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DJIEKTpOHHBIE UICTOPUU O0JI€3HU U OMOOAHKUPOBaHNE

Komsinosa O.B., Epmosa A. ., Epumosa U. A., baoxuua A.B., Aumonosa A.C.,
Bopmucosa A. A., ITokposckas M. C., Apankuna O.M.

®OI'BY "HanyoHaAbHBI MEANIMHCKII HCCAEAOBATEABCKIIL LIEHTP Tepamnny i NpoduAaKTIIecKoil MeAnnuHsl" Munsapasa Poccun.

Mocksa, Poccus

CoxpaHeHne 61o06pasLoB aaa Nocneayowyx UCCneaoBaHnii ABns-
eTcs PyHAAMEHTaNIbHbIM KOMMOHEHTOM TPAHCISILMOHHON MEAMLIMHDI.
Mpy 3TOM LEHHOCTb XpaHUMbIX 611006Pa3LLOB BO MHOFOM ONpPefeNseT-
CSl HanM4YMeM COMPSKEHHOW C HAMMW KIMHUYECKOW U APYrMX BULOB UH-
dopmaumn. ANeKTPOHHbIE MCTOPUK GONEe3HV NPEACTaBNAOT COOO YHM-
KasibHbIA MCTOYHMK OOJbLLOrO KoNn4yecTsa MHdopMaLmm, noay4aemoi
Ha NPOTSXKEHUM ANNTENBHOTO BPEMEHW. B CBA3U C 3TUM reHeTnyeckme
1 Apyrve Bubl aHHbIX, NOTyYaeMblx Npy aHanmae 61noobpasLos, MoryT
ObITb CONPSXXEHbI C PEHOTUMMYECKON U APYrUMU BUZaMU MHbOPMALIMK,
XPaHSILLECs B 3NEKTPOHHBIX UCTOPUSX GONE3HM, YTO OTKPLIBAET HOBbLIE
rOPW30HTbI KaK [ MPOBEAEHUS! LLIMPOKOMACLUTAOHbIX FEHETUYECKMX UC-
CnefioBaHWiA, Tak U AJ1S COBEPLUEHCTBOBAHNS OKa3aHWS MELULMHCKOW
nomowum. Llenbio HacTosiero 063opa SBASETCS aHANU3 NUTEPATYPSI,
MOCBSLLEHHOV BO3MOXHOCTSIM OOBLEAMHEHUS 3NIEKTPOHHBIX UCTOPUIA
6051e3HM 1 6a3 faHHbIX GUOBAHKOB B HAYYHOW U KIIMHUYECKOI NPaKTUKE.
KnioueBble cnoBa: 61MobaHkMpoBaHue, aNeKTPOHHas nctopus 6o1es-
HW, MeMLMHCKas MHOOPMALMOHHAs CUCTEMA, FTEHOMHAs MeaMLUMHA,
TPaHCASLMOHHBIE UCCNELOBAHUS.
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Biosample preservation for future research is a fundamental com-
ponent of translational medicine. At the same time, the value of
stored biosamples is largely determined by the presence of related
clinical data and other information. Electronic medical records
are a unique source of a large amount of information received
over a long period of time. In this regard, genetic and other types
of data obtained from the biosample analysis can be associated
with phenotypic and other types of information stored in electronic
medical records, which pushes the boundaries in large-scale
genetic research and improves healthcare. The aim of this review
was to analyze the literature on the potential of combining electronic
medical records and biobank databases in research and clinical
practice.
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KnroueBbie MOMEHTBI
Y10 M3BECTHO O MpeaMeTe UCCIeTOBAHUSA?

* IleHHOCTH XpaHUMBIX B OMOOaHKEe OMOOOPa3IOB
BO MHOTOM OIIpee/sieTcs] HaJIMIMeM COTPSIKEH-
HOM ¢ HUMU KJIMHUYECKONM M OPYrMX BUAOB MH-
dopmaium.

* DIIeKTPOHHBIE UCTOPUM OOJIE3HU MPENCTABIISIOT CO-
0011 YHUKAJbHBI UCTOYHUK OOJIBIIOrO KOJIMYECTBA
nHGOPMAIIMK, MOJIy4aeMOil Ha MPOTSKEHUU [JTU-
TEJILHOTO BPEMEHU.

Yro 100aBISIOT Pe3Y/IbTATHI HCCIEIOBAHUSA?

* OObenuHeHUEe 0a3 TaHHBIX OMOOAHKOB M 3JIEKTPOH-
HBIX MCTOPUIT OOJIE3HN OTKPBIBAET HOBBIE MEPCIIEK-
TUBBI B TIPOBEACHUN IIIMPOKOMACIITAOHBIX OMOME-
MUIMHCKUX MCCACIOBAHMM, Pa3BUTUM U BHEAPEHUU
TEHOMHOW MEIULIMHBI.

» Hcnonb3oBaHue MHGOPMaLIMU 13 JIEKTPOHHBIX UCTO-
puit 60JIE3HN UMEET psil, OCOOEHHOCTEN U TpedyeT nx
yJyeTa IpH IJIaHUPOBAHUM MCCIICIOBAHMI M aHATU3e
JAHHBIX.

Key messages
What is already known about the subject?

* The value of biosamples stored in a biobank is lar-
gely determined by the presence of related clinical
data and other information.

* Electronic medical records are a unique source of
a large amount of information obtained over a long
time period.

What might this study add?

* Combining databases of biobanks and electronic
medical records opens up new opportunities for
large-scale biomedical research, development and
implementation of genomic medicine.

* The use of data from electronic medical records has
a number of features and requires their conside-
ration in research planning and data analysis.

BBenenue

B nocnegnue roasl B Poccuu u Mupe mpoucxo-
AT CTpEMUTENbHOE pa3BUTUE chepbl OMOOAHKMPOBA-
Hus. [Tom 6Mo06aHKOM MOHUMAETCS "OpraHu3aIs WA
noapaszaejieHue OpraHu3aluu, KoTopass MOXET MpU-
HUMAaTb, 0O0pabaTbiBaTh, XpaHUTb U PACIPOCTPAHSITh
Ouosiornyeckre 00pasipl U aCCOMUPOBAHHBIE C HUMU
JlaHHbIE IJIS1 TEKYLIUX U OyAyLIMX MCCIAeIOBaHUM, qua-
THOCTUKM U TepallMy B COOTBETCTBUU CO CTaHIAPTHbBI-
MU onepauroHHbIMU mpouenypamu (COII) u BKiItO-
yaeT B ce0s MOJHbIA KOMILJIEKC MEpPOIPUSITUIA, CBSI-
3aHHBIX ¢ ero dyHKunoHupoBaHuem" [1]. buobanku
SIBJISTIOTCSI OMHOM M3 BaXHENIINX WHPPACTPYKTyp, He-
00XONMMBIX IJISI MMPOBEAEHUST HAyYHBIX UCCIeI0BaHU
C UCTHOJb30BaHUEM OMO0OpPaA3LOB HA COBPEMEHHOM
ypoBHEe. B 4acTHOCTM, OHM MO3BOJISIIOT O0ECTEYUTh
BBICOKWI YpOBEHb CTaHAAPTHU3aLMU BO BpeMs Mpobo-
TMOATOTOBKM, YETKOE OTCIEXKMBaHUE BCEX MapaMeTPOB
TPAaHCHOOPTUPOBKU, MOJTOCPOYHOE OTBETCTBEHHOE
XpaHeHue 6M000pa3oB, COMPOBOXAAIOIIEECS MOHU-
TOPUHTOM TEMIIEpaTypbl U IPYIUX MapaMeTpoB [2].
B cBsA3U ¢ 3TUMKU OCOOEHHOCTSIMU B HACTOSIIEE Bpe-
Ms1 OMOOAHKM CTAaHOBSTCS HEOTHEMJIEMOI YacThiO MpU
MJIaHUPOBAHUMU U TIPOBENEHUM KPYIMHOMACIITAOHBIX
Hay4YHbBIX UCCIEI0BAHUIN (3MUAEMUOJIOTUYECKHUX, TeHEe-
TUYECKUX U ApP.), HEPENKO BKIIOUAIOLIUX TaHHbIE Je-
CITKOB U Jaxe COTeH Thicsd uesoBek. B Poccuu npu-
MEPOM peanr3alluu TaKOoro MOAXOIa MOXET CIYXWUThb
pabota 6robdaHka HalmoHaabHOTO MEIMIIMHCKOTO UC-
CJIeOBATEIBLCKOTO 1LIEHTPA Tepanuu U NMpoduiakTuye-
ckoii MenguuHbl MuH3npasa Poccuu [2, 3].

