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Abstract Genetic medicine is a scientific field in medicine that studies the
influence of genetic factors on the development of diseases in humans. It is based on
the analysis of the genome, which is the complete genetic material of the organism.
Genetic research makes it possible to identify hereditary diseases, determine the risk
of their occurrence, as well as develop innovative methods of diagnosis and therapy.
Modern DNA sequencing technologies have significantly improved the methods of
genetic analysis, which opens up new prospects for the prevention and treatment of
many pathologies.
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HayuHnoe coo0riecTBo Bce 0osiee MpU3HAET 3HAYCHNE TEHETUYECKON METUITUHBI
B MHAMBUAYAJTU3AIMH MTOIX0/1a K JICUEHUIO, YUYUTHIBASI T€HETUYECKUE OCOOCHHOCTH U
MPEAPACIIOIOKEHHOCTH NanueHToB. MMEHHO No3TOMy TeHeTHuYecKash MeIulMHa
CUMTAETCs MEPCIEKTUBHON 001acThlO, CHIOCOOCTBYIOUIEH YIYyUIIEHUIO TUATrHOCTUKH,
nedeHus U npoduIakTUKH 3a001€eBaHU HA OCHOBE TTOHUMAHHS TeHETUYECKON OCHOBBI
Pa3IUYHBIX TATOJIOTHIA.

['eHeTnyeckass MeQUIIMHA HAXOAUTCA Ha CTaJuyd aKTUBHOIO Iporpecca B
Poccuiickoi @enepanuu. B nocienHue roibl 0TMEYAECTCS 3HAYUTEIIBHOE PACIITUPEHUE
Y HapalllUBaHWE HAYYHBIX HCCIIEIOBAHUI B OOJACTH TCHETHKU M WX BHEIPCHUE B
MEJUIIMHCKYI0 TIpakTuKy. Ocoboe BHUMaHUE yAENIeTcs pa3padoTKe U ampoOaruu
METOZ0B TE€HETHMYECKOW JUarHOCTUKH, HPOTHOCTUYECKHX MOJIENeH, a TaKxke
MEPCOHAIM3UPOBAHHBIX MOAXOA0B K JEYEHUIO HA OCHOBE T'€HETUYECKUX JaHHbIX. B
Poccuiickoit ®enepanuu  (QYHKIIMOHUPYIOT —CHCIHAIM3UPOBAHHBIE TEHETHUECKHE
LHEHTPhl U JabopaTopuu, T/€ TMPOBOAITCS Pa3HOOOpa3HbIE T'€HETHYECKHE
HCCIICIOBAHMS, BKJIIOYAash AaHadu3  HACJIEACTBEHHBIX  MAaTOJIOTHMH, U3y4YEHUE
TFeHETUYECKUX KOppeNslMil ¢ pa3BUTHEM 3a00J€BaHUN, a TaKKe TIE€HETHYECKOe
KOHCYJIbTUPOBaHME. boybllloe BHUMaHUE YIEISETCS MCCIEAOBaHUSIM B 001acTH

(hapMakOreHOMUKHA C Telbl0 ONTUMM3AIUu (papmakoTepanuu. Tem He MeEHee,



BecTtHuk BocTtouno-CudupcKoil OTKPBITOI akageMun

HECMOTpPSI Ha TOJIOKUTEIIbHYI0 IUHAMUKY PAa3BUTHA T'€HETUYECKOM MEIULMHBI B
Poccun, mpucyTCTBYIOT Onpe/ieieHHbIe TPOOIeMbl, KOTOPbIE TPEOYIOT KOMIUJIEKCHOTO
pemieHuss. CpeaM HUX OIPAaHWYEHHBIM JOCTYIl HAaceJeHHsT K COBPEMEHHBIM
F€HETUYECKUM  TEXHOJIOTHSIM, HEOOXOJMMOCTh  IOBBILIEHUS  I€HETUYECKOUN
IPaMOTHOCTM MEAMIMHCKUX paOOTHUKOB W JaJbHEHIIEE pPa3BUTHE CHCTEMBI
TeHETUYECKON KOHCYIbTalMu. Takum o0pa3oM, MOKHO CUMTaTh, YTO F€HETHYECKAs
MenunuHa B Poccuiickont @enepanu HaXOAUTCS HA MEPCIIEKTUBHOM ITyTH Pa3BUTHS
U MMEET CYIECTBEHHOE 3HAYCHHUE JUIsl COBPEMEHHON MEULIHBI.

