm gaHHbIX. ABTOPbl OTMEYaloT, YTO TOYHbIe
OonMcaHmMa YenoBe4YeCKMX FeEHOMHbIX BAPUAHTOB KPUTUYECKM BaXKHbl 014
YCTAHOBMNEHMSA CBA3M FreH—60/1e€3Hb, HAYYHbIX OTKPbITUN U KITMHUYECKOMN
ONArHOCTUKU, OQHAKO MHOTIMe XY pPHasbl HE UMET CUCTEMHbIX MEXaHU3MOB ON4
cobnopgeHna pencrteyowmx ctaHgapToB HGVS m ISCN. XXypHan Genetics in
Medicine pa3paboTan noapo6bHble MHCTPYKLUMN A9 aBTOPOB M MPOTOKON A4
Hay4HbIX peAaKLMOHHbIX KOMaHA4 1 3aTeM BbIMONMHU CUCTEMAaTUYECKNIA 0630pP
pyKoOMucen, NnogaHHbIX 3a ABYXJIETHUWX Nepunog, C UCNosb30BaHMEM
CTaHOAPTU3NPOBAHHOW PYBPUKU U CUCTEMbDI OLLEHKU TAXKECTU OLLUMNBOK.
JononHUTENbHO 6bINO OLEHEHO, KaK OLIMBOYHas HOMEeHKNaTypa BapUaHTOB B
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yeTblpex ony6/IMKOBaHHbIX PYKOMUCAX BIMGET Ha BbiIBNIEHME C MOMOLLbIO Tpex
MHCTPYMEHTOB C OTKPbITbIM MCXOOHbIM KogoM. Mo pe3ynbTtaTtaM, 100% nogaHHbIX
pyKOMMcen He COOTBETCTBOBAsIM TEKYLLMUM CTaHOapTaM, a Ka)kaas coaepykana ogHy
WU HECKOJbKO OLLUUGBOK, CyLLLECTBEHHO CHMKAIOLWLMX BEPOATHOCTb onpeaeneHmsa
BapWaHTa Npu 06bI4YHOM MoucKe B 6a3ax AaHHbIX M NPU Kypaunuu. ABTopbl
3aKJ/1K04al0T, UTO OOHUX CTPOrMX MHCTPYKLMUIM HeQOCTaTOYHO, U NpeanaratoT
BHeOPATb B pefaKLMOHHbIe NPoLeCcChl TEXHUYeCcKoe peaaKTUupoBaHue, crieunanbHo
OPUEHTUPOBAHHOE Ha HOMEHKNaTypYy.

19. HepoceT u UM Ana aHann3a reHOMHbIX AaHHbIX

(MHTepnpeTaumsa ceKBeHMpPOBaHUSA, Moaenu, pedepeHc-naHenm)

MopaenupoBaHMe M NPOEeKTUPOBaHUE reHOMAa BO BCEX 06/1aCTAX XXM3HM C
nomMouubio Evo 2

(Nature) Brixi, G., Durrant, M.G,, Ku, J. et al. Genome modelling and design across all domains of life
with Evo 2. Nature (2026). https://doi.org/10.1038/s41586-026-10176-5

B Nature ony6nunkoBaHa pab6oTa o Evo 2, KpynHon 6Monormyeckom
dyHOaMeHTanbHOM Mogenu, npegHasHavyeHHOM s aHanms3a n NpPoeKTUPOBaHUSA Ha
OCHOBE NeHOMHbIX MocsiegoBaTeIbHOCTEN. ABTOPbI onmcbiBatoT EVo 2, Kak Mofenb,
OBy4YeHHYI0 Ha NpeacTaBUTENbHOM BbI6GOPKE FrEHOMOB BCEX JOMEHOB XMU3HU. B
CTaTbe YKa3aHo, YTo 6bl/in 06y4eHbl ABe BEPCUUN, MOAENb Ha 7 MNpA, NapaMeTpoB Ha
2,4 TP/TH TOKEHOB 1 Mofaenb Ha 40 Mnpa NnapaMeTpoB Ha 9,3 TpSIH TOKeHOoB. N4
3TOoro 6bi/1 co6paH Habop OpenGenome2, BKAtoYatowmnimm 6onee 8,8 Tp/H
HYKeoTUAO0B U3 BGaKTEPUIN, apXen, SyKapmoT n 6aktepmodaros. OCHOBHOM aKLLEHT
coenaH Ha TOM, YTo Mofeslb OPUEHTUPOBaHAa He Ha O4HY YacTHYIO 3agady, a Ha
o6LWMIM KNacc NnpeackasaTtesibHbIX M FeHEPATUBHbIX 33434, OT OLLEeHKM 3ddeKTOB
mMyTaumm B IHK, PHK n 6enkax, o 6onee WWMpPOKUX 3agay 6GMoNorm4ecKkoro
NPOoeKTUPOBaHUA. ABTOPbI OTAENbHO NOAYEPKMBAKOT BaXXHOCTb
MHTEPNPeTUPYEMOCTU, MacLLUTabMPOBaHMA Ha SYKAapUOTUYECKNE FreHOMbI U
MCNO/1b30BaHMA MOLENMN, KaK 06LLEN OCHOBbI A9 AallbHENLLUNX MPUNOXXEHUN B
reHoMuKe. [1n1a Hawero pasgena 3To ogHa U3 K/to4YeBbIX HOBOCTEM Ha NepecevyeHmnm
HenpoceTem U aHanm3a reHOMHbIX OAAaHHbIX.

B KaHage npoBoAsiTCHA UccnepoBaHMsa No ucnonb3oBaHmio UM ana
YCKOPEHMS NOMCKa pEeLUIeHMMA B 06/1aCTU peaAKMX 3a60/1eBaHUM

(HNumina)

19 MmapTa lllumina BbinycTmMna matepuman o npoekte Genome-wide Sequencing
Ontario, B KOTOPOM OLEHMBAETCA NPUMEHEHNE NCKYCCTBEHHOIO MHTE/INIEKTa ANa
aHanM3a BapMaHTOB NpU peakux 3aboneBaHuMax. B ueHTpe BHMMaHMS
peTpocneKTUBHas oueHKa 852 negmMaTpUYeCKUX CfiydaeB C YXKe N3BECTHbIMU
NPUYNHHbIMU BapmnaHTaMun. KomaHga cpaBHuna ase sepcum MN-mopenun onsa
NPYMOPUTU3ALUNM MPUYMHHDBIX HAXOO0K B paMKax paboyero npouecca
MHTepnpeTaumn. No gaHHbIM MaTepuMana, B nepeomn Bepcum 98,3% NpUUNHHbIX
BapWaHTOB Monaganu B BEPXHIOK KaTeroputo «kHanbosree BepoAaATHbIX», BO BTOPON —
98,8%. ECnu yunTbiBaTb BCE NPUOPUTU3NPOBAHHbDbIE NpeacKa3aHug, o6e Bepcum
ob6ecneumBanu 99% oxBaT MPUUYMHHbIX BAapWaHTOB. Npn 3TOM HOBas Bepcua
nokasana nyuwyto cneymndumnyHocTtb, 100% oTHeTHbIX BapmaHTOB nonaganu B Ton-10,
Torga Kak y npegbigylie BepCcumm 3TOT NMoKasaTeslb cocTaBnan 94%. B TekcTe
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OTAENbHO O6BACHAETCSH, YTO MPU F’EHOMHOM CEKBEHMPOBAHMU OOUH Cllydal MOXeT
copep»aTb 4-5 M/TH BapWaHTOB, M 6€3 aBTOMaTU3UPOBaHHbIX, 06bACHUMBbIX M-
MHCTPYMEHTOB MacLUTa6HbIN U 6bICTPbIN pa36op TaKMUX JaHHbIX CTAHOBUTCS
MPaKTUYECKMN HEBO3MOXKHbIM.

20. Point-of-Care ycTpoicTBa ANfl 3KCNpecc-reHoTUNMpoBaHUa

(POC TecTbl, MUKpoOdItOMaHbIe MPMBOPLI, SKCMNpecc-gMarHoCTUKa)

MuxkpodmompHaa nnarpopma, ynpasnaemMmana cMapTdoHOM, Ana
6bicTporo reHorunuposanusa HLA-B*58:01 oT o6pa3ua Ao pe3synbTraTta C
noMolubio aynnekcHom RPA ¢ ycunenuem LNA

(Chemical Engineering Journal) Pang, X,, Lei, Z., Ji, J. et al. A smartphone-controlled microfluidic
platform for rapid, sample-to-answer HLA-B*58:01 genotyping via LNA-enhanced duplex RPA.

Chemical Engineering Journal (2026).
https://www.sciencedirect.com/science/article/pii/S1385894726024903

B cTaTbe npencraBneHa ynpapngaemas co cMapTdoHa MukpodnomagHaa nnatdopma
onsa 6bicTporo reHotunmpoBaHma HLA-B58:01 no npuHumny sample-to-answer ¢
ncnonbsoBaHMeM LNA- ycuneHHoOM oynieKCHOM peKOMBUHA3HOM NOSINMEpPa3HOMN
aMninomnKaumm. ABToOpbl COO6LLAI0T, UTO pa3paboTanu annenb-cneynduruyeckmni
aynnekcHbi RPA-aHanu3 gna 6bictpon ngeHtudukaumm annena HLA-B58:01. 3toTt
annenb UMeeT BaKHOe KIMHUYeCcKoe 3Ha4YeHue, MOCKObKY CBA3aH C PUCKOM
TAXKENbIX PeaKunUm rmnepyyBCTBUTENIbHOCTU Ha anonypuHO-, MO3TOMY ero
6bICTpOE BbISIBIEHME BaXKHO Nepen Ha3HavyeHuneM Tepanumn. Nogxon opmeHTUpoBaH
Ha paboTy ¢ o6pasLaMm BYKKaslbHOrO Ma3Ka U Ha Nony4vYeHune pesynbTaTta
HanpaMyto U3 obpasua B o4HOM paboyeM npouecce. B onncaHunm noguepkmBaeTcy,
4yTo NnatdopMa coyeTaeT MUKPODNIIOMAHbLIN popMaT, yrpaBfieHne co cMapTdoOHa U
LNA-ycuneHHbIn oynsieKCHbIM RPA ONg yCKOpPeHHOro aHanm3sa. Takyke oTMevaeTcs,
4YTO BECb NpoLecc 3aHMMaeT OKoNo 50 MUHYT, 6e3 HEO6XOAUMOCTU B CITOXXKHOM
MHOro3TanHoOm noarotoBke. TaknmM o6pa3om, paboTa npennaraeT 6bICTPbIN K
NMPaKTUYECKUN OPUEHTUPOBAHHbIA CNOCO6 PpapMaKOreHeTUYECKOro CKpUHMHra HLA-
B*58:01, KOTOPbIN MOXET YNPOCTUTb N YCKOPUTb NpearepaneBTUYecKoe
TeCTUPOBaHUE B KNNMHUYECKUX YCTOBUSAX.

Mukpodnionamka m «naéboparopusi-Ha-uMne»: MasiIeHbKUM MUPp 60bLUMX
BO3MOXHOCTEM

(Buomonekyna)

B MapToBCcKOM ny6nmkaunm «bnomMonekynbl» Nogpo6HoO pa3obpaHo, Kak
MUKpoodnomnagHbie NnnatPopmbl U ycTponcTBa dopmMaTa lab-on-a-chip npubnmxkatot
MOEeKYNAPHYO ANArHOCTUKY K point-of-care-cueHapuaMm. B cTtaTtbe
noayepkunBaeTcs, Yto nepeHoc MNMLUP 1 npo6onoaroToBkM B MUHUATIOPHbIE
MUKpPODIOMOHbIE CUCTEMDI AeNlaeT ANAarHOCTUKY 6onee 6bICTpon, AeLeBom U
UyBCTBUTENbHOM MPU O4YEeHb ManblXx o6beMax obpasua n peareHToB. OTAENbHO
CKa3aHOo, YTo Takme lMLLP-umnbl NnoaxoaaTt anasa akcnpecc-guarHOCTUKMN MHPEKLUN U
reHeTUYEeCKMX MapKepoB B MeCTax OKasaHusa MeguLUUMHCKOM NoMoLlm. MaTepuman
OonmcblBaeT MHTErpaumo NoaroToBkKM obpasua n ceKBeHnpoBaHMA. Ha ogHOM yune
MOXHO BbIMOJIHATb NMN3UC, BblaeNieHne n ounctky AHK, ¢parMmeHTaumto, NoaroToBKy
6MBNMNOTEK M ganbHeNnLWwyo getekumio. B o63ope npuBeneHbl U MpUMepDI
YCTPOMNCTB Ana obHapy»>XeHusa SNP, koTopble atloT KOPOTKOE BpeMSA peaKLuum,
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HU3KMN GOH 1 Manbln pacxom peareHToB. [JONOMHUTENbHO NOKAa3aHO, YTo
MUKpodonagHble nnatdopmbl yrke coveTatoT ¢ CRISPR-gMarHoCcTmkom m
MOGMNBbHBLIMUN YCTPOMCTBAMU, UTO OTKPbIBAET NyTb K aBTOHOMHbIM CUCTEMAM
aHanusa. Nyénmkauma 3HauMMa KakK KOHLEHTPUPOBaAHHOE onmcaHue
TEXHONOrMYeckKom 6a3bl, Ha KOTOPOM CTPOATCH SKCMNPEeCC-reHOTUNUPOBaHUE U
KOMMaKTHble MOTIEKYNSIPHbIE TECTbl HOBOIO MOKOJSIEHUS.

