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MEOWUVNHA CEIOOHHA MEAOVUNHA
SABTPA
[penapaTbl NOHMXatlOLWKNe AaBneHmne KomnnekcHoe o6cnefoBaHme +

HACJIEOCTBEHHAA NMNOYEYHAA

HEFIOCTATOYHHOCTDb
OTCpoYKa B NOCTAaHOBKE AMarHo3a TOYHbIVN AUaArHo3,
OTCcyTCTBME afeKBATHOIO IeYeHus CBoeBpeMeHHoe fiedyeHune
VYXyOLeHne NporHo3a, OCNOXHEHUS MynbTUANCLUNNIIMHAPHBIA NOAXOA,

MapLUpyTM3aLus
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[MPEAVNKTUBHAA, NMPEBEHTUBHAA,

NEPCOHUDOULUNPOBAHHAA MEOVLUMHA (IMM)
OoT MEOWMUWHBI 31T B MEOVLIHY 10T

Hay4yHO-TEXHUYECKMN  Nporpecc B OWOMOrMM U MeguunHe
B KOHUe XX M Hadane XXIBB. cnocobCcTBOBal W3MEHEHUIO
napagurmMmbl BCEro 34paBOOXpPaHEHUs, CBA3aHHOW C Nepexoaom
OT rpyrnnoBou K NpeanKTUBHOWN, NPEeBEHTUBHOMW,
nepCcoHNGULMPOBaAHHON MeauunHe (MM) n Tepanuu,
YUYMTbIBAIOLLEN HE TONIbKO TWM 3ab0N1IeBaHUA, €ro ctaguto, nor,
BO3pacCT nNauueHToB, HO U MHAUBMAOYANbHbIE MONEKYNApHO-
reHeTnyeckme npopunm OUOMApPKEpPOB, aCCOUMUPOBAHHbIX
C PUCKOM  pa3BUTUS MaATOSIOrUN, €€ MNPOrHo30oM, WCXOO0M
N 3PpPEeKTUBHOCTbLHIO JIeueHuUs.

Ycnexu B pasBUTUU FeHEeTUKU U MHOOPMAaLMOHHbBIX TEXHONOr Ui
NPMBENN K NepeoCcMbICIEHNIO TEPMUHA «KMYyTaLMa», NOSABIEHUIO
HOBbIX AUCUMMIUH — FeHOMUKU (MPOTEOMUKKU, METaBGOIOMUKMU,

TPAHCKPNTOMWUKKY,  papMakoreHoMukn) 1 6UONHPGOPMaTUKK o 2094
C DA2ANABOTKOU UX MDhenmMeTa 1 MeTONOR UCCNenorRaHUaG nnexne
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TEHETUYECKWME OCHOBbI MHONBUAOYA/TbHOW

YYBCTBUTEJIbHOCTW
K MYJIbTUOGAKTOPUAJIbHBbIM BOJTIE3HAM (MOB)

[EHHAA CETb. 4OJ1A PA3HbIX TEHOB B NMATOIMEHE3E M®b

MOPOI MHOMBUOYAIbHOW
HYBCTBUTEJIBHOCTW
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aBOMOLIMA
NPEOVNKTUBHOW

ME OVLMHDI

MeanumHa 301 MeanuyHa 4[] TpaHcnaunoHHas, To4yHaga To4yHad
(3+1) MHTEerpaTmnBHag, MeanLUnHa 9K30MHaf
TapreTHas (Precision NGS)
MeanumHa medicine) MeanumHa
VIHOMBMAOYyanbHble
AKTMBHaﬂ pOﬂb reHeTn4deCkKune —
MepcoHanuampo KnnHndeckmny
P P NnauMeHTa [Tonck M anuUreHeTnyeckmne
BaHHag, (Participatory reHeTUYeCKUX npodpunm MO3, reHeTn4eCKmni
CNCTEMHAA N'eHeTunKa I_IaCI_IOpT
NpeBEHTVBHAA, medicine — do OMOMapKepoB 1 CUHTE3
npeauKTUBHaA youself 3a60/1eBaHNS MHONBUOYANbHbIX KaK MHCTPYMEHT
KOMUKCOB», MOAENN M9 OLEHKM
(BapaHoB v ap., medicine) (BapaHoB 1 gp., M®3 1 paboTa A
2000) f—H T 2042 C NaLUMEeHTOM PUCKJ
X "l . B BUPTY npe a o
2000 260;:;’86‘83 , 2012 ST oe 3350722 D

2015)
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[EHETUYECKWE MNMACITOPTA MHTEPHETA

INA YETO HYXKEH IHK NPO®WUIb YENOBEKA (TEHETUYECKWUI NACHMOPT) F’EHETUMECKMMA

CywecTBYeT MHOIC CHTYaLUiA, NpH KOTOPLIX TpebyeTcs caenath npodund [AHK, BOT HEKOTOpBIE U3 HUX: nA n 0 P I Bynym I O

SHOBNEHNE POACTBEHHDIX CBR3EN Yepes cpasHenune [AHK-npoduns ¢ obpasuamu AHK apyroro
ye g

* YCcTasoB OTUOBCTBA]

* UHTepecHbin ny RLHBLIA NOAAPOK GNM3KOMY HYENOBEeKY, KONNEere uNn HavanbHuky, W ,.e,qyme cebau yaname, KaK KOHTpONMpOBaTh pa601y BallMX reHoB.
* Ans noGuTenen IKCTPEN ROro CNOPTa; Bbl nony4yMTe CNMCOK pEKOMeHZaLui, COCTaBNEHHbIA Ha OCHOBE BalLMX
* A mobuTeneit aKTUBHOIO, COTQRKONO 0TAbIXa, nokasartenei. lNutaHue, fo6aBku 1 HU3NYECKUE Harpy3Ku, KOTOpbIe
o lln“ BHIEIXAOWMX 33 rpannLly, noﬂxom'r UMEHHO BaM!
« [Ans npodeccuit C NOBBILIEHHLIM PHCKOM ANA ROBLA W MU3HK, KaK CPeACTBO MALHTHA poBaTh

HENOBeKa NPH HeNPeABUACHHBIX OGCTOATENLCTRE

' C aHanM3oM MUKPOOUOMa KULUEYHUKE C KOHCYNbTauuei cneyuanuera

TaKwe CYLecTayIOT NPOYMe CUTYALMM, NPU KOTOPLIX Mbl PEKOME) No3Rg No TenedoHy MK
OCTaBWTL 33ABKY Ha cauTe o CNepCoHanbHbiM MNNaHOM TPEHUPOBOK € NEepCoHaNbHbLIM NNAHOM NUTaHUA

[eHeTHueckun nacnopt «Balia XUHLY — 310 reHeTHYACKOR HCCARACRAHME, B KOTOPOM

PACIUNDPPOSLIBICTCR HYKNSOTHAHAR NOCNEROEATENEHOCT AHK ¢ yenso

® OUEHMTD DHCKI DBIBMTHA JA60NEBAHNA, KOTOPLIE SBBHCAT OF COMETANMA MYTOLMIE B FEHAX 1 BHEWHHX

PAKTOPOS INHTanMe obpas xuanm OXPYXI0WAn CPpeRd s

| won cpen L

i i3 [@eHeTnyec¥mm nacnopT

o SUABHTS FENETHISCK/O NPAAPOCHIACXINHOCTS Kk enepenocumaatifcoropu npoyros 3TO KOMMNEKCHbIW FreHEeTUYECKUM TECT, KO. “0Obli NPeoCTaBNfAeT BO3MOXHOCTb

T SRS A —_—— aHaNM3a TbICAY reHOB, OTBETCTBEHHbIX 33 3[10py %€, AoNroneTne, 0cobeHHoOCTH

® 0APeRSANTE NPONCKOWRENME (KADTS WATPIUMM NPEAKDS, NONYARLMONHA COCTas AWETbI, TANIAHTHI, NPOUCXOXKAEHUE U PeaKLUUK Ha npuem nexkapcrs. lNonyyeHHbin [JHK

o YIMATS yNNKBABHAS AWORIE KIUECTER npocdunb NO3BONSKET CNELMaANUCTam NepcoHanbHo pa3paboraTbh peKkoMeHaaLmMm no
npocunakTuke 3abonesaHuin, gueTe U 06pasy XMU3HK, 3 TAKKE U3YUUTL

B peaynerare pacwndpoaxn Bawen [IHK Gyaet coopmuposano 3axmovesmne ¢ Sonee 380 orveramum no puckam npowcxomeHMe quOBeKa.