B wupeanbHbIX YCIOBHUSIX PETyJIHPOBAHUE TIE€HETUYECKUX HCCIEIOBAHUA B
00JacTU T€HEeTHMYECKONM MEAMIMHBI JOKHO CTPEMHUTHCS K OOECIEUEHHUIO BBICOKHX
CTaH/apTOB 3TUKH, IPABOBOM 3alIUThl U O€30MacHOCTH. PerynmupoBaHue JaHHBIX
MCCIIE0BAaHUI JTOJDKHO OBITh OPraHM30BaHO HAa OCHOBE YETKHWX HOPM U CTaHAAPTOB,
KOTOpPBIE OIPENEISAIOT LENH, YCIOBUS IPOBEIEHNUS, a TAKXKE ITpaBa U 00s3aHHOCTH BCEX
YYaCTHUKOB JTaHHOTO mporecca. Ocodoe BHUMaHUE JIOJDKHO OBITh YJIETIEHO 3aIUTe
npaB  DNAUUMEHTOB  MyTeM  oOecredyeHuss  HMHPOPMHUPOBAHHOTO  COTJAcHs,
KOH(UEHIIMAIbHOCTH JaHHBIX U U30€KaHUsl BO3MOKHOM JUCKPUMHUHALIUY HA OCHOBE
FEHEeTUYECKON HHQOpMaIuu. ITHUYECKash OLEHKAa TEeHETHYECKUX HCCIIeAOBaHUN
J0JKHA OBITH 00513aTE€IbHON U BKIIIOYATh B €051 IPUHLUIIBI CIIPABEAJIMBOCTH, PUCKOB
U TOJIb3bI, @ TAKXKE 3alIUTY YSI3BUMBIX KaTeropuii HaceneHus. Kpome toro, Heooxoanum
KOHTPOJIb U 3KCIEPTH3a CO CTOPOHBI CIEIUATN3UPOBAHHBIX OPraHOB U HE3aBUCUMBIX
DKCIIEPTOB NI OOECnedYeHHs COONIOACHHS TpPeOOBaHW W COOTBETCTBHS
3aKOHOJATEIIbCTBY.

[TpogomkuTenbHOE HayyHOE HUCCIIEOBaHHE, OOMEH HAay4YHbIMU 3HAHUSIMH U
CTUMYJUpPOBAaHHWE WHHOBAIMM OyayT cmocoOCTBOBaTh Iporpeccy B oOdacTu
FeHEeTUYECKON MEAMIMHBI M YJIY4YIIEHUI0O KAayecTBA MEIUIMHCKOW MOMOIIH
HaceneHuto. KoHTpob KauecTBa M 3TUYECKHUE MPUHLIUIIBI JOJDKHBI JIEKATh B OCHOBE
pEeryaupoBaHus TeHETUYECKUX UCCIIE0BAHNMN C LIETbI0 0OecrieueHts OOIIECTBEHHOTO

