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HacTosiiee BpeMsl MHpopMaTU3aLus B KIMHUYE-

CKOIl M 1abopaTOPHOI reHeTUuKe, a TakXkKe aBTO-

MaTU3UPOBAHHOE B3aMMOJIEICTBHE CO CIeLIMATM-
CcTaMU JIpyrux npodusieii okazaHUs MeIULIMHCKON TOMO-
1M HaxoAMTCS Ha HU3KOM ypoBHe. Ha MT-prinke
OTCYTCTBYIOT ITIPOTpaMMHEIE IPOAYKTHI, KOTOPHIEC aBTOMa-
TU3UPOBAJIA ObI TTOJTHOCTBIO BCE MPOLIECCHI B KITMHUYECKOM
U 1abopaTopHOit nuarHoctuke. OTCYTCTBUE €AMHOTIO MPO-
rpaMMHOTO pelleHUs 3aMeUIsIeT TTepeXo K MPeauKTUB-
HOI, MPeBEHTHUBHOM, NTePCOHATU3UPOBAHHON MEIULIMHE,

(Ipukaz M3 PD ot 24.04.2018r. Ne 186 «O6 yTBepxKie-
Huu KoHIlenmu npeAuKTUBHOM, IIPEBEHTUBHOM U TTep-
COHAJIM3UPOBAHHON MenUIMHBI» [1]), a TaKXKe pa3BUTHE
reHeTudeckux TexHonoruit (Ykas Ilpesunenra PO ot
28.11.20181. Ne 680 «O pa3BUTUM T€eHETUIECKUX TEXHOJIO-
ruii B P®»). [loctaBiieHHbIE B 3TUX JOKYMEHTAX 3a1a4u
MOTYT OBITh TOCTUTHYTHI, B TOM YMCJIE, U 32 CUET PETPO-
CMEKTUBHOTO aHaJIM3a JaHHBIX, HAKOIJIEHHBIX B XOJ€ aB-
TOMaTU3aLMU AESITEIbHOCTY MEIUKO-TEHETUYECKOM CITyK-
on1 (nanee, MI'C). Takum obpa3oM, WISl pellieHus 3TUX 3a-
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Ja4 TOJIKHA ObITh CO31aHa LIEHTpaIM30BaHHas MiaTdhopma
C BBICOKMM YPOBHEM 0€301MacCHOCTH MH(MOPMALIVH IS CO-
BMECTHOTO MCITOJTb30BaHMST TCHETUUECKUX TaHHBIX KT -
HULMCTAaMU U UCCIIeN0BaTEISIMU, a TAKKe 71 OOMeHa 3Ha-
YUMo MHGOpMaIMel ¢ IPYTUMU CIIeIIHaTNCTaMU, VC-
TOJTB3YIOIIMMU TeHETUUECKIE TEXHOJIOTHH (Halpumep,
OHKOJIOTHSI; aKyIIIepCTBO M TUHEKOJIOTHST; HEOHATOJIOTHS
uT.n.) [2].

Iean padoTsl: 1) pa3paboTKa KOHIICITIIMY LIEHTPaIH-
30BaHHOM TIaT(OPMBI JUTST TTOBBITIICHUST KadecTBa U 3(-
(beKTUBHOCTH OKa3aHUSI MEIUIIMHCKOM ITOMOIIY B paM-
kax MI'C, a takxke pa3BUTHUSI TeHETUUYECKUX TEXHOJIO0-
TWif; 2) cpaBHEHNE OCHOBHBIX MOJIOXKEHWI KOHIEHIINN
C UMEIOIITMUCS MUPOBLIMU aHAJIOTaAMMU.

JI1st TOCTUXKEeHMST TTOCTaBJAEHHON Leu ObLIU cop-
MYJIMPOBaHbI CIAeAyIOIIME 3aauu: 1) obecrieueHrue enu-
HOTo MG POBOrO MPOCTPAHCTBA JJIsI Bpauyeii-TeHeTUKOB,
Bpaueli-1abopaTOpHbIX TeHETUKOB, JJAOOPAHTOB, OMOMH-
(bopMaTUKOB ¢ 11eJIbI0 HAKOTUICHUSI TeHETUYECKUX JTaH-
HBIX O Tronyystuyy P® ¥ MOBBIIIEHUS MPO3PavHOCTH
cBeneHuii o MI'C; 2) nmoanep:xka NpUHSATUSI BpauyeOHbIX
peleHnit mo ¢hopMUPOBAHUIO TIJIaHA OOC/IeT0BaHUS Ta-
LIMEHTa, CEMBU C TIPUMEHEHNEM TeHETUIECKUX TEXHOJIO-
ruii; 3) obecrieyeHre eIMHOTO MHCTPYMEHTA JIJIsT Bele-
HUSI, KOHCOJUIALMKU 9KCTIePTHBIX 3HaHU (Hanee, 6a3a
3HAHUI), B TOM YHCJIE U C yYETOM COITOCTABJICHUSI, arpe-
Talli¥ ¢ MEXIYHAPOIHBIMU 9KCIIEPTHBIMU 3HAHUSIMHA, Ta-
kumu kak OMIM, HPO, Orphanet Rare Disease Ontology,
HGNC u 1.1.; 4) ueHTpaau30BaHHBII YyYeT MallMeHTOB
C MOIO3PEHUEM Ha BPOXIEHHOE 1 (MJIM) HACIeICTBEHHOE
3abosieBaHUe; 5) obecrieueHre HeIPePbIBHOCTU MPOLEC-
ca MpoMWIAKTUKU, TUaTHOCTUKU, JIeYCHUsI, peaduiiTa-
LMY 1 aOWJIATAIINH, TTAJUTMATUBHOM TTOMOIIN MAlliEHTOB
C BPOXIEHHBIMM U (MJIM) HACJIeACTBEHHBIMU 3a00JieBa-
HUSMU; 6) obecIieueHre TTPO3PaTHOCTH TTPOLIECCOB 1M~
TOT€HETUYECKUX, MOJIEKYJIIPHO-TEHETUYECKUX, MOJIEKY-
JIIPHO-IIUTOT€HETUYECKMX MCCIIeIOBAHUM, CEJIEKTUBHOTO
M HEOHATAJIbHOTO CKPMHUHTOB, a TaKXKe TTPeeMCTBEHHOCTH
CBeJICHMI1, HAKOTUIEHHBIX KIIMHUIIMCTaMU 1 0OMeHa Heo0-
XOIUMBIMU JTAHHBIMU ¢ OMoMHGbOpMaTUKaMu; 7) obecre-
YeHME BEICHMS IeTTepCOHN(UITNPOBAHHBIX 3JICKTPOHHBIX
MEIULIMHCKUX 0a3 JTaHHBIX C LIETbIO IIPOBEACHMS HAYyIHBIX
WCCIIeIOBaHMIA, HAKOIIJIEHUSI, pACITUPEHUS MEIUIIMHCKIX
3HAHUI B 00JIaCTU TEHETUKMU.

Ma‘repvnanbl n metoabl

B nporuecce hopmupoBaHust KOHIIENIWY ObUTA U3y4e-
HbI GYHKIIMOHAIbHbBIE BO3MOXHOCTY KOHKYPEHTHBIX MPO-
rpaMMHBIX MPOAYKTOB IO aHAJIOTUYHBIM KOMIIOHEHTaM
neHTpanu3oBaHHoi iatrdopmel: LOINC, ®denepaabHbIiA
CMPaBOYHUK JIabOpaTOpHBIX UcchaenoBaHuii; Phenotips,

GenoPro; PASS LIMS, Labstep; SeqOne Runner, Cloud-
Pipeline; PhenoVar, ClinGen.

Pesynbratbl

J1st obecriedeHus BHIOJTHEHMUST YKa3aHHbIX 3a7a4 ObLT
c(hopMUPOBaH CAeAYIOLIMIT HAOOP KOMIIOHEHT LIEHTpaIv-
30BaHHOI TIaT(OpMBI: 6a3a 3HAHMIT — oOecTieurBaeT Be-
JIeHUe CIIPaBOYHMKOB U KjiacCU(hUKaTOPOB, COCTaBJISIIO-
IIUX COBOKYITHOCTh HaKOTUIEHHBIX 9KCIIEPTHBIX 3HAHUIA,
HEOOXOAUMBIX IJIs1 TOIAEPKKU pabOThI MOJIb30BaTeNEel;
KJIMHUYECKAsl TeHETHKA — T03BOJISIET MOCTPOUTh POIOC-
JIOBHYIO C YUETOM paHee yKa3aHHbIX POJICTBEHHBIX OTHO-
LIEHUIA CeMbU MPodaHAa, MPUMEHUTh KJIIMHUKO-TeHeano-
rMYecKuii Meton, 3abuKCUpoBaTh aHAMHECTUYECKUE NaH-
HbI€ U KJIMHUYECKUE MPU3HAKU (HAa OCHOBE CIIPaBOYHMKA
KJIMHAYECKUX TTPU3HAKOB KOMITOHEHTHI «0a3a 3HaHUIi»),
MPOBECTU aBTOMAaTUYECKYI0 MU depeHIInaTbHyI0 TUarHo-
CTHKY Ha OCHOBE OMUCAHHOTO (DeHOTUIIA (HATIpUMEp, UH-
dopmupoBaTh 0 TOM, Kakoe 3ab0jeBaH1e CBSI3aHO C yKa-
3aHHBIMU KJIMHUYECKUMHU MPU3HAKaMM), CHOPMUPOBATH
HaIpaBJieHUs B TEHETUYECKYIO JJabopaTOPUIO HA OCHOBE
yKazaHHOTO JuddepeHIIMaTbHOro 1uarHos3a; Jadoparo-
pusi — MO3BOJIsIET pabOTaTh ¢ HAMPABICHUSIMU B TEHETH -
YyecKylo JabopaTopuio, MHOOPMUPOBATh Ja0OpaHTa O TOM,
KaKoii buomartepua 10JKeH ObITh 3a0paH B COOTBETCTBUU
C aHaJIM30M, KOTOPbIi HEOOXOAMMO BBIMTOJTHUTD IJIS Ta-
LIMEHTa, 3aperucCTpUPOBaTh B3SThIA OMOMaTepuan U Ha-
MPaBUTh €r0 Ha HEOOXOMMMBII 3Tall (Ha KPaTKOCPOUYHOE
WX JOJITOCPOYHOE XpaHEHWE WJIM Ha STall BhITIOJIHEHMS
aHanu3a, HarpuMmep, BoiaeneHue JJHK), orpaxats u xpa-
HUTb PE3YJIbTAThI BHIMOJHEHHUS 3Tarna aHaiu3a (Kak Bpyd-
HYIO, TaK U ITyTEM aBTOMATUYECKOTO MOJYYSHUS Pe3Yib-
TaTOB ¢ POOOTU3NPOBAHHBIX CTAHLIMIA (HAIIPUMED, TTOTY-
yeHue kKoHueHTtpauuu JHK), ocyliecTBasTh KOHTPOJIb
Ka4yecTBa BBIMTOJTHEHUS 2Tara aHajau3a (Harpumep, siBjsi-
eTcs nojyyeHHast KonueHTpauus JHK nocratounoit ns
npoBeaeHus ucciaenoBanus); buonndopmaruka, Murep-
npeTamus JAHHbIX — KOMITOHEHTHI IpeTHa3HaueHbI ISl aB-
TOMaTU3alUU aHAJIM3a TaHHBIX CEKBEHUPOBAHMSI C LIEJIbIO
UAeHTU(DUKAIIMKA TTaTOTeHHBIX MYTalliii ¥ TIPOTHOCTHYE-
CKMX MapKepoB 3a00JieBaHU, a TaK>Ke aHHOTAllMU, PaH-
JKMPOBaHUS U JaJbHENIIIEro aHaau3a 3TUX MapKepos [3].
M3yuuB KOHKYpPEHTHBIE TTPOTPAaMMHBIE TTPOIYKTHI, MOX-
HO cliefaTh BBIBOA 00 OTCYTCTBUM LIEHTPAJIU30BAHHON CU-
CTEMBbI, TTO3BOJISIIOIIE aBTOMAaTU3UPOBATh AESITEIbHOCTD
YYaCTHUKOB MPOIIECCOB B KIIMHUYECKON U TaOOpaTOpHOU
TreHEeTHKe, a TAaKXKe 0OMEH JaHHBIMU MEXIY Pa3IUYHbIMU
npoduIsIMy 0Ka3aHUsI MEIUIIMHCKON TOMOIIIH.

B 3axiioueHuu cienyer OTMETUTh, YTO OXKUTAaeMblid
COLIMATbHO-2KOHOMUYECKUU 2(GhEKT OT co3AaHUs LIeH-
Tpajgu30BaHHOM MIATMOPMBI MTO3BOSIET JOCTUYD CIIEY-
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KPATKWE COOBLLEHNA

olllMe TTIOKa3aTeu: CO3IaHNe eMNHON TeHETUYEeCKOM Oa3bl
B P® 3a cueT ncnosib30BaHMS 9KCIIEPTHBIX 3HAHMIA 110 Te-
HETUYECKUM 3a00JIeBaHUSIM, a TAKXKe MOBBIILIEHUST KOM-
TMeTeHLIMIA Bpayeil; MOBBIIIEHNEe KauyecTBa OKa3aHUs Me-
JUIUHCKON TOMOIIU OOJIbHBIM C BPOXKIECHHBIMU U (WJIH)
HacCJIeACTBEHHBIMU 3a00JIEBaHUSIMU; CHUXKEHUE 3aTpaT Ha
JledeHUe HECBOEBPEMEHHO TUArHOCTUPOBAHHBIX 3a00J1€e-
BaHWI; YCKOPEHHBIN NIEpexo/l K MPeIUKTUBHOM, TPEBEH-
TUBHOU U MePCOHATU3UPOBAHHON MEAULIMHE.
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