Pe3zoaronus

KpyrJioro crojia no Bonpocam coBpeMeHHbIX TEXHOJIOTH CKPUHUHTA U
THATHOCTUKH HACJIEACTBEHHbIX 3a00/1eBaHUil

Poccusa, Camapa, 4 urona 2021 2.

Oo6mecTBeHHO-TIPO(hecCHOHATEHOE 00CYKICHHUE BOTPOCA MOBBIIMIEHHUS JOCTYITHOCTH
COBPEMEHHBIX TEXHOJOTUM TUArHOCTUKU HACJIEACTBEHHBIX U BPOXKIEHHBIX TSHKENBIX PEAKUX
3a00JIeBaHUM JJ1 HACEJIEHHUS, C LIEJIbI0 OpraHU3alui 00IIECTBEHHOTO KOHTPOJIS U
KOHCTPYKTHMBHOT'O aHAJIM3a CUTYallUU, PYKOBOJICTBYSCHh MEKTyHAPOIHBIM M POCCUNCKUM
3akoHogaTenbcTBoM, Koncturynuei Poccuiickoit deneparuu, Jlekmapanueit o mpaBax
naureHToB Poccun, oTMedast Kak JOCTUTHYThIE pe3yJIbTaThl U MMOJO0KUTEIbHBIE U3MEHEHUS B
cdepe opdaHHOTO 3ApaBOOXPAHEHHS], TAK U CYIIECTBYIOIINE TPOOJIEMBI, BEIPAKEHHBIC B
oOpallleHUsIX TpaKJaH, B MO3UIUHU MAIIHEHTCKUX, MEAUIIMHCKUX U MPOQECCHOHATBHBIX
COO0O0IIIEeCTB, OCHOBBIBASICH HA MPEICTABICHHBIX JTIOKIAIaX U MaTEepHaiaX MEPOIIPHUATHS, BRIpaXKast
oOmiee MHeHHE y4acTHUKOB OOCYKIeHHUs, MPUHSIIO HACTOAIIYI0 Pe3omtonuto, u cauraer
HE0OX0UMBIM JoOHeCTH cBOo€ MHeHue 110 [IpaBurenscTBa Poccuiickoit denepannu,
HcnonHuTenbHBIX OPraHOB TOCYAAPCTBEHHOMN BiIacTh cyObekToB Poccuiickoit denepanuu B
chepe oxpaHbl 3A0POBBS, ITUPOKON OOIIECTBEHHOCTH U CPEACTB MACCOBOW HH(POPMAIIHH.

HacnencrBenHsie 1 BpoxKAEHHBIE peakue (ophaHHbIC) 3a00I€BaHUS SBISIFOTCS IPUIHHOM
CYILIECTBEHHOW YaCcTH KaK JIETCKUX, TaK U B3POCIbIX rocrnuTanu3anuii. OHu UrparoTt oJHy U3
BEIyIINX poJiei B HOpMUPOBAHUH TIOKa3aTeNel JETCKON MHBATUAHOCTH U CMEPTHOCTH B Poccuu
u B mupe. B Poccuiickoit denepanum okazanne MEJUIMHCKOW MOMOIIY MAIIMEHTAM C PEIKUMHU
3a0oneBaHuAMU perynupyercs denepanbHbiM 3aK0HOM OT 21 HOs10pst 2011 rozma Ne323-03 «O6
OCHOBax OXpaHbl 310poBbs rpaxaaH B Poccuiickoit denepanuny, rae 3aKpersieHo NOHATHE
«penkue (opdaHHbIe)» 3a007eBaHUA. DTHM KE 3aKOHOM yCTAHOBJICH MOPSAIO0K 00eCTIeueHHS
NAIEHTOB, BKIIOUEHHBIX B DenepanbHplil perucTp Jull, CTPAJAOLIUX KU3HEYTPOKAIOLIUMH U
XPOHUYECKHUMH MPOTPECCUPYIOIMMHU PEIKUMH (OphaHHBIMI) 3a00I€BAHUSIMEU, TPUBOISIIAMH K
COKPAILEHHUIO MPOAOIKUTEIBHOCTH JKU3HH IPAKIaH UM UX MHBAIUIHOCTH, B COOTBETCTBHUHU C
[Tepeurem XKU3HEYTPOXKAIOIINX U XPOHUUYECKHUX MTPOTPECCUPYIONMINX PEAKUX (OppaHHBIX)
3a00J1eBaHUM, IPUBOAIIMX K COKPAIIEHUIO IPOIOJIKUTEIBHOCTH )KU3HU T'paXkJaH WIH UX
MHBAIMIHOCTH. HOpMaTHBHO-NIpaBOBBIE JOKYMEHTBI, PETYJINPYIOIINE JUATHOCTUYECKUE
meponpustus B PO, takue kak [Ipukaz M3 P® ot 23 mapra 2006 rona Ne 185 «O maccoBoM
o0cIieI0BaHUM HOBOPOXKICHHBIX JIeTel Ha HAC/IeACTBEHHBIE 3a00eBanus», [Ipukaz M3 PO ot
28 nexabps 2000 roma Ne 457 «O coBeplICHCTBOBAaHHM MPEHATATBHON IUAaTHOCTUKH B
npo¢UIaKTUKE HACTIEICTBEHHBIX U BPOXKICHHBIX 3a00JIeBaHuUi y 1eTei» (yTpaTui CUiLy C
01.01.2021 na ocHoBanuu npukaza Munzapasa Poccuu ot 29.10.2020 N 1178); [Ipuxaz M3 P®
ot 1 Hos0pst 2012 roma Ne 5721 «O06 yTBepxkaenuu [lopsiaka oka3zaHusl MEIUITUHCKOMN ITOMOIIN
10 IPOQHITIO «aKyIIEPCTBO U TMHEKOJIOTHS (32 UCKIIOYEHUEM UCIIOIb30BAHUS
BCIIOMOTATENbHBIX PENPOIYKTUBHBIX TEXHOJIOIHI)» HE COAEPKAT aKTyalIbHOTO PerylaMeHTa JJis
NPOBEICHUS TUATHOCTUKHU TSDKENBIX BPOXKIEHHBIX U HACIIEICTBEHHBIX PEJKUX 3a00IeBaHUN.
Kpowme toro, [Ipuka3z M3 P® ot 30 nexabps 1993 roga Ne 316 «O nanbHeiieM pa3BUTUH
MEIUKO-TeHEeTHUYECKOH CcITy>k0b1 MuHHUCTEpCTBa 37jpaBooxpaHenus Poccuiickoii @enepanum» He
UCIIOJIHAETCS B MOJIHON Mepe, HallpUMeEp, 10 CHUX MOP HE CO3AAHO €IMHOTO perucTpa NauueHToB
C HaCJIEZICTBEHHBIMU 3a00JI€BAaHUSIMU; COMHUTENbHA TAaKXKe€ aKTyaJIbHOCTh JJAHHOTO MTPHUKa3a.



B nauane 2021 rona Ykazom IIpesunenta PO 6b11 co3gan @oHa moaaep KKy ASTeH ¢
TSOKETBIMU JKU3HEYTPOXKAIOLUIMMH U XPOHUUECKUMHU 3a00JI€BaHUSIMU, B TOM YHUCIIE PEAKUMHU
(opdannsiMn) 3a60neBanusMu «Kpyr noopa» (OK/I). ®K]JI yuactByert B obecriedeHrN
NalMEHTOB ¢ Op(paHHBIMU 3a00JEBAHUAMH JTIOPOTOCTOSAIIMMH MIpernapaTaMu
[ATO3TUOJIOTUYECKON TEPANNH, PEATU3Ysl TONOJHUTEIbHBIM MEXaHU3M OpraHU3aluN
¢uHaHCOBOTO OOECTIeYeHUsI OKAa3aHUsl MEAUIIUHCKON TIOMOIIH JETSIM, CTPAJAAIOLINM TSHKETBIMU
KU3HEYTPOXKAIOUTUMH U XPOHUYECKUMHU, B TOM yHuciie peakumu 3aboneBanuamu; OKJI Taxxe
OKa3bIBAET «COJIEHUCTBHUE AEATEILHOCTU B 00nacTu 3paBooxpaHeHus». Oyukuus OKJI ne
peanu3yercs B MOJHOM Mepe n3-3a Mpo0esioB B OpraHU3aliyi MEPONPHUATHI IO AUATHOCTUKE
KypaOesbHBIX Op(haHHBIX 3a00JIEBAHMIA.

B nacrosmee Bpemsa B Poccun He peycCMOTPEHBI MEPOIIPUATHS 110 MPOBEICHUIO
MacCOBOM U CEJIEKTUBHOMN TUarHOCTUKU OOJIBIIMHCTBA TXKENBIX MHBAIMIU3UPYOLINX
HACJICJICTBEHHBIX U BPOXKIEHHBIX 3a001€BaHUM, TPU HAIUYUU CPEJCTB I NAaTOr€HETUUECKON
Tepanuy HEKOTOPbIX U3 HUX. OTCYTCTBUE PAaHHETO BBIABICHUS OOJIbILIEH YaCcTH MOJOOHBIX
3a00JIeBaHUH JIMIIAET MALMEHTOB CBOEBPEMEHHOIO Hayasa JeUeHHs], AAI0LEro ONTUMabHbIH
TepaneBTHUecKuil 3¢ dext. HemoctaTouHOCTH Oprann3aiui MEpOnpusTHIE MacCoBOi 1
CEJIEKTUBHON JMAarHOCTUKH TSHKEIBIX HACIIECTBEHHBIX U BPOXKAEHHBIX 3a00JI€BaHUN 3a4aCTYIO
IIPUBOJAT K CMEPTH WIA NHBAIMIN3ALMY KaK I€T€ paHHETr0 BO3pacTa, Tak U IpaKJaH Ha
JATBHEHITNX dTarax pa3BUTHSA, & TAKXKE B LIEJIOM CHUKAIOT APPEKTUBHOCTH MTPOTPaMM
JIEKapCTBEHHOT0 00€CIIeYeHNs MALUEHTOB C PEIKMMHU 3a00JI€BaHUSAMH, B TOM YHCIIE
«ITporpammel Beicoko3zaTpatHeix Ho3onoruii» u «24 HO30J10THI.

Y4yacTHUKH 3aCIymiaji JOKJIaabl, B XO04€ KOTOPBIX 6BIJ'[I/I 0003HaYEHBI PEruoHaIbHBIC
npo0eMbl OphaHHOTO 3IPaBOOXPaHEHNs, B 4aCTHOCTH, B CaMapcKoi 00J1acTy.
[IpencraBieHHbBIC JaHHBIC YKA3bIBAIOT HA HECOBEPIICHCTBO JUArHOCTHKH Op(haHHBIX OOJIe3HEH B
peruoHe. Cpeay mpounx npodaeM, HECMOTPS Ha pean3allfio ToCyJapCTBEHHBIX TPOrpaMM Mo
JICKApCTBEHHOMY 00eCTIeUeHHIO Op(aHHBIX MAI[ICHTOB, YUACTHUKH YKA3bIBAIOT HA €r0
HCAOCTYITHOCTD IJIA HGKOTOPOI‘/JI qaCcTu MMalfucHTOB.

B xone pa6otel Kpyrnoro crona Beayimine 3KCHepThl, MPeICTaBUTENHN BpaueOHOTO,
HAYYHOTO0, MAIUEHTCKOTO COOOIIECTBA U MPEICTABUTENIN HHAYCTPUH Ja00paTOPHOTO
000pyI0BaHUs aHATU3UPOBAIM MUPOBOH OIIBIT pEICHHs Op(PaHHBIX BOIIPOCOB, B YACTHOCTH,
OTIBIT BHEIPEHUS MAaCCOBOM M CEJICKTUBHOW TUArHOCTHKHU OphaHHBIX O0JIe3HEH ¢
MCIIOJIb30BAHUEM COBPEMEHHBIX IMarHOCTHUECKUX MHCTPYMEHTOB: TEXHOJIOTHI, OCHOBAaHHBIX Ha
nosmMepasHoit nenHou peakuuu (I[P, PCR), metona Tannemnoii Mmacc-criekrpomerpuu (TMC,
TMS) u MeTo10B cekBeHHpOBaHUsI HOBOTO TokoyieHus (Next generation secuencing, NGS).

[IpoBoauiocs eranbHOE 00CYKIEHHUE 3apyOeKHBIX IPOrPaMM MacCOBOM THAarHOCTUKH,
B X0/I¢ KOTOPOTO YYaCTHUKH aHAIM3UPOBAIH KaK 3apyOeKHbBIE TPOTPaMMBI MPO(DUITAKTHKH,
JTUArHOCTHKY M OKa3aHMsI METUIIUHCKOM oMoy ophaHHbIM MallMEHTaM B MUPE, a TAaKKe
JIEUCTBYIOIINE TEPPUTOPUATIBHO POCCUMCKHUE NTPOTpaMMBbl. B xo/1e uxX peanusanuu npoBOIATCS
npoduIaKkTUKa U AMarHOCTUKA TaKuxX Ho3oioruu, kak CMA, muonatus J{romenna/bekkepa,
MOSICHO-KOHEUYHOCTHBIE M IPYTHe MUOAUCTPO(PHH, TAKENBIN KOMOMHUPOBAHHBIH
UMMYHOJEPUITUT, TUCTHHO3, Oone3Hb [lomie u apyrue mu30coMHBIC O0JIE3HU HAKOTUICHUS,
AMUHOAIIUAOIIATHHU, OPTAaHUYCCKUC AlITUAYPUHU U HAPYHICHUSA OKHUCJIICHUSA )KUPHBIX KUCIIOT, U
npoune 3a00JIeBaHuUs TPYIIBI BpOKAEHHBIX HapymeHuid MmeTabonu3ma. [Iporpammer MaccoBoi



JTUArHOCTHKY Ha HACJEICTBEHHBIC KU3HEYTPOKAIOLINE peaKue 3a00IeBaHIs
coBepuIeHCTBYIOTCS Kak B ABctpanuu, CILIA u crpanax EC (I'epmanus, CioBenusi, Hopserus,
benbrus, Hunepnanasl), Tak 1 B A3Uu — paciiupeHe NporpaMM HeOHATaIbHOTO CKPUHUHTA
npoucxoaut B SInonuu u B Kutae.

OO6cyxeHne KOCHYJIOCh METOAMK peau3aliy 3apyO0eKHBIX IPOrpaMM: YYaCTHUKU
Kpyrioro crona oTMeTHIIN BBICOKOE 3HaU€HHE 00pa30BaHUs HACETIEHUS IO BOIIPOCaM
TE€HETUYECKOM TMarHOCTUKU B PEAIU3allii COOTBETCTBYIOIINX HAllMOHAIBHBIX IIPOEKTOB;
paboTa ¢ 00IIEeCTBEHHBIM MHEHHEM OIpe/IesIeHa KaK OCHOBOIIOJIAraloIiee MeporpHsTie B
KOHTEKCTE pa3BUTHUS Op(PAHHOTO 3/IPABOOXPAHEHHS

VYyactHuku Kpyrioro crosia KOCHYJIMCh pacCMOTPEHUS LI€JIEH U X0/1a peau3aluu
®enepanbHON HAYYHO-TEXHUYECKOU ITPOrpaMMBbl pa3BUTHS FEHETUUECKUX TexHoaorui Ha 2019-
2027 roasl. DKcnepThl IPUHSIIN BO BHUMAHUE OT/IE€JIbHBIE ITYHKTHI IPOTPaMMBbl, U OTMETHIIH, YTO
JOCTHXKEHHE €€ 11eJIel CTOCOOHO OTKPHITh HOBBIE MEPCIEKTUBBI NEPE 31paBooxpaHeHuemM PO.
3710 00yCI0BINBAET HEOOXOAUMOCTD B JKECTKOM KOHTPOJIE PEATU3aLM IPOTPaMMBbI.

PEKOMEH/IALTUU:

I'ocynapctBennoii Jlyme, MunucrepctBy 3npaBooxpanenust Poccuiickoit @enepanuu
coBMecTHO ¢ [IpaButensctBom Poccuiickont @enepannn, MunucrepctBom O@UHAHCOB
Poccniickoit ®enepanuu, MuHUCTEPCTBOM 3KOHOMHUYECKOTO pa3BuTus Poccuiickoit denepanuu:

1. ®opcupoBaTh pa3paboOTKy KIMHHYECKUX MPOTOKOJIOB MO Op(aHHBIM O0JIC3HSIM;

YTBEPAUTH B HUX MACCOBBIE U CEJIEKTUBHbBIC JUATHOCTUYECKUE MEPOIIPUSATHUS C
WCIIOIb30BAaHUEM COBPEMEHHBIX nuarHoctTuieckux metoioB ([P, TMC, NGS) kak

HEO0O0XOIMMBIE.

2. TlepepabotaTh (pa3paboTaTh) HOPMATUBHO-IIPABOBBIC JOKYMEHTBI,

peraaMeHTHpYIOIIMe 0Ka3aHHe MEAUIIMHCKON TOMOIIH, JUAarHOCTUKY U
NpOGUIAKTUKY THKENBIX HACIECICTBEHHBIX M BPOXKACHHBIX PEAKHX (OpdhaHHBIX)
3a00JIeBaHUN U HOPMATUBHO-IIPABOBYIO JOKYMEHTAIUIO, PErJIaMEHTUPYIOUIYIO
paboty Meauko-reHeTHIecKoi ciryxO0bl: [Ipuka3z M3 P® ot 23 mapta 2006 roma Ne
185 «O maccoBoM 00cCiIeTOBaHUH HOBOPOKICHHBIX JIeTEH Ha HACJIEICTBEHHBIE
3aboneBanus», [Ipukaz M3 P® ot 1 Hoa6ps 2012 rona Ne 5721 «O06 yTBEepKIeHUH
[Mopsiaka okazaHUsI MEUIIMHCKOM MOMOIIX IO IPOQHITIO «aKyIIEPCTBO U
THHEKOJIOTUS (32 UCKIIIOUEHUEM HCIIOIB30BAHUS BCIOMOTATENbHBIX PETPOTYKTUBHBIX
texHonoruit)», [Ipukasy M3 P® ot 28 nexabps 2000 roga Ne 457 «O
COBEpUICHCTBOBAHNUHU NIPEHATAIbHON JUATHOCTUKH B MPOQPHUIIAKTUKE HACIEACTBEHHbIX
Y BPOXKJICHHBIX 3a00JieBanmil y aeteit» (yrparui cury ¢ 01.01.2021 Ha ocHOBaHUH
npukaza Munsnpasa Poccun ot 29.10.2020 N 1178), IIpukaz M3 PO ot 30 nexabps
1993 roma Ne 316 «O nanpHeieM pa3sBUTHH MEIUKO-TEHETUIECKON CITyKObI
MunucrepcTBa 3apaBooxpanenus Poccuiickont @enepanum.

3. Pa3pabotaTh ¥ BHEAPUTH MEXaHU3MBbI pEaTU3AIMH U COBEPIIICHCTBOBAHUS MPOTPAMM
MaccoBo#i quarHocTuku B Poccuiickoit denepanuu, B Xoae EHCTBUS KOTOPBIX Oy1eT

MIPOBOAUTHCA pACIIUPCHUC CITUCKA HO30J0THH, MOJICKAIINX BBISIBICHHIO C

IIOMOIIBKO HCOHATAJIBbHOI'O CKPHUHHWHTIA.




10.

11.

Pa3paboTtats 1 BHEIPUTH MEXAaHU3MBI pean3alii U COBEPIICHCTBOBAHUS ITPOTPAMM
CEJICKTUBHOW AMATHOCTHUKH, HAIIPABJICHHBIX Ha OKa3aHHE MOMOIIY MallHeHTaM CO
CII0KHOMATHOCTHPYEMbBIMU Op(haHHBIMU OOJIC3HAMHU.

COS,Z[&TI), MOIACPHU3BHUPOBATE N YKOMIIIICKTOBATh PETHOHAJIBHBIC MEANKO-
TCHCTUYCCKHUEC LICHTPHBI annapaTypoﬁ H cri€cguaianucraMu 11 pa6OTBI C MacCcC-
CIICKTPOMETPAMHU U CCKBCHATOPAMHU, OpraHnU3alrd Ha UX Oaze Ded)eDCHCHLIX OCHTPOB

opdaHHbIX 32001€BaHUN 1 00BETMHEHHNE UX B CETh, 1O ONBITY cTpaH EC.

MI'L] nosmxHBI OBITH 0OecTieueHbl HHPPACTPYKTYPOid, CoaepKalell cieayonme
KOMITOHEHTHI:

- HopmatuBHO-nipaBoBO€E 0OecrieueHue;

- [1O u TexHUYeckue cpeacTBa cOopa, XpaHeHHsI, 00padOTKH U pacipeaeaIEHHOTO
JIOCTyTIa K crienuduiIeckoit nHbopMaIuu

- KBanmudummpoBanHbie crienuaaucThl B 001aCTH reHeTHKH, OnonHpopmaTuku u [T

- bubnuoTeku MOJNIEKyIIPHO-TEHETUYCCKHUX JTAHHBIX, CIIEIU(UIHBIX JIJIs1 KOHKPETHBIX
PETHOHOB

- buoGanku

- Cpencrta MHPOPMAITMOHHOM 06€30MacHOCTH

Co3naTh yciaoBus Ui MEXIyHApPOJAHOTO OOMEHA ONBITOM B 001acTi OphaHHOTO

3IIPaBOOXPaHEHHUS.

ObecneunTh LIEHTPAIM30BAHHOE BEICHNE NAIIMEHTCKUX PETUCTPOB, COAEHCTBOBATH
UX COTPYAHUUYECTBY ¢ MexayHapoaHbM npoekToM TREAT-NMD, k pabote ¢

KOTOPBIM IOJKITIOYECHA OOJIBIIAs 4acTh 3apyOEeKHBIX SKCIIEPTHBIX IIEHTPOB
ophaHHBIX 3200JICBaHUI.

PacnpocTpanuTs Ha BCe perMOHBI TEPPUTOPUATBHO JEHCTBYIOIINAE TPOTPaMMBbI
npodUIaKTUKK HACIEICTBEHHBIX 3a00J€BaHUH, CBSI3aHHBIE C BBISIBIICHUEM
HocutelbcTBa. Hanmpumep, mporpaMmMsl «310pOBbIE TOPOJIa», PEATU3YIONICICS B

Cankr-IlerepOypre, B X0/1e KOTOPOW TPOBOAUTCS UCCIIEIOBAHIE MOJIOABIX ceMel Ha
HOCUTEIBbCTBO '€HOB HACEACTBEHHBIX U BPOXKAEHHBIX )KU3HEYTPOKAOIINX
COCTOSHUHN.

P33pa6OTaTB N BHCAPUTH IPOTPpAMMBIL HDOd)I/IJIaKTI/IKI/I HaCJICACTBCHHBIX 3360J’IeBaHHI>i,

OCHOBAHHBIX Ha MacCOBOM HEMHBA3MBHOM MpeHATaJILHOMN MOJICKYJISIPHO-

TEHETUYECKON TUATHOCTUKE U MOCIIEAYIOIIEr0 N'€HETUYECKOI0 KOHCYIbTUPOBAHMS,
10 IIpPUMEPY IIPOrpamMmel, AeicTByowmen B Hunepnannax.

Pa3zpaborats 1 BHEAPUTH CTPATETHUIO 110 0OPA30BAHUIO HACEICHHS B 00JIACTH

TeHEeTHYSCKOM JUAarHoCTUKH U I10 pa60Te C OGH.IGCTBGHHI:IM MHCHUEM.

Ob6ecneunTh 0COOBIN KOHTPOIIb peanu3anuy dPenepanbHO HayYHO-TEXHUUECKOM

IIPOrpaMMBbl pa3BUTHs FEHETUUECKUX TexHoorui Ha 2019-2027 roael, kak
MIPUOPUTETHOM 711 HALIMOHAJIIBHOT'O 3JpaBOOXPaHEHMS U UMEIOLIEN CTpAaTErNYECKOe
3HAYEHHE B KOHTEKCTE TEXHOJIOTHYECKON He3aBucuMocTu Poccuiickoit denepanumu.