Oyiara u cOOIO/ICHUSI BRICOKUX CTAHAPTOB ATUKHU U 3aKOHHOCTH.
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Ha  tepputopum  Poccum  reHeTudeckass  MEQUIMHA  TOJBEPraeTcs
pPEryJIMPOBAaHUIO IyTEM 3aKOHOJATENbCTBA W HOPMATUBHBIX aKTOB C IIEJBIO
oOecrieueHus cOATaHCUPOBAHHOIO PAa3BUTHS HAYUYHBIX HCCJIEJIOBaHHM B 00JacTH
TCHETUKUA W 3aIllUTHI MPaB U WHTEPECOB MHAWBHIYYMOB. HeoOxommmo oOecneunTh
COOJII0JIEHHUE ITHYECKUX U MPABOBBIX CTAHJAPTOB B XOJI€ MPOBECHUS T€HETHUECKUX
HCCIIETIOBAHMI, a TaKkKe KOHTPOJIb 3a HUMU. DenepanbHblii 3akoH oT 29 nekadps 2022
roga Ne643-®3 «O BHeceHuum wu3MeHeHuid B DenepanbHblii  3ak0H  «O
roCyJJapCTBEHHOM PEryJIMPOBAaHUU B 00JIACTU T€HHO-WUHXKEHEPHOU JESITeIIbHOCTHY
SBJISIETCS KJIIOYEBBIM HOPMATUBHBIM JOKYMEHTOM, ONPEACISIONUM OCHOBHBIC
MIPUHLNIBI U MOPSAAOK MPOBEACHUS T'CHETHUYECKUX HccienoBaHui. Cpeau BaKHBIX
aCIEKTOB PETYJIMPOBAHUS CYIIECTBYIOT TpeOOBaHUS K MHHOPMUPOBAHHOMY COTJIACUIO
Ha TEHETHMYECKOE TECTHUPOBAHHUE, 3alUTe KOHPUIACHIMUAIBHOCTA TE€HETUYECKUX
JAHHBIX M KOHTPOJIIO 3a HX HCHOJb30BaHUEM. OIHOBPEMEHHO pETYyJIUPOBAHUE
T€HETUYECKUX UCCIIEAOBAHUN BKIIIOYAET B ce0s 00ECIeUeHEe COOTBETCTBUS HAYYHBIX
HCCIICIOBAHUIN ITUYECKUM M 3aKOHOJATEJIbHBIM MPUHIMIIAM, a TaKXKe SKCIEPTHYIO
OIICHKY HAay4HBIX ITPOCKTOB C IIEJIbI0 TAPaHTUPOBATH UX 0€30MaCHOCTh U COOTBETCTBHE
NEUCTBYIOIIEMY 3aKOHOAATEIbCTBY U CTaHAapTamM. OTH MeEphl HaIlpaBJeHbl Ha
oOecrieueHre KaK 3allUThl TIPaB U UHTEPECOB IPAXK/IAH, TaK U MOAIEPKAHUSI BHICOKOTO
Ka4yecTBa U 0€30MacCHOCTH F€HETUUYECKUX UCCIIEA0BAaHUN, MPOBOAUMBIX B Poccuiickoi
deneparyn. [2]

Obecnieuenue KOH(UIEHITNATEHOCTH TE€HETUYECKOU uHdopmaun
MPEJCTaBIISIET COOOM KIIFOYEBOM AacmeKT B OO0JAaCTU TEHETUYECKOW MEIUIIMHBI,
MMOCKOJIbKY TEHOMUYECKHE JIaHHbBIE COJIEPKAT BHICOKOUYBCTBUTEIBHYIO0 HHPOPMALIUIO
0 3a00JIeBaHUSX, HACJIEICTBEHHOCTH | TMPEAPACIIONOKEHHOCTSIX YelIOBeKa K
Pa3JIMYHBIM COCTOSTHUSAM 370poBbsi. ObecrniedeHue 3amuThl JaHHOW HHGOpMAIUU
SBJISICTCS. KPAaCyTOJbHBIM TPHUHIIMIIOM U1 OOCCIEYCHHS JOBEpHS IMAIMEHTOB U
a3 pekTuBHON pabOThl B 00JIACTH TE€HETUYECKOW MEAUIMHBI. JIJIsi TapaHTUpOBaHUs
KOH(UICHIIMATHHOCTH T€HETHYECKUX JAaHHBIX HEOOXOAUMO OCYIIECTBUTD IENbINA Pl