BaxkHO OTMETHTB, YTO OmpeneieHne TepMIUHA "OHOo-
0aHK" BKJIIOYAaeT B ceOs JBE paBHOIIpAaBHbIE YacTU —
XpaHeHue o0pa3lloB M XpaHEHUE aCCOIMMPOBAHHBIX
C HUMM JaHHBIX. [[eficTBUTENbHO, Maxke caMblil 1IeH-
HBbI 6M00Opa3ell, MOJYUYeHHBIM ¢ OOJBIIUM TPYIOM,
HarpuMep, OT TallMeHTa ¢ OYeHb pedKuM 3abojeBa-
HUEM, TepsieT CMBICII, €CJIM TaHHBIE O HeM (IUarHo3,
BO3pacT OOJBHOTO W 1p.) Heu3BeCcTHbI. B mocienHee
BpeMsl NTaxke IOSIBUJIOCH Ha3BaHue "OmomatabaHkK"
("biodatabank"), KOTOpBIM MMOTYEPKUBAETCS BAXKHOCTh
XpaHeHUs1 Kak 6u000pa3ioB, TaK U acCOLMMPOBAH-
HBIX ¢ HUMU JaHHbIX'. CyIIECTBYIOT pa3HOOOpa3HbIE
BUJIBI JaHHBIX (Harmpumep, WH(opMaIms Hermocpen-
CTBEHHO O OMooOpa3le — AaTa U BpeMs 3abopa, Bpe-
Ms U YCJIOBUSI TPAHCIIOPTUPOBKU, OCOOEHHOCTH Xpa-
HEeHMST;, HDOpMAIUs O MAIUeHTe — COIUAIBbHO-IIE-
Morpadudeckasi, KIMHAYECKass M T.I.; UHMOpMaIs,
ToJydaeMasi 110 pe3yJibraTaM HayYHBIX UCCIIeMOBaHMIA),
a TaKkKe pPeKOMEHIOBaHHbIe (hOPMBI UX OMUcCaHud [4].
CO60p KIMHUYECKOU MH(bOpMAIIMU TIPEACTaBISET CO-
0011 OTIETBbHYIO BaXXHYIO 3a1a4y BBUIY HEOOXOMUMOCTH
MPUBJIEYEHUS] 3HAUUTETbHBIX pecypcoB (IIpUBJeUYeHUE
KBTM(UIIMPOBAHHOTO MEIUIIMHCKOTO TIepCcoHaa, 1uc-
MOJIb30BaHUE CIEIMAaTU3UPOBAHHOTO MEIUIIMHCKOTO
obopynoBaHus U Ap.). UHTerpanus nHdopMaiuu, co-
OupaeMoii B 2J1eKTpOHHBIE UcTopuu OonesHu (DUDB)
B paMKax PyTMHHOI KJIWHWUYECKON paboThl, ¢ 6azaMu
JAHHBIX OMOOAHKa MOXET 3HAUMTEIHHO OOJIETYUTH 3a-

! The CENTOGENE Biodatabank. https://www.centogene.com/about-
us/biodatabank. (21.08.2022).
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buobankuposanue

Jadgy cbopa M XpaHeHUs KIMHUYECKOM 1 APYTUX BUIOB
nHdOpMaIMK, a TAaKXe MPEIOCTaBUTh HOBBIE BO3MOX-
HOCTH IJISI TJIAHUPOBAHUS M TIPOBEACHUST OMOMENM-
LUHCKUX uccaenoBaHuii [5]. Ilenbo HacTosIero o6-
30pa SIBJISIETCS aHANW3 JIMTepaTyphl, MOCBSIIEHHON
BO3MOXHOCTSIM OOBEIMHEHUSI JIEKTPOHHBIX UCTOPUIA
0oJie3HU U 6a3 TaHHBIX OMOOAHKOB B HAYYHON U KJIU-
HUYIECKOM IpaKTUKe.

MeTtoaonorus

ITpoBeneH MoucK B 371€KTPOHHbBIX HAyYHbBIX OMOIMO-
Tekax 1 6a3ax naHHbIx 3a nepuon 2002-2022rr:

1. "elibrary.ru" mo ciroBam, CJI0BOCOYETAHUSIM U UX
KOMOMHAIMSIM (B Ha3BaHUSX M KJTIOUEBBIX CIOBaX ITy-
OnmKanuii): "DIeKTpoHHas HCTopus Gonesnu”, "Me-
TUIIMHCKasT mHGopMalmoHHas1 cuctema”, "brnobaHkm-
poBaHue";

2. "pubmed.gov" 1o clloBaM, CIIOBOCOUYETAHMSM
M X KOMOMHAIUSIM (B Ha3BaHMSIX U KITIOYEBBIX CJIO-
Bax myonukanuii): "Electronic health record”, "medical
information system", "Biobanking".

DUB B coBpeMeHHOIi METUIMHCKO MPAKTHKE

C mosiBIeHMEM U TIOBCEMECTHBIM PacIlpoCTpaHe-
HUEM KOMIThIOTEPHOU TEXHUKU JTOKYMEHTOOOOPOT 3Ha-
YUTEJTLHOTO OOJIBIIIMHCTBA MPOU3BOACTBEHHBIX TTPOIIEC-
COB CTaJI TIEPEXOIUTh B NMEKTPOHHYIO hopMy. IaHHBII
TPOLIECC 3aTPOHYJI U MEOULIMHCKUE yupexaeHus. [Ipu
paboTe ¢ MalreHTOM OMHUMM 3 OCHOBHBIX TOKyMEHTOB
SIBJISTIIOTCSI ICTOpUSI 00Jie3HU (B cTallMoHape) U amOyJa-
TopHas KapTa (B aMOyJ1aTOpHOM 3BeHe). UMEHHO B 3TUX
IOKYMEHTaX (UKCUPYIOTCS OCHOBHBIE KIMHUYECKUE
JaHHBIE TOTO WJIM WHOTO MalMeHTa: XaJlo0bl, aHaMHE3,
pe3ynbTaThl QU3MKaIBLHOTO OCMOTPA, Ja0OpPaTOPHBIX
W MHCTPYMEHTAJIbHBIX MCCIIENOBAaHMM, TUarHO3, Ha3Ha-
yaemasi MeIMKaMeHTO3Hasl 1 HeMeTMKaMeHTO3Hasl Tepa-
THST, TIPOTOKOJIBI OITePAaTUBHBIX BMEIIIATE/IBCTB U IPYTHE
naHHbie. [lepexon K 2JIEKTPOHHOMY BBEICHUIO MeEIU-
IIMHCKUX JAaHHBIX TTPY TPAMOTHOM OpraHM3aluid UMeeT
LIeJIBINA PsII TIPEUMYILIECTB: MO3BOJISIET O0JIee YeTKo Ghop-
MaJIM30BaTh 3alMCH; YMEHBIIIAET KOJIMIECTBO PYKOIUC-
HOU pabOoTHI U yCTpaHsET MPOOJIeMbl, CBI3aHHbBIE C He-
pa30OpUYMBBIM TIOYEPKOM CIEIMAIMCTOB; COKpaIlaeT
BpeMsI BBelleHUsI MHGOpMALIMK; 00eCIIeurBaeT Mearep-
COHaJTy OTepaTUBHBII W YIOOHBII JOCTYIT K HEOOXOMM -
MO# MH(MOPMAIIUM U YK€ UMEIOIIMCSI B CHCTEME 3allu-
CsM, B T.4. TIPU JJIUTEIbHOM HaOJIONEHUH; TTOBBIIIIAET
MMPEeMCTBEHHOCTh OKa3aHWSI MEIUIIMHCKON ITOMOIIN
[6-8]. Kpome Toro, BBeAeHHUE IJIEKTPOHHOIO JOKYMEH-
TOOOOpPOTA B MEMUITMHCKOM YUPEXICHUH TTO3BOJISIET pe-
IIATH LEITBIA PSIT OpraHNU3alMOHHBIX 3a1a9: OObeIMHUTD
pa3IMYHbIE CIYXObI U TIOApa3aeieHUs] METUITMHCKOTO
YUpEXIeHUs] B eNnHOe WH(OPMAIIMOHHOE TPOCTpaH-
cTBO; 3(PHEeKTUBHO YIIPaBIATh MOTOKAMU MAIlEHTOB;
YETKO OTCJIEXMBATh MepeMellleHUsT MaTepUaIbHO-TeX-
HUYECKUX CPEACTB (HarpuMep, JIEKapCTBEHHBIX IpeTia-
paToOB U PAaCXOMHBIX MaTepUAaJIOB B CTAIIMOHAPE); aHAU-
3UpPOBATh PE3YJIBTAThl pA0OTHI TTOAPA3NENEHUI 32 HEOO-
XOIMMBbIE TIEPUOIBLI BpEMEHU U 1. [6].