IV OTPACJIEBAA TEHETUKA

21. CenbcKoe XO3IMCTBO M arpo6MoTexHosIormm

(reHOTUNMpPOBaAHME CENBbCKOXO3AMCTBEHHbIX YXMBOTHbIX)

C60pkKa reHoMa Ha XpOMOCOMHOM YPOBHE I0OXXHOAPPUKAHCKON MECTHOM
cBMHbM nopoabl Kon6pyk ( Sus scrofa domesticus)
(Scientific Data) Smith, R.M., Molotsi, A.H., Nesengani, L.T. et al. A chromosome-level genome

assembly of the South African indigenous, Kolbroek pig, Sus scrofa domesticus. Sci Data (2026).
https://doi.org/10.1038/s41597- 026-07002-y

B Scientific Data ony611MKoBaHO onMcaHMe BbICOKOKAaYeCTBEHHOM XPOMOCOMHOM
CH60pPKM reHOMa oXXHOoaPPUMKAHCKOM MeCcTHOM CBMHbU nopoabl Kolbroek. ABTopbl
noayYepKMBaloT, YTO 3Ta Nopoaa BaXKHa AN MENKUX XO39MCTB 6arogaps
YCTOMUYMBOCTU K BOMTIE3HAM U MPUCNOCOBNEHHOCTU K C/TIOXKHbIM arpo3Ko/IoOrnYyeCcKmnm
YCITOBUAM, HO €e FreHOMHaaA apXUTEKTypa oCTaBaslaCb He4OCTaTOYHO
oXapaKTepu3oBaHHOW. B paboTe NCMONb30BaHO CEKBEHMPOBAHUE C NOKPbITUEM 31x
Ha 6a3e PacBio Sequel lle HiFi u lllumina NovaSeqgq 6000 Omni-C. UTorosas c6opka
nMeeT pa3mep 2,6 6 un BkNtovaeT 83 ckaddponaa, N3 KoTopbix 19 COOTBETCTBYIOT
XPOMOCOMHOMY MacLTaby. NMNonHoTta no BUSCO cocTtaBuna 95,5%, a aHHOTauua
BbigBMMIa 22 025 reHOB ¢ 6€M10K- KOOUPYIOLWMM MoTeHLManoM. ABTOpPbI
paccMaTpPMBAIOT 3TOT FEHOM KaK OMOPHbIN pecypc Ans U3yyeHUsa reHeTU4eCcKom
N3MEHYMNBOCTU MeXay NopogamMmm CBUHEN, ANA NMPOorpaMM COXpaHEHUs Nopoabl U
ON9 fanbHENLIEro ceneKuMoHHOro ynyJdweHusa. [Ing otpacneBon reHeTUKM 3To
6a30Bas MHPPACTPYKTYPHAs HOBOCTb, MOSIBSIETCA HOBbIM 3TAJIOHHbIN pecypc anda
reHOTUMUNPOBAHUSA, CPABHUTENTbHON FEHOMUKU 1 PaBOTbl C JTOKANTbHbIMU
aganTUpPOBaHHbIMKU NOPOOAMM.

FreHeTHMYecCKasa OCHOBa MMMYHMUTETaA Y HHnHﬁCKOrO CKOTa, BbiaAB/IeHHadA B
pe3ynbTaTe CpaBHUTENIbHONO aHanu3sa reHomMma Bos
(Scientific Reports) Thambiraja, M., lyengar, S.K,, Satishkumar, B. et al. Genetic basis of immunity in

Indian cattle as revealed by comparative analysis of Bos genome. Sci Rep 16, 11005 (2026).
https://doi.org/10.1038/s41598-026- 44002-9

B Scientific Reports ony6nnkoBaHa paboTa O FreHeTUYECKUX OCHOBaX MMMYHUTETa y
MHOMMNCKOro cCKoTa. ABTOPbI UICXOOAT U3 TOro, YTO MHOMNCKKME 3eby-nopoabl
oTNnYatoTca 60MbLIEeN YCTOMUYMBOCTbIO K 6OE3HAM U CTPECCy, YeM TaypUHHbIe
NMHUUN, OOHAKO FEHOMHbIE MEXaHU3Mbl 3TUX PA3/TMYUIA ONMCAHbI HE MOTHOCTbIO.
NccnepoBaHue cpaBHUNo nopopgbl Nelore, Gir n Hereford Ha ypoBHe
MOSTHOMreHOMHbIX NOCenoBaTeIbHOCTEN C aKLLEHTOM Ha MMMYHHO-CBA3aHHble
BapWMaHTbl U CTPYKTYPHbIEe U3MeHeHUSs. Bbinin KaTanornsnpoBaHbl BCTaBKU, geneumm
N OQHOHYKJTIEOTMOHbIE BapMaHTbl, MepeceKaowmeca ¢ UMMYHHbIMU JTOKyCaMu U
N3BECTHbIMU KONTMYECTBEHHbIMU JTOKYCaMM MPU3HAKOB, a TaK)Xe BbIMOJIHEHbI
aHaNn3 OCTPOBOB MOMO3UIOTHOCTU U CEJTEKTUBHDbIX MPOroHoB. Y Nelore
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O6Hapy»eHo 1884 058 nHpenos 1 13 997 533 ogHOHYKNEOTUAHbIX BapUaHTOB, y Gir
— 1457 337 n 11 627 881 cooTBETCTBEHHO. ABTOpPbI BblAeNnn BapuaHTtbl B TLR3,
CD33, JAM3, PAXS5, CD46, IL26 1 PLG 1 nokasanu o6oraweHue no nytam NF-kappaB,
CUIrHaNbHOro Nyt T-kKneTo4YHoro peuentopa nu MAPK. Pa6oTa popMUpyeT OCHOBY
ONa MapKepHOWU cefiekumMmn no npmusHakaM MMMyHUTETA N YCTOMUYUBOCTMU.

B reHoMax adpMKaAHCKMUX U €BPONEeMCKMX abopUreHHbIX nopoa
KPYNHOroO poraToro CKota HabnoaaloTcs OTYET/IMBbIE CUrHa/bI
aganTalmMm M CoOXpaHeHU s NpeaKoBbIX NPpU3HAKOB

(Communications Biology) Gao, J., Ginja, C,, Liu, Y. et al. Distinct adaptation and ancestral retention

signals in African and European indigenous cattle genomes. Commun Biol (2026).
https://doi.org/10.1038/s42003-026-09856-9

B Communications Biology ony6nmnkoBaHo nccnegoBaHme, NOCBALLEHHOE
aganTaunm MeCTHOro KpyrnHoro poratoro ckota B Appuke n EBpone. ABTopbil
NpoaHann3npoBanm NOJIHOFreHOMHbIe Noc/IeaoBaTENbHOCTU 519 XKMBOTHbIX U3 24
MECTHbIX NONyNaumnm, a Takxke 117 pedpepeHCHbIX reHOMOB U3 APpukun, Asmu,
EBponbl 1 AMepuKK. PaboTa Noka3sblBaeT, YTO COBPEMEHHbIE MEeCTHble Nonynaumm
NpencTaBnsaoT CO60M MO3anKM adPUKAHCKOro TaypUHHOIO, eBPONEeMNCKOro
TAYPUHHOIO M UHOUMNCKOIO 3e6y-NMPONCXOXXOEHUSA, @ UICTOPUYECKOE CMeLLUeHMne He
MPOCTO MOBbILWAMO pa3HOO6pa3ne, HO M OCTaBUIIO anfienu, None3Hble B KOHKPEeTHbIX
3KOMOrMYeCcKMxX ycnoBmsax. ABTOpbl BbiIIBUKM 36 reHOB-KaHAWOATOB,
OEMOHCTPUPYIOLWMX adanTUBHOE COXPaHEHME NCXOOHbIX BApMaHTOB, CBA3aHHbIX C
OTBETOM Ha TEM/IOBON CTPECC, UMMYHUTETOM, NPOAYKTUBHOCTbIO U pernpoayKunen.
Cpeou npumMepoB Ha3zBaHbl HSPA12B, DDIT3, IRAK3, ACSF3, SSMEM1 n SPEFI.
MpaKTUYECKMIM CMbICT CTaTbU COCTOUT B TOM, YTO OHA NMOKAa3bIBAET, KAKME YHACTKU
reHoMa CTOUT YyYUTbIBaTb MPM COXPaHEHMU Pa3HOO6pa3na U NPU CeNeKLMOHHbIX
CTpaTernax, OpUEHTUPOBAHHbIX HA YCTOMUYMNBOCTb XXMBOTHbIX K XKape, 60/1e3HAM U
HeCTabubHOMY KOPMJIEHMUIO.

BbiaBneHMe KOPOTKMX TaHA€MHbIX NOBTOPOB B reHoMe KpynHoro
poraTroro cKkotra: cpaBHeHue 6MonHPOpMaTUYECKUNX MHCTPYMEHTOB
(BMC Genomics) Tran, Q.H., Nguyen, T.V., Wang, J. et al. Detection of short tandem repeats in the

cattle genome: a comparison of bioinformatic tools. BMC Genomics (2026).
https://doi.org/10.1186/s12864-026-12753-4

B BMC Genomics ony6nmkoBaHa paboTa, NoCBALEHHAs KOPOTKUM TaHOAEMHbIM
MoBTOpPaM B reHOMEe KPYMNHOIro poratoro cKota  CpaBHEHUIO MHCTPYMEHTOB UX
nccnenoBaHmMa. ABTOpbl oTMeYatoT, UTo STR 6onee BapurabenbHbl, 4eM SNP, n
MOTeHLMaNbHO O4YEeHb MoJsie3Hbl A1 KapTUpPOBaHUSA NMPU3HAKOB, HO CTaHOAPTHOro
paboyero npouecca gnga ckoTa Nnoka HeT. B uccnegoBaHmm 6biSi COMNOCTaBEHbI
wecTtb NnporpamMm: HipSTR, GangSTR u ExpansionHunter ona gaHHbIX KOPOTKUX
NpoYTeEHUN, a TakXKe Straglr, RepeatHMM n LongTR gna oaMHHbIX MPOYTEHUN
Oxford Nanopore. AHanM3 BbIMOSIHEH HA NATU FONILUTUHCKMX XXUBOTHbIX, BK/tOYada
OBe NMOTOMCTBEHHbIEe Tpuaabl C 06LWMM 6biIKOM-NponsBoaunTeneM. ExpansionHunter
Haxoaun 6onblue NONNMOPPHbIX STR B KOPOTKUX UTeHUAX, HO HipSTR n GangSTR
NnoKasasm HauUy4Llyo MeHOEeNEeBCKY COracoBaHHOCTb, gocTuratoLtyto 0,98.
Cpeou MHCTPYMEHTOB ONMUHHbIX MpoYvTeHU LongTR oka3anca eguUHCTBEHHbIM
MEeTO4OM C OQHOBPEMEHHO BbICOKOM COrMTaCoOBaAaHHOCTbLIO U NydLlen
BblYUCIUTENbHOM 3P PEKTUBHOCTbLIO. ABTOPbI peKoMeHAYT HipSTR 4Na KOPOTKUX
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utTeHuM n LongTR ang ONT-gaHHbIX Kak NpeanoYTuTeNibHble BapuaHTbl ona STR-
aHanusay ckora.

ApanTuBHasi MHTpoOrpeccus, ¢opmupy|ou.|as| reHoMHylIo agantalmio m
HacneaAcCTBeHHbIA MO3aMLIM3M OBeL noponabl YHaHrraHrm, CHOCOGCTByeT
BbIDXXMBaHMIO B BbICOKOINOpHbIX YC/IOBUAX U o6ecneumBaeT
npeBoCxXoAHOE KavdecTBO NnalluMMUHbI

(BMC Genomics) Goli, R.C., Chishi, K.G., Sruthi, O.S. et al. Adaptive introgression shaping genomic

adaptation and ancestral mosaicism of Changthangi sheep for high-altitude survival and pashmina
excellence. BMC Genomics (2026). https://doi.org/10.1186/512864-026-12712-z

B BMC Genomics ony61nMKoBaHO uccnegoBaHme o nopope oeel, Changthangi,
obuTaloLLeEN B BbICOKOMOPHbIX panoHax Jlapakxa. ABTOpPbl aHanmM3mnpoBanm
FeHOMHYIO CTPYKTYPY 3TOM Nopoabl B CPaBHEHUU C TUBETCKMMU U OEKKAHCKUMMU
OBLL@MMU, YTOGbI MOHATb, KaK UCTOPUYECKOE CMeLleHUne cHopMUPOBaIo
MPUCNOCOBIEHHOCTb K 3KCTPEMasibHbIM YCITOBUSM U LLEHHbBIM BOTOKHUCTbIM
npu3HakaM. NNoNHoreHOoMHble aHanM3bl Pa3HoO06pa3mns, 3PPeKTUBHOMN
YMCNEHHOCTU, HEpaBHOBECUS MO CLEN/IEeHUIO, 6/TOKOB ran/ioTUMoOB, Y4acTKOB
FOMO3UrOTHOCTU M aslJiesibHOro 6oraTcTBa NMokasasm BbiCOKOe pasHoobpasue y
Changthangi n Tnéetckmnx opeu,. CTPYKTYPHbIX aHanmM3 1 Mmogenu npuMecu
rMoaTBepPAUIN cMellaHHoe npoucxoxaeHme Changthangi, okono 11,9% Tnéetckoro
" 13,91% oeKKaHcKoro BKaga. [lanee aBTopbl MPUMEHWUITU NOKaNbHbIA aHANu3
MPOUCXOXXOEHUA M MOKa3anun, YTo OTAE/IbHble XPOMOCOMHbIe 06/1acTV 060raLleHbl
NpeaKoBbIMU KOMMOHEHTAaMU, CBA3aHHbIMU C BbICOKOFOPHOM aganTtaumen,
MMMYHHbIM OTBETOM, KQ4eCTBOM LLUEPCTU U MACHOM MPOAYKTUBHOCTbIO. PaboTa
Ba)KHa /151 OTPAC/ieBON reHEeTUKU TEM, YTO CBA3bIBAET FTEHOTUMNMPOBAHME, aHanms3
MPUMEeCU U CeNEKLMOHHO 3HAaYMMble MPU3HaKM B OQHOM Nopoae, NpeacTaBnaiolen
LLEHHOCTb U O/19 COXPaHeHUs, U N9 NPaKTUYEeCKOro pa3BeneHus.

"ﬂeHTHd)HKaI.IMH LUMC-PErynaTOpPHbLIX 3JIEMEHTOB NO3BOJNIFEeT NONYyYUMTb
npepcrasiieHMe O TKaHecnel.qu)H'-IGCKOﬁ perynaumm reHos B reHomMe
oBeLl

(Nature Communications) Xie, S., Davenport, K.M., Salavati, M. et al. Identification of cis-regulatory

elements provides insights into tissue-specific gene regulation in the sheep genome. Nat Commun
17, 2413 (2026). https://doi.org/10.1038/s41467-026-70382-7

B Nature Communications ony6nmkoBaHa pab6oTa, nocBaweHHasa PYyHKLMOHANTbHOM
aHHOTaUWMM oBeYbero reHomMma. ABTOpbl oxapaKTepusoBasrnun 274 682 sHxaHcepa 1 25
975 NpoMOTOpPOB B 24 TKaHAX B3pocion oBLbl, ucnonb3ya ChiP-seq, ATAC-seq,
CAGE-seq, RRBS, WGBS 1 RNA-seq. OCHOBHOM pe3ybTaT COCTOUT B CO30aHUU
KapTbl CisS-perynaTopHbIX 91EMEHTOB M UX COYETAHUMN «IHXAaHCEP-MPOMOTOP», UTO
Mo3BONAEeT TOUHEE NHTEPNPETUPOBATb, KaK FeHEeETUYECKMEe BapUaHTbl BIMKAIOT Ha
TKaHecneundounyeckyto perynaumnto reHoB. OCoO6eHHO Ba)KHO, YTO aBTOPbI yBA3anm
TaKuMe 2/1eEMEHTbI C KONTMYeCTBEHHbIMU JTOKYCaMU NMPU3HaKoOB y oBel,. Hanpumep,
NOKYC, CBA3aHHbIN C YXUPHOCTbIO MOJIOKA, OKa3asca pacrosioXXeH BHYTpU
SHXaHcepa, B3anmMogemncTayouero c reHom COMMDI, a noKyc Maccbl npum
POXXOEHUUN — BHYTPU MO3rocneumndPmuUHOro asHxaHcepa, perynmpyowiero XKR4.
Pa6oTa He aBnaeTcsa Knaccnyecknm GWAS, HO onga oTpacneBoOM reHeTUKun
OHaBaXXHa, OHa pgaeT PYyHKLUMOHANbHYIO OCHOBY A9 UHTepnpeTaumm SNP mn QTL,
HaMOEHHbIX B CENEKLUMOHHbIX NporpamMmmax, h yCUnmBaeT pedpepeHCHYO aHHOTaUUIO
oBeYbero reHoMa Kak aKOHOMUYeCKM 3Ha4YnMMoro smaa.
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FeHOMHDbIN aHANIN3 UKCBOPTCKOM KypMLibl: NOHMMaHUE OCOGEHHOCTEN
MECTHOM nopoabl ABOMHOro Ha3HaAYeHUA
(BMC Genomics) Bertram, H., Jawad, M., Michanski, S. et al. Genomic analysis of the Ixworth chicken:

insights into a local dual-purpose breed. BMC Genomics (2026). https://doi.org/10.1186/s12864-026-
12732-9

B BMC Genomics ony6/iMKOBaH reEHOMHbIV aHaNnmM3 6pUTaHCKOM ABYyLEeeBoM
nopoabl Kyp Ixworth. ABTOpbl paccMaTpmBaloT 3Ty NOPOAY KaK BaXXHbl pe3epByap
pa3Hoo06pa3unsa Ha poHe reHeTUYEeCKOM 3Pp031KN, BO3HUKLLEN BCNEOCTBUE Y3KOM
ceneKkumm KoMmMmepUyecKkmnx 6pomnepoB 1 HecyeK. C MoOMOLLbIO
BblCOKOpa3peLlaoLero noJIHOreHOMHOro CEKBEHMPOBaHUSA UccnegoBaTenun
CcpaBHUNU IXxworth ¢ OMKMM NpegKoM U crneumanmanpoBaHHbIMU KOMMEPYECKMMU
NNHUAMU. B cTaTbe NOKa3aHo, YTo IXworth reHeTUYeCKM YeTKO OoTAeNndaeTca OT HUX,
XapaKTepunsyeTca yMepPeHHbIM HYKTeoTUAHbIM pa3HOO6pa3neM, HU3KUM YPOBHEM
MHBPUONHIA M BGbICTPbIM pacnagoM HepPaBHOBECUS MO CLUEMN/IEHMIO, YTO YKa3blBaeT
Ha OrpaHUYEeHHYIO UCTOPUYECKYIO CeNieKUUIo MPU BO3MOXXHbIX HeO4aBHUX

6y TbITOYHbIX ropnbiKax. [1pn 3TOM CUrHaTYpPbl OT6OPA OTPaXKakT KOMMPOMUCC
MeXxay MACHOMU NMPOAYKTUBHOCTbLIO N SNLLEHOCKOCTbIO, B OTSIYME OT
y3Kocneumanm3anpoBaHHbIX TMHUN. ABTOPbI TaKXXe BblOENUNN BblPaXXeHHbIN
CENEKTUBHbIN MNPOroH Ha 4-M XpoMocoMe, rae Haxogatca CYP26B1, EXOCGB,
perynatopHble aMHHble Hekoaupytowme PHK 1 QTL, cBa3aHHbIE C KYTMHAPHbIMUA
KauyeCcTBaMM U XXNPHOKNCNOTHbIM COCTaBOM. PaboTa nMmeeT npamMoe 3HaudeHune gnsa
NporpamMM CoxpaHeHUs 1 pa3BeaeHUsa OByLUernieBbliX Mopoa.

NMonHoreHOMHoOE acCCoOLlMaTUBHOE UcCclief0oBaHMe BbiSiIBUJIO reHbl-
KaHaAMAaThbl, perynmpyouimme MHorocrtyneH4uYartbie npmsHakm pasMmepos
TeJila Y XXeJTbIX KO3 nopoabl JIOHrnuH

(Animal) He, X.Y., Wei, Y.S., Kuang, J.C. et al. Genome-wide association study identifies candidate

genes regulating multi-stage body size traits in Longling yellow goats. Animal 20, 101766 (2026).
https://doi.org/10.1016/j.animal.2026.101766

B MapTOBCKOM BbiNycKe XypHana Animal ony6nnkoBaHo nccnegoBaHue,
HanpaB/IeHHOE Ha reHeTUYeCKMM pasbop NPU3HAKOB POCTa y Ko3 nopoabl Longling
yellow. ABTOpbl Mog4YepKMUBaLOT, UTO yNyylLleHMe poCcTa ocTaeTca ogHOM 13
K/to4eBbIX 33434 YCTOMUYMBOIO MACHOIMO KO30BOACTBA, MO3TOMY MUCKau
MONeKyNsapHble MapKepbl Ana 6onee TOMHOM FreHOMHOM ceneKkuumn. B paboTte
MCNO/b30BaHbl JaHHbIE HU3KOINTYBUMHHOIO NOSIHOrEHOMHOIoO ceKBeHUpoBaHMa 300
CaMOK, NO KOTOpbIM 3aTeM BbinonHeH GWAS gnga Maccbl Tena, BbICOTbI, A/TNHbI
TynoBuLa, o6xBaTa rpyau, rny6uHbl rpygu, LUMPUHBI Fpyan 1 o6xBaTa NACTU B
Bo3pacTe 3,9 n 12 mecqaues. Nlocne nuMnytaunm reHOTUMNOB N KOHTPOSIS KayecTBa B
aHanm3 Bow /M 6 153 300 SNP. B pe3ynbTaTe 6b1/10 BbIBNEHO 129 reHOMHO
3Ha4YnMbIX SNP, aHHOTUPOBaHHbIX K 146 reHaM-KaHgunaataMm. Cpean HUX asa9a Maccbl
Tena sbigeneHol MMP16 1 MECOM, ona onuHbl Tynosuwa — SCD5 m LEF], gn4a
BblcOoTbl — PDE4D n KCND2; reH EPHAS nokasan nnemnoTponHoe AencTBme cpa3y Ha
HEeCKOJ/1bKO NMPU3HaKoOB. ABTOPbI paccCMaTPUMBAOT 3TU HAXOOKU KaK pecypc gnd
nporpamMm npeLmnm3noHHoOro pasBegeHms u reHOMHOM cenekumm Kos.
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3bPeKTUBHOCTD MMNYTAaLIMM FEHOTUIMNOB Y KPYMNHOro poraToro cKorta
nopoabl Hennope npm Mcnofib30BaHUM pa3fiMYyHbIX naHeneu SNP u
nporpaMMHbIX UHCTPYMEHTOB

(Tropical Animal Health and Production) Campos G, Mulim HA, Ventura H, Souza N, Cardoso F,
Oliveira HR. Genotype imputation performance in Nellore cattle across different SNP panels and

software tools. Trop Anim Health Prod. 2026 Mar 12;58(2):172. doi: 10.1007/s11250-026-04914-0. PMID:
41817795, PMCID: PMC12982288.

BONbWKMHCTBO KOMMEPYECKMX NaHeNen reHOTUNMNPOBAHUSA pa3pabaTbiBanuUch ons
nopopf Bos taurus, 4YTo CHMKaeT X MHPOPMaTUBHOCTb B nonynaumax Bos taurus
indicus, Taknx Kak Hennope, 13-3a pasnmMynm B HePaBHOBECUU MO CLEMNIEHUIO U
YyacToTax MUHOPHbIX anfienen. UMnytauma reHOTUMNOB — SKOHOMUYECKU

3P PEKTUBHbBIN CNOCO6 NOBbLILLEHUSA NIOTHOCTM MapKEPOB NYTEM MpeacKasaHus
OTCYTCTBYIOLLMX FEHOTUMNOB B NaHeNax HU3KOW 1 cpegHen nnoTHocTu (LD n MD) ¢
NCNOMb30BaHMEM OaHHbIX BbICOKOW MIOTHOCTU (HD). XoTa 3TOT nogxond XopoLuo
n3ydeH y Bos taurus taurus, gaHHbIX No Hennope 6b1510 Mano. B nccnepgoBaHum
oueHMBanacb NPOonU3BOAUTESNIbHOCTb YETbIPEeX LUMPOKO MCMOSIb3yEMbIX MPOrpamMm —
FiImpute, Beagle, Minimac u Findhap — Ha 6onbliom gatacete 6onee 305 000
YXUBOTHbIX Mopoabl Hennope, reHOTUNMMPOBaHHbIX Bpasnnbckon accoumaLmnen
3aBoaumMKoB 3e6y (ABCZ). UMnyTauma nposoauiack B ABa 3Tana, ot LD/MD-
naHenem K KactoMmsmpoBaHHoOM NaHenun 120k (cnuaHume 50k n 70k SNP), 3aTeM K
HD-naHenwn 777k. TOYHOCTb M3Mepanacb KoapdUumMeHToM Koppenaumnm NMupcoHa
(Corr) n NpoueEHTOM KOPPEKTHO MMMNYTUPOBaHHbIX reHoTUNoB (PERC). Bce
NpPorpamMMbl NOKa3anm BbICOKY To4HOCTb (Corr: 0,82-0,98; PERC: 89,35-99,26 %).
FImpute cTabmnnbHO AEMOHCTpPUpPOBan ny4ywimne pesynbtaTbl: HanBbicwn Corr
(0,983), HaMMeHbLUEE YNCNO NNOXO UMMYTUPOBAHHDBIX YXMBOTHbIX U CUNbHbIE
rnokKasaTenu No BCeM MSIOTHOCTAM MaHenewn. lo6asneHmne nHopmaumm o
ponocnoBHoM B Fimpute gaBano orpaHM4yeHHoOe NpemnMyLLecTBo. TOYHOCTb pocra C
MJOTHOCTbIO MaHeNM 1 ocTtaBasnacb CTabUIbHOM MO 60MbLUMHCTBY AMnanasoHoB MAF,
XOoTa uMnyTaumnsa peokmx annenem (MAF < 0,03) ocTtaBanacb ClTOXXHOW. BbiBoabI
MoATBEPXOAIOT, UTO TOYHAS UMIMYyTaUUsa reHOTUMOB Yy CKOTa Hennope BO3MOXHa €
NCNO/b30BaHMEM CYLLECTBYIOLLMX KOMMepUYecknx SNP-naHenen; pekoMeHayeTcs
FlImpute 3a cyeT HamBbICLLEN TOYHOCTU, CTABUNBHOCTU N 3PDEKTUBHOCTMW.

E)XXeHeneNbHbIA 0630pP NO reHeTUKE: YKpenjieHUue CeBepHOM
pedepeHcHON nonynaumm
(Beef Central) Weekly genetics review: strengthening the northern reference population. Beef

Central. https://www.beefcentral.com/genetics/weekly-genetics-review-strengthening-the-northern-
reference- population/

B cTtaTbe 06cyxgaeTca 6bICTPbIM POCT MPUMEHEHUSA FTEHOMHbIX TEXHOTOMNI B
aBCTPa/IMMCKOM MSICHOM CKOTOBOACTBE, 0CO6eHHO B nopopae BpaxmaHn. Mpwu
BbiMycKe single-step BreedPlan gona ABCTpanmMmckom accoumaumMm 3aBOgUMKOB
BpaxmaHa B 2017 rogy B reHOMHyO MaTpuLy pogcTea Bxoauso okosio 11 000
YXUBOTHbIX. K KOHLY 2024 roga nx 4YMcro Bblpocio B 7,2 pa3a 3a ceMb f1eT, 8o 6onee
78 000. OgHaKo TeMnbl PEeHOTUMMPOBAHUSA HE NMOCMEBAIOT 3a FEHOTUMMUPOBaHMEM. K
nekKabpto 2024 roga 49 % reHOTUNMUPOBAHHBIX YXUBOTHbIX BpaxMaHa He UMeNn HU
OoOHOro 3anncaHHoro ¢peHoTmna (B 2018 roay — 14 %). 3TO CO30aET PUCK CHMKEHUSA
OOSITOCPOYHOM HAOEXHOCTU MF’EHOMHbIX MSIEMEHHbIX LLEHHOCTEW, MOCKObKY
deHoTUNbl HEO6XOANMDbI ONF «NPUBA3KU» FEHOMHbIX OAaHHbIX K peasibHbIM
rnokasaTtenam NpoayKTUBHOCTU (Bec, N1o4OBUTOCTb, MOpdonorma cnepmbl).
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FeHOMHbIE MNEMEHHbIE LLEHHOCTU 3aBUCAT OT pedepeHCHbIX Nonynauunn,
cofepXXalmx Kak reHoTunbl, Tak U deHoMeHbl. CyLlecTBytoLMe AaTaceTbl U3
npoekToB Beef Information Nucleus, Northern Repronomics n Beef CRC ctapetoT n
MOryT YyTPaTUTb aKTyalibHOCTb 6€3 06HOBMeHNA. HU3KKMe TeMMbl perncTpaumnm
KTIO4YEBbIX MPU3HAKOB (pa3Mep MOLLUOHKU, MPOLEHT HOPMasibHOW CMepPMbil)
NPUBOAAT K HU3KOM TOYHOCTU EBV, 0CO6€HHO Mo Npu3HakaM NogoBUTOCTU BbIKOB.
Be3 cBexxmnx peHoTUNOB pedepeHCHasa NoNynaLmUa MOXKET «kMCTOHUYUTBLCA», YTO
OCTAaHOBUT UIN CHU3UT TOYHOCTb EBV N0 3KOHOMUYECKU Ba)KHbIM NPU3HaKaM
CeBEepPHOro MACHOIo CKOTOBOACTBA. [1Na peLlleHMna NpobsieMbl 3anyLeH NpoeKT
Frontier Genetics npu nogaep»xke MLA B paMKax MHMumnatusbl «Beefing Up
Genomics». KoonepaTtue gecat ctag bpaxmaHa B KBUHceHae nnaHupyeT
OXBaTUTb 2720 roNloB B YeTbIpeXx KOropTax, CocpeaoTOUYUBLLUNCH Ha
HepoperncTpupyembix NMpU3HaKax: MPOoLUEeHT HOPMaslbHOM CNepMbl, CKAHMPOBaHUE
AMYHMKOB ON19 onpegeneHunsa nybeprtata U MHTepBasia aHeCcTpyca, BeC Nnpu
POXXOEHUWN, CKAHUPOBAHME TYLLUW, @ TaKXXe HOBble MPU3HAKMU — COCTaB Tesa,
nopakeHus oT Knewen/mMyx, ANMHa LePCTU U CTPoeHUe BbiIMeHW. MpoeKT
OOMONHAET cyllecTByloWme pedepeHchl, BKOYasa aHHble MO penpoayKLumnm caMok
M NJIOOOBUTOCTU CaMLLOB.

B KpbiMy OKOJ10 3 TbIC. FOJIOB CKOTa NPOMAYT reHHOe TeCTUpoBaHMe
(TACC)

B ny6nukaumnm TACC coobuiaeTcsa o 3anycke B Pecny6nmke KpblM reHeTUYECKUX
SKCNepTU3 NJIEMEHHOIro KPYnHoOro poratoro cKota B paMKax HOBOro
pernoHanbHoro npoekTta. No gaHHbIM UCTOYHUKA, B 2026 rogy Takue nccrnegoBaHuUs
OOJ/I>XHbl OXBaTUTb OKoNo 3 Tbic. ronoB KPC. OcHoBHaga 3agada nporpamMmbl,
BbiIBIEHMNE OTK/IOHEHUM U MATONOMUNIN Y XXUBOTHbIX, YTO6bI MOHATb, MOXXHO NI
NpPoao/IKaTb NCMNOMNb30BaTb UX B NIEMEHHOM paboTe M BOCNPOU3BOACTBE.
MaTepuman akueHTUpyeT BHUMaHME He Ha HAy4YHOM MeTOOMKE KaK TaKOBOM, a Ha
NpPaKTUYEeCKOM NPUMEHEHUN FEHEeTUYECKOro TeCTUPOBaHUA B permoHasibHOM
YXMBOTHOBOACTBE. [NpoBepKa AO/MKHA CTaTb MHCTPYMEHTOM 6onee TOYHOro otéopa
nieMeHHOro NMorosioBbsi U CHUXXEHUA PUCKOB 3aKpenieHUa HeXXenaTebHbIX
HacneacTBeHHbIX MPU3HaKoB. [1719 oTpac/iv 3Ta HOBOCTb Ba)XHa, KakK NpuMep
nepexona oT TPaANLUOHHOM OLLEHKU XXUBOTHbIX K CUCTEMATUHECKOMY
NCNOMb30BaHMIO MONEKYNSPHO-FEHETUYECKOW SKCMEPTU3bl NPU NPUHATUN
CeNeKUMOHHDbIX peleHnn. NMyenmnkauma TakKe NoKasblBaeT, YTO FTEHOTUNMUPOBAHME
B poccUMNCKOM AlK nocTteneHHO BbIXOAMUT 3@ PaMKU MUAOTHbIX MIOWAA0K U
CTaHOBUTCS YacCTblO permoHasnbHbIX MPOorpamMMm ynydlleHuna ctaga v NoBbILLEeHUS
KayecTBa nNyieMeHHou 6a3bl.

NMaTHaauaTbh NNIeMEHHbIX X03aMcTB HMXeropoackom oé6nacTtm
NPMHMMAIOT yYacTue B peaepanbHOM NPOEKTE NO reHOMHOM CeNeKUuuM

(MpaBuTenbcTBO HMXKeropoackom o6nacty / MmHcenbxos Huxkeropoackom oénacTu)

B odmuymanbHOM coobLueHUM NpaBuTenbcTBa Hmkeropoackom oé6nactm roBopmTcs,
yTo B denepasibHOM MPOEKTE NO FrEHOMHOMN CeneKUnmM y4acTByoT 15 nneMeHHbIX
XO39MUCTB PErMOHa, NPUYEM OEBATb OpraHMU3aunm NpucoeganHunInNCb K HeMy MUMEHHO
B 3TOM roay. Ny6nmkaumnsa yTouHaeT, UTo paboTa Begetca ¢ 2024 roga v Hanpas/ieHa
Ha OT60P BbICOKOMPOAYKTUBHbIX YXMBOTHbIX 4/19 YBEeNMYeHNa 06beMOB
npounsBoacTBa Mosioka. OTaenbHO nogyepKmBaeTcs, 4To ¢ 2026 roga reHoOMHas
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cenekuma BkoYveHa B deaepanbHbli NpoeKT «Co3gaHne ycnosum gas pasButuA
Hay4HbIX Pa3pPaboToOK B CeNeKUNN U FTeEHETUKE», KOTOPbIN BXOOUT B HALMOHAaIbHbIN
NPOEeKT «TeXHOoNnormyeckoe obecneyeHme NpoaoBoOSIbCTBEHHOM 6e30MnacHoOCTU». B
MaTepuane nepeyvmncneHbl oxxmaaemole apdeKTbl, POCT HAO0EB, yy4dlLleHne
300POBbSA XXUBOTHbIX, CHUXKEHUNE 3aBUCUMOCTUN OT UMMOpPTa NSIEMEHHOIO CKOT3,
6onee TOUHbIN BbI6GOP pOoaUTENBCKUX NAP U NMPOBEPKA MOTOMCTBA NO NrEHETUYECKUM
M NPOAYKTUBHbIM MNMoKa3saTeNnaM. MCTOUHUK TaKXKe OTMeYaeT, YTOo OMnbIT permoHa
LOMKEH NMOMOYb B POPMUNPOBAHUM OBLLLEPOCCUMNCKOMN CUCTEMbBI OLLEHKM NIEMEHHOMN
LEHHOCTU Nopo KPYMHOIro poratoro ckota. TakMM o6pa3oM, HOBOCTb OTPaXKaeT He
OTAOENbHbIN SKCNEPUMEHT, @ pacLUMPEHNE MPAKTUYECKOrO MPUMEHEeHNa reHOMHOMN
ceneKumMmn Ha ypoBHe permoHanbHOM nieMeHHoM MHOPaACTPYKTYypPbI.

Lindposyio nnarpopmMmy Ana recHOMHOM CeneKumMm nouwiapem co3faior B
Poccum

(«BeTepuHapua v XXU3Hb»)

N3paHne «BeTeprHapUsa M XXU3Hb» COOBLLMMO O pa3paboTke LmndppoBon naatdopmsbl
ONda reHOMHOM ceneKumMm MAcHbIX TabyHHbIX nowagen. MNpoekT BeayT bypaTtckas
rocygapcTBeHHas CefibCKOX039aMCTBEHHAsA akageMma nMeHun B.P. Dununnosa u
CUBUNPCKUIN rocyaapCTBEHHbIA YHUBEPCUTET UHXEHEPUM N BUOTEXHOMOIMMM B
KOHCcOopLUyMe C gpyrmMun Hay4YHbIMMU OpraHmM3aumnsMm 1 LLEeCTbio permoHamun. B
ny6nKaumm roBOpmUTCS, UTO PELLEHUE CO34aEeTCH B paMKax NMporpamMmbl
«MpunopuTteT-2030», a B KOHCOpLMNYM Bownun BypaTtua, bawkopTocTaH, TaTapcTaH,
AKkyTnsa, ANTanckmnm n 3abamKanbCKMUM Kpad, a TakXKe NpoduibHble Hay4YHbIe LLeHTPbI
M By3bl. HasHaueHMe nnatdopMbl COCTOUT B CUCTEMATMU3ALMU OAHHbIX O MOro1oBbe
M NOoNy4YeHUM 0OoCToBEPHOM MHPOPMALMUM O MOPOLAHbIX Ka4eCTBaX XXUBOTHbIX, YTO B
panbHeNLWeM OOMKHO OTKPbITb XO3AMCTBaM A0CTYMN K FEHOMHOM CeneKkuum m
COBpPEMEHHOMY N1IeMeHHOMY OoT60py. B KauecTBe 6a30BOro NporpaMMHOro
KOMMeKca gna nepBUYHOro y4dyeTa BblbpaH «MHPonnem». Mo AaHHbIM CTaTb, y)Ke
3anyuweH BBoa MHdopMaLumMm No NoronoBbio B bypatmnm un bawkunpum,
NOeHTUPULMPOBAHO 23 TbIC. FONOB, OTHOCALLMXCA K OEBATU NOPOAAM U OBYM
BHYTPUMOPOAHbLIM TUMaM. HOBOCTb Ba)XHa KaK NpuMep nepexona ot
Pa3pPO3HEHHOro NJIeMeHHOro yyeTta K LnmdppoBon MHPPACTPYKTYpe, cneumanbHo
paccCYNTaHHOM Ha FEHOMHYIO OLLEHKY XUBOTHDbIX.

V PbIHOK. PEINYJIMPOBAHWE

22. PbIHOK FreHEeTU4YECKMX MCCIeOBaHUM

(IPO, dnHaHcHMpoBaHUe, 06beM PbiHKA, CTOMMOCTb UCCMIeA0BaHMM, MapTHEPCTBA, NMMLEH3UPOBaHMe,
reHeTUUYeCKUM OTUeT Mo pe3yfbTaTaM NOTHOFreHOMHOIO CEKBEHUPOBaHUS, MPOUCXOXKaeHMe,
pooocnoBHas, NMUHag reHeTUYeckasa uctopus)

Komnanus lllumina pa3sMBaeT NnpopuIaKTUYECKYIO FreHOMUKY
6naropaps cTpaTermieckoMy KoHcopumymy c Veritas Genetics

(HNumina)

16 mapTa lllumina o6baBuna o cTpaTernyeckomM cotpyagHudecTae ¢ Veritas Genetics
Powered by Fuze Health. B coo6LeHnn cKasaHo, YTO CTOPOHbI POpPMUPYIOT
KOHCOPLUMYM, KOTOPbIM OOMKEH BCTPOUTb NPOPUNAKTUYECKYIO FEHOMUKY B
noBceagHEBHOE 3[4paBOOXPaHEHME Yepes3 NaHbl MEOAULMHCKOINO CTPaAaxoBaHUA B
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CLA v Ha gpyrmx MMpoBbIX pblHKax. Veritas onmncbiBaeT cBon cepBuc myGenome
KaK KOMMJIEKCHYIO CNY>X6Y OLEHKWN FEHETUYECKUX PUCKOB Ha OCHOBE MOJIHOIO
reHOMHOIro CeKBeHMpPOBaHUS, NpegHa3sHayvYeHHYo Ons MHTerpaunm B CTpaxoByto
cpeny. Penus yTouHsaeT, UTo Moaenb BKIIOYAEeT AOO6POBOIbHYIO MPOorpaMmmy
NpodUNaKTUYECKOM FEHOMUKMU, MoATBepPXKAatoUee TECTUPOBaHME MO NOKa3aHUAM,
MapLUpyTU3aLmIo K cneumnanmnctaM, pesysribTaTtbl C reHeTUYECKUM
KOHCYNbTUpOBaHUEM 1 GOPMUPOBaAHUNE COMNTACOBAHHOIO KNIMHUKO- F’EHOMHOIO
Habopa OaHHbIX o9 NapTHEPCTB B chepe npeunsmoHHom megmumHsbl. lllumina
OTOAENbHO YKa3blBAaeT HA UCMOJb30BaHMeE CO6CTBEHHbIX TexHonornm WGS, DRAGEN
n M- nopoep>aHHbIX MHCTPYMEHTOB UHTeprnpeTaunm. HOBOCTb OTHOCUTCH MMEHHO
K PbIHOYHOMY Pa3BUTUIO: peYb MOET O NOMbITKE NPeBPaTUTb FEHOMHOE
TECTUPOBAHUE N3 HULLEBOW YCNYrn B CTPAXOBOM U MAaCCOBbIV CEPBUC
NPodUNaKTUKN.

KoMmnanusa BGl Genomics B NnapTHepCcTBe ¢ YHUBEPCUTETCKOMN
6onbHMLUEM MakKao 3anycKaeT COBMECTHYIO labopaTopuio
npeun3voHHOMW MeAMLIMHbI

(BGI Genomics)

27 mapTa BGl Genomics o6baBumIa 0 co3gaHMmM COBMECTHOM labopaTtopum
npeum3noHHOM MeaUNLUHbI BMECTe C rocnuTaneM yHUBepcuTeTa HayKm m
TexHonornm Makao mn Genesis Co., Ltd. B penmnse roBoputcs, 4To HOBada
nabopaTtopua byaeT NpenocTaBnaTh XXMUTeNaM MaKao NnoKanbHble yCiyrm
NPeuUmM3nNOHHOIro TECTUPOBaHUSA C GOKYCOM Ha OHKOJTIOMUIO U penpoayKTUBHOE
300poBbe. KoMnaHua nogyepKMBaET, UTO MPOEKT OO/MKEH COKpaTUTb BpeMs
OXXMOQHUA U CHU3UTb 3aTpaTbl A/ NaLUEHTOB, KOTOPbIM paHbLUe NpUXoaunnocb
ob6paLwlatbca 3a Nogo6HbIMU aHaNM3aMu 3a Npegesnbl pernoHa. OQHOBPEMEHHO
MHULMATMBA ONUCHbIBAETCA KaK nnatdopma ana COBMECTHbIX UCCNeaoBaHUMN,
KITMHUNYECKOM TPaHCAALUMN U NPOMbILLUIEHHOIO coTpyaHM4YecTBa B chepe
reHOMUKU. [119 pblIHKa 3TO 3HAaUYMMO KaK NpuMep TeppuUtopmanbHOro paclumpeHums
reHeTUYeCKUX yCcnyr, FreHOMHble TEXHOJIOTMUN NepeBOAATCH U3 MoaenNun
pa3pO3HEHHbIX BHELWHWX CEPBUCOB B JTOKaJIbHO BCTPOEHHYIO ANAarHOCTUYECKYIO
NHPpPaACTPYKTYpY. HOBOCTb Tak)Xe NOKa3bIBaET, YTO KOMMEPUYECKUIN PbIHOK
reHeTUYeCKMX UCCriefoBaHUM NPOOO/HKAET PacTU He TO/TbKO Yepe3 HOBbIE TeCThI,
HO 1 Yepes co3gaHue NMOCTOAHHbIX PErMOHabHbIX MAOLWAAO0K, 06beaMHAOLWMX
KITMHUKY, TabopaTopuio U NMPUKNagHble nccrnegoBaHus.

3a npeaenaMm apxunenara: nonyumre Hambéonee noapo6Hyio
uHpopMaLumIo 0 cBOeM OMUIMNNMHCKOM NMPOMUCXOXKAECHMUM C NOMOLLDbIO
23andMe

(23andMe)

23andMe o6baBUa 06 O6HOBIEHUU CepBUCa MPOUCXOXKOEHWA ON4 Nofb3oBaTenemn
PUNUNNUHCKOTro NpoucxoxaeHmsa. KoMnaHMa coobLlaeT, YTo 3anyckaeT 144 HOBbIX
reHeTUYeCcKUxX rpynnbl Ha PUNMNNUHax 1 B COCeAHUX permoHax U No3mumMoHupyeT
3TO KaK Hambonee AeTanM3npoBaHHYO Pa3buUBKy GUITUMMUHCKOIO NPOUCXOXKAEeHUSA
B CBOEW UCTOPUU. B TeKCTe nogyepKmMBaeTcd, UTo O6HOBIEHNE OPUEHTUPOBAHO
MMEHHO Ha MoTPe6bUTENbCKYIO YaCTb FreHEeTUYECKOro pblHKa, Ha MepPCcoHanbHYyIo
reHeTUUYeCKYo MCTOPUIO, MPOUCXOXKAEHME U MOUCK POACTBEHHbIX cBA3el. 23andMe
oTOeNbHO OTMeuaeT, YTo 6onee 75% KNMeHTOB PUIUMTMUHCKOIO NPOUCXOXKAEHMUS,
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MPOTECTUPOBAHHbIX HA AaKTyaSIbHOM 4uKe, AOMKHbI YBUAOETb XOTS 6bl O4HO HOBOE
coBnageHme no reHeTUYEeCKMM rpynnam. a9 pbiIHKa reHeTUYECKUX UCCIegoBaHUI
3Ta HOBOCTb Ba)KHa He O6bEMOM CEKBEHUPOBAHUS, @ Pa3BUTUEM KOMMEpPYECKOIro
npoaykKTa. KoMnaHua noBbllaeT AeTanm3aumio oT4eToOB U yCUNTUBAET
MONb30BATENbCKYIO LLEHHOCTb B cerMeHTe DTC-reHeTUKN. 3TO Hanpsamyto
COOTBETCTBYET YacTM pa3aena, CBA3aHHOM C MPOUCXOXKOEHNEM, POOOCIOBHOM U
NNYHOM reHeTUYECKOM NCToOpUeEn.

PbIHOK reHOMMKM

(Fortune Business Insights)

CornacHo o6HoBneHHoMy oT4veTy Fortune Business Insights ot 16 mapTta 2026 roga,
rno6anbHbIM PbIHOK F’EHOMUKMK OLLleHMBaeTCoa B 34,23 mnpa aonnapos CLUA B 2025
rogy n nporHosunpyeTcsa Ha ypoBHe 38,24 Mmnppg gonnapos CLUA B 2026 rogy ¢
AanbHenwmnm pocTom Ao 99,26 mnpa gonnapos CLUA K 2034 roay npu
cpenHerogoBoM TeMne pocTta (CAGR) 12,66 %. CeBepHaga AMepuMKa OOMUHUNPYET C
nonen 43,04 % B 2025 rogy. OTyeT aHanmM3npyeT PbIHOK MO TUMaM (MPoAYKTbI:
MHCTPpYMeHTbI, N0, pacxogHble MaTepuansbl; ycnyru), TexHonormuam (MLP, NGS,
MUKpPOMaTPULbl, CEKBEHMPOBaHME No CaHrepy U apyrme), npuMeHeHUaM
(amarHocTuka, nccrnepoBaHUs) M KOHEYHbIM Mofib3oBaTeNnsM (Hay4Ho-
nccnenoBaTesibCKMe MHCTUTYTbI, YYPEXXOeHUSa 30paBOOXPaHeEHUS,
dapmaueBTUUHECKUE N BUOTEXHOTOrMYecKme komnaHmm, CRO). KnoueBbiMU
ApanrBepaMm poCcTa Ha3BaHbl Ppa3BUTME MPUNOXKEHUN MTEHOMUKU, BKKOYASA FrEHHbIN
OUN3alH, MHXeHepuIo NyTem U gaHHble gna 6Monormyeckmx MHHoOBaLumM B
30PaBOOXPAHEHUW, MPOMbILLIIEHHOW BUOTEXHOIOMMU N UCCnenoBaHMax. B otueTte
TaKXXe NpuBoaaTCAa OaHHble MO perMoHanbHOMY pacrnipegeneHumio, KOHKYPEeHTHOMY
naHawadTy M cTpaTterMyeckMM MHNLMATUBAM BeayLUMNX UITPOKOB. AHANOMMNYHble
nporHo3bl Ny6nukytoT Grand View Research (pblHOK reHoOMMKM 22,55 mnpg
ponnapos CLUA B 2026 rogy, CAGR 18,2 % oo 2033 roga) n IMARC Group (43,3 mnpa
ponnapoB CLUA B 2025 rogy, CAGR 12,26 % 0o 2034 roga). OtyeTbl nogyepkueatoT
BIMSAHNE CHUXXEHUHA CTOMMOCTU CEKBEHUPOBaHUS M POCTa Crpoca Ha
nepcoHanM3npoBaHHYIO MeaULUHY.

Bbipyuka Genetico Bbipocna Ha 60% 3a ABa roaa

(Genetico)

LleHTp Genetico onybnmnkoBan pe3ynbTaTbhl AeaTenbHOCTU 3a 2025 rog no PCEBY u
MoKasas 3aMeTHbIN POCT B CErMeHTe MeaULUMHCKON reHeTUKKN. B coobLueHmnm
roBOPMUTCSH, YTO rogoBas BblpyyKa KOMMaHUKM yBenuymnnacb Ha 30%, a COBOKYMHbIN
POCT 3a ABa nocrnegHux roga coctasmn 59,8%. OgHOBpEeMEHHO BbIPOC Ba/lIOBbIN
$UHaAHCOBbLIM pPe3ynbTaT, a Noc/ie NnoraweHnsa obIMrallMoOHHOro 3amMMa B MOHe
2025 roga y KOoMNaHuUm 60/blUe He OCTasIoCb 3a€MHOro KanuTtana. B uncne
OCHOBHbIX CO6bITUM roga Genetico nepeyvncnaeT poCT KONMYeCTBa UCCegoBaHUN
Ha 20,5% n KoHcynbTaumMm Ha 5,4% no cpaBHeHUto ¢ 2024 rogoM. LJoONoAHUTENBbHO
KOMMaHMA yKa3blBaeT Ha pacllMpeHne MHBECTULMOHHOM aKTUBHOCTH, 20 MIIH
py6nen HanpaBneHbl B pa3paboTymkKa reHHoM Tepanmm gnsa opPaHHbIX
3aboneBaHMM rnas «PeTnHoOCTap», ewe 50 MnNH pybnen — B pa3paboTymnka
npenapaToB AN19 e4YeHna cepaeyHbix 3aboneBaHmnm «Kapanoo>xeHeke». B
Ny6nnKaumm Tak>xKe oTMeYeHbl O0MYCK aKuMi K Topram Ha CINb bBupxke n
3aBepLIeHMe 3aKpPbITOro pasMeLeHmna 7 MTH akLMIM B NONb3y KOMMNAaHUM FPyMnbl
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«ApTreH 61oTex». MaTepuman oTpaykaeT, UTO PbIHOK FreHEeTUYECKMX UCCiedoBaHUN B
Poccuu Bce aKTUBHee cCoeAMnHARTCH C MHCTPYMeHTaMm ny6ndHoro Kanurtana,
KOPMNopaTUBHbIX MHBECTULIUIM U CMEXHbIX BUOTEXHOMOMMUYECKUX pa3paboTok.

23. MonuTUKa, 3TUKa M peryiMpoBaHMe B reHeTUKe

(BaKOHbI, peKoMeHaauumun, atTn4eckme CTaH,D,aprI)

KoaeKc no reHeTu4YecCKoMy TECTUPOBaHMIO M CTPaXOBaHMIO: TPEXJIETHUM
o630p 2025 ropna

(GOV.UK)

MWUHUCTEPCTBO 340aBOOXPAHEHUSA U coLManbHOro obecrnevyeHna BennkobputaHmum
ony6sIMKoBano TpexneTHMM o63op Kogekca No reHeTUYECKOMY TECTUPOBAHUIO U
CTpaxoBaHUI0. [IOKYMEHT paccCMaTpPUBAET, KaK 6bICTpoOe pa3BUTUE MrEHETUYECKUX
TECTOB BMINAET Ha CyLLECTBYIOLWMIM BanaHC MeXay MHTepecaMu noTpebutenem m
CTPaxoOBLUMKOB. B 0630pe noaTBep)KOaeTCs, YTO AENCTBYIOLLNIN PEXXUM B LLENOM
COXpPaHSAETCs, CTPAaxXOBLUMKMN HE MOTyT TPeboBaTb OT 3a8BUTENIEN MPOXOXKAEHUS
NPeaAnKTUBHbIX FEHETUYECKUX TECTOB U HE UCMONb3YIOT TaKMe pe3yfibTaTbl B
6onblIMHCTBE cnydaeB. OTAeIbHO NOAYEPKMBAETCSH, YTO €AUHCTBEHHbIM
OENCTBYIOLLMM UCKIOYEHMEM OCTaeTca 60ne3Hb XaHTUHITOHA U TONbKO ANs 3a9BOK
Ha CTpaxoBaHMe XM3HU cebiwe 500 000 dyHTOB. B LOKYMEHTE TaKXXe roBopmuTCa O
Heo6XxoaoMMOCTHM 6oriee ACHbIX onpeaeneHMmM reHeTUYEeCKUX TeCToB, 6obLUEN
MPO3pPayYHOCTU B paboTe KogeKca n 6onee NOHATHbIX Pa3bACHEHUM ONa
notpebutenen. B aTM4eCKOM nyaHe HOBOCTb Ba)KHa TEM, UTO peyb MOET O
rocygapCcTBEHHOM MOATBEPXKAEHUM OFPAHUYEHUN HA NCMNOMb30OBaHME
reHeTU4yeCcKom MHPopMaLMKM B CTPAXOBAHMU U O MOMbITKE COXPaHUTb JoBepue
nogen K TeCTUpoBaHUIO, HE MOATAaNIKMBAA MX OTKIaAbiBaTbh KIMHUYECKMe
nccregoBaHUs M3-3a ornaceHUM CTPaxoBbiX NOCeacTBUN.

NMnaH aencTBMn AHIrNMM NO peaAKuM 3aboneBaHMaM Ha 2026 roa:
OCHOBHOM OTuUeT

(GOV.UK)

MpaBuTenbcTBO BennkobpumtaHum npencrtaemno England Rare Diseases Action Plan
2026. B uncne knto4veBbIX OCTMXXEHUIN U HOBbIX LLIAroB JOKYMEHT BblaenaeT
ob6a3aTenbcTBa AreHTCTBa NO perysiMmpoBaHUIO IeKAapPCTBEHHbIX CPeacTB U n3genum
MeOULMHCKOro HasHaveHna (MHRA) no KpynHou pedopMe perynmpoBaHusa peakmx
Tepanun, Nnyénmnkaumo HoBoro ctaHgapTa kadecTtBa NICE onga pegkux 3a6oneBaHun,
a TaK>Xe pa3paboTKy HoBOM paModHou Mmoagenun NHS ona nHamemayanmsmpoBaHHbIX
reHeTU4YeCKMX Tepanmm, Co3gaBaeMbIX NoL KOHKPETHOro naumeHTa. B ToM xe
nepeyYyHe yKasaHo, YTo B HaumnoHanbHoOM cny»6e 3gpaBooxpaHeHna (NHS) yrxe
nponeydyeH NepBbin NALUNEHT UHOUBUOYANN3NPOBAHHOW Tepanuen. OTaenbHO
OTMe4YeHO N PUHAHCUPOBAHME OBYX MUMOTHbIX LLEHTPOB A9 Ntoaen ¢
HeyCTaHOBMEHHbIMU PEeOKUMU COCTOSHUSAMU. XOTS NJiaH OXBaTbiBaeT LWUMPOKUN KPYT
TeM, OH BaXXeH Npexae BCcero Kak rnosIMTUKO-perynaToOpHbIA JOKYMEHT.
FocypapcTtBo popManmasyeT Noaxon K HOBbIM FreHETUYECKUM BMeLLATEeNbCTBaAM U
BCTpaunBaeT UX B CUCTEMY 34PpaBOOXPaHEHUA. ITO HE eAMHUYHOoe peLlueHue no
OOHOM TEXHOMOIMKM, a 6onee LMPOKUN HOPMATUBHbBIV CUMHaN O TOM, Kak byaeT
perynmpoBaTbca BHegpeHMne peaKunx n nepcoHanm3anpoBaHHbIX FeHETUYECKUX
Tepanun B NMPaKTUKY.
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MonureHHbIE NOKa3aTe/Iu KaK MHCTPYMEHTbI 6muocoumanbHOM
MOMIUTUKM:? oGpasoBaTeanau reHoMMKa Kak MCTOMHMK BMelLuaTenbCcTBa
M ynpaBlneHuUda

(European Educational Research Journal) Williamson, B., Pykett, J. & Kotouza, D. Polygenic scores as

bio-social policy instruments: Educational genomics as a source of intervention and governance. Eur
Educ Res J (2026). https://doi.org/10.1177/14749041261432392

ABTOpPbI aHANU3MPYIOT, KaK NOMIMIeHHbIe LWKalbl, U3Ha4YanbHO UCMNOJb3yeMble B
couMmanbHO- NOBeAEeHYECKOM NTeEHOMUKE, HAYMHAIOT PacCMaTPUMBATbLCH, KaK OCHOBa
ONd NPOrHo3npoBaHMA 06pa3oBaTENbHbIX PE3YNbTAaTOB M BO3MOXHbIX
BMeLLaTeNbCTB B 06pa30oBaTe/IbHYIO NPaKTUKY. B cTaTbe roBOPUTCS, UTO BOKPYT
«06pa3oBaTeIbHOM FEEHOMUKUN» GOPMUpPYETCA HABoP NPUKNAAHbIX CLLEHAaPUEB, B
KOTOPbIX FrEHETUYECKME OaHHbl€ MOIyT MCMOIb30BaTbCS AS19 OLEHKUN, COPTUPOBKM,
CTpaTUPUKALMU U PaHHETO TapreTUpPoOBaHMS yyalmxcsa. ABTOPbI BblaenatoT
paH>XXUpoBaHME, COPTUPOBKY, OLLEHUBaHME, CTPaTUDUMKALUIO U MPUMNUCBIBAHUE
LLEHHOCTW, 1 NMOKa3bIBAKOT, YTO MONIUIEHHbIE OLLEHKM Ha4YMHAKT paboTaTb HE MPOCTO
KaK Hay4YHbI MHCTPYMEHT, a KaK 6M0oCcoLMNanbHbIM MHCTPYMEHT NOAUTUKN. [1pn 3ToOM
ny6nmnKauma nogyepKMBaeT CMNOPHOCTb TaKOro HanpasneHus. O6elaHnsa
«MEepPCOHaNM3NPOBAHHOIO 06y4YeHMa» Ha FEHETUYECKOM OCHOBE COMPOBOXXAAOTCH
PUCKOM yCUNEHUS YN PaBlieHYEeCKUX MPaKTUK, rae 6unonormyeckme pasnmnyima
Mosy4yatoT C/IULLKOM 601bLLION BEC NMPU MPUHATUM peLUEHNIN 06 06pa3oBaTENbHOMN
TpaeKTopumn pebeHka.

BblGOp 3M6pHOHOB Ha OCHOBE reHeTM4YeCKMX nporHo30B nopoxpaeT
HOBbI€ 3 TUYECKME M NpaBoBbIC npoSneMbl

(Hokkaido University)

Hokkaido University ony6nmkoBan Matepman o pacTyLlEM UCMOSIb30BaHUM
MOJIMFEHHbIX OLLEHOK NMPU OOMMMNNAaHTAaLMOHHOM TECTUPOBAHMUN SMOBPUMOHOB. B
coobLeHMN obbacHaeTcs, UTo ncxogHo PGT co3aaBanoch A4 BbIABIEHUSA TAXKeNbIX
MOHOIeHHbIX 3a601eBaHN, OOHAKO Pa3BUTUE FTEHOMHbIX METOO0B pacCLUUPUIIO
BO3MOXXHYIO 06/1aCTb MPMMEHEHMA A0 MPOrHO3a CMIOXXHbIX MPU3HAKOB M COCTOSAHUN,
BKJ1IOMAa NpeapacrnofioXXeHHOCTb K PacnpoCcTpaHeHHbIM 3a60/1eBaHUAM, a TaKXKe
XapaKTePUCTUKUN Bpoae MHTENNTIEKTA U BHELLHOCTU. YHUBEPCUTET CCblNlaeTcs Ha
0630p npodeccopa Tetsuya Ishii, B KOTOPOM NogvYepKMUBAETCSH, UTO TaKMe NPOrHoO3bl
OCTalTCA NPUHLUMNMANBbHO HeonpeaeneHHbIMU, MOCKONbKY MOSIMIEHHbIE OLEHKM
OMNMpPatoTCs TOIbKO HAa FreHeTUYEeCKMEe BapMaHTbl U He YYUTbIBAIOT cpeay,
BOCNUTaHME, aBTOHOMMUIO ByayLiero pebeHka un gpyrme dakTopbl, BAvaowme Ha
pa3BuTHE. B MaTepumane TakXXe CpaBHMBAKOTCA HaUMOHanbHble nogxogbl, B CLLUIA
TaKue YCNyrm y>ke KoMMep4yecKu OOCTYMNHbI, TOr4a Kak B psae eBpOonencKux cTpaH
OEUNCTBYIOT 60/1ee XeCTKMe orpaHmyeHma. OTaenbHO nepeydmncrieHbl aTu4eckmne
PUCKMW: 3aBblLLUEHHbIE OXXUOAHUSA poanuTenen, CTurmaTtnsaumns npmM3HaKoB,
MHCTPYMEHTa/lbHOe OTHOLLEHME K OeTAM U ONaceHus, CBA3aHHbIe C BO3POXOAEHMNEM
€BreHUuKu.
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3anyck HaumMoHanbHOM 6a3bl reHeTUYECKOM MHOpMaLMM NPEeAJIOXKEHO
nepeHecTu Ha 2027 rona

(PCR.news)

B aTOI >Xe MapToBCKOM Ny6nnkaumnm PCR.news pacckasano o NpoekKTe
MOCTaHOBMNEHUSA, KOTOPbIM NpeasaraeTca CKOpPEKTUPOBaTb CPOKM 3arnycKa
rocyoapcTtBeHHOM MHPOPMaLMOHHOM cnucTteMbl «<HaumMoHanbHaa 6a3a reHeTUYEeCKoOM
nHPopMaumm». Ecnn pokyMeHT 6yaeT yTBepXXaeH, CoO34aHMe 1 BBOA B
akcnnyaTtauumo HEIMM nepeHecyT c 1 ceHTa6psa 2025 roga Ha 1 ceHTa6psa 2027 roaa, a
ob69a3aTeNibHylo Nepenavy reHeTUYeCcKux aaHHbIx ¢ 31 gpekabpsa 2025 roga Ha 31
nekabpsa 2027 roga. B matepumane otaenbHO NOACHAETCSH, UTO PeYb MOET O
reHeTU4YeCKMX OaHHbIX BUOOGHEKTOB, HE BKJIOUAA YenoBeKa. NepenaBaTb UX B
CUCTEMY O0/MKHbI 6yayT rOCKOpNopaunm M rOCKOMMaHUKU, Hay4YHble U
ob6pa3oBaTesibHble OpraHun3aunm, NnpegnpmaTng, paboTarLlme C reHHo-
NHXXEeHEPHbIMU TexHonormaMmm m FMO-npoaykumen, a TakxKe opraHmsaumm mn UM,
BbIMOSTHAOLWMNE UCCiefoBaHUS U SKCNepPTU3bl C MPUMEHEHMEM MOJIEKYSISPHO-
reHeTU4YeCKMx MeToaoB. Nocne 3anycka CUCTEMbI JaHHble HY>XHO ByaeT nepenaBaTtb
B TedeHune 20 paboumnx gHen nocne mx nony4veHusa. Onepatopom HBIMM HazeaH HUL,
«Kyp4aTOBCKUN MHCTUTYT». 19 MOSINTUKN U PETYTMPOBAHMUA B reHETUKE 3TO OfHa
N3 KNOYEBbIX HOBOCTEW, MOCKONbKY OHA KacaeTcs CPOKOB, apXUTEKTYPbI U
0693aTeNbCTB MO 06paALLEHUIO C TOCYOAPCTBEHHO 3HAYMMOM FreHETUYECKOM
nHdopmMaumnen.

24. Cyne6Hbie cnopbl U NPaBOBbIE PELUEHMUSI B 06/1aCTU FreHEeTUKMU

(CyD,GGHbIe npoueccbl, NCKN N pelleHNnd CyaoB, CBA3aHHbIe C reHeTU4YeCKMMUM TeCtaMm,
reHeTu4eCKMMum gaHHbIMU, 6VIO6aHKaMVI, reHoTepannaMm mreHetTn4eCKMMm TeXHOﬂOFVIﬂMVI)

NMoapo6Hoe yBeaoMieHMe 06 yTBepXXAEeHUMM MUPOBOIO COralueHMs
23andMe

(Canadian 23andMe Settlement)

CynebHo-yTBepXXgeHHoe yBegoMIeHME No KaHaOCKOMY yperynnpoBaHUMIO nocne
YyTeUKM OaHHbIX 23andMe pukcupyeT BaXkHbIM wWwar: 16 MapTa 2026 roga KaHaackKum
cyqn NPU3Han NpMKas aMepuUKaHCKOro cyaa no 6aHKpoTcTBy OT 17 peBpans

2026 ropa, oKoOH4YaTeIbHO 006pPUBLLENO MUPOBOE cornalwleHmne. B ookymMeHTe
TaK)Xe YKa3aHo, YTO CaMO KaHaACcKoe yperynmpoBaHue 6b1/10 OOCTUNHYTO 5
ceHTa6pa 2025 roga n npegycmatpmBaeT BbinnaTy 3,25 MnH gonnapos CLLUA B
MHTEepecax KaHaACKOro Knacca nocrpagaswmx. locne MapToBCKOro npm3HaHMA
peweHunsa no npouenype CCAA y4acTHUKM Kacca nonyymnm npaso 3aaBnaTb
TpeboBaHMA Ha KOMNEHcaumMo. YBegoMNeHne onmcbiBaeT ABe KaTeropmm BbInar,
06blYHble TPeboBaHMA N Ype3BblYaMHble TpeboBaHMA, MO KOTOPbIM BO3MOXHO
BO3MeLleHMne 0o 2 500 kKaHaaCcKux 4onnapoB Npu OOKYMeHTalbHO
noaTBEPXOEHHbIX pacxogax, Hanpsamyr CBA3aHHbIX C MHUMOEHTOM
Knbepbe3onacHOCTU. ITO pefieBaHTHaa cyaebHo-npaBoBas HOBOCTb O
reHeTUYEeCKMX OaHHbIX, MOCKO/IbKY OHa KacaeTcsa MexayHapogHoOro npm3HaHusa
Ccyne6bHOoro pelweHmsa M MexaHM3Ma KoOMMNeHcaumMm Bpega nocre yteudkum
nepcoHanbHOM N reHeTUu4YecKon MHdopMaLmnn.
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XuponpakTUK NPUroBopeH K 43 MecsiLlaM TIOPpbMbI NO Aeny o
MOLUeHHMUYEeCTBE B 3[1paBOOXPaHEeHMM U OTKaTaxX Ha CYMMY 14,9 MAH
Aonnapos

(U.S. Department of Justice)

MpokypaTtypa CLUA no okpyry Hbto-[)xepcu coobLimna, YTo XMpPOnpaKTUK U3
IXopoXum 6bina NpUroBopeHa K 43 Mecsauam TIOPEMHOIo 3aKNOYeHNs 3a y4acTue
B MOLLEHHUNYECKOM cxeMe B chepe 34paBOOXPaAHEHUSA N HE3AKOHHbIX OTKaTOB Ha
cyMMy 14,9 MfTH OONNapoB, CBA3aHHOM C MEAULIMHCKUM 060pya0BaHUEM
ONUTENbHOMo NOMb30BaHUSA U FeHEeTUYECKMM TeCTUPOBaHMEM Ha pakK. 59-neTHaq
TednanmoH KamepoH u3 NMayagep-CnpuHrc paHee npuvsHana ce6a BUHOBHOM MO
O6BUHEHMAM B CFOBOpPE C LeNblo MOLWEeHHMYecTBa B cdepe 34paBOOXpPaHEHUSA U
HapyweHunn degepanbHOro 3aKoHa o 3anpeTe oTKaToB. o MaTepuanam gena, B
TeYeHMe HECKONbKUX NeT KaMepoH 1 ee COOBLLHMKM 0o06MBaNnmUCb Nogaym NCKOB
CTpaxoBLUMKaM, BKtovaa Medicare, No MeQMUMHCKM HEHYXXHbIM opToneanyecKmnm
6penicaM n TectamMm CGx. O6LwmmM yulep6 Medicare npeBbicun 14,9 MNH 4ONNAPOB, a
caMa KaMepoH nonyyuna 6onee 1,3 MfIH 4ONMApPOB NPeCcTyNHbIX 40X040B. Yepes
KoMMaHuu no npogake DME 3aroBopLnKu nonyyanu BpavyebHble Ha3Ha4veHus 6e3
yyeTa MeaAnLMHCKON HeO6XOANMOCTH, UCMONb30Bai MapKETUHIOBbIe KOJN-
LLeHTpbl M TeneMeguuMHCKMNE KOMMaHMKW, HanpaBnain NOXHble TpeboBaHUSA K
Medicare u BbiNNnayYyMBanu He3aKoOHHble OTKaTbl. OHU TaKXXe 6bl/1n CBA3aHbl C
KoMnaHunen CGX, yepes KoTopyto KaMepoH nepenaBana Nabopatopmm KOHTaKTbI
MaLMeHTOB U MaCKMpoBana oTKaTbl PUKTUBHbLIM COrfalleHmneM.

Bpau u3 Ana6amMbl NPpUroBopeH 6osee YeM K oAHOMY roay TIOpbMbI MO
Aeny o TefeMeagULMHCKOM MOLLEeHHUYECTBe Ha 2,7 MJTH AOoN/IapoB

(U.S. Department of Justice)

23 MapTa npokypaTtypa CLLUA no okpyry MaccauyceTc coobLinnia o BbIHECEHUM
npuroesopa Bpavy ns Anabambl No geny o TeneMegmumHCKOM MOLLEHHMYECTBE Ha
2,7 MnH gonnapoB. CornacHo coobuleHMo, OH 6bl/1 MPUIOBOPEH K CPOKY CBbILLEe
OOHOro roga nuMeHunsa ceBob6oabl 3a y4acTMe B CXeMe, B paMKax KOToOpom
noanucbliBan 3aKa3sbl HA MeANLIMHCKUN HEHYXXHble reHeTU4YecKune TecTbl U
MeaULUMHCKOoe obopynoBaHMe 6e3 OO/MKHOro o6criegoBaHuA NaUMEHTOB.
MWUHUNCTEPCTBO IOCTULIUM YKa3bIBAET, YTO MOA06HbIE 3aKa3bl NepegaBaninch
nabopaTtopuaM U NocTaBLLMKaM 419 NOoAyyYeHMsa BbinNAaT no AMHuaM Medicare m
apyrum nporpamMmam. Cyg TakKe HasHauunn pecTuTyumio B pasMepe npmmMepHo
2,784 MNH ponnapoB. Ta HOBOCTb Ba)XHa KaK NpuMMep NpaBoBOro rnpecnegoBaHusa
3N10ynoTpebneHnin BOKpPYr reHeTUYeCKOro TeCTupoBaHua. FlocygapcTeo
KBanndmumnpyeT NCNosfib30BaHME NrEHETUUYECKMUX TECTOB 6€3 KITMHUYECKOMN
Heo06XoaMMOCTH, KaK YacTb CXEMbl MOLLUEHHUYECTBA B 34PAaBOOXPAHEHUN. ITO
OTHOCUTCS K IOPUONYECKON paMKe 060pOoTa reHEeTUYECKUX TEXHONOMMM U
MoKa3blBaeT, UTO pPerynaTopbl U Cyabl pacCMaTPUBAIOT TakKMUe TECTbl KaK
UYBCTBUTESNIbHbIN M CTPOIrO KOHTPOIMPYEMbIN CErMEHT MeOULMHCKUX YCIYT.
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Bpau u3 Onopuabl NnpUsHan ce6s1 BUHOBHDbIM B flaue JIOXXHbIX NOKa3aHUM
no pgeny o MHOrFOMMJIJIMOHHOM CXEeMe TeNleMeAMLIMHCKOro
MOLLEeHHMYeCTBa

(U.S. Department of Justice)

23 MapTa npokypaTypa CLLUA no okpyry MaccauyceTc coobLumna, YTo Bpay M3
dnopuabl NpU3HaN BUHY MO Aeny O JIOXHbIX 3a9BNEeHUAX, CBA3aHHbIX C
MHOFOMU/ITMOHHOM CXeMOM MOLLUEHHMYECTBa B 34paBooxpaHeHUn. B opunumanbHoOM
COOBLLEHMNN CKa3aHO, YTO O6BMHAEMbIN Yy4acTBOBaN B 0POpPMIEHUN OOKYMEHTALUMN,
Mo3BONSABLUEN BbICTaBNATb cHeTa Medicare 3a MeOUUNHCKUN HEHY)XHblE
reHeTU4YeCcKue TecTbl U MegULMHCKoe 060pyaoBaHUE OINTENbHOMO NMOb30BaHUA.
Mo oLeHKe NPOoKypaTypbl, HA OCHOBAaHUM NOXXHbIX JOKYMEHTOB Medicare BbinaaTuna
6onee 3,1 MAH gonnapoBs. XoTa aeno chbopMyIMpoBaHO KaK yroloBHoOe
npecnegoBaHMe 3a NIOXXHbIe 3as9BNeHMA B paMKax cxeMmbl health care fraud, oHo
MPSAMO OTHOCUTCA K NPaBOBOMY 060pPOTY FrEHETUYECKUX TECTOB, MOTOMY UTO
reHeTUYeCKoe TECTUPOBAHME UCMNOMb30BaSIOCb KaK KOMMEPYECKUN MHCTPYMEHT
O1s1 HENPaBOMEPHOIro BO3MELLEHUA.

Ho6eneBckue naypeartbl TEPNAT HOBOE NOpPaXXeHUe B NonbiTKe
ocnopuTtb nareHTbl CLUA Ha CRISPR

(Reuters)

27 mapTta 2026 roga AnenngaumMoHHbIN COBET MO NaTeHTaM M ToOBapHbIM 3HakaM CLLUA
(PTAB) BO BTOpOM pa3 BblHEC peLueHne B nonb3y Broad Institute (coBMecTHoe
npennpuatmne Napeapga n MIT) B cnope o dyHOaMeHTaNnbHbIX MaTeHTax Ha
TexHosnorumto CRISPR-Cas9 aong pefakTMpoBaHUA reHOMa 3yKapUOTUYECKMX KNETOK.
Hob6eneBckue naypeatbl 2020 roga no xmumMum >xeHHndep yaHa n SMMaHo3Mb
LLlapnaHTbe (a TaK)Ke MX MHCTUTYTbI) BHOBb Npourpanun. PTAB nogteepaun, 4to
naTeHTbl Broad npaBu/ibHO BblgaHbl M 4YTO 3a9BKM Ha CRISPR-Cas9 B
3YKAPUNOTUUECKUX KITETKAX HE BblSIN O4EBULHDbI U3 Pe3yNbTaTOB 6MOXUMUYECKUX
3KCNepPMMEHTOB B Npobupke. Cyabn otMeTUnu: «flocne aHanmsa sBcex
[0Ka3aTe/1bCTB Mbl He y6eXxkaeHbl, UTo nsobpetatenm CVC 3a4anum BonnoweHume
Count 1 oo npaKTUYeCcKoro ocyLlectBneHunsa Broad». PelueHne ycunmBaeT No3mumMm
Broad B NMUEH3NPOBaAHUM TEXHOMOIMMU N MOXKET NOBMMATbL HA KOMMep4YecKoe
ncrionbzoBaHne CRISPR B reHoTepanuax U nccregoBaHUsaX. YHUBeEpPCUTET
KanundopHum (UC) Bblpasnn pasovapoBaHME N pacCMaTpUBaET ganbHenwmne
anennaunn. 3To y)xe BTopoe nopakeHune [yaHbl n LLlapnaHTbe B 4aHHOM crope;
Broad coxpaHgaeT Kno4veBble aMepUKaHCKME MaTeHTbl, YTO UMeeT 3HaUYUTESIbHbIE
nocnencTeus Ons pblHKa reHHOro peaaKTUpPOBaHUA U NMNLEH3UOHHbIX COrnaleHumn.

25. Kagpbl B cpepe reHeTUKHM

(Hay4yHble, MeAULMHCKUE, MOAroTOBKA, MepenoaroToBka, oeduunT)

BpuTaHCKas MHMLMaTUBa B o6nacTm ¢yHKI.|HOHaJ'IbHOﬁ reHOMMKmM
YenoBeKa yCrneluHo peajin3oBalia HallMOHaNIbHYIO NMporpamMmmMmy oquel-lml
B chepe MCKYCCTBEHHOINo MHTeMNMIEKTa U NT’HOMMUKM

(UK Human Functional Genomics Initiative)

27 mapTta UK Human Functional Genomics Initiative coo6wmna 06 ycnewHoM
3aBepLUEHMNN HALMOHAIbHOM MPOrpaMMbl 06y4YeHUs Mo MCKYCCTBEHHOMY
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NHTEeNNeKTy n reHommke. B opunumanbHOM cOOBLLLEHMNN CKA3aHO, YTO NporpamMMa
6bl51a NONTHOCTbIO PUHAHCUPYEMOM M NpeaHa3Havanacbh s NoaroToBKMU
nccrnegoBaTenem U TeEXHUYECKMX CNeLMNANTUCTOB K MPaKTUUYECKOMY UCMOSIb30OBaHUIO
NN n MalMHHOIo obyyeHns B 6GoOMeanLMHCKUX OaHHbIX M GYHKLUMOHANbHOM
reHoMuke. CTpyKTypa nporpamMmbl BKOYana gBa 6510Ka, CHa4vana y4aCTHUKKU
npoxoaunnm oHNnanH-kKypc no Python n pa6ote c gaHHbIMU B AHBape—MapTe

2026 roga, 3aTeM, O4YHbIN MHTEHCUBHbIN cCeEMUHap B JTOHOOHe 23-24 MapTa, rae
npuMeHsanun metogbl MM n MaWMHHOIo o6by4eHma K peasibHbIM Habopam
PYHKLMOHANBbHO-FrEHOMHbIX OaHHbIX. [10 AaHHbIM OpraHM3aTopoB, 36 y4aCTHUKOB
nonyyYunnu nonHoe GMHaHCUpPOBaHME Ha oba 3Tana, ewe 30 — Ha OHNanH-4YacThb. B
COOBLLEHNN OTAENTIBHO NoAYEPKMBAETCH aKLUEHT Ha UHKTIO3UMBHOCTU U BOBIEYEHUU
PaHHUX KapbepHbIX nccrnegoBaTenem N TeXHNYeCKUX cneumnanmncros.

CS/SB 1376: nporpaMMa rpaHTOB Ha 06pa3oBaHMe MO reHeTUUYECKOMY
KOHCYJ/IbTUPOBaHMUIO

(Florida Senate)

B MapTe 2026 roga Bo dnopuae NpoaBuHYyica 3akoHonpoeKT CS/SB 1376 o rpaHTax
Ha o6pa3oBaHMe B 06/1aCTU FrEHETUYECKOIO KOHCYNbTUPOBaHMA. Ha cTpaHuuax
CeHaTa wTaTa U B MaTepmanax KoMmTeTa yKa3aHo, YTO 3aKOHOMPOEKT co3aaeT
Genetic Counseling Education Enhancement Grant Program B cucteme
rocygapCcTBeHHbIX YHUBEPCUTETOB. Ero uenb, nogaep)XmBaTb pa3BuTue, pocT U
YCTOMUYMBOCTb MarMcTepPCKMUX NpPorpamMm no reHeTUYECKOMY KOHCYSIbTUPOBAHMUIO, A
TaKXXe CTUMY/IMPOBaTb Ka4eCTBO MOATOTOBKM B YCTOBUAX KagpPOBOM MOTPEBHOCTU.
N3 noBecTkM KomuTteTa Fiscal Policy cnepyeT, 4to 2 MapTa 2026 roga npoeKT 6bi/1
ooo6peH ¢ nonpaBkaMum ronocamum 18 npotme 0. B onncaHmm 3aKOHOMpPoeKTa
roBOpPUTCSH, UTO CPEeACTBa OO/MKHbI pacnpenenaTbca Yepes coBeT YHUBEPCUTETCKOM
CUCTEeMbIl Ha YCTAaHOBJ/IEHHbIE LLeSI U He MOTryT MCMNOJIb30BaTbCs MPOU3BOJSIbHO. DTO
He NpocTo o6pa3oBaTesibHaa MHMLMATUBA, @ KagpoBada Mepa Ha ypoBHe
3aKoHOOaTeNIbCTBA, LUTAT MNbITAaeTCH PacLUPATb U YKPENNATb MOOrOTOBKY
cneumnanmncToB NO reHETUYECKOMY KOHCY/IbTUPOBAHMIO, OAHOM U3 CaMbIX
nePUUNTHbBIX Npodeccuin B KIIMHNYECKOM FreHETUKE.

CoapyxecTBo 6€3 rpaHmi: Kak npowen Il MexxayHapoAHbIMA NPaKTUKYM
Mo AMArHOCTUKE M JIEUECHMIO HacNeaACTBEeHHbIX opdaHHbIX 601e3HEeN

(MIHL)

B KoHUe MapTa B MockBe npowen || MexxayHapoaHbIN MPaKTUKYM MO AMarHoCTUKe
N NeYeHUo HacneacTBeHHbIX opdaHHbIX 6one3Hen «CoapyXXecTBo 6€3 rpaHuLLy,
OpraHn3oBaHHbIN MeOnKo- reHETUYECKUM HAyYHbIM LLEHTPOM UMEHU aKageMmnka H.
M. BoukoBa 1 Accoumnaumem MeanUMHCKUX reHETUKOB. 10 aHOHCaM U COOBLLEHMAM,
MeponpuaTme npoLwso 25-26 mapta 2026 roga B O4HOM U OHNanH-popMaTe U 6bI110
OPUEHTUPOBAHO Ha LUMPOKUN KPYI CNeumnanmncToB: reHETUKOB, NeamnaTpoB,
HEBPOIOroB, KAapaMOSIOroB, HEOHATONOMOB, OHKOJIOIOB U OPYrnX Bpayven,
BOBJ/1IEYEHHbIX B MOMOLLb NMaumeHTaM c HacneacTBeHHbIMU U peOKUMU
3aboneBaHMAMU. AKLEHT 6bla1 caefniaH Ha NPaKTUKO-OPUEeHTUPOBAHHOM paboTe,
KINMMHUYECKUX pasbopax, MacTep-Kaccax, KOHCUTNyMax 1 MexxancumnimHapHoOM
B3amMoOencTemn. ina py6bpurKmM o Kagpax 3Ta HOBOCTb BaXXKHa MOTOMY, UTO peyb
noeT He 0 eAMHUYHOM NTEKLUK, 8 O KPYNHOW NnowlagKe HenpepbiBHOIo
npodeccnoHanbHoOro o6pasoBaHMa M O6MeHa ONbiITOM B MeOULLIMHCKOM FreHeTukKe.
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Takune MeponpuaTUa HanpaMyko BIIMSIOT Ha NOATOTOBKY U NepenoaroToBKy
cneumanmncToB, 0OCO6eHHO B 061acTax, rAe KIIMHMYECKaa CIOXKHOCTb 6bICTpO pPacTeT,
a CTaHOapTbl ANaAarHOCTUKMN U BegeHnd noCtodHHO obHoBNAtOTCS.
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