meponpustuil. [Ipexne Bcero, ocymiecTBieHne cO0pa reHeTHIECKUX TAHHBIX JTOJKHO
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MIPOUCXOAUTH TOCPEICTBOM HH(POPMHUPOBAHHOTO COTJIACHSI CO CTOPOHBI TTAITUEHTA, TC
MTOCJICTHUN TTOJTHOCTHIO OCO3HAET TSI U TTOCJICICTBUS MPEACTOSIIETO UCCISIOBaHMS.
Crnenyronmm marom sBisieTcsi ooecriedeHre 0e30MacHOCTH XPaHEHHUsI TeHETHUYECKUX
WH()OPMAITMOHHBIX CIWHHI], 0ObEMHBIE MACCHUBBI KOTOPBIX JOJIKHBI COXPAHATHCS B
HAJCKHBIX YCIOBHSIX C COOJIIOICHHEM BCEX MPUHIIMIIOB O€30MaCHOCTH U MHU(PPOBAHUS
TAHHBIX. BaXXHBIM acIeKTOM SIBIIICTCS aHOHMUMU3AIMS TMOJYYCHHBIX JTaHHBIX IMEpe]
nepefadeidl WM HCTIOJB30BAaHMEM WX B HCCIENOBAHUAX, YTO CIOCOOCTBYET
COXpaHEHHUI0 aHOHUMHOCTH MH(pOopMaIuu 0e3 BO3MOKHOCTH NPAMON UACHTU(PUKALIMH
CO CTOPOHBI CTOpOHHUX Juil. Kpome TOro, coOmOEHHEe AaKTyaJIbHOTO
3aKOHOJIaTENIbCTBA, KACAIOIIEroCs] HCIOJIb30BAHUS M XPAHEHHUS] TEHETHYECKOM
uH(pOpMaIuu, UTpaeT )KU3HEHHO BAXKHYIO POJIb B 00ecTieueHUN KOH(UIEHIIUATbHOCTH
TaHHBIX. B 3TOM KOHTEKCTE HEOOXOAMMO CTPOTO COOMIOAATh BCE HOPMATHUBHBIC aKTHI,
OXBAaTBIBAIOIINE ACTIEKTHI OOpAIlleHUs C TEHETUYECKON HHPOpMaIIUeid, BKIIIoUas 3aKOH
0 TEPCOHATBHBIX JAaHHBIX W JPYTHE COOTBETCTBYIOIIME 3aKOHBI. J[OMOJHUTETHHO
BOXHBIM  SBIIAETCS  OOydYeHHWE  3aMENIaHHBIX  JIMI[  [paBWjaM  3aIllUThI
KOH(DUICHIIMAIIBHOCTA W ATUKE OOpalieHusi ¢ TeHeTH4eckol uHdopmaluen, 4To
obecrieynBaeT HEOOXOAMMBIA YPOBEHh KOMIIETCHTHOCTH Y ATUYHOCTH B OOpAIICHUH C
naHHBIMH. B 1ienom, obecnieueHne KoH(UICHITNATLHOCTH TeHETHUECKON HH(pOpMAITIN
HECOMHEHHO OCTAeTCsl BAKHBIM YCIIOBHEM ISl PAa3BUTHS TCHETHUCCKOW MEIUITMHBI U
JUTSI TIOIAICPIKaHUS TOBEPHS CO CTOPOHBI TTAITUECHTOB.

KoundunennunansHocTh TeHeTHUECKOW wuHpopManuu B Poccum sBisieTcs
B2KHBIM IOPUIMYECKUM H STHICCKAM BOIIPOCOM B 00IACTH T€HETHICCKON MEIUIIUHEI.
B nacrosiiiee Bpemsi B Poccum ecTth 3aKOHOAATENBCTBO, KOTOPOE PETyJIUPYyeT cOop,
XpaHEHHE W WCIOJIb30BaHUE TEHETWYECKHX MaHHbIX. CorjacHO JeHCTBYIOIIEMY
3aKOHOJATENIbCTBY, TeHeTUueckas uHPOpMAIMsid CUMTAeTCs OCOOBIM  BUJIOM
MEPCOHAIIBHBIX JTAHHBIX, KOTOPBIM MOMJIKHUT 0c000i 3anmTe u 0bpadorke. COop u
XpaHCHUE TCHETHUCCKUX JTAHHBIX JOIYCKACTCS TOJBKO MPH HAJIMYHUH COTJIacHs JIUIIA,
MPEAOCTABUBIICTO OTy HWH(OpPMAIMio, W JOJDKHBI COOJIFOMATBCS  MEphI 110