B 2008r BcTtynuna B cvity HanimoHanbHbIN cTaHaapT
P® I'OCT P 52636-2006 "DiekTpoHHass UCTOPUsS 6O-
ne3Hn. O6mue nonoxeHus 2. B 1aHHOM cTaHmapTe na-
HBI OTIpe/IeICHUs PSITY TEPMUHOB:

— DJIEKTPOHHASI MCTOPUS OOJE3HU — 3TO "HH-
(opmarmonHas cucrema, rnpenHa3HauYeHHAs 1JIs1 Bele-
HUSI, XpaHEHUsI Ha 3JIEKTPOHHBIX HOCUTENSIX, TTOUCKa
U BBIIAYW IO MH(POPMAIIMOHHBIM 3ampocaM (B T.4. 1O
9JIEKTPOHHBIM KaHajlaM CBSI3M) TIEPCOHAJIbHBIX MEIM-
LIMHCKMX 3amuceii”;

— 3JIEKTPOHHAs TIepPCOHAIbHAsI MEMUIIMHCKAsT 3a-
mich — "mo0asi epcoHabHasi MEIUIIMHCKAs 3aliCh,
coXpaHeHHas Ha 2JIeKTpoHHOM Hocureine". IToHsTHE
"3JIeKTpOHHAsT TIepCOHaIbHAsT MEeIUITMHCKasl 3armuch”
(OIIM3) cOOTBETCTBYET MEXIYHAPOAHOMY TEPMUHY
EHR — Electronic Health Record".

B ykazaHHOM cTaHmapTe MOAYEepKUBAECTCS BaX-
HOCTb obecrieueHusi 6€30MacHOCTU U KOH(pUIEHIIU-
aJTbHOCTH JAHHBIX IPU UX XpPAaHEHUU U TIepeMeIeHUMN.
OcobenHocTtbio DIIM3 sgBasieTcsd 1enass cucteMa co-
JepXaluxcsls B Hell nneHTu(hUKaTopoB, a MMEHHO:
UAeHTUUKATOp TAlMEHTa; UAeHTU(MUKATOp NaHHOM
OIIM3; unentudukarop tuna IIM3; nara u Bpems
MOCTYIUICHUS] TaHHBIX; HOMEP UCTOPUM OOJIE3HU WU
aMOyJIaTOpHOI KapThl; UAEHTUGUKATOD JIMLIA, CO31aB-
IIEeTO 3aIich W Ap. BaXkHBIMU MOMEHTAMU SIBIISIIOTCS
npaBa ¥ opraHusanus gocryna Kk DIIM32,

Hapsimy ¢ aTuM B Hacrosiiee BpeMsi IUPOKO HC-
ITOJIB3YyeTCS TePMUH "MeOULIMHCKasT MHMOpMaIlMOHHAS
cuctema" (MUC) — aBTOMaTM3MpoOBaHHAs CHCTEMa
JIOKYMEHTOO000poTa MJIsl Je4eOHO-TTPOPUIAKTUIECKUX
YUpeXIeHU, KOoTopasi comepXuT B 1u¢poBoil ¢dop-
M€ CIellMaibHble KaTeropuu MepCcOHATbHBIX TaHHBIX
O COCTOSTHMM 3[I0POBbBSI: MENUIIMHCKNAE KapThl TAIlM-
€HTOB, TaHHbIe MEIVIIMHCKUX UCCIIeIOBAaHUM, TaHHBIE
MOHUTOPWHTA COCTOSIHUSI TTallMEHTa ¢ MEMUITMHCKUX
MpuOOPOB, CPEACTBA OOIIEHUS MEXIY COTPYAHUKAMU,
($UHAHCOBYIO U aAIMUHUCTPATUBHYIO MHpOopMaLuio [9].

B mocnemame ronel B PD BemeTcst MacinTadHast pa-
0oTa 1o COBEPIIEHCTBOBAHMIO MH(POPMATU3aLINU 3/1pa-
BooxpaHeHus. B 2011r onybaukoBaH npuka3 MuHu-
CTEPCTBA 3APaBOOXPAHEHMS U COIMATILHOTO Pa3BUTHS
Ne 364 "OO6 yrBepXIeHMU KOHUEIMLIUU CO3MaHUs eau-
HOI TOCYAapCTBEHHOUW MHGMOPMAIIMOHHONW CUCTEMBI
B cdepe 3apaBooxpaHenus™. INox exuHol rocynap-
CTBEHHOI MHGOPMALIMOHHOM CUCTEMOI B cepe 3apa-
BooxpaHeHus1 (ETMMC3) nmonpasymeBaercs: "cOBOKyM-

2 HaumonanbHblit Ctangapt PO FOCT P 52636-2006 "9nekTpoHHas
uctopusi 6onesHu. O6wme nonoxexus” YreepxaeH Mprkazom de-
[lepanbHOro areHTCTBa Mo TEXHMYECKOMY PErySIMPOBaHMIO N METPO-
norun P® ot 27 pekabps 2006r N2 407-Ct. https://dokipedia.ru/
document/5324420. (21.08.2022).

Mpuka3 MuHMCTEPCTBA 34PAaBOOXPAHEHUS U COLMANBHOrO pa3su-
1a PO ot 28 anpens 2011r N2 364 "O6 yTBEpPXAEHUM KOHLENUUN
CO3[aHnsl eAUHON rocynapCTBEHHOM MHDOPMALMOHHON CUCTEMBI
B cdepe 3apaBooxpaHeHus.” hitps://www.garant.ru/products/ipo/
prime/doc/4092541/. (21.08.2022).
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HOCTbh MH(DOPMAIIMOHHO-TEXHOJIOTMUECKUX U TEXHUYE-
CKMX CPENCTB, 00ecrneyuBaroux NH(HOPMAMOHHYIO
TMOAIEPXKKY METOAUYECKOTO U OPraHU3aALIMOHHOTO 00e-
CMeYeHUs NeSATeTbHOCTA YYACTHUKOB CUCTEMBI 3Apa-
BooxpaHeHwus". [IpenmocbuikaMu CO3MaHUSI JaHHOMU
CUCTEeMBI SIBWICS LIEJbINA psa 3amay (B objJacTu ymnpas-
JICHUS 3IPaBOOXPAHEHUEM, HEMOCPENCTBEHHOTO OKa-
3aHUs MEMUIIMHCKOM MTOMOIIM, B3aUMOIEHCTBUS Me-
JULMHCKUX CITYX0 C HaceJleHUEeM), pellleHre KOTOPbIX
3aTPYIHEHO WJIM HEBO3MOXHO B CJyyae OTCYTCTBUS
KOMILIEKCHOTO TTOIX0a K BHEAPEHUIO U Pa3BUTHUIO CO-
BpPEMEHHBIX MH(MOPMAIIMOHHO-KOMMYHUKAITMOHHBIX
TEXHOJIOTUIT B MeTMUMHCKOM chepe. OCHOBHOI LIebIO
coznanusg ETUC3 gsnsierca obecrieueHue 3¢hheKTUB-
HOI MH(OPMALIMOHHON MOAAEPKKHU Mpolecca yrnpaB-
JICHUSI CUCTEMON MEIMIIMHCKONW MOMOIIU, a TaKXe
IPOLIECCAa OKA3aHMS MEIULIMHCKOM TTOMOLLIN’.

DUDB B Hay4HOIi MPaKTHKE

PasButHe 2J1eKTpOHHBIX MWH(MOPMAIITMOHHBIX CH-
CTEM IIJIST BeeHWST U XpaHEHUS TTePCOHATBHBIX MEIM-
LIMHCKUX 3aluceil uMeeT OOJbIION MOTeHIWaN U IS
cepbl MEOUIIMHCKUX HAayYHBIX WCCIeAOBaHUM, TO-
CKOJIbKY TO3BOJIIET COOUPATh, XpPAaHUTh U aHAJU3UPO-
BaTh OoJbplve 00beMbl MEAUIIMHCKONH MHOOPMAILIUH.

OWDb npencrasiasioT codoit 6a3bl TaHHBIX, B KO-
TOpbIE CHCTEMAaTUYECKM TMOCTymnaeT WH@opmanus
0 TallMeHTe, TMoJiyyaeMasi B Ipoliecce ero obcieno-
BaHMS U JICYEHUST B aMOYJIaTOPHBIX U CTAIllMOHAPHBIX
ycaoBusix. Mcnonb3oBanue DUb B KauecTBe MCTOU-
HUKa neMorpachuiecKoi, KIMHUIECKON W IPYTUX BU-
OB MH(MOpMaUU UMEET HECKOJIbKO MPEUMYIIECTB IO
CPaBHEHUIO C OTAEIbHON perucTpanueid 3TUX JaHHBIX
B ¢hopMe 0TUeTa O KIMHUYECKOM CclTydyae, TpaIulluOHHO
WICITOJTb3YEMOU B KJIIMHUYECKUX UCCIENOBAHUSIX: MOTYT
OBITH YMEHBIIIEHBI OITMOKY, BOZHUKAIOIIIME TIPU TIepe-
HOCEe JaHHBIX, MOCKOJbKY B OUDB mnHdpopManus BBo-
JUATCS MEAUIIMHCKUM MEPCOHATIOM, HEMOCPENCTBEHHO
YYacCTBYIOIIUM B JICUEHUU TallMEHTa; CHUXKAIOTCS CTO-
WMOCTb U CPOKM MPOBEAECHUS UCCIEAOBAHUS; KPOME
Toro, npuMeHeHue DUb cnocobHO 0b6JerYnuTh BHEAPE-
HUE yIaJeHHOTO MOHUTOPUHTA JaHHBIX, YTO TIOTEHII-
aJIbHO MOXET 3HAUYUTEJIbHO CHU3UTh 3aTpaThl Ha MPO-
BellEHUE KJIIMHUYECKUX uctbitanuii [10].