pazenTea 3abonesanni, ocobexHocTAaM MeTabonnaMa, NUTAHKE N DUINVNECKOR aXTHEHOCTH. Ha oCHO82 3Tux
TweT0a ByayT cHopMNpOBaHSl NHAMBHAYANLHLE DEKOMEHLILMK NO NUTaHKUD ¥ 00pazy wiuauu. Taxxe 3axnoyesme

GyaeT coaepwaTe MHGOPMALMIO 0 Baluem NPOMCIOZeNMM

FeneTnvecxne NONKMODPNIME HEHIMEMHE!, NOITOMY NPOATH TECTUPOBAMME HYXHO TONEKO 1 P32 & xuiun
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OT T’EHETUKW B TEHOMUKY

a= T dopmuposaHue AHanua reHoma Heobxoanmbl 06LLIMPHBLIE NONYNSALMOHHbLIE MepeocmbicneHne ocHOB Tpebylotcs HoBbIe

i .| TOYHOWM W passuTue. uccnegosaHus reHoMoB FEHeTUKW. YXOAWUT TepMUH KOHUenuun ans

' HoBble 3aaaum . | (nokasaTenbHo) MpeanKTUeHOM SMyTaLWA», NIPUXOAMT BHeapeHus MM

" hopmmpyioT | MeaMUMHBI. Meauumnbl (MM) il

| pa3BuTHe .| HoBble koHUenuuu

| TexHonorui .. TpebyloT HOBbIX |
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*XHOHOFMIZ A A VN V- N A

ﬁ* | [uarHoctuka N3yyeHue MonekynsipHasi MeguuuHa FeHOMHbIe 7 |
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| > o i ( ' NEeKTPOHHaRA !

| MeaMLMHCKO# 4 GonesHer (M®3) reHeTU4ecKasn kapra |

| FEHeTUKMN | .

i | WHgueuayanbHble 6asbl TpaHcnsumoHHas meauumHa KnuHu4ecKkmii :

il L | S| OHK-pawwerx | TOsomapkepwM®3 | rewerwuecki nacnopr |
a _a A - [ | l PR

| - Mpoexr MpoekTr MoNHOreHOMHbIN aHanu3a NGS CucremHas Guonoruss |

fi W .| «l'eHom yenoseka»,  «lannouaHbIi «-accouuauin (GWAS) > Mporpammbi v reHeTka OHTONOMMA

' i M®3 MeHeTuka :

| XpoHonorus i naeHTuuKaums ,.FeHOM» KOMMEpLIManu3aLys reH, oeKBeHm.)osaHua : .

| TeHOMMKW . 4 TEHOB MOHOIEHHKIX reHOMOB: __ COVID-19 |

| AR R TecTUpoBaHus . «"eHoMm xutenen Asnm» |

| Henoseka | 1 «Mcyesatouas I i - S riaaii 0

i ~ HacneayemocTb» 7 5
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OBLECTBEHHbIV 3AMPOC
OBPALLEHWE K YEJIOBEKY

01 PaHas
03 VYnyduweHune
ONarHOCTUKa
V KayeCcTBa XWN3HU
3ab0neBaHn

04 YBennyeHue
NPOLOIKUTENBHOCTH
XKN3HU

02 MpodunakTuka
OOe3HEN
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IBOJTIOUNA TEHETUYHECKOI'O NMACIIOPTA
2001-2022

01 Meanko-reHeTnyeckoe 05 Lkanbl pucka gns:

KOHCYNbTUPOBaHME « MOHOI'EHHbIX
02?2 KapVIOTl/II_I OJTNT Ol EHHBIX
03 KnnHuko- M®3
GapmakoreHomMmKa VIHQEKLUMOHHbIX
MHCTPYMEHTaNbHbIE JaHHbIE 5
KapanoreHoMmKa 3ab0ieBaHNm

04 CekBeHMpOBaHME 3K30Ma A/19 OLEHKN pUCKa
3a060/IeEBaHNN + BCMOMOTaTeNIbHblE
MONEKYNAPHO-TeHETUYECKNE TEXHONOT UK

A\ 4

HyTpureHomMmmka 06 KOHCVYJIBTALIN TEHETUKA n gpyrnx cneunanmnctoB;
[eHOMWKa CTapeHusa MHPOPMaLMA AN Bpaya, BbipaboTKa TaKTUKMK
CnopTnBHaA reHoOMKMKa NNaHUPOBaHNA 6epeMeHHOCTU, MPOPUNAKTUKN, NTeYeHnd

M MNTaHWSA MPU Pas3NYHbIX 3a601eBaHNAX

1987 1996-2000 2007 2019-2022
MNUP B8 PO 1 ’
CospaaHue naéopatopumn B OTTa FeHeTnueckni nacnopt TexHonorun NGS OK30M
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KNACCUOUKALINA 3AEOTEBAHMN YE/TOBEKA
C FTEHETUYECKOW TOYKW 3PEHNA

OKpy>xatolas cpeaa 3Aﬂ|AL—”/| MEDJ/'L“/IHCKOI?I

MOHOreHHble FeHeTHyeckas
3a60/1eBaHNs | ouena pucka TEHETNKW
100% N3yunTb ponib HacNegCTBEHHOCTU U cpeapbl
ONUroreHHble B BO3HMKHOBEHWN 3a60/1€BaHNM
3a60/1eBaHM4A YCTaHOBUTb TOYHbIN AMarHo3
Pa3bACHUTb cCeMbe CYyTb 3aboneBaHuda
MyNbTUGAKTODHbBIE OnpepenuTb NMPOrHo3 Anasa XuU3HuU U 300P0BbS
3a00n1eBaHnA npo6GaHAa
Pa3paboTaTb pekoMeHaaunn no neYeHuro
) 3a60neBaHNsA U NPoPUNaKTUKe OCIOXHEHUN
[pnobpeTeHHble OnpepennuTtb reHeTUYEeCKNN PUCK
3300/1€BaHNS 0%, ONs1 pPOACTBEHHUKOB NpobaHga (B T.4. 6yayLmnx)
N\’ [eHeTuKa °

OK3OMHOE

CEKBNHUPBOAHUE o 20241
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LEJTIN OK3OMHOI'O CEKBEHWPOBAHUE

Minausnayansmes

[TpoMeHeHne reHoOMHOW
[lpenckasaH MeOVLMHbI [0 3a4aTus
= [Capalbo et al., 2021].

[ndopepeHumanbHaa AMarHoCTnKa
Ob6bAcCHeHMe 1 nevyeHuve. MoareepxaatoLLas
OVArHOCTuKa. [loCcTaHOBKa AMarHo3a

nonib 2024 .
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[[EHHbIE MYTAUWNI, CBA3SAHHDbIE -

C PEMPOOYKTUBHbLIMW MOTEPAMMW
NMPEOCKA3AHUE o

Muanemnayansieid =
MY LIe e YPOBeHh s

ANarmoCTACM

 MOHOreHHble 3a601eBaHNA MaTepu

MOHOreHHble 3ab6oneBaHnda N1oaa

PENDORYNTHEEIE
IMOAHGSTH

PenpogyxTusrsin Penpogy«THsHbN
reHeTIMeCn NPOrHOoS

npeapacnonoxeHHoctn, PHK) " 2 3

[lpyrue reHeTnyeckmne ¢pakTopbl (FreHbl-

CoBMECTHLIN VDOBEHbL

EKoasextTve antopos, 2022

O.C. TAOTOB', A.H. YEPHOB', A.C. TAOTOB', [B.C. BAPAHOB]

MEPCIEKTUBBI MPUMEHEHUSA SK3OMHOTO CEKBEHHUPOBAHMA
AAS PELUEHUSA MNMPOBAEM B PENMPOAYKUMU HYEAOBEKA (YACTDL 1)

nonb 2024 T.
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OK3OMHOE TECTUPOBAHNE OJ14 MEOANUWHDI

[MPEOCKA3AHUE

d.N.0. naumneHTa:

[aTta poxpeHua nauymeHTa: 07.01.1978
[Ton: XXEHCKUU

Paca: eBponeunckas

O6bpa3el, N2 :

Hanpasnarulee ydypexaeHue:

MeToaom CeKBeHUpPOBaHUA HOBOIO NMNOKOJ1IEHUA NMpOoBENEHO UCCTeoBaHNE KOAUPYHOLWLNX PETMOHOB NreHOB,
BXoaswWux B naHenb «IDP», nameHeHus KOTOPbIX CBA3aHO C pa3BUTUEM MOHOIEeHHbIX (I)OpM
HacCJ/ieACTBEHHbIX 3a60/1eBaHUMN.

B paHHOe nccriegoBaHMe BOLWO:

— nccnepgoBaHune kogupyrowmx pernoHoB reHoB CFTR, PAH, GALT, SLC26A4, HRE, ATP/B,
accouMmnpoBaHHbIX C HanboJsiee pacnpoCcTpaHEHHbIMU HacneaCTBEHHbIMU 3a60/1€BaHUAMM;

— nccnepgoBaHune kogupyrowmx pernoHoB reHoB BLM, ASPA, CFTR, IKBKAP, FANCC, GBA, MCOLN],
SMPD1, HEX, nccnepgoBaHune KoTopbix pekomeHgoBaHo ACMG* (AMepuKaHcKoe 06LecTBO MeaULIMHCKOM

reHeTUKMNn).
— UccrieagoBaHuMe «BTOPUYHbIX»® HAX0O0OK, bekomMmeHaooBaHHoe ACMG

nonb 2024 .
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OK3OMHOE TECTUPOBAHWE OJ14 MEOWLUNHDI
[MPEOCKA3AHWNE

B xope CEKBEHMDOBAHMA BbIABJ/IEHDbI C/ieaylOUulMe NaTOreHHble BapUaHTbI:

“ MNONOMEHUE BAPHUAHTA (GRCh37/hg19) BbIABNEHHbIA BAPUAHT FTEHOTHN m YACTOTA BAPMAHTA ﬂl';l:):s'l";::ﬂ

Chril: NM_000256.3:
MYBPC3 47373058 c.26-2A>G T>C (retepoaurora) - <0.01% 90x
T>C rs376395543

Fes MYBPC3 KoaupyeTt cepaeyHblii MUO3UH-CBA3bIBAKOWMIA NPOoTenH C, KOTOPbLIN BbINONHAET CTPYKTYPHYIO GYHKUMIO M Y4aCTBYET B aKTe MbILLEYHOrO COKpPaLeHUs.
MaTtoreHHble U BEPOATHO NaTOreHHble BapuaHTbl B reTePO3MIOTHOM COCTOAHMU B reHe MYBPC3 accouMMpoBaHbl C pa3suTMeM runepTpoduueckon, annarTauMoHHOM

Kapauomuonatuu, CUHAPOMa HEKOMNAKTHOrO MUOKapAa NeBoro xenyaouka (OMIM: 615396; 115197; 615396).

BbifaBNEeHHbIE BApUaHTbl HOCUTENbLCTBA:

FTNYBUHA
“ NONOMEHUE BAPHUAHTA (rch37/hg19) BbIAB/NEHHbIA BAPUAHT FEHOTHN m HYACTOTA BAPMAHTA MPOYTEHMUSA

Chr15: NM_004727.2:
65917171 c.754_755delAT AT>delAT (retepo3urora) 2 <0.01% 69x
AT>delAT rs777989874
Se2e: NM_000086.2:c.1048delCrs38683369
28493433 — o 6 C>delC (reteposurora) 15 <0.01% 150x
C>delC
Chr12: NM_000277.1: ox
103246653 ¢.782G>A(p.Arg261GIn) ( ) 7 0.01% 42x
C>T rs5030849 Bl el o
Chril: NM_001128425.1: ot
MUTYH 45797228 c.1187G>A(p.Gly396Asp) 13 0.32% 25x
C>T rs36053993 (reteposurota)

1) lexd CLN3 (MIM607042) koaupyet 6enok 6aTTeHUH. U3MEHEeHUA B AaHHOM reHe acCouMmMpoBaHbl C Pa3BUTUEM ayTOCOMHO-PELECCMBHOIO HEMPOHHOIO BOCKOBMAHOTO nunodycumHosa (MIM204200).
2) Fen PAH (MIM612349) kogupyeT GeHUNANaHUHIMAPOKCUNA3Y. U3IMEHEHUA B AaHHOM reHe acCoUuMMPOBaHbI C Pa3BUTUEM ayTOCOMHO-peLeccueHon peHnnketoHyoueit (MIM 261600).

3) fen MUTYH (MIM604933) koaupyet [AHK - raMkosunasy. M3ameHEeHMAa B AAaHHOM reHe accouMupoBaHbl C Pa3sBUTMEM ayTOCOMHO-PEeUeCCHMBHOrO KONOPEKTanbHOro aneHoMaTo3HOro noaunosa
(MIM132600) u cemeHOro aneHomMaTo3Horo nonuno3sa (MIM608456).

4) Nen SLC24A1 (MIM6E03617) KoaupyeT NpeaCTasUTeNs CEMENCTBa Kanuit-3aBuCcMMbIX HaTpui/Kanbumii obmeHHUKoB. Koaupyembiii 6en0K urpaeTt BaXHy ponb B Hatpuil/kansumesom obmexe 8
nanoukax u konboukax CETHATKW yepes NOCPeAHUYECTBO B IKCTPY3UMU OAHOIrO MOHA KaNbUMA M OQHOr0 MOHA Kanusa B OBMeH Ha YeTbipe MOHa HATPUA. M3MEeHEeHMA B AaHHOM reHe accouMupoBaHb! €
pasBUTMEM ayTOCOMHO-PELeCcCMBHOK HOYHOMU cnenoTtom (MIM 613830).

nonb 2024 r.
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FTEHETUYECKASA CTPYKTYPA YEJTOBEYECKUX
nonynaunn

YacToTa HepepepeHTHON (He «AMKOro Tuna») annenu B nonynaumm siBAseTcs
OAHUM U3 Hanbonee BaXHbIX @GaAKTOPOB, BAUAKOWUX Ha KIUMHUYECKYHO
MHTEpNpeTauuo reHeTU4yeckoro BapuaHTa. HecMoTpsa Ha ypes3BblYanHO
6onblloe KonuyectBo o6pasuoB B AaHHbiXx Gnomad (125 748 pns Bepcuu V.
2.1), reHeTnyeckaa W3MEHUYMBOCTb BO MHOIMMX PEernoHax mno BCEMY MUPY
BCE eLle NIoXo n3y4yeHa.

- Custuin Sesrh Su«h - LAl 81 .'._ 3
Genomics =- AN 100K

Rare Disease Documents

..............

nwonb 2024 r.
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CINEKTP HOCUTEJIbBCTBA HACJTIEOCTBEHHbIX
3ABO0/TIEBAHMN B POCCUW [BARBITOFF ET AL., 2021].

C uenbto yBenmnyeHunsa o6 beEMa aHanM3npyemMmomn BbI6OPKK, Mbl Co3aanu
paclunpeHHbIn reference set reHeTUYECKUX BapnaHTOB, NpoaHann3npoBaBn
6096 06pa3uoB, co6paHHbIX B ABYX KPYMHbIX ropogax Poccum — MockBe
n CaHkT-lleTepbypre.

N3 BCcex BapuaHToB 75,7 % Oblin n3BecTH®dIS¢HangeHbl B nocnegHen co6opke
dbSNP), a 24,3% (509 409)-6einu-HosbiMK,

ARUSEq — npo oSvagme 4 CXOR MHDODMAMN MERY MNECKIM Nabs et a Poc 14 o —
50, Jie =] [+ MK LY nen P, SKTEPN 08 aC B4 B W1y LenomMm
=H ac Ml MOM o YHACTEYWOT OB HERLIRE [@raTHe ACopaTopMn M C epl -
eeeeeeeeee CepGanab, 8 Taxe Mogonckan GoneHmua N140 KypopTHoro panosa Caskr-Nerepgbypra.
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Bpayaep paspabatam o caTpyaMEMecTER © HMCTHTYTOM B0 opMaTvrmn
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CTPATEI A OUEHKWN YACTOTbl MYTAUNW
[Fedyakov et al., 2018].

[Jednuut NM30COMHON KNCNOU Nnnasbl
(OJ1KJ1) — pepkasa HacnegcTBeHHas
nporpeccupyroaa 6one3Hb ooMeHa
nunnpaoB, NnpmBoadallas K pasBuUTUO
aTepockKepos3a, renatocnjieHoMeranumu,
LMppOo3a nevyeHn, ManbadbcopobLmm n gpyrmx
CUMMNTOMOB. [1pn OoTCYTCTBUMU

3
)

AHaNn3 JaHHbIX
KOropThbl 9K30MOB

B pe3ynbTaTe aHanmMaa y 2x o6pa3uos
N3 523 6blNa BbiABNeHa MyTauma c. 894G>A
B reTepOo3nUroTHOM COCTOSAHUMN,

YTO COOTBETCTBYET YacTOTe 1
§ creunduyeckoro nevyeHus rnporHo3
1/262 B nccnenyemMmomn nonynaumn. Takmm y
’ ONsi nauueHTa He6naroanﬂTHbm No3TOMY |
06pa3oM, pacuUéTHasi YacToTa !
KpanHe BaXkHa CBoeBp
reTepo3nroTHOro HOCUTENBCTBA BCEX s

AMarHOCTUKa OONE3HN.

NaTOreHHbIX BapnaHToB B reHe LIPA MoxeT

Mccneuosauue 4acToThbl BCTPEYaeMoOCTH
AeduumnTa TM30COMHON KUC/ION MNasbl

Boéﬂ@@i@@c&@@i@ﬂ@)ﬁ g 61‘6? @@@ux 3a601eBaHWi1; s [ s
[1pOrHO3 NOTPEeBHOCTEN ONA NeYeHus; S R
BO3MOXHOCTb OLIEHKM GUHAHCOBOIro CONPOBOXAEHWA AaHHbLIX 6ObHbIX.
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OCOBEHHOCTW PE3YJIbTATOB TEHETUYECKOI'O
AHAJINSA

« HoBasi ceMbsi — HOBbIN NAaTOreHHbIN BapUaHT
Pa3Hble NaToreHHble BapuaHTbl B OQHOM reHe —
Da3/IM4YHOE TevyeHne 3abosieBaHuS

'laTOreHHbI BapuaHT B OAHOM reHe — pa3/inyHble
3a60/1eBaHUA

CoyeTaHMe nNaToreHHbIX BapuUaHTOB B pa3HbIX reHax.

g
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[MTATOI'EHHbIE BAPUAHTbBI B O4HOM

N TOM XE TEHE MOT'YT INPNBOAONTDb O6bACHEHNe ,
(Slotoy 0 et al 5t1gp 2O/ TEBAHNAM
bones3Hu

BO3MOXHO, HO30/10rn4yeckme Gpopmbl — 3TO BCEro b
pa3niMyHble BapWaHTbl WU3MEHEHUWU B paboTe OOHUX
M TEX XXe OCHOBHbIX NEHOB C YYETOM HEKOTOPOro BKJlaga
haKToOpOB BHeLUHeWn cpeabl. \ / »1
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NMPUMEHEHWE NGS O6bACHEHMe
CEKBEHUWPOBAHWA MODYS -

Table 1. Genete vaniant: identified in Ruszian children with non-type 1 disbetes mellios.

019 UOEHTUOUKALMA HOBbIXoov? =" == = = ==

MODY13 : i e e R
%A‘PM %H'[OB 1 o &
lotov O. et al., 2019]. e e e
.775G>A (p Ala259Th) Mizsense  Uskmown  Likely
¢ 1079C>A (p Ser360%) Noncenze Unknown
N3 33 naumMeHToB MyTaLMnN B reHax 7 e e ton
e117_119elAAG (pLy:3%del)  Inframe  Unkmown
MODY nmenu 27 (81,8%) S o
7 ¢ 1253G>C (pSerd18Thr) Mizzenze Unknown
27 ¢ 754T>C (p Cy=252Asp) Missewe  Uskmown 1
1 19 n3 HMx B reHe GCK (57.8%). o B o |
GATAS  cl4T7CT (pAmpdsi®) \m De nove
A QURBISH BAIAKERIN 8FonanTos B pasnnuHbIX reHax- s W oeiemmew e e
.. 4 .: c.l9l§C~"T AlgG”:) )fw
MULLEHSAX BbINI0 OBHAPYXEHO Y TPEX NauneHToB. B ogHOM , s e
n3 HMXx peneuna B reHe GCK conpoBoXxaanacb MUCCEHC B eanemscing
MyTaumen B reHe HNFTA (nauyeHT N2 226). B gpyrom cnyyae e giacsrm
NPUCYTCTBOBaNU ABe MUCCeHC-MYyTaummn B reHax GCK u BLK I e

(naumneHT N2 529). VY TpeTbero naymeHTa (N2 662)
npucyTcTBOBan gedekT crlaucuHra B reHax GCK
N MmncceHc-myTtaumm B BLK n WFST.
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[MPUMEHEHNE NGS CEKBEHNPOBAHNA
014 WOEHTUOUKALNN HECKOJIbKINX
HACNEOCTBEHHbIX 3ABOJIEBAHUN Y OQHOIO YEJ/TOBEKA

[Tyny3saHoBckasa u ap., 2017; Balashova et al.,
2019].

KnnHnyeckaa KapTuMHa  3ab0JieBaHUA Yy KaXOAoro  60/1bHOro
XapakTtepusoBanacb  3HauuTeNbHbIMM  pas3nuMaMuU.  TONIbKO O z
y cTapLwero OpaTa OblN BblABNEH NaTOrHOMOHMWYHbIN
ons BBK cumntom — KONbLO Kansepa — dnenwwepa
N HeBponormyeckue npoaABNeHns B BUAe HEeYyCTONYMBOCTU -

2 ~ fieGuors 17 ey, MENH IBIZBKK WHUHT
npu xoabbe; HapyweHue peun, nodvyepka. lNpoBeneHHbIN CKPUHUHT Ds 6 19 ner . .‘/:")\.

ATP7B ATP7B ATP78B

OBYM Magwnm OpaTbaM, KOTOpble Ha MOMEHT 006cief0oBaHUS ¢3036dupC(pLys1013fs)/  ¢.3207C>A(pHis1069GIn)/ ¢.3207C>A(p His 1069GIn)/
¢.3649_3654delGTTCTG ¢.3649_3654delGTTCTG ¢.3649_3654delGTTCTG
He NpeObaABNANM Xano6, BbIABUA Y OOHOrO MepBOHaYasbHble HFE HFE HE
¢.187C>G(p.His63Asp)/N c.187C>G(p.H|§63Asp)/ ¢.187C>G(p His63Asp)/N
NPOABNEHUSA XPOHUYECKOro rernatuta HU3KOW CTeNeHU aKTUBHOCTU e
(6e3 umpposa nedyeHu), Y BTOPOro— XPOHUYECKUN Trenatut
C TpaHchopMaLmen B LMPPO3 NeyeHU, YTo NO3BOSNIO KINHULMCTaM

omnarHoctmpoBaTtb bBK.

65

JOIVIC ad il O SAHADI

BapuaHTbl B reHe MogupumkaTope —

OCHOBHONM eHE BbIABJTE€HDbI
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BEAYLMW LLEHTP FTEHOMHBbIX TEXHOTOT MM OO0 «CEPBAJIAB» -

[MPUMEHEHNE NGS CEKBEHNPOBAHNAA
014 WOEHTUOUKALUNN HECKOJIbKINX ‘
HACNEOCTBEHHbIX 3ABOJIEBAHUN Y OAHOIO

UEJIOBEKA
[Alaverdian et al., 2020].

CornacHo COBpPEeMEHHOM Knaccupukaumu, cylLlecTByeT
nse Gpopmbl HacneacTBeHHOro UXTNO3a: CUHAPOMHas
N HECUHOPOMHAaSA, N KaX4asa U3 HUX COCTOUT U3 6osiee yemM AecaTu
Pa3/INUYHbIX HO30n0rMn. Hanbonee pacnpocTpPpaHEHHbIMU TUMAMMU

r

PopocnoBHada KapTa npo6aHga .
(*). MaTb, cecTpa v fo4Yb cecTpbls

b

UXTNO33 ABNAOTCSA X-cLienneHHbI PeLeCcCUBHbIN MMEIOT CUMITOMbI BYNbI'apHOTO
(pacnpocTpaHéHHocTb  1/2000-6000 y MY>XUMH) U ayTOCOMHO- MXTNO3a, BbI3BAHHOrO MyTaLen -
OOMMWHAaHTHbIN, U BYNbrapHbIN NXTNO3 C HenoJiHou B reHe FLG (p.Arg2037Ter: |
neHeTpaHTHOCTbIO (1/250-1000). X-cuenneHHas dopma cBsA3aHa c.6109C>T)

C MyTauuaMum B reHe CTEpPONOHOM cynb¢aTasbl STS,

ﬂgﬁgﬂﬂ@ﬂ%ﬁ%cmﬂ?ﬁ %BWOFGEZ%@@%”WH%J"ﬁﬂﬁé&‘&?ﬁmwﬂ%ﬂ"”Hb'x (GOPM HACNECTBEHHOrO MXTNO3a, - X-CLEMNEHHOrO

CCUBHOro U ayToEoMHO-JOMMUHAHTHOIO NOSITHON NeHeTPaHTHOCTbio. [JaHHad WHPopMaLMa OCOOEHHO LUeHHa [nNnd MeguKo-reHeTU4yecKoro
L@ LipoB@a .npy nporHose notomcTBa, T.K. NpU X-cUenneHHoOn GopMe PUCK pPa3BUTUA GONE3HN Y MOTOMCTBA MEPBOro NOKONIEHUS OTCYTCTBYET,
a rnpuv ayToCOMHO-AOMWHAHTHOM dopme COCTaBNgaeT okoJio 50% (NpnHMMas B pacyeT HEenosnHyro NeHeTPaHTHOCTb).
YuntbiBagd CXOACTBO K/AMHUYECKOM KapPTWUHbl, PEKOMEHAOBAHO MPOBOAUTbL MONEKYNSPHO-TEHETUYECKYD AMarHocTuky ureHa STS, mreHa FLG,
ANs UCKMKYEHUS COYETAHHbLIX $OopM 3ab01IEBaAHUS.
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NCIMOJIb3OBAHNE SK3OMHOI'O CEKBEHPOBAHIWA
N HOBbIX NoAxXo4os And NAEHTUOUMKALNN TEHOB

KAHD.I/ID.ATOB Mq)3 W,xxxxxxk = O'Zm%m

[Barbitoff et.al., 2018] e
FORRRARA

NOuna6et 2 Tnna (CO2) n oXXupeHue ABNAOTCA ARAR e

PacNPOCTPaAHEHHBIMUN XPOHNYECKUMMN 3a60/1EBAHUAMM AR g

C MHOropakTopHOu aTnosornen. B nocnegHue rogbl s RARRA R -

noeHTudunuUnpoBaHo 6onee 128 reHeTUYEeCKUX MapKepPOB ARAR g‘%"&f””

npeppacnonoXxeHHocTn K CL2 n 6onee 700 K OXXUPEHMUIO.

B OCHOBHOM 3TW UccnegoBaHua 6bin NPoBeAEHbI

c ucnonb3osaHnem GWAS [Scott et al., 2018; Fuchsberger et al.,
2016; Yengo et al., 2018].

AHann3 napHbIX MPU3HaAKOB (OXKUPEHNE NMPOTUB KOHTPOSS,
CL2 npoTtune KoHTpond, CL2 + OXXMPEHUA NPOTUB KOHTPOS
n oxxnpenHune + C[12 npoTmB KOHTPOSISA)

AHanu3 accouuaumm KoJIM4eCTBEHHbIX MPU3HaAKOB

AHTDONOMEeTDNE N O ~ N3IBECTHbIMV ManDKenamMy O0beduMHeHuue

BCex rpynn). Nouck BapmaHToB: ¢ Manoun Yactoton annensa (MAF) mone 2024 .
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AUCS, MNOJIYHEHHbIE C UCTTOJIb3OBAHUEM TOJIBKO MOJIA s

N BO3PACTA, TOJIbKO SNP Y BCEX TPEX BMECTE B3ATbIX -
1

[Lello et al., 2019]. >
. Tecrupyeman Bommecs & Tias Tonbko Boapacr + lNon + 2 p‘
e 3HaunTEeNIbHaA HacneoyemMoCTb OONbWMHCTBA paCI'IpOCTpaHeHHbIX sHooRe S S

3aboneBaHUN noppasymMeBaeT, 4TO Mo KpaHEN Mepe HEKOTopble funemoum UKBB  0638(0018) 0667(0012)  0717(0.007)
pPas3nnuna B pUCKe O0OYyCNnoBfieHbl TreHeTu4yecknmun adpdpekTamu.
e Pacnonaragd pOocCTaTO4YHbIM KOJIMYECTBOM OOYy4YaroLMX OaHHbIX,
COBpeMeHHble MeToabl  MaLUMHHOIMO  OOYYeHUs  MNOo3BONAOT
HaM co3fgaBaTb NONIUreHHbIE npeguKTopbI puUcka.
e ANroputM o0Oy4YeHUAaA C OOCTATOYHbIM KOJIMYECTBOM MNPUMEPOB
Oona obyyeHnsa MOXXeT B KOHEYHOM WUTore, OCHOBbIBAACb TOJIbKO
Ha reHoTUne UAeHTUPMUMPOBATL NOAEN, KOTOpble MNoaBeprarTCs
HeOOblYHO BbICOKOMY PUCKY 3TOro 3abonesaHuq.

OTO UMeeT oyeBugHoe KIIMHUYecKoe npuMeHeHue: CKYyOHble pecypchobl
Oona NpoeuNakTuKn U gUarHOCTUKMU MOryT ObiTb 6oJiee 2pPeKTUBHO pacnpepneneHsl,
ecnum nuua C BbICOKMM PUCKOM MOryT OblTb UAEHTUOULUMPOBAHbI MPEBEHTUBHO.
OTO MOXXHO cAeNniaTb B paHHeEM BO3pacTe Unn ga)ke o poXXAeHus.

UKBB 0.695 (0.007)  0.705 (0.009) 0.783 (0.008) ’/"

UKBB 0.672 (0.009)  0.640 (0.015) 0.651 (0.013)

eMERGE 0.818 (0.008)  0.651 (0.007) 0.851 (0.009)

¥ @
eMERGE 0.817 (0.008)  0.686 (0.007) 0.864 (0.009) s

eMERGE 0.643 (0.006)  0.630 (0.006) 0.697 (0.007)

eMERGE 0.565 (0.006)  0.633 (0.006) 0.651 (0.007)

nonb 2024 .
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OMPEOENEHME N TECTUPOBAHUE GPS (POLYGENIC RISKS
CORE) ON9 NATU PACMPOCTPAHEHHbIX CJTOXHbIX
[Khera etRR 2PN31/

o ool epsiapmemns Rigsaitonsmeil IV 00 S B I 00 Do st Bemar s
Cnyuaii/Konponb s Py SNP B GPS HaCTPOMKM peAa pye
ANA NPOBEPKM Habope gaHHbIX ANA NPOBEPKM Habope AaHHbIX
“ 60,801/123,504 3,963/120,280 8,676/288,978(3.0%) 6,630,150 LD Pred(p = 0.81 (0.80-0.81) 0.81 (0.81-0.81)
(3.4%) 0.001)

®ubpunnauma 17,931/115,142 2,024/120,280 4,576/288,978 (1.6%) 6,730,541 LDPred (p = 0.77 (0.76-0.78)  0.77 (0.76-0.77)
npeacepani (1.7%) 0.003)

- 26,676 / 132,532 2,785/120,280 5,853/288,978 (2.0%) 6,917,436 LDPred (p=  0.72(0.72-0.73) 0.73 (0.72-0.73)
(2.4%) 0.01)

CRTOEN O T 12,882 /21,770 1,360/120,280 3,102/288,978 (1.1%) 6,907,112 LDPred (p=0.1) 0.63 (0.62-0.65) 0.63 (0.62-0.64)
sabonesaHue (1.1%)

KULLEYHUKA
ST 122,977/105,974  2,576/63,347 (4.1%)  6,586/1576895 (4.2%) 5,218 Obpe3ka u 0.68 (0.67-0.69) 0.69 (0.68-0.69)
menesbl noporosas
obpaboTka (r/2
<0.2; P <5x10-
4

I'Ipemmyu.LeCTBo GPS cocTouUT B TOM, YTO €ro MOXHO OLIEHUTb C MOMEHTa poXAeHund, 3aoJiro 4o 1oro,
KaK NosiBUTCA CNOCOOHOCTb Pa3/iIniaTb (I)aKTOpr PUNCKa (Hanpmmep, r’MNepPToOHNO UM anaoert 2 TVII'Ia),

A

L) 1] LA N\ /] - 1.1/ /] - YA L L) /] - [ 1. HEIAYS a AY N
\J/ y Yy \J V NS UAW \J/ Vi N \J

» n » AC]
» Y igw » C 7 - O C /11,
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REVIEW COMMUNICATIONS

YHUBEPCAJIbHOCTb NPUMEHEHWA .
Personalized medicine: the role of sequencing
technologies in diagnostics, prediction and
KOHLEEMUMW «TEHETUYECKOIO e <
Voleating LaTiohove, Andeey Zaretolcr’; Makeber Donh RGOV #Ad ‘
MACMOPTA» _i
« Bce HacneacTtBeHHble oone3Hu OOCTAaTO4YHO YCNOBHO noppasfaenaroTco a
Ha MOHOreHHble N MyNbTUOAKTOPHbIE.

TaxecTb 3abofieBaHud, BpemMda MaHudpecTaumm U KIIMHUYECKUe  MPU3HaKu
HacleACTBEHHbIX OOSIE3HEN 3aBUCAT OT NMPUPOAbl MyTaLUMn, NOBpeEXAatoWwmx padoTy
reHa W reHoB-MmoaupuKaTopoB, BAUAKOWKMX Ha NposABNEeHMEe NaToJIOrn4yecKnx
NPU3HAKOB N GaKToOpOB BHELUHEN cpenbl.
Ha ponto TUMNUYHbIX MOHOMEHHbIX O0NIe3HEN NPUXOOUTCHA TONMbKO OKoo 1% BcCeun
natonormmn yenopeka. CemMenHble MOHOreHHblIe U MofIMreHHble GopMbl JOCTATOYHO
penkKu, OCHOBHbIe 3aboneBaHUA yesnioBeka (cepaoe4yHo-cocyaucTble,
OHKOJIOrM4YeckKune, ncmuxmyeckue, HempopereHepaTmBHble n ap.) oTHocATcsa K M3,
3TUONOINrMNA KOTOPbIX CKlafblBAaeTCA W3 COYETAaHHOro AencTBUS HacneacTBEeHHOU
npeapacnooXXeHHOCTH N BHELLUHEN cpepnpbl.
CoBpeMeHHble MnMpeacTaB/ieHUsa O reHeTUYeCKOM BapUaHTe KOHUEeNTyallbHO MEHSART
HallKX 3HaHUA O TOM, Kakue O0one3Hun [ABNATCA MOHOreHHbIMU, OJIUFOreHHbIMMU
N MyNbTUPAKTOPUANBbHBIMMN.

Has3pena Heo6xo4NMMOCTb CO34aHNA HOBOW reHeTU4YeCcKou Knaccupumkaumm 60nes3Hen, o, .
C OAONOIA HA TONMNMKKO HA KANUHUKO-N2AODATONHKIA NMAaHHKIA HO I HA NARN/NMTRTATRI
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NAHOEMNA COVID-19 KAK OABUIATEJIb AHAJTIU3A

[EHOMHbIX OAHHDbIX
[Shikov et al., 2020: Glotov et al., 2021B: Shcherbak et al., 2022].

——-.—-]—.——-

disease prevalence in Northwest Russia

[lekabpb- AHBapb 2020- Man 2020- s oo
AHBaPb Mawn 2020rr HacTodalee BpeMgH

n..«:n-"lluu-, Clotow ™M 0 | Alesder V. Prodens’

2 01 9 2 O 2 O rr Analysis of the Spectrum of ACE2
Variation Suggests a Possible
Influence of Rare and Common

Variants on Susceptibility to
AHanms I/I3yqul/|e AHanna COVID-19 and Severlty of Outcome

[€EHOMHDbIX r€eHOMHBbBIX [€EHOMHDbIX é":?v":,':;""”mmu ey mi:, , A,:.: ”:7&;2 e T

Sergey V. Azarenk il Foctymko Vietoria V ny', Yl A Elmmont’,
o wa V. For :mn-m-' nn-my N M.m.l..m-w' Omitry A. VOIogenmmin®, Sergel V. Mosenko',
Talrana A Ponormareva Ynnu A, Talts', Anna U. Anisevkova', Dot G, Lisovels',

OaHHbIX OCOBEHHOCTEN NaHHbIX R e

V Pa3NNYHbIX peLenTopa V MaLUMEHTOB C -
HO30/10rMYECKM ACE2 COVID-19 Rl S8 mecows
X rpynm g
NaLUMeHTOoB : :

A-B-HORYAHIAU—
|

o
MDP1
~”

Articie

Identification of genetic risk factors of severe COVID-19 using
extensive phenotypic data: a proof-of-concept study in a cohort
of Russian patients

N
OV

Sergey G. Shcherbak Y, Anton |, Changalidi '~ hrv A. Barbitoff '=*7, Aana Yu. Anisenkova ¥, Sergei V
Mosenko 7, Zak har P Assulenke ™*, Victuria V. bn [hulruLh-.ln lulm Kalinin ™ \-rlA.l mont
= Andrey S Glotor 14, h. ¥y Y. Garbuzov %, lvu-& N, Chornow ¥ xp Klitsenko 4, u

Ushakov *, Anton E Shikov *, Stanislav P Urazov ®, Viadislay S. Ilumm | Oleg 8. Glotow 47

noSib 2024 .
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BEAYLMW LLEHTP FTEHOMHbIX TEXHOTOT MM OO0 «CEPBAJIAB»

MCCNEOOBAHUE KOIrOPTbI N3 840 POCCUNCKIUX
MALUMEHTOB C COVID-19 [SHCHERBAKETAL., 2022].

[Shcherbak et.al., 2022].

Mbl npoaHanmanpoBanu accounaumto 13 983 pacnpoCTpPaHEHHbIX
(MAF>0,05) BapuaHTOB, OOHaApPYXeHHbIX B HawemM Habope
OAHHbIX reHOTUNOB, C Habopom n3 53 NpepBapuUTenbHO
06paboTaHHbIX KONMMYECTBEHHbIX MPU3HAKOB C HU3KOW YacTOTOMU
NpPONYyCKOB.

B oblen CNOXHOCTU  Mbl OOHAPYXUNN 5 KOJIMYECTBEHHbIX
NpuU3HaKoB, KOTOpble OEMOHCTPUPOBANIN CUrHanbl accounauun.
K HUM OTHOCATCS YPOBHU CbIBOPOTOYHOIO C- peaKTVIBHOFO 6em<a

REISB)ﬂb?EﬂnWe@EELHEﬁ Ak GO T8, ARSHRbIIAT LI 1 QiR

gqc%% S dTmeEine, e?é;rlﬁhg I%Q'%WAS%}I/-IEIAWA%E@%%
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P-3HAYEHUN ACCOLIMALMM 07151 (CBEPXY BHW3) YPOBHEW
CbIBOPOTOYHOMO CPB (A), OLIEHKW MOPAXEHWS JIEFKMX
HA OCHOBE KOMIMbIOTEPHOM TOMOIPA®UM (B), YPOBHS
CbIBOPOTOYHbIX NMMOOLMTOB (C), NEMKOLIMTOB (D)

ii ﬂﬁﬂiﬂ“ih o

000000
ancrc :x'n'&uh Expeced 0g..40)

-
~o

:’ ifi 2
a wwwnu ;/

IIIIII

- X F
» it D \s.’-; s "('-': JE .81 !
1] iiv-»hl-.hr;-_ll;i;ﬂ.:zl.rlf»":l:; R
L L . . . ’ 1] : - - Xl AL :. LR I "
Genom« conrtname

000000
Oom Lo \.m Cpacied 403..00)

ﬂ Hﬂnﬂniil /

o 1 2 3 4 3

rrrrrr

000000
Garvame cooeor u- pacnd 405001

u wnhun > ol

o 1 2 3 4 &

Cesome coonde Pxpmond Hog. 401

N HEUTPO®WJSIOB (E).

UoHb 2024 T.



BEAYLMW LLEHTP FTEHOMHbIX TEXHOTOT MM OO0 «CEPBAJIAB»

.‘\/2)
e
@M CEPGAJIAB
»
o

NCCJIEQOBAHWE KOI'OPTbl N3 840 POCCUNCKUX
[MALNEHTOB C COVID-19
[Shcherbak et.al., 2022].

OCHOBHbI€e reHeTu4yeckue BapWaHTHhI, acCcoUuMUpOBaHHbIE
C KOJIMYeCTBEHHbIMU npu3Hakamun, cseasaHHbiMKM ¢ COVID-19, B koropte
OCCMMCKMX I'IaLl,l/IeHTOB

50259161 rs1651553 Heuntpodwunsl, 1.44e-07 MYH14

NEeNKOUUTDI
22 20992196 rs112544  Heutpodwunbl, 4.87e-05 LZTR1
NenkouuTbl
3 38894643 rs33985936 dopma no KT 2.49e-05 SCN11A

OBHAPYX>XEHO 15 TEHETUYECKUX BAPUAHTOB C P <107
(014 6 NPU3HAKOB C HAUNYYLWMM CUTHANTOM ACCOLIMALIMIN), COOTBETCTBYHOLLUME 11 HE3BABNCMbIM

JIOKYCAM.

NKOHLb 2024 T.
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MCCNEOOBAHUE KOIrOPTbI N3 840 POCCUNCKIUX

[MALNEHTOB C COVID-19
[Shcherbak et.al., 2022].

MYH14: benok npeacrtaBnaer cobou O0O6blYHbIN HEMbIWEYHbIN  MUO3UH.
MWO3UHbI —  3TO aKTUH3aBUCUMbIE  MOTOPHbIE OeNlku € pa3Hoobpa3HbIMU
dYyHKUMAMUK,  BKAYad  peryndaunmro  UMTOKMHE3a, NOABUMXHOCTU  KIETOK
M NONIAPHOCTN KNeTok. MyTaumm B 3TOM reHe npuBoAsT K OOHOW U3 GopM
ayTOCOMHO-AOMMWHAHTHOIO HapyLeHns cryxa, KapaunomMmumonaTusam, HeMponaTuam.
LZTR1: OTOT reH kognpyeT 4neHa cynepcemenctBa BTB-kenya. [Npoaykt reHa
NoKann3yeTcd UCKNHYUTENbHO B ceTu [onbaXxu, rpae oH MOXeT MNOoMOYb
cTabunmusanpoBaTtb kKomnnekc lonbaXxu. [leneuna 3TOroreHa accouummpoBaHa
C CUHAPOMOM dnp>xopaxa, a MyTauuu C CUHAPOMOM HyHaHa
M HacneacTBEHHbIMMU KapanomMmmonaTtuamu.
SCN1IA: OTOT reH Kogupyet OOHOro YneHa CceMencTtBa TreHoB anboda-
cyobegunHuLbl HaTpueBoro kKaHana. OH onocpenyeT genondpusaumio MemMOpaH,
BbI3BAHHYKO HeupoTpoPpuyeckmm ¢GakTopoM T[O/IOBHOMO MO3ra, WU ABNSeTCS
OCHOBHbIM 3P PeKTopOMm r’MNep4yYyBCTBUTENBHOCTU K nepupepmnyeckon
BOocnanutenbHon 6onn. MyTtauum B 3TOM reHe 6bl1IM CBSI3aHbl C HAac/1eACTBEHHOW

CEHCOPHON N aBTOHOMHOW Heuponatmen VIl Tmna n ceMenHblM 3NU30AUYECKMM. o, -

AANAMNAODLIMN CIALLIANARNMAR_A
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OK3OMHOE TECTUPOBAHWE OJ14 MEOWLUNHDI

Oo6bACHeHune

WCCNENOBAHUE
3K30MA Y
MALMEHTA

(CEMbW)

FEHETMMECKOE ~ AHHOTALIMR BAPVAHTOB C NOMOLLLIO NONYNALIMOHHBLIX  SERIEEXREY MeneTpaHTHOCTD M
AABCIIERACIEE! Tt R R o; Bart T ERGREEERE sKCnpeccHBHOCTL
NNAHUPOBAHWE CEMbW RO AT A

OLIEHKA PUCKA M®3 U OLIEHKA MATOMEHHOCTW C NOMOLBLIO
YCTOMYMBOCTM K NPOrPAMM MNPELOCKAISAHWA

NHOEKLIMAM
Bapasoa v ap., 2009, 2021;
| Pendinaetal., 2020 Glotovet | | MOHOFEHHBIE U
[lpeacCKa3aHne =\ s e |
S » BO/E3HM

IMaumenTt, ero cembs

/7 WIKANBIPUCKA
iccnepoBaHMe 3K30Ma | (MAUMEHT, CEMbS) S

B PaMKaX KOHuUenuus MH@OI:;:&:RMQ
[MpegnKTUBHOW

OLEEHKA 3HAYMMOCTM
TAKTUKA BAPWAHTOB COFMIACHO
NPOSUNAKTUKA, PEKOMEHOALIMAM ACMG +
MeONUNHDbI — NEYEHUSA v MUTAHUSA COMOCTABNEHVUE MrEHOTUNA
KITMHN4YECKOIo \, \PeDaame ., PR A - g - CPEDA+AHAMHE3)

. Shcherbak etal., 2021 ;
) ®AKTOPbI BHELUHEW CPEAbI 5 ' Siotov et

Bpauy

reHeTn4yeckKoro rnacnopTa
300Pp0BbA YenoBeKa

nwonb 2024 r.
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REVIEW COMMUNICATIONS

PE3Y/IbTATbl UICCNEOOBAHUU
Mo NPEAMKTUBHOW, MPEBEHTUBHOW.

Personalized medicine: the role of sequencing
technologies in diagnostics, prediction and
selection of treatment of monogenous and
multifactorial diseases

Oleg Glotov'?, Aluxandr Chernov'®, Michael Fedyakov',
Valentina Lartonova’®, Andrey Zaretsky', Maksim Donnlkov*, and
Andrey Glotow'

Powemsal of o~
Persomalizod MDPI
-~

MEPCOHNOUNLIMPOBAHHOW MEOULINHE: el B

Bce HacnegcTBeHHble O0NEe3Hn AJOCTaTO4HO YCJ10BHO

Medicine: Analysis of International

Oleg & Glotov "2+0, Alexander N Chermov ' and An

ata and Own Experience

drey 8 Glotos '

noapasgensiroTcs Ha MOHOTreHHble N MYNbTUDAKTOPHbIE.

TaxecTb 3aboneBaHuUsi, BpeMsi MaHudpecTaumm W KIIMHUYEeCcKune

NPU3HaAKMN  HacNeAcTBEeHHbIX Oone3Hen 3aBUCAT  OT Npupoapbl

MyTaLuin, MOBpexXAarolmx paboTy reHa ureHoB-mopudukatopos, | 01 Meauko-renetudeckoe 05 |jkank pucka gns:
BNVSIIOLMX Ha NPOSIB/IEHNE NATONOTMYECKUX NMPU3HAKOB U paKTOpOB KOHCY/IbTUPOBaHME MOHOTEHHBIX

BHELLHEN ; CPEABL. 1 02 Kapnotun ONATONEHHbIX
Ha ponto TUMWUYHLIX MOHOrEeHHbIX 60SIe3Hen NPUXOAUTCSH TONbKO

oKono 1% Bcel naTtonorMm uyenoBeka. CemelHble MOHOreHHble | 03 KinHuko- M®3

N MoNuUreHHble GopMbl JOCTAaTOYHO pedKn, OCHOBHble 3ab0osieBaHUA MHCTPYMEHTanbHble AaHHble  VIHPEKLMOHHbIX

YyenoBeka (cepaeyHO-COoCYAUCTble, OHKOMOrnYyeckme, nNcuxmyeckue,
HenpogereHepaTMBHble U Ap.)  oTHocATca K M®3,  aTmonorus
KOTOPbIX CKMaablBaeTcs U3 CoOYeTaHHOro AencTBUA HacneacTBEHHOM
NpeapacnooXeHHOCTH N BHELUHeN cpefpl.
CoBpeMeHHble  MNpeAcTaBfieHUs O reHeTUYecKoM BapuaHTe
KOHLIeNTyaslbHO MEHSA0T HallM 3HaHMA O TOM, Kakue 6onesHu

04 CeKBeHUPOBaHWe sKk30Ma A5 O3RNIEBACKH
3a60/1eBaHUI + BCMOMoraTesfibHble
MONEKYNAPHO-TEHETUYECKME TEXHOMOM UM

06 KOHCYJIbTAUNW TEHETUKA » apyrnx cneunanmncTos;

ABNAKOTCH MOHOIMeHHbIMWU, OJTIUroreHHbIMu MHPOPMaLMSA ONA Bpaya, BbipaboTKa TaKTUKM
N MynbTUPaKTOpUanbHbIMN. § B "1aHMPOBaHNA 6ePEMEHHOCTH, MPOPUNAKTUKY, TEYEHMS
Haspena  HeO6XOAMMOCTb — CO3[aHWSi  HOBOM  TEHETUUECKOMN [ e Y T e L
KﬂaCCM(I)MKaLI,VIM oonesHen ¢ onopoun He TOJIbKO Ha KJIMHUNKO-
na6opaToprle AdaHHble, HO U Ha pe3yJibTaThbl MOJNEKYNAPHO-

dHaJ1IN3a C yqéTOM MNEHETPaAHTHOCTH

reHetTn4eckoro

nwonb 2024 r.

 KoHuenuuu ﬂpe,ﬂ,MKTMBHOVI MeagnunHbl U reHeTn4vyeCKOro nacriopTa,
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N3MEHEHWE NAPAOWIMbl NP NJAHUPOBAHUU
CEMbW O MPOPUNAKTUKU TAXKENbIX
3ABOJTIEBAHUWU

NGS cekBeHMpoOBaHMe obpasLa

KoHcynbTauma Bpaya-reHeTnka
[locTaHOBKa AMarHo3a

[INHK 601bHOTro pebeHka
N obcnegoBaHMe CeEMbM

KoHcynbTauma Bpaya-reHeTnka
[TnaHMpoBaHKMe 6epeMeHHOCTH

!

KoHcynbTauma Bpayvya-reHeTnka
[TNaHnpoBaHMe CeMbM

NGS cekBeHMpoOBaHMe obpasLa
[HK BbiaBneHne HOCUTENbCTBA

nrg/ma/HnnT
KoHcynbTauma Bpaya-reHeTnka
«300pOBbIE» OLTH

nwonb 2024 r.
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N3MEHEHWE NAPAOWIMbl NP NJAHUPOBAHUU
CEMbW O MPOPUNAKTUKU TAXKENbIX
3ABOJTIEBAHUWU

MPEKOHLIEMUMNOHHbBIA CKPUHWHT:

1. No3BondgeT oNTUMMU3NPOBaTb alifOPUTM BeAeHUA OyayLLEN
bepeMeHHOCTMU:

*BbIOOp AMarHoOCTUYECKUX npouenyp;

e PekomMeHgaunmn no MmeguuMHCKOMY NpepbiBaHUIO;

e KOHCYNbTUPOBaHUE;

e MexagncumnnmHapHbin NoAxXon;

2. MOXeT ObITb UCNONb30BaH Ha 3aTane nNiaaHUpPoBaHUA 6epeMeHHOCTMU:
* [IOHOPCTBO;

o[1I'T;

3. CHMXaeT KOIMYeCTBO NepuHaTalbHbIX NOTEPD;

4. Ba>keH npu Ncmnxosiorndyeckoun nogaeprxke oygyLwmx pogmteneu
(mno3BongeT YMEHbLUUTb KOTMYECTBO CaMOOOBUHEHUN Cpeaun TexX,

KTO CTOJIKHY/ICA C CaMOMNpPOU3BOJIbHbIM NpepbiBaHNeEM 6epeMeHHOCTH,

3-TOM 4iCie 13-3a MOHOTEeHHbIX 3adofieBaHitit);

5. be3onaceH n npocT Ana nauueHTa. monb 2024 r.
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HE TOJIbKO N'EHOM ONMPEAOEJIAET 340POBbE
YEJTOBEKA, HO UK MUKPOBNOM

LlenoCTHbIN nooxopn, ,separation”
paccmaTpuBaeT X034NHa ——— e

" CBASANAYIO pathogens "ﬁ@ 5 symbionts
C HUM MUKPOOBUOTY )

KaK eauHoe Lenoe antagonistic oD | Mutualistic coevolution
(Holobiont), KOTOPOE "

3BOJIIOLIMOHUPYET KaK enHoe

Lenoe

HOLOBIONT
evolution

Holistic approach

nwonb 2024 r.




BEAYLUMW LIEHTP FTEHOMHbIX TEXHOMOIMMM OO0 «CEPBAABY

- @
@ q CEPBAJIAB
)

OCHOBHbIE HATIPABJIEHUA PABOTDbI
MOJNEKYJNIAPHO-TEHETUYECKAS
ONATHOCTUKA

[eHeTMKa yenoBekKa [eHeTMKa MUKPOOPraHM3mMoB

METATEHOM WGS

MWKPOEVIOM
MEHOM 16S/18S PPHK
SK3OM PE3VICTOM

HUMNT

nonb 2024 r.
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OCHOBHbIE HATIPABJIEHUA PABOTDI

MOJNEKYJIAPHO-TEHETUYECKAS
ONATHOCTUKA

[eHOM

OK30

/

[1narHOCTHKa CIOXHbIX
HacNeaCTBEHHbIX
3a60/1eBaHUN.

[eHeTnYyecKui NacnopT.

[lnarHocTtumka
N NpoduIaKkTMKa
MOHOIEeHHbIX,
OHKOJIOrMYeCcKuX,

cepaeyHo-cocyancCTblX.

KnnMHn4eckmnm

reHeTUYeCKiA NachoQpT

6onee 8000 MOHOIMeHHbIX
M NOJIUTeHHbIX 3ab0oneBaHnmn

MeTareHom

[lnarHocTuKa

N NpodUIaKTmKa
NHOEKLUMOHHbBIX
3a601eBaHNM
(bakTepuanbHbIX,
BUPYCHbIX, MUKO3bI,
npocTenine)

N ONCONOTUYECKUMX

COCTOSHVVI PE3MCTOM:,

oonee 50

000 ¢pyHKUMOHANbHBbI
X 1N MaTOreHHbIX
MWKPOOPraHnM3MOB.

BEAYLMW LLEHTP FTEHOMHbIX TEXHOTOT MM OO0 «CEPBAJIAB»

[lepcnekTBa BHeApPEeHMS HayYHbIX pa3paboTokK
B NpaKTUYeCKoe Nosib30BaHme
Il monyroane 2024/ | nonyrogne 2025 r

TpaHCcKpUNTOM JMNMUreHeTuKa

22 000 MmapkepoB

[narHocTmnka

OHKONOMMYECKNX
[narHoctvika 3a601eBaHUN.
OHKONOMMYECKUX PenpoayKTHBHas
3aboneBaHun. OueHKa reHeTVKA. TeHeTIKA
Gronornyeckoro MCUXO-HEBPONOrNMYECKNX
BO3pacTta. cocTossHMM. OLeHKa
iccneposatue OUOSTOrNYEeCcKoro
AOAFOATASH 503pacTa.

6onee 2 000 canToB
MeTenmpoBaHus

nonb 2024 .
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OCHOBHbIE HATIPABJIEHUA PABOTDI
YYACTUE TEHETUKWN N MUKPOBINOTNDI

YXENYOOYHO-KULLUEYHbBIN TPAKT:

A3BEHHAA O0NE3Hb XeryaKa

M ABEHAALATUNEPCTHOM KULLIKK
c.difficile-accounmpoBaHHas 60Me3Hb
BOCMNanuUTeNbHble 3a00NEBAHUSA XKT
©0Me3Hb KpoHa

A3BEHHbIN KONUT

GYHKLUMOHaNbHbIE 3a60/1eBaHNUSA XKT

llllllllllll

rTEMATOBUJTIMAPHAA CUCTEMA:
HaX0

LMPPO3 NeyeHun

ayTOUMMYHHble 3a60/1eBaHNA MeYeHun

CEPOEYHO — COCYOUCTAA
CUCTEMA:

nwemmnyeckasa 6one3Hb cepaua,
rMNepToHMYeckaa 60/1e3Hb,
XpOHMUYecKas cepaeyHas He4OCTaTOUYHOCTb;

CUCTEMHbIE SABOJIEBAHUA:

CaxapHbI AnabeT
oXnpeHue
aTepoCKepos
anepruyeckme peaxkumm

OPI'AHbI ObIXAHWA:
XOB/J1

BPOHXUNAJIbHAA ACTMA
NMHTEPCTULUWNAJIbHbIE
3ABONNEBAHUA NEFCKUX;

NMMCUXO0-aMOUNOHAJIbHbBIE
HAPYLIEHUA:

OTPEBOXHO-AEMNPECCUBHbIE U KOTHUTUBHbIE
PacCTponCTBa
0ayTU3M;

HEMPOOErEHEPATUBHbIE
3ABOJIEBAHUA:

60/1e3Hb AnbLrenMepa
©one3Hb NapkKMHCOHA

pPaCCeAHHbIN CKNepo3

MOYENOJIOBAA CUCTEMA:

MoYyeKamMeHHasa 60/1e3Hb

XpoHn4yeckad novyeyHad HeoCTaTO4YHOCTb
BOCManuTeNbHble 3a60N1eBaHNA MOYENOI0BON
CUNCTEMDbI.

KOXXA N CYCTABDI:
[MCOPUA3I
APTPUTDI
ANOMNEUNA

AKHE

OLEPMATO3bl, 3K3EMA

=y o= Tyv

OHKOJIOI'MYECKWE 3ABOJIEBAHUA

XKKT, pOTOBOl7I MONOCTW, NETKNX U np.

OPTAJIbMOJI0I UA:

KepaToOKOHYC
YBEWUTHI

MenaHoMa rnas
KaTapakTa. rnaykoma

nonb 2024 .



Y3kasi, u3aBunucrTasa TPOMNWMHKA Ha rpedHe XWU3HU C
MHOIMOYMCNeHHbIMM OapbepamMn U KPUTUYECKNMM

pOXXOeHne

nepuogamm
LuKona F'eHemuyeckuu
g - nacropm — ay4dwuu
ReTTyT Hasu2amop

CYNpPY>KeCTBO

-

npodpeccnoHanbHaa Kapbepa

———

-~ N,
EcTecTBeHHbIN Npegen Xus
okomno 125 net
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KOHTAKTDI

BEAYLLMNA LEHTP FTEHOMHbIX
TEXHOJIOI' M « CEPBAJIAB»

[(notoB Oner Cepreesuny

CAHKT-TETEPBYPI
OLGLOTOV@MAIL.RU BOJIbLWUOW NMPOCTIEKT BO A. 90K2

nonb 2024 .