o0ecrieueHnI0  UX  KoH(puaeHnuaipHocTH.  Kpome  TOoro,  CymIecTBYIOT
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HCCIIEI0BATENIbCKUE TPOEKTHI M HAYYHBIE UCCIEAOBAaHMS, CBA3aHHBIE C TEHETUYECKOM
MEIUIIMHON, B  KOTOPBIX  TaKXke  JOJDKHBI  COOJIIOJAThCA  CTaHAApThI
KOH(UICHIIMAIbBHOCTH U 3allUThl JAHHBIX. Y4YacTHE B TaKUX MPOEKTaX OOBIYHO
MIPOMCXOAUT Ha JOOPOBOJBHON OCHOBE C MNPEIOCTABICHHUEM COOTBETCTBYIOIIMX
corjnacuii Ha 00paboTKy reHetudeckoil mHopmanuu. Takum oOpazom, B Poccuu
JACHCTBYIOT  3aKOHBl W MpaBWiIa,  HampaBJIEHHBIE  Ha  oOecreueHHe
KOH(DUICHIINAIBHOCTH TEHETUYECKONM WH(POpMaNUd, dYTOOBI 3aIUTHUTh JaHHBIC
NAlMEHTOB M YYaCTHUKOB MCCJIEIOBAHUNA B 00JIACTMU TE€HETUYECKONM MEJMIIMHBI.
Bormnpocsl OTBETCTBEHHOCTH 3a MPECTYIUIEHUS B c()epe UCKYCCTBEHHOIO MHTEIIEKTA,
CBSI3aHHBIE C TEHETHUYECKON AKCIEPTU30M U XpaHEHUEM, 00pabOTKON TeHETHYECKOM
uH(pOpMaIMU PacCMOTPEHBI PsSZIOM aBTOPOB, B yacTHOCTH JlozoBuikoil I'amuHoit
[TetpoBHoOii. [6, 7, 8]

Ha teppuropun Poccuiickoit @eaepannn KOHPUACHIIUATBHOCTh T€HETUYECKON
nHpopmaIuu peryaupyercst peaepaqibHbIMU 3aKOHAMU U HOPMATUBHBIMU aKTaMU, B
ToM yucie PenepanbHbIM 3aKOHOM "OO0 0053aTeIbBHOM MEIUIIMHCKOM CTpaxOBaHUH"
ot 29.11.2010 roma Ne 326-®3 (nmocnemnsisi peaakuus), OeaepanbHbiM 3aKkoHOM "O
nepcoHanbHBIX JaHHBIX" oT 27.07.2006 roma Ne 152-®3 (mocnemHsst pemakius),
I'paxxnanckum komekcom Poccuiickoit @eneparuu ot 30.11.1994 roma No51-®3 u
®denepanbubiii 3akoH «O0 OCHOBax OXpaHbl 3/I0pOBbS TpaxkaaH B Poccuiickoit
®denepammm» ot 21.11.2001 Ne323-D3 (mocneanss pegakius). J[aHHbIe HOpMATHUBHBIC
aKThl YCTaHABJIMBAIOT IPABOBBIE OCHOBHI OXPaHbl T€HETUYECKOW HWH(MOpMAIMU B
KOHTEKCT€ MEIMIIMHCKOTO OOCIyXUBaHUS, OOpa0OTKU TMEPCOHAJIBHBIX JTAHHBIX,
BKJIIOYasi TeHeTH4eckyro uHpopmaimioo. CoOtoeHne yKa3aHHBIX HOPM SIBIISIETCS
00s3aTeBbHBIM JUISI BCEX VUPEKIACHUN 37paBOOXPAHCHUS, HCCIEAOBATEIbCKUX
OpraHu3aluii U APYrux CyObEKTOB, 3aHUMAIOIIUXCS F€HETUYECKON MEIUIIMHOM Ha
tepputopuu Poccun. Llenpro 3THX 3aKOHOB U TIPABUIT SIBJISIETCST 00€CTICUCHUE 3aIUThI
KOH(UICHIIMATBHOCTH MEAMIIMHCKOM HWHQOpMAIMK, BKIIOYAas TEHETHUYECKYI0, B

MHTEpecax MalueHTOB M YYaCTHUKOB MEAMIIMHCKUX UccieaoBanuid. [1, 3, 4, 5]
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Pe3toMupyss BCE BBINIECKA3aHHOE, TE€HETUYECKAs] MEAMIMHA MPEICTaBIsSET
co0Oil BakHOE M TMEPCHEKTUBHOE HAIPABJICHWE B COBPEMEHHOM METUIMHE,
OCHOBAaHHOE€ Ha M3yYEHUU TEHETUYECKOW HuH(POpMauuud I ONTUMH3ALMU
JIUArHOCTUKH, JIeYeHUsI U npodriiakTuky 3a0oneBanuil. C pa3BUTHEM COBPEMEHHBIX
TEXHOJIOTHUIl CEKBEHUPOBAHUSI F€HOMa U OMOMH(OPMATUKH CTAHOBUTCS BO3MOKHBIM
JeTallbHOE aHAJM3UPOBAHUE HACJIEICTBEHHOW MH(OpPMAIMK MAIlEHTOB, BHISBICHHUE
IF€HETUYECKUX BapUaHTOB M HUX CBA3b C KOHKPETHBIMU MAaToJOrusiMu. Llenbro
IF€HETUYECKOM MEIWLHHBI SBISAETCS MHIAUMBULyAIN3alUsl MEAUIMHCKON IOMOIIM Ha
OCHOBE TE€HETHMYECKUX XapaKTEPUCTHK KaXXJOr0 OTIEIbHOrO IMalHMeHTa. ITO
II03BOJISIET PEAIN30BaTh NPUHIIUI EPCOHATU3UPOBAHHON MEAUIIMHBI, HAIIPABIECHHOM
Ha T[pEeAOTBpAllleHUuE, PAHHIOK JIMarHOCTUKY U 3(QexTuBHOE  JeueHHUe
HAaCJEACTBEHHBIX 3a0oneBaHui. CHCTEMHBI aHaIU3 TE€HETUYECKON HH(pOpMALNH
[IAMEHTAa NPEJOCTABISIET BO3MOYKHOCTH IIPOTHO3MPOBATH PHUCK BO3HUKHOBEHMSI
3a001€eBaHul, BbIOMpATh ONTHUMAJbHBIE METOABl TEpPaNMM M  CO3/1aBaTh
WHJWBUIyallbHbIE MNpPOrpaMMbl NpoduinakTuku. OJHAKO pa3BUTHE TI'€HETHYECKOU
MEIULMHBI  CONPSDKEHO C  BBI30BAMHM, TaKUMHU KaK  BOIPOCHI  3THKH,
KOH(PUACHIMAIBHOCTA M JOCTYNMHOCTU TexHonorui. HeobOxomumo pa3paboTaTh
COOTBETCTBYIOIIME MPABOBBIE ACTIEKTHI JIsl 00ecreueHns 6€30MacHOCTH U 3aKOHHOCTH
MCII0JIb30BaHUs FT€HETUYECKON HHPOpMaALIMK B METUIIMHCKOM MpaKTHKe. BaxkHO Takke
0o0ecrneynTh JOCTYNHOCTh T'€HETHYECKUX HCCIENOBAaHUN [UJIsi BCEX KaTeropuii
HaceJeHUs U  COONIIOIGHWE TPUHLUIIOB  CIPABEUIMBOCTH M COIMAJIbHOM
OTBETCTBEHHOCTU. B 1enoM, reHernyeckass MeEIULMHA MPEACTABISIET COOOM
MIEPCIEKTUBHOE HANPABIICHUE, KOTOPOE AKTUBHO PA3BUBAETCA C LIEJIBIO MTOBBIIICHMS
3¢ (HEeKTUBHOCTH MEIWLMHCKON MOMOIIU U YIYUYIIEHHs MPOTHO3a U KauecTBa >KU3HU

INaImTuCHTOB.
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