OnHuM U3 Hambosiee pacmpOCTPAHEHHBIX BUIOB
HayyHBIX paboT ¢ ucrnojb3oBaHueM DUDb sBastorcs
HallMOHAJbHBIE U APYTUe BUIBI PETUCTPOB MAIlMeHTOB,
KOTOpPBIE MPEICTABISAIOT CO00I HaOIOAaTEIbHbIE UC-
CJieOBaHMs, UMEIOIINE 3apaHee OTOBOPEHHYIO 1IEJb,
U B KOTOPBIX UCIOJIB3YIOTCS €AUHOOOPa3HbIE METOBI
cbopa HayuHbIX JaHHbIX [10, 11]. OgHako ucnonab3oBa-
Hue DUDb mis KInHUYecKux McciaeaoBaHuii, 0coOeH-
HO TIPOCTIEKTUBHBIX, BCE €Il OTPAHNYEHO, HECMOTPSI
Ha TOT ¢akT, 4To UHbOpPMalMs, TTodydyaemMass B paM-
Kax pyTUHHON MEIVIIMHCKON MOMOIIHU, B 3HAUYUTEIb-
HOM CTerneHU COBITaJaeT ¢ JaHHBIMHU, HEOOXOTUMBIMU
IJ1 ipoBeneHus uccienoBanuii. Hanbosnee nmpocTeiM
1 OOIENPUHATHIM TpuMeHeHueM DU Db B HacTosuiee

BpeMsl SBJISIETCS OLIEHKA KpUTepUeB BKIIOUEHUS U He-
BKJTIOUEHMS MAIIMEHTOB B HAyYHOE KCCIENOBaHNE, YTO
obsneryaet HaOop nanueHToB [10]. JlokazaHo, 4UTO MC-
nosab3oBaHue DUDB B KIMHUYECKUX UCIIBITAHUSIX YBeE-
JIMYMBAET CKOPOCTh Habopa nauueHToB [12-14]. bonee
CJIOXHOW 3amayeii sSBIAsSETCS UCMOJIb30BaHUE UHGMOP-
Manuu, coopanHoii B Db B paMKax pyTMHHOM KJu-
HUYECKOM MTOMOIIM, B KAUeCTBE UCXOIHBIX JAHHBIX JJIsI
uccaenoBanHuii. B To Bpems kaxk npeumymectsa DUb
B HEMOCPEACTBEHHOM yXOJ€ 3a MallMEHTaMU IIUPOKO
MPU3HAHbBI, MOJyYeHUE MPEUMYILIECTB OT UCIOJb30-
BaHus AaHHbIX DUDB B ucciienoBaTebCKMX LEISIX MO-
MPEeXHEMY BCTPEYaeTCs PeIKO: HEMOOLIEHUBAETCS WIN
ymyckaercs u3 Buaa [12].

B HacTosiiiee BpeMsi HQyYHO-MEIUIIUHCKUM CO-
00IIIECTBOM aKTUBHO M3y4YalOTCS U pa3pabdaThiBalOTCS
BO3MOXHOCTH HCIIOJIb30BaHUS AaHHBIX U3 OUDb npu
MPOBEJEHUU HAYYHBIX MCCIEAOBaHWI, B T.4. C MpPU-
MeHeHueM OunooOpasnoB. [Ipoexkt "DieKTpoHHBIE
HCTOPUH OOJIE3HU IS KIMHUYECKUX MCCICTOBAHUIM"
(The Electronic Health Records for Clinical Research,
EHR4CR) 06bu1 co3maH ¢ LEAbI0 U3YYEeHUS BO3MOX-
HOCTHU UCMOJIb30BaHUS AaHHBIX U3 Db misa kiuHu-
yeckux uccienoBanuii B Espore. [TogoOHbIN moaxon
MPEA0CTaBsIeT YHUKATbHBIE BO3MOXHOCTH JJISI TPOBE-
JIEHUs Hay4yHbIX paboT, B T.4. 6ylaronapsi 00 beMUHEHUIO
PECYpPCOB Pa3JIUYHBIX UCCIENOBATENbCKUX U KIMHUYE-
CKMX LIEHTPOB*,

HecMmoTpss Ha MHOTOYMCIIEHHbIE MPEUMYIIECTBA
ucrojib3oBaHus DUDB B pamkax OMOMEIULIMHCKUX KUC-
CJIeIOBAaHU, CYIIECTBYET PSA OCIOXHSIOIIUX paboTy
MOMEHTOB, KOTOpble HEOOXOAUMO YYUTHIBATH MPU OpP-
raHusanuu nomo6HbIx padboT. B ywacTHOCTH, B 00Jb-
IIMHCTBE cay4yaeB naHHble B Db He opraHu3oBaHbI
COITIaCHO MCCJenoBaTeNbCKUM 1ensiMm [15]. Yacto uH-
dopMalusg XpaHUTCS B OOJIBIINX PEISIIMOHHBIX 0a3ax
JMTAaHHBIX, KOTOPBIE MOTYT COAEpXKaTh ThICSYU TabOJIUIIL,
Kaxnasi U3 KOTOPbIX MOXET COCTOSITb U3 MHOXECTBa
CTONOLIOB. DTa cinoxHas dopMa MpeaHa3HaYeHa IS
obecrnieyeHus AeTaau3aliu JaHHBIX, OMHAKO 3aTpy.-
HsleT paboTy YYEHBIX U CTAaTUCTUKOB C MCXOIHBIMU
nHaHHBIMU. OOBIYHO HEOO0XOAUMO COTPYAHUYECTBO
C IPOrpaMMUCTOM, KOTOPBIIA UMeeT Iybokoe MOHU-
MaHWE BHYTPEHHETO ycTpoiicTBa 6a3bl maHHbIX. [Ipu
OIpefeeHU HEOOXOAUMBIX JUTSI KITMHUYECKOTO UCCIIe-
noBaHus 31eMeHToB Db, COBMECTHO ¢ KIMHUYECKOM
KCCJIeN0BATENbCKOH KOMaHIO0M, MPOTPAMMUCT MOXKET
HamucaTh KO JUTS U3BJICUECHUS HEOOXOOUMBIX JaHHBIX
[15]. AHanu3 pa3nuuHbiXx BapuaHToB ODWb, npoBeneH-
HBIII HEMEUKVMU UCCIeN0BaTeNsIMU, TTOKa3al, 4YTO HU
B OJTHOM M3 HUX He ObLIO CIelUaTbHbIX (DYHKIIWMN 17151
OpraHU3allMK U BeJCHUST HaydHbIX pabot [16].

4 Kalra D. Case Report from the EHR4CR Project — A European Survey
on Electronic Health Records Systems for Clinical Research. https://
www.academia.edu/13410374/Case_Report_from_the EHR4CR_
Project_A_European_Survey_on_Electronic_Health_Records_
Systems_for_Clinical_Research. (14.09.2022).
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buobankuposanue

