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Hacmosawuti  aHanumu4yeckuli  8eCMHUK  M10020mMoesieH
no mamepuanam 3acedaHuss Cosema o peauoHaslbHOMY
30pasooxpaHeHutro npu Coseme  ®edepauyuu Ha  memy
«O OessimernibHOCMU MeOUKO-2eHEMUYECKUX KOHCYIbmauut U UeHmpos
8 cybbekmax Poccutickol ®edepayuuy.

Mamepuarnbl eecmHuka moa2ym rpedcmassisimb UHmMepec
ons  ceHamopoe  Poccutickou  ®edepauyuu, oernymamos
['ocydapcmeeHHou Lymbl, pykogodumeriel ¢hedeparibHbIX Op2aHo8
ucriosIHUmesibHouU eriacmu, 3akoHodameribHbIX (rpedcmasumeribHbiX)
U ucroslHumesibHbIX  Op2aHo8  2ocydapcmeeHHoU  eracmu
cybbekmoe Poccutickou ®edepauyuu, Hay4YHO20 U 3KCMNepmHoO20
coobwecmea.
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BctynutenbHoe cnoBo IN.H. Kapenoson,
3amectutens lNpeacenarens Coeeta Penepauun,
npeacenatensa CoBeta No perMoHanbHOMY 34paBOOXpPaHEeHUo
npu CoseTte ®epepauunm

YBaxaemble konneru!

Mo nopyyeHunio BaneHTuHbl MBaHOBHbI MaTBMEHKO Mbl cerogHs
paccMmaTpMBaeM BOMPOC O OeATENbHOCTU MeOMKO-TEHETUYECKOW ChyXObl
no obecneyeHnto AOCTYMHOCTM UM KadecTBa MeAULMHCKOM MNOMOLM U
npodunakTuke 4eTCKon NHBaNMOHOCTN.

Mpe3ngeHt Poccunckon depepauun Bnagummp Bnagnmmnposud
[MyTH B MancKOM Yykase noctaBwuSl 3agdadvy no cHwxeHuto Kk 2024 rogy
MnageH4yeckon cmepTtHocTm Ao 4,5 cnydaa Ha 1 TbhicA4y pPOOMBLLUNXCS
aeTten.

Mo paHHbIM Pocctata, B 2019 rogy MnageH4yeckasa CMepTHOCTb
B Poccun cHuasunace go 4,9 cnyyas (¢ 5,1 B 2018 rogy). Cpean npuyunH
MNageH4YeCckon CMEPTHOCTU BPOXAEHHble aHoManuu 3aHMMaltT BTOpPOe
MECTO U SBMSOTCA OCHOBHbIMW 3ab60r1eBaHNAMM B CTPYKTYPE UHBANUOHOCTMW.
[MoaTomy npodunakTnka BO3HUKHOBEHNSA U PAcnpOCTPaHEHUST BPOXOEHHbIX
N HacneacTBeHHbIX 3aboneBaHUW, paHHAS OMarHOCTUKA, CBOEBPEMEHHO
HayaToe neyeHne n peabunutauus ABAAKTCS OCHOBHbIM HarpaBfiEHMEM
AEATENbHOCTU  MEOUKO-TEHETUYECKOM CInyXObl M BCEN  CUCTEMbI
34paBOOXpaHEHUS.

B 81 pervnoHe cTpaHbl oOpraHuM3oBaHa AOesATENbHOCTb MeEOUKO-
reHeTUYEeCKNUX KOHCynbTauum wun UeHTpoB. MeguumnHCcKyto nomoLb no
npochuno «MeguumnHcKkas reHeTrka» okasbiBatoT 330 Bpayen-reHeTUKOB
n 227 Bpaven — nabopaTopHbIX rEHETUKOB.



B cdepe npodunnaktukm MHBaNMAHOCTUN Yy AeTEN U CHKEHNS OETCKOM
neTanbHOCTN OOCTUIHYTbI ONpeaenieHHble ycnexu, B TOM ynicne bnarogap4
peanu3aumn nporpaMmmMbl MacCoOBOr0 CKPUHMHIA HOBOPOXXAEHHbLIX Ha MSATb
HacneaCcTBEeHHbIX 3aboneBaHWW, a Takke npeHaTarbHOW AWarHoCTUKe
bepeMeHHbIX.

B nepuoa ¢ 2006 roga B Poccun obcnegosaHbl 6onee 20 MUNIMOHOB
geTten, BbigBneHbl Oonee 14 TbicAd AOeTer C HacneacTBEHHbIMU WU
BPOXAEHHbIMU 3abonesaHnamn. 3a 3T0 BpeMda MrageH4yeckas CMEPTHOCTb
cHuaunacb Ha 12,5 %.

3a nocnegHune 10 NeT KONNMYECTBO AeTen-UHBanNMaoB C BPOXAEHHBIMU
aHOManuaAMM W HacneacTBEeHHbIMU 3aboneBaHMsIMM  cpeaun  BnepBble
npu3HaHHbIX cokpaTuocb Ha 30% (2010 rog — 16 974, 2019 rog — 11 971),
cpeau NoBTOPHO Mpu3HaHHbIX — Ha 47% (2010 rog — 58 067, 2019 rog —
30 904).

B 2019 rogy oxBaT HOBOPOXAEHHbIX HeoHaTallbHbIM CKPUHUHIOM
coctaBun 6onee 95%.

Tak, B ApxaHrenbckon obnactm Ha 12,4% cHu3unca nokasaTenb
WHBaNUAHOCTU OT BPOXAEHHbIX aHomanun. B KanuHuHrpagckon obnactu
Ha CEerogHsIlHNUN OEHb He 3aPuKCUMpPOBAHO HM OOHOrO Crydast TSXXenoro
OCINOXHEHUs B BUAE YMCTBEHHOW OTCTaNoCTu (OT (PEHUNKETOHYPUN).

[MpoBeaeHne AOpOAOBON ANArHOCTMKM HapyLUEeHU pa3BuUTms pebeHka
ocyLllecTBngeTcs Bo Bcex cybbekTax Penepauunmn. ExxerogHo ee npoxogar
okono 1,2 munnuoHa 6epemeHHbIX. OHa MO3BONSET BbISBNATL NPUMEPHO
15 TbICAY CryvaeB BPOXAEHHbIX U HAacneaCTBEHHbIX 3abonesaHnin B rog.

B 2019 rogy 6onee 88% 6epeMeHHbIX >XEHLUMH Oblfin OXBa4yeHbI
KOMMneKkcHolM obcrnegoBaHnemMm (ynbTpas3ByKOBbIM 0OcriegoBaHMEM U
OMOXMMUYECKUM CKPUHWUHIOM). [Mpn 3TOM B OOMBLLUMHCTBE PErvMoHOB HET
BO3MOXXHOCTU npoBeAeHust YrnybrieHHoOMW OMarHOCTUKW HacneacTBEHHbIX
3aboneBaHun, BbISBMIEHHbIX B MPOLECCE MAaCCOBOro CKpUHMHra. LleHTpbl,
B KOTOPbIX MMEKTCS Takme BO3MOXHOCTW, eCTb Nuuwb B MockBe, CaHKT-
[MeTepOypre, Yde, ToMCKe N HECKONMBKUX APYrMX KPYMNHbIX ropogax. Kpome
TOro, [OaHHble WCCregOoBaHMA OCYLWECTBNSAKTCA B OCHOBHOM 3a cYeT
CpenCTB rpaxaaH unm BoobLue He NpoBOaATCA.

[narHocTnyeckne MeponpusTMa BO3MOXHbI TOMbKO MPpU  FIMYHOM
obpaweHnn nauueHtTa B dQedeparnbHoe yudpexgeHune. 3TO sBndeTcd
CEPbE3HbIM MPENATCTBUEM AN XKUTENEN yaaneHHbIX CyOBHEKTOB.

[NMokasaTteneH npumep Pecnybnukn Xakacusa. O4HOE KOHCYNbTUPOBaHNE
34eCb NPaKTU4YECKN HELOCTYMHO.

Konnern! B obwectBe M HayydHbIX Kpyrax akTUBHO oOcCyxgaetcd
BONPOC O pacClMPEHUN CKPUHUHra HOBOPOXAEHHbLIX Ha  pegkue
3aboneBaHus. JleyeHne, NycTb Aaxe caMbiMU 4OPOrMMU MHHOBALMOHHBLIMU



npenapatamMmu, 3(peKTUBHO NULLb B Cliy4ae BbIBNEHUA 3aboneBaHna Ha
paHHMX aTanax.

EcTb TexHonoruu, KoTopble MO3BOMSAKT B pesynbraTte OQHOro
nccnegoBaHms BbISIBUTb rpynny pucka Kak  MUHUMYM no
36 HacneaCTBEHHbIM B6onesHsam, ans KOTOPbIX paspaboTaHo
naToreHeTU4YeCcKoe fieyeHne.

JKcnepTbl OTMEYalT, YTO pacliMpeHne HeoHaTanlbHOro CKPUHWUHra
NO3BONUT cnacaTb B rog 6onee 2 TbiCAY AETCKUX KUIHEN.

HanomHio, 4TO BOMPOC O MO3TanHOM pPacCLUMPEHUN CKPUHWUHra
HOBOPOXOEHHbIX BOLLEST B NepeyeHb nopyyvyeHun lNpesvmageHta Poccmnckon
depepauumn [MpaButenbCcTBy B pamkax obcyxaeHuss HauyuoHanbHom
cTpaTernmm gencTBun B UHTEpecax aeten ewle B Hosiope 2016 roaa.

Nopog MockBa n [NpuMoOpcKkMin Kpan yxe peanusyloT MpPoeKTbl Mo
pacLMPEHNO MacCOBOro CKpuHWHra. B 4yacTtHocTn, B [lpumopckom Kpae
paboTaeT cucTtemMa HeoHaTanbHOro CKpuMHWHra Ha 40 HacnenCcTBEHHbIX
6onesHen. CrnegoBaTtesibHO, Takasi BO3MOXHOCTb CyLLEeCTBYeT.

BaxHo  obecneunTtb pacLumpeHue nporpamMmbil MaccoBOro
obcnegoBaHNs HOBOPOXAEHHbLIX BO BCEX perMoHax CTpaHbl 3a cyeT
cpeacTtB doeaepanbHoro 6omxkeTta unu broaxetToB cybbektoB Peaepaumn.

OcTtpo CTOUT KagpoBbIn BOMpOC. Menaunko-reHeTuyeckne
KOHCYrnbTauum B Poccum B CpeaHEM YKOMMMEKTOBaHbI BpayamMu b Ha
40-60 npoueHTOB. MMmeeTca Takke geduumt nabopaToOpHbIX FEeHEeTUKOB,
BMONHGOPMATHKOB.

Bce 3aBucut, KOHe4HO, OT permvoHa. Hanpumep, B Pecnybnuvke
bawkopTtocTaH o04YeHb cunbHaa LWkKona reHeTukoB. CerogHa Ham
pykoBOAUTENDb LEHTPa NOAPOOHEN paccKkaXeT O CBoen paboTe.

AOns  peweHuss 3Tton nNpobnemMbl perMoHaMm HyXHO paclupuTb
nepeyeHb Mep coumarbHOM MNOAAEPKKM MEOUUNHCKMX pPabOTHUKOB WU
co3paTtb Gonee npuBnekaTesnbHble YCNOBUS ONS MONOAbIX YYEHbIX, B TOM
4yuncne NUcnonb3ys MHPPACTPYKTYPHbIE MEXAHU3MbI.

Konnern, kak ©Obl XopowoO HW pasBuMBanacb MeguuUMHCKad
MHGPACTPYKTYypa, CKONbKO Obl CCrieaoBaHMin HX NPOBOAUMNOCH, HO €CNK CO
CTOPOHbl HawWMX rpaxgaH He 6yaeT OTBETCTBEHHOINO OTHOLWIEHUS K
co6CTBEHHOMY 300POBLI0, 300POBLID CBOMX AETeWn, OOMMKHOro pesynbrarta
Mbl HE MOMYYNM.

CtaTtuctuka rosoput cama 3a cebs: oo 70% obpallieHun K Bpadam-
reHeTUKamM COBepLUAeTCs YyXe nocrne poxaeHnsa pebeHka ¢ BpPOXOEHHOM
naTonornem n XpOMOCOMHbLIMU BONE3HAMM.

YcuneHune npoceBeTuTeNnbckon paboTbl cpeau NauMeHToB Ha YpOBHE
NepBMYHOrO 3BEHa — CuUnaMM Y4acTKOBbIX TepanesTOB W NeauaTpos,



aKyLLepOB-TMHEKONIONOB U CEMENHbIX Bpayen — BaXHeuwada 3ajadya,
KOTOPY HaM BMeCTe NpeacTouT PeLUmnTb.

YBaxaemble konnern! He 6ygy ocTaHaBnmMBaTbCsA Ha ApPYyrux
npobnemax, 0 KOTOPbIX, 1 yBepeHa, Bbl CKaXeTe.

OueBNOHO, YTO BPOXAEHHbIE W HacneAcTBeHHble 3aboneBaHud
BHOCAT  CYLLeCTBEHHbIW  BKMag B CTPYKTypy  3abonesaemocTw,
MIageH4YeckoM CMEepTHOCTM W [OeTCKOM WHBanuMaHocTu. [loaToMy Ham
BaXXHO MOHATb, KakoW [OrMKHa OblTb MeguKo-reHeTudeckasi crnyxba, 4Tto
aenaeTcsa B perrvoHax, Kakasi moMollb Hy)XHa Ha defeparnibHOM YypOBHE,
Kakve nameHeHns HeobxoauMo BHECTUM B 3aKOHOAATESbCTBO.

CerogHa Mbl Xgem npegnoxeHnn ot npeacrasutenen MuHagpasa
Poccuun, rmaBHOro BHELLTATHOIO reHeTuka 1 npegcraButenen permoHoB.

Konnern, npegnarato BbiCKa3blBaTb CBOM COOBpaxeHWa no nosoay
TOro, Kak HaM MakCUManbHO yny4ywWwnTb paboTy B aTOM HanpasrneHun. Korga
Aerno Kacaetca neten, Oyayulero Hawewn CTpaHbl, Takas KOoHconvaauus
ycunum Heobxoagmma.



E.l. KamMKkuH,
3amecmumerib MuHucmpa
30pasooxpaHeHusi
Poccutckou ®edepauyuu

YBaxaemas ["anvHa HukonaesHa, yBaxaemble konneru!

Havano XX| Beka 03HamMeHOBasriocb CTpPeMUTENbHbIM MNPOPbLIBOM
B obnactn reHeTtuku. [axe aHanni koagupylowen nocrnenoBaTefibHOCTU
BCeX reHoB yenoBeka (6onee 25 TbiCAY) CKOPO CTaHET PYTUHHbLIM TECTOM.

CnekTp NnpuKnagHbiX 3aga4y reHeTU4YeCcKnx nccnegoBaHnin oxeaTtbiBaeT
BCce o0Onactu MeguuuHbl: OT NPEeUMMNMaHTaUMOHHON AWAarHOCTUKU A0
OHKOSOrMM U BopbObl C WHMEKUMOHHBbIMM 3aboneBaHns MK, BKKOYas
ANarHoCcTuKy u pas3paboTKky COBPEMEHHbLIX TEHHO-UHXEHEPHbIX BaKLMH.
[MpuHUMNManNbHO N3MEHUSTUCb BO3MOXHOCTU MpeHaTaribHOW AMarHOCTUKK
HacneacTBeHHbIX 3aboneBaHun. [JOCTYNHOCTb W MOSIHOTA FEeHEeTUYECKOM
NHOopMaLNK NO3BOSISIET KAYECTBEHHO N3MEHUTb METOAbl NMPOUIAKTUKN U
Tepanun OonblUMHCTBA 3aboneBaHU, HE TOMbKO OTKpPbiBasi paHee
HensydyeHHble 0cOBeHHOCTM naToreHesa, HO U cos3gaBas 6asuc ans
nepcoHanbHOro nogxoda K Kaxaomy naumeHTy. Ha coBpemeHHOM aTane
reHeTuka no3BOSisieT AmarHoctTupoBaTtb 3aboneBaHusi, Nnpupoaa KOTOPbIX
paHee Obina HeEN3BECTHOW, NPOdUNaKTUPOBATb POXAEHMNE B CEMbSIX OETEN
C HacneacTBEHHOW nMaToriormen, HaxoaAuTb MeTodbl rnevyeHnsa 3abonesaHun,
paHee CYNTaBLLUUXCA HEN3NEYNMbIMW.

NmeHHO noatomy MuH3sgpas Poccumn cumTaeT 4ypesBblManHO BaXXHbIM
pa3BUTME FEHETUYECKON CRyXObl.

[eatenbHOCTb  MeAUKO-reHEeTUYECKOM  Cnyxbbl  perynupyetcs
Mpukazom MuH3gpaBa Poccuinckon degepaunm ot 15 Hoabpa 2012 roga
Ne 917-H «OO0 yTBEpPXKOEHUN MopsAgKka oOKaszaHust nomMowmn  605bHbIM
C BPOXAEHHbIMU 1 (MNK) HacneacTBeHHbIMU 3aboneBaHnsMny. B HacTosiLee
BpeMs1 npuka3s gopabaTbiBaeTca B YacTu WITATHOrO pacnucaHus, tabens
OCHaLLeHNs, paclwumpseTcs yHKUMOHan cryxoésbl.
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B cTpyktype MeOuKO-reHeTM4YeCKOW  KOHcynbTauuu  (LeHTpa)
npegyCMOTPEHO HanMyne KOHCYNbTaTUBHOMO OTAESNEHNS, LUTOreHETUYECKON
nabopatopun, nabopatopum  MaccoBOro CKpUHWHra, nabopaTtopuu
CENEKTUBHOIO CKPWHUHra, Jnabopatopun  MONEKynApHO-reHeTU4eCKom
AVArHOCTUKMN, OTAEeNeHNda npeHaTanbHOM JNarHOCTUKN.

Onnata MeguKo-reHeTUYECKOM MOMOLUM  OCyLUecTBndeTcs U3
pasfnn4YHbIX WUCTOYHMKOB. Tak, 4epe3 cuctemy OMC onnaymBatoTcs
MeauuMHcKaa nomowb 605fbHbIM  reHeTudeckummn 3aboneBaHUsaAMU U
reHeTuyeckne wuccnegosaHust B OHkosnormn. Onnata  ToM  4acTu
npeHaTanbHOM [OMarHOCTUKKW, KOTOpas He BKM4YaeT COOCTBEHHO
reHeTu4yeckne uccrniegoBaHMd, TO €CTb [MepBbIM  3Tan CKPUHMHraA —
ynbTpa3BykoBoe M BUOXMMMYECKOE UCCeAoBaHNE — Takke onnavyvMBaeTcs
OMC. OkasaHne MeguLMHCKOW MOMOLUM W yCryr MeOuKo-reHeTUYECKUMU
UeHTpamu  (KOHCyfNbTauusiMM)  OCYLLUECTBNAeTCA 3a CYeT CpencTB
perMoHarsbHbIX BL0KEeTOB.

[[eHeTuueckasa cnyxba cBs3aHa NpakTU4eckn co BCeMU BpayvebHbIMU
crneynanbHOCTAMMU, HO Hanbosiee TeCHO — C akyLWepCcTBOM, HEOHATONOrneu
n neguaTpuen.

Mpukasom MwuH3gpaBa Poccun ot 1 Hosbps 2012 roga Ne 572H
«O6 yTBepxxaeHumn MNopsigka okasaHUs MeaULMHCKOW MOMOLLM NO NPOdUII0
«aKyLLEepCTBO N MTMHEKOSOrna» onpeaeneH nopsaok okasaHus MeanumMHCKOM
NOMOLLN BepeMEHHbIM XeHLMHaM C BPOXOEHHbIMU MOPOKaMN BHYTPEHHUX
opraHoB Yy nnoga. bnarogaps 4eTkO HanakeHHoOMy B3avMOAEeWCTBUIO
reHeTUKOB W aKyWepoB-TMHEKOSIONOB B CTpaHe BbICTPOEHA 4eTkad WU
aheKTMBHAA cnucTema rnpeHaTanbHON ANarHOCTUKMN.

Mo coBpeMeHHOMY  anropuTMy npeHaTanbHOM  (4OPO4OBOW)
AnarHoctukm B 2019 rogy obcneposaHo 6onee 1 munnmMoHa 6epemeHHbIX
XEeHLWMH, YyTo cocTtaBusio 88,6% oT uncna 6epemeHHbIX, BCTaBLUMX Ha y4yeT
CO cpokom 6epemeHHOCTM 00 14 Hepenb.

[MokasaTtenb MnNageH4Yeckon CMEPTHOCTU OT BPOXAEHHbIX aHOManuu
pa3suTna 3a 2019 rog CHM3UICA NO CPABHEHUIO C @aHANOM4YHbIM NEPUOLOM
2018 roga Ha 9,6%. A no cpaBHeHuto ¢ 2007 rogom, korga 6bI10 HayaTo
BHEpEHNE HOBOIrO anroputMa KOMMIEKCHOM MpeHaTanbHON OMarHOCTUKM,
CMEPTHOCTb OT BPOXAEHHbIX MOPOKOB CHMU3USach B 2 pasal

Ectb 3aboneBaHus, KOTOpble HEBO3MOXHO BbISIBUTb OO POXOAEHUSI.
[MepBble HeOenu U Mecsubl XXU3HU OHU NpoTekaT 6eccMmnTomMHO. N 31O
TOT Nepuoa, B TeyYeHMe KOTOPOro, ecrnvm HadaTb JIe4YeHue, TO TaXKesble
NPosIBIIEHNS HE pa3oBblOTCA. B cTpaHe pasButa cuctema Tak Ha3blBaeMOro
HeoHaTasflbHOro0 CKPUHWHra, KoTopas No3BOMdeT BbiSiBUTbL 3aboneBaHue Ha
AOKNMHNYECKOW cTagmn 1, obecrnevunB CBOEBPEMEHHOE feveHne, nsbexaTtb
TXKeNnon wuHBanugHoctn. B Hawen cTtpaHe ¢ 1989 roga nposoguTcs
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CKPUHMHI Ha deHunkeToHypmio, a ¢ 1993 roga — Ha BPOXOEHHbLIN
rmnotnpeod. C 2006 roga CKPUHWMHI NPOBOAUTCA €Wwe Ha Tpu
3aboneBaHns — MYyKOBMCUMOO03, ranakro3eMuilo W afpeHoreHuTarnbHbIn
cuHgpom. ExerogHo BbisiBngawoTcs 1100-1200 geten ¢ BPOXAOEHHbIMU
N HacneacTBEHHbIMKN 3aboneBaHnaMn. PaHHASA BbISBNSIEMOCTb NO3BOMAET
HayaTb CBOEBPEMEHHOE Jle4YeHMe U NpeaoTBpaTUTb CMEPTb U TSHKENyto
NHBaNNOHOCTb.

B 2019 rogy 4uMCneHHOCTb Bpaven-reHeTUKOB  cocTasrisina
330 yenoBeK, 4YMCNEHHOCTb NabopaTopHbIX FEHETUKOB — 227 YenoBEK.
Mpn aTOM 0becnevYeHHOCTb BpavyamMu-reHeTukaMmmn konebnertca B pernoHax
ot 0,01 go 0,07 Ha 100 TeicaY HaceneHus, coctaBnas B cpeaHem 0,02.
BonblwmnHCTBO pernoHoB coobulaeT o gedmumnTe Kagpos.

B Poccumnckon depnepaunn noaroToBka crneymanucToB
34paBOOXpaHEHUST OCYLLECTBMSAETCA B COOTBETCTBUM C HOMEHKMATypou
crneynanbHOCTEN CNeuManucToB, UMEKLUMX BbiCllee MeOUUUHCKoe U
dapmaueBTnyeckoe  obpasoBaHue. HencTteytoLlas HOMeHKNnaTypa
cogepXut cneumanbHocTn «l'eHeTuka» n «JlabopaTtopHas reHeTuka.

[ns 3amMelleHns OOrMKHOCTM Bpayva-reHeTuka Heobxoammo Hanumume
BbiCLIEero obpasoBaHus (cneumanuTeT) No cneumanbHocTsaM «JledebHoe
peno», «llegnatpuay, «MeguuuHckas OMOXUMUSI» U NOATOTOBKMU
B MHTEpHAType (opanHaType) No cneynanbHOCTUN « eHeTukay.

[Ona Bpadya — nabopaTopHOro reHeTMka HeobXxoAuMMO Hanudune
BbicLlero obpasoBaHusa (crneunanuTteT) no cneumanbHocTaMm «JleyebHoe
peno», «legnatpusa», «Crtomartonorna», «Meanko-npodunakrnyeckoe
peno», «MeguunHckas  Omoxumusiy, «MeguumHckas — Buodomaunkar,
«MeguumHckas knbepHeTuka» WM NOAFOTOBKM B opAuHaAType no
cneumnanbHocTn «JlabopaTtopHast reHeTMka» WNWU  AOMOSTHUTENBbHOrO
npogeccmnoHanbHoro obpasoBaHus (nNpodeccruoHanbHas NnepenoaroToBka)
no cneumanbHocTn «JlabopaTtopHasi reHeTukKa» MNpu HanMyMm NOAroTOBKM
B WHTepHaType (opAuHaType) no creumanbHocTn «leHeTuka» wnu
«KnuHunyeckan nabopatopHasi AMarHoCTmKay.

B nogBeoomcTtBeHHbIXx MwuH3gpaBy Poccum obpasoBaTenbHbIX
yuypexaeHusax  exerogHo B cpegHem 50  Bpayen  pasnnyHbIX
cneuManbHOCTENM MNPOXOAAT MNOArOTOBKY MO Bonpocam nabopaTtopHoun
reHeTUKN 4epes npodheccuoHanbHyo nepenogrotoBky. 1o nporpammam
OpAVHaTypbl €XerogHo B cpegHeM BbIMyCcKaeTcss Mo chneumarnibHOCTAM
«l"eHeTnka» — 10 yenosek, «JlabopaTopHas reHeTuka»— 0—3 YenoBeka.

Ynucno cneumanucToB, noasiexawmx HanpasfneHuto Ha oby4yeHwue,
yCTaHaBfMBAEeTCsl Ha  OCHOBaHUM  3asiBOK OpraHoB  yrpaBneHus
3apaBooxpaHeHnemMm cybbekToB Poccunckon depepaumm B COOTBETCTBUU
C CyLLLeCTBYHOLLEN NOTPEBHOCTLIO.
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CneumanucTtbl 4acto 3agatoT BOMPOCbI O MOSMHOTE perucrpauum
OONbHbLIX  reHeTnyeckumn  3aboneBaHUsaMH, HeoOXoaMMOCTN KX
AnddepeHUNPOBaAHHOIO ydeTa, BeAEHUN PermcTpoB. ATn npobnembl dyayT
peLleHbl B paMKax LmMgppoBu3aunm 3apaBooXpaHeHus.

depepanbHbi NpoekT «Co3gaHne eaguHOro UM@pPOBOro KOHTypa B
3[1paBOOXpaHEHNN Ha OCHOBE €4VHOWN rocygapCTBEHHOW MHAPOPMALIMOHHOM
cuctembl  3gpaBooxpaHeHuss  (EMMC3)» HanpaBneH Ha  co3gaHue
MEXaHU3MOB  MH(POPMAUMOHHOIO  B3auMMOAENCTBUA, B TOM  4ucne
IOPUANYECKN 3HAYUMOTO JSIEKTPOHHOIO MeAMLMHCKOro AOKYMeHToobopoTa
MeOVLMHCKMX opraHmsaumn Ha ocHoBe EIMMC3, nepexon K anekTpOHHOMY
MEeANUMHCKOMY  AOKYMEHTOO6OpPOTY B MEOUUMHCKMX  OpraHusauusx,
pasBUTUE CUCTEM MOHUTOPUHIa AeATENbHOCTU MEeAULMHCKNX OpraHmM3aumn,
co3faHne CUCTEMbl LEHTPanmM3oBaHHOIO XpaHeHud, aHanusa u ob6paboTku
MEOMUMHCKUX [OaHHbIX, B TOM 4uCre C [MPUMEHEHUEM TEXHOSIOMN
MCKYCCTBEHHOIO MHTENMEKTA.

MwuH3gpaB Takke No3TanHO hopMUpPyeT BEPTUKANBbHO-UHTENPUPOBAHHbIE
MeONUMHCKUE WH(OPMALNOHHBbIE CUCTEMbI MO pPasnUYHbIM  NPOPUNISM
MeOMUMHCKON OeATENbHOCTH.

Cenyac cosfgaeTca BepTUKanbHO-UHTErpypoBaHHaa MeauuMHCKas
nHpopmaumoHHas cuctema MwuHsgpaBa Poccun  no  npodpunsm
«AKylLIEPCTBO W TUHeKonorus» WU «HeoHatonornay», 4TO NO3BOMUT
oTpaboTaTb MOAENb ONTUMarbHOW MapLIpyTU3aLmMn nauneHToB N KOHTPOIb
32 COCTOAHMEM 300pOBbs MaUMEHTOB Ha BCeX JTanax okasaHud
MEeOMUMHCKON  MOMOWM Ha OCHoBe OOMeHa [JaHHbIMU  Mexay
MEAULMHCKUMM OpraHmsaumMsiMM W CUCTEMOM MOHWUTOPMHra KayecTBa
MEeAULUMHCKOM noMoLWKN. YpesBblManHO BaxHO, 4YTo OyayT obecneyveHsbl
CBOEBPEMEHHOE  npeaynpexaeHne - OTKIMNOHEHUA  OT  KIMHUYECKUX
pekoMeHZauunm B Xo4e JledeHuss U opraHu3auusi  BO3MOXKHOCTM
HenpepbIBHOMO HabnaeHUs 3a KaXAdbiM NauuMeHTOM — OTCreXuBaHue
TPaeKkTopuM Jrie4yeHns, BKOYas CBOEBPEMEHHYK MapLipyTusaumio o
aTanam AuarHoCTuKW, redeHuss u peabunutaummn. B 3Ty cuctemy Mbl
BKIIlOMA@eM M CBeOEHUS O MNPOBEOAEHUN FEHETUYECKMX MCCrefoBaHun, KX
pesynbTaTtax U MapLipyTe nauneHToB.

3aBepLuas BbICTYNIEHNE, ewe pa3 noavyepkHy, 4to MuHsgpas Poccum
yoenseT 0ofblwoe BHUMaHWE COCTOSHUIO reHeTudyeckown cnyxobl n bynet
cnocobcTBOBaTh €€ AanbHENLLEMY Pa3BUTUIO.
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C.U. Kyues,

oupekmop ghedeparibHo20
2ocydapcmeeHHo20 6t00XXemHo20
Hay4YHOo20 y4Ypexx0eHusi
«Meduko-eeHemu4ecKul

Hay4HbIU UeHmMp»,

anaeHbil eHewmamHbIU crieyuanucm
rno mMmeduuyuHCcKoU 2eHemuke
MuHucmepcmea 30pagooxpaHeHus
Poccutckou ®edepauuu

CocTosiHue U nepcneKkTUBbI pa3BUTUA
MeaUuKo-reHeTu4yeckom cnyxobl Poccunckon depepauumn

[MpodounakTnka HacneacTBeHHOW N BPOXKAEHHOW NaToNorMm SBnseTcs
OCHOBHOM LEeNblo AeATENbHOCTU YyYpexaeHun n nogpasnefieHnn Meguko-
reHeTn4eCcKou Cnyx6bl. [MpodunakTnyeckme MepOnpUATUSA
OCYLLECTBNAITCA Ha BCex 3Tanax pasBUTUA 4YerioBeka:  CcO3peBaHud
MOJSIOBbIX KMNETOK MU ONSI040TBOPEHUSA (NEPUKOHLENUNOHHAA NpodonnakTmka),
BHYTPUYTPOBHOro passutus (npeHaTanbHbI CKPUHWHT U AWarHoCTuKa),
HeoHaTanbHOro nepuoga (HeoHaTamnbHbIA CKPUHWHI Ha HacCneACTBEHHbIE
bonesHn obMeHa); B TedeHne BCeN XU3HU YeroBeka (paHHAS AnarHocTuka
HacneacTBeHHblX  6oresHen,  CBOEBpPEMEHHOE  Hayano  Tepanuu
N BO3MOXXHOCTb MPOUIIaKTUYECKUX MEPOTNPUATUN B CEMBE).

HacnencrseHHble 1 BpOXAEHHbIE 3ab0neBaHNs SABNAKTCA CepPbe3HOM
npobrnemMmon cuctemsbl 3gpaBooxpaHeHnsa — A0 5% HOBOPOXAEHHbIX UMEKT
HacneacTBeHHble UNU BpoOXAeHHble 3aborneBaHusi, MaHudecTupyrLwme B
pasnunyHble nepuogbl Xu3HW. [llogasnswwee 6GOMbLWMHCTBO  3TUX
3aboneBaHun ABNAKTCA OpaHHbIMKM (pedkMMK), MU UX YactoTa He
npesblwaeT 1 cnyyas Ha 10 Tbicay HaceneHusi. VIMEHHO pefKOCTb 3TUX
3aboneBaHun, BonbLWOE KOMNMYECTBO HO305orm4yecknx dopm (B Hanbonee
aBTOpuUTETHOM MexayHapoaHoun 6ase aaHHbix ORPHANET HacuuTbiBaeTcs
6172 opdaHHbIx 3aboneBaHusi, u3 KoTopblx 4438 (71,9%) -
HacneacTBeHHbIE), KNUHUYECKUU nosimmopunam obycnosnueatoT
CNOXHOCTb BbISIBIEHUS U NPOUNIAKTUKN HACNEACTBEHHbLIX U BPOXAEHHbIX
3aboneBaHun. HacneacTBeHHble 60OME3HW MNpPeacTaBnAlT akTyasibHYIO
npobnemy ana neguaTtpuun, Tak kak 69,9% u3 HUX MaHUdECTUpyLoT
B AetckoMm Bo3pacTte n 40% paHHen OeTCKOM CMEepPTHOCTU 0OycroBreHo
HacneacTBeHHbIMM 3ab0neBaHUS MU N BPOXAEHHLIMU MOPOKaMn pa3BUTUA.
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Meauko-reHeTndeckas cnyxba (qanee — MI'C) — cneunannanpoBaHHbIN
BUO MeOUUMHCKOM nomown HaceneHuto Poccunckon Pepepaumn.
OcHoBHbIMK HanpaeneHusammn gestenoHoctn MIFC asnatoTcs:

MeOWKO-reHeTUYECKOEe  KOHCYNbTUpoBaHne cemen U BonbHbIX
C HacneacTBEHHOW M BPOXOEHHOW NaTosnornen;

JNAarHoOCTUKa  HacneacTBEHHbIX Oone3Hen  LUUTOreHeTU4ecKumu,
MONEKYNAPHO-TEHETUYECKUMMU N TEHETUKO-ONOXMMNYECKMMN MEeTOA4AMM;

MacCCOBbIA CKPUHUHI HOBOPOXAEHHbIX Ha HacneacTBeHHble 60re3Hn
obmeHa;

CENEKTUBHbIN CKPUHUHI ceMeln N OOnbHbIX Ha HacneacTBEHHbIe
©one3Hn obmeHa;

npeHaTtanbHbIl  CKPUHUHT OGEpPEMEHHbIX Ha pacnpoCTPaHEHHbIe
XPOMOCOMHbIE BONE3HN N BPOXKAEHHbIE MOPOKN Pa3BUTUS;

npeHaTanbHasi AWarHOCTMKA pPacnpoOCTPaHEHHbIX HacneacTBEeHHbIX
N BPOXXAEHHbIX 6onesHen;

BeEeHMe TeppuTopuanbHOro un degepanbHOro perncrpa cemen
N BoNbHbLIX C HacneacTBEHHOM W BPOXAEHHOW naTofiormen u  ux
aucnaHcepHoe HabnaeHue;

nponaraHga MeauKo-reHeTUYECKNX 3HaHNN cpean HacereHus.

NHppacTpykTypa Meguko-reHeTudeckon cnyxbbl npeacraBneHa
MEONKO-reHETUYECKMMM  KOHCYINbTauusaMmn (LeHTpamu), OKasblBatoLLMMU
NepBUYHYIO cneynannu3mpoBaHHYHo MeONKO-CaHUTapPHYo NOMOLLb
naumMeHTamMm C BpOXAEHHbIMU U (MNIN) HacneacTBEHHbIMU 3aboneBaHUs MU U
yrieHaMm ux cemen. Meagmko-reHeTUYeCcKMe KOHCYJSbTauun OCYLLEeCTBNAKT
CBOKO [OeATeNbHOCTb B COOTBETCTBMM C npukasamu MwuHsgpaBa Poccuu:
ot 30 pekabps 1993 ropa Ne 316 «O ganbHenwem pasBUTUM MeOMKO-
reHeTnyeckon cnyxbol MuHUCTEepCTBa 34paBOOXPaHEHUs1 Poccuinckon
depepaunn»; ot 28 gekabps 2000 roga Ne 457 «O coBepLLUEHCTBOBaHUN
npeHatanbHOM OMarHOCTUKM B  MPOUNaKTUKE HacneaCTBEHHbIX U
BpOXAEHHbIX 3abonesaHun y geteny»; oT 23 mapta 2006 roga Ne 185
«O maccoBom 06cnegoBaHNMM HOBOPOXKAEHHLIX AETEN HA HAcnNeaCTBEHHbIE
3aboneBaHus» (BMecte c [lonoxeHvem 06 opraHu3aumm npoBeaeHUs
MaccoBOro obcnegoBaHMs HOBOPOXAEHHbLIX AOETEN Ha HacneacTBEHHble
3aboneBaHuns, pekomeHgaumsamum Mo 3abopy ob6pasyoB  KpPoOBM  Npu
npoBeAgeHNN MaccoBOro obcnenoBaHMsA HOBOPOXAEHHbIX OeTen Ha
HacneacTBeHHble 3aboneBaHusi); oT 15 Hos6ps 2012 roga Ne 917H
«O6 yTBEP)KAEHUM NOpPsiAKa OKasaHUsi MOMOLLM 60SIbHbIM C BPOXAEHHBLIMU
n (unn) HacnegcTBeHHbIMU 3ab60neBaHUSMUNY.

B Poccuinckon degepauunm cos3gaHo u (pyHKUMOHMPYET 76 mMeauko-
reHeTUYeCKMUX KOHcynbTauum (ueHTpoB) B 67 cybbekrtax Poccuinckon
denepaunm. CamocTosATenbHbIE MeOUNKO-reHeTn4YecKne LEHTPHbI,
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paboTatlowme no BCEM HamnpaBneHUsSM MeOUKO-TeHETUYECKON CIy>Obl,
co3gaHbl B  Pecnybnuke  BbawkopTtoctaH, KpacHodpckom  Kpae,
Ceepanosckon obnactn, ropoge CaHkT-[leTepbypre. Ha BbICOKOM
MEeTOAMYECKOM YpOBHE paboTaloT pernoHanbHble MeOuKO-reHeTUYecKune
KOHCYInbTauuu, siBNAKOWMECH noapasgeneHnsaMmn permoHanbHblX nevyebHo-
npodunakTnyecknx ydpexaeHnn B Pecnybnuvke TatapcTtaH, KpacHogapckom
n Tlpumopckom kpasix, Kypckon, OpeHbyprckon, Hwkeropoackomn,
MockoBckorn obnactax.

K coxanenuto, B 18 cybbektax Poccunckon depepaumm
perMoHasibHble  MeOUKO-TeHETUYEeCKMe  KOHCyrnbTauuum  OTCYTCTBYIOT.
B 14 n3 Hux (pecnybnukn Antan, TeiBa, 3abankanbckun, ANTanckum Kpas,
Amypckasa, KypraHckasi, TioomeHckasa, YensabuHckas, PocTtoBckas,
[MckoBckasa, OprnioBckasi, Koctpomckasi, [lleH3eHckass obnactu) meauko-
reHeTU4ecKkne KoHCynbTauumn (LeHTPbI) OTCYTCTBYIOT B HapyLweHue Npukasa
MwuHsgpaBa Poccumn ot 15 Hosabpss 2012 roga Ne 917H. lMpu atom
HeoHaTasbHbIM  CKPUHWHIT  MPOBOAUTCS B  OOblY4HbIX  KIWHUKO-
AnarHoctmyeckux nabopatopusax pasnnyHbiX fnedebHOo-NpodunakTnyeckmx
yuYpexaeHun, npeHaTanbHbIl CKPUHUHI — B OTAeNbHbIX JlabopaTtopusax
npeHaTtanbHbIX LeHTPoB. KoHCynbTaTMBHOrO npuema Bpayvyen-reHeTUKOB
HeT, UMM OH BeAeTCA B [APYrMX Y4YpexaeHWsx B pamkax obbl4HOro
ambynatopHoro npuema B NOAUKNMHMKaAX. B  Takon cutyauuu
He NPUXOANTCA rOBOPUTbL O BbICOKOM KayecTBe MeanKO-reHeTU4eCKou
nomowm. B yeTbipex cybbektax Poccunckon ®epepaumm MIK otcytcTBytoT
0OOCHOBaAHHO — B CBA3WM C HeOOMbLWKUM  KOSIMYECTBOM  POXAEHUM
(HaceneHue nony4daet ycnyru MIK B pacnonoxeHHbIX psaoM KpyrHbIX
permoHax): MaragaHckaa obnacTtb, EBpenckas aBTOHOMHasi o6nacTb,
UyKOTCKMA aBTOHOMHbIN, fAMano-HeHeUKUA aBTOHOMHble oOkKpyra. Tem
He MeHee JaHHbIM pervoHam cregyeT ydecTb onbiT MaragaHckon obnacTty,
CYMEeBLLEN OpraHM3oBaTb MeOUKO-TeHETUYECKUN KabNHET B perMoHanbHOM
nry.

Takum obpasom, opraHusaumsi MeAMKO-reHEeTUYECKNX KOHCYNbTauum
(LeHTPOB) W nMpvBedeHWe UX B COOTBETCTBME C [LENCTBYHOLLMMU
HOPMaTMBHO-MPABOBbIMM aKTamMu, perfnameHTUpyrWmuMn aOeaTenbHOCTb
MeOUKO-reHeTUYECKON CnyXbbl, ABNAKTCA OOHOM W3 OCHOBHbIX 3ajad
pervoHarsibHbIX OpraHoB yrpasneHus B cdrepe 34paBoOOXpaHEHNS.

Meaguko-reHeTU4YECKOE KOHCYNbTUPOBaHME CeMbM (NaumeHTta) -—
LeHTpanbHbIn (6a30BbIN) BUAO OeATENbHOCTU, OCYLECTBASEMON BpayYamMu-
reHeTMkamm B 79 cybbektax Poccuinckon degepaunn. KoHcynbTupoBaHue
BKNIOYaAeT  UHTepnpeTaumio  KIUHUYECKUX,  WUHCTPYMEHTASIbHbIX U
nabopaTopHbIX AaHHbIX ONA ANAarHOCTUKM HAcneaCcTBEHHOro U BPOXAEHHOIO
3aboneBaHus, onpeaerneHne Tuna HacrnegoBaHus 3aboneBaHus B JaHHOM
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CeMbe, pacdeT pucka MOBTOpPeHUs 3aboneBaHUs B ceMbe, onpegeneHve
Hanbonee adekTnBHOro crnocoba npounakTukn  3aboneBaHus
B KOHKPETHOMN CEMbE, MCUXONOMMYECKY0 NOMOLLb NaUMEHTY U YfeHaM €ero
ceMbM B ajantauuum K OuMarHo3y M pPUCKY, MOMOLLb CEMbE B MPUHATUMU
OCO3HaHHOIO peLUeHNs OTHOCUTENbHO AdaribHEeNWero penpoayKTUBHOIO
noBedeHns, reHeTUYECKOro TECTUPOBaHNSA U MPOUNAKTUKN BPOXKAEHHOIO
n (MnNn) HacneacTtBeHHoro 3aboneBaHud. Jllobon BuO OEATENBbHOCTU
MEANKO-reHETUYECKOM CNY>XObl HEBO3MOXEH 6€3 KOHCYITbTUPOBaHUS CEMbMU
(mauneHTa) Bpa4OM-reHETUKOM.

ExerogHo B Poccuickon ®depepaummn ocyuiectendetca  6bonee
430 TblcAY MeaUNKO-TEHETUYECKUX KOHCYSIbTUPOBAHUM MauneHToB (CeMen)
C NOLO3pPEHMEM Ha HacNeACTBEHHble WKW BPOXAEHHble 3aboneBaHus.
KoHcynbTnpoBaHue ocyuwectensaT 340 Bpaden-reHeTnkoB. CornacHo
pernaMmeHTUpyLwmMm JOKyMeHTam Ha 1 MunnmoH HaceneHna (ao 10 Teicay
poaoB B roAl) pekoMeHayeTcs 3 CTaBKM Bpada-reHeTuka. Takum obpasom,
YKOMMMEKTOBAaHHOCTL  WwTata  cocTtaBnder  64%. Kpome  TOrO,
pacnpeneneHne Bpavyen-reHeTUKOB Mo permoHam KpanHe HepaBHOMEPHO,
B HeKoTOpbIX cybbekTtax Poccuinckon dPepepauum paboTtaeT Bcero oauH
Bpay-reHeTuK.

C uenblo paHHEro BbISIBIEHUS, CBOEBPEMEHHONO  fleYeHus,
NPOMOUNaKTUKA  UHBaNUAHOCTM U Pas3BUTUA  TSXKENbIX  KIUHUYECKUX
nocneactemn B 80 pernoHax Poccun peanudyeTtca nporpaMmma MacCoBOro
obcnefoBaHNA HOBOPOXKAEHHbIX OeTen (HeOHaTanbHbIM CKPUHMHI) Ha NATb
HacneacTBeHHbIX  3aboneBaHun  (PEHUSTKETOHYPUHA,  ranakTo3emus,
MYKOBUCUWAO03, agpeHOreHUTanbHbI CUHOPOM, BPOXAEHHbLIA rMNOTUPEOS).
OxBaT HeoHaTanbHbIM CKPUHWHIOM cocTaBngeT 6onee 95%. B aByx
permoHax (Mpumopcknin kpan wn ropog MockBa) ocyLecTBNsSEeTCS
paclUMPEeHHbIN HeoHaTasbHbIM CKPUHWUHI Ha HacnencTBeHHble 60nesHu
obmMeHa c nomMmouwbio MeToda TaHLEMHOW MacC-CNekTPOMEeTpUM, Kak 3TO
NPUHATO B 9KOHOMUYECKM pa3BuTbIX cTpaHax (cTtpaHbl EC, CLUA). B cnyyae
paclumpeHns CKpuHuHra ¢ 5 go 39 3aboneBaHuMin C NOMOLLbID MeToaa
TaHOEMHOM MacCC-CMeKTpoMeTpum BO BCeX pernoHax Poccunm MOXHO
eXerogHo BbIBNATbL A0 2 ThicA4 fdeTeM C  HacneacTBEHHbIMU
3aboneBaHnaMn obmeHa, ONA KOTOPbIX €CTb pa3paboTaHHble Hegoporue
CXEMbl JeYeHusi, OCHOBaHHble Ha gueTtoTepanuu. B npoTuBHOM crniyyae
OaHHble 3aboneBaHWsa MNpPUBOAAT K feTanbHOMY ucxod4y Wnu rnybokoun
NHBaNuAaun3auun.

B pesynbTraTte CKpuHUHra opmupyeTcda rpynna geTen C BbICOKAM
pUCKOM 3aboneBaHuns, U BbISBNEHHbIE AETU HYXXOAKTCS B NOATBEPXKAAOLLEN
anarHoctuke. Ecnn notoBas npoba ana noaTeBepXaeHua  auarHosa
MYKOBUCUMAO3a [OCTYNHa MNpakTU4eckm BO BCeX pernoHax, To
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noarsepxaatowan OHK-gnarHoctnka nposogutca ansa 26,3% nayueHToB
npu eHunkeToHypun, 15% naumMeHToB — npu ranakrosemuun, 27,6%
nauMeHToB — Npu agpeHoreHuTanbHoMm cuHgpome u 39,4% nauyneHToB —
npu MyKOBMCLMOO3E.

CnepyeT ckasaTb, YTO OCHOBHOW NpobrnemMmon Ans nNogTBep)KaaroLLmx
ncecnegoBaHum n soobule HK-anarHocTukn HacneacTBeHHbIX 3aboneBaHum
SIBNSETCA  OTCYTCTBME  3aperucTpuvpoBaHHbiX B PocsgpaBHagsope
AMNarHocTuyecknx tect-cuctem. Cyutaem, yto ana AHK-guarHoctmnku tecTt-
CUCTEMbI, BKMOYasi TeCT-CUCTEMbl C WUCMNOSb30BaHUEM MOSTHOreHOMHbIX
MEeTO4OB UcCCregoBaHnsa, OOMKHbl OblTb  AOCTynHbL.  [lo nocnegHum
AaHHbIM, MeaWKO-reHeTn4eckne KOHcyrbTauum (UeHTpbl) B 40 cybbektax
Poccuinnckon depgepauum pacnonaraloT  MOJSIEKYINSPHO-TeHETUYECKUMN
nabopaTtopusiMu, N NX KONIMYECTBO AOSTHKHO ObITb YBENMNYEHO.

B MeaunKo-reHeTMYeCcKnx KOHCyrnbTauusax (LeHTpax) OCyLLEeCTBNSAKTCSA
onpefeneHne  CbIBOPOTOYHbLIX  MapKepoB,  yrbTpacoHorpadunyeckoe
nccriegoBaHMe  Nnoga  3KCMEepTHOro  YPOBHA M pacyeT  puUcka,
cocTaBngawouwme npeHaTanbHbIA CKPUHUHT DEpPEMEHHbIX XXEHLUNH Ha YacTble
XPOMOCOMHbIE 0OONfIe3HM W BPOXAEHHbIE MNOPOKU pasBUTMA nnoga.
CKpPUHUHIOBblE MEPOMNPUATUS OCYLLECTBIIAIOTCA B NEPBOM TpPUMECTpE
B6epemeHHocTn K nposoaaTca B 80 cybbektax Poccunckon degepauum.
Hanpumep, B 2019 rogy Ha y4eT B XEHCKOM KOHCYyNbTauuuM B CPOK OO0
14 Hepenb BcTanu 87,3% 0OepeMeHHbIX XEeHWWH. W3 HuMxX npoLwnu
obcnepoBaHne No npeHaTanbHoW (gqopogoson anarHocTtuke) 78,3%. Yucno
BepeMeHHbIX, OTHECEHHbIX K rpynne BbICOKOrO puUcka MO XPOMOCOMHOM
naTonoruv y nnoga, no faHHbIM NpeHaTanbHou (4OpO4OBOW) ANArHOCTUKM
HapyLweHUn pasBUTUA, Ha IKCNEepPTHOM YypoBHe B cpoke 11-14 Hepenb
coctaBuno 2,2%. N3 Hnx 72,2% 6binu HanpasereHbl U NPOLUNY NpeHaTarnbHyto
AanarHocTuky. B 23,7% (3 Teicaun) crniydaeB Obinin BbisiBIIEHbI XPOMOCOMHbIE
aHomanuu (cnHgpomel [layHa, lNartay, 3aBapaca n gpyrue).

B Poccunckon ®epepauum yHKUMOHMPYET 84 uuTOreHeTuyeckune
nabopatopun,  OCywlecTBAdAOWMNE  NpeHaTanbHyl  (OOpoLOBY) M
NOCTHaTanbHYK [OWarHOCTUKY XPOMOCOMHbIX OonesHen. B 48 u3 Hux
MCMONb3YIT He TOMbKO Knaccuyeckne MeTodbl KapuoTUNUMPOBaHUSA,
HO 1 MeToAbl MoSiekynsipHon untoreHeTukn (FISH).

B 39 pernoHax meguko-reHeTU4eCKne KOHCYIbTaunum UMEKT B CBOEM
coctaBe nabopaTopun CEeneKTUBHOIO CKPUHMHIA Ha HacnenCTBEHHblEe
6one3Hn obmeHa, a NsaTb U3 HUX 06opyaOBaHO COBPeEMEHHbLIMU nNpubopamu
BbICOKOO(PEKTUBHON  XKMOKOCTHOW  XpomaTtorpadomm U TaHOEMHOW
Macc-cnekTpomeTpun. JlabopaTtopum cneunanuampyroTcs Ha BbISIBIEHUM
peoknx 0OonesHen obMeHa, He BXOAAWMX B MNepedYeHb CKPUHUPYEMbIX
B HeoHaTasnbHOM nepuoae.
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B nabopatopusix MeguKo-reHeTUYeCKUX KOHCYyNbTauun (LEeHTpOoB)
B HacTosiwee Bpemsa pabotawt 395 nabopaTopHbIX  FEHETUKOB,
B COOTBETCTBUM C AENCTBYKOLMMW HOpMaTuBamn gecduumt Kagpos
coctaBnseTt 73,7%.

NcknountenbHO Tsxenon npobnemon ana MeguKo-reHeTUYEeCKOW
cnyxbbl  Poccunckon ®depepaummn  aBNSeTCA  MPakTUYECKU  MOSHoe
OTCYTCTBME COBPEMEHHOWN, NOAYEpKMBaAlD, COBPEMEHHOW aBTOMaTU3auuu
paboyero mecta Bpada-reHeTuKa.

ABTOMaTu3auma  paboTbl  MEOUKO-TEHETUYECKOWM  KOHCymnbTauuu
(ueHTpa) pgomkHa obecneunTb Bpayvy-reHeTUKY BO3MOXHOCTb BECTU
SNIEKTPOHHYI0 MEAULMHCKYIO TeHEeTUYECKYo KapTy M ©0asy naumeHToB,
COCTaBuUTb POLOCIMOBHYK B MpoLecce npvemMa nauueHTa, HasHadaTb U
perncTpupoBaTb pesynbTaTbl NPOBEAEHHbIX FEHETUYECKUX UCCrneaoBaHun,
opraHmsoBaTb WHMOPMALNOHHO-aHANIUTUYECKYD MOAAEPXKKY NPUHATUSA
peweHnn npun  audpdepeHumanbHoOn  AMarHoCTUKe  HacrneaCTBEHHOW
naTonoruu (bonee 4,5 ThicA4n cMHAPOMOB), BblbOpa feveHuns, obecneynTb
aBTOMaTUYECKUMA MPOrHO3 MNOTOMCTBA, MOHUTOPUHI BPOXOEHHbIX MOPOKOB
pa3BuTUs, aBToOMaTMdeckoe 3anoniHeHne degepanbHOro  perucrtpa
opdaHHbIX 3aboneBaHMn U Opyrmx HO30IOrMYECKUX PErNCTPOB.

Camoe rnaBHOe — MeOuKO-reHeTuyeckasa cnyxba B pamkax eanHOM
MHGOPMaLMOHHON nnaTtgopMbl OoMmMkHA 6blTb HEnpepbiBHO CBsi3aHa C
aKyLLEepPCKO-TMHEKONOrMYeckomn cry>kbom n cnyxbon okasaHust MeauLNHCKOM
nomowm AetsaM. HacneacTtBeHHble UM BPOXAEHHble  3aboneBaHUs
3aTparnmBaloT pasHble CUCTEMbl W OpraHbl, NO3TOMY MOTYT BCTpevaTbCs
B NpakTuke Bpaya nobon cneumanbHOCTH.

B 3akntouyeHne. Cumtato, 4Tto Haubornee 3HauYMMbIMK 3agadamu,
CTOSALWLMMU Nepes MeanKo-reHeTU4eCcKon cnyxbon, aBnstoTca:

NOAroTOBKA KaapoB Bpa4vyen-reHeTUKOB U Bpaden — nabopaTopHbIX
reHEeTUKOB;

npvBefeHne CTPYKTYPbl MEANKO-TEHETUYECKNX KOHCYIbTaumun (LLEHTPOB)
B COOTBETCTBME C AENCTBYIOLLMMN HOPMATUBHbBIMM NPaBOBbIMWN aKTaMu;

nHpopmaTtmsauma npoueccos MIK — cosgaHne B BepTukanbHO
WHTErpUpPOBaHHON MeAULMHCKON WHpopMaumoHHon cucteme (BUMKC)
HOBOro npounga «MeguuMHCKaa reHeTuka» AN pervoHanbHbIX MeauKo-
reHeTU4YeCKMUX KOHCynbTauun (LeHTPOB);

BHepPEHNE COBPEMEHHbBIX MOSEKYNAPHO-reHETUYECKUX UCCneaoBaHum
(MONTHOreHOMHOoE CeKBEHUpPOBaHME);

pacLIMpeHne nporpaMmmbl HEOHaTalNbHOIO CKPUHWHIA Ha HaCneaCTBEHHbIE
©one3Hn obmeHa oo 39 3aboneBaHUN.
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E.b. Hukonaesa,

pykosodumersib 20cydapCcmeeHHOo20
6r00XKemHO20 y4YpexxOeHUs1 30paBooXpaHeHUs
«KnuHuko-OuazHocmuyeckul ueHmp
«OxpaHa 300posbsi Mamepu u pebeHKa»
Ceepornosckotli obrnnacmu

MpeHaTanbHbLIN CKPUHUHT U AMAarHOCTUKa B NpocunakTuke
BPOXOEHHbIX U HacneAacTBeHHbIX 3ab6oneBaHumn

Hacenenne Csepanosckon obnactu coctaenset 6onee 4300 Tbicad
yenoseKk. [lpeHaTtanbHass OWarHOCTUKA BCTPOEHaA B TPEXYPOBHEBYHO
CUCTEMY OKa3aHMS NoMoLLM B criy»kbe oxpaHbl 340p0OBbsi MaTepu u pebeHka
Ceepanosckon obrnactm wn npegcraBrieHa YeTbipbMS  yYpeXOeHUsIMU
3-r0 YPOBHSA, YYPEXOEHUSAMU 2-T0 YPOBHA — 15 MeXMyHMUMNanbHbIX
kabuHeToB NpeHaTanbHon anarHoctukn (ganee — MKI1L), ydpexageHnsmu
1-ro ypoBHS — 83 XEHCKMX KOHCYrnbTauun.

CeepanoBckasgd obnactb Ha MPOTSKEHUM TMOCMEeAHUX nNATU neT
HenpepbiBHO COBEpPLUEHCTBOBAasia CUCTEMY MpeHaTanbHOW [UMarHOCTUKM.
HeobxoaMmMbIMK yCrIOBUAMM Ka4YeCTBEHHOrO BLIMOSHEHMS MpeHaTanbHON
JANArHOCTUKN ABNSAOTCA:

LeHTpanu3auma TEXHONOrMYECKNX npoueccoB B MK,
nepuHaTarnbHbIX LEeHTpax;

Hanu4ne nOAroTOBMNEHHbIX U CepTUdULUMPOBAHHbLIX CreuuanmcToB
(aKkyLepoB-rMHEKOSOroB, Bpayen yIbTpa3ByKOBOM JANArHOCTUKN,
MEOMUMHCKUX TEHEeTMKOB) W MNOCTOSAHHOE COBEPLUEHCTBOBAHME  UX
npodecCcnoHarnbHbIX HAaBbIKOB;

Hanuume obopyaoBaHMs AKCNEPTHOrO YPOBHSA (MpemMnyM-knacca);

Hanuyne nHpopmaLmMoHHoOro obecneveHna B kaxxgom MKIML;

cTaHgapTM3aumnsa nNpoueccoB (BHeOpPEeHWE CTaHOAPTHbBIX onepauyoHHbIX
npoueayp v kapT);

obsa3aTenbHOEe npoBedeHMe ayauTa  OCHOBHbIX  MapamMeTpoB
TEXHOSIOrMYEeCcKoro npouecca.

OcHoeHbIe napamempsbl npeHama’sibHO20 CKPUHUH2a
e Ceepdnoeckoli obnacmu e 2019 200y
1. KonuyecTtBO XEHLUMH, BCTaBLMX Ha y4yeT Mo OepemMeHHOCTU

B XEHCKUX KOHCYyIbTauunsax, — 44 565.
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2. KonnyectBo  XeHLWWH, npoweawmx obcnegosaHne Mo
npeHaTanbHon gnarHoctuke, — 97,4%.

3. KonuyectBo XeHWWH, He npowegwmx obcnegoBaHue o
npeHaTanbHOM AMarHOCTMKe B CBA3M ¢ nosaHen asBkon — 10%.

4, KonnyecTtBO NpoBeaAeHHbIX MHBa3MBHbIX npoueayp — 865 (2%).

5. [onsa BbIIBIEHHOM XPOMOCOMHOMW MaTosiormMn npu MHBa3MBHOM
ncecnegoBaHum — 24%.

6. KonnyectBo OepeMeHHOCTEN, MpepBaHHbIX MO pe3ynbTatam
KoMMsiekca npeHaTanbHon gmarHocTmkn, — 390:

B CBA3M C XpPOMOCOMHOM nartonornen — 140;

B CBA3M C BPOXOEHHbIM MOPOKOM pa3sutusa (gnanee — BI1P), He

COBMECTUMBIM C XWN3Hbto, — 250.

7. Yucno geten, ymepunx ot BINP (go 1 roga), — 33.

[MaBHbIMW nNoOKasaTensMu, XxapakTepusyrLMMN BbICOKUMA YPOBEHb
opraHusaumMm npeHaTanbHOM AnarHoctukn B CBepanoBckon obnacTu,
SABNAIOTCA BbICOKMA OXBaT MpeHaTtanbHbIM CKPUHUHIOM, HebonbLion
nokasaTenb KonunyecTBa 6epeMeHHbIX, He npolwegwmnx obcrnegoBaHMe no
npeHaTanbHOM ANArHOCTUKE, U HU3KNI NPOLEHT NPpOoBEeAEHHbIX UHBA3UBHbIX
npoueayp.

B 2019 rogy ogHUM M3 NPUOPUTETHLIX HanpaBfeHUn OeATeNbHOCTU
Knunuko-gmnarHoctndeckoro ueHtpa «OxpaHa 300pOoBbA MaTtepu wu
pebeHka» (ganee — KAL|, O3MP) Obino yyactve B NUIIOTHOM MpPOEKTe Mno
BHEOPEHUIO  KOMMMEKCHOW nNporpamMmbl  CMfOWHOMO  CKPUHMHIA  Ha
npeaknamncuio Ha Tepputopun CeepanoBckon obnactu B pamMKax
KOMMJiekca npeHaTanbHOM AnarHOCTUKN.

UHgopmayuoHHOe obecrieyeHue npeHamarsbHOU QuazHOCMUKU

MHdopmaumoHHoe  obecrnevyeHne  npeHatanbHOW  ANArHOCTUKU
B CBepanoBckon obnactu ocyulectBnsaetca 6narogaps paborte ceTteBoro
nporpaMMHOro Kommnriekca «AcTpaunsiy, MO3BOMAIOLWEro OCYLLECTBNATb
pacyeT pucKka npuv NpoBedeHUU MNpeHaTanbHOro CKpuHWHra | TpumecTpa,
a TaKkke BHeOpuUTb TEXHOSOMMK pacdeTa pucka pasBUTUA NPEIKNamncum
npy  NOMOLWM  aBTOMATU3NPOBAHHOM  UHMPOPMAUMOHHON  CUCTEMDI
«PernoHarnbHbI akyLLEepPCKNA MOHUTOPUHI», ABAAIOLLENCA MHHOBALMOHHbLIM
WHCTPYMEHTOM YyNpaBrieHns BCeW Cnyxbon poaoBCNOMOXeEHUA. JTa
cuctema 6bina 3anyuweHa B obnacty B 2014 rogy € UENb MNOBbILEHUS
KayecTBa OKasaHusi MEOMLMHCKON MOMOLLUN GEepeMeHHbIM 1 poaunbHULAM
Ha OCHOBE CTaHOApPTU3MPOBAHHOIO Mnoaxoda K BeOEHMIO MNaUUEHTOK U
TEXHOSIOMMU  YNPaBIiEHUS OKCTPEHHbLIMM  CUTyauusMU  NpU  pasBUTUU
yrpoxarwwmx  XusHum coctogHun. Ee peanusauma yxe  OaBHO
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3apekoMeHgoBana cebs Kak HaOeXHbll  UHCTPYMEHT  CHUKEHUS
MaTEPMHCKON N NepuHaTanbHOM CMEPTHOCTMW.

YHpaeneHue Kadyecmeom npeHamaanoEl dua2HOCMuKu

[na ynpaBneHns kKa4eCTBOM MeAULIMHCKOW MOMOLUY CO3[4aH UHCTUTYT
Kypauuu u3 Bpaden ynbTpassykoBou guarHoctuku KOALL O3MP, kotopble
OCYLLECTBNAT  perynsipHbIn ayauT  ynbTpPasBYKOBbIX  CHWUMKOB,
PENTUMHIOBYIO OLLEHKY KayecTBa paboTbl MKII/.

Kypauus asnsetca doopmMon obydeHus n ayguta u peanusyeTtcs npu
HenocpeaCcTBEHHOM perynsapHom KOHTaKTe Bpayemn-aKcnepTos
ynbTpassykoBon guarHoctukn KOL| O3MP c Bpayamu ynbTpasByKkOBOW
anarHocTuku Kypupyembix MK,

B Tekywem rogy C UuUenbl MNOBbILEHUS KayecTBa MNpoOBeOEHUs
ynbTpa3BYKOBbIX  UcCCnegoBaHuW nnogdoB, nposogumblx B MKIIM,
nposoagutcs pabota no opraHudaumm Ha 6Gase KOL| O3MP pedepeHc-
LeHTpa npeHaTanbHON AUarHOCTUKM.

B npouecce BHegpeHna B 2019 rogy 6GepexnuBbIX TEXHOSOIMMMN,
NMOMMMO NPOBELEHUS PEMOHTOB, W3MEHEHUs TJOrMMCTUKM, B  Uensax
cTabunusaumm Ka4ecTBa okasaHuUst MeOULMHCKOM MOMOLLM B HALLEM LeHTpe
pa3paboTaHbl M BHedpeHbl CTaH4apTHble oOnepauuoHHble nNpoLecchl
(COIMbl) No npoBeAeHUIo ynbTPasBYKOBOro MccrnenoBaHusi, 3abopy KpoBw,
npaBunamMm MU3MEpPeHus apTepuanbHOro AaeBneHusa Onsg  npoBeneHus
CKpUHMHra Ha npeaknamncuio. K Hactoawemy Bpemenu B gesatn MK
obnacTu Takke BHeapeHbl BepexnimBblie TEXHOOIMMU.

[MpoBeneHne exeHenenbHbIX WTAaboB MO CHUXEHUIO MNageH4YecKomn
CMEpPTHOCTU B MUHWUCTEPCTBE 34paBooxpaHeHns CeepasnioBckon obnactu
NO3BONISAET pellaTtb 3a4a4M Ha MeXBeOMCTBEHHOM YPOBHeE.

Paboma obnacmHo20 rnpeHamalsibHo20 KOHcuUJsiuymMma

[MpeHaTanbHbI  KOHCUITIMYM  SABNSETCA BaXHOW  COCTaBnAwoLLen
npeHartanbHOM  guarHoctukn.  Llenn  npoBegeHust  npeHaTanbHOro
KOHCUNMyMa — UWHMOPMUPOBaAHNE CYNPYXECKNX Nap O Xapakrepe
BbIABNEHHOrO BPOXAEHHOrO MNOpOKa pas3BUTUS nnoga, obcyxXaeHue
NPOrHo3a Ans Xu3Hn n 300poBbs pebeHka, BO3MOXXHbIX METOA0B NeYeHund,
NX pes3yrnbTaToB, a TaKkkKe onpefeneHve TakTUKN BedeHuss bepeMeHHOoCTH,
MapLpyTusaumm n MecTta pogopaspeLleHns ¢ y4actmemM BeayLmx OeTCKUX
NpoduUIbHbIX CreuManncToB (OETCKOro xupypra, kapauonora, HeBposiora,
opTonena, YesnoCTHO-NNLEBOIO XmMpypra).

B exeHegenbHOM pexuMe Ha 3acegaHusix  npeHartanbHOro
KOHCUINMYMa OCYLLECTBNSAETCS 0OCYy)XAEHNE TakTUKN BeaeHnsa 6epemMeHHbIX
npuv BbisBneHun BINP n xpomocoMHOM naTosiorMm nrioga, a Takke TaXenou
9KCTpareHnTasribHOM 1 akyLLIepCKOW naTonorMm ¢ y4actTmemMm cemMen.
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[MpeHaTanbHbIM KOHCUIIMYM HaxoguUTCA B TECHOM B3aMMOLENCTBUU
Cc obnacTtHbiM nepuHaTanbHbIM LIEHTPOM, MOCKOMNbKY Oonblas 4acTb
BepeMeHHbIX c npeHaTtanbHO BbIABNEHHbIMU BrpP nnoaa
MapLUPYTU3SNPYIOTCA AOS1 pOAOpaspeLleHnss UMEHHO B 3Ty KIUHUKY AJ1S
BblbOpa onTUMarnbHOro cpoka U MeToda poaopaspelleHnsi, BO3MOXKHOCTU
nocTtHaTanbHoro obcnegoBaHusi, BepuduKauumm MOpoka, a Takke
KOHCYInbTauun HOBOPOXaAeHHoro aetcknum reHetnkom KALL O3MP B pamkax
Bble3gHoM paboThi.

ExxerogHO KonmnyectBo criydaeB OOCYXOEeHUMW Ha NpeHaTasribHOM
KoHcunuyme coctasnseTt okosio 1300, B CTpyKType pelleHun npeobnagaeT
nposioHrnpoBaHue (76%), 24% cocTtaBnseT npepbiBaHne 6epeMeHHOCTMW.

B pamkax npeHatanbHOro KOHCUIIMymMa MpoOBOAUTCHA  MeOMUKO-
reHeTUYECKOE  KOHCYNbTUPOBAHME CEMEW B  Cly4yae  BbIsIBfIEHUS
naTtonormyeckoro kapuotumna y nnoga. C cemben obcyxgalTca xapakrep
BbIABNEHHON XPOMOCOMHOW MnaTonoruu y nnoga, nporHo3 M HameyarTcs
aTanbl AanbHenwen NPeKoHUENUMOHHOW NOArOTOBKM BHE 6epeMeHHOCTM.
Kpome TOro, npoBOANTCA KOHCYNbTUPOBAHWE FeHeTMKaMu Npu BbIABIEHUN
y nrofa XapakTepHbIX BPOXOAEHHbIX MOPOKOB PasBUTUA, YIbTPa3BYKOBbIX
MapKepoB XPOMOCOMHOW aHoManuu C LUenbi MNoUCKa MOHOIMEHHbIX
CUHOPOMOB.

Ha Tepputopun CeepanoBckon 06mactn QOCTUIHYT BbICOKMIA YPOBEHb
Bepuukaunm npeHaTanbHbIX AUarHo30B, SIBNSOLWENCS BaXXHbIM pasgeriom
paboTbl Kak B cnyyae npepbiBaHUs 6epemMeHHOCTM Mo MeOULMHCKUM
nokasaHmam (B 90% cnyyaeB OmarHO3 BepupuUMPOBaH), Tak U nNpwu
nponoHruposaHun (70% BepnuumMpoBaHHbIX AMarHO30B).

Ob6s3artenbHOe NaTonoro-aHaTOMUYECKOE MUCCreaoBaHMe BCeX MNS04oB
c BINP nocne npepbiBaHns GepeMeHHOCTM NpoBOAUTCA Npu 0bsizaTenbHOM
yyacTun Bpada ynbTpassykoBon amarHoctukn KOL| O3MP c nocneaytowmnm
BHECEHMEM  [OaHHbIX B  PErncTp  HacneACTBEHHbIX  3aboneBaHun
CeepasioBckon 0briactm 1 nporpamMmMy MOHUTOPUHIa BPOXKOAEHHbLIX NMOPOKOB
pasBUTUS, a TaKKe aKTMBHbIM Bbl30OBOM CeMeWn Afisi MeAUKO-reHETUYECKOro
KOHCYITbTUPOBaHMS 1 NPEKOHLENLMOHHOW NOArOTOBKM.

C uenblo nocTHaTanbHoM Bepudukaumm BIP  HOBOPOXOEHHbIN
npoxoauMT KoMmnrekcHoe obcnegoBaHne B 065acTHOM nepuHaTanbHOM
LeHTpe, npuM  HeobxoAMMOCTM  MNofiydaeT  HEOTNIOXKHYH  MOMOLLb,
KOHCYnbTauulo cneunannctoB, B TOM YMUCIe TEHeTuKa, Mocne 4ero
onpegenseTca MapwpyTtusauma (MeXMyHuuunanbHble OeTCKME LEeHTPbI,
ropogackme 6onbHULbI, obnacTHas getckast 6bonbHULa, cneumann3npoBaHHbIe
LEHTPbI), N NPU HaNM4MM nokasaHum pebeHoK CTaBUTCA Ha AUCNAHCEPHbLIN
ydyeT B KAL O3MP.



23

B pesynbTate koMnnekcHoro obcnenoBaHus, Meauko-reHeTUYeCcKoro
KOHCYSTbTUPOBAHUA U FEHETUYECKNX METOO0B UccnenoBaHnst NpubnuantensHo
y 10% HOBOPOXAEHHLIX OMarHo3 okasbiBaeTcs 0Oofiee CroXHbIM, 4Yem
npeHaTanbHbIN.

Takum obpasom, 04EBUOHO, YTO 3HAYMMOW COCTaBNSAOLLEN NpeHaTarbHOM
AVArHOCTUKM  SIBNSIETCS MeOMKO-TEHETUYEeCKOEe  KOHCYSIbTUpOBaHUE
N, COOTBETCTBEHHO, HanuyMe nOAroTOBMEHHbIX KBaNMMPUUMPOBAHHbLIX
Bpaden-reHeTnkoB. Kpome TOro, noTpebHOCTb B NOCTHaTasIbHOW
BepudMKaUnUM OUKTYeT He TONbKO HeobXxoOuMMOCTb YyyacTuss B ee
npoBefeHNn Bpadeun-reHeTUKOB, HO U WUCMNOSIb30BaHME [LOMOSHUTESbHbIX
nabopaTopHbIX METOO4OB UCCnedoBaHus  (MONEKYNSAPHO-reHETUYECKUX,
LUUTO-reHETUYECKNX N OPYTunX).
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J1.I1. HazapeHko,
3amecmumerib dupekmopa
edeparibHo20 2ocydapcmeeHHO20
6r00)xemHo20 Hay4YHO20 y4Ypex0eHus

« ToMcKuU HayuoHarsbHbIU
. ’:"*':‘:‘:‘:“:’: ::.“ ::::":::*." e gccnerea/zvenbgKuu MeOUUUHCKUU UeHmp
MOOAAEPIOOARIC SOOI IRRANRR OCCUUCKOU akaoemuu HayK»

X
¢

Ponb MeauKo-reHeTM4eCKUX LIeHTPOB B OKasaHUM MOMOLLM
KOHCYNbTauusiM Ha Tepputopun Cubupm

Meguko-reHeTU4Yeckasi MOMOLLb HaceneHuto BkA4vaeTr B cebsa
AWarHoCTuKy, JredyeHne U nNpoUNakTUKy crneunduyeckon  rpynnbl
BbonesHen — HacneacTBEHHOM MAaTONIOrMM (MOHOFEHHOM, XPOMOCOMHOW U
MyrbTUpakTopransHon). MNpodunaktmka n guarHocTnka HacreacTBEHHOW
naTonorMm [LOCTUraloTCA MpU  OCYLLECTBNEHUN Crieaylowmnx OCHOBHbIX
NoOXOO4OB: MEOUKO-TeHEeTUYEeCKOe KOHCYNbTUpOBaHWE; MpeHaTasnbHas,
npeuMniaHTaLMoHHas ANarHocTuKa; MaccoBoe CKpUHUpOBaHue
HOBOPOXAEHHbIX Ha HacrneacTBeHHble ©onesHu; aucnaHcepusauums,
BKNIOYalLLasa rnpoCcrnekTMBHOE KOHCYSbTUPOBaHWE CeMeln BbICOKOro pucka
N aKTUBHOE BbISIBlIEHWE TETEPO3UrOTHbLIX HOCUTENEN MYTAHTHbIX [EHOB;
KOHTPOSb 3a MyTareHHbIMN dhakTopamMun OKpYyKatoLLen cpeabl.

OCHOBHbIM MPUHLUUNOM MeOUKO-reHETUYECKON MOMOLLN ABMISETCS
obecneveHne Bcex ee 3TanoB — OT Hamboriee paHHEro BbISIBIIEHUSA OeTeun
C HacneaCcTBEHHOM NaTosiorMen A0 UX fledeHna B chneumanmn3mpoBaHHOM
KNUHWKE C nocrnegyrwmm gucnaHcepHbiM HabnwogeHnem u  MeguKo-
reHeTUYECKUM KOHCYNbTUPOBAHMEM YNEHOB CEMEN BOMNbHbIX NALUEHTOB.

C 1993 rogpa HWWN wmeguumHckoW reHeTukn Obln  Ha3HadeH
denepanbHbIM LEHTPOM MeLUKO-reHeTu4Yeckon crnyxbbl no Cunbupckomy
n [anbHeBOCTOYHOMY dedeparnbHbiM  OKpyram. PernamMeHTupyowmmm
AOKYMeHTaMn  ornpefeneH  MHOrOYPOBHEBLIM  MOPSALAOK  OKasaHus
cneumann3MpoBaHHOM MNOMOLLM HaCeNeHurw CcO CBOMMM  3ajadamu
N BO3MOXXHOCTSIMU — FOPOLCKOM, perMoHarsbHbIv, heepasibHbIN.

Bcero Ha Tepputopumn Cubumpu u [danbHero BocToka fgeuncrtsyer
21 meguko-reHeTnyeckoe ydpexaeHue (oanH ®PepepanbHbI  LEHTP
Meauko-reHeTndeckon cnyxboel MwuH3gpaBa Poccumn (ropon  Tomck),
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19 pernmoHarnbHbIX (KpaeBble 1 obnactHble) U 2 ropoackux. OHU oxBaTbiBalOT
obcnyxmBaHMem HaceneHwe, rfaBHbiIM 00pa3oM CcocpenoToYeHHoe
B ropogax, B MeHbllen CTeneHu oTharnieHHoe OT obnacTHbIX (KpaeBblX)
LEHTPOB; NpakTUYeCKN HeLOCTYNHA MegUKO-reHeTu4Yeckasa noMoLLb Marnbim
KopeHHbIM Hapogam KpanHero Cesepa. OrpomHasa tepputopua (4,36 MnH
KB. KWNOMETPOB) W OCOBEHHOCTM pacceneHnss Xutenem BOCTOYHbIX
PEerMoHOB CTpaHbl co3falT Oonblune TPYAHOCTU B OpraHusaumm Menuko-
reHeTU4YeCKom NOMOLLIN.

ACHO, YTO HEecMOTpA Ha yBenuYeHue 4ucrna MenuKo-reHeTUYeCKnX
yuYpexaeHum 3a c4HeT OTKPbITUS FTOPOLCKUX KOHCYMbTauui, B LLENTOM UX SIBHO
HegoctatouHo. OnpegeneHHyo  npobnemy  npeacTaBndeT  Takke
obecnevyeHmne MI'C cneunanmctamm.

MeaunKo-reHeTUMECKUI LIEHTP (FreHeTuYecKasa KrnHUKa) Kak otaenbHoe
nogpasgeneHne WHCTUTYTa MeOUUMHCKOW TreHeTUKM TOMCKOro HayYHo-
nccregoBaTenbCckoro MeamumHekoro ueHtpa (ganee — HAML, PAH) Geina
opraHmsoBaHa B 1994 rogy. B HacTosiwee Bpemss Meamko-reHeTu4ecKkum
LeHTp (reHeTudeckasl KIMHUKa) MHCTUTYTa — 3TO NepBoe U eONHCTBEHHOEe
3a Ypanom cneumanuanpoBaHHoOe ne4vebHo-npodunakTnyeckoe
ydpexaeHue, opraHusywuwiee MeOUUMHCKYKD — MOMOLWb  naumeHTam
C HacneacTtBEHHbIMM U BPOXAEHHbIMW  3aboneBaHUSMM  C  LESbIO
ANArHoCTUKN, nedeHusi, peabunutaumm 60MbHbIX U NPOUIAKTUKN
HacnegcTBEHHOM NaTonoruu.

Pabota MeguKko-reHeTUYEeCKOro  LieHTpa  OCyLlecTBndeTca B
COOTBETCTBUM C NOCTaBMEHHbIMWN 3aadaMW: KOHCYNbTUPOBAHUE CIOXHbIX
cny4vaes naTonoruuy; nogTBepXxaatoLas LMTOreHeTmn4yeckas,
BruoxmMmmyeckaa M MONEKyNsaApHO-reHeTU4eckas AnarHoCTMKa CIOXHbIX U
pedKkux crnyvaeB HacneacTBeHHbIX bonesHen; anpobauna HOBbIX METOO0B
ANArHoCTUKN, nedeHuss u peabunuraumm HacnencTBeHHbIX 3aboneBaHui;
NOoAroToBKa W MOBblWEHWE KBanudukauum crneyuanuctoB  Meamnko-
reHeTUYEeCKUX YYPEeXAeHU, B TOM YUcne NyTeM OpraHu3aumm CTaXXMpoBKU
Ha paboyem MecTe; OCYLLEeCTBNEHNE KOHTPOSIS KavyecTBa paboTbl MeaMKO-
reHEeTUYECKUX YUpEXOEHUMN.

B CTPYKTYpy KIAWHUKKM BXOAAT: KOHCYNbTaTUBHO-AMArHOCTUYECKOe
oTaeneHne, OCYLLUECTBAOWEE MeOUKOo-reHEeTUYECKOE KOHCYNbTUpPOBaAHME
N NpeHaTarnbHyl ANarHOCTUKY XPOMOCOMHOM M MOHOFEHHOM naTosiornu,
KNUHUKO-AnarHoctmyeckas nabopatopusi, 3aHMMaroLWasica npoBeAeHUEM
cneyunanbHbIX BUMOXMMUYECKMX WUCCRenoBaHUIW, BKIOYasd MnpeHaTasrbHbIN
CKPUHUHI  BEepeMeHHbIX W  MacCoBbll W CENEKTUBHbLIM  CKPUHWUHT
HOBOPOXAEHHBIX, LMTOreHeTu4YecKkune, MONEKYNApHO-reHeTU4Yeckmne
W Opyrve uccriefoBaHuUA C UeSiblo BbidBIeHUS UM AudodpepeHumanbHON
ANarHoCTMKM pasnnyHbIX HacneLCTBEHHbIX NATONOMMN.
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LUtaT Meanko-reHeTM4ecKkoro LeHTpa BknoyaeT B cebs 104 ctaBku,
B TOM 4uncrne 36 BpavyebHbix. CpegHuin ctax pabdoTbl BpavyebHoro nepcoHana
B KNUHUKe — 6onee 10 net. Cpean COTPYOHMKOB KIMHUKM — 2 [OKTOpa
MeauuMHCKkMX Hayk, 10 kaHguaaToB HayK, 2 3acnyXeHHblIX Bpaya
Poccuinckon  depepauumn, 1 3acnyxeHHbin  paboTHMK  Poccumnckomn
depepauun, y 78% Bpayen BbICLIAsA KaTeropuss Mo cneumnanbHOCTMU.
Bce Bpaun umetoT gencrsyrowme ceptudukatbl, 16 M3 HUX MMeEKOT MO
HECKOSIbKO CepTU(UKaToB.

ExerogHo B Mepauko-reHeTudyeckom ueHTpe HUW  meguumHckon
reHeTukn Tomckoro HMML, PAH npoBoantcs KoHcynbTauua ans 6onee
3,5 TbiCA4YM CceMen no BorpocaMm MporHo3a reHeTU4ecKoro 340PO0BbS
N YTOMHEHUS OuarHo3a, BKoYasd npeHaTarnbHyl AnarHOCTUKY ©onesHen
nnoga. Ha tepputopun Cubupu npeHatanbHasi ANarHOCTUKA MOHOIMEHHOM
NaToNOrnMn C NOMOLLIbIO MOJIEKYNSAPHO-TEHETUYECKUX MEeTOLO0B NPOBOAUTCS
ToNbko B MeauKo-reHeTU4eCKOM LEHTPE.

B oTtoeneHun HacneacTBeHHbIX GonesHen (ctaumoHap Ha 50 Koek)
eXerogHo nony4arT crneunanmnanpoBaHHy0 ANarHOCTUYECKY N nedebHyro
nomowb 6onee 600 nauyuveHTOB C HacneacTBEHHbIMM 3aboneBaHUs MU
N BPOXOEHHbIMM MOpPOKaMn pa3BuTUA. Y 6Gonbluen 4vactn 6onbHbIX,
roCnUTanmM3npoBaHHbIX C  AWArHOCTUYECKOM LUenbiko, AuarHo3  Oblin
BepudmUMpPOBaH, YTO B NOCNeayoweM No3BOMUIIO MPEANIOXUTb CEMbAM
nporpamMmmy nedyeHus n peabunmtaymn.

Meguko-reHeTu4yecknn  LeHTp  (reHeTudeckas  knuHuka) HUU
meanumHckon reHetukm Tomckoro HAMU PAH po 55% Bcero obbema
cneumann3MpoBaHHOW MOMOLLX OKa3blBaeT HaceneHnio Tomckon obnacTu,
HEe MMeIoLLEN CBOEN MEeOUKO-reHETUYECKON Crybbl B cncteme obnacTtHoro
3apaBooxpaHeHus. B To ke Bpems Kak Halwle ydpexgeHune o 45% Bcero
obbema cneumanmanpoBaHHOW MOMOLWM MHCTUTYT OKa3blBaeT XUTENam
Ypanbckoro, Cubupckoro wun [JanbHEBOCTOYHOrO OKPYroB: pecnybnunk
Xakacuq, TbiBa, bypatua, Antan, Caxa (Akytusa), KpacHoapckoro,
Antanckoro wun [llpumopckoro KpaeB, Kemeposckon, Hosocubupckon,
Owmckomn, TromeHckon, Ceepanosckon, YensbuHckon, MpkyTckon, AMypckom
obnacten, XaHTbl-MaHcuickoro n Amano-HeHeuKoro asBTOHOMHbIX OKPYroB.

TecHoe COTpyOHWYECTBO C HayvHbiMM NabopaTtopussMn MHCTUTYTa
nossondeT BHeAPUTb B MNPaKTUKy HOBble MeToAdbl  ANarHOCTUKM
HacneaCcTBEHHbIX 3aboneBaHU U BPOXOEHHbIX MOPOKOB pasBuTUs. Tak,
OCBOEHME  HOBOrO  MOJSIEKYNSPHO-UMUTOrEHETUYECKOr0  aHanu3a  —
dnoopecueHTHon mbpuagnsauum in situ  (FISH) nosBonsetr ObicTpo
NONy4YnTb OTBET O XPOMOCOMHbIX MyTauUMsX He TONbKO Ha MeTadasHbIX
XpPOMOCOMaXx, HO N Ha UHTepdasHbIX sapax U Ka4eCTBEHHO YNyyLlUTb Kak
npe-, Tak W TMOCTHaTalNbHYIO ANArHOCTUKY XPOMOCOMHbIX ©onesHen.
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MopobHas MeToamnKa BHEAPEHA B HECKOMbKUX KOHCYNbTaumsx Cubupckoro,
Ypanbckoro pernoHoB (ropogax Wpkytcke, Owmcke, Pecnybnuke Caxa
(AxyTns).

N3BECTHO, YTO KayeCcTBO MEAMKO-TeHETUYECKOro KOHCYNbTUPOBaHUA
cemen, obpaTuBLLUMXCH 32 MEANLUHCKOM MOMOLLbIO, CYyLLECTBEHHO 3aBUCUT
OT kayecTBa paboTbl uuTOreHeTndeckonm cnyxbol. Ha 6asze Meawnko-
reHeTn4veckoro ueHtpa HAW megunumHckonm renetukmn Tomckoro HAML, PAH
BNepBble OpraHM3oBaHO OKasaHWe crneuyvanuvs3npoBaHHOW  MeauKo-
reHeTU4yeckom MnOMOLLUN CeMbAM, WMEeLKUM aOeTen C  YMCTBEHHOU
OTCTanoCTblo, 3a4epPXXKOWN MHTENNEKTYanbHOro pa3BuUTus, paccTponcTreamm
ayTucTudeckoro crnektpa. lNpumeHeHne coBpeMeHHbIx TexHonornn — aCGH,
NGS - nos3Bonuno unaeHTMduuupoBaTb HOBbIE TEHbl U XPOMOCOMHbIE
PEerMoHbl, acCOUMNPOBAHHbIE C Pa3BUTUEM MHTESNMEKTYanNbHbIX HAPYLLUEHUN
B OeTckoMm Bo3pacte. B ueHTpe BbigBnsetca 00 12% XpPOMOCOMHbIX
aHOManunm OT KONMuYyecTBa CEMEW, HanpasfieHHbIX Ha  [daHHoe
nccriegosaHue.

MeOuko-reHeTU4eCckKun LeHTp 6bT  MHUMUMATOpPOM  MpoBeLeHUs
KOHTPOSIA KayecTBa UMTOreHeTUYeCKMX WuccnegoBaHUM Ha Tepputopuu
Cnbupckoro pernoHa.

[Ans OuarHOCTUKN MHOMBMOYANbHOW MOABEPXEHHOCTU Psay LUMPOKO
pacnpocTpaHeHHbIX 3aboneBaHnin YyenoBeka (apTepuanbHas rmnepTeHsus,
aTepocKnepos, rmnepTpodua Mmokapaa feBoro Xenyaoudka, nwemmyeckas
bonesHb cepaua, BeHo3Hble TPOMOO3bl, OpoHXManbHas actMma, anbda-1 —
AHTUTPUNCUHOBAsA HELOCTATOYHOCTb, OCITIOXXHEHHOE TeYeHne BepeMeHHOCTI)
B WHCTUTYTe pas3paboTaHbl MNaHenn reHeTU4YECKUX MapKepoB, KOTopble
NPUMEHSIOTCA He Tonbko B Tomckom obnactu, HO u B pecnybnukax
Xakacus, bypaTtua n gpyrux permoHax.

BaxHas koopanHupytowasa pyHkums Meamko-reHeTU4eCcKoro LeHTpa —
B OpraHu3aumu HeoHaTasrlbHOro0 CKPWUHMHIa: eXerogHo aHanuaupytoTcs
NOSIydeHHble [aHHble MO CKPUHWHIY, AN  BbISBAEHHbIX  60MbHbIX
MYKOBMCLIMOO30M  OCYLLECTBNSAETCA noaTBepxjawwasa OuarHoCTuKa,
cosdaHa naHenb YacTblX MyTaumn ans  obcnepoBaHns  HOSbHbIX
MYKOBUCUMAO30M C Yy4EeTOM OCOObIX MyTauuMin B pasfnyHbIX ITHUYECKUX
rpynnax, HacensaLwnx Cunbupb. OnTnmmnsaums ANarHoCTUKN
HeandepeHumanbHbiX POPM MHTENNEKTyasnbHbIX HapyLLleHun n aytnama
B JETCKOM BO3pacTe C UCMONb30BaHUEM MrEHOMHbIX TEXHOSTIOMMN NO3BONAeT
He TONMbKO YTOYHUTL AnarHo3 6ofbHOro, BO3MOXHO, paspaboTaTtb
nepcoHannanpoBaHHoOe rieyeHne, peabunurauuio, HO W onpenenuTb
poXAeHne B CEMbe 340pOBOro pebeHka.

MeponpuaTtus, npoBedeHHble B paMKax COrfiacoBaHHOro nraHa
paboTbl, MOXHO OOBLEAWHUTb B HECKOSIbKO HarnpaBneHun: pasBuTue
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N COBEPLUEHCTBOBaHME CryX6 MeauunHCKON reHeTukn B Cnbupn, Bknroyas
WMHTErpauuio MeOUUMHCKON reHeTUKNn B paboTy nNepBUYHbLIX 3BEHbLEB
30paBOOXpaHEHNs; MNpoBedeHMe  nporpaMmmbl  MOArOTOBKM  KagpoB
N OKa3aHne CrnpaBOYHO-MHMOPMAUMOHHBIX W  KOHCYNbTaTUBHbIX YCRyr
No MeaULMHCKOW reHeTurKe.

MeOunko-reHeTU4eCKMn LeHTp (reHeTudeckas KIuHMKa) COBMECTHO
C Kadpeopon MeOULMHCKON TEeHEeTUKNM C KYpCOM TFeHeTukM (dpakynbTