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I HAYKA

(2€H€mu’{€CKl/l€ OemepMuHaHrnbz 3G6OJZ€6CIHMZZ, HO6ble accoyuayuu zeH/eapuaHm — 3Q60ﬂ€6(lHu€,
GWAS)

I'eHeTHUeCKasi acconmanmsa H MAaIINHHOE o0yueHue VIAVIIIAKT

NPOrHO3MPOBAHHE PUCKA pa3BuTHs Auadera 1 Tuna!l
(Nature Genetics)

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

HccnenoBanue OMuChIBaeT KPYIHBIN aHAIN3 T€HETHYECKON apXUTEKTYphI caxapHoro auadera 1-
ro Tuma. ABTOpbI UCNOIb30BaIM AaHHbIe 20 355 ciayuyaeB u 797 363 KOHTpoJEH €BpONEICKOro
MPOUCXOXKICHUS, TIPOBEJIH aCCOIMATUBHBIN aHAIU3 U TOHKOE KapTHpOBaHHE, BKJIIOYas 00JIacTh
MHC. Pa6ota BbisiBHIIa 160 HE3aBUCMMBIX CUTHAJIOB PUCKA, CPEIM KOTOPBIX OBUTH HOBBIE JIOKYCHI,
a TaKKe YTOYHWJIA BKJIAJl U3BECTHBIX obnacteil. OtaensHoe BHUMaHue yaeneHo moaenu T1GRS,
r7ie MalIMHHOE O0y4YeHHe MPUMEHSUIOCHh AJSl yIydlleHHs] MPOTHO3UPOBAHUS PUCKA y JIIOJEH CO
CIIOKHBIMU TEHETHYEeCKHUMH MpoduinsimMu. Mojaens mpoBepsiach HE TOJIbKO B E€BPOINEHCKOMN
BEIOOpKE, HO U Y adypoaMepHUKaHIICB. ABTOPHI TAK)KE OMUCAIHA TeHETUICCKUE MMOATPYIIIHI qruadera
l-ro Tuma W B3aUMOJCUCTBUS MEXAYy BapUaHTAMH, YTO IIOMOTaeT HHTEPIPETUPOBATH
HEOJTHOPOJHOCTH 3a0oJeBaHusl. OCHOBHOW aKIIEHT IMyONMuKaiuu caenaH Ha couetannn GWAS,
TOHKOTO KapTUPOBAHMS M MAIIIMHHOTO O0yYeHUs JIJIsi 00JIee TOUHOM CTpaTH(UKAIIUU PUCKA.

I'eHOMHBINT aHAJW3 VKA3bIBAET HA CBA3L F'OPMOHAJLHOM M MeTA00JNYeCKOu

JIMCPEryJISiIiAA ¢ CHHAPOMOM MOJHKHCTO3HBIX SHYHUKOB'
(Nature Genetics)

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

PaGora mocBsiieHa TeHETUYECKHMM OCHOBaM CHHAPOMA TMOJMKUCTO3HBIX SUYHUKOB. ABTOPBI
oObenuHuIM naHHble 20 818 ciyuaeB u 523 695 KOHTpojel, paclIMpUB YHCIO CBSI3aHHBIX C
3a0o0sieBaHrEM JIOKYCOB ¢ 16 110 29, Bkirodas 13 HOBBIX curHanoB. VccienoBanue TakKe BBISIBUIIO
31 6enok, acCOMUPOBAHHBIN C CHHIPOMOM, U CBSI3aJI0 TEHETUYECKUE CUTHAJIBI C TOPMOHATBLHOM
perynsiuei, MeTaboIuYecKUMH OCOOCHHOCTSMU M PENPOIyKTUBHBIMH TpHU3HaKaMu. BakHas
YacTh aHajiu3a KacaeTcsl IMOJMICHHOIO0 PHCKAa: aBTOpPbI MPOBEPsUIM, KaK OH CBSI3aH C
HEONAroNMpUATHBIMU KapAMOMETa00THUECKUMU UCXOJaMH U TIPOSIBIISICTCS Y JKEHIIIMH U MYKYHH.
OTtmMmedaeTcsi Takke CBSI3b JIOKYCOB pHCKa ¢ Ooliee mo3aHei meHomay3oil. [lyOnukamus nemaer
aKIIGHT HEe Ha OJHOM MEXaHU3Me, a Ha COYETaHHH TOPMOHAIBHBIX, META0OTUYECKHX U
PENPOAYKTUBHBIX MyTEH, KOTOphIe BMecTe (POPMUPYIOT T€HETHUECKYI0 apXUTEKTYypy CHHIpPOMA
MOJIMKACTO3HBIX SUYHHUKOB.


https://www.nature.com/articles/s41588-026-02578-y
https://www.nature.com/articles/s41588-026-02578-y
https://www.nature.com/articles/s41588-026-02543-9
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Comarnueckuii Mo3anumsM npu BAC v JTJ00HO-BMCOYHOW JeMEHIIMH BLIABJISAET

04aroBbi¢c Myranum, CBA3aHHbLIC C DaCHDOCTDaHeHHOﬁ nerenepauneﬁz
(Nature Genetics)

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

BonbpmmHCcTBO CitydaeB OokoBoro amuotpoduueckoro ckieposza (BAC) m 100HO-BUCOYHOM
nemenuuu  (JIBJ]) sBmsirores crnopaguueckuMu. ABTOpPbI IPOBENIM IIIyOOKOE TapreTHoe
CEKBEHHpOBaHHE 88 TEHOB, CBS3aHHBIX C HEHpPOJEreHEepaTUBHBIMU 3a00JE€BAHUSAMH, B
MOCMEPTHBIX 00pa3nax TKaHW MO3Ta M CIIMHHOTO Mo3ra oT 399 cnopanndeckux ciydaeB u 144
KOHTPOJIBHBIX 00pa3ioB. [IpennonokuTenbHO eneTepHble COMAaTHUYECKHE BapUaHTHl B TeHax
BAC/JIB/] Obumn obHapyxensl B 2,1% crnopagudeckux ciaydaeB, HE HMMEBIIMX MaTOTCHHBIX
3apO/IbIIIEBBIX BAPUAHTOB. JTH BapUAHThl BCTPEYAINCH IIPU OYE€Hb HU3KOM YacTOTE aJljiesiel (Kak
npaBmiio, MeHee 2%) W HepeAKo ObUIM COCPEOTOYEHBI B OYArOBBIX, HAaMOOJEe MOPAKEHHBIX
30Hax. [lomonHuTenbHO, B KOropre Ha OCHOBe JaHHbIX 00béMHOro PHK-cexBenupoBanus
BbIsIBJIEHb! comaruueckue BapuaHThl B DYNCIHI u LMNA — renax, accOUMMpOBaHHBIX C
JIBUTaTEIbHOM  HeWponereHepauven y gered. Pe3ynbrarbl  IOANEPKUBAIOT  MOJEIb
«COMAaTHYECKOI'0 PACIIPOCTPAHEHUS», COINIACHO KOTOPOH JIOKAJbHbIE T€HETUYECKUE HAPYILIECHUS
MHULUUPYIOT IKUPOKO PaclpoCTpaHEHHYIO HEHPOAETeHEPALIUIO.

MHOro3THHYECKO€ IMOJHOT€HOMHOE ACCONMATHBHOE HCCJIEI0BAHHUE TSKEJI0M

TOIIHOTHI 1 PBOTHI BO BpEMH 6epeMeHHOCTI/I1
(Nature Genetics)

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

UccnenoBanue paccmaTpuBaeT rumepeMe3rc OepeMEHHBIX Kak Haubosee Tskenyro (opmy
TOIIHOTBI M PBOTHI, KOTOpas MOXET YIpOKaTb *XU3HU. ABTOPBI MPOBEIM MHOTO3THUYECKUMN
GWAS na 10 974 cnydasx u 461 461 kKoHTpoJIe €BpOIEHCKOro, a3uaTckoro, ahpuKaHCKOTO U
JaTUHOAMEPUKAHCKOTO TMPOUCXOKIEHUS. BblI0 HalZieHO JecaTh accolMaluid, YeThIpe paHee
u3BectHbie, Biovas GDF15, IGFBP7, PGR u GFRAL, u mectp JOMOJHUTETBHBIX JIOKYCOB,
Biutrovas SLITRK1, SYN3, IGSF11, FSHB, TCF7L2 u CDHY. Ilocneayromuii aHaau3 moxkasant
pasnuuus  MeXAy MarepuHckuM ©  (deranbHbiM  BkiagoMm. Jlms  GDF15  BbisiBieHbl
IPOTUBOMNOJIOXKHBIE 3PPEKTH MATEPUHCKOIO U IJIOJHOTO reHoTuna, Toraa kak a¢dextel IGFBP7
u PGR orpannunBanuch MarepuHCKUM reHOMOM. HekoTophle JOKyChl Takke ObLIM CBSI3aHBI C
BECOBOIl MpubaBKkoil BO BpeMsi OEpeMEHHOCTH, AJIUTEIBHOCTbIO OEPEMEHHOCTH, MacCOo IpH
POXKICHUM U IIPEIKIIAMIICUEH.


https://www.nature.com/articles/s41588-026-02570-6
https://www.nature.com/articles/s41588-026-02570-6
https://www.nature.com/articles/s41588-026-02564-4
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(accoyuayuu 6 manouzyueHHvlx nonyaayusx, pocm big data)

IIpoekt «1000 KHTAWCKHX NAHIT€eHOMOB)» PACIIUPSAET BO3MOKHOCTH

Me):[I/IIII/IHCKOﬁ ) HOHVJIHIII/IOHHOﬁ l“eHeTI/IKI/I1
(Nature)

Wang, Y., Duan, Z., Chen, D. et al. The 1000 Chinese Pangenome empowers medical and population
genetics. Nature (2026). https://doi.org/10.1038/541586-026-10315-y

Astopsl npeactraBuwin npoekT 1000 Chinese Pangenome, HampaBieHHbIM Ha Ooiiee IMOJIHOE
ONHKCaHHE TEHOMHOrO pa3HooOpa3us KuTaiickux mnonyisaiuii. B pabore cozmano 1 116
TUTUIOUIHBIX COOpPOK TeHoMma, BKIo4as de novo-cOOpKM Hu COOpPKH C HCIOJIb30BAaHHEM
MaHreHOMHOTo mnojaxoaa. Ha ux ocHOBe mocTpoeH MaHreHom, cojepxkamuii 405,3 muH nap
OCHOBaHHWU mocnenoBarenbHoCcTel, oTcyTeTBYOmmXx B GRCh38 u CHM13, Bkitouas 26,2 MiH
nap OCHOBAHHMM (YHKIIMOHAIbHBIX T€HUYECKUX M TMPEACKA3aHHBIX PETYJIATOPHBIX 3JIEMEHTOB.
Karanor Bkmrouaer 35,4 muiH maneix BapuantoB, 110 530 ctpykrypHbIX BapuaHToB, 485 575
TaHAEMHBIX MOBTOPOB U 0,86 MIIH BIIOKEHHBIX BapUaHTOB. ABTOPBHI CBSI3aIM ITH JaHHBIC C
JKCIIpecCHeil TIeHOB, BbIMONHWIM pan-variant eQTL-kaptupoBanme wu  paspaboranu
MMITyTallMOHHYIO MaHeNb s OyAyHIMX acCOLMAaTUBHBIX UccieqoBanuii. Pabora mo3umonupyer
pecypc Kak OCHOBY [JIsi M3yY€HHUS CIOXHBIX BAapUAHTOB, MEAMIIMHCKOW TE€HETUKH U
MOMYJISIIIMOHHBIX PA3IUYHil.

I1oJ1HOreHOMHOEe acconmarumBHOEC HCCJICA0BAHUNEC BbISIBUJIO 3allIMTHbBIC
reHeTnyeckue (paxkropbl V aKTHBHBLIX JOHOPOB KPOBH IPOTHUB MHOKECTBA

3260eBaHuMii
(European Journal of Human Genetics)

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

HccnenoBanue ucnonb3yeT ganHble FinnGen Ju1st aHain3a akTUBHBIX JIOHOPOB KPOBH Kak 0COO0M
MOMYJIAIIMOHHOM TPYIIIBL. ABTOPHI CpaBHUIU 53 688 akTUBHBIX TOHOPOB € 228 060 KOHTPOIIMU
u npoBenu GWAS, 4ToOBI BBISICHUTH, KaKHE FeHeTHUeCKHue (aKTOpPhI CBSI3aHbI C BEPOSTHOCTHIO
ObITh JOHOpPOM. bbulo HaiineHo 46 TOHKO KapTUPOBAHHBIX JIOKYCOB, YacTb KOTOPBIX, IO
MHTEPIIPETAllUd aBTOPOB, OTpa)kaeT 3alUTy OT 3aboyieBaHUNA. Y JIOHOPOB OTMEYAJIUCh
FeHETUYECKHE MPU3HAKHU, CBSI3aHHBIE C HOPMAJIbHON (PYHKIMEW NMEYeHH, YPOBHEM IJIIOKO3bI U
HU3KUM BOCHAJIEHUEM, a TaK)Ke€ IMPOIIECChl, OTHOCSINECS K aHTUT'€HAaM 3PUTPOLMTOB. ABTOPHI
OTIENBHO 00CYX)IatoT A(PPEKT «3A0pOBOTO JOHOPa»: JOHOPCKAs TMOIYJISIIUS HE SIBISETCS
Cly4aifHOM BBIOOPKOM, MOCKOJBKY K JIOHOPCTBY JOIYCKalOTCS JIIOJU C OIpeAeIeHHbIMU
MEAMIIMHCKUMH XapakTepucTukamu. PaboTa moka3pIBaeT, 4yTO 3TOT OTOOpP YAaCTUYHO HMeEET
TeHETUYECKYI0 OCHOBY M MOJKET BIIMSATH HAa MHTEPIpETAINi0 OMOOAHKOBBIX M MOIYJISIIMOHHBIX
UCCIIE0OBAHUMN.


https://www.nature.com/articles/s41586-026-10315-y
https://www.nature.com/articles/s41586-026-10315-y
https://doi.org/10.1038/s41586-026-10315-y
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https://www.nature.com/articles/s41431-026-02100-2
https://www.nature.com/articles/s41431-026-02100-2

HItamm Bupvca JDumreiina-bapp B3anmoneicteyer ¢ HLA xo3sinHa, moBbIIast

PUCK Pa3BUTHUA pPAKaA HOCOI‘.]'IOTKI/I1
(Nature)

Chen, Y, Liang, J., Zhang, W. et al. EBV strain interacts with host HLA to drive nasopharyngeal carcinoma
risk. Nature (2026). https://doi.org/10.1038/541586-026-10416-8

CraTbsi 00BSICHSET, TIOYeMy Ha3o(hapHHIreadbHass KapUUHOMa OCOOEHHO YacTO BCTPEYaeTCs B
100kHoM KuTae. ABTOpBI HCXOAAT M3 TOTO, YTO PHUCK 3a00JIEBaHUSI ONPEIENSIETCS HE TOJIBKO
BUpycOM OmnmuTeiiHa—bapp U He TOJIBKO TeHETUKOM X034MHA, a UX B3auMoJieiictBueM. B pabore
IPOBEJEH TMOATAMHBIA genome-to-genome-aHalin3, CHadaja MCKaJId BapHaHTbl XO3SHMHA,
B3aMMO/JICHCTBYIOIIKNE C BRICOKOPUCKOBBIMM IITaMMaMu EBV, 3aTeM BapuaHThl caMOro BUpYyca,
cBszanHble ¢ HLA-A11:01. B uccnenoBannu nokazano, uro BapuanT EBV 85841G Bo3Huk uepe3
JPEeBHUE PEKOMOMHAIIMOHHBIE COOBITHS M 3aTEM KJIOHAJIBHO paclpocTpaHmics B 10:kHOM Kurae.
DTOT BUpPYCHBIM BapuaHT reorpaduuecku cBsizan ¢ HLA-A-dponom, Brmrouaromum All:01 u
A*02:07, 9o oTpaxkaeT KapTy 3a00J1eBaeMOCTH. ABTOPHI MOAYEPKUBAIOT CTPATH(PHUIIMPOBAHHYIO
ApPXUTEKTYpPYy PUCKA, OCHOBAHHYIO HAa B3aUMOJCHCTBUH YETIOBEUECKUX U BUPYCHBIX T€HETHUECKHUX
(bakTopoB.

MHOTOTHUYECKHI NOJHOTCHOMHBIM ACCONMATHUBHBLIA AHAJWU3 HAPYHICHUU
pedpakiiMid  pPACIIUPSAET BO3MOKHOCTH TE€HETHYECKHX HCCJICIOBAHUN W

IOJUITCHHOI'O HDOFHO3HDOB3HHH1
(Nature Genetics)

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

ABTOpPBI U3yUMIIH pedpakIMOHHbIE OIIMOKH, KOTOPBIE 3aTParuBaroT 60see NOJOBUHBI HACEICHUS
MHUpa ¥ MOTYT IPUBOJUTH OT Pa3MbITOrO 3peHUs A0 cienoTsl. Pabora oObeauHmia ancestry-
stratified u cross-ancestry GWAS no eBpomelckuM, BOCTOYHOA3MATCKUM U appUKAHCKUM
rpynnam: 1495159, 121 172 u 144 7377 y4acTHUKOB COOTBETCTBEHHO. B Kpocc-nonyIsliMOHHOM
aHalM3e HaiaeHo 932 accouMMpOBaHHBIX BapuaHTa, BKIO4as 241 paHee HEM3BECTHYIO
acCOIMAIINIO, YEThIPEe BOCTOYHOA3UATCKO-CcieIM(prUIecKre U 01HYy adpUKaHCKO-CIIEUPHUECKYIO.
ToHKOE KapTUpPOBAaHME BBIAEINIO 16 BBICOKOAOCTOBEPHBIX IPEAINONIATAEMBIX MPUYUHHBIX
BapHaHTOB, a IPUOPUTHU3ALMS T'€HOB yKa3ajla Ha 23 reHa, CBA3aHHbIE C PAa3BUTUEM IJ1a3a. ABTOPBI
TaKkXKe MOCTPOMJIM TIOJIMI€HHBIA TNPEAUKTOp C Yy4yeToM (PYHKUIMOHANBHBIX aHHoTanuil. OH
00BsicHAN 21,4% Bapualy npu3HaKa 1 IoMoral cTpaTu(UIMPOBaTh HaYalo, IPOrpecCUpOBaHNE
U TSDKECTh MUOIHH.

KpyvnHedmui Ha CeroIHAMHUN 1eHb TeHOMHBINM MACCHB JAHHLIX 0 KOPEHHBLIX
aAaMEepHKAHIIAX NPOJUBACT CBET HA HCTOPHMIO, Pa3HOOOpa3sWe M 310POBbLE

HaceJeHus >
(ASU News / Nature)

Hiinemeier, T et al. Indigenous American Genomic Diversity Project. Nature (2026).
https://doi.org/10.1038/s41586-026-10406-w. Published online 22 April 2026.
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MexnayHapoaHass KOMaHAAa TOJ PYKOBOACTBOM MHCTUTyTa JBOJIONUOHHOW OHOIIOTHUH
(bapcenona) coBmectHo ¢ VYHuBepcurerom Can-Ilaymy u ApHU30OHCKMM TrOCYyJapCTBEHHBIM
YHUBEPCUTETOM IMpOaHATU3UpPOBaIa T€HOMBI KOPEHHBIX HapoAoB Awmepuku, oT CeBepHOil
Awmepuku g0 Ilataronmu. JlaraceT, mpeacTaBISIONIMN KPYMHEHIINNA TPOEKT MOI00HOTO poja,
BKJIOYaJ 128 HOBBIX TIOJHOTC€HOMHBIX  IOCIEJOBATEIBHOCTEM  BBICOKOTO  MOKPBITHSA,
MPEACTABISIIONIUX 45 MONMYJISIHI U 28 S3BIKOBBIX CEMEN 13 BOCBbMU JIATHHOAMEPUKAHCKUX CTPaH,
a TaKXKe JIaHHBIC U3 CYIIECTBYIONMX 0a3 MaHHBIX. B coBOKynmHOCTH 0XBaueHO 199 MHAMBHUIOB U3
53 momymsimii. MicenenoBanue uaeHTHGUIPOBAIO Oojiee | MIJUTHOHA TeHETHYECKUX BAPHAHTOB,
paHee He 3a(HUKCHUPOBAHHBIX B JAPYTUX MOMYJSIUSAX. BrepBble MONTYYEeHBI JI0Ka3aTelbCTBA
TpeTbel BOJHBI MUrpanuu, npumepHo 1 300 net Hazan uz Mesoamepuku B IOxHyt0 AmMepuky u
Kapubckuit Oacceitn. 3adukcupoBaHo Takxke OKOJO 2% TE€HOMHOTO POJCTBA C HaceleHUEM
ABCTpanazuu y psja HXKHOAMEPUKAHCKUX MHIAUBUIOB. ABTOpBI MOAYEPKUBAIOT MEIULIMHCKOE
3HaYeHHE PEe3yJIbTaTOB, BBIABICHHBIC BapUaHThl MMEIOT OTHOIIEHHWE K PHUCKY 3a00jeBaHUil U
OTBETY Ha JICYEHUE Y ITUX MOIYJISAUUNA.

(H06bl€ pesyibmanispl, Memoooao2udecKue YiyuyuileHus, pe2yisimopHbsle WCZZM)

IIpuKM3HEHHOE PECAAKTHPOBAHUEC OCHOBaHMH VYCTPpAHACT
naTo(u3noJI0rnuyecCKue HAPYIIEHUs B IMeYeH M JMCOYHKIMIO IEPOKCUCOM B

MBIIIIMHOM MOJIeJIH PACCTPOCTBA ciekTpa 3esiBerepal
(Nature Biomedical Engineering)

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

HccnenoBanue MOCBSIIEHO In ViVO-peJakTUPOBAHUIO OCHOBAaHUM INPU MOJENIU pPacCTpOMCTBA
cnektpa IlennBerepa, TsbkenoW HAcleACTBEHHOM IEPOKCUCOMHOM MAaTOJOTUU. ABTOpBI
UCTIOJIF30BATTM MBIIIMHYIO MOJIENb 3a00JIeBaHUSI W TIPOBEPSUIA, MOXKET JH PeNaKTUPOBAHHE
OCHOBAaHMH BOCCTAHOBUTH HapylIeHHbIE (YHKIWW, CBS3aHHBIE C TIATOJIOTHEH TIEYEeHH U
HNEPOKCHUCOMHOM TuchyHKuuel. B myOnukamy oCHOBHOM aKIIEHT CleJIaH Ha TeparneBTUYeCKOM
NOTEHIMaJe TOYHOIO pEeAaKTHUpPOBaHUS 0e3 HEeOOXOJUMOCTH CO3/4aBaTh JIByXLEHNOYEeUHbIE
paspsbibl JJTHK. PaboTa noka3piBaet, 4To HanpaBiIeHHOE UCIIPABICHUE MYTAI[MOHHOTO AedeKTa B
OpraHu3Me >KHBOTHOTO MOXKET MPUBOJIUTH K YIYUIICHUIO OMOJOTMYECKUX MPU3HAKOB OOJIE3HH.
3HayeHWe Marepuana COCTOMT B TOM, YTO OH OTHOCHUTCS HMEHHO K MPHKU3HEHHOMY
pPEaKTUPOBAHUIO OCHOBAaHUI MpH HACIEICTBEHHOM 3a00JIeBaHMHU, a HE TOJBKO K KIETOYHOM
MOJIEeJIH WM MeTooJornueckomy Tecty. HoBocTs momemniena B paznen CRISPR/base editing/gene
editing in Vvivo, TOCKOJBbKY TJaBHBIM HPEAMETOM IyOJUKAIMM SIBISETCS MPUMEHEHUE
pellaKTUPOBaHMsI OCHOBAHHM B )KMBOM OpraHH3Me.


https://www.nature.com/articles/s41551-026-01651-5
https://www.nature.com/articles/s41551-026-01651-5
https://www.nature.com/articles/s41551-026-01651-5

Kommnanug Intellia Therapeutics coo0nmnia o noJoKNTEJILHBIX pe3yjabTarax 3-
M pa3bl KINMHNYECKUX HCNILITAHUN MPenapara ajd Je4eHUd HACJTeACTBEHHOT0
AHTMOYIEMA, YTO CTAJO0 NEePBLIM B MHPE CJy4aeM NPHMEHEHHUS TEeHHOI0

peIAKTHPOBAHMS in Vivo!
(Intellia Therapeutics)

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

Intellia Therapeutics 00BsSBMIA TMONOKUTEIbHBIE PE3YJNbTAThl TJIO0ATBHOTO HCCIEIOBAHUS
HAELO d¢as3sl 3 npenapara lonvoguran ziclumeran rpu HacieCTBEHHOM aHTHOOTeKe. Kommnanus
OTHMCBIBAET IMpernapaT Kak oJJHokpaTHyto in vivo CRISPR-Tepanuto, Harnenennyto Ha rer KLKBI,
YTOOBI CHU3UTH MPOIYKIHIO KAIUTMKPEHHA U YMEHBIIUTH 00pa3oBaHue OpaJuKUHIHA, CBA3aHHOTO
¢ mpuctynamu 3aboseBaHusi. B cooOuiennn yka3aHo, 4TO MCCIIEOBAaHHE TOCTUIJIO MEPBUYHOMN
KOHEYHOM TOYKM W KIIIOUEBBIX BTOPUYHBIX KOHEYHBIX TOYEK, a Mpoduib OE30MacHOCTH U
MEPEHOCUMOCTH OBbLIT OXapaKTepU30BaH Kak OnaronpusTHbI. KoMnaHus AenaeT akleHT Ha TOM,
YTO €IUWHUYHAS /1032 I03BOJMJIA OOJBIIMHCTBY MAallMEHTOB OCBOOOTUTHCS OT MPUCTYNOB U
MOCTOSIHHOM Tepanuu. HoBocTh moMertena B paszzaen in vivo gene editing, MOCKOJIbKY OCHOBHBIM
peIMEeTOM MyOIUKAIMK SBISETCS KIMHUYECKUN Pe3yNbTaT CUCTEMHOTO PeJaKTUPOBAHUS reHa
B OpraHu3Me, a He MOAu(pUKAIMS KICTOK WM TPaTUIIMOHHAs OEIKOBas TEPaIus.

IlepconaausupoBaHHas Tepanus ¢ ucnojab3opanueM TexHoaornu CRISPR

BCKOPE MOXKET CTATH J0CTVIIHA ThIiCAYaM ﬂlOIleﬁ — BOT KaK 3TO BO3MO)KHO]
(Nature)

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

MuinoHsl MIIQZICHIIEB POXKAAIOTCS ¢ TEHETUYECKUMH 3a00JIEBaHUSIMHM, MHOTHE U3 KOTOPBIX
BbI3BaHbl yHUKaIbHbIMU MyTanusmu B JIHK. IlepconanmsupoBaHHble TEpanvy ¢ UCIIOJIb30BaHUEM
TEXHOJOrMM reHoMmHoro penakrupoBanusi CRISPR moryt ucnpaBisTe OTHeiIbHBIE MYTallUU.
Opnako WHAMBUAYAIbHBIM XapakTep TaKMX Tepanmuil OO CUX TOp CO3JaBajl CEpbE3HbIE
NPENATCTBHS. YIPABICHUE [0 CAHUTAPHOMY HAI30pYy 3a KAa4eCTBOM IIMILEBBIX MPOAYKTOB MU
menukameHToB CIIA, FDA, npeyio’kuino HOBBIHM MOJX0/, «IIyTh MIPABIONOA00HOTO MEXaHU3Ma
JNENCTBUAY IS NEPCOHAIN3UPOBAHHBIX T'eHEeTHYeCKUX Tepanuil, Bkiarodass CRISPR-Tepanun puis
penkux 3aboseBaHud. DTO MO3BOJUT OOBEIUHATH MALMEHTOB C IMOXOKUMH KIMHUYECKHMHU
CUMIITOMAaMHU B paMKax OJHOI'0 KJIMHUYECKOro MccienoBaHus. Bpems ot pa3paboTku 10 Hayana
IIPUMEHEHHUs TEPAIUK B KIIMHUKE MOXET COKPAaTUTHCA A0 TPEX MECSLEB, 4 CTOUMOCTb O MEHEe
yem 250 000 nomnapo Ha maruenta. [lepsas CRISPR-tepamus Oyner TpeGoBaTh MOIHOTO
TECTUPOBAHUS, TOT/A KaK MOCIEAYIOUIMe BapUaHThl CMOTYT MPOXOJIUTH OOJiee OrpaHHYEHHYIO
npoBepKy. Takxke peKOMEHAYIOTCSI U3MEHEHHs B PETYJISTOPHBIX MPOLEAYpax, CUCTEMHBINA cOop
JIAHHBIX U UHBECTUIIMH B LIENIOYKH IIOCTABOK.

IIpopsiB, puHancupyemblii HanmymoHaabHbIME MHCTHTYTAMHU 310poBbs1 CIIA
(NIH), no3Bojisier yMeHLHIUTHL pasMep MoJekyad CRISPR npaa TouyHoM
A0CTABKH B OPTaHU3M>
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https://www.nature.com/articles/d41586-026-01243-y
https://www.nature.com/articles/d41586-026-01243-y
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(National Institutes of Health, NIH)

Kaoling Guan et al. Comparative characterization of Casl2f orthologs reveals mechanistic features
underlying enhanced genome editing efficiency. Nature Structural & Molecular Biology. 2026.
DOI: 10.1038/541594-026-01788-6

®unancupyemas NIH uccrnenoBarenbckas rpyiina oOHapyKujia yCOBEPIICHCTBOBAHHYIO CUCTEMY
penaktupoBanus reHoB CRISPR, koTopast MoxkeT cenaTh BO3MOXHOW TOYHYIO IOCTaBKY BHYTpHU
OpraHM3Ma YeJOBEeKa W PaCHIMpPUTh BapuaHTHI jedeHusi paka, bAC u npyrux 3a0oiieBaHUU.
Yuéuple Hanwu npupoaabii pepment Al3Casl2f. OH mocTaTogHO Man, 4TOOBI MOMEMIATHCS B
aJICHOACCOLIMUPOBAHHBIE BUPYCHBIE BEKTOPHI, OJIMH U3 BEAYILIUX CHOCOOOB aJpEeCHOM JOCTAaBKU
TEeHHOW Tepamuu. 3aTeM OHH CO3JAIH YIYYIICHHYI BEpCHUI0 (pepMEHTa, PE3KO IMOBBICHBIIYIO
3¢ (HEeKTUBHOCTh PEJAKTUPOBAHHUS B 4YEIIOBEYECKUX KIIeTKax. OTKpBITHE pelaeT BaXHOE
orpaanueHue CRISPR: ucmonb3yembie OENKU CIWIIKOM BEIUKH IS CUCTEM HAIPaBJICHHOMN
JIOCTAaBKH, MOITOMY KIMHHUYECKOE MPUMEHEHHE OOBIYHO OTPaHMYEHO KJIETKAMU, U3MEHSIEMbIMU
BHE Tela, HampuMep KIETKaMU KpOBH M KocTHoro mosra. MccrmegoBarenum u3 Texacckoro
yHuBepcutera B OCTHHE C TOMOIIbIO BU3YaIN3allMU U MAITUHHOTO O0yUYeHHS U3YUHIIU CTPYKTYPY
Al3Cas12f u BblIsicHWIHM, YTO OH OOpa3zyeT Oosiee CTAOWJIBHBIA KOMIUIEKC, Y€M CXOJIHBIE II0
pasmepy depmentol. Co3mannbiii Bapuant Al3Casl2f RKK mnoeicun 3ddexTuBHOCTD
penaktupoBanus ¢ meree yeM 10% no Gonee 80%, a B 0HOM YacTO penakTUpyeMoi olnacTu
reroMa 110 90%. Komanna BBoguna uHctpykiuu it RKK B yenoBedeckue KIETKH, UCXOTHO
BbIJICTICHHBIC Y TAIlMEHTa ¢ Jielikemuen. [lanee uccienoBaTeny MIaHUPYIOT MPOBEPUTH PadOTy
HyKseas3sl B AAV-BekTopax.

MoJieKyJIsipHbIe OCHOBBI peIaKTHPOBAHMUSI, YYBCTBUTEILHOI0 K
MEeTHJIMPOBAHMIO, ¢ MOMOIIbLI0 Cas93
(Nature)

Roth, M.O., Shu, Y, Zhao, Y et al. Molecular basis for methylation-sensitive editing by
Cas9. Nature (2026). https://doi.org/10.1038/s41586-026-10384-z

PakoBble KJIE€TKH yMEIOT M30eratb OOHAapy>KeHMsl, OJJHAKO UX OTIMYAIOT OT 3JI0OPOBBIX KJIETOK
TOHKHE XUMHUYecKkHue paznuuus. Yuénele u3 Wageningen University & Research u Van Andel
Institute Hanum cnoco® wucnonb3zoBaTh 3T0 oTiMune. C momompio Bapuanta CRISPR onun
pasmuunnu JIHK omyxomu u 3mopoByto JIHK u BBIOOpOYHO paspe3alii TONBKO OMYXOJIEBYIO.
Uccnenosanue, onyonukoBaHHoe B Nature, Ha3pIBaeTCsl paHHUM, HO MEPCIEKTUBHBIM IIaroM K
Tepanuu paka, KoTopas Morijia Ol ¢ BBICOKOH TOYHOCTHIO HAIlEJIMBATHCS HA OMYXOJEBbIE KIETKU
U pa3pylaTth uX. MeToa OCHOBaH Ha METHJIBHBIX IpyIIax, HEOONbIINX XUMUUECKUX METKax Ha
JHK, perynupyromux akTUBHOCTh I'eHOB. B pakoBbIX kieTkax metunupoBanue JIHK nzmeneno
U MOXET CIYXHUTb MOJIEKYJSIpHBIM «oTneyaTtkom». Komanna wucnonb3oBasia ThermoCas9,
BapuanT CRISPR, naiinennsiii B 6aktepusax. CTpyKTypHbIH aHanu3 nokaszan, 4To ThermoCas9
pa3iaryaeT HeMETWIMPOBAaHHbBIE U METUIIMPOBAHHBIE TeHbI. B KylbTypax 4enoBe4ecKuX KIETOK OH
paspe3an JIHK onyxoneBbix kieTok, octasiss 310poByro JJHK nerponytoii. Takoe nosenenune
CBS3aHO C TEM, KaK CHUCTEMa CBA3BIBAETCS C KOPOTKOW pacHO3HAIOLIEW MOCIEN0BATENbHOCTHIO
PAM. MetwibHas rpynmna HapymaeT TOYHOE COOTBETCTBUE M NPENOTBPAIIAET CBSA3BIBAHUE.
ABTOpBI NOJUYEPKUBAIOT, YTO 10 KIMHUYECKOTO MPUMEHEHHMSI €LIE AJIEKO, TIOKA ITOKA3aHO TOJIBKO
BbIOOpouHOe paspe3anue JTHK, Ho He rubens omyxosneBbIX KIETOK.


https://www.vai.org/article/crispr-variant-selectively-targets-tumor-dna/
https://www.vai.org/article/crispr-variant-selectively-targets-tumor-dna/

Broicokonnpom3sBoauteabHbId  CKpUHHUHT akTuBammu CRISPR mno3Bogasier
BLIASBUTh CHHTeTHYECKHM JeTaJdbHble PHK-ocHOBaAaHHBIE MeXaHU3MBI,
NMOBBLIIIAIOIINE YVBCTBUTEJILHOCTH PAKOBBLIX KJICTOK K IEJCHANPABJICHHOU

HMTOTOKCHIHOCTH T-KiIeTok 2
(Nature Genetics)

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

Hecmotps Ha ycrnexu MMMYHOTEpanuu M JIPYTrMX METOJOB JieueHHUs paka, Toibko B CIIA
exerogHo mnpoucxoaut okoso 600 000 cmepreid, CBSI3aHHBIX C pakoM. T-KJIETKH pacro3HaIOT
KJIIETKU-MUIIEHU 4epe3 T-kneTouHbll penentop. PakoBble KIETKM MOTYT YCKOJIb3aTh OT
UMMYHHOTO YHHYTOXeHHs, W aBTopbl o0benuHmim CRISPR-akTuBanmMoHHBIE CKPUHMHTH,
OJTHOKJIETOYHBIE M ONTHYECKHE BBICOKOCOJEP)KATENIbHBIE CKPHHUHTH, 4TOOBI BbIIBUTH PHK-
OCHOBAHHBIE MEXaHU3MBI, H30UPATEIHHO TMOBBIIIAOIINE YyBCTBUTEIBHOCTh KIETOK-MHUILIEHEH K
TCR-cnennpuveckoit nurorokcmuyHocty T-kierok. Cravyana ckpuauHrd CRISPRa B kieTkax
MeJIaHOMBI OOHapyXKWIK (YHKIHOHAJIBHO pa3zHooOpasHbie peryisTopsl TCR-crenuduueckoi
uurotokcuyHocty, Bkmoyas SAFB, KHDRBSI1, MYC, CD44, WNT3A, WNTI1 u ngpyrue.
OKclpeccusi CeHCUOMIM3UPYIOIIUX HAX0/A0K B PAKOBBIX U BUPYCHO MH(DULMPOBAHHBIX KJIETKaX
BoccraHaBnuBana TCR-cnennduyeckyo UTOTOKCUYHOCTb. 3aTeM aBTOPBI pa3paboTaiu in situ
Perturb-seq mig ontuyeckux o0beIMHEHHBIX T€HETUUECKUX CKPHUHUHIOB C in Situ BBIABICHHEM
perturbations ¥ IPOCTPaHCTBEHHBIMH TPAHCKPUIITOMHBIMU CUNTBhIBaHUSAMHU. Perturb-seq u in vivo—
in situ Perturb-seq nokasanu, 4To HalJJIEHHbIE T€HBI CXOAATCS HA OOIIMX KIETOYHO-aBTOHOMHBIX
U MEXKJIETOYHBIX MEXaHM3MaX, KapTUPYIOT B3aUMOACUCTBUS I€HOB U CPEXbl U BBIABIAIOT, YTO
auranasl Wnt aktuBupytoT T-knetku. VccnenoBanue npeacTaBuiIo MaciiTabupyeMblit HOJX0A K
pacu@poBke (YHKIMH TI€HOB Ha YpPOBHE KIETKM M TKaHM M OOHapyXMJIO KOHTEKCT-
cneunduyeckre GyHKINN '€HOB, BOCCTAHABIMBAIOIIME HAIIPABICHHOE T-KIETOUYHOE YCTpaHEHHE
TUCQYHKIIMOHANBHBIX  KJIETOK  d4epe3  cuHTeTndecku  JetambHble  PHK-ocHOBaHHBIE
BMeENIaTeIbCTBA.

(HOBbIe OanHble, KIUHUYEeCKUe pe3yibmamyl)

Asorenaple CAR-T-kieTku, cozpannunie ¢ noMolibi0 CRISPR, ob6gaxaior

MOIIIHOﬁ HDOTHBOOHVXOHQBOﬁ AKTHBHOCTBHIO ITPU COJUJIHBIX OHVXOJIHX3
(bioRxiv)

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

Tepanus CAR-T-kieTkamu 1oka nokasbplBaeT OrpaHu4eHHYI0 3P PEKTUBHOCTD TPOTUB COIHIHBIX
OIYXOJIEW, OTYACTU M3-3a PAa3IU4YMil B AyTOJOTWYHBIX T-KJIETKax, MOJYYEHHBIX OT TSIKEIO
JICUEHHBIX TMAlMEHTOB C PacHpOCTpaHEHHOU 00se3HbI0. UTOOBI MPEO0I0JIeTh 3TH OrpaHUYEHUS,
aBTOpPHl  pa3paboTanu «TOTOBYKO K mpuMeHeHuio» amtoreHHyro CAR-T-mmardopmy,
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ucnonp3ytomyto CRISPR-Cas9-penaktupoBanne T-KJI€TOK 300pOBBIX JOHOpPOB. Takas
uHXeHepus no3BosieT TouHo BcTaBisiTh CAR B nokyc TRAC u onHoBpeMeHHO HapymaTs B2M.
C nomomipio goctaBku yepe3 AAV uccnenosarenu cosnanu CAR-T-kiaeTku, HalelneHHbIE Ha
MJIMNUKAH-2 U TJIMNHWKAH-3 — TEPCHEKTUBHBIE AHTUTEHBI, IKCIPECCUPYEMbIE B JIETCKUX U
B3POCJIBIX COJIMIHBIX ONMyXoysiX. OTpelakTHPOBAHHbBIE AJIJIOTEHHBIE KJIETKU MMOKa3ajJd MOIIHYIO
AHTUTeH-CHIENM(PUYECKYI0 IIUTOTOKCHYHOCTh B HECKOJIBKHX OMyXoJeBbiXx Mojensix. GPC2-
HAIPaBIICHHBIC KIIETKH JICHCTBOBAIIU CHIIBHEE HJIH COMTOCTABUMO C OOBIYHBIMH JICHTHBUPYCHBIMU
CAR-T B wMozmensx HEHpOOIACTOMBI, BBI3BIBAIM PETPECCHIO OMYXOJIUM U  MPOJICBAIN
BBDKHUBAeMOCTbh. [[0BTOpHOE BBEJCHHE YCHIIMBAIO MTPOTHBOOIYXOJIEBbIH 3P eKT O6e3 npru3HakoB
TOKCUYHOCTH, HOJJEPKUBas MHOIOpa3oBble pexuMmbl pao3upoBaHus. GPC3-HampaBiieHHbIE
KJIETKH HAa OCHOBE OJIHOJIOMEHHOI'O aHTUTEJIA TAKXKE IIPOSBUIN YCTOMUNBYIO aKTUBHOCTb IIPOTUB
renaToIeIUTIONIAPHON KapIIMHOMBI in Vitro U in vivo. PaboTa 000CHOBBIBAaET MacIITabHpPyeMytO
CTpaTeruio aJUIOTeHHON KJIETOYHOU TEparuu AJis COTUAHBIX OMyXOJIeH.

B xone ckpunuara CRISPR in vivo Ob1JIM BBISIBJIEHBI NEPCHEKTHBHBIC IeJIEBbIe
reubl I NOBbIIIEHUS dYpbdhekTuBHocTH CAR-T-KJIeTOK B MOIeJIW COJWIHOM

onyxoJu’
(Molecular Therapy, ScienceDirect)

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

CAR-T-kieToyHass Tepamus MEHsAET JieueHHe pedpakTepHbIX M PELUIMBUPYIOLIMX
reMaTOJIOTHUECKUX 3JI0KAYECTBEHHBIX 3a00JIeBaHMM, HO y MHOTMX MallM€HTOB HE BO3HHMKAeT
JIOJITOBPEMEHHOIO OTBETA, @ INPOTHUB COJIMJHBIX OIYXOJIEW A3TH MOAXOJbl OCTAIOTCSI MEHEe
apdexTuBHbIME. TepaneBTudeckas Hea(h(HEKTUBHOCTh TECHO CBsI3aHa C HU3KOW MepCUCTeHLHEN
CAR-T-kneTok y mNalMeHTOB, YTO IOAYEPKUBAET HEOOXOJWMOCTb BBISBIEHUS CTpaTEeTUid,
CIOCOOCTBYIOIIMX KX O3KCIIAHCHUHU 1n Vivo. ABTOpPBI pa3paboTanu JOCTYHHBIH KOHKYpPEHTHBIN
CRISPR/Cas9-ckpuHUHT in Vivo JJis BBISBICHHS T€HOB, Ub€ BeIKTIOUeHUE HaéT CAR-T-kneTkam
CEJIEKTMBHOE IpeumMyliecTBo. B rereporenHoi momymsiuu T-kietok, Hecymux CAR mportus
EGFR, onun unaktuBupoBanu 50 KaHIMJATHBIX T€HOB. B MBIIIMHBIX MOJENAX C YeIOBEUYECKOU
OIyXOJIbI0 JIETKOTO Hambojee ycroiuuBoe mpenmyinecTBo nanu HapymeHus REGNASE-I,
SOCS1, PTPN2 u PI16INK4A. MuakTuBanmusi 3TUX T€HOB TaKKe YJyullajlla YHUUYTOXKEHHE
onyxoian CAR-T-kinerkamu. MHTEpecHO, 4TO BBIKJIIOUEHNE HEKOTOPBIX T€HOB, PAHEE OMKUCAHHBIX
kak ynyumaromux ¢yHkiuuo CAR-T npotus apyrux omnyxosei, B 3Toi OpTOTONHYECKON MOJENIN
NErOYHOM OMyXOJHM JaBajo OTpULAaTeNbHbIM 3ddekt. JlomosHuTenbHas OIEHKa MO3IHUX
abdeKkToB B TOAKOKHOW Mojenu Bbmenwia wuHaktuBanuioo SOCS1  kak  HauOonee
MHorooOemaromryto crpareruto i nepcucteHuun CAR-T in vivo. Pe3ynbTaThl Nogu€pKuBaoT,
yro cTpareruu penaktupoBaHus CAR-T HyXHO NpoBEpATh B KOHKPETHBIX OIyXOJIEBBIX
KOHTEKCTaX, a MPENJOKEHHBbI CKPUHHMHI CIYXKUT YHUBEPCAJIBHBIM JOKJIMHUYECKUM
UHCTPYMEHTOM JIJIsl OLICHKH MEPCUCTEHIINU U (DYHKITHH.
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(CRISPR-Cas9, prime editing, base editing, TALEN, ZFN — 0ona ucnpagnenus KOHKpemHbIX
Mymayuii npu HAC1e0CMBEEHHbIX OHKOCUHOPOMAX U PUCKE BHE3ANHOU CepOeYHOl CMEepMmiL)

YcrpaHeHue HDOSIBJIeHI/lﬁ KAapAUOMHOIIATHM B OPradinu3Me C roMOIIbIO HDaﬁM-

PCAAKTHPOBAHUA KICTOK CBDIIII33
(BioRxiv)

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

CepaeuHo-coCcyIuCThIE 3a00IeBaHUS 3aTPAruBaAIOT MUJUTHOHBI JIFOJICH, a MpaiiM-peJakTUPOBaHNE
MOJKET CTaTh OCHOBOW JICUEOHBIX IOJXOJIOB, HANPABIEHHBIX HA YCTPAaHCHHE MEPBONPUYUH
Oone3nu. B pabore onrcaHo co3gaHMe W ONTUMU3ANUS TUIAT(GOPMBI TIpaliM-peIaKTHPOBAHHUS in
vivo mns cepama. OHa oOecrieunBaeT d(pPEKTUBHOEC PEIaKTHPOBAHUE B CEPICYHON TKaHU 0e3
BBISBISICMOTO PEIAKTHPOBAHUS B TIEYCHH. B KadecTBe J0Ka3aTelIbCTBA IPHUHIIMIIA ABTOPHI
BblOpasin  Oeok  RBM20, wmyramuu B KOTOPOM MOTYT BbI3BbIBaTh  JMJIATAlMOHHYIO
KapJIMOMHUOTATHIO y 4YeJIOBeKa. Tepanus Ha OCHOBE JIBYX aJI€HOACCOIMUPOBAHHBIX BHPYCHBIX
BEKTOPOB YJIyUIIWIA TPOSBICHUS KapJUOMHONATHH Y TETEPO3UTOTHBIX MBIIICH C MyTaluei
Rbm20 R636Q. s nanpHeiie pa3padoTKu Moaxoa, HaleJIeHHOTo Ha yenoBeueckuit RBM20),
MCCJIEIOBATENU CO3/JaIM HOBYIO T'YMaHU3UPOBAHHYIO MBIIIMHYIO MOJIENb, HECYITYIO HOpMaJbHbIE
WM MyTaHTHbIE 4YelioBeueckue nocienoBareabHocTh RBM20 R634Q u Bocnpou3BOASILyIO
NpU3HAKW KapAuMOMUOMaTUu. YeroBeueckas Tepamnus MpaiM-peqakTupoBanus >(H(eKTHBHO
WCIPAaBIIsjia MAaTOTEHHYI0 MYTAlMIO U YCTpaHsIa MaToJIOTHYecKue (EeHOTUIBI B 3TOM MOJEINH.
ABTOpBI CUHTAIOT, YTO paboTa AEMOHCTPUPYET MOTEHIMAN MpalM-pelakKTUPOBaHUS cepla in
VIVO Uil JISYEHHS CepJICYHBIX 3a00JIeBaHUN U IMpeajaraeT MOJIE3HYI0 MOJENb A pa3paboTKu
OyAyImux Tepanui.

(spatial transcriptomics, npocmpancmeennvie MyIbMUOMHbIE KAPMbl)

IIpocTpadHcTBEeHHLIN aTjiac auadeTnyeckod Hedpomarum  BbIABJIAET

NOArpynmy, 6oraryio B-kinerkamm?
(Nature)

Dumoulin, B. et al. Spatial atlas of diabetic kidney disease reveals a B cell-rich subgroup. Nature (2026).
https://doi.org/10.1038/s41586-026-10363-4.

Huabernyeckass Oose3np mouek (JBIl) sBnsercs Beaymiedl NPUYMHON  MOYEYHOM
HEIOCTaTOYHOCTH M XapaKTepHU3yeTcs KIMHUYECKOW M MOJIEKYJSIPHOH TeTepOTreHHOCTBIO, YTO
CYIIECTBEHHO 3aTpynaHseT pa3paboTrky Teparnuu. MccnemoBarenn MenunUHCKON —IIKOJBI
[Tepenbmana (YHuBepcuteT IleHCHITBBaHNN ) KICTIONE30BANIN OTHOKJIETOYHYIO IPOCTPAHCTBEHHYIO
TPaHCKPUNTOMUKY Ha margopmax Xenium u CosMx B couetanuu ¢ single-nucleus RNA-seq s
MOCTPOCHHS arjlaca TIIOYKH, TIEPEBOJAIIEIO TKAHEBYH) apXHUTEKTypy B KOMITBIOTEPHO-
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obOpabaTeiBacMbIii (hopMaT I MPOTHOCTHKHM M OTOOpa MMAalMEeHTOB. BHYTpH BBISABICHHOU
APXUTEKTYpPbl WICHTU(UIIMPOBAHO UMMYHHOE MHUKPOOKpPYKEHHE ¢ TmpeobianaHueM B-kieTok,
HAIIOMHUHAIOIIEe TPETUYHBIE TUM(POUTHBIE CTPYKTYPBI, KOTOPOE OMPEeIIsieT OTACTbHBIN MOATUIT
JBIl ¢ yCKOpEHHBIM MPOrPECCHPOBAHMEM [0 MOYEYHBIX KOHEUHBIX TOo4eK. PazpaboTanbl
TKaHEBble OMOMapKepbl M COOTBETCTBYIOLIAs MaHENb IUIA3MEHHBIX OEJIKOB, IO3BOJIAIOLIHE
CTpaTH(GHUIMPOBATh MAIMEHTOB B MOIMYJIAIMOHHOM OMOOAHKE M YIYYIIUTh HPOTHO3HPOBAHUE
pucka. HMccinenoBaHue JE€MOHCTpUPYET MOTEHIMAl IPOCTPAHCTBEHHOIO MOAXOAA JUId
pexsiaccu(puKanuy KOMILICKCHBIX 3a00JIeBaHUN.

HMuTepnperupyemas, ruoKasi m VUUTHIBAOIIAA IIPOCTPAHCTBCHHOC ITOJIO0KCHHUE
HHTEIpalnud MHOKECTBA INPOCTPAHCTBCHHLIX TPAHCKPUMIITOMHBIX HﬂﬁODOB

MAHHBIX M3 PA3JIHYHBIX HCTOYHNKOB>
(Nature Genetics)

Zhao, J. et al. Interpretable, flexible and spatially aware integration of multiple spatial transcriptomics
datasets from diverse sources. Nat Genet (2026). https://doi.org/10.1038/541588-026-02579-x.

HemaBHue  gocTukeHwss B~ NPOCTPAHCTBEHHOM  TPaHCKPUNTOMUKE  C(HOpPMUPOBAIU
PACHIMPSIIONIMICA MAacCUB TI'€TEPOr€HHBIX J1aTaCETOB, OTKPBIBAIOIIMX BO3MOXKHOCTH JJIA
UCCJIEIOBaHMs OopraHu3anuu U GyHKIUI TKaHed. Mexay Tem >QQeKkTuBHAs MHTEpHpeTaus U
MHTETpaIys JaHHBIX U3 PA3HOPOAHBIX UCTOYHUKOB U YCIOBUN OCTAETCs CEpbE3HON MPOOIEMON.
Aptopel  mpenctaBiasitor  INSPIRE, werom Ha ocHOBe TiyOOKOro oOy4yeHHs — AJis
MHTEPIPETUPYEMOT0 HHTETPATUBHOIO aHajiM3a MHOYKECTBA JaTace€TOB MPOCTPAHCTBEHHOM
tparckpunromukd. INSPIRE wucmonb3yer crpateruio coctsizareabHOro o0ydeHus ¢ rpadoBbIMU
HEHUPOHHBIMH CETSAMH I MPOCTPAHCTBEHHO-WH()OPMHUPOBAHHON aJaNTHUBHOW HWHTETPALUN
JaHHbIX. [IyTéM BKIIIOYEHHS HEOTPULATEIIBHOTO MATPUYHOTO PA3J0KEHUS METOJ BBISBIIAECT
WHTEPIPETUPYEMBIE MPOCTPAHCTBEHHBIE (DaKTOPHI M CBA3aHHBIE C HUMHU T'€HHBIE MPOTPAMMBI,
XapakTEepU3yIOIIMe TKAHEBYIO apXUTEKTypy M  KIeTouHyro opranuzamnuio. INSPIRE
JIEMOHCTPHUPYET MPEBOCXOIHYIO MPOU3BOAUTEIBHOCTh B BBISBJICHUM TOHKHUX OHMOJOTHYECKHUX
CUTHAJIOB M MacIITaOUpPYEeTCs Ha 4Ype3BBIYAHO OOJBIINE JaTaceThl, BKJIIOYAs paKk MOJOYHOU
JKeJe3bl uesoBeka ¢ npoduaemM Xenium U JaHHbIE OpPTraHOTE€HE3a MBIIIU 110 TEXHOJIOTUU Stereo-
seq.

(cenemuueckue NPeOPACNONONCEHHOCIU Oemell K PA3IUYHBIM  GUOAM CNOPMA, JHCAHPAM
UCKYCCm8a unu Opyeum 001acmsam 0esimenbHoCmiL)

Hem peneeanmmuuix nogocmetl 3a hepuoo.

(CKIOHHOCMb K ANKO20IU3MY, HAPKOMAHUU, MOKCUKOMAHUU, MAOAKOKYPEHUIO, K ONpedeleHHbIM
sudam npecmynjieHuil)
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OO0ImMpHbIe TeHeTHYECKHEe B3auMOIEHCTBUA (DNMHUCTA3HUC), CBA3AHHBLIE C
PACCTPOMCTBOM, BLI3BAHHLIM VIIOTPEOJCHHUEM AJKOI0Jsl, B TPYNINE BHICOKOTO

pucka'

(Communications Biology)

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

Cratbsi TOCBfILEHA POJIA BIKCTAa3a, B3aUMOACHCTBUS MEXJy TI€HaMH, B TE€HETUYECKOU
MPEIPACIIONOKEHHOCTH K PACCTPOMCTBY, CBS3aHHOMY C YIOTPEOJICHHEM aJKOroJiss. ABTOPHI
OTMEYAKOT, YTO y 3TOr0 pacCTPOMCTBA €CTh 3HAUYMMBbIN T€HETUYECKUN KOMIIOHEHT, OJTHAKO MEXKITY
OIICHKAMH HACJIElyeMOCTH M Ppe3yJbTaTaMH OOBIYHBIX IMOJTHOTCHOMHBIX HCCIEIOBaHUN
acconuanuii coxpaHseTcsi pa3pbiB. UTOOBI MPOBEPUTH BO3MOXKHYIO pOJIb TE€HETHYCCKHX
B3aMMOJICHCTBUI, HCCaea0BaTeNN NpoaHAIM3UpOBAIIM JaHHble 742 mpeacTaBUTENe KOPEHHBIX
HaponioB CIIIA u3 momynsiuu BBICOKOTO PUCKA, M3YYMB BAPUAHTHI B T€HAX U PETYJATOPHBIX
aieMeHTax. bbulo HailIeHO MHOYKECTBO B3aUMO/ICUCTBYIOIIUX AP T€HOB, CBSI3aHHBIX C TSKECTHIO
paccTpoiicTBa, CBSI3aHHOTO C YIMOTpeOyieHneM ankoroiyisa. YacTe pe3ylbTaToB MpOBEpsUiach Ha
He3aBUCUMBIX AaHHBIX MporpamMmbl All of Us cpeam y4acTHHKOB aMepHKaHCKO-HHAEHCKOTO
npoucxoxaeHuss. Cpenu mnoarBepauBmuxcs mnap HazBaHbl CNTNAP2-GRMS8, CSMDI-
DLGAP1, CSMDI1-ERBB4, CSMD1-MAML2 u KCNQ5-ROBO2. BrisBnennoe oboraiieHue
3aTparuBajlo MMMYHHBIC, aJr€3UOHHBIC, HEHpOHAJIBbHBIE M CBS3aHHBIE C 3a00JEBaHUSMU
OunoJyoruvecKue MyTH, a TakKe ykas3biBajio Ha cBs3b ¢ T AMK-eprudeckumu HeiipoHaMH CpeiHEro
MO3ra, TO €CTh HEHMpOHaMH, HMCHOJB3YIOIIMMH raMMa-aMUHOMACISHYI KUCI0Ty. OCHOBHOM
CMBICT PabOTHl COCTOMT B TOM, UYTO T'€HETHYECKHE B3aUMOACHCTBHUSI MOTYT OOBSCHATH 4YacTh
HACJIEAyEeMOCTH, KOTOPYH0 HE BBISBISIOT CTaHAApTHBIE IOJHOT€HOMHBIE HCCIEAOBaHUs
accolualui, OCHOBaHHBIC Ha aHAIM3€ OT/ICJbHBIX TCHETUUECKUX BaApUAHTOB.

I MEAUIIMHA

8 MOM Yucse nosHoe 2eHoOMHoe cekgeHuposaHue (WGS), HUIMT, MIT, CaHeep,
epcoHanU3UPOBAHHAA MeOUYUHA

IlonyasiOHHOE T€HOMHOE CKPMHHHIOBOE MCCJIEI0BAHHE BbISIBUJIO BbBICOKYIO
YaCcTOTY BTOPHMYHBIX MATOJOIHYECKHX M3MEHEHMI, TpeﬁVIOHII/IX INPUHATHUSA

Mep, Y HoBopo:kaeHHbIX B Knurae!
(npj Genomic Medicine)

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

ABTOpBI OLIEHWIN KJIMHUYECKH 3HAYMMblE€ BTOPUYHbIE HaX0AKU (SF) mpu reHOMHOM CKpUHUHIE
KUTalCKUX HOBOPOJXKIECHHBIX, IOCKOJIbKY JaHHbIE IO MPAKTUYECKOMY IIPUMEHEHHIO BApUAHTOB B
ATOH NOMYJSILMM OCTAIOTCSl OIpPaHMYEHHBIMU. B HccinenoBaHuU BBINOJIHEHO IOJHOT€HOMHOE
CEKBEHHpOBaHHE 6 685 HOBOPOXKIECHHBIX U IIpoaHaNu3upoBaHbl 84 rexa u3 crnucka ACMG SF
v3.3 ¢ ucnonn3oBanueM kputepueB ACMG/AMP u nannsix ClinVar. beuto BbisiBieno 306
YHHUKaJIBHBIX actionable-BapuanToB, BKIO4as 172 WM3BECTHBIX NHAaTOreHHBIX M 134 BeposATHO
[ATOreHHBIX. ECIIM yUNTBIBATh N€TEPO3UTOTHBIX HOCUTEINEH ayTOCOMHO-PELIECCUBHBIX BAPUAHTOB,
9,12% nerelr uMenu Kak MUHHMYM OJMH mnaTtoreHHbil Bapuadt. Ilo kpurepusm ACMG SF
KJIIMHUYECKH 3HaYMMble BapuaHThl 00OHapykeHbl y 5,06% HOBOPOKIEHHBIX, Yallle BCEro B FeHax
CEPICUYHO-COCYAUCTHIX 3a00JICBaHUI U TIPEAPACIIOIOKEHHOCTH K paky, Bkiatodas LDLR, TTN u
BRCA2. ABTOpbl Takke MOKa3aid pa3idyvsg 4YacToT 28 BapHMaHTOB MEXAY KHUTANCKOW H
€BPOIEHCKON MONyJISAIUsIMHU, MOAYEPKUBAsS HEOOXOAMMOCThH MOMYJSALIHUOHHO aJalTHPOBAHHBIX
CKPUHHUHTOBBIX TTaHEeJeH.

T'opoackoe TreHOMHOE CKPHUHHUHIOBOE 00cjel0oBaHME Iepel O0paKkoM cpeau

nacejaennst bamkaero Bocroka!
(Nature Medicine)

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

HccnenoBaHue onuchIBaeT IEPBOE BHEAPEHUE 0053aTeNIbHOM TOPOACKOM porpamMmmbl 10OpauHOTo
TeHOMHOTro ckpuHuHTa B [[yGae. B mporpammy BiiIrodanu Oyayiiue mapbl, HMPOXOIWBIIHE
obcnenoBanue uepe3 18 LEHTPOB MEPBUYHONW MEAMIIMHCKOM IOMOIIHM, a CEKBEHHUPOBAHUE
OXBaThlBaJI0 782 reHa, CBA3aHHBIE C ayTOCOMHO-pelecCHUBHbIMU 3aboneBaHusMu. C MOMEHTa
3amycka nporpammel oocienoBanue nporum 1 000 map. ¥V 79 nap, win 8%, ObLITH BBISBICHBI
[aTOr€HHbIE BAPMAHTHI B OJHOM M TOM € T€HE, YTO O3HayaJlo PUCK POXKAEHUs peOeHKa C
3a0oJeBaHreM. DTOT MOKa3aTeb ObLI BhIIIE, YEM B aBCTPAIMHCKOM HccieoBaHuM Mackenzie’s
Mission. XoTs yale Bcero puck ObUI CBA3aH € reMOrjaoOMHonatusMu, 59% map pucka umenu
BapuaHThl B 33 Apyrux reHax. Y 4YeTblpeX HOCHUTENEH CIy4alHO BBISBUJIM T'OMO3MIOTHBIE
NaTOreHHbIE BapUaHTHI, YKa3blBaBIIME Ha Hanuuue 3aboneBaHus. M3 79 map pucka 63
OPOJOJDKUIIM  TOATOTOBKY K Opaky, paccMaTpuBas TOCYAAapCTBEHHO (DMHAHCHpYyeMble
PENpOIYKTHBHBIE BMEIIATENILCTBA, @ 16 pelin He MpoAoIKaTh.

HoBasi  3eganamsi  moJy4ymJja _ He3aBHUCHMMOCTb B 00J1aCTH __T'€HOMHOIO

TeCTHPOBAHMS
(Illumina)

lllumina. New Zealand gains genomic testing independence. 7 Apr 2026

[llumina coobmuia o AByxJieTHeH muinoTHO# nporpamme B HoBoil 3enanauu, kotopas 10KHA
IIPOBEPUTH JBE MOJEIN KIMHUYECKONW N'€HOMMKH: ITOJIHOTEHOMHOE CEKBEHUPOBAHUE ISl PEIKUX
Y HaCJIeJICTBEHHBIX 3a00JI€BaHUM U KOMIUJIEKCHOE€ T€HOMHOE NMPOQHUINPOBAHUE I OHKOJIOTHH.
[TunotHas mporpamma, oObsiBieHHas Health New Zealand u peanusyemass mpu ydacTuu
Canterbury Health Laboratories, HanpaBieHa Ha co3aHue JIOKaJIbHOW HHPPACTPYKTYPbI, YTOOBI
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o0pa3upl He MPUXOAWIOCH OTHPABIATH 3a pyOexx. B Marepuane nomuepkuBaercs, 4To s
NAlMEHTOB C PEAKMMHM M OHKOJIOTMYECKUMH 3a00JIEBaHMSIMHM BpeMsl OKUIAHUS DPE3yJIbTAaTOB
MOXET paCTATMBATBCS HA HENCNM, MECSLbl WM TOJbI, 4 JIOKAIBHOE TECTUPOBAHME JOJKHO
YCKOPHUTH NOCTAaHOBKY JIuarHo3a u moabop nedeHus. [Iporpamma BKIIOYaeT CEKBEHUPOBAHHE,
aHaU3 JaHHBIX, MOJATOTOBKY OTYETOB, MH(PACTPYKTypy U oOyueHue mnepcoHana. OTaenbHo
oTMeueHo, 4To WGS MOXET COKpaTUTh JUMAarHOCTUYECKMM IyTh CeMed C peaKuMu
3a00JIeBaHUAMH, & KOMIUIEKCHOE PO HIMPOBAHHUE OIYXO0JIei MOXKET IIOMOYb BpayaM IPUHUMATD
pELICHMS 110 Tepaluu J0 CIEAYIOIIEro BU3UTA ITALIUEHTA.

HeonarajabHbIN CKPUHMHI paCliMpcH HA 1BaA HOBBIX 3360JICB3HHH1
(Menuko-reHeTHYeCKU HayIHbIN IeHTp uMeHu akagemuka H.I1. boukoga)

CornacHo npukazy MunucrepcTBa 3apaBooxpanenusi Poccuiickoit @eneparuu, ¢ 1 anpens 2026
roja mnepeyeHb OO0CIIEeIOBaHHMM, MPOBOJUMBIX HOBOPOXKICHHBIM B pPaMKax pacIIMPEHHOTO
HEOHATaJbHOTO CKPHUHMHTA, MOMOJIHUIICSA JIBYMS HOBbIMH 3a0oneBaHusMu. B mporpammy PHC
BKJIFOYCHBI JIeUIUT JIeKapOOKCHIIA3bl apOMATHYECKUX L-aMHHOKUCIOT W X-CLeIJIeHHas
aapenonerkoauctpodus. OO6e MaToNOrMM OTHOCATCS K TPYIMIE HACIEICTBEHHBIX Oose3Hel
oOMeHa BelecTB ¥ 0€3 CBOCBPEMEHHOT'0 BMEIIATEILCTBA MPUBOIAT K HEOOPATUMBIM IMOPAKCHHUAM
HEPBHOM CHCTEMBbI, TSHKEJIOM HMHBAIMIM3ALUM M TPEKIECBpEeMEeHHONW cMepTu. [y1aBHas 1elnb
pacuIMpeHusl MPOrpaMMbl — BBIIBUTH 3a00JICBaHHS HA JOKIMHUYECKOW CTaJWH, KOTJa eIie
OTCYTCTBYIOT HEBPOJIOTMYECKUE MPOSIBICHHS, YTO IMO3BOJIUT HAYATh JICUEHHUE YXKE B IEPBbBIC
HEJEM JKU3HU, TPEIOTBPATUTh PA3BUTHUE THKEIBIX OCIOXHEHWM M J1aTh PEOCHKY IIIaHC Ha
MOJHOIIEHHOE Pa3BUTHUE, PAHEE MOSICHUI JUPEKTOP MEIMKO-T€HETUYECKOTO HAYYHOI'O LIEHTpa
nmenu akagemuka H.I1. boukoBa, riaBHbBIN BHEIITATHRIN CIICIIHATINUCT 110 MEAUIIMHCKON I'eHETHKE
Munzapasa Poccuu, npe3uieHT Acconmanud MeIUIIMHCKUX TeHeTuKoB Poccun, akanemuk PAH
Cepreit Kymes.

I1nau neiicTBUM O OOPHLOE ¢ peIKUMHU 3a001eBaHUAMHU B AHIIuHU 10 2026 roaa:
OCHOBHOI oT4YeT?

(MuHHuCTEpCTBO 31paBOOXPAHEHUS U colManbHOM 3amuTel BenukoOpuranuu / GOV.UK)

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

[TaToe exerognoe u3nanue [lnana neiicTBuil AHMIIMU MO peAKUM 3a00JIeBaHUAM (QUKCHPYET
IIpOrpecc B peanusaly 4eThlpéX npuopureroB PamouHoil mporpammel BennkoOputanuu mno
penkum 6ose3HsM. KitoueBble TOCTHKEHHUS BKIIOYAIOT pa3paboTrky HoBoro NHS-¢dpeitmBopka
JUISL MHAUBUAYAIU3UPOBAHHBIX T€HETHYECKUX Tepamnuil (mpeaHa3Ha4eHHbIX I KOHKPETHOIO
nanueHTa) U JiedeHue mnepBoro mnanueHta B NHS ¢ mpumeneHneM HMHIMBUIYaTU3UPOBAHHOMN
Tepanuu; HoBoe (PMHAHCUPOBAHUE JIBYX MUJIOTHBIX IIEHTPOB; peopMy perysiTOPHON CHCTEMBI
MHRA nmnsa penxux 3aboneBannii. [To coctosamio Ha 13 sHBaps 2026 roma B MCCleqOBAaHUU
Generation Study (mojsHO€ N€eHOMHOE CEKBEHHPOBAHHME HOBOPOXKJIEHHBIX) 3apErMCTPUPOBAHO
6onee 36 056 yuacTHUKOB U3 6os1ee yem 72 60abHUI] AHIMIIMU. B paMkax uccieaoBanus y OHOTO
HOBOPOKJIEHHOTO BBISIBJIEHA peaKas popma HacleJCTBEHHOTO paka Ijias3a, i OH MOJIy4YUJI paHHee
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neyernne. NHS GMS tenepr ocymiecTBisseT TeHOMHOE TecThpoBaHue mpu Oosnee yem 7 000
penkux 3a0oneBaHuii. JJOKyMEHT Takke aKIIEHTUPYET BHUMAaHUE HA OXPaHe 370POBbs U Pa3BUTUU
LII/Iq)pOBBIX TEXHOJOTHMM KaK CKBO3HBIX TEMaxX B COOTBETCTBHHU C I[CCSITI/IJICTHI/IM IIJIaHOM
3/paBoOXpaHeHus: BenukoOpuTanum.

Cetr iIAXON-Brazil-HSP: co3nanue roroBoyi K KIHHHYECKHM HCHLITAHUSAM
HAIMOHAJBLHOM KOrOpPTHI MAIMEHTOB ¢ HACJICACTBEHHOH CHACTHYECKOH

napaiierveii B crpanax Imogaasbnoro FOra!
(The Lancet Regional Health — Americas)

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

Marepuan xxypuana The Lancet Regional Health — Americas nocssiiien coznanuto B bpasunuu
cet 1IAXON-Brazil-HSP ans u3ydenus: HacneACTBEHHBIX CIIACTUYECKHUX Maparieruii. ABTOPbI
ONMUCBHIBAIOT HACJICICTBECHHBIC CIACTHYECKHE MapaIyierMd KaK KIMHUYCCKH M TeHETHYCCKHU
HEOJTHOPOJHYIO TpyINIy HeWpoJereHepaTuBHBIX 3a00JeBaHMi, BKIOUaOIyl0 Oonee 90
noatunos. [ maBHas 3a7aya cetu, copMUPOBATH HALIMOHABHYIO KOTOPTY MAI[MEHTOB, TOTOBYIO K
y4acTUI0O B OyIOylIMX KIMHUYECKHMX UCCIEJOBAHMSIX, B HCTOPUYECKH HEAOCTATOYHO
npenctaBieHHoN nomyssuu ['moGanbHoro IFOra. [IpoekT momkeH OObEOMHUTH KIMHHYECKHE
JaHHbIE, TEHETUYECKYIO AUATHOCTUKY, CTAHAAPTU3UPOBAHHOE onKcaHue (heHOTHa, OnOMapKepPhI,
u(ppOBbIE TEXHOJIOTHH, HAIIMOHANBHBIN peructp u 6uobaHk. B myOnukanuy nogyepkuBaeTcs,
4TO0 HUHQPACTPYKTypa, TOTOBas K MPOBEICHUIO KIMHUYECKUX HCCIENOBAaHUMN, CTAaHOBUTCS
0COOEHHO Ba)XKHOU Ha (pOHE MOSIBICHUS MOIXO0B, CIIOCOOHBIX U3MEHSTh TeueHue 00Ie3HHU, s
PEIKUX HEBPOJIOTMYECKUX 3a00JI€BaHUM.

PaCHDOCTDaHEHHOCTb HATOI'CHHbBIX BAPHAHTOB I'€CHOB KAapAMOMMHOIIATHH IIPH

budpuAIsIIMY npeacepanii ¢ pAHHUM HAYAJI0M*
(European Journal of Human Genetics)

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

HccnenoBanue BBIBUIIO PaclpOCTPAHEHHOCTh NATOICHHBIX BAPUMAHTOB B I'€HAX, CBSI3aHHBIX C
KapauoMuonarven, y OoyblIod KoropTel nanueHToB. Kapauomuonarusi, 53T0 Tpymnma
3a00J€BaHUM, MOPAXKAIOIUX CEPACUYHYIO MBIy, YacTO HMMEIONIMX TIEHETUYECKYI) OCHOBY.
Wnentudukanus »THUX BapUaHTOB HMEET pellalolllee 3HaYeHHe JUIsl paHHEH JMarHOCTUKH,
cTpatuduKalMM puUcCKa U pa3pabOTKM LENeBbIX MeTojaoB JedyeHus. ccrnenoBarenu
MIPOAHAIU3UPOBAIM JIaHHbIE CEKBEHHWPOBAHUS TF€HOMA THICAY MAIlMEHTOB U OOHApYXWUJIU, 4TO
ONpEJIECTICHHbIE ITaTOTCHHbIE BapUaHThl BCTPEYAKOTCA 4Yalle, YE€M MPEANoarajoch paHee,
0COOEHHO B I'eHaX, KOJUPYIOUINX OeJIKu capkomepa. DTH pe3yJbTaThl MOAUYEPKUBAIOT BAXKHOCTh
PYTUHHOTO FT€HETMYECKOTO CKPUHUHTA JJIs TALIUEHTOB C KapJMOMHUONIATHEN U UX POJCTBEHHUKOB.
Kpowme Toro, uccienoBanue npeocTapisieT IEHHYI0 HHPOPMAIMIO O TEHETUYECKOM apXUTEKType
KapAMOMHUONATHH, YTO MOKET CIIOCOOCTBOBATH pa3paboTKe HOBBIX TEPANIEBTUYECKUX CTpaTeTuH,
BKJIIOYass TEHHYI0 Tepamui0 M  TapreTHoe peJakThpoBaHue reHoB. lloHumanue
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pacrpoCTPaHEHHOCTH M BIIMAHMUSA DTUX BAapUAHTOB IOMOXKET YIYYIIWTh KIMHUYECKOE BEIEHUE
NaIMEeHTOB U MPEAOTBPATHTh IPOTPeCCUPOBaHIE 3a00ICBaHNUS.

HacJieacTBeHHbIE€ OHKOJIOTHYECKHE CHHAPOMbI, IIOBBIILIAKIINE PUCK PA3BUTHS
TMHEKOJOTHYEeCKHX OHKOJIOTMYeCKHX 3a00J1eBAHMM: AKIEHT HAa CTpaTerusix

npopuiIaKkTuku'
(Frontiers in Oncology)

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

OO030p MOCBSAIIEH HACIECACTBEHHbIM OHKOJOIMUECKUM CHHIPOMAaM, CBSI3aHHBIM C PHCKOM
TUHEKOJIOTUYECKUX 3JIOKAYECTBEHHBIX oOmyxosei, Bkiatouyas BapuanThl BRCA1/2 u reHsb
penapanuu OmMHUOOYHO CIAPEHHBIX OCHOBAaHHWM. ABTOpPBI IOJYEPKUBAIOT, YTO TaKUE BapUaHTHI
HOBBINIAIOT PHUCK pPaKa SMYHUKOB, 3HJOMETpPHUS, MATOYHBIX TpPyO0 M JAPYrMX OIyXOjeH, a
BO3MOXXHOCTH CKPHUHHMHIA OCTalOTCA OrpaHMYEHHbIMU. [l03TOMY aKIeHT mepeHOCUTCs Ha
npOopIIAKTHIECKA OPHEHTUPOBAHHBIN MOIXO0/1, TIPETIOIATAIOIINI BBISBJICHUE HOCUTENCH, OLICHKY
pucKa, HaONOICHHE, XUMHUONPO(UIAKTHKY, NPOPHIAKTHYECKAE OINEpalud U KacKaaHOe
TECTUPOBAaHUE POJICTBEHHUKOB. B cTaTthbe yka3zaHo, 4YTO FEHETUUECKOE TECTUPOBAHNE HA3HAYAETCS
C Y4E€TOM THUIa OIYXOJH, CEMEMHOro aHaMHEe3a WJIM BBISIBJICHHOTO NMAaTOTEHHOTO BapHaHTa y
poacrBenHnka. OOHapyKeHHE TE€PMHHAIBHOTO BapHaHTa BIHUSET Ha BBIOOp HAOIIOACHUS,
CTpaTeTHil CHIDKEHHS PHCKAa U 00CIEe0BaHNE CEMbH, TOT/Ia KaK HEMH(POPMATUBHBIA Pe3yJIbTaT
TpeOyeT BeJEHHUs] Ha OCHOBaHHM ceMeilHoW ucrtopuu. O030p Takke 00CyXkIaeT MOKU3HEHHbIE
pucku: uist BRCA1 puck paka suuHuKoB MOxeT focturarb 58%, st BRCA2 — 29%.

(peoxue cenemuueckue OONE3HU, OHKOO02US, 2eMAamo-0OHKOI02US)

PenakTtupoBanue ocHopanuii npomoropoB HBG1 uw HBG2 naa Jgedenusi

CEPNOBHIHOK/IETOYHOH aHeMuH'
(The New England Journal of Medicine)

Gupta, A.O., Sharma, A., Frangoul, H. et al. Base Editing of HBG1 and HBG2 Promoters for Sickle Cell
Disease. N Engl J Med. 2026 Apr 1. https://doi.org/10.1056/NEJMoa2504835

Crates B The New England Journal of Medicine, NEJM, omnuceiBaeT JaHHBIE HCCIEIOBaAHUS
BEACON ¢a3er 1/2 mno Tepanuum ristoglogene autogetemcel, wnm risto-cel, mpu
CEPIIOBUIHOKIETOUHON OONE3HW C TSOKENBIMH Ba300KKIIO3UOHHBIMHM Kpu3amu. Tepamus
MPEACTABISIET COOOM OJHOKpPATHOE BBEJAEHHWE COOCTBEHHBIX, TO €CTh ayToJIorH4HbX, CD34-
MOJIOKUTETBHBIX  TEMOIMOITHYSCKUX CTBOJIOBBIX W TPOTCHUTOPHBIX KJIETOK TIAIMCHTA,
OTPEAAKTUPOBAHHBIX METOJIOM PEAAKTHPOBAHUS OCHOBAHWH B NMPOMOTOPHBIX yYacTKax T'€HOB
HBG1/HBG2. Takoe penaKkTHpOBaHUE JTOJIKHO MIPENSTCTBOBATH CBSI3BIBAaHUIO
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TpaHcKpuIuuoHHoro penpeccopa BCL11A, He Hapy1ias mpy 3TOM €ro 3KCIPECCUIO, U TEM CAMBIM
MOBBIIIATH BEIPAOOTKY (eTambHOro remorioduHa. B mybnukamuu u coobuieHnn koMnaniuu Beam
Therapeutics moguepKuBaeTcs, 4TO MOCIE TEPANUU Yy MALMEHTOB OBICTPO MOBBILIANCA OOIMIMN
YPOBEHb IreMOTJIO0MHA, HOPMAIU30BAIUCH WM YIIyYLIaJUCh MAapKephl TeMOJIN3a, a TOKa3aTeNln
CepIOBHIHOCTH  CHWKAJIUCh OO  yPOBHEW,  CONOCTaBUMBIX C  HOCHUTEIBCTBOM
CepIOBHIHOKIICTOYHOTO Mpu3HaKa. KoMmanus Takke coo0IuniIa, 4To B3pOCIbIe U TOAPOCTKOBBIC
KOTOPTHl OBLIM TOJHOCTBIO HAaOpaHBI, MPOM3BOJICTBO 103 3aBEPIICHO, a Iojadya 3asiBKU Ha
JMIIEH3UIO0 OMOJIOTUYECKOTO MpernapaTa MOXeT COCTOAThCS yxke K KoHIy 2026 rona.

PepaktupoBanue reioB HBG1 u HBG2 ¢ nmomomibio CRISPR-Casl2a nuas

JIeYeHHUsl CePIOBHIHOKIETOYHOI aHeMun'
(The New England Journal of Medicine)

Hanna, R., Frangoul, H., Pineiro, L. et al. CRISPR-Cas12a Gene Editing of HBGI and HBG2 Promoters
to Treat Sickle Cell Disease. N Engl J Med 2026, https.//doi.org/10.1056/NEJMoa2415550

[Ty6nukamus NEJM ommceiBaeT uccnenosanue (assl 1/2, B koropom npumensuioce CRISPR-
Casl2a-penaktupoBanue npomoropoB HBGI u HBG2 y mnamueHToB ¢ TSOKENIOU
CEPITOBUIHOKIICTOYHOM 0oJie3HbI0. L{eh BMemaTenscTBa COCTOsIa B pEaKTUBAUU (ETATBHOTO
reMOrVIOONHA 3a CYEeT HapyUIeHHS PEeryIsITOPHBIX YYacTKOB, YYacCTBYIOIIUX B IOJABJICHUU
HBGI1/HBG2 mocne poxnenus. HWccnenoBanue OBLIIO MHOTOLIGHTPOBBIM, OTKPBITBIM U
OJIHOTPYIIIIOBBIM, @ NALMEHThl MNOJy4YaJd TE€HETUYECKH OTPEIAKTUPOBAHHBIE AYTOJIOTMYHbIE
TEeMOIIO3TUYECKHE CTBOJIOBBIE KIIETKH TIOCJE€ MHUEN0a0NaTUBHOM MOATrOTOBKH. Martepuan
OTHOCHUTCSI K KIMHHUYECKOMY MpOTpeccy TeHOTepaluid MpU PEIKUX HaCIEeICTBEHHBIX
3a00/IeBaHUSAX KPOBU, TIIOCKOJIBKY OMNMCHIBA€T HE JOKIMHUYECKHH OSKCIIEPUMEHT, a
TEparneBTUYECKOe MPUMEHEHHE €X VIVO-PelIaKTHPOBaHHS B KIMHHYECKOM HCCienoBaHuu. B
OTJINYME OT TPAJAULMOHHBIX JEKAPCTBEHHBIX MOAXOIOB, CTpaTETrHsl HAlpaBJieHA Ha W3MEHEHUE
PEryJ[Iuy FeMOrJIOONHA B COOCTBEHHBIX KJIETKaX MalieHTa.

PenaktupoBanue resoB HBG1 u HBG2 ¢ nomomibio CRISPR-Casl2a nas

Jdedenust B-ranaccemun’
(The New England Journal of Medicine)

Frangoul, H. et al. CRISPR-Cas12a Gene Editing of HBGI and HBG2 Promoters to Treat -Thalassemia.
N Engl J Med 2026,394:1292—1301. https.//doi.org/10.1056/NEJMoa2501277

Cratea NEJM onuceiBaetr npumenenne CRISPR-Casl2a-penaktupoBanus HBG1 u HBG2 npu
TpaHc(y3HOHHO-3aBUCHUMOM [-Tamaccemun. Tepamnus renizgamglogene autogedtemcel, nam reni-
cel, mpeacrasnsger co00i perakTHPOBaHWE COOCTBEHHBIX ME€MOIO3TUYECKUX CTBOJIOBBIX KJIETOK
nalMeHTa ¢ IeNbplo pa3pymuTh caitel csa3piBanuss BCL11A B mpomotopax HBG1/HBG2 u
PEaKTUBHUPOBATH MPOIYKIHIO (eTanbHoro remorinoduHa. B nccnenoBanue daspr 1/2 Brimrouanu
B3pPOCJIBIX MAallMEHTOB, KOTOPBIE MOCJE MOATOTOBKH IOJIy4add OTPEJAaKTUPOBAaHHbIE KIETKU. B
OIyOJIMKOBAHHOM OIMCAHUU YKa3bIBACTCS, YTO Y BCEX MAI[MEHTOB MIPOMCXOIUIIO BOCCTAHOBIICHHE
HEUTpo(UIOB M TPOoMOOUMUTOB B TeueHHe 42 JHEW, reMorjoOMH IMOBBIMIAICS, a HA MOMEHT
NOCJIeTHEro HaOII0IeH!s BCE MAllMEHTHI TPEKPATHIIU TpaHChY3UU. Y MAIMEHTOB, TOCTYIHBIX IS
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OLICHKH B TCUCHUEC HE MCHEC 12 MECALICB, TAKXKC COXpaHAIaChb HE3aBUCUMOCTDb OT HepeHHBaHHﬁ.
HexenarenbHble ABJIEHNUS B OCHOBHOM CBSI3BIBAJIMChH C PCKUMOM MMOATOTOBKH.

(¢hazvr 1/2/3, obnoenenuss FDA/EMA)

FDA oxo0pusio nepByIo reHoTePANNI0 ISl JICYCHUH FTeHeTHYEeCKOH MOTePH

cJyxa B paMkax nmporpammbl National Priority Voucher!
(FDA)

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

FDA coobuuino 06 ogodpennun Otarmeni, miiu lunsotogene parvec-cwha, mepBoii 1ByXBeKTOPHOM
AAV-reHoTepanuu i NalueHTOB C TSHKEION WK TTyOOKOW CeHCOHEBpalIbHOU MOTepeit ciryxa,
CBS3aHHOM C MOJIEKYJIIPHO MOATBEPKIAEHHBIMU OuamsenbHbiMu Bapuantamu B rene OTOF. Jlo
ATOr0 0J00pPEHUs HE CYLIECTBOBAJIO JIeueHUsI, MoAaupuuupytomiero reuenue 3adoneBanus OTOF-
CBS3aHHOW TIIyXOTHl. llpemapar mnpemHasHadeH s TMAlUEHTOB C COXpPaHCHHOW (yHKIIMEH
Hapy’KHBIX BOJIOCKOBBIX KJIETOK U 0€3 KOXJI€apHOTro MMILIaHTa B TOM ke yxe. Otarmeni BBOAUTCS
OJTHOKPATHO XUPYPTUUECKUM ITyTeM B YIUTKY U TOCTaBiIsIeT GyHKIHOHAIbHYI0 Koo OTOF Bo
BHYTPEHHHE BOJIOCKOBBIE KIIETKH, YTOOBI BOCCTAHOBHUTH MPOIYKIMIO OTO(EpINHA U TIepenady
CIIyXOBOTO cHUTHaIa. DPGEKTHBHOCTh W 0O€30MaCHOCTh OLECHUBAIKNCH B TIPOJIOJDKAIOIIEMCS
MHOTOIIEHTPOBOM OJIHOTPYIIIOBOM HccienoBanuu y 24 nereit ot 10 mecsues no 16 ner. Cpenu
20 manueHToB, MPUTOIHBIX I OLIeHKU 3P deKTUBHOCTH, 80% MPOIEeMOHCTPUPOBAIIN YIyUIlIEHHE
cinyxa. Ogo6peHue BbllaHO Regeneron 1o yCKOpEHHOMY ITyTH.

CAR-T-Ttepanuio u npyrue nepcoHnbUINPOBAHHBIC TEXHOJOTHN BKJIIOYNIN B
nporpammy OMC!
(TACC)

Poccusine Teneps MoryT GecriaTHO JI€UUTh OHKOJIOTHYecKue 3a0oneBanus ¢ npuMeHeHneM CAR-
T-tepanuu u Apyrux nepcoHupuuupoBaHHbIX MeToA0B. CAR-T-Tepanus — KiIeTOUHBIH METO
JIeYeHMs B ITPOLIECCe KOTOPOro y MaireHTa 3a0uparoT YacTb COOCTBEHHBIX UMMYHHBIX T-KJIETOK,
3aTe€M C ITOMOIIBIO CIIELMATIBHBIX NICEBJOBUPYCHBIX YACTHUI] B HUX BHEAPAIOT T€HETUUYECKUI KO,
3aCTaBJIAIONINI KIETKH IPOU3BOIUTH 0c00bIH Oenok-penentop CAR. DToT penentop pacrno3Haer
CUTHAJI-MapKep Ha MOBEPXHOCTU OIIyXOJIEBBIX KJIETOK, CBA3BIBAETCS C HUM U 3aIlyCKaeT MpoLece
60pb0OBl ¢ 3aboneBaHMeM. MenUIIMHCKasT MOMOILb BKJIIOYAET HECKOJBKO JTaroB: 3a0bop
JIEUKOILUTOB, FTeHETHYeCKy0 Moaudukanuio T-1MMdoIHUTOB, MocIeIyomee CONPOBOAUTEIBHOE
JIeYeHue U KOHTPOJIb ocinoxkHeHu. [locne koppekTHupoBok 1 BBeaeHus B mporpammy OMC Takas
METOJIMKa CTAHOBUTCS OecruiatHOM. Ee OyayT npuMeHsTh, B YaCTHOCTH, I AlIUEHTOB C OCTPbIM
TuMOOTIaCTHBIM JIEHKO30M, HEXOJDKKUHCKOM JuMdomoil u apyrumu 3aboneBanusMu. Kpome
toro, B pamkax OMC st 60psObI ¢ HEKOTOPBHIMU OIYXOJISIMU OYAYT HCIIOJIb30BaTh MENTHIHbIE
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MEPCOHAIM3UPOBAHHBIE BAKLMHBI, HAallpUMeEp, MPU pake TOJCTOW KUIIKH C MeTacTa3amu. B
IIEpEeYEHb TAKXKE BKJIIOUEHA IPOTHUBOOIIYXOJIEBasl Tepanus ¢ nepcoHanusupoBaHHbiMM MPHK-
BaKIIMHAMM, CO3JAHHBIMM HAa OCHOBE MOJIEKYJISIPHO-TEHETUYECKUX XapaKTEPUCTUK OITyXOJIU
HanueHTa.

IIsiTh HOBBIX JIEKADCTBEHHBIX NPENAPATOB PEKOMEHI0BAHBI K 0100peHHIO!
(European Medicines Agency)

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

EMA cooOummio, uto KomurteT mo jgexkapcTBEeHHBIM MpernaparaM Ui YeJIOBEeKa Ha almpebCKOM
3acenannu 2026 Toga peKOMEHI0BaJl K O00PEHUIO TIATh HOBBIX JIEKAPCTBEHHBIX cpenicTB. Cpenu
HUX OT/IEeJIbHO Ha3BaHa reHoTepanus [tvisma, MexIlyHapOoIHOE HETaTeHTOBAHHOE HAMMEHOBAaHUE
onasemnogene abeparvovec, sl Ie4eHUs CIIMHAIBHON MbleuHoil arpodpun. EMA onuceiBaet
3a0o0NieBaHNE KaK PEIKOoe, HACIEICTBEHHOE M TSDKENoe, MPUBOAAIIee K cnabocTu u arpoduu
MBI, B TaOauIe MONM0KUTENHBIX PEKOMEH AN YKa3aHO, YTO 3asSBUTEIIeM siBIsieTcs: Novartis
Europharm Limited, TepaneBTuyeckoe IMoKa3aHue cHOPMYIUPOBAHO Kak JieueHHUe S5q-
CIIMHAJIBHON MBIIIIEYHOW aTpouu, a TpermapaT HMEeT CTaTyCc OpQaHHOrO JIEKapCTBEHHOTO
cpeactBa. B tom xe 0630pe CHMP oTmeueHsl U pyrue peleHusi: peKOMEeHIalluu [0 HOBBIM
mperaparaM, paclIMpEHUI0 TIOKa3aHWH Ui YK€ pa3pelIeHHBIX JIGKApPCTB W CBEACHHS 00
OoTO3BaHHBIX 3asBKax. s Itvisma martepman (QuKCHpyeT MMEHHO CTaIUI0 TOJOKUTEIBHOTO
saxmoueHns CHMP u oxunanue pemenuss EBpomelickoli KoMmMHCCHH, @ HE OKOHYATEIbHOE
oO11eeBponeiicKkoe pa3pelieHrne Ha MpoIaxy.

I1yxora oOparuMa: O0JdHA MHBEKIMS BOCCTAHABJIMBAET CJYX BCEro 3a

HECKOJIbKO Hele b’
(ScienceDaily)

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

ScienceDaily mepeckazan coobuieHne KapolnHCKOro MHCTHTYyTa O T€HOTEpANUU BPOXKIECHHOM
TIIyXOThl W TSDKENOW TmoTepu ciyxa. PaboTra, BBIONHEHHAas COBMECTHO C KHUTaWCKUMU
yupexJIeHusIMU U omyOnukoBanHas B Nature Medicine, onuceiBaet 10 mamyeHToB B BO3pacTe OT
1 no 24 ner ¢ myrauusmu OTOF. UccnenoBatenu goctapisiiau BeKTop AAV BO BHYTpeHHEE yXO
yepe3 Kpyriioe OKHO, YTOObI BBECTH pPabOuUyI0 KOMHUIO TE€Ha, HeOOXOIUMOro A TMepeaayu
CIIYXOBBIX CUTHAJIOB. Uepe3 ouH MecsI1] Oocie JEYSHHs CPEAHUMN CITyXOBOM MOPOT YIYUILUJICS CO
106 no 52 nenumben. Haubonee BwIpakeHHBIN >(hdexT Obm y nmereét 5-8 ner. Y omHoro
CEMIIETHEr0 pebeHKa CIIyX MOYTH MOJHOCTHIO BOCCTAHOBWIICS, U OH CMOT Pa3rOBapHUBaTh C
MaTepbI0 Uepe3 YeThIpe MecsIla Mocie JeUeHUs. ABTOPHI COOOIIIIIN, YTO Tepanus MepeHOCHIACH
XOpOIIIO, CEPHhE3HBIX TOOOYHBIX peaklHii He 3aperUCTPUPOBAHO, a Haumbolee YacThIM
HEXEJaTeIbHBIM SIBJICHHEM ObLTO CHIKEHHUE Yrciia HeUTpoduaoB. CaeayomuM maroM Ha3BaHbl
OoJiee KpyITHbBIE UCCTIEOBAaHUS U pacIIMPEHUE MOAX0Aa Ha Ipyrue reHsl, Bkiodas GJIB2 u TMCI.
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(AMR, ecnvliuku, ceHOMUKA NAMO2EHO8)

I'mo0ajbHOE MOosIBJIEHNE, IBOJTIOINSA U MEKAYHAPOIHOE PACIIPOCTPAHEHHE

aunun Klebsiella oxytoca ST145!
(npj Antimicrobials and Resistance)

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

UccnenoBanne mnocpsameno auaun ST145 Klebsiella oxytoca uw ee MexayHapoJIHOMY
pacrnpoCTpaHEHHIO. ABTOpPBI OMMUCBHIBAIOT KIMHUYECKUUA H30iIT KP21-15, momydeHHbld u3
TeMOKYJIbTYPHI MAallMEHTa, U aHATU3UPYIOT €ro YCTOMYMBOCTh K aHTHOMOTHKaM. W30t Obul
HEYYBCTBUTEJIEH K HECKOJIbKUM KjlaccaM IMpenapaToB M KilacCU(PHUIMPOBAH KaK MHOKECTBEHHO
yCTOWYMBBINA. {7151 XapaKTepUCTUKH PE3UCTEHIIMH HCCIEA0BATENH BBIMOIHUIN TOJTHOI€HOMHOE
CEKBEHHUPOBAHKE U BBISIBUIU Ha0Op reHOB ycToiunBocTH, BKioudas blaKPC-2, blaOXY-2, sull,
sul2, aadAl, tetA, tetB, tmexCD2-topr]2 wu dfrAl4. CekBeHHpoOBaHUE C TMHHBIMU
MPOYTCHHUSMH MMOKA3aJI0 HAIMYKE JIBYX IUIA3MHUJ, IPUYEM OJHA U3 HUX Hecla OJTHOBPEMEHHO
blaKPC-2 u tmexCD2-topr]2. ABTOpbI 0OTMEUAIOT 3HAYCHHUE TAKOTO COYCTAHUS I MOHUTOPUHTA
YCTOWYMBOCTH, TIOCKOJIBKY OHO MOET CITOCOOCTBOBATH PACIIPOCTPAHESHUIO KIIMHUYECKH BaKHBIX
nerepmuHanT AMR.

O100p OAKTEPHAJLHBLIX BAPHAHTOB ¢ HW3MEHEHHAMHM B NOPHMHAX H
Juanonojucaxapuae 8o speMsa nudexuuu darom T4 cnocod0CcTBYET NOABJICHUIO

VCTOWYNBOCTH K B-1akTamMHbiM anTHOHoTHKAM V Escherichia coli!
(npj Antimicrobials and Resistance)

Le-Boulch, J., Charneau, E., Chevallereau, A. et al. Selection of porin and LPS mutants during infection
by phage T4 facilitates the emergence of p-lactam resistance in Escherichia coli. npj Antimicrob Resist 4,
21 (2026). https://doi.org/10.1038/544259-026-00193-9

ABTOpBI HcclenoBaId, Kak HH@exkuus OakrepuodaroMm T4 MokeT BIMATH Ha IOSIBICHUE
pesucteHTHocTH K aHTuOMotMkam y  Escherichia coli. B pabore wucnosnb3oBaiuch
AKCIIEPUMEHTAaJIbHAsl 3BOJIOLHS, MOJHOTEHOMHOE CEKBEHHPOBAHHWE U I1IEJIEBbIE T'€HETUYECKUE
pexkoHcTpyKiuu. MccmenoBaTenu ONpeaesuii, YTo YCTOHIMBOCTh K ¢ary T4 4acTo BO3HUKAeT
yepe3 MyTalluy, 3aTparuBaroliie MOpUHbI U OMOCUHTE3 JIUIOIoNNcaxapuaa. 3aTeM C MOMOLIbIO
TOYHBIX aJJIEIbHBIX 3aMEH U CPAaBHEHMSI U30T€HHBIX IITAMMOB OBLIIO IMOKA3aHO, YTO 3TH MyTallUuu
HE TOJBKO 3allMIIal0T OaKTepHH OT (aroBOro BO3JEUCTBHUSA, HO U CO3/Ial0T T€HETUYECKUH (OH,
CIOCOOCTBYIOIIUI Pa3BUTHIO YCTOWYMBOCTH K -TakTaMaMm, BKItouast kapoaneHemsl. [TyOmukarus
BaKHa U1 MH(EKIIMOHHON T'€HOMHKH, MOCKOJBKY CBSA3BIBAET JaBJieHHE (ParoBoil MHQEKIUH,
U3MEHeHUs  OakTepuaJbHOW  000I0YKM W (OPMHpPOBaHME  KIMHHYECKH  3HAUYMMOMU
AHTHUOMOTUKOPE3UCTEHTHOCTH.
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PacnpocTrpaHeHne YCTOHMYHMBLIX K MHOKECTBY JekapcTB mTaMMoB Escherichia
coli B okpykalome cpeae B paMmkax KoHnenuuu «EauHoe 310poBbe» B ropojae

Maiimencunrx, Banraagem!
(npj Antimicrobials and Resistance)

Rahman, A., Roy, S., Afreen, N. et al. Environmental dissemination of multidrug-resistant Escherichia coli
across one health interfaces in Mymensingh, Bangladesh. npj Antimicrob Resist 4, 27 (2026).
https://doi.org/10.1038/544259-026-00202-x

Crathsi TIOCBAIIEHA PACIpPOCTPAHEHUIO yCTOWYMBOW K aHTtuOmormkam Escherichia coli B
OKpykarIie cpene banrmamem. ABTOpel oneHuBanM mpucytctBue E. coli, ycToitumBoW K
nedasocnopruHaM TPEThEro MOKOJICHHS U KapOarneHeMaM, Ha SKOJIOTHYEeCKUX IPAHUIIaX B pErHoHe
Mumencunrx. I[IpoGs1 Bozbl OblTH cOOpaHbl U3 OOIBHUYHBIX CTOYHBIX BOJ, JKUBOTHOBOTYECKHX
CTOKOB, aKBaKyJbTYpHBIX NIpyA0B U peku Khiro. M305aTel mpoxoanan 06paboTKy Mo MpOTOKOIY
WHO Tricycle, a wacte u3 HuX ObUIa NpPOAHAIM3UPOBAHA METOAOM IOJHOTEHOMHOTO
CeKBEeHHpOBaHUsA. PaboTa CBSA3bIBaeT KIMHUYECKH 3HAUYMMBIE MEXAaHU3MBl PE3HCTEHTHOCTH C
HKOJIOTUYECKUMH pe3epByapaMd M BO3MOXHBIMU MYTSAMH TIE€pelayd MEXIy MEIUIHUHCKOM,
JKUBOTHOBOAYECKOW, aKBAaKyJIbTYpHOM M NpUpoAHOM cpenod. HoBocTte oOTHeceHa K
UHQPEKIIMOHHOH TEHOMHKE M PE3UCTCHTHBIM MITaMMaM, ITOCKOJBbKY OCHOBHBIM IPEAMETOM
nyOJIMKauKU SIBISETCS TeHOMHas xapakrepuctuka AMR-n30m4TOB M UX pacrnpocTpaHeHHE 3a
npeaenaMu OOTBHUYHOM cpefbl. Takoil moaxoa BaXkeH JIsl HAOMIOCHUS 3a YCTOMYHNBOCTHIO KaK
MEXCEKTOPHOM MpoOIeMO.

(amuyeckue debamol, pe2yisimopHvie OUCKYCCUU)

K cnpaBeyimnBOMY JIOCTYNY K KJIE€TOYHbIM M I'€HHBIM TepanusiM: IepecMOTP

CXeM JI011aT>
(American Journal of Managed Care)

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

[lybnukanusa, pasmeménnas B ampene 2026 roga B American Journal of Managed Care,
aHATM3UPYET MPoOIeMy JOCTYITHOCTH KJIETOYHBIX M TeHHBIX Tepanuii B CLIA ¢ yuérom Toro, 4To
LEHbl Ha OJHOKPAaTHOE JIEYEHHWE YCTOHYMBO MPEBBIAIOT 3 MUJUIMOHA J0JIIapoB. ABTOpPHI
YKa3bIBalOT, YTO BBICOKHE JIOTUIATHI MAI[MEHTOB CO3JAl0T MPeloTBpaTUMble Oaphephl TOCTyMa K
NOTEHIMATIBHO KypaOesnbHbIM TepanusaM. [IpemiokeH mepexol K AU3aifiHy CTpaxoBaHWUS,
OCHOBAHHOT'O Ha LIEHHOCTH, NPH KOTOPOM JOJISl pacXo/I0B MAllMEHTOB HA TaKUE BUJbI JICUEHUS
UCKITIoYanach Obl mosHOCThIO. [lo Mepe TOro kKak JaHHBIE TEpaluu CTAHOBSTCS CTAHAAPTOM
JeyeHust pu 0oJiee MUPOKOM KPyre XpOHHMUECKUX COCTOSIHMM, OCHOBHBIM BOIIPOCOM HEPECTAET
OBITH BOIIPOC HAYYHOM OOOCHOBAaHHOCTH U CTAHOBHUTCS BOIPOC JOCTYITHOCTH U CIIPABEIUBOCTH.
[TyOnukanus BBIXOAWUT B KOHTEKCTE BHEAPEHMS] MOJAETHM JOCTyNa K KJIETOYHBIM U T'€HHBIM
tepanusaM (CGT Access Model) Llentpamu Medicare u Medicaid, npexycmarpuaromiei omiary
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M0 pe3yJbTaTy, U B T'OJ, KOTJa MOTEHIUAJIbHbIE exemecsaunble pacxoasl B CIIIA Ha reHHbie
Tepanuyu MOTyT IOCTUraTh 2,1 MiIpa A0I1apoB.

(02151 nooasieHus Ui YCmpanenusi NOCIe0CMaUll Namo2eHHbX 8apPUAHNOB)

Tepanusg ¢ HMCOOJL30BAHHMEM AHTHCMBICJIOBBIX OJHUTOHVKJICOTHIOB JJIA
noaasjgeHus Hkcnpeccu reHa KCNT1 v aByx MJIageHIeB € TSKeJI0U

YMWIeNTHYeCcKoi YHnedasonarueii’
(Nature Medicine)

Nakayama, T, El Achkar, C.M., Burbano, L.E. et al. Antisense oligonucleotide-mediated knockdown
therapy in two infants with severe KCNTI epileptic encephalopathy. Nat Med 32, 1411-1420 (2026).
https://doi.org/10.1038/s41591-026-04314-9

Cratest Nature Medicine ommchiBaeT TpaHCISIUOHHOE HccienoBanne ASO-Tepanuu MpH
Tsokenod  KCNT1-cBsA3aHHOW SNMUIENTHYECKON SHIE(DANIONaTid PaHHEro JeTCTBA. ABTOPHI
00BsACHSI0T, yTO natoreHHble BapuaHThl KCNT1 BbI3bIBalOT rUNIEpaKTUBHOCTD KaJIMEBbIX KaHAJIOB
Slack u mpUBOAT K TSDKENOMY HEHpPOpPA3BUTHIO, JIEKAPCTBEHHO-PE3UCTEHTHBIM MPHUCTYIIaM U
pUCKYy paHHEH cmepTH. B pabore mpeicTaBieHBI JBE ABYXJIETHHE JCBOYKH C HEOHATAIBHBIM
HavyasioM Tspkenou smwtericun v BapuantoM KCNT1 p.R474H. Jlna tepanuu MCIonb30BajcCs
AKCIEPUMEHTAJIbHBI AHTUCMBICIIOBOI OJUTOHYKJIEOTH/I, HAIIEJIEHHBIM HAa CHI)KEHHE DKCIIPECCUN
KCNT1. Marepuan noguepkuaet, uTo ASO-TEXHOIOTMU MOTYT IPUMEHSTHCS JUIsl yMEHbILIEHUS
OKCIPECCHH T'€Ha, MPOIYKT KOTOPOTO BBI3bIBAET MaToiorundeckuii 3dpdexr ycunenns GpyHKum.
[lo naHHBIM cTaThy, y 00€MX MALIMEHTOK IOCIE JICYEHUS] HaOJI0/1aJ0Ch CHUXKEHHE YacTOThl U
MHTEHCUBHOCTM TnpucTynoB. HoBocTe oTHOcHTCS K ASO-TepamusM Uid  [OAABIICHUS
MOCJIEACTBUM NATOTEHHBIX BapHAaHTOB, IOCKOJIBbKY BMemiarenascTBo He wucnpasisier JIHK, a
YMEHBIIAET NaTOJIOrMYECKYI0 dKCIpeccHio reHa Ha yposHe PHK.

HoBoe J1eKapcTBO ISl CHUKEHHUSI YPOBHSI TPUIJIMLEPHIOB YV B3POCJIbIX €

ceMeHHbIM CHHAPOMOM XI/I.]'IOMI'IK]I)OHEEMI/II/I1
(European Medicines Agency)

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

EMA coobmmno, utro CHMP pexomeHI0Bad MapKETHHTOBYIO aBTOpPH3AIMIO IIperapara
Redemplo, mnm plozasiran, ams B3pOCHBIX € CEMEHHOW XWJIOMHKpPOHEMHEH. OTo peakoe
HacJe/ICTBEHHOE 3a00JIeBaHNe HApyIIaeT PaCIICIJICHUE )KUPOB M MPUBOAUT K KpaifHE BBHICOKUM
YPOBHSIM TPUTIIMLEPHUIIOB, TSXKEION aOJOMUHAIBHON O0JIM, MOTEHIMAIbHO CMEpPTEIbHBIM
IpUCTylaM  OCTPOro  MaHKpeaTHTa, TIeNaroCIUIEHOMEraiuu, Juabery,  HapylUIeHHUSIM
KOHIICHTpAIliH, TaMITH U KcantoMaM. [leficTBytomee BemecTBo Redemplo mpeacrasnsier coboit
nepByto B cBoéM kiacce siRNA-tepanuto, npeaHasHaueHHYIO AJis OJOKHUPOBAHUS MPOAYKLIUU
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APOC3, Genka, 3aMeJIAIONIETO paciieruieHre XupoB. 3a cuer nogasieHus APOC3 mpenapar
CHW)KAaeT YPOBEHb TPUIIIMLIEPUIOB M OXHUIAEMO YMEHBIIAeT pUCK MaHkpearuta. Redemplo
BBOJWTCS TIOJKOXKHO OJIMH pa3 B TPU Mecsla. PexomMeHnmanus OCHOBaHA Ha OCHOBHOM
ucciaenoBanun y 75 B3pocabix ¢ FCS: uepe3 10 mecsiieB Tepanuu CpelHEE CHUXKEHUE
TpuriuuepuaoB cocraBuiio 80% mnporus 17% B rpynne miane6o. Marepuan BKIIOYEH B 3TOT
pa3nen kak knmHHYeckd 3Haummas PHK-caitnencunr-tepanus, Onmskas k ASO-moaxomaM 1o
3a[aue MOAaBICHHS MATOJIOTHYECKOTO OETTKOBOTO AP deKTa.

(ceHomHble, MPAHCKPUNIMOMHbIE U MYTbINUOMHbLE MAPKEPbl, paboma ¢ 0nyxoegoll MKaHvio)

I'eHoMHBIN aHaJu3 penenTopoB T-KJeTOK BBLIABJASACT cHnemuuueckKkue

MMMYHHBIE IIPU3HAKH cuHApoMa JInnya!
(Nature Communications)

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

Pabora Nature Communications MocBAIleHa UMMYHHBIM MapKepaM Yy HOCUTENeH CHHApOMa
Jluauya. ABTOpPBI paccMaTpUBAIOT CHHAPOM JIMHYA Kak MOJENb KaHIeporeHe3a nmpu JaeduimTe
CHCTEMBI penapany OmMO0YHO CIIAPEHHBIX OCHOBAaHWH, MOCKOJIBKY TaKWE HEOIIa3uH MUMEIOT
BBICOKYIO YaCTOTy OOLIMX HEOAHTUI'€HOB, BBI3bIBAIOLIMX aJalTUBHBI MMMYHHBIH OTBET 4yepes3
pacnio3HaBanue T-kierounbiMu perienitopamu. Jo 3toit paborer TCR-manmmadr y HOCHTENCH
cuHapoMa JIMHYa ocTaBajcsi HeaOoCTaTOyHO H3y4deHHBIM. MccnenoBarenu BwimonHmwm TCR-
ceKkBeHHpoBaHMe 277 00pa3lloB KpPOBM OT IMAlMEHTOB, MNEPEHECUIMX pakK, HocuTenell 06e3
OHKOJIOTMYECKOI'O aHaMHe3a M KOHTPOJIeH, a TakKe CONOCTaBWIM JlaHHBIE ¢ oOpa3laMu
KOJIOPEKTAJIbHBIX OMyXOJeW M MpelnpakoBbix mnopaxeHud. o 41% nHanbornee pacmmpeHHBIX
TCRP 13 KONOpeKTalIbHBIX HEOIUIa3uil OOHAPYKUBAJIUCHh B KPOBU HOcUTeNell cunapoma JlnHua
IpY MUHUMAJIbHOM PacIIUPEHUH Yy KOHTpoJIeld. ABTOPBI Takke pa3paboTaiu U BaluIUpOBAIIU
KJIacCU(UKALMOHHYIO MOJIeNb, OTIMYAIONIYI0 HOCUTeNed cuuapoma JIMHYa OT KOHTpoJeil mo
mupkymupytouiM  TCRB-curnatypam. PaGora mpencrtaBnser mar kK KpoBiHbiM TCR-
O6romMapkepaM UMMYHHOT'O Ha/130pa U MEPCOHAIM3UPOBAHHOMN CTpaTU(UKAIIUN pUCKa.

MyJabTUMOTAJLHBIA  AHAJNU3 PpPeakoro mucceHc-papuanta resa BARDI1

MPEeAIoJaaracT, 4YTo €ro narTorcHHoCTb ABJIACTCH VCJIOBHOI‘/JI3
(npj Breast Cancer)

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

HacnencTBeHHbIN pak MOJOYHOM KeJe3bl BKIOYAET HECKOJIBKO T€HOB PUCKA, BKItoUast BARDI,
KOTOPBIN CBSI3aH C HU3KUM WM YMEPEHHBIM PHUCKOM M aCCOLMUPOBAH C TPHKAbl HETaTUBHBIM
paxom monouHoi xkene3bl (TNBC). Onucan cinydait npobanna ¢ nepsudabiM ER+/PR+/HER2-
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paKoM MOJIOYHOHM 3KeJie3bl, KOTOPBIM peluauBUpOBall yHuiatepaibHO kak TNBC, a mo3zxe
pa3Bwics pak »HAoMeTpusa. KinmHHMueckoe repMHHaIbHOE TECTUPOBAHUE BBIABWIO PENKHUI
MHUCCEHC-BapuaHT BARDI wHeonpeneneHHou 3Haummoctd [c.2258G>T; p.(Gly753Val)].
[losiHOreHOMHOE CEKBEHUMPOBAHUE OIYXOJIEH M KPOBU I10Ka3aj0 IOTEPH TIETEPO3UTOTHOCTU
BARDI v MyTalMOHHYIO CUTHATYpy 3, MHIMKATOp Ie(pHUIMTAa TOMOJOTHYHOW PEKOMOHMHAIUH
(HR), ucknrountensHo B penunnse TNBC. OyHKIMOHAIBHBIE aHAINU3BI [10KA3aJId HApYLIEHUE
HR-penapanum, 0 4eM CBUAETENHCTBOBAJIN MOBBIIMIEHHAS YYBCTBUTEIBHOCTh K MHTHOMTOpaM
PARP u camxenne popmupoBanus poxkycoB RADS1. ABTOpbI mpennonarator, 4To CEIEKTUBHOE
JaBJIeHNE TaMOKCH(eHa PUBEJIO K MEePEKIIIOYCHUIO TIOJTHUIIA PAKa MOJIOYHOM JKeJe3bl U BBISIBUIIO
naToreHHbI moTeHnuan Bapuanta BARDI p.(Gly753Val). DtoT ciyyail wutocTpupyeT paHee
HEONMCAaHHBIM CLIEHApHi, KOI/Ja MaTOT€HHOCTh TI'e€pMUHAIbHOrO BapuaHTa BARDI xaxercs
YCJIOBHOH B 3aBUCHMOCTH OT IPEALIECTBYIOIIETO JIEUCHHUS.

IIpocTpaHCTBEHHOE TPAHCKPHUIITOMHOE Npo(dHIpoBaHue ONyXxoJeid TOJICTOM
KHMIIKHM V KOPEHHBIX jKHTeJel AJISICKH: O0HapVsKeHHe INPOrHOCTHYECKHX
ounomapkepos*

(Fred Hutch)

Garrick Chang, Diana Redwood, Amanda L. Koehne, Matthew Fitzgibbon, Conghui Qu, Hang Yin,
Elizabeth Donato, Mingang Lin, Cecilia Yeung, James J. Tiesinga, Sushma Thomas, Li Hsu, Christopher 1.
Li, Timothy K. Thomas, Riki (Ulrike) Peters, Jeroen Huyghe

Bbonee 40 ner xopeHHble HapOABbl AJISICKA CTAJIKHUBAIOTCS C CAMBIMU BBICOKMMU ITOKa3aTeIsIMU
3a00JIeBa€MOCTH M CMEPTHOCTH OT KoJopekTanbHoro paka (KPP) 8 CIIA. B pamkax ycunuit no
6opbOe C FTHM HepaBEHCTBOM HMCCIIENOBATEILCKAs IPYIINA 110 PYKOBOACTBOM J0KTOpa Mepyna
Xbtore u gokropa Yawspuke Ilerepc u3 Fred Hutch, B corpynnudectBe ¢ moktopom [luaHoi
Pensyn 3 Koncoprinyma 370poBbsi KOPEHHBIX HAPOAOB AJISICKH, BBISIBIJIA OCOOCHHOCTH OIMYXO0JIH
U €€ MUKPOOKPY>KEHHSI MPU MOCTAaHOBKE JIMAarHo3a, KOTOPbIE CBA3aHbI O cMEepTHOCTHIO OT KPP.
Hoxrop T'appux Yanr, npencraBnsitomuii uccienoBanue Ha AACR, BBIABIII OTUYETIHMBEHIC,
MPOCTPAHCTBEHHO-CIIEIN(UYECKUE MapKephl, CBsI3aHHBIE CO CMEpPTHOCThIO. B  omyxomsix
YYaCTHUKOB, KOTOPBIE YMEPJIH, IIEHTP OMYyXOJU JEMOHCTPUPOBaAJ CHIXKeHue skcnpeccurn MUC2
u SPINK4, nonasnennsie uHTEp()EPOHOBBIE MMYTH, MEHBIIIEE KOTUYECTBO MIa3MaTHUYECKHUX KIIETOK
Y YBETTUYCHHOE KOJIMUECTBO TYYHBIX KJIIETOK. DTH OTKPBITHUSI MOTYT IPUBECTH K pa3pabOTKe HOBBIX
MPOTHOCTUYECKMX OMOMAapKEpOB M YIYUIIEHUIO CTpaTH(UKAIUU pucka /s nanueHToB ¢ KPP,
O0COOEHHO B TPYIIax C BBICOKMM PUCKOM, TAKUX KaK KOPEHHBIE HAPOJIbI AJISICKH.

BhisiBJIeHHE TeTEPOreHHOCTH, JIeXKAIleH B OCHOBE T'€HOMHOM HeCTA0OMJIBLHOCTH
NP HACJIEACTBEHHOM paKe MOJIOYHOM KeJie3bl, M03BOJIUJI0 BbLIEJIUTh YeThIpe

IHOATHUIIA 3360JIeBaHI/Iﬂ1
(Experimental & Molecular Medicine)

Kim, S., Lee, S., Kim, H. et al. Delineation of the heterogeneity underlying genomic instability in hereditary
breast cancers reveals four disease subtypes. Exp Mol Med 58, 1254-1268 (2026).
https://doi.org/10.1038/s12276-026-01693-4

ABTOpBI HCCJEIOBAIM HACJIEACTBEHHBIH pak MOJIOYHOM »eye3bl 0e3 MaTOreHHBIX BapHaHTOB
BRCA1/2, 4yto0Bl ommcaTh MOJEKYJSPHYIO Te€TepOreHHOCTh I'€HOMHOHM HecTabuibHOCTU. B
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paboTy BOILIM JaHHBIC TOJTHOTEHOMHOTO CEKBEHHpOBaHUs 129 omyxosieid, a 11 9acTH 00pa3iioB
JIOTIOJIHUTEIILHO HCIOJIb30BATUCH METUJIOMHBIE M TPAHCKPUIITOMHBIE AaHHbIC. VHTerpanus
MYTallMOHHBIX TPOIECCOB, M3MEHCHHI YHCIIA KOMHA, CTPYKTYpHBIX BapHaHTOB W Mpoduieit
AKCIPECCUH MO3BoOJMIA BeIIEAUTh yeThipe noaTuna: HRD, MUT, CN-n1oMuHaHTHBIN U T€HOMHO-
crabunpHbiii. HRD-moaTun ObUT CBSI3aH C THIEPMETHIMPOBAHHEM IPOMOTOPOB M IOTepei
rereposurotHoctd  BRCA1/2.  MUT-montun  XxapakTepu30BajCs BBICOKOH — OITyXOJIEBOM
MYTallUOHHOW Harpy3koi, akTuBHOCTbi0O APOBEC W 1IUTOIMTHYECKMMH HMMYHHBIMU
nporpammamMu. CN-IOMUHAHTHBINA MOJATUI BKIIOYA BRIPAKEHHYIO MOTEPIO FETEPO3ZUTOTHOCTH U
MOPAXEHNUE OIYXOJIEBBIX CYNPECCOPOB. TPAHCKPUIITOMHBIE [AaHHBIC IIOKA3aJId Pa3JIAuUs
UMMYHHOU ¥ CTPOMAJIbHOM HHPUIBTpAHA. ABTOPHI TAKXKE MPEATIOKUIA HHTETPATbHBIA HH]IEKC
TeHOMHOUM HECTaOMIILHOCTH KaK MHCTPYMEHT CTpaTU(UKAINY MAIIMEHTOB U CBS3aTH MOATHUIIBI C
MOTEHLIMATbHON YyBCTBUTEIBHOCTHIO K PARP-uHrnOutropaM, IUTOTOKCUYECKON XUMHOTEPAITUN
WM UMMYHOTEpaIuU.

MyJbTHOMUKCHBIA AHAJN3 BBIABJISAECT KJII0YeBYIO poJab STIL B cunapome Jln-

DdpayMeHH ¥ ocTeocapkome!
(npj Precision Oncology)

Qiao, Y, Hao, J., Yuan, F. et al. Multi-omics analysis reveals the key role of STIL in Li-Fraumeni syndrome
and osteosarcoma. npj Precis. Onc. 10, 159 (2026). https://doi.org/10.1038/s41698-026-01432-y

CraTbst paccMaTpuBaeT cBA3b cuHApoMa Jlu — Ppaymenu, o0yCIOBICHHOTO TepMUHAIBHBIMU
IIaTOT€HHBIMU HJIM BEPOSATHO NATOreHHbIMU BapuanTamu TP53, ¢ ocreocapkomoii. ABTOpBI
OTMeUaroT, yto y Hocutened TP53 puck pa3BuTHs 370KaUYECTBEHHBIX OIyXOJIEH BBICOK, a
0CTEOCapKOMa  SBJIAETCA XapaKTEpPHOM OIYXOJbIO 3TOro cuHapoma. Jliusd  BbIABIEHUA
MOJIEKYJIIpHOTO 3BeHa Mexay TPS53-myramueid u (QeHOTUIIOM OCTEOCapKOMBI HCIOJIb30BAH
MYJbTUOMHBIH OHOMH(OpPMATHUECKUI IMOAXOJ, MAUIMHHOE OOy4eHHUe, OJHOKJIETOYHOE
CEeKBEHHPOBAHUE M SKCIEPUMEHTAbHAs Bajduaanus in vitro. LleHTpanbHbIM KaHAMIATOM CTall
STIL, SCL-npepsiBatomtuii nokyc (STIL) kak kimtoueBoii y3en nmporpeccupoBanus cuaapoma. OH
OBLJT CBSI3aH C MOJYJIEM I'€HOB, ACCOLMUPOBAHHBIM C CUHAPOMOM JIu — ®dpaymeHu, NOBBILIEHHO
AKCIIPECCUPOBAJICS B OCTEOCAPKOME, OCOOEHHO B METAaCTaTUYECKUX 00pasiax, U KOppeIrupoBal ¢
Oosee MIOXOH BBDKMBAEMOCThIO0. ABTOPHI cBsi3biBatoT STIL ¢ perynsuuel KI€TOYHOTO LMKIIA,
MHTO30M, ILEHTPHOJSAMHU, OIIyXOJIEBOM  CTBOJIOBOCTBIO, HHBAa3We€l W  NEPECTPOMKON
MUKpPOOKpY>keHus. B BbiBoje momguepkuBaercs, uro STIL moxeT cimyxuth OHMOMapkepoM H
MOTEHIIUAITFHOM MHIIIEHBIO B KOHTEKCTEe TPS53-MyTHpOBaHHON OCTEOCAPKOMBEI.

MyTtamuu reia BRCA Teneph CBSA3BLIBAIOT ¢ PA3BUTHEM PaKa IMTOBHWIHOW
JKeJIe3bl, MOYEBOr0 MYy3bIPA, KOKH, 2 TAKMKE I0JOBLI U 1eul

(RIKEN)

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

RIKEN coo0mui 0 MexXayHapoIHOM HCCIIEIOBAaHNH, CBsA3aBIeM naToreHHbie BapuanTtel BRCA 1
u BRCA2 c 4deThlppMsl TONOJTHUTEIBHBIMUA TUIIAMHU paka. B cooOuieHun HamoMuHaeTcs, 4To
BRCA-BapuaHThl XOpOIIO M3BECTHBI KaK (PaKTOPhl pUCKAa paKka MOJIOYHOW >Kele3bl, SUYHUKOB,
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HOKETYJOYHOH JKele3bl U IPOCTATHI, YTO YK€ UCIOJIb3YETCs B IEPCOHAIM3UPOBAHHON Tepanyu,
Bkitoyasgs PARP-unrubutopsl. HoBast pabota Obliia HampaBiieHa Ha IPOBEPKY MEHEe M3yUYCHHbIX
TUIIOB omyxoJied. McciienoBarenu BBIMOIHUIN aHAIU3 «CITy4ail — KOHTPOJIb» Y 3 489 manueHToB
u3 BioBank Japan u cpaBumim ux BRCA-Bapuantel ¢ manHsiMu 38 842 mioneit 6e3 paka.
PaccmarpuBanuch pak MOUEBOTO Iy3bIpsi, KOCTEH, MO3ra, TOJIOBBI U IIEH, CapKoMa, paK KOXH,
SAWYKa, IATOBUIHON >XeNe3bl M MOYETOYHMKA. AHAM3 TOKa3aj, YTO MAaTOTCHHBIC BapHaHTHI
BRCA1 nospimaroT puck paka mutoBuigHou xene3bl, a BRCA2 — paka moueBoro my3sbips,
TOJIOBBI U II€U ¥ KOXKU. ABTOPBI OTUEPKHYJIH, YTO PE3YJIbTATHI HE BEAYT CPa3y K PEKOMEHIAIHM
[0 aKTUBHOMY HAOJIOACHUIO, HO MOTYT CIIOCOOCTBOBAaTh PA3BUTHIO MEPCOHATM3HMPOBAHHBIX
PYKOBOJICTB.

(PRS, unmeepamusnvle Mooenu, KIUHUYeCKas 8aiudayus)

IToaureHHbId NMoKa3arejib pucka M 20-j1eTHsAsE CMEPTHOCTh M BbIKHBA€MOCTh

IIpHU paKe HDeI[CTaTeJ'IbHOﬁ )Ke.]'le3bll
(Communications Medicine)

Plym, A., Wang, A., Stopsack, K.H. et al. Polygenic risk score and 20-year prostate cancer-specific mortality
and  survival. ~Commun Med 6, 243 (2026). https://doi.org/10.1038/543856-026-01603-9

Hccnenosanue B xypHase Communications Medicine orieHnBaeT, Kak NOJIUTEHHAsI OLICHKA PUCKA
paka IpecTaTeNbHOM JKele3bl CBs3aHa HEe TOJBKO C 3a00JIEBAEMOCTBIO, HO U C JIOJITOCPOYHOM
BBDKHBAEMOCTBIO i CMEPTHOCTBIO. ABTOPBI OTMEYAIOT, YTO MOJUICHHAS OLICHKA PUCKa XOPOIIO
pa3IuyaeT BEPOSTHOCTh PAa3BHUTHS paka MPEACTATENLHON KeJe3bl Ha IOIYJISIIHOHHOM YPOBHE,
OJTHAKO €€ POJIb MOCJIe MOCTAHOBKH JTMarHo3a OCTaeTcs HesicHOH. B anamm3 Bkmounmmm 19 607
MY>K4UH U3 uccnegoanuit Malmo Diet and Cancer Study u Health Professionals Follow-up Study,
y KOTOphIX wu3ydamu 20-IeTHIO 3a00JeBaeMOCTh, CMEPTHOCTb M BBDKHBAEMOCTH C
UCIIOJIb30BaHUEM TOJHMICHHOW OLIEHKH PHCKa, OCHOBAaHHOW Ha 451 reHeTMueckoMm BapuaHTe. B
aHaJM3€ BCEH KOTOPThI MOJHMICHHAS OICHKA PHCKa BBIIIC MEAMAHbI OblIa CHJIBHO CBSI3aHA C
3a00JIeBACMOCTBIO PAKOM TMPECTATEIBHOM KeJe3bl U, HECKOJIBKO CHUIIbHEE, CO CMEPTHOCTBIO OT
Hero. B ananu3ax ToibpKo cpenu 3a00J1eBIINX HarpaBieHue 3 Pexra ObUIO CXOIHBIM, HO 3aBUCENI0
OT BO3pacTa U METOJOJOTMYECKUX OTpaHUUCHHH. ABTOPBI MOJUYEPKHUBAIOT, YTO CTaHAaPTHBIC
OLICHKH BBDKHBAEMOCTH, PACCYMTAHHBIC TOJBKO CPEIU 3a00JICBIINX, MOTYT HETOYHO OTpPaKaTh
PHCK M3-3a BO3PACTHOTO 0TOOpA M BIMSHUS CaMOro (hakTa BhISBICHHUS 3a00JICBAHUS.

B3anmMocBsi3b NMOJIMI€HHbIX IOKAa3aTeJiel pPUCKA Pa3BUTHS zmaﬁeTa 2 THIA C
MeTA00JHYeCKUMH NMOKA3aTeJIIMH Y JKUTeJIell THXO0KEAHCKHX 0CTPoBOB I'yam

u Caiinan!
(Journal of Human Genetics)

Ramirez-Luzuriaga, M.J., Safabakhsh, S., Salehi, R. et al. Associations of polygenic risk scores for type 2
diabetes with metabolic measures in Pacific Islanders from Guam and Saipan. J Hum Genet (2026).
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Cratps Journal of Human Genetics npoBepsieT NepeHOCUMOCTh CYIIECTBYIOIIMX MOJIUTE€HHBIX
PHUCK-CKOPOB TnadeTa 2-ro THIa Ha THXOOKEAHCKHE TOIYJISIIIK, KOTOPbIE O0OBIYHO HETOCTATOTHO
npeacraiensl B GWAS. Aptopel otmedaroT, uto MHorue PRS st T2D Obutn mostydeHsl U3
MOJIHOTEHOMHBIX ~ ACCOIIMATUBHBIX  MCCIEJOBAaHUM, MPEUMYILIECTBEHHO IMPOBEACHHBIX B
€BPOMNEHCKUX MOMYJSIUAX, U UX NPUMEHUMOCTb K JPYrUM TpylmnaMm orpanuyeHa. B pabore
u3ydeHsl ceMb BapuanToB PRS y 1 990 yuactHukoB uccnenoBanus quabdera Ha ['yame u Caiinane.
Acconmarnu PRS ¢ guaderoMm, makcumansasiM BMI, rimroko3oit Haromak 1 HbAlc onenuBanuce
C TIOTIPaBKOM Ha BO3pacT, IMOJI U MEPBbIe YEThIPE F'€HETUUECKHE IIIaBHbIe KOMIIOHEHTHI. Bece ceMb
PRS Obumt cwiibHO CBsI3aHBI ¢ pa3BUTHEeM auabera 2-ro Tuma. YBenumueHue PRS Ha omHo
CTaHJAPTHOE OTKJIIOHEHHWE COOTBETCTBOBAJIO pocTy odds ratio ot 1,39 mo 1,81. Takke BBISBICHBI
accolyalyy ¢ IiIroKo3oi HaTtomak 1 HbAlc, HO He ¢ MakcuManbHBIM BMI niu mokasarensaMu
CEKpEeIMH U PE3UCTEHTHOCTH K UHCYJIUHY.

Pa3zpabdoTka U BaJuIaAlMs KJIMHUYECKOT0 MOJUTeHHOI0 O0TYETA 0 PHUCKE B
cuctemMax 3apaBooxpaHenuss CHIA miasg BoCBMH  CepAEYHO-COCYIMCTHIX

3260/ eBaAHMII’
(Journal of the American College of Cardiology / Mass General Brigham)

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

Hccnenosarenu u3z Mass General Brigham Heart and Vascular Institute u maptaépsl pazpadoranu
U BAJIMIUPOBAIM UHTETPUPOBAHHBIA MoOiUreHHbIH TecT pucka (PRS) mis BocemMu cepraedyHo-
COCYJIUCTBIX COCTOSIHUM: HIlleMUYecKoi 00Jie3HU cepaua, GuoOpnIIAum npeacepanii, caxapHoro
nuabeTa 2-To THIA, BEHO3HOW TPOMO0IMO0IINH, TOPAKAIbHON aHEBPU3MBI A0PTHI, IKCTPEMaIbHON
apTepuanbHONl  TUMNEpPTeH3MM,  TSDKEIOM  TUNEPXOJECTEpUHEMMM W TOBBIIIEHHOTO
nunonporenHa(a). PazpaboTka mpoBOAMIACH C HUCMOIB30BAHMEM T€HOTHUITHBIX W KIMHUYECKHX
naHHbIx 245 394 yuactHukoB nporpammbl All of Us. Bammpanus Bemonnena Ha 53 306
TEHOTHUITMPOBAHHBIX Yy4yacTHUKax OwmoOanka Mass General Brigham. Jluma c¢ BbeicOkuMuU
TEeHETUYECKUMHU OIICHKaMH JIEMOHCTPUPOBAIM 3HAYMMO 00Jiee BBICOKHE IIIAHCHI Pa3BHTHUS
3a005IeBaHHg TI0 CpPaBHEHHIO C JIMIIAMH CO CpEeIHUM puckoMm; wuHTerpauus PRS B
MYJIbTHBAPUAHTHBIC KIIMHHYECKUE MOJEIH JIOTIOJHUTENFHO YIIYUIIHIa CTPaTU(UKAIINIO PHUCKA.
Tect yxe AOCTYINEH KaK KIIMHUYECKU Ha3HadaeMblil yepe3 nadboparoputo Mass General Brigham
u Broad Clinical Labs Ha ocHOBaHNHU KPOBH WJIN CIIIOHBI, YTO aBTOPHI pACCMATPUBAIOT KAK OCHOBY
JUTSL peaTn3ainy NepCOHATN3UPOBAHHON IPOPHIIAKTHKH.

IHI TEXHOJIOI'MHX
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(long-read, snucenommoe cexgenHuposanue, NoBvlUieHUE MOUYHOCMU, CHUNCEHUE CMOUMOCMU,
HAHONOPOBOE CEKBEHUPOBaHue)

IHoBbimienne TouHocTH cexkBeHupoBanusg HiFi ¢ nomombio  Google

DeepConsensus u AlphaEvolve!
(PacBio)

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

PacBio omuceiBaer oOHOBieHust cekBeHupoBanus HiFi na mmatdopme Revio, cBs3aHHBIE C
DeepConsensus u AlphaEvolve. Marepuan 00bscHsET, 4TO Ka4yecTBO JUIMHHBIX npoureHuit HiFi
ompenensercs kak xumuend PacBio, Tak u anropuTtmMamu, MHTEPIPETHPYIOUIUMH CUTHAJIBI
cexBennpoBanus. Ha Revio npoutenus HiFi popmupyrores ¢ ucnonszoBannem DeepConsensus
— TpanchopMepHOil MozpenH, pa3paboraHHOi coBMmecTHO PacBio m Google Al Genomics.
[Ipencrosimee ooHoBNeHUe Revio ¢ MuOTOpasoBeiMu SMRT Cells u xumueit SPRQ-Nx momkHO
CHHM3HUTb CTOUMOCTh 0JIHOr0 reHoMa uestoBeka HiFi mpumepHo 1o 345 nonnapoB u 0AHOBPEMEHHO
yIy4lIUTh KadecTBO npouteHuid. PacBio ykasbiBaer, uto AlphaEvolve nomor ontumusupoBartb
KoMnoHeHThl AlignmentlLoss, ucnons3yemble npu odydenun DeepConsensus, a coBMecTHas
pabora AlphaEvolve u Gemini mnpuBena Kk Moaudukanuy, yIydIIAlOmEHd JoKaIbHOe
BblpaBHHBaHHE. OOHOBJIEHHAs MOJENb YBEIMYUBACT JIOJIIO MPOYTEHUH C SMIIMPUUYECKON
ToyHOCThI0 Q30 ¢ 47,9% no 53,2% u ynyuiaeT kamuOpoBKy KadecTBa okouio nopora Q20.

Pa3BurtHe HccieI0BAHUH B 00J1aCTH JMATHOCTHKH PaKa ¢ OMOIIbIO
BBICOKOKAQYECTBCHHOI'0 IMTOJJHOIT¢HOMHOI'0O CCKBCHUPOBAHUSA M LIEJICBBIX

naHeJei!
(PacBio)

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

PacBio paccmarpuBaer BBIOOp MeEXJy IOJTHOT€HOMHBIM CEKBEHHPOBAHHMEM U TapreTHHIMU
MAHEJIIMU B HCCIIEI0OBAaHUAX OHKOJIOTUYECKOT0 TECTUPOBaHMsI. MaTepuall HAUMHAETCsI C TOTO, 4TO
pak onuchIBaeTCs Kak 3a00jeBaHNE FTeHOMa, HO €r0 BapUaHThl MOT'YT OBbITh HAaCJI€ACTBEHHBIMU WU
BO3HUKAIOIIMMHU CO BPEMEHEM, JIETKO ONPEIEISIEMBIMU WIIM CKPBITBIMU B CIIOXKHBIX PETHOHAX U
KpYNHbIX nepecTpoiikax. [lapHoe ceKBEeHMPOBaHNE OIyXOJIM U HOPMAJILHOU TKaHU, 110 ONTUCAHUIO
PacBio, maer monHbI 0030p reHOMa M MO3BOJISIET B OJJHOM aHAJIM3€ BBIABIATH U (pa3sUpoBaTh
OJIHOHYKJIEOTH/IHbIE BAPUAHTHI, CTPYKTYPHBIE BAPUAHTBI, BCTABKHU U JEJICLUN, U3MEHEHUS YHClIa
KONUH W HW3MEHEHHS METWIMPOBAaHUS. OJTO OCOOEHHO Ba)XXHO ISl DPEIKHUX OMyXoJed u
reMaToJIOrM4ecKUX 3J0KaUYeCTBEHHBIX 3a00JI€BaHMM, I'/le CKPBIThIE WM HOBBIE CIIUSHUS T'€HOB
MOTYT HE NIONaaTh B 00JIaCTh CTaHAAPTHBIX TECTOB. TapreTHblie MaHe Iy MpeIcTaBiIeHbI Kak 0oJiee
c(OKyCHUpOBaHHBIH W MacHITAOMPYEMBIM MOJAXOA MAJsl 3apaHee OINpeAeNCHHBIX KIMHUYECKHX
BOIPOCOB, BKJIIOYasi HaciencTBeHHbIH pak. CekBennpoBanue HiFi mogaercs kak cocod TouHee
paboTaTh CO CII0KHBIMU, IOBTOPSAIOIIMMHUCS U TOMOJIOTUYHBIMU YYaCTKaMHU.
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HoBaTopckoe ceKBEHUPOBaHME OT/AEJbHbIX KJIETOK — MHTEPBbIO ¢ DYyUYiKOy

Tanrom!
(Oxford Nanopore Technologies)

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

Oxford Nanopore Technologies omy0imkoBana uHTEpBbIO ¢ DywKoy TaHTOM 00 OJJHOKIETOYHOM
MYJbTHOMHOM CEKBEHHPOBAaHMH. Marepuan HauWHAeTCs C MPOOJEMBI: KJIETKA C OJWHAKOBBIM
TEeHETUYECKMM MaTepHaIOM MOTYT BBINOJHATH pa3Hble (YHKIHMH, HO aHAIW3 CMEUIaHHOM
KJICTOYHOM Macchl M MPEKHUE TEXHOJOTHMH CEKBEHHPOBAHUS IUIOXO (UKCHPYIOT pPa3IUyuus
AMHUTCHETUYECKON Peryisiiuu ¥ U30(QOPMHOHN SKcrmpeccuu. TaHT oOmuchIBaeT paboTy CBOEH
naboparopun Kak pa3pabOTKy TEXHOJIOTHH aHAlM3a OJHOW MOJIGKYJIBl M OJHON KIIETKH ISt
U3yYeHHUs] TPAHCKPHUIITOMA, T'E€HOMA, OSIHIE€HOMA, JOCTYNHOCTH XpOMaTHHA, TPEXMEpPHOU
CTPYKTYpPHI T€HOMA U JIPYTUX YpPOBHEH oMuKc-gaHHbIX. OH momuepkuBaet, uro 20 000 Gemok-
KOJMPYIOLINX T€HOB YeJOoBEKa MOTYT Hpou3BoauTh okoso 170 000 mzopopm PHK u 70 000
0ENKOB, MOATOMY aHAJM3a TOJBKO HAa YPOBHE T€HAa HEIOCTaTOYHO. B HMHTEPBBIO OTIAECIHHO
oObsicHsercss 3HaueHue ScNanoATAC-seq 11 OAHOBPEMEHHOIO aHajaM3a JIOCTYIHOCTHU
XpOMAaTHUHA U TE€HETUYECKUX M3MEHEHHMH B OJIHOW KieTke, a Takxke scNanoHi-C mis rammorun-
pa3pelIeHHOr0 aHAJIM3a TPEXMEPHOI CTPYKTYphl T€HOMA.

PackpbiTHEe IMOTEHIHAJIA CEKBEHUPOBAHNSA KOPOTKHMX M JIJIMHHBIX HDO‘ITeHI/Iﬁ

AJIHA HDOd)I/I.HI/IDOBaHI/Iﬂ I'CHOMA ‘-IeﬂOBeKa3
(bioRxiv)

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

TexHOIOrMM KOPOTKHUX NPOYTEHHWH CEKBEHHPOBAHUS B TOCIETHHE TOABI JOMUHHPOBAIH B
MIOJTHOTEHOMHOM CEKBEHHUPOBAHWM YEJIOBEKa I10 CTOMMOCTH, IMPOMYCKHOW CHOCOOHOCTH |
toyHOCTH. OnmHAKO Onaromaps TEXHOJIOTMYECKOMY Pa3BHTHIO IMOAXOJbl JUTMHHBIX MPOYTECHHH
cTamu Ooyiee KOHKYPEHTHBIMH W JIOTIOJNHSIOIMIMMHU KOPOTKHE uTeHHs. [10CKONBKY pa3pbiB B
CTOMMOCTH TE€HOMa MEXJy IOAXOJaMH IOCTENEHHO COKpAIIaeTcsl, JUIMHHbIE YTEHUS MOTYT
3aMEHUTh KOPOTKOYMTAIOIIEE CEKBEHUPOBaHME B OyIyIIUX MCCIEIOBAHUSAX M KIMHHUYECKUX
NPUMEHEHUSX, HO Ul BBIBOJIOB HY)KHA KOMILJIEKCHas olleHKa. B paboTe cpaBHMIM HOBeWlIMe
XMUMHHU OCHOBHBIX IIOCTABIIMKOB KOPOTKO- M JTTMHHOYUTAIOMUX TexHostoruit: [llumina short reads,
[llumina Complete Long Reads, Pacific Biosciences HiFi reads u Oxford Nanopore Technologies
long reads. Wcmonb3ys yenoBedeckuii pedepercuoiii odpazery HGO02 u ycTaHoBIeHHBIE
OnonH(pOpMaTHUECKHE PEKOMEHAINY, aBTOPhI OLICHWIN HAO0Op BapHaHTOB MO HOBEHIIMM truth
sets MpU pa3HBIX YPOBHIX MOKPHITHA. 71 OJAHOHYKJICOTHIHBIX BApHAHTOB BCE TEXHOJIOTUU
OKa3aJINCh SKBUBAJIIEHTHBI. HecMOTpst Ha yiydIlleHHuss XMMUH, TOYHOCTD ONPEIeNICHHs] HHIEIIOB Y
ONT mpopomxkaer orcraBarh. J[JTMHHBIE YTEHUS JalM SBHOE MPEUMYIIECTBO B OOHApYKEHUU
CTPYKTYPHBIX BapUaHTOB, IPEBBICUB KOPOTKUE YTEHHUS IO TOYHOCTH U dyBcTBUTENbHOCTH. ICLR
MoKa3aJl MPOMEKYTOUHYIO TIPOU3BOAUTEIBHOCTD, COKpaIIasi pa3phlB MEX Iy noaxonamu. Kpome
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TOTO, JUTMHHBIC YTCHHsS YIYYIIMIN pa3pelieHUe TrarioTHIHOTO (Ha3UpOBAHUS M TTO3BOJIHIH
dazupoars 6omnee 80% renoma.

ITosTHOT€eHOMHOE CEKBEHHPOBAHHE C WCHOJL30BAHNEM UIMHHBLIX NMPOYTEHUM
IS OBICTPOH W KOMILIEKCHOW MOJIEKVJISAPHOW JHMATHOCTHUKH ONYX0JIeH

rOJIOBHOTO M03ra’
(medRxiv)

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

Knaccudukanus omyxosneil ieHTpaIbHOU HEPBHOM CUCTEMBI 32 ITOCTIEAHEE IeCATUIIETHE cTala BCE
0oJiee CI0KHOM, UTO BBI3BIBAET OMACEHHSI M3-32 JOCTYMHOCTH, OCYIIECTBUMOCTH M YCTOWYMBOCTHU
KOMIUIEKCHOW MOJIEKYJISIPHON JHArHOCTUKH. ABTOPBI OIEHHJIM HAHOIMOPOBOE MOJHOTEHOMHOE
cekBeHupoBanne (NWGS) kak enuHblii paboumii mpoLecc, CIOCOOHBIM 3aMEHUTh HECKOJIBKO
nuarHoctruueckux ananu3oB. Ouu BemodgHuiIM nWGS JIHK u3 90 o6paszuos omyxoseir ITHC
B3POCJIBIX MMAIIMEHTOB: 58 PETPOCIEKTUBHBIX U 32 MPOCTIEKTUBHBIX, @ 3aT€M CPABHUIIHN PE3YJIbTATHI
CO CTaHJIAPTHOM NWAarHOCTHKOW. AHaIM3 MPOBOAWICS uYepe3 aBTOMATHU3UPOBAHHBIA IPOIIECC,
00BEIMHSABIINKN TUAarHOCTUYECKH U TEPANEBTUYECKH 3HAYNMbIE T€HOMHBIC U3MEHEHUSI: BapUaIlun
Yyuciaa KOMHM, CTPYKTYpHbIE M OJHOHYKIJICOTHUIHBIE BapUAHTHI, XPOMOCOMHBIC abeppaiud,
CIUSIHMSI TEHOB W Kiaccupukamuio 1o mertwinupoBanuio. nWGS obecnieunino GuHATBEHYIO
JMAarHOCTHYECKYIO KilacCH(PUKALMIO Bcex 00pas3IoB C COJEepKaHUEM OITyXOJIEBBIX KJIETOK Oolee
15%, Tpebysi okosO TPEX YACOB PYYHOU MOJATOTOBKH OMOJIMOTEK, MapauieIbHOW 00pabOTKH
00pas3IloB U CEKBEHUPOBAaHUS B Tipenenax 72 yacoB. Kiraccudukarus mo MeTHIMpoBaHUIO ObLIa
JIOCTYIHA YK€ Yepe3 yac U COBIAJalia C MHTETPUPOBAHHBIM OKOHYATENIbHBIM JUarHo3om B 89%
cinyuaeB. Bee nuarnoctudecku 3HaunmMbie CNV, SNV 1 ciusinys TeHOB COBIIAIM CO CTAaHIAPTHBHIM
TECTUPOBaHUEM; cTaryc MeTwinpoBaHus npomoropa MGMT cosnan B 94% ciyuaes. nWGS
TaKk)Ke BBISBHIIO MPOTHOCTUYECKUE WM TMOTEHIMAIHHO MPUMEHHUMBIE BapUAHTHI, HE OXBaYCHHbBIC
CTaHJIAPTHOW TUArHOCTUKOM.

PacBio u Covaris 00bABJSIOT 0 CO3IAHUH COBMECTHOI0 padodero mpouecca,
NMO3BOJSIONIET0 MPOBOANTH BLICOKOKAYECTBEHHOE CEKBEHUPOBAHUE JTJIMHHBIX
NPOUYTEHU O00pa3loB omnyxoJei, GUKCHPOBAHHLIX GOPMAJIHUHOM H

3aka0ueHHbIX B napadun (FFPE)?
(Pacific Biosciences / GlobeNewswire)

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

15 ampens 2026 roga PacBio (NASDAQ: PACB) u Covaris (mouepnsist komnanusi PerkinElmer)
00BsBUIN 0 pa3paboTke coBMecTHOro pabodero mporecca s BbicokokauecTBeHHoro HiFi-
CEKBEHUPOBaHMs 00pa3IOB OMYXOJEBOM TKaHU, (PUKCUPOBAHHBIX (OPMAIMHOM U 3AIUTHIX B
napadpunr (FFPE). Pemenune o6wenunser meron skctpakuuu Covaris truXTRAC® FFPE na
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OCHOBE aanTuBHON (oKycupoBaHHOU akycTukH (AFA) ¢ 6ubnuoTtednoii noarorokoit Kinnex™
ot PacBio u cexBennpoBanuem Ha cucteMe Revio. TexHOmIorus sKCTpaKkIuy Mo3BOJSET U3BJIEKATh
¢parmentsl IHK mmnoii go 5 000 map ocHOBaHUil U3 apXUBHBIX TKaHEH, KOTOPbIE HCTOPHUECKU
ObUIM HECOBMECTHUMBI C JUIMHHOYMTAIOIIMM CEKBEHHUPOBAHHEM H3-32 MOBPEXKICHUNA H
dparmenTanuu JIHK, Be3BanHbIX (hrukcanmed. B uccnenoBanusx Ha oOpasiax omyXxosiei Mo3ra,
MOYEK U MaTKH pabouwmii npouecc reHepuposai 6onee 100 mummmonos HiFi-utenuii Ha oOpasen
co cpenneit amuoi yrenuit 750—1 500 map ocHOBaHUNA. DTO MO3BONHIO BRISIBUTE Oomee 11 000
CTPYKTYPHBIX BAPHAHTOB M CBBILIEC 5 MUJUIMOHOB MAJIbIX BAPHAHTOB Ha 00pasell, MpuYéM OKOJIO
60% BapwaHTOB ObUIM pa3HeCeHbl MO rarmioTunam. Jlis cpaBHEHHs, KOPOTKO-YHTAIOIIEE
cexBeHupoBanue FFPE-Tkanun o0bryHO oOHapyxwuBaer numb 3 000-7 000 cTpyKTYpHBIX
BapraHTOB Ha oOpasem. [Iporokon ObUT OPUIIMANEHO TPEJCTABICH HA €KETOJHOM COOpaHUU
AMepuKaHCKOH accomuaiuy no uccieaopanuto paka (AACR).

TecTupoBaHUE NPOU3BOINTEIbLHOCTH HAHOIIOPOBOI'0 CEKBEHCOPa (_)N()n'le2
(bioRxiv)

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

Ha cepBepe mnpenpunTOoB bioRXiv OmyONMKOBAaHO TIEpPBOC HE3ABUCUMOE TECTUPOBAHUE
HaHOMopoBoro cekBeHcopa QNome-3841 nmpousBoacTBa kuTaiickoit komnanuu Qitan Technology
(QT) — ycrpoiicTBa, KPOKO IpuMeHseMoro B Kurtae, Ho paHee HEJOCTYIIHOTO 3a Ipe/eaaMu
CTpaHBl M HE UMEBIIIETO HE3aBHCUMBIX OIICHOK MPOU3BOJUTEIBHOCTH. ABTOPHI Oy PAaHHUN
JIOCTYII K HauMeHee Joporocrosieid moaenu cekBeHcopa QNome-3841 u mpoTodHOM suerike
QCell-384 u mporecTUpOBATM BO3MOKHOCTh HAAEKHOTO W dKOHOMHYHOro monyudeHust JIHK-
0apko/ioB. B X0J/le HECKONBKUX TECTOB C MyJIaMH aMILTUKOHOB oT 95 10 9 120 oGpasumoB QT
BoccTaHaBnuBan koppekTHbie JJHK-6apkoipl mpumepHo ¢ Takoi xe yactoroit, uto 1 ONT (98%).
[TocnenosarensHocT QT OoTAMUYANINCH HECKOJIBKO MEHBIIIEH TOYHOCTHIO IO cpaBHeHHIO ¢ ONT, a
TaKXKe CHUCTeMaTHMYeCKUMH omuOkamu npu omnpeneneHun anuHbsl G/C-romononumepon. [lo
MHEHHUIO aBTOPOB, HAaHONOPOBBIE CEKBEHCOPHl MOTEHIMAIbHO crnocoOHbl ocBobonuTh JIHK-
CEeKBEHHPOBAHHWE OT 3aBUCHUMOCTH OT IIEHTPAJIM30BAHHBIX J1a0OpPaTOPHBIX KOMIUIEKCOB U
NEPEHECTH €ro B JICIEHTPAIN30BAHHbIE AHATTUTUYECKHE Y3IIbI.

(cmpykmypa, npunyunwvt xpanenus, I10 no obpabomke danHwix)

Ilnardpopma GENOMENAL cTaJjia TeXHOJOTrHYeCKOW 0CHOBOM NMEPBOIo B

Poccuu XakaToHA MO0 HHTEPHPETANMH reHeTudeckux TaHHbIX «eHom 1Oy !
(NOVEL)

NOVEL coo6mruna, uro mnarpopma GENOMENAL crana TeXHOJIOTHYeCKOW OCHOBOW TIEPBOTO
B Poccum xakaroHa mo mHTepmperanmuu reHetudeckux AaHHBIX «['eHom 1Q». Mepompusitue
npoxoamio ¢ 8 mo 10 anpens B Tomckom HUMII u 6b1710 TTOCBAIIIEHO MHTEPIIPETAIINN JAHHBIX
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MIOJIHOTEHOMHOI'O CEKBEHHMPOBaHUs. B HeM y4yacTBOBanM CIELMAINUCTBI U3 Pa3HBIX T'OPOJIOB
Poccun, Brmouas MockBy, Cankr-IlerepOypr, HoBocubupck, Sxyrck m Tomck. Komnanus
npenocraBmia nporpammuyro uHpacTpyktypy GENOMENAL, a B Xoae cOpeBHOBaHUI
UCTIONB30BasICA (hOopMaT KOHCHIIMYMa C IPUMEHEHHEM POCCHICKHX aJTOPUTMOB UCKYCCTBEHHOTO
WHTEJUIEKTA. YYaCTHUKU B TEYEHUE NIEPBBIX IBYX JHEH PEIIAIN CI0KHBIC KIMHUYECKUE CIydau,
noarorosineHusie MI'HII mmenu akagemuka H.II. boukoBa m HUWM MemuIMHCKOM T'€HETHUKHU
Tomckoro HUMLII, a Ha TpeTuii 1eHp paboTaiy ¢ HepeleHHBIMH 3a/1a4aMu.

Komnanus Revvity npeacrasiiser c¢Bow paspa0®orky Signals BioDesign ais

COBCPHICHCTBOBAHUSA DaﬁO‘II/IX MmpoueccoB B 0MOJIOTHUYECKHX I/ICC.]'IeZ[OBaHI/Ile2
(Revvity / Business Wire)

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

Revvity, Inc. (NYSE: RVTY) o0bsiBuiia o 3amycke Signals BioDesign™ — 061a4HOT0 HATHBHOTO
peIIeHus 17151 MOJIEKYJISIPHOTO KIIOHMPOBAHMSI B COCTaBE MPOTPAMMHOTO Topa3zeneHus Revvity
Signals Software. Ilmardopma mnpenHazHadeHa JIsi KOMaHJ OWOTEXHOJOTHYECKHX H
dapmaneBTuyecknx kKommnanui, 3aHumaromuxcs HWOKP, u ympomaer ciiokHble MPOLECCHI
KJIOHMpPOBaHUs1, o0ecrieunBasi MaCIITaOUpyeMyI0 U COBMECTHYIO pa3paboTKy B €1MHON LudpoBOi
cpene. Signals BioDesign oOecrieuynBaeT MONHBIA UK MPOCKTHPOBAHUS TEPANIEBTHUECKUX
KOHCTPYKTOB B paMKaX OCHOBHBIX METOAOJIOTHI KIIOHHpOBaHUs, BKiIrodass Golden Gate, cOopky
['mOcona W pECTPUKLUIO/MUTHPOBAHUE, a TaKXKe AW3aliH NpaiMepoB, aHAINU3 pE3yJbTaTOB
cexBeHHpoBaHus 10 CoHrepy U TPAHCISIUIO OSIKOB B OHOM YJOOHOM MpHIOKeHHH. Penenne
NPU3BAaHO YCTPAHUTh OTPAHUYCHHUS HACTOJIBHBIX HMHCTPYMEHTOB M W30BITOYHO CIOXKHBIX
wiaTGopM, OOBEIMHSS KIIOYEBBIE METOIOJIOTHH KJIOHHPOBAHUS C KOPIOPATUBHBIM ypPOBHEM
COBMECTHOM paboTbl. OpuiraabHbIN aHOHC MIaT(GOPMBI 3aIUTAHUPOBaH Ha KoHpepeHuio Bio-IT
World Conference & Expo (19-21 mas 2026 rona, bocton).

(uHmepnpemayus cek8eHuUpo8aHus, Mooeiu, pegepeHc-nanenu)

YiavulneHHOe BbISIBJI€EHHE BAPHAHTOB TOJbKO I10 ONYX0JEBOMY 06[)213IIV H

OIleHKA MYTAIIMOHHON HATPY3KH ¢ moMombio VarNet-T!
(Nature Communications)

Krishnamachari, K., Bui Nguyen, H A., Kadioglu, S. et al. Improved tumor-only variant calling and
mutation burden estimation with VarNet-T. Nat Commun (2026). https://doi.org/10.1038/s41467-026-
71705-4
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Crartps npencrabiser VarNet-T — cucteMy riay0okoro oOydeHHUs CO CIIa0bIM YUUTEIEM st
BBISIBJICHHSI COMATHYECKMX BApUAHTOB B JAaHHBIX OIyXOJIGBOTO CEKBCHHPOBaHHS 0Oe€3
COIOCTABJICHHOTO HOPMAJILHOTO 00pasiia. ABTOpbl HAaYMHAIOT C MTPOOJIEMBI, CTaHAAPTHHIC
QITOPUTMBI BBISIBJICHUS COMAaTHYCCKUX BAPHAHTOB OOBIYHO CPABHUBAIOT OITYXOJICBBIA T'€HOM C
COIIOCTABJICHHBIM HOPMaJIbHBIM 00pa3IoM, HO TaKKe 00pa3Ilbl YaCTO HEJJOCTYITHBI B KITMHUYECKON
JTUATHOCTHKE U PETPOCTICKTUBHBIX OMO0AaHKOBBIX UCCIIEOBaHUSIX. M3-32 3TOTO CI0XKHEE OTINYATh
COMATUYECKUE MyTAIlMH OT TePMHUHAIILHBIX BApUAHTOB U apTe(akTOB CeKBeHHpoBaHMs. VarNet-
T oOydJaercs HA MWUIMOHAX BAapHAHTOB C BBICOKOW CTEMEHBIO YBEPEHHOCTH M paboTaeT ¢
BBIPOBHEHHBIMH OITYXOJIEBBIMU TPOYTEHUSMU Oe3 HOpMaiabHOro obOpasia. B cpaBHUTENBHBIX
UCIBITAHUSAX HA  MyONMYHBIX  HaOopax  JaHHBIX  MOJAENh  TOKaszajla  YJIy4llICHHE
npou3BoaUTENbHOCTH Ha 20-33% 1O CpaBHEHUIO C CYMIECTBYIOIIMMH MeTtogamu. OTAelbHO
aBTOPHI OLIEHUJIM TOYHOCTD OIpe/IeIeHHsI MyTallMOHHON Harpy3ku omryxosu Ha 1 000 omyxoseBbix
00pa3noB u3 10 TUIIOB COJIUIHBIX OITYyXOJCH.

IlpenBapuTtebHOE 00VUEHHE TeHOMHOM SA3LIKOBOM MOJEJIN ¢ BAPUAHTAMMY JUIS

0oJ1ee b eKTHBHOr0o MoaeTHPOBAHNS (DVHKIMOHAILHONH reHOMUKH
(npj Artificial Intelligence)

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

ABTOpBI OINHUCHIBAIOT MOJAXOJ K MpeloOy4eHHI0O TE€HOMHOM S3bIKOBOM MOJENN C YYETOM
BapHAHTOB, YTOOBI JIYUIIIE CBSA3BIBATH MOCIe0BaTeIbHOCTE JJHK ¢ hyHKIIMOHATBHON T€HOMHUKOM.
CraThsi MCXOOUT W3 TOTO, YTO MOJETH THIIA «IOCIEIOBATEIBHOCTh — (QYHKLIHUS» MOTYT
IIPEACKA3bIBATh DKCIIPECCHUIO TE€HOB II0 IIOCJIENOBAaTEIBHOCTM W IIOMOraTh  CBS3bIBaTh
TFeHETUYECKYI0 HH(OPMAILHMIO C TPAHCKPUIITOMHBIMU JaHHBIMU. OObIUHBIE T€HOMHBIE SA3bIKOBBIE
Mojenu npenodyyarores Ha 6oibimux JJHK-nocnegoBaTensHOCTAX U pOPMUPYIOT IPEACTABICHUS
T€HOMHOTO KOHTEKCTa, HO HE BCErJla YYHMTHIBAIOT peajbHOE pa3HooOpa3ue BapHAHTOB B
nonynsanusax. B pabore npeanoxkena UKBioBERT, mozens mpojoimkaeT mpenoOydyeHue Ha
MOCJIEI0BATENBHOCTAX, MOJUGHUIIMPOBAHHBIX C YYETOM BapHAHTOB U3 €BPONEHCKON MOMyIIsIUu
UK Biobank. Jlns 3TOro aBTOpBl MCIOJIB3YIOT MOJAEIMPOBAHUE 3aMACKMPOBAHHBIX 3JEMEHTOB
A3bIKa U AJTOPUTM DPEJAKTHUPOBAHUSA pedEepeHCHON MOCIe0BaTeNbHOCTH allbTePHATUBHBIMU
BapuaHTaMu. [loimydeHHbIE BEKTOPHBIE IIPEACTABICHUSA IPUMEHSIOTCA Ui BU3yalU3allUH,
NPEACKa3aHusl  OKCIPECCUHM,  aHaIW3a  UHIAUBUAYAIBHBIX  JAaHHBIX  IOJHOT€HOMHOI'O
CEeKBEHHPOBAHUA M CTpaTU(HUKAIMU O npu3HakaM. JonmonaurtensHo noctpoena UKBioFormer,
oobenunstomas Enformer 1 UKBioBERT st ynmydmieHust npeickazanusi SKCIPecCUd IeHOB.

KommiiekcHass  o0oOmiaemass miargopmMa 1IvoOKOro OOVYeHHA IS

BCCCTOPOHHCI'O aHAJIM3A PErvJasaliinmn T[)aHCKI)I/Il'[III/II/I1
(Nature Communications)

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

Nature Communications ony6nukoBan crateio 0 BioSeq2Seq — cucreme riay6okoro odydeHus
JUIs aHaJM3a TPAHCKPUIIIMOHHOMN peryJsiuy U 3a/la4 aHHOTAIlMU TeHOMa. ABTOPBI YKa3bIBaIOT,
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YTO COBPEMEHHAs aHHOTAIMS TeHOMa TPeOyeT NEeCATKOB MOJICKYJSPHBIX AHAIN30B B COTHSX
00pa3loB KJIETOK M TKAaHEW, 4TO TOPOr0 U MPAKTUYECKH TPYIAHO MOBTOPSATH JIJIS BCEX BUAOB U
ycioBuit. BioSeq2Seq pemaet 3Ty npoOieMy, BBIBOAS MOJCKYJISPHBIC aHAU3EI, ClIeU(UIHbIC
JUTSL KJIETOYHOW JIMHUM U UCTIOJIb3yEMBbIE JIUIsl aHHOTAIMH T€HOMa, Ha OCHOBE TPEX THUIIOB BXOJJHBIX
JTAHHBIX: JBOJIIOIMOHHO KOHCEepBaTHBHBIX mpu3HakoB JIHK-mociemoBarenbHOCTH, KIETOYHO-
cnenr(uyeckoi TPaHCKPHUIILIMOHHON aKTUBHOCTH M HAIPABICHHOCTH, MOJYYEHHOH W3 OJHOTO
aHalM3a CEKBEHUPOBAHMS MPOJOIDKAIOIIEHCsS TpaHCKpunuuu. CucteMa MmoaaepKUBaeT pa3Hbie
3aJa4d aHHOTAIlMM Yepe3 HacTpauBaeMble KOH(QUTYpAllMM BXOAHBIX IMPHU3HAKOB M IIEJIEBBIX
BBIXOJIOB, 4 APXHUTEKTypa MOXKET YTOYHATHCS TPAAMEHTHO IOJA OWOJIOTHYECKYIO 3anady. B
YeThIPEX NOCIESAYIOIMX 33aJayax MOJENb II0Ka3aja IOoBbllIeHue TouHocTu: 14,27% nns
npecKa3aHusi THCTOHOBBIX MouUKaImii, 2,50% mis pyHKIMOHAIBHBIX 3JIeMeHTOB U 2,90% miis
9KCIPECCUH T'CHOB.

Hi-Compass: miardopMa 1rJyooKoro OOVUEHHS ¢ V4YeTOM IJIVOMHBLI I
NMPOTHO3MPOBAHUSA crnenmbuyecKor A KAKIOI0 THIA KJIETOK TPeXMepHOH
OPraHu3anyMu reHoMa OT VPOBHHA OTACJBHBLIX KJETOK 0 NMPOCTPAHCTBEHHOIO

paspeuienus’
(Nature Communications)

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

Cratbs npencrasisier Hi-Compass — cuctemy riy00Koro o0yueHus, yUUTHIBAIOUIYIO MIyOHHY
CEKBEHUPOBAHMS, JUIS TMPEACKa3aHUsl KIETOYHO-CHEIU(PUIECKOW TPEeXMEPHON OpraHu3ainuu
reHoMa. ABTOpbl HAUMHAIOT C TOTO, YTO TPEXMEpHas OpraHu3alusi FeHOMa KOHTPOJIUPYET
KJIETOYHO-CIIEIU(UIECKYIO DKCIIPECCHI0 TEHOB Yepe3 XPOMATHHOBBIE B3aWMOJEWUCTBUA, HO
CHUCTEMAaTUYECKUI aHaJIU3 B Pa3HbIX KJIETOYHBIX KOHTEKCTaX OIPAaHUYEH HKCIEPUMEHTATbHBIMU
TpynHoctssMu. Hi-Compass HCHONB3yeT NaHHBIE TOCTYMHOCTH XpOMAaTHHAa KakK KIETOYHO-
crenupuIecKril BX0O U MPeCKa3bIBaeT XPOMATHHOBYIO OpraHU3aIMio. 3a CUeT JUHAMHYECKOTO
ydeTa U3MEHUMBOH ITyOHHBI CEKBEHUPOBAHUS cUCTEMa paboTaeT Ha pa3HbIX MacIITabax JaHHBIX,
OT pa3pe’KEHHBIX OJJHOKJIETOUHBIX PO uiIei 10 MacCOBBIX Mpoduieit ¢ BHICOKUM MOKpbITHEM. B
cpaBHuTenbHbIX  uchbiTanusx  Hi-Compass moka3zanm  0Oosnee  BBICOKOE — COIVIacHE ¢
SKCIICPUMCHTAJIIbHBIMU AaHHBIMU Hi-C, 0CO0EHHO IIpHU BOCCTAHOBJICHMU BBICOKOJOCTOBCPHBIX
XpOMaTHHOBBIX neTenb. [Ipu npruMeHeHnu K JaHHBIM niepudepruieckoil KpoBU U 3MOPHOHATBHOTO
cep/ua MOJIeJb pa3peliana KJIeToUHO-creupuIecKie B3auMoIeHCTBUS XpOMaTHHA U CBSI3bIBalia
BAapHUaHTBI, aCCOIIMUPOBAHHBIC C 3360J'I€B&HI/I$[MI/I, C mnpeamnojaracMbIMM T'CHAMU-MUILICHAMMU.
Taxke  TOKa3aHO  TPOCTPAHCTBEHHO  pa3pelieHHOE  MpeJCKa3aHue  XPOMATHHOBBIX
B3aHMOJIeI\/’ICTBI/II>'I B TKaHW THIIIIOKaMIla M IEPECHOCHMMOCTb Ha MBINIMHBIC CHUCTEMBI I10CJIC
JI0OO0yYEHHSI.

CellNiche oTo0Opaxaer KJIeTOYHBLIE MHUKPOCPEdbl B NPOCTPAHCTBEHHBLIX
OMHMKCHBIX JAHHBLIX ATJACHOI0 MACIITA0A ¢ NOMOIILI0 KOHTPACTHOIO

o0yuenus'

(Nature Communications)
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Liang, Z., Zhong, B., Jiao, M. et al. CellNiche represents cellular microenvironments in atlas-scale spatial
omics data with contrastive learning. Nat Commun (2026). https://doi.org/10.1038/541467-026-71759-4

Cratps onmchiBaer CellNiche — macmtabupyemyto cucreMy KOHTPAaCTUBHOTO OOyuYeHHs JUis
aHaJIM3a KJIETOYHBIX MHUKPOOKPYKEHHH B TPOCTPAHCTBEHHBIX OMHUKCHBIX JAHHBIX. ABTOPBI
YKa3bIBalOT, YTO pacHIM(PpOBKAa MUKPOOKPYKCHHSI HAa ypPOBHE AaTlaCOB OCTACTCS CIIOXKHOM,
MIOCKOJIBKY MOJICKYJISIpHAsi WIACHTUYHOCTD, IPOCTPAHCTBEHHBIH KOHTEKCT M TEXHOJIOTHYECKas
HeogHOpoaHOCTh  Tuiargopm  TecHO  cBszaHbl.  CellNiche  ucmomp3yer  moarpadsr
NPOCTPAHCTBEHHOW OJIM30CTH BOKPYT KIETOK M OOBCIUHSICT IOACKA3KH IMPOCTPAHCTBEHHOM
COBMECTHOH JIOKaJIM3AIIUU U MOJICKYJISIPHON COBMECTHOM 3KCIPECCUU, YTOOBI 00y4aTh BEKTOPHBIC
NPE/ICTABJICHUS, YUUTHIBAIONINE MHUKPOOKPYXeHHE. MeTo/ mpoBepsuicss Ha MPOCTPaHCTBEHHBIX
OMHUKC-JIaHHBIX pa3HbIX IuIaThopM cymmapHo Ooinee yem mo 10 muH kierok. MacmTaOHbIe
AKCHEPUMEHTHI MMOKA3aJIM YIy4IICHHE TPEACTABICHUN TPU YBEIMYCHUU O0YyYaroInuX JaHHBIX H
KOHKYPCHTHBIC II0Ka3aTeNd KIACTepH3allMd W KauyecTBa BEKTOPHBIX MPEICTABICHUH TIpU
3¢ (GEKTUBHBIX BBIYUCICHUAX. B MHOr0o0o0Opa3ioBoil KOropre HEMEIKOKIETOYHOTO paKa JISTKOTo
CellNiche BbIsBISIT KOHCEpBATUBHBIE U CHEIU(UYHBIE I OTACIbHBIX 00pa3lioB OMyXOJIEBbIE U
UMMYHHBIE MUKPOOKPYKEHHUS, 2 TAKXKE JIOKATbHBIC TIPOCTPAHCTBEHHBIC TIEPEXOIBI.

BVHVHICC KAapANOI'CHCTUHKHN — C HCKYCCTBCHHBIM I/IHTC.II.IICKTOMl
(HUY BLLD)

HWY BIID coobmun o pa3paboTke MporpaMMbl Jjisi aHAM3a TEHETUYECKHX BapHAHTOB,
pPAacoOJIOKEHHBIX B HEKOAUPYIOUIMX Y4YacTKax I'€HOMa M CBSI3aHHBIX C PHUCKOM CEpAEUYHO-
COCYIIUCTHIX 3a00NeBaHui. B myOnuKannum roBOPUTCS, UTO TaKUE YYACTKH PaHbIIE ObLIO TPYAHO
MHTEPIIPETUPOBATh, TOCKOJbKY OHU HE KOAMPYIOT OE€JNKH, HO MOTYT BIUSATH Ha pabOTy IeHOB
yepe3  peryjsTOpHblE MEXaHU3Mbl. ABTOpPBl  HCIIOJIB30BAJIM  I'€HEPATUBHBIE  MOJENU
MCKYCCTBEHHOI'O MHTEJIEKTA I OLEHKHU BIUSHUS MyTallui Ha PEryJslUI0 F€HOB U IPUMEHUIIN
noaxon kK ganHbIM UK Biobank. IlpoBepka oxBateiBasia 6osee 11 Thic. MyTauuii, CBI3aHHBIX C
CEpJEYHO-COCYIUCThIMM NPU3HAKaMH. B MaTtepuane noauepKkuBaeTcs, 4To nporpaMmma roMoraer
BBIJICJIATh BAPHAHTHI, HOTEHIIMAIBHO BIUSIOIINE HAa PUCK 3a00JIEBaHU, U MOXKET UCIOIb30BAThCS
B KapJIMOTeHETHKeE JAJ1s 00Jjiee TOUHONW MHTEPIPETAUN T€HOMHBIX TaHHBIX.

BrnepBbie B MHPe MOJIHBIH FeHOM 3arpy:keH HA KBAHTOBBI KOMIBLIOTEP>
(Wellcome Sanger Institute)

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

Nuctutyr Wellcome Sanger coBmectHOo ¢ yHuBepcuteramu Oxchopma, KemOpumka u
MensOypHa, a Takxke KHeBCKUM akaJleMHYeCKUM YHUBEPCUTETOM OOBSBUI O JOCTHXKEHUU
MHUPOBOT'O IEpBEHCTBa. BriepBble MOJIHBIM reHOM ObUI 3arpy’KeH Ha KBAaHTOBBIH KOMIIBIOTEP.
['enom Bupyca rematuta D ObUT 3aKOAMPOBAH B BHJE KBAHTOBBIX liened Ha 156-kyOHTHOM
nporeccope IBM Heron. Komanna nox pykoBoactsom npoekra Quantum Pangenomics B pamkax
nporpammbl Q4Bio (Quantum for Bio Challenge, punancupyemoit Wellcome Leap) pazpaborana
apdextuBHble MeTonbl cxatus JIHK-mocnenoBatenbHOCTEH M MX KOAMPOBAaHUS B KBAHTOBBIE
cocrosHus. Bupyc renatura D Obi1 BBIOpaH 00EKTOM MCCIIEIOBAHNS KaK KIMHUYECKH 3HAUUMBIN
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MaTOTeH C HAaMMEHBIIUM H3BECTHBIM T€HOMOM cpeau BuUpycoB uenoBeka (~1 700 ocHoBaHuit
PHK), 4To mo3BOIMIO YMECTUTHh KOAMPOBAHUE B pamKkax 156-kybutHoro mporeccopa. Komanma
IUTAHUPYET MPeoO0pa3oBaTh MOTYYCHHBIE PE3yJbTaThl B MPUTOIHBIA ISl MIMPOKOTO HAYYHOTO
CO00IIIeCTBa HHCTPYMEHT, MO3BOJISIONINH 3arpyKaTh JaHHBIC U BEIOUPATh MEXKIY KIIACCHICCKUM
¥ KBaHTOBBIM BBIUYMCIIMTEIBHBIM MOAXO0M0M. PaboTa mpenacTaBiser co00i paHHHIA, HO BaKHBIN
1ar K UCIOJb30BaHUIO KBAHTOBBIX BBIUMCICHHUN JUISI YCKOPEHUS OMOIOTHIECKUX OTKPBITHIA.

(POC mecmvt, Mukpoghitouonvle npubopbul, IKCnpecc-0udeHOCmuKa)

MukpodaoMIHbIA HAOOP HWHCTPYMEHTOB, WCHOJBL3VIOUNIMNA 30HILI THIIA
«GaMOK» W aMILTH(PUKANMIO M0 NPUHIUANY KATANIErocss Kpyra ajas npaMoro

00HAPYKeHHsI H TeHOTHNHpoBaHus BupycHoii PHK!
(RSC Advances)

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

Cratest RSC Advances omnmceiBaeT MHKPOQIIIOWIHBINA MOIXOA S MPSIMOTO BBISIBICHHUS W
reHoTunupoBanus Bupycuoit PHK ¢ ncnonp3oBannem 3aMbIKarOIIMX 30H0B U aMIUTH(HUKALINHT TIO
THUITY KaTAMIETOCs KOJIbIIa. ABTOPHI HAUMHAIOT C TOTPEOHOCTH B MACIITA0MPYEMOM MOJICKYJIIPHOU
JMAarHOCTUKE M T€HOMHOM HaJa30pe, KOTOpble MOTJIHM Obl paboTaTh ONIKE K MECTy OKa3aHHUs
nomomu. [I[IP ocraercs TyIaBHBIM METOJOM  BBISIBJICHUS BHUPYCOB, HO TpeOyeT
TEPMOIUKIMPOBAHUS, TIOJTOTOBIIEHHOTO TIepcoHana u obopyaosanus, a [P, cnemudpuunyro
BapUaHTy, HEOOXOIMMO TIIOCTOSSHHO OOHOBJIATH HpPHU HM3MEHEHUH BHUPYCHBIX T'€HOMOB.
Amiuinukanus 1Mo TUMY KaTAIIErocsl KoJblla PaccCMaTpUBAETCS KaK M30TEPMUYECKUNA METOJ,
COBMECTHMBII ¢ MHUKPOQUIIOMIUKOW M MOTEHIHUAIbHO MOJAXOMALIMM AN YCTPOWCTB y MecTa
OKa3aHMs MOMOIIM. B uccnenoBaHuy noka3zaHa CHUCTEMa HAa OCHOBE TAaKOM aMIUTM(pUKAIUM JUIs
npsmoro BeisiBieHust PHK SARS-CoV-2 u npodunupoBanus BapuanTtoB 0e3 3Tamna oOpaTHON
TpaHcKkpunuuu. [1o1xo Mo3BoJsAeT onpenenaTh OAHOHYKICOTHAHBIE 3aMEHbI, CIEIM(PUUHBIE IS
BUPYCHBIX BAapHUaHTOB, a 4YYBCTBUTEIbHOCTH IIOBBIIIAETCS YEPE3 IOBTOPHYK KpPYTOBYIO
amMITMUKaio. ABTOPbI ONMCHIBAIOT METOJ KaK MOTEHIMAIbHO HAJEKHYI0 U SKOHOMUYHYIO
wiatpopMy, KOTOPYIO MOXXHO aBTOMAaTM3MpOBAaTh M MHTETPUPOBATh C MUHHUATIOPHBIMU
CUCTEMAMM JETEKLUU AJIS1 Pa3HBIX YCIOBUH.

MukpodaoniHass cCHCTEMa HAa OCHOBE TOHKOW IJIEHKH, 00ecHeYyuBaIoIas
OLICTPLINiT NOHUCK Ppe3yJbTarta W HHTEerpupvIoNiasg MVJILTHILIEKCHVIO
acumMerpuuHyio IIIIP 1 CRISPR niis1 o0Hapy:KeHus MyTaluii, BbI3bIBAIOIINX

JIeKApCTBEHHYIO VeToiiunBocTh Mycobacterium Tuberculosis!
(Sensors and Actuators B: Chemical)
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Cheng, J., Li, X, Wang, S., Zhang, W. Chen, J., Sui, G. & Zhang, T. A sample-to-answer thin-film
microfluidic system integrating multiplex asymmetric PCR and CRISPR for rapid detection of

Mycobacterium Tuberculosis drug-resistance mutations. Sensors and Actuators B: Chemical, 460, 139901
(2026). https.//doi.org/10.1016/j.snb.2026.139901

CraThs ONMUCHIBAET IMOJHOCTBHIO 3aKPHITYI0 TOHKOIUICHOYHYIO MHUKPO(DIIOUIHYIO CHUCTEMY «OT
oOpa3ua 10 pe3ynbrara» JUisi TeHOTUITMPOBAHUS JIEKApCTBEHHOM ycToiunBocTH Mycobacterium
tuberculosis. ABTOpbI HUCXOASAT U3 TOTO, 4YTO OBICTPOE OMpENEICHHE YCTOMYMBOCTH K
pu(aMIUIMHy BaXHO JJIsI CBOEBPEMEHHOI'O BhIOOpa Tepamuu, HO CYLIECTBYIOIIUE padoune
IpOIECChl YacTO MHOTOCTAJAMWHBI M 3aBUCAT OT obOopynoBanus. lIpemiokeHHas cucrema
00BEeIMHACT XUMHUCCKUI JIM3HUC, OUYUCTKY HYKJIEMHOBBIX KHCIOT 0€3 CHHpPTOBOH 00paboTKH,
MysbTUILIEKCHY10 acuMmMmeTpuunyto [T1P u CRISPR—Cas12a-nerexuuto, He 3aBucsiyto ot PAM-
nocienoBarenbHocTd. Ilo  ommcanuto cTartbu, IUIATGOpMa ABTOMATUYECKH  BBITIOJHSET
sKcTpakiuio 3a 18 munyt, ammmupukanuio 3a 45 muayt u CRISPR-amanus 3a 15 munyT,
CyMMapHO 3a 78 MuHYT, ¢ npeaenom BeisiBieHus 1 KOE/mn. Acummerpuunast [TLP renepupyer
onnouenovyeunyro JJHK, akruBupyromryto Casl2a 6e3 3aBucumoctu ot PAM, a 1ByXCUTHAJIbHOE
CUMTHIBAaHUE MO3BoJIsAET onpeaenars [S6110 u ceMb KIMHMYECKH 3HAUYMMBIX MyTalMi 00s1acTU
RRDR, Bxmrouas Q432K, D435V, S441Q, H445D, H445L, H445R u S450L. Kiuawudeckas
npoBepka 28 00pa31oB J1ajna pe3ybTaThl, COMIACYIOMUECS ¢ CeKBeHHpoBaHuEM 1o CaHrepy.

Kommanuu Cepheid u Oxford Nanopore paciimpsioT HApTHEPCTBO MOCJE

VYCIHCHIHOI'O 3aBEPIICHUSA IIECPBOIo 3Tana COTDVI[HI/I‘ICCTBZI2
(Cepheid / PRNewswire)

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

Cepheid (xommanusi tpynmbel Danaher) u Oxford Nanopore Technologies o0bsiBUIM 0
pacuupeHruu TapTHEPCTBA C 1ETbl0  pa3paboTku  pabodero mporecca s OBICTPOi
uACHTH(DHUKAITNY OaKTEPHATBLHBIX ¥ TPUOKOBBIX MaTOTeHOB. [10 3aBepIIEeHUH YCIIEITHOTO IIEPBOTO
JTama COTPyAHUYECTBA, O KOTOPOM ObUIO 00BsBIeHO Ha kKoHpepeHiuu ESCMID Global 2025,
KOMITAaHUH TIEPEXOAT K clienytomei (ase pa3paboTku, onmupasch Ha yxe JehcTByrolee Oera-
pemienue. B paMkax HOBOro sTana 0OHOBIEHHBIN pabouuii mporecc 00ecneynT UuaeHTH(PUKAIIIIO
MaTOTeHOB, MPO(PUINPOBAHUE YCTOWYMBOCTH K AHTHOMOTHKAM W TEHOMHBIE MNpeAcKa3aHus
YyBCTBUTEIHHOCTH K AHTHOMOTHKAM [UIsl MCCIENOBAaHUM cercruca M HMHOEKIHH KpOBOTOKA.
Pemenne oobenuusier miarpopmy GeneXpert® ot Cepheid ¢ TexHomoruei cekBEeHHUPOBAHUS
Oxford Nanopore. Psn iccnenoBareneii B 001acTu HHGEKIIMOHHBIX O0JIe3HEN yKe UMeeT PaHHUN
Oera-fgocTym; K TpeTbeMy KBapTanmy 2026 roga paboumii mporecc OyneT AOCTYNEeH B paMKax
MPOrpaMMBbl paHHEro JOCTyMa A7 BeAyluX Bpadyeil-y4€nbix. JJlonrocpoyHas 1enb KOMIaHui —
co3natb KomruiekcHoe [VD-permenne ans  CIOXKHBIX  MH(EKIIMOHHBIX — 3a00JeBaHMHIA,
obOecrieunBaromiee 0OoJee TOYHBIE M CBOEBPEMEHHbBIE KIMHMYECKHWE pemeHus. [Ipomykr
npeHa3HAYeH TONBKO IS UCCIIEeIOBATEIbCKHX TIENeH.
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IV OTPACJIEBAA 'EHETHUKA

(2eH0munup06aHue CeNbCKOXO3SUCMBEHHBIX 9fCu60mel)C)

I'eHOMHBIE MCCJI€I0OBAHMS CMeENIeHUs] M Pa3Hoo0pa3usi  Mopoa  KPYINHOIO

porartoro ckora u3 Kepaapr!
(Scientific Reports)

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

ABTOpBI HUCCIIEOBAIM T€HOMHYIO CTPYKTYpPY KEpalbCKOIo KpOCCOpPEIHOro KpPyHMHOI'O pOraToro
CKOTa, TaKK€ HU3BECTHOro Kak Sunandini, 4TOObI OLEHUTh CMELIAHHOE IPOUCXOXKJIEHHE,
pa3HooOpa3ue ¢ TPUTOAHOCTh TMOMYJSALMM JJIS TEHOMHOW cenekiuu. [ anamumza
MCIIOJIb30BAJINCH JIaHHbIE T€HOTUIIMPOBAHUA 2 273 XUBOTHBIX C IPUMEHEHUEM CPEIHEIIOTHON
MaHeW OJMHOHYKJICOTHIHbIX MapkepoB S0K. Pabora mokasana BBICOKYIO T'€T€pPO3UTOTHOCTH,
HU3KOE HEPAaBHOBECHE 110 CHETUICHHIO ¥ 3 PEKTUBHYIO YHCICHHOCTD MOIMYJISUH 216, 4TO aBTOPHI
paccMaTpuBalOT Kak OJaronpusTHBIE NPU3HAKH Ui OyAyIIMX IPOTrpaMM T€HOMHOTO OTOOopa.
AHaiM3 y4acTKOB TOMO3UTOTHOCTU M CMEIIAHHOTO MPOUCXOXACHUS BBISIBUI BKJIAJ HECKOJIBKUX
OpOoJ: MpUMEpHO 37% reHeTHYeCKOro MaTepuaa CBsi3aHO ¢ MOJIITUHCKON nopoaoi, 31% — ¢
Oypoit mBuiKoit, 13% — ¢ mxepcu u 19% — ¢ MECTHBIMH WHAUKCKUMEU TeHO()OHIAMH.

CRI Kazakhstan cragHer 4acThbi0 MEXKIVHAPOIHOM TUCKYCCHM IO TeHETHKE

KPC B Aamarst’
(DairyNews.today)

DairyNews.today. CRI Kazakhstan cmanem uacmoio mexcoynapooHou ouckyccuu no eenemuxe KPC ¢
Anmamer. 07.04.2026.

DairyNews.today coo6uuin, uro komnanus CRI Kazakhstan npumer ydactue B MeX1yHapOJHOM
cemuHape «I'enernka monounoro KPC — opuentup Ha LleHTpanbHyo A3Hi0», KOTOPBIA JOKEH
npoiitu 28-29 anpens 2026 rona B Anmartel. B myOnukamuu roBopHTCs, YTO Hporpamma
MEPONPUITHS MOCBSIIEHA MEXIYHAPOJHOMY OIBITY CEJIEKIIMH, YNPABICHUIO I€HETHYECKUMU
IIPOrpaMMaMH, BOCITIPOU3BOJICTBY U COBPEMEHHBIM MHCTPYMEHTAaM IOBBIIIEHUS TPOLYKTUBHOCTH
monouHoro ctajna. CRI Kazakhstan mpencraBineHa kak KoMIaHMs, BHEAPSAIONIAas COBPEMEHHbIE
CEJIEKIIMOHHBIE TOAXOAbI, BKJIIOYAs T€HOMHYIO OLEHKY, IPOIpaMMBbl YINPAaBICHHs CTalOM U
AQHAINTUYECKUE MHCTPYMEHTBI Ul NPUHATUSA pelleHud. Marepual NoJ4epKUBAacT 3HA4YEHUE
T€HOMHOM OILIEHKH U pabOThl C JAHHBIMHU JJIs1 0TOOpa )KUBOTHBIX, TOBBIIIEHHUS IPOJYKTUBHOCTHU U
YIPAaBIEHUS CEEKIIMOHHBIM IIPOLIECCOM B MOJIOYHOM CKOTOBOJCTBE.

Hcnoib30BaHuE JAHHBIX POJAOCJIOBHOM ISl ONpe/ieJeHUs] TeHOTHUIIA 03B0JIsIET
NPOBOJAUTL _JIKOHOMHYECKH J(deKTHBHOE NPOrHO3MPOBAHME TIe€HOMA Y

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

HccnenoBanue MOCBSIIEHO CHMKCHUIO CTOMMOCTH T€HOMHOTO MPOTHO3UPOBAHUS Yy OCIIOHOTOU
KpeBeTkn Penaeus vannamei 3a CYeT BOCCTAHOBJICHHS HEJOCTAIONIUX T'E€HOTHUIIOB C
UCIIOJIb30BAHUEM POJIOCIIOBHOM. ABTOpPBI OTMEYAIOT, YTO IJIOTHOE T'€HOTUIIMPOBAHUE OCTAETCS
JIOPOTUM JIsl MacCOBOTO MPUMEHEHUSI B CEJICKIMOHHBIX MPOrpaMmax akBaKyJbTYphl, IO3TOMY
npoBepwiH cxemy rnepexoaa ot naHenu 1K k minotnoii manemu 55K Yellow Sea Array No. 1. B
paboTe MCTOJB30BAIACHh YETHIPEXITOKOJIEHHAs POOCIOBHAsA, BKItouaBmas 30 nmpapoaurenei, 39
nenoB u 6abok, 100 poaureneir 1 608 MOTOMKOB, TEHOTUITUPOBAHHBIX 110 TTaHeau S5K. ABTOpPBI
CPaBHWJIM aJTOPUTMBI M CTPYKTYpbl pedepeHCHOM NOMyJsAlMd M Tokaszanu, 4to Flmpute
npeBocxoaun Beagle. [lpu wucrnons30BaHMM TOJBKO POAMTEIBCKOW HHGOPMAIIUM TOYHOCTH
coctrarsuia 0,73, a no6asienne 10% mosHOIEHHBIX cuOCOB moBkImano ee 1o 0,84. Ilpu 20%
cHOCOB TOYHOCTH BbIxoawiaa Ha miato 0,87-0,90. PaGora moka3siBaeT, Kak pOJAOCIOBHAS M
BBIOOPOYHO ITIOTHOE TEHOTUITHPOBAHUE MOTYT Y/ICIIICBUTH TEHOMHYIO CEJISKITHIO B aKBAKYJIbTYypE.

BiMsiHMe MCXOAHBIX NMOPOJ HA TOYHOCTH ONpeaeIeHHs TeHOTUIIOB Y KPYIIHOIO

poraToro CKOTa nmopoabl I(ZIH‘II/IM1
(Journal of Applied Genetics)

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

ABTOpBI OLIEHWIH, KaK BKJIIOYEHHE MTOPOJ-OCHOBATEIEH BIUSET Ha TOYHOCTh BOCCTAHOBJICHUS
TCHOTHIIOB Y KOMITO3UTHOM MsicHOH mopoasl Canchim, momyuenHoit Ha ocHoBe Nelore u
Charolais. Llens paGoTbl cocTosyia B TOM, YTOOBI IMOHATH, YJIYUYIIA€T JM MHOTO-IIOPOTHAS
pedepeHcHas MOMyJsALUsS UMIYTALMI0O TMpU TEpexofe OT CPEJHEIUVIOTHOW MaHenu K
BBICOKOIUIOTHBIM JaHHBIM. B uccienoanue Bomuin 804 xuBoTHBIX Nelore, 897 Charolais u 392
Canchim, reHOTMNIHPOBaHHBIE BHICOKOMJIOTHBIMU HaHeIsIMH ¢ 777 962 OAHOHYKIEOTHIHBIMU
mapkepamu. ['eHotunsl Canchim MCKYCCTBEHHO MacKHPOBAIMCH 0 CPEAHEIUIOTHOM MaHenu U3
54 609 mapkepoB, mocie 4ero TecTUpoBalIMch 14 cueHapueB BoccTaHoBieHMs. Ilokazarenu
TOYHOCTH BapbupoBaiu oT 66,52% 1o 97,39% no none npaBUILHO BOCCTaHOBJIEHHBIX T€HOTHUIIOB
u or 0,6352 nmo 0,9780 mo R? Hawmmyummii pesynbraT nana pedepeHcHas MOMyJISAIus,
oowenunstomasi Nelore, Charolais u Canchim. IlyGnukamus mokas3siBaeT, 4TO y4eT MOPOJ-
OCHOBATEJIEH MOXKET IMOBBICUTh TOYHOCTh UMMYTAILIMH U CLIENATHh T€HOTUIINPOBAHNE KOMITO3UTHBIX
MSICHBIX TOMYJISIUiA 6omee 3 PeKTUBHBIM.

Onrumu3anus MNPECUMILIAHTAIIMOHHOI'O IF'¢HOMHOI'0 npoGuInpoBaHus

CHOCOGCTBVCT FeHOMHOﬁ CCJICKIIMMN V KPVIIHOI'O POoratrToro CKOTa1
(Cells)

Yan S, Yan S, Cheng Y, et al. Optimization of Preimplantation Genome Profiling Supports Genomic
Selection in Cattle. Cells 2026, 15, 705. https://doi.org/10.3390/cells 15080705

Cratbhs IOCBSIIEHA ONTUMHU3AINN TEHOMHOTO MPOGUINPOBAHUS YMOPHOHOB KPYITHOT'O POTATOTO
CKOTa JUIsl TIO/IEPKKA SMOPHOHAIBHOW T€HOMHOM CENIeKITUU. ABTOPHI MCXOMAT W3 TOTO, YTO
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0TOOp SMOPHOHOB /10 MMIUTAHTAIIMM MOXKET YCKOPUTH CEJEKIIMOHHBIN mporpecc, HO padora ¢
HECKOJIbKUMH KJIeTKaMu TpeOyeT HanexxHoro ycwienus JJHK u tounoro reHorunuposanusi. B
UCCIICIOBAaHUH CPAaBHUBAJIMCH METOJbI MoyiHoreHoMHoU amrummdukannn MDA nu MALBAC, a
TaKXe CTPATerM T€HOTUIHPOBAHUS: OJHOHYKJICOTHIHBIC MAHENU, TAPIeTHOE CEKBEHUPOBAHHE
no GBTS u nonnoreHoMHoe cekBenupoBanue. Mcmonb3oBanuch 00pa3ibl ObI9bUX SMOPHOHOB U3
3, 6 u 9 xierok. MDA mnoka3an 6oiee BBICOKOE MOKPBITHE M COTJIACOBAHHOCTH T€HOTHUIIOB TI0
MALBAC, a GBTS o0ecnieunBai BEICOKYIO JOJIO YCIICUIHO ONPENEICHHBIX MapKepOB. ABTOPHI
OTMEYaI0T, 4To couyetaHne MDA, HaumHas Kak MUHUMYM C 1mectd kietok, ¢ GBTS wumu
OJTHOHYKJICOTUTHBIMH TTAHEISIMUA MOKET JIaTh MPAKTUUECKU Oamanc Mex 1y 3¢ (HEeKTHBHOCTHIO U
TOYHOCTBIO.

To4yHOCTH u CMCIICHHUE I'€HOMHOI'O oToopa C HCII0Jb30BAHUEM
HMIIYTHPOBAHHBIX T€HOTHIIOB 10 NPH3HAKAM _POCTA, 0JAronoJy4usi M

HDI’ICHOCOﬁHeHHOCTI/I B IBYX JINHUAX IICKHUHCKHUX VTOK1
(BMC Genomics)

Matika, O., Tarsani, E., Mclntosh, K. et al. Genomic selection accuracy and bias using imputed genotypes
on growth, welfare and fitness traits in two Pekin duck lines. BMC Genomics (2026).
https://doi.org/10.1186/512864-026-12855-z

[Ty6mukammus BMC Genomics paccMaTpuBaeT T€HOMHYIO CEJICKIUIO Y ABYX JIMHUM MEKUHCKUX
YTOK C UCIOJIb30BAaHUEM BOCCTAHOBIJIEHHBIX F€HOTUIIOB. OCHOBHOE BHUMAHHE yJIEIIEHO TOMY, KaK
UMITYTaI¥si TCHOTHIIOB BJIUSET HAa TOYHOCTh ¥ CMEIIEHHE TeHOMHBIX OLICHOK I10 PH3HAKaM POCTa,
Onaronoay4us M MPUCIIOCOOIEHHOCTH. ABTOPHI CBSI3BIBAIOT 337ady C MPAKTUYECKOH CeIeKInei
OTHLBI, TJ€ MHOTHE IMPHU3HAKM HMEIOT PAa3HYI HACIIEAyeMOCTh, a IPSIMOE BBICOKOIJIOTHOE
TEHOTUIIMPOBAHHE BCEX JKUBOTHBIX MOXET OBITh SKOHOMHYECKHM OrpaHH4YeHo. B pabore
OLIEHUBAJINCh TE€HOMHBIE METOJbl TporHozupoBanus, Bkmouyas GBLUP, u cpaBHuBanMch
pe3yabTaThl JJIs pa3HbIX Ipynn npu3HakoB. COrjacHO BBIBOJAM CTaTbM, HCIIOJIb30BaHHE
FeHOMHOM HWH(OpPMALMU MOXET IMOBBIIIATE TOYHOCTh MPOTHO3a M YMEHBLIATh CMEIEHHE,
0COOEHHO /17151 TPU3HAKOB C HU3KOM HACJIeAyeMOCThIO, I71€ TPAJAULIMOHHBIE METO Il 0TOOpa MeHee
s¢¢dexTuBHB. Marepuan BKIIOYEH B JailJkecT Kak IMpuUMep NMPUMEHEHHUs] TeHOTUITUPOBAHUS U
BOCCTaHOBJICHHUS T€HOTUIIOB B NTHUIEBOACTBE. Er0 OCHOBHON CMBICI COCTOMT HE B OINHCAHUU
HOBOH MOPOJIBI WJTM MTPOM3BOJICTBEHHOTO MTOKA3aTeNIsl, @ B MPOBEPKE TOT0, HACKOIBKO TEHOMHBIE
JIAHHBIE YITyUIIAIOT CEJIEKIIMOHHYIO OIICHKY YTOK.

YayuunieHue Te€HOMHOI'0  NPOTrHO3MPOBAHHUS  KJIKYEBbIX NPOAYKTHBHBIX
NMPU3HAKOB YV KYP € IOMOIUbIO VJbTPA3BYKOBOIO (heHOTHNMUPOBAHUS M

CPAaBHUTCJIBbHOI'0O aHAJIN3A HECKOJIbKHUX MOHeﬂeﬁl
(Journal of Animal Science and Biotechnology)

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

ABTOPBI HCCIIEI0BAIM, KaK COYETaHNE HEMHBA3UBHOTO ()EHOTUITMPOBAHUS M TEHOMHOM CEeNeKLNN
MOJKET YJIYYIIMTh IPOTHO3MPOBAHHUE MPOU3BOJICTBEHHBIX MPU3HAKOB y Kyp nopoasl Wenchang.
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Pabora cocpegoroueHa Ha MpHU3HAKaX POCTa TYIIUM W KUPOOTIOKEHUS, BKIOYAs TOJIIMHY
a0JIOMUHAIIBHOTO KHpa, KOTOPYI OOBIYHO OIEHUBAIOT Tmocne ybos. Jlns momydeHus
MacmrabupyemMoro (PeHOTHITA UCTIOIB30BAIOCH MPOJIOJILHOE YIIBTPa3BYKOBOE U3MepeHue, a 3 737
Kyp ObUIM T€HOTHUIIMPOBAHBI ¢ MoMoInblo maHenu «Jingxin No.l» 55K oJHOHYKICOTHIHBIX
MapKepoB. 3aTeM aBTOpPbl CPaBHWIM HECKOJBKO MOJEJIEH TIE€HOMHOI'O IPOTHO3UPOBAHUS.
B3gemennsiii GBLUP u GBLUP ¢ or6opoM MapkepoB Ha OCHOBE HEPABHOBECHS IO CIICTIIICHHUIO
Y TIOJIHOT€HOMHBIX JIAHHBIX JaBajlu ylIydllleHue TOYHOCTH Ha 5,25% u 6,58—15,30%. Anropurmsl
MAaIIMHHOTO 00y4eHUs], BKIIIOYas SJICPHYIO TPEOHEBYIO PETPECCHIO U METOJ OMOPHBIX BEKTOPOB,
TaK)K€ TOBBIIIAIM TOYHOCTh NporHosa. lccienoBaHue moOKa3bIBaeT, 4YTO OOBEAMHEHHE
YJIBTPa3BYKOBOTO (DEHOTHUITHPOBAHUS, TCHOTUITUPOBAHUS H MOJICICH TEHOMHOTO IMPOTHO3a MOYXKET
nojjiep>kaTh 0oJjiee TOUHBIA OTOODP B MTHIIEBOICTBE.

IHoBbIIIIeHNE TOYHOCTH T€HOMHOI0 NMPOTHO3HPOBAHUS CJOKHBLIX NMPU3HAKOB
NIyTeM WHTerpamymm 00JbHI0r0 00beMa uHbopManuu 0 (GPYHKINOHAJILHOU

AHHOTALMH'
(Nature Communications)

Tang, Z., Xiong, X., Zhang, H. et al. Improving genomic prediction accuracy of complex traits by integrating
massive types of functional annotation information. Nat Commun (2026). https://doi.org/10.1038/541467-
026-72470-0

Crartbs npencrasisier Mmetoa IFAM mist moBbIlIEHUST TOYHOCTH TE€HOMHOTO ITPOTHO3WPOBAHUS
CJIOKHBIX MPU3HAKOB 3a CUET BKJIIOYEHMSI O0JIBILIOTO YUCIIA TUIIOB (YHKIIMOHAIBHONW aHHOTALIUU.
ABTOpBI PaCHIMPSIOT JIMHEHHYIO CMEIIaHHYI0 MOJIETb HECKOJIBKHUMHU CIyYalHBIMU 3 QPeKTamu,
YTOOBI yYUTHIBATh Pa3HbIC (PYHKIMOHAIBHBIE KIIACCHl BADHAHTOB, M MIPOBEPSIIOT MOXOT HE TOJIBKO
Ha 4YeJIOBEYECKUX U PUCOBBIX JAHHBIX, HO U Ha CEJIbCKOXO3MCTBEHHBIX KUBOTHBIX. [[1s1 cBUHEN
MCIIOJIb30BAJINCh IaHHBIE IIOPOKOB U HOopKIIMpoB. B Habope nropokos Obutn 2 797 XpsikoB u Oosnee
11 MJIH OJIHOHYKJIEOTHJIHBIX MAapKepOB, IOJYYEHHBIX C TOMOIIBIO HHU3KOMOKPHITUHHOIO
MOJIHOTEHOMHOI'O CEKBEHHUPOBAHHUS, a aHAIM3UPyEMble MPU3HAKU BKJIIOYAIU TOJNIIMHY LIMHKA,
IyOMHY MBIIIIBI U TTOKa3aTesnu MsicHocTh. Habop Hopkimmpos Bkiatovan 16 783 cBUHBY U IECTh
IIPOU3BOJCTBEHHBIX Npu3HakoB. B cpaBHennn ¢ GBLUP IFAM mnoBbiman TOYHOCTh MPOTHO3A,
BKJIIOUAsl IPUPOCT I JIOPOKOB U HOPKIIUPOB.

I'eHeTHKAa KaAK CTATLSA (XlﬁeCTOI/IMOCTI/I1
(CH Dxcmepr)

Marepunan «CJl DOxcnept» paccMaTpuBaeT TI'€HETUKY B CBUHOBOJICTBE KaK HMHCTPYMEHT
yIOpaBlIeHUs] ce0eCTOMMOCTBIO U TIPOM3BOJICTBEHHBIM pe3ylbTaToM. B myOiuKkanuu roBopurcs,
YTO B YCJOBHSIX KPYIMHOTO MPOMBIIUIEHHOTO MPOU3BOJACTBA Jae HEOOIbIIHNE YIy4IIeHUs
KOHBEPCUU KOpPMa, COXPAHHOCTH, CKOPOCTM pPOCTAa WJM BBIXOJA MsCa 3aMETHO BIIMSIOT HaA
HSKOHOMUKY npeanpusaTusi. OTIeabHbIN pa3/iel MOCBAILEH TEHOMHOM CEeIEKIINH, d)KUBOTHOE MOKHO
OIICHUBATh HE TOJILKO MO MPOUCXOXKIECHUIO M (DEHOTHITY, HO U TI0 T€HOTHUITY, COTIOCTABIISISI €0 C
pedepeHCcHON momynsanuuel, IS KOTOpPOH YK€ HAaKOIJIEHbl T€HOMHBIE W TMPOU3BOJICTBEHHBIC
JlaHHbIe. B poccuiickol mpakTUKe, M0 ONMUCAaHUIO MaTeprualia, TEHOTUIIMPOBAHUE U KITACCHYECKas
dbeHoTuMYEeCKas OIeHKa MOTYT MCIIOJb30BAaThCsl KaK OCHOBA CEJICKIIMOHHOTO siapa. B Tekcre
TaK)XK€ OTMEUYEHO, 4YTO dPPEKTUBHOCTh TAKUX IMOJXOJ0B 3aBUCUT OT MH(PACTPYKTYPHI TaHHBIX,
HaKOTIUIEHUS MPOU3BOJCTBEHHBIX MMOKA3ATEIEH U CUCTEMHOM aHATTUTUKH.
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DOVHKINOHAJBLHBLIM BAPHAHT B MpoMoTope c¢BHHOIro reHa APOA2 usmeHsier

IKCIPECCHIO TeHOB B meueHu Yepe3 RORa!
(Scientific Reports)

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

ABTopbl uccnenoBanu reH APOA2 kak KaHIUJIaTHBIA T€H, CBA3aHHBIN C IPU3HAKAMU KHUPOBOTO
oOMeHa M KayecTBa CBUHHUHBI. B pabore ucnonb3oBanuch 441 CBUHBS W3 TPEX BO3BPATHBIX
CKpEIIMBaHMUM, YTOOBI BBIIBUTH IMPOMOTOPHBIE MNOIUMOP(U3MBI M OLIEHUTh HMX CBSI3b C
JKCTpeccuei reHa. belio HaljeHo dYeTwhlpe BapuaHTa B mpoMoTopHoi oOmactu APOA2, a
MTOJITHOTEHOMHBIM aCCOIMATUBHBIA aHanu3 ykasan Ha 1s339777757 kak HamOosiee 3HAYMMBIN
BapHUaHT, CBs3aHHBIM C skcnpeccueid APOA2 B mneueHu. buonornudeckas HHTEpHpeTalUs
[oKa3zajga, 4YTO OTOT BapUaHT pACHOJOXKEH B IMPEANONIaraéMoM CcalTe CBSA3bIBaHUS
TpaHCKpUMIHOHHOTO (pakTopa ROR0. DKCiepuMeHTHI ¢ onnepa3HbIM PEopTepOM ITOKa3aIH,
yro C-aiens obecreunBaeT 00jee BBICOKYIO0 IPOMOTOPHYIO aKTUBHOCTD, YeM T-ajienb. ABTOPHI
JeNaloT BBIBON, uTO 15339777757 sBnsercs (QyHKIMOHAIBHBIM PETYJISTOPHBIM BapUaHTOM,
crocoOHbIM U3MeHATh FKkcnpeccuto APOA2 B neuenu uepe3 RORa.

BoisiBJIeHHE M OIlEHKA Bapuaunﬁ YHCJIA KONHMM ¢ MCIO0Jb30BAHHEM KaK
CCKBCHHUPOBAHUA CBA3AHHBIX HDOqTeHHﬁ, TAK 1 CCKBCHHPOBAHUA KOPOTKHX

HDO‘ITeHI/Iﬁ Y HOBO3CJAHACKHUX MOJOYHBbIX KODOB3
(bioRxiv)

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

['eHeTnyeckue nccinenoBaHUS B NOCIEAHME TOAbl 3HAUYUTEIBHO MPOJBHHYJIHMCH B BBISIBICHUU
OJTHOHYKJIEOTUTHBIX MTOTUMOP(U3MOB, CBSI3aHHBIX CO 37J0POBBEM U IPOAYKTUBHBIMU MTPU3HAKAMU
KPYITHOTO POraTroro CKoTa, HO Ooiyiee cioxHble (OpMbI BapHalui, BKIIOYas BapHallU{ YHCIIA
KOMHIA U JpyTue CTPYKTYPHbIE BAPHAHTHI, MO-IIPEKHEMY TPYIHO OOHAPYX HUBATh U MPOBEPATH. B
paboTe pernoHbl CTPYKTYPHBIX BAPHAHTOB BBISABIIAIN y 37 HOBO3EIAHJCKUX MOJIOUYHBIX KOPOB C
nanHbIMH linked-read cexBeHupoBanus. [[i1st mpoBepKkH BapHaHTOB HA MOIYJISLIUOHHOM YpPOBHE
WCIIOJB30BAIM OCHOBaHHYK Ha mnepepade cxemy. C mnomompro LongRanger, cnenys
pexomenaanuaMm 10x Genomics, aBTopbl oOHapyxwin 62 438 mpeanongaraeMbIXx ayTOCOMHBIX
PErMOHOB CTPYKTYPHBIX BAPHAHTOB. 3aT€M COCTOSIHMSI YMCIIa KOMUM JUIsl STUX PETMOHOB OLIEHUIIN
METOJIOM F'€HOTUIIUPOBaHUsI 110 TiTyOuHe ureHuit ¢ CNVpytor B penpe3eHTaTuBHON KOropTe u3 2
306 KUBOTHBIX, CEKBEHMpPOBAHHBIX KOpOTKMMHM uTeHHsMH [llumina. Mennenesckoe
HAaCJIE0BAHUE COCTOSTHUM 4YMCIIa KONHMKM OLCHWUBAJIW JIMHEWHBIMM CMEIIAHHBIMHU MOJEISIMH C
y4€TOM POJOCIOBHON. YPOBHU Mepefaur CUIBHO PA3IMYAINCh, CPEHEE 3HAUEHHE COCTaBUIIO
0,5162. Beero 7 218 pernoHoB noka3anu BBICOKHMI ypoBeHb nepenauu Boime 0,9; 7 136 n3 Hux
nepeceKkauch ¢ MyoJInyHbIMU Habopamu, a 82 ObUIN paHee HEONMHCAaHHBIMH.

V PbIHOK. PET'YJIMPOBAHUE
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(IPO, ¢unancuposanue, 00vem pobIHKA, CHMOUMOCHb  UCCLEO08AHUL,  NAPMHEPCMEA,
JUYEH3UPOBAHUE, 2eHEMUYeCKUll OmYem No pe3yibmamam NOIHOLEHOMHO20 CEKGEHUPOBAHUS,
npoucxodcoenue, poo0oCi08HAs, TUUHAS 2eHEMUYEeCKas UCMOPUsL)

Komnmaaug GenEmbryomics m KoMmnaHus, 3aHUMAIONIHECS T€HOMHBLIM
nporao3uposanueM, 3anyckKalnT XGEN PGT-X™, CekBeHHpPOBaHNE TeHOMA

yMOpHoHa 3a 499 nonapos CIIIA!
(GlobeNewswire)

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

GenEmbryomics Limited u Genomic Prediction o0bsiBuiu o 3amycke XGEN PGT-X na 23-ii
MexnyHapoaHoi koHpepeHInH 1o npeumiuianTanuonHoi renetuke PGDIS 2026 B [lanxae. B
COOOIIIEHUH MPOAYKT OMUCAH KaK MEePBbIM KITMHUYECKHI TECT CEKBEHUPOBAHHS FTeHOMa SMOpHOHA
it OKO o nene menee 500 nomnapos CIIIA 3a smOpuon. KoMnanum moguepkuBaroT, 4To paHee
MOJITHOTEHOMHOE TECTUPOBAaHWE SMOPHOHOB TPUMEHSJIOCH TPEUMYINECTBEHHO B CIOXKHBIX
TEHETHUYECKUX CIIyYasix U cleruann3upoBaHHbix cueHapusx [1I'T-M, MOCKOJIbKY CTOUIIO THICSYU
nostapoB 3a aMOproH. XGEN PGT-X nomkeH 00beANHATE OIICHKY YUCIIa XPOMOCOM C aHATTM30M
o6oiee 3 200 reHoB, CBs3aHHBIX C 3a00JCBAHUSMHM, BKJIIOYash HACIEICTBEHHBLIC COCTOSHUS,
MyTanud de novo W JaHHBIC, MOATOTOBICHHBIC IS IMOJIMTEHHOTO TECTUPOBAHUS SMOPHUOHOB.
Baxnoe orpannuenue taxxke ykazano B penusze: XGEN PGT-X sBnsercs nOMOJHUTEIHHOMN
naboparopHo paspaboraHHOU ycimyroit m He omodper FDA u He mmeer mapkupoBku CE kak
NIMArHOCTAYECKOE U3JENME in Vitro.

Komnanus Regeneron corpynauyaer ¢ TriNetX aasi mojydyeHuss J0CTyNa K
00€3JIJMYEeHHbIM JEKTPOHHBLIM MeIuIMHCKUM  KapTtaMm 300 MHJIJIHOHOB
MALMEHTOB € IeJbl0 _CTHMYVJIHPOBAHMS _HMCCJIEJIOBAHUNH M pa3pad0TKH
NMPOAYKTOB B 00J1aCTH __ MEIMKO-OMOJIOTHYECKMX HAayK M 1M(pPoOBbLIX

MEIMIIMHCKMX peleHuii’
(Regeneron Pharmaceuticals)

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

Regeneron o6bsiBuna 0 corpyaunyectse ¢ TriNetX, KoTopoe JaeT KOMITaHUH JIMIIEH3UPOBAHHBIN
JOCTYIl K OOC3JMYCHHBIM M AHOHHMMHU3UPOBAHHBIM MEIUIIMHCKUM JaHHBIM mpumepHo 300
MUJUTHOHOB manueHToB, Bkiatouas 170 mummmonoB B CIIIA. B cooOmieHun TOBOPHUTCS, YTO
TriNetX mpenocTaBUT TOCTYII K TEKYIIMM U OYyLIUM JaHHBIM U3 T7100aJIbHON CETH MapTHEPCKUX
CHCTEM 3/IpaBOOXpaHEHHUs. Regeneron muiaHMpyeT MCIONIB30BaTh 3TU JAHHBIE I pPaCIIUPEHUs
coOCTBEHHOM 0a3bl, CBSA3BIBAIOLIEH T'€HOMHBIE U MPOTEOMHBIE JaHHBIE C AJIEKTPOHHBIMU
METUIIMHCKUMHU KapTamu. KoMmanus OTAenpHO yKa3bIBa€T, YTO YacTh OOE3JIMUYCHHBIX JAaHHBIX
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TriNetX MoOXeT COMOCTaBIATHCS C TEHOMHBIMH U TNPOTEOMHBIMU JTaHHBIMU, CO3JaHHBIMHU
Regeneron Genetics Center, ¢ NOpUMEHEHHEM METOAOB COXPAaHEHHS NPUBATHOCTH M B
COOTBETCTBUU C MPUMEHUMBIMH 3aKOHAMH O 3amuTe JaHHbIX, BKiIovyas HIPAA u GDPR.

Komnanug Illumina w lledHTrp wucciaenoBanumii B 00JaCTH OMOMEIMIIHHBI,
OCHOBAHHLIX HAa JAHHBIX, MNOPEIOCTABJSIOT TIeHOMHBIE JAHHBLIE H
MAaCIHITAOUPYEMOe MPOrpaMMHOE odecredeHue I 00pLObI ¢ TeTCKUM PAKOM U

pEeIKNMH 32001eBAHHSIMH
(Illumina)

Hllumina. lllumina and the Center for Data-Driven Discovery in Biomedicine bring genomic data
and scalable software to the fight against pediatric cancer and rare disease.

[Mlumina u Center for Data-Driven Discovery in Biomedicine 00BsSBHIN O MapTHEPCTBE IO
JAQHHBIM JJIs1 TPOJBUKCHUS UCCIICIOBAaHUI JIETCKOTO paka U peakux 3aboneBanuii. B coobmennn
TOBOPUTCS, YTO uepe3 00mavHble mIaT(opMbl JaHHBIX MHPOBOE HCCIEI0BATEIHCKOE COOOIIECTBO
CMOXET OOBCIUHATh U AHATU3UPOBATH MEAMATPUYCCKHC TaHHBIC B SJIMHON MacmTabupyeMoin
cpelie, MOICP)KUBAIOIICH aHATN3 Pa3HBIX KOTOPT B PEATbHOM BPEMEHHU U YCKOPSIOMICH Iepexo/
PE3yNBbTATOB K KIMHUYECKOW TOMOIIM. MaTtepuan JelaeT akIeHT He Ha OTJCIBHOM TECTE WU
npubope, a Ha HPPACTPYKTYPE PhIHKA T€HOMHBIX MCCIICIOBAHUN: COYCTAHUN CCKBEHUPOBAHUS,
00J1a9HOTO XpaHCHHSI, MPOTrPAMMHOTO OOCECTICUCHHUS U JOCTYIa K UCCIICOBATCILCKUM JaHHBIM.
[TapTHEpCTBO MMOKAa3bIBAET, YTO KOMMEPUYECKHE ITOCTABIIUKH CEKBCHHPOBAHHS ITPOJIOJDKAIOT
pa3BUBATh HE TOJIBKO JIA0OPATOPHBIC TEXHOJIOTHH, HO U IJIaT(GOpMEHHBIE pelIeHus JIisl paboThI ¢
KJIMHUYECKH 3HAYMMBIMH MAaCCHBAMHU JaHHBIX.

PacBio m Lucid Genomics O0OLABJAIOT 0 COTPVIHHYECTBE B 00J1aCTH
o0ecreyeHUsT COBMECTHMMOCTH IS PA3BUTHHA TPETHYHOI0 AaHAJIW3A NPH

CCKBCHHUPOBAHMMU JJIUHHBIX HDO‘ITCHHﬁl
(PacBio)

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

PacBio u Lucid Genomics 00bsBuny, uro Lucid Genomics npucoenunmiack k nporpamme PacBio
Compatible kak pemienne ajisi TPETUYHOTO aHAIM3a JAHHBIX, MOJYYEHHBIX Ha JJIMHHOYTCHHBIX
wiatdpopmax PacBio. B coobumennn TpeTuuHbIi aHaIU3 OMMcaH Kak »Tam pabouyero mporiecca
CEeKBEHHPOBAHMUs, HA KOTOPOM 00paboTaHHbIE TEHOMHbIE JTaHHbIE IEPEBOASTCS B ONOIOTHYECKUE
U TOTEHIMAIBbHO KIMHUYECKH 3HAuyuMble BBIBOABL. HTerpaums AomKHA TO3BOJIUTH
UCCIIEIOBATEIbCKIUM M KIIMHHUUYECKUM JIabopaTopusM HcIonb30Bath miargopmy Lucid Genomics
JUIs  BBIpaBHMBaHUS, (a3MpoBaHUs, aHHOTAIlMM BapUAHTOB, aHaJlW3a METHJIMPOBAHUS,
BU3yalIM3allMl U KIMHWYecKoM uHTepnpertauuu naHHbix HiFi. PacBio momuepkuBaer, 4to
COBMECTUMBIE IMAPTHEPCKHE PEIIECHUS IOMOTal0T 3aKa3uMKaM pealu30BaTh IIEHHOCTh
CEeKBEHHPOBAHUS Ha BCEM IIyTH OT MpUOOpa 10 OTUeTa.
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Kommanug TriNetX pacmupser CBOH BO3MOXKHOCTH 10 O00beIHHEHUIO
T€HOMHBIX JAHHBIX B PAMKAX CBOEH I100AJLHON CeTH MOCTABIIMKOB VCJIVI 34

cUeT MPHOOPeTeHHs KJIIUEeBbIX AKTHBOB KoMmanuun Zetta Genomics?
(TriNetX / PRNewswire)

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

TriNetX — Benyias MupoBas ceTh (elepupOBAHHBIX JaHHBIX 3PABOOXPAHEHUS — OOBSBUIIA O
NpUOOPETEHUN KIIOYEBBIX aKTUBOB Zetta Genomics, KOMMaHMM B O0OJACTH MEIULHMHCKHX
texnosoruii w3 KemOpmmka (BemukoOputanusi) u naeiictByromero maptHépa TriNetX.
[Tpuobperenue pacumupsier Bo3MOKHOCTH TriNetX B ympaBlieHMHM T€HOMHBIMH JaHHBIMU U
aHanutuke, oOecneuuBas (enepupoBaHHbI cOOp MYyJIBTHOMHYECKUX JaHHBIX. KiroueBbIM
aKTUBOM CHeNKH sBisgerca miuatdopma XetaBase, mynbTHoMuyeckas miardgopma cOopa u
AQHAINTUKH, pa3paboTaHHas ANl TEHOMHOro aHaiu3a B MacmTabax nomyisiuuu. [lmatdopma
paspabotana ¢ npuMeHeHreM onbita ipoekTa « 100 000 renomoB» kommnannu Genomics England
U CIIOCOOHAa HMHIEKCHUPOBATh W 3alpalldBaTh COTHH THICSY MOJHBIX T'€HOMOB M MHJLTHAPIBI
TeHETUYECKUX BapUAHTOB B CYMTAHHBIE CEKYyH/IbI. COTPYIHUYECTBO JIByX KOMITAHMHA HAYaJIOCh B
2024 roxy B paMKax MporpaMMbl TeHOMHBIX TaHHBIX TriNetX; coBMecTHas TexHu4eckas pabora
MNOJTBEpAMJIAa BO3MOXKHOCTh 0€30MacHBIX (heACPUPOBAHHBIX 3aPOCOB IO TECHOMHBIM U
(EHOTUIMMYECKUM JJAHHBIM C BBICOKOW aHAJTMTUYECKON JTOCTOBEPHOCTHIO.

Kommnanusa 10x Genomics npeacrabBjsgeT Atera — HOBVIO ILIATHOPMY, KOTOpPAas

U3MCHUT NMOAX0A K USMCPCHUIO U TIOHUMAHUIO 0MOJIOTHYECKHX HDOHCCC0B2
(10x Genomics / PRNewswire)

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

18 ampens 2026 roga 10x Genomics (Nasdaq: TXG) oOwsiBusia o 3amycke Atera — HOBOU
mwiatrgopmMbl  In  Situ  IPOCTPAHCTBEHHOM OHOJOTMHM, OOecleunBaloOllel aHaau3 BCETo
TPAaHCKPUIITOMA B HAaTUBHOM TKAHEBOM KOHTEKCTE C OJHOKJIETOYHOM YyBCTBUTEIBHOCTBIO U
OecripenieieHTHBIM Maciutabom. Ilmatgopma Oblta mpeicTaBieHa Ha €XEroJHOM CcOOpaHHUU
AACR 2026 B Can-/luero ¢ paHHUMHU JaHHBIMHU OT BEYLIUX MCCIEN0BATENbCKUX YUPEKICHUM,
BKItoyasg Jjabopatoputo Kapna JIxyHa (IlencunbBaHckuii yHuBepcuter) u  Hemenkuit
oHkosiornyeckuit uccaenosarenbckuil neHTp (DKFZ). Croumocts npubopa cocraBut 495 000
JIOJUIapOB MPHM pacxojax Ha peareHTsl okojgo 2 200 npomtapoB 3a oOpasel, OTTpy3Ka
3alIaHMPOBaHa Ha BTOPYO nosioBuHy 2026 rona. Macrogen u e€ nodepHss komnanus Psomagen
cramu nepBbIM TiobanbHbiM CRO-mpoBaiiiepoM, NPUHSABIIMM Ha ceOs 0043aTeIbCTBO IO
Pa3BEPTHIBAHUIO HECKOJIBKUX MPUOOPOB Atera. [l moIepKKH KPYITHOMACIITAOHBIX AaTaceTOB
3amyiieHa oOnayHas aHaiauThdeckas matdgopma u cepBuc Catalyst Research Services — s
OTIpaBKH 00pa3lioB Ha aHaIU3 0€3 HEOOXOAMMOCTH COOCTBEHHON HHPPACTPYKTYPBHI.
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Komnanuu Genezen u @ounn Hlapaortel u I'Buder I'peii mo 60pnoe ¢ 00J1e3HBI0
barreHa OOBLABJSAIOT 0 NAPTHEPCTBE B  00JaCTH  NPOU3BOACTBA JUIS

KJIMHNYeCKHX NCHbITaAHMI reHHoii Tepanun CLN6?
(Genezen / PRNewswire)

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

28 ampens 2026 roga Genezen — CDMO B oGnactu renotepanuu — u Ponxa LlapiaorTer u
I'Benut I'peit nns nedyenus G6one3nu barreHa oOBSBUIM O MPOM3BOACTBEHHOM MApTHEPCTBE C
nenplo npoaBukeHus reHoTeparmu CLN6 B kiaumHMYeckoe wucnbiTanue ¢aser 1/2. Lens
COTPpYJAHUYECTBA, YCKOPUTh pa3pabOTKy NHOTEeHIHMaIbHOro JjiedeHuss OonesHn CLN6 barreHa,
pPEIKOro HeWpoIereHepaTUBHOTO paccTpoiicTBa 0e3 0qo0peHHbIX Tepanuil. Genezen UCIONB3YyET
CBOIO IUIaT(GOPMY MPOU3BOJCTBA BHUPYCHBIX BEKTOPOB M PETrYJISATOPHYIO SKCIEPTU3Y IS
oOecrieueHus OBICTPOro Mepexoja OT CTAaJWU MOATBEP)KIEHUS KOHUEHIUH K IMPOU3BOJCTBY
kinHnueckux marepuanoB GMP-kinacca. [IpoBoamiiocs HEMOCPENCTBEHHOE B3aMMOJICUCTBHE C
FDA ¢ uensio yckopenus myTd K KiuHUKEe. OCHOBAaHHBIM JBYMsI POAUTENSIMU, YbH JIOUYEpPHU
cTpanatot 6one3npto barrena, ®ona puHAHCHPYET UCCIIEAOBAHUS, @ TAK)KE OKA3BIBAET CEMBSIM
(UHAHCOBYIO MTOAJCPKKY /Il 00pa30BaHMs, MAIIMEHTCKUX Tepaii 1 000py I0BaHU.

(3axomnbl, pekomenoayuu, Imuyeckue CmaHoapmoil)

OueHka 0€30HACHOCTH PEIAKTHPOBAHHMSA TeHOMA B Mpenaparax reHHOU

TCPANIUU YCJI0BCKA C HUCIIOJIB30BAHUCM CCKBCHHPOBAHUI HOBOI'O HOKO.HCHI/IH1
(FDA)

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

FDA omny6nukoBano mpoekT pykoBojcTBa «Safety Assessment of Genome Editing in Human
Gene Therapy Products Using Next-Generation Sequencing». JIOKyMEHT naTHpOBaH ampesieM
2026 roma, uMeeT cTaTyc IpPOEKTa U PpacHpOCTpaHseTcs i KOMMEHTApueB, a He Ul
HemeaneHHoro BHenpenus. FDA yka3piBaeT, 4T0 KOMMEHTapUU O MPOEKTY KeNaTeNbHO M0aTh
no 14 wrona 2026 roma. PykoBOACTBO JaeT peKOMEHJAUMM IO METOJaM Ha OCHOBE
CEKBEHHUPOBAHMSI HOBOTO TOKOJIEHHsS, KOTOpbIE, BEPOSTHO, MOHAAOOSTCS B JOKIMHHUYECKHX
WCCJICIOBAHMSIX JUISl TIOJACPKKM Hadalla KIMHUYECKUX HCIBITAHUNA YEIOBEYECKUX MPOAYKTOB
T€HOMHOT'0 peJlaKTUPOBaHMs. DTH PEKOMEHAINU JIOMOJHAIOT Oosiee paHHee pykoBoJcTBO FDA
0 YEJIOBEUECKUM IeHOTEPANeBTHUECKUM MPOAYKTaM ¢ TEHOMHBIM PEIaKTHPOBAHUEM OT SIHBApS
2024 roma. OCHOBHOE 3HAUEHHUE JIOKYMEHTAa COCTOMT B CTaHJAPTU3aLUHM OLEHKH PHUCKOB,
CBS3aHHBIX C TEXHOJOTHSIMH  PEJAKTUPOBAaHHUS TEHOMAa, BKIIOUas  HEXKelaTelIbHOe
pEelIaKTHpPOBaHUE BHE LIEJICBBIX YYACTKOB M JPYTHE MOCIEICTBUS.
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B HoBOM HV6JII/IKaIII/II/I MN3JI0KE€HBI 9 THYECCKMEC 1 HOPMATUBHBIC ACIICKTbI

PCAAKTHPOBAHUA I'CHOB " HDeHHSHOHHOﬁ MeIlI'IIII/IH])I1
(Duke Clinical Research Institute)

Hogas my6nukanus, moarorosneHHas Precision Health Alliance, koHCOpLyMOM, CIIOHCHPYEMBIM
U KoopauHupyeMmbIM MHCcTHTYTOM KiMHnM4eckux uccienoBanuil Jlptoka (DCRI), noguepkuBaer
HEOOXOAMMOCTh  OECIPELEIEHTHOIrO0  COTPYJHMYECTBA B  HAy4HOM cooOmecTse. OTo
COTPYAHUYECTBO HEOOXOAMMO Ui OOECIEYeHHsT TOro, 4YTOOBI BMEUIATENbCTBA  I10
PEIaKTUPOBAHUIO T€HOB OBUIM OPUEHTHPOBAHBI HA TAllMEHTA, Oe30MacHbl U ATHYHBL. CTaThs
«OTHYECKHE U PETYISATOPHBIE COOOPAXKEHHS IS pa3padOTKK FreHHOM TEparuy ¢ UCIOIb30BaHUEM
penakTupoBaHus reHoMa» Obuta omyoOnukoBana B Human Gene Therapy m memoncTpupyet
muneperBo Precision Health Alliance u DCRI B 00actu perakTHpOBaHHS T€HOB M IIPEIU3UOHHON
MEIUUUHBI. ABTOPbl BBIIEISIOT BOCEMb OCHOBHBIX TE€M, TpPEOYIOLIMX TIIATEIBLHOI'O
paccMOTpeHMs: LeNM TEeHHOW Tepamuu (JeYeHHe, CHWKEHHE pHUCKa M YyIydlIeHue);
KOHKYpHPYIOIME UHTEpeChl 0€30IaCHOCTH, CIPABEAIUBOCTU U CTpeMileHUs K 3((HEeKTUBHOCTH
UCCIICIOBAaHUM; YHMKaJIbHbIE AacClEeKThl PEJIaKTUPOBAHMS TI'EHOB, CBSI3aHHBbIE C PEAKHUMU U
YIBTPApPEIKUMU F€HETUYECKUMHU COCTOSHUSIMH; COOOpa)XK€HUS B MEAMATPUUYECKON MOMYJISLMHU;
pEryJasTOpHbIe TPeOOBAaHUS U 3TUYECKUN HA30p; MPOOJIEMBI C JOITOCPOUHBIM HAOIIOACHUEM U
00MEHOM JJaHHBIMM; U KOMMYHUKa1us. [1o Mepe ObicTporo pa3BuTHs 001aCTH FeHHOM Tepanuu ee
yclex M 3THYECKas pealn3als 3aBUCIT OT TPEX B3aUMOCBS3aHHBIX 00s3aTEIbCTB: 3alUTA
HAlMEeHTOB IPU OTBETCTBEHHOM IPOJBI)KEHUH HAYKH, 00ecIIeueHUe CIPABEIJIMBOCTH Ha KaXKIOM
JTane — OT pa3pabOTKH MCCIEIOBAHUSA JO OKa3aHUS MEIUIMHCKONW IMOMOIIM, M CO3JaHHe
rapMOHU3HUPOBAaHHBIX cUCTEM ynpaBieHus. CTaTbs OTpaxkaeT AaBHIOK npuBepxkeHHocTs DCRI
TUYHOMY MPOJIBUKEHUIO MHHOBALIMOHHBIX, OCHOBAHHbBIX Ha JaHHBIX MOJXOJ0B K KIMHUYECKUM
uccienoBanusiM. CoaBropsl BKiIto4aroT Jlopen Kosn, Tommu Puc, Xanny Bebctep u KeBuna
Baiingypra. Ilepssrit aBrop [Tumoii ['yaa momgdepkuBaeT, 4To ycnex Te€HHOTO PelaKTUPOBAHHS
OyZeT 3aBUCETh HE TOJbKO OT HAYYHOI'O IIPOrPecca, HO ¥ OT CO3/1aHUs COIIACOBAHHOM ITHUECKON
U peryisTopHoi 6a3bl. AnbsHc nojaaepxuBaercs AskBio/Bayer, BEAM Therapeutics, CRISPR
Therapeutics, DCRI u Intellia Therapeutics.

(cyoebuvie npoyeccovl, UCKU U peuwleHus Cy008, C6A3aHHble C 2eHeMUYeCKUMU MeCmamu,
eeHemu4ecKuMy OaHHbIMU, OUOOAHKAMU, 2EHOMEPANUAMU U 2eHEMUYECKUMU MEXHON0UAMU)

B cyneonoMm ncke nporuB PGT-A vrBepKaaercs, 4To «IKCHIEPUMEHTAJILHOE» U
«HENPOBEPEHHOE» TeHeTHYeCKOe TEeCTHPOBAHHE JIOKHO PeKJaAMHpPVeTcHd KaK

TOYHOE ¥ _HAJIexKHOoe!
(ClassAction.org)

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

ClassAction.org cooOmmmi o kouieKTUBHOM ucke Anderson et al. v. Genomic Prediction, Inc. et

al., mogannom 19 mapra 2026 rona u ocBemeHHOM 2 anpeds. B ucke yrepxkaaercs, uro Genomic

Prediction m ee kiaumHMueckass naboparopus BBogwin nanueHToB OKO B 3a0myxneHwue,
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peKIaMupysi NPEUMIUIAHTALIMOHHOE TIEHETUYECKOe TECTUPOBAaHME Ha aHEYIUIOMIUU Kak
JIOKa3aHHOEe, TOYHOe U HajexxHoe. McTipl 3asBistor, uro npoaykr LifeView PGT-A nmpoxasancs
KaK Croco0 BBIOpATh JIydlIre SMOPUOHBI JUIsI IIEPEHOCA, TOBBICUTH BEPOSITHOCTh OEPEMEHHOCTH,
CHHM3HUTh PUCK BBIKHJBIIIA M YMEHBIIUTH YUCiIO HUKIOB DKO, XOTs, O YyTBEPKIACHUIO KaJIOOBI,
JI0Ka3aTeIbCTB TAKUX MPEUMYIIECTB HEJOCTAaTOYHO. B MaTepumasie Takke yKa3aHO, YTO B HCKE
OCIIAPUBAIOTCS 3asBJIEHUS O TOYHOCTH 98-99% u ynoMuHAIOTCS MO3MLMU CTPAaXOBILUKOB,
cunrtaromux [1I'T-A HenoKa3aHHBIM U HE MEIULIMHCKA HEOOXOIUMBIM.

IIpuoOpeTeHne KOMIaHHEH, 3aHMMAIONIEHCs MCKYCCTBEHHBIM MHTEJJIEKTOM,
dbupmMbl,  nperocTaBJIAIONIEH  VCJIVIH  TeHeTHUYeCKOro  TeCTHPOBaHM,
CIIPOBOLIMPOBAJIO 3HAKOBbIH CY1eOHbIH npoiece 110 BOIIPOCaM
KOH(PUIEHIMAJbHOCTH — YTO JOJIKHBbI 3HATH Pad0TOJaTeJIH M KOMIIAHHH,

padoraonme B chepe MeTHIIMHCKUX TEXHOJIOTHii!
(Fisher Phillips)

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

Fisher Phillips onucan dhenepanbHplii KOJUICKTUBHBIM MCK B MimuHolice, momaHHbId 15 anpens
2026 rona npotu Tempus Al. Hck cBsizan ¢ mpuodperenuem Ambry Genetics B deBpane 2025
roja u 6a3oi, cojepkaiieil 6ojaee MULTHOHA TEHETHYECKUX TeCTOB. [10 M3II0)KeHUIO MaTepuasa,
UCTIIBI YTBEP)KAAIOT, YTO KOMITAHUS MOJY4YHIIa MEIUIIUHCKIE U TEHETUYCCKHUE TAHHBIC B PAMKax
KOPITIOPATHBHOM CICIKU U 3aTeM JICIIIACh MU ¢ OMOTEXHOJIIOTHICCKUMU U (papMarieBTUICCKUMU
napTHEpaMH C HapyIICHHEM 3aKOHOB O KoH(puaeHIManbHOCTH. Opuaudecknii KoMMEHTapuit
MOTYSPKUBACT 3HAYCHUE JeJIa JIJIST METUIIMHCKUX TEXHOJIOTMIECKIX KOMITAHUIA U paboTOoIaTeeH,
MOCKOJIbKY OHO 3aTparMBacT HE TOJBKO KJIACCHUYSCKHWE YTCYKU IAHHBIX, HO M HCIOJIb30BaHUE
TeHETHYECKON HWH(OpPMAIMK TPH CIUSHUSAK, MOTJIONICHUSIX W TIOCICIYIOIIEM KOMMEPUYECKOM
oOMeHe TaHHBIMH.

(HayuHbie, MeOuYUuHCKUe, NOO2OMOBKA, NePeno02omosKa, oepuyum,)

I'eHeTHKOB HAYHYT NePeyYHBATH M0 eTHHOMY CTAHAAPTY: MUH3IPAB VTBEPIANI
HOBVIO POrpamMmy’
(PharmPeople)

PharmPeople. Munzopas ymeepoun npocpammy nepenodeomosxu 2enemurxos — 2026. 24.04.2026.

PharmPeople coo6mnin, uto B Poccuu yTBeprkeHa HOBasi MporpamMMa repernoaroToBKH Bpayeii-
TeHEeTUKOB. B my0OuKamu roBopurcs, 4To mporpaMma paccuuTana Ha 576 akaJeMHMYeCKHX 4acoB
¥ MOXKET MPOXOJIUTH B OYHOM WM TUCTaHIIMOHHOM opmate. [1o onucanuto marepuana, yueOHbIN
IUTaH BKJIIOYaeT OOIIMe BOMPOCHl MEAMIIMHCKOW T€HETHKH U TEepaToJIOTUH, HacleICTBEHHbIE
3a00JIeBaHUsl M BPOXKJIEHHBIE MATOJIOTUH, JJAOOPATOPHYIO U MHCTPYMEHTAIbHYIO JUAarHOCTHUKY,

MCIUKO-TCHETUYCCKOC KOHCYJIbTUPOBAHHUE, COBPEMCHHBIC MCTOABI JICUCHUA WU COIPOBOXKIACHUA
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nanueHToB. OTIenbHBIN aKLEHT CeTIaH Ha paboTe ¢ OepeMEHHBIMHU, TPO(UIAKTUKE BPOXKIECHHBIX
3a00JIeBaHUN U HMHTEPIPETAllMM TeHETUYECKUX JAHHBIX. MICTOUHMKOM YyKa3aHO O(HUIIHaTbHOE
oI1y0JIMKOBaHKE IPABOBLIX akTOB Poccuiickoii Penepanui.

«[eHeTMKA CTAHOBHUTCH SI3LIKOM MEIMIMHBI  OVIVIIIEr0 OHOXAKHHTA»:
acnupanrypal

(PBK Komnanun)

PEK Komnanuu. «l'enemuxa cmanogumcs si361KoM MeOuyunsvl 6y0yujeco OUOXaKumuea». acnupanmypa.
29.04.2026.

PBK Komnanuu omyo6smkoBan matepuan CraBsiHo-I'peko-JlaTuHCKONH AKageMuu O Mporpamme
aCIHUPAHTYphl MO TeHeTHke. B myOnuKamuy roBOpUTCS, YTO T'€HETHKA YXe BBIIUIA 32 PAMKHU
dbyHIaMeHTaIbHON HAayKH O HAClEJCTBEHHOCTH M CTaja OCHOBOW MEpPCOHATM3UPOBAHHOM
MEAMIMHBI, OHKOJIMATHOCTHUKU, PEMPOAYKTUBHBIX TEXHOJOTUH, (apMaKoreHeTUKHU, TeHHOU
Tepanu, OMOMH(POPMATHKHA W OHOTEXHOJIOTHHA JONToJieTHs. Martepuan OOBSCHSET, MOYeMy
MOATOTOBKA CICIHAIIUCTOB M0 T€HETHUKE CETOAHS JOHKHA BKIIIOYATh HE TOJBKO JIA0OpATOPHbBIE
METO/bl, HO W IIOHUMaHHWE MCKYCCTBEHHOTo wuHTe/UiekTa, aHanu3za JHK wu mnpukiamubix
MEIUIIMHCKUX 3a1a4. B myOnukanuu Takke MOJIYepKUBACTCS BOCTPEOOBAHHOCTh T€HETHKOB B
MEIWIMHE U OMOXaKUHTE.

XapaKTEePpUCTHKA ONbITA MEIMIIMHCKUX DaﬁOTHI/IKOB, NNPOBOAAIIINX T'€CHOMHOC

TeCTHPOBAHHE B (elepaJbHOM KBAJH(OUIMPOBAHHOM MEIHIHMHCKOM IeHTpe!
(Communications Medicine)

Gur-Arie, R., Quijada, R., Hernandez, V. et al. Characterizing healthcare provider experiences delivering
genomic testing in a Federally Qualified Health Center. Commun Med (2026).
https://doi.org/10.1038/543856-026-01579-6

Cratbsi ucCHeAyeT ONBIT MEIUIIMHCKUX pPaOOTHUKOB, KOTOPBIE MPEIOCTABISIIM TEHOMHOE
TECTUpPOBAaHUE TaIMeHTaM B (QeaepaabHO KBaTU(UIMPOBAHHOM MEAMIIMHCKOM IIEHTPE B
®unHukce, mrat Apu3oHa. ABTOPHI MOAYEPKUBAIOT, UYTO IS peau3alii MOTeHI[Maia TeHOMHON
MEJIUIIMHBl BaXHO HW3y4daThb €€ BHEAPEHHE B HEIOCTATOYHO MCCIEAOBAHHBIX W PECYPCHO
OTPAaHUYEHHBIX METUIIUHCKUX YCIOBUAX. [[pOEKT MCTIOIB30BaNI CMEIIAHHBIN MONEPEYHbINA JU3AMH
U UHTEPBBIO ¢ 14 crenuanucraMy, y4acTBOBABIIMMHU B BO3BpATE PE3YIbTATOB MOJUTCHHBIX
OIICHOK pHucKa W MoHOreHHoro TtectupoBanus manueHTaMm eMERGE [V. KomnuuectBenno
OOJIBIITMHCTBO CIEIUATICTOB BhIpaXXaJId YBEPEHHOCTh B KOMMYHHKAIIUU PE3YyJIbTaTOB TEHOMHOTO
TecTupoBaHus. OJJHaKO KaU€CTBEHHbBIE TAHHBIE BHISIBUJIA OTPAHUYCHHS BPEMEHHU, HEAOCTATOUYHYIO
MOATOTOBKY, HEXBAaTKYy YEJIOBEUECKHX PECYypCOB, TPYAHOCTH TOCIEAYIOIIETO HAOIIOACHUS U
¢buHaHCcOBbBIE Oapbephl. ITH polIeMbl ocoO0eHHO 3aMeTHBI B yenoBusix FQHC. B BbiBosie aBTOpHI
YKa3bIBAKOT, YTO T€HOMHOE TECTUPOBAHUE MOXKET YJIYUIIUTh MCXOJbl MALMEHTOB, HO IS
YCTOWYMBOTO M CIPABEIMBOTO BHEAPEHUS HE0OXOauMa CUCTEMHas MOJAEepKKa MpOBaiiiepos,
0COOCHHO B PECYPCHO OTPaHUYCHHON TIEPBUYHON MTOMOIITH.

50


https://companies.rbc.ru/news/jmusgHImPL/genetika-stanovitsya-yazyikom-meditsinyi-buduschego-biohakinga-aspirantura/
https://companies.rbc.ru/news/jmusgHImPL/genetika-stanovitsya-yazyikom-meditsinyi-buduschego-biohakinga-aspirantura/
https://www.nature.com/articles/s43856-026-01579-6
https://www.nature.com/articles/s43856-026-01579-6
https://doi.org/10.1038/s43856-026-01579-6

! HaiineHo npu nomowwm ChatGPT
2 HainpeHo npu nomowwwm Claudie
3 HaitpeHo npu nomouwm Grok

4 HaingeHo npu nomowm Manus

51