CJIOXXHOCTH BO3HUKAIOT U TIPU OTIpee/IeHUN UMe-
JOIIMXCS Y TalMeHTa AMarHo3oB. YacTo MHCTPYMEHT
JUTSL BBOZIAa IMarHO3a TIPENCTaBiIsieT OO0l HECTPYKTY-
PUpPOBAHHOE PYKOIMUCHOE TI0JIe, KOTOPOE MOXET OBITh
3aroJIHEHO MPOU3BOJILHBIM 00pa3oM. [logoOHas cu-
Tyaiusi IPUBOAUT K TOMY, YTO (hOPMYJIMPOBKA OTHUX
M TeX Xe OTUarHo3oB MOXeT opdorpapuyecku cyiie-
CTBEHHO Pa3JINYaThCsl U aBTOMATU3MPOBAHHBIN TTOMCK
110 TOMY WJIX MHOMY TePMHUHY HE aeT HeOOXOMMMBIX
pe3yabTaToB (BBIJAET HE BCE pEaJbHO WMEIOIIUECS
3HaueHus). [louck mo yactu ciioBa (OOBIYHO KOPEHD)
TakKe 3aTPyIHEH, MOCKOIbKY TPUBOAMUT K OOJIBIIOMY
KOJIMYECTBY "IIIYyMOBBIX" TaHHBIX — BKJTIOYAET TAlMEeH-
TOB, UMEIOIIUX IPYTHe TUAarHo3bl, HO ¢ TIOMOOHBIM CO-
yeTaHueM OYKB. 3aiaya OCJIOXKHSIETCS TEM, YTO OOBIYHO
B paMKax HMcCJIefOBaHUI HeoOXoauMo oToOpaTh mMa-
IIMEHTOB 110 COYETAHUIO HECKOJIbKUX TUAarHO30B WIIN
WX OTCYTCTBHUIO — B TaKOM CJiydae BCE HETOUHOCTHU
IOKCKa BO3pacTaloT Ha nopsinok. Komuposanue maua-
THO30B TOX€ MOXET OBbITh MCTIOJIb30BAHO, HO B 0OJIb-
IIWHCTBE CIyYaeB MPOCTABIISIECTCS JIMIIL KO OCHOBHO-
ro 3a00JIeBaHUs, YTO TAaKKe HEOCTATOYHO ISl OTOOpa
W aHajM3a JaHHBIX B paMKax HAyYHBIX MCCIISIOBAHUIMA.
BMmecTo aTOrO MCcaenoBareasiM MPUXOAUTCS MCITONb-
30BaTh TaK Ha3bIBaeMble BBIYMCIISIEMbIE (DEHOTHITHI,
KOTOpBIE TIPENCTABISIOT COOOM JIOTUUECKUE OIIpee-
JIeHUsI, OOBIYHO OCHOBaHHbIE Ha KOMOWHAIIMW JuMa-
THOCTUYECKMX KOJOB, PE3yJbTaTOB TECTUPOBAHUS U/
WIN JIEKapCTB, KOTOPbIE UCITONB3YIOTCS I YKa3aHUs
Ha TO, €CTh JIU y TallMeHTa WHTepecylolee 3aboeBa-
Hue. Hampumep, BeIYUCasseMbIil (hpeHOTUIT caxapHOTO
nrabeTa MOXeT BKIIIOYaTh HATMIKMeE TUarHOCTUIECKOTO
Kofa auabera, Wv TpHeM JIEKapCTB JJIST €T0 JIEUeHUSI,
WY YpOBEHb IJIMKUPOBAHHOIO TeMorinobuHa >6,5%
[15, 17]. OmHUM W3 Y4acTO MCIOJb3yEeMBbIX CIIOCOOOB
peleHust TpooJieMbl TIOMCKA AUATHO30B SIBJISIETCST UC-
MoJib30BaHUe OOIIUX MoJesieil JaHHbIX (common data
models, CDM). O6iue Moneau AaHHBIX MPEenCcTaBIIsi-
10T co00ii Habop "mpaBua”, YKa3bIBAIOIINX, KaKWe dJie-
MEHTBI TaHHBIX HEOOXOIMMO U3BJIEYb U3 METUIIMHCKOM
KapThl U KaK ¢ HUMU clieayeT oopartuarbes [15].

OnHUM U3 TPENMYIIECTB MCTIOIb30BAHMS TaHHBIX
OUDb sgBasieTcs BOBMOXHOCTb MX aHaM3a Ha MPOTSKe-
HUU JUTATETbHOTO BpeMeHU. OMHAKO 3TO TakkKe O3Ha-
YaeT, YTO 3a OMWH U TOT XK€ TepPUoi OTHU M Te Ke IaH-
Hble (HampuMep, pe3yyIbTaThl JJA0OPaTOPHBIX aHAIM30B)
Yy HEKOTOPBIX MAIlMEHTOB MOTYT OBITH TPEICTABIEHBI
MHOTOKPAaTHO, Y HEKOTOPBIX B HEOOJIBIIIOM KOJIMYECTBE,
a y HEKOTOPBIX — TIOJTHOCTBIO OTCYTCTBOBATh. [1pn aTOM
OOBIYHO CYIIECTBYET KOPPENSIUS MEXIY COCTOSHUEM
3MOPOBbsI TAIIMEHTA U KOJIMYECTBOM MMEIOIIMXCS MaH-
HBIX: HalpuMep, IS TabopaTOPHBIX MOKa3aTeneil y na-
IIMEHTOB C OJHUM JMarHO30M TUITMYHO TPOBENeHNE He-
CKOJIBKMX OTIpee/IeHUi, a ¢ IpyTuM — HU OfHOTo. Ta-
KM 00pa3oM, TPOMycK JAaHHBIX MOXET OTpaHWYMBaTh
WCTIOJIb30BAHUE PsIia CTaTUCTUYECKMX METONOB, UTO
JIOJKHO OBITh 00513aTe/IbHO YYTEHO MpU aHanuse [15, 18].

CJOXHOCTBIO MPU UCIOJb30BaHUU DD B pam-
Kax OMOMEIUIIMHCKUX WCCIEIOBAHUI MOXET SIBJISITh-
cs TIOJJTHOE OTCYTCTBUE Psifa HEOOXOMUMBIX JAHHBIX.
B GonbimimHcTBe DM B Mano BHUMaHUS yOENSIETCS CO-
LIMaJIbHO-OBITOBBIM ITOKA3aTeNsIM: YaCTO OTCYTCTBYET
nHGpOpPMaIKg O COLUATIBHO-3KOHOMUYECKOM CTaTyce,
YPOBHE yHOTPEOJIeHUsI aJKOTOJs1, OCOOEHHOCTSIX M-
TaHUS U Ap. B 3aBUCUMOCTU OT MCCIENOBAaHUS MOXET
BO3HUKHYTb HEOOXOIMMOCTbh COOUPATh 3TU DJIEMEHTHI
JMaHHBIX OTAEIBHO UM (DUKCUPOBATH UX C TTOMOIIBIO
KOCBEHHBIX TIepeMeHHBIX. HampuMep, KOCBEHHBIi T10-
Ka3arejb WHAWBUIYAJbHOTO COLIMAIbHO-3KOHOMUYE-
CKOTO CTaTyca MOXET OBbITh IMOJy4YeH Ha OCHOBE 3HAHUS
ajpeca 4eJoBeKa M XapaKTEPUCTUKHU COLIMATIbHO-3KO-
HOMUMYECKOIo cTtaTyca ero paiioHa [19]. boiaee Toro,
WHOTa MOXET MOHanoOUThCS CcBSI3aTh AaHHble DUD
C BHEITHUMU JAHHBIMM, TAKUMU KaK WH(opMaIms oo
OKpYyXalolllell cpefie WIN aXxe reoJoOKallMOHHbIE JaH-
Hele [20].

Eme onHoit ocobeHHOCTBIO paboThl ¢ DUDB B pam-
Kax OMOMEIUIIMHCKUX UCCIENOBaHUI SIBJISIETCS TO, UTO
UMeEIoIMecs JaHHbIe 001analoT CBOMCTBAMU KakK v -
TETbHBIX (JIOHTUTYAVMHAIbHBIX) HAOJMIOJEHUIA, TaK U Of-
HOMOMEHTHBIX (IMOTEPEeYHbIX) cpe3oB. B yacTHoCTH,
mTyouHa HabJI0AeHYSI HepelKo orpaHuYeHa Toit 1aToi,
KOTIa ObLT OCYIIECTBJIEH MEPeXoa MeIUIIMHCKON opra-
HU3alMU Ha JaHHY0 KoHKpeTHYo OMbB. Kpowme Toro,
pa3Hble MalMeHTHI, JaXe C ONMHAKOBBIM AUAarHO30M
HUMEIOT Pa3WYHYIO JIUTEIbHOCTh HAOMIOAEHUS U pas3-
HO€ KOJWYECTBO KJIMHUYECKUX MAHHBIX, OHU MOTYT
MOSIBJISITBCS Y Bpaya, a 3aTeM HaAOJTro Uc4ye3aTh, MpU
5TOM HEU3BECTHO, OTCYTCTBME MOBTOPHBIX BU3UTOB
CBSI3aHO C XOPOIIMM COCTOSTHUEM 3[0POBbsSI WIM, Ha-
MpUMEP, C TEM, YTO YeJOBEK MPOXKMBAET B OTAATEHHON
MECTHOCTH. 17151 TOro 4ToObl HUBEIUPOBATh MOJOOHBIE
OrpaHUYEHUsI, PEKOMEHAYETCS OYEHb YeTKoe (hopmy-
JIMpOBaHUE KPUTEPUEB BKIIOUEHUS U HEBKIIOUEHUS
B MCCJIEOBaHKE C YYETOM HE TOJIBKO KIMHUYECKUX Xa-
PakTepUCTUK, HO U Haiuuusl naHHbIX B DUDB. Takxke
BaXXHO YYUTHIBaTh, YTO UCIOJb30BaHUE NU3aliHa UC-
CJIemoBaHUil "cITy4aif-KOHTPOJIB" ¢ IIpMMEHEHUEM OaH-
HbIX DD MOXeT ObITh OTPAaHUYEHO B CBSI3U C pa3HOU
JUTUTEIbHOCTBIO HAOMIONEHUS U Pa3HBIM KOJTUYECTBOM
JTAHHBIX Y Pa3HBIX MAllUEHTOB — HEBEPHBINA OTOOP Ma-
LIMEHTOB B TPYMITY KOHTPOJISI MOXET MPUBOAUTH K CH-
CTEMHBIM omunoKam [15, 21].

BaxxHoli 0COOEHHOCTBIO MPU TJIAHUPOBAHUU UC-
cJIeMOBaHUI ¢ UCMobp30BaHueM nHGpopManuu uz SUb
SIBJISIETCS YY€T psiia TaHHBIX, HE BCETaa SBISIONIUXCS
KJIMHUYECKUMU, HO CITOCOOHBIMU OKa3aTh BIUSHUE
Ha pe3yabraT. OueBUIHO, YTO 3a MEAUIIMHCKOU TO-
MOIIIbIO, B OCHOBHOM, OOpaliamTcs J0Ad, CTpaia-
IoI1Me TeM WJIW UHBIM 3a00JieBaHUEM, B CBSI3U C YeM
B OUDb HakamiuBaeTcsd ropasno 0oJiblie MHGpoOpMa-
LIMUA O MOMYJISAUSAX OOJIbHBIX JIIOAE, HO HE O 310pO-
BOI 4aCTU HACeJeHUs, YTO HeOOXOMMMO UMETh BBUIY
npu pa3paboTke ausaitHa ucciaenoBaHus [22]. Buag me-
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JUIAHCKOM MOMOIIM, OKa3bIBAEMOU MallMeHTy, U BUI
MEIUIIMHCKOTO YUPEXKIECHUS TaKXKe MOTYT UMETh 3Ha-
YeHue: HampuMep, JaHHbIE OMHOTO U TOTO Xe TUMa OT
OITHOTO M TOTO Xe€ YeJIOBeKa, ModyyaeMble B OTAEICHUUN
peaHuMallMy U B YCJIOBUSX aMOYJIaTOPHOTO MOJUKIIH-
HUYECKOTo MpUeMa, MOTYT 3HAYUTENbHO pa3anyaTbCs
[23]. CymecTBeHHO MOTYT pa3jvMyaThbCsl MalUeHThbl U3
Pa3IMYHBIX MECTHOCTEN. B yacTHOCTH, T€, KTO TPOXU-
BaeT B palioHe JOKaIu3aluu MEAUIIMHCKOTO LIEHTPA,
yamie OyayT oOpaiaTbesl 3a MEAULIMHCKONM MTOMOIIbIO
B IIJIAHOBOM TTOPSNKE, TOTAA KaK MAllMEeHTHhI, Ybe MO-
CTOSTHHOE MECTO TPOXWBAHUs HAaXOAUTCA B JPYyTOM
peruoHe (Harmpumep, B TaHHBIN PETMOH OHU TpUEXaTn
Ha OTIBIX), O0Jiee CKIIOHHBI 0OpallaThCs 3a MEAULIH -
CKOI1 TIOMOIIIBIO B CBSI3U C CEPbE3HBIMU U OCTPHIMU 3a-
ooneBaHusiMu [23]. Eciu namueHT obpalaercs 3a Me-
JTUIMHCKON MOMOIIBIO TOJBKO B MEPUOT 00OCTPEHUS
3a00JIeBaHuMsI, €ro aHaJIu3bl U Apyrue naHueie B DUb
MOTYT OTJIMYATHCS OT TaHHBIX B €T0 OOBIYHOM CTaOWIIb-
HOM COCTOSIHMM, YTO TaKXXe MOXET BBI3BaTh OIIMOKU
MpuY aHaIu3e pe3yJIbTaToB UccaenoBaHus [24].

B npouecce peanusauuu €BpONecKOl MHUILIU-
atuBsl EHR4CR wuccrnenoBaTenu BBISIBUIW PSIO 10-
TIOJIHUTEJBbHBIX CIOXHOCTEH, BOZHUKAIOIIUX MTPU He-
00XOOMMOCTH 00benruHEeHUs NaHHbIX DD u3 pa3HbIX
MEIVIIMHCKKX IIEHTPOB; OCHOBHBIMU M3 HUX SIBJISTIOTCS
3aluTa KOHPUAEHIMATbHOCTH, BOIPOCH COBMECTHU-
MOCTHU CHUCTEM, TIPUEMJIEMOCTb JUISI MTAllMEHTOB U 3THU-
4ecKUe MOMEHTBI .

Takum oOGpa3zoMm, MpU OpraHU3allMM UCCIEN0OBa-
HUIi ¢ ucnoiab3oBaHueM DU Db HE0OXonUMO YyUYUTHIBATh
pasnuyHble (hakTophl hopMuUpoBaHus JaHHBIX B Db
JUISL IPENOTBPAIlleHUsI HEBEPHBIX U HEBOCIIPOU3BOIU -
MBIX PE3YJbTATOB.

Mecto DU B B 6M00aHKUPOBAHUN

O6benuHeHue naHHbIXx Db u uHbopMaiuu, no-
JlyuaeMoii 0 6rMoo0Opaslax, XxpaHsIIuxcs B OModaHKax,
BechbMa MEePCIEKTUBHO KaK B HAyYHOM, TaK U B KJIWHU-
yeckoM ruiaHe [5]. ITockosbKy, KaK yXe ObUIO cKa3a-
HO, OMobaHKU 1o (aKTy SIBISIOTCS OuomaTabaHKaMu,
LIEHHOCTb XpPaHUMBIX OMO0OpPa310B BO MHOTOM OITpe-
JeNISIeTCsl HaJTuIMeM COTIPSIKEHHOM ¢ HUMU KITMHHWYe-
CKOM ¥ IPYTUX BUIOB MH(POPMAITNK, a CTAHIAPTU3ALIMS
BUAOB XpaHeHUus nHdopmauuu B pamkax ETUC3 no-
3BOJIUT UHTETPUPOBAThH YCUIIUSI MHOXECTBAa OMOOaHKOB
OTHOBPEMEHHO.

ITpumepom oObenMHEHNS 0a3 TaHHBIX OMOOAHKOB
u OUBb sasnsercsa npoekt "eMERGE Network" (The
Electronic Medical Records and Genomics Network,
CeTb 37€KTPOHHBIX MEAUIIMHCKUX KapT U TEHOMUKU),
KoTtopsiii 0611 ocHoBaH B CIIIA B 2007r. OCHOBHBIMU
LIeJISIMU TIPOEKTa SBJSIOTCS 00beAruHEHEe UHDOpMa-
1IMU U3 OMOPENO3UTOPUEB, SBISIOIIMXCS UCTOYHUKAMU
ne3okcupudbonykiaenHoBoit kucaotsl (JHK), ¢ cucre-
Mot DUDB 151 KpynmHOMacIITaOHbBIX TEHETUYECKUX HC-
CJIEMOBAaHUI BBICOKOMIPOU3BOAUTENbHBIMIA METONAMMU,
CO3[laHue IIKaJl TeHETUYECKOTO PUCKa C LIeJbI0 OMNTHU-

MU3aliu CTpaTeruii yrnpaBJeHUsI pUCKaMM pacmlpo-
CTpaHEHHBIX 3a00JieBaHUl (CepAeYHO-COCYAUCTHIX,
HEBPOJOTUYECKHUX, DHIOKPUHOJOTUUYECKUX U [p.)
U CHUXEHWUS 3a007€BaEMOCTU U CMEPTHOCTHU OT 3TUX
3a6onesanuii>®. CeTb 0OBENMHSAET McclenoBaTeNneil
C IIMPOKMM CHEKTPOM CIelUaau3aluyd U OOJbIIUM
OIBITOM 3KCITEPTU3bI B 00JIACTU T€HOMUKM, CTAaTUCTHU-
KU, 3TUKU, THPOPMATUKA U KIMHUIESCKOU METUIIMHEI
U3 BeOYIIUX MEIUIIMHCKUX UCCIIEN0BATEIbCKUX UHCTHU -
TYTOB 11 IPOBENEHUSI TEHETUUECKUX UCCIENOBaHUMN
C WUCIMOJIb30BAaHUEM KJIWHUYECKUX MAaHHBIX U3 3JEK-
TPOHHBIX MEAUILIMHCKUX 3alUCe, B T.4. C LIeJbIO 0O-
Jiee IUPOKOTO MCMOJb30BAHUS TEHOMHOUM MEIUIIMHBI.
B pamMkax maHHOro mpoekTa MpOJeMOHCTPUPOBAHO,
YTO KJIMHWYECKUE NaHHbIe, moayyeHHble u3 OUb, Mo-
TYT OBITh YCITEIIIHO MCMOJIb30BaHbl B COUETAHUM C Te-
HETUYECKMMU JAHHBIMU JJIS1 KOMIUIEKCHOTO M3Y4eHUS
MPeapacojoXeHHOCTU K 3a00JIeBaHUSIM CPENU pa3-
JMYHBIX Tpynn nauueHTos™® [25]. Tlpu 3TOM, ¢ OnHOI
cTopoHbl, Db ucnoyb3yroTcsd KaKk UCTOYHUK MHPOP-
Malliu U1 U3yYeHUsl accollMaluii (heHOTUIa U TeHO-
TUMa, a C APYyroil — MU3y4daroTcss 0COOEHHOCTU U 3¢-
¢GeKTbl MHTEerpaluu MojaydyaeMoii reHeTUYeCKO WH-
dopmaiuu ¢ DUDB, BO3MOXHOCTU €€ MCITOJb30BaHUS
JIJISI COBEPUICHCTBOBAHUS CUCTEMBI OKa3aHUSI TOMOIIA
nanueHTam. s JoCcTKeHUs 1eNeil TpoeKTa MmpoBe-
neHo reHoTurIMposaHue > 100 TeIc. yuacTHUKOB>® [25].

B 2015-2020rr Obl1M co3gaHbl 7 paboyux Tpymi,
doxycupyomuxcsd Ha peluleHUM pas3iuvHbIX 3a1ay:
1) KIMHMYeCcKOe aHHOTUPOBAaHWE — CO3[AaHUE COrJia-
COBaHHBIX MOAXOA0B K KJIMHUYECKON MHTepIpeTaluu
T€HOB W BapUaHTOB HYKJIEOTUIHOW TMOCJEeI0BaTEb-
Hoctu (BHII); 2) unrterpauusi B OIb — uHTerpanus
MEIUIMHCKUX U TeHeTHueckux pesyabratoB B Db
B KJIMHUYECKMX LIEHTpax; 3) rTeHOMUKa — U3ydyeHUe
MEepefoBOro OMbiTa WU COBEPLICHCTBOBAHUE aHaIM3a
JIAaHHBIX O PACIIPOCTPAHEHHBIX U PEIKUX TeHETUYECKUX
BapuaHTax; 4) dapMakoreHOMUKa — KOOPIUHALIUS
U TIPONBMXEHUE pabOThl MO U3YYEHUIO U BHENPEHUIO
B KJIMHUYECKYIO TTPAKTUKY (DapMaKOT€eHOMUKU; J) de-
HOTUIMIMPOBAHWE — Pa3BUTHE HAYYHO-OOOCHOBAHHBIX
METOAOB (PEHOTUNMMPOBAHUS C UCITOJIb30BAHUEM IaH-
Hbix U3 DUDB, B T.4. BblAeIEeHE BBIOOPOK IJIsI UCCe-
JMOBaHUI THUMa "CIydaii-KOHTPOJIb" U Op.; 6) olleHKa
BJIMSIHUSI MHTErpalMy TeHeTHYeCKUX JaHHbIX B Db
Ha pa3JIM4yHble aCMEKThl OKa3aHUS MEIUIIMHCKON IMo-
MOIIK; 7) U3YyYeHUE ITUUYECKUX, IOPUIUYECKUX U CO-
LIMAJIbHBIX MOCeNCTBUI nHTerpaiuu B Db reneru-
YeCKUX JAHHBIX, MMOJyYaeMbIX B paMKax mpoekTa [25].

B pamkax nmpoekta eMERGE Denny JC, et al.
(2010) 6B paspaboran Meronm "PheWAS" (phenome-
wide association scan), KOTOpbIii MoApa3yMeBaeT IMOMCK
accolanuii Mexny GeHOTUNMUYECKUMU U TeHOTUTIU-

° https://www.genome.gov/Funded-Programs-Projects/Electronic-

Medical-Records-and-Genomics-Network-eMERGE. (14.09.2022).
® https://emerge-network.org/. (14.09.2022).
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YeCKMMHU JaHHBIMU C UCIojb3oBaHueM DUB [26]. Ha
OCHOBe JaHHoro metoja B 2013r ObLT co3maH KaTajor
PheWAS, npouutupoBanHsiii K 2020r >300 pa3 [235].
B HacTosiliee BpeMsi Takxke pa3pabaThiBalOTCSl BO3-
MOXHOCTY HMCIIOJb30BaHUS (PEHOTUITMICCKUX IITKaJ
pucka (phenotype risk score, PheRS) [5]. OtnenbHbIM
HampaBjieHUEM SIBUWJIOCH CO3JaHue METOAOB M3y4eHUs
(hapMaKoreHeTHIECKMX B3aUMOICIHCTBHIT B paMKax ce-
™ eMERGE, uTo npuBeno K pa3paboTke BeO-nopTaia
SPHINX (Sequence and Phenotype Integration Ex-
change), HalleJIEeHHOTO Ha U3y4yeHUEe BIAUSIHUS TeHETU-
yecKnX (haKTOpOB Ha OTBET MallMeHTa Ha MeINKaMEH-
TO3HYIO Tepamnuio [25].

B pamkax cetu eMERGE pa3paboTaHbl TeXHU-
YyecKWe M HOPMATWUBHBIC PEIICHMS IJIsI WHTETpalluu
reHoMHoO# uHdopMaiuu B Db, a Takke uU3yvyarorcs
Moaxondbl K OOY4eHUIO Bpaueil M MH(POPMUPOBAHUIO
MAIMEeHTOB TIPU BKITIOUEHUY TeHOMHBIX TAaHHBIX B TIPO-
Lecc IMarHOCTUKHU U jeuyeHus . JlaHHas paGora Io-
3BOJIMJIA TIPUCTYITUTE K (POPMUPOBAHMIO U PeaT3allii
CTpaTeruu JJjis nmepeHoca, XpaHeHUsl U MpeaocTaBlie-
HUS TEHOMHBIX TaHHBIX B DUDb c 11enbio obecrieueHUsT
MONACPXKKY TIPUHATHAS KIMHUYECKUX pelneHuii. M3y-
YaeTcs BO3IeiicTBMEe TeHOMHOTO CEKBEHMPOBAHMS Ha
CHCTEMY 3IpaBOOXpaHEHUs, MMAIlUEHTOB U UX CeMEi.
IToxyyaembie pe3yabTaThl JEMOHCTPUPYIOT IEHHOCTD
MOJIYIEHHBIX TIPpH JUTUTESIHHOM HAOJIONeHWU KIMHU-
YecKUX JaHHbIX, 3acduKcupoBaHHbIX B DD, B miaHe
BBISIBJICHUSI HOBBIX TeHETHUECKMX BApUAHTOB, aCCOIM-
MPOBaHHBIX ¢ 3a00JieBaHUsIMU [25].

VYuutsiBas, uto cetb eMERGE BkitouaeT 60Jib-
III0€ KOJUYECTBO PAa3HOIIAHOBBIX KIMHUYECCKUX 1 Ha-
VUHBIX OpraHW3aluii, 00JIbIIOe BHUMAHUE YIACISIeTCS
KOH(MUACHIINAIBHOCTY U 6e30IMaCHOCTU JAHHBIX, KO-
TOpble UMEIOT pellialolliee 3HaueHue B chepax reHoM-
HBIX WUCCACHOBAaHWI M MEOUIIMHCKOM Tmomoinu. ITpu
3apOXICHNN TaHHOTO MPOEKTa OBIIN YCTAaHOBJICHEI
crieuMraabHble TIPOTOKOJBI WIS cOopa U oOMeHa Neu-
JeHTU(PUIUPOBAHHBIMUA JaHHBIMU B CETU, YTOOBI 00-
JIETYNTh UCCIEOOBAHUS M 00eCIIeYNTh PaBHBIN TOCTYIT
BCEM OpraHU3anusaM. DTU PEKOMEHIALIMU CTaId BaX-
HEWIIUM BJIEMEHTOM YCIexa BCeX MOCIeAyIOLInX UC-
cinenoBaHuii B pamkax cetu eMERGE [25].

B HacTosee BpeMsi IpOeKT MPOA0JIKAETCsI U Ceii-
yac ¢c(OoKycHMpoBaH Ha pa3pabOTKe U BHEAPEHUU IO-
JIMTeHHBIX 1IKaJ pucKa, MHTerpauuu ux 8 OUb u usy-
YeHUU WH(POPMATUBHOCTH MX NPHUMEHEHUs, B T.d.
C yYeToM BoO3pacTa, o0pa3a XU3HU, J€KapCTBEHHOM
Tepariuu, STHUYEeCKUX ocobeHHocTeit™ [25].

Glazer AM, et al. (2022) npoBeJr MHOTOLIEHTPO-
BO€ HcCJe0oBaHNe Ha KoropTe u3 21846 y4acTHUKOB,
He MMEBIIMX paHee MOKa3aHW IJII TeHEeTUYeCKOTO
KapIMOJIOTMIEeCKOTO CKPUHMHTA’. BBIIO ceKBeHMpoBa-
HO 109 TeHOB, aCCOIMMUPOBAHHBIX C MOHOTEHHBIMU Ha-
CJIeNCTBEHHBIMU 3a00ieBaHUSIMU, B T.4. 10 reHOB, CBs-
3aHHBIX C pa3BUTHEM apUTMU. DEeHOTUITBI HOCUTEICH
BHII oueHuBanu ¢ moMOUIbIO TaHHBIX, UMEIOLIUXCS

B OUD, 1 nocnenymolero KIMHUYECKOro obciiefoBa-
Hus. Y 3% y4acTHMKOB ObLIW BBISIBJICHBI TTATOT€HHbBIE
uin BeposiTHO maroreHHble BHII B kakux-nn6o u3
109 uccnenyemsbix reHoB. M3 Hux y 120 (0,6%) ydact-
HUKOB ObLIA OOHapyXeHbl BapUaHTHI, CBSI3aHHbBIE
C pa3BUTHUEM HACJEACTBEHHBIX XW3HEYIPOXaIOIIUX
aputMuii. B pamkax paboTsl Oblj1a BO3MOXHOCTb CO-
OOIINUTh pe3ynbraT 54 ydyacTHUKaM, MPU 3TOM BaXHO
OTMETUTH, UTO y 12 M3 HUX AMArHO3 HACJIeACTBEHHO
apUTMUU OBUT TOCTaBJIEH BIIEPBBIE, TOJIBKO MOCJE IMO-
JIy4eHUS PE3YJbTaTOB F€HETUUYECKOTO HCCIENOBaHUS
Y pasMellleHUs] oJaydeHHbIX JaHHbIX B DUB (0,05%).
ITocTaHOBKa AMAarHo3a TakKWM MalleHTaM MO3BOJSET
BOBpEMS HayaTh JIEYEHUE U MPOBOAUTH MPOPUIAKTH-
Ky BHE3aITHO# cepaevyHoii cmeptu. MccienoBanue Ha-
[JISIAHO MPOAEMOHCTPUPOBAJIO 3HAYCHUE WHTErpalluu
0M00aHKUPOBaHUsI, TEHETUYECKOTO CKpMHUHTa 1 DU b
B Hay4YHOI M KIIMHMYECKOI IIPaKTUKE".

B uccienoBaHuUM ¢ KMCIOJAb30BAHUEM T€HETUYE-
CKMX pe3yJIbTaTOB aHajn3a 01M000pa3LoB, XpAHIIINXCS
B OmobaHke, 1 naHHbix Db Palmer MR, et al. (2021)
BBISIBUJIA T€HBI, ACCOLIMMPOBAHHBIE C PAa3BUTUEM Ka-
potunHoro crenosa’; Rosenthal EA, et al. (2021) —
¢ runeprpurmuuepunemueii [27]; Rouby NE, et al.
(2018) — ¢ pesucrteHTHOI runepronuei [28]. Zhang X,
et al. (2019), oobenuHsa naHHbie Db 1 reHeTHYECKUX
HCCIIEIOBAaHUI, pa3paboTaayd HOBBII MTOIXOM K BBISIBJIC-
HUIO MOTEHIIMAJIBHOTIO TJIEHOTPOMHOTO BIUSHUS Te-
HOB Ha pa3BUTUE CEPAECYHO-COCYIUCTHIX U HEBPOJIO-
ruyeckux 3aboneBanuii [29]. B padote Holzinger ER,
et al. (2017), cuHTe3 6MOOAHKMpPOBAHUS U aHaJM3a
OHWDb no3BoIU MOJYYUTh HOBbIE JaHHBIE O B3aUMO-
nerctBusax mexay pasznuuHbiMa BHIT u nunuaHbeiM
npoduiem [30].

Abul-Husn NS, et al. (2016) Ha oCHOBE aHaJu-
3a JaHHBIX JJIUTEJIbHOrO0 HAOJIONEHUS, UMEIOIIUXCS
B ODUDB 50726 yenoBeK M pe3ylIbTaTOB FeHETUYECKOTO
TECTUPOBAHMSI, BBISIBUIU, YTO BEPOSITHOCTh BOBHUKHO-
BEHUS U MPEXACBPEMEHHOTO PAa3BUTUSI UILIEMUYECKON
06osne3Hu cepnua y Hocurelneit matoreHHbix BHII, ac-
COLIMMPOBAHHBIX C CEMEWHON TUIepX0JIeCTEPUHEMMU -
eit (CI'XC) BblIllIe, COOTBETCTBEHHO, B 2,6 1 3,7 pasa;
a B ciayvyae Haiauuusi BHIT B rene LDLR, BbI3bIBaIOIINUX
notepto pyHkuuu 6enka, — B 5,5 u 10,3 paza, cooTBeT-
ctBeHHO. MHTepecHbIM oKazajics ToT dakT, yto BHII,
cBg3aHHble ¢ CI'XC, 6b1M 0OHapyKeHbI Tulb y 2,5%
MAaleHTOB C BBIPAaXXEHHBIM MOBBIIIEHUEM YPOBHS XO-
JlecTepyuHa JIUITONPOTEMHOB HU3KOM TioTHOCTU (XC
JIHII). B 1o xe Bpems, y 45% MalMeHTOB, UMEIOLIUX
natoreHHsie BHII, yposenb XC JIHII 6b11 HUKEe qua-
rHoctuyeckoro ypoBHs (190 mr/mr). Pacuer BeposiT-
Hoctu CI'XC, cornacHO ro/utlaHACKUM KpUTEpUSIM (110
naHHeiM OWDB), yka3anm Ha HaJiMyve BEPOSITHOTO WU
ONpeIeIeHHOTO IUarHo3a Julib y 24% HocuTeseit na-
toreHHbix BHII, uTto cBumetenbcTBYyeT 00 orpaHuye-
Husx ckpuHuHra Ha CI'’XC ¢ MoMOIIbIo Wb aHAIU3a
naHHbix O b. K MoMeHTy aHanu3a naHHbIX 14 Hocu-
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teneit maroreHHbix BHIT ymepnu, npu aToM HU y of-
HOTO U3 HUX He ObUI KIMHWYECKU YCTAHOBJIEH AMAarHo3
CI'XC [31]. HaHHOe ucclieqoBaHe UMeeT MpakTuue-
CKO€ 3HaueHHe B OTHOLIEHUM OpraHu3alluM AUarHo-
ctuku v neyeHuss CI'’XC.

ITonyyaeMble B pe3yabTaTe MOAOOHBIX UCCIEN0BA-
HUI TaHHbIE MPENCTaBISIOT OOJbIIYIO LEHHOCTb U OT-
JIeJIbHBIM HaIpaBJIeHUEM UCCIIeNOBAHUIA SIBJISIETCS U3Y-
YyeHue MHTerpaluuu TeHeTUudyecKuX JaHHbX B DUD,
yeMy, B 4YacTHocTU, mocBseH mnpoekT IGNITE
(Implementing Genomics in Practice, BHenpeHue reHo-
MUKM B NMpakTuKy) [32]. B pamkax JaHHOro MpoekTa
BBISIBJIEH pSil MOMEHTOB, KOTOPbIE Ba’KHO YUMTHIBATh
Mpyu TaKoOM BHeApeHuu: 1) TexHudyeckKas MHTerpamus
TeHOMHBIX JaHHbIX B DU B nanueHToB; 2) yKpernaeHue
3HAHUM U TIPENCTABICHUM KIIMHUILIMCTOB O TEHOMHOM
MeIUulMHe; 3) BOBJIEUeHUE MAllMEHTOB B MPOEKTHI T'e-
HOMHOM MEIUIIUHBI.

3akioueHue

Takum o6pazom, oobeanHeHUe JaHHbIX DU DB ¢ nH-
¢dopmarnmeit, moayyaemoii pu aHajanu3e 6MooOpa3loB,
XpaHAIIMXCSA B OM0OaHKaX, MPENOCTaBISIET YHUKAIb-
HYIO BO3MOXHOCTb ISl TIPOBENEHUS 1IEJIOTO psifia Ha-
YYHBIX UCCJIENOBaHMIA, B T.4. IIMPOKOMACIITAOHBIX
TeHETUYECKUX U KIMHUYECKUX TPOeKTOB. Mcrmonb3o-
BaHue Db MoxXeT ObITh MOJIE3HO MPU OMNpPENeIeHUN
nu3aiiHa McclieloBaHuUiA, Moucka U Habopa TarueH-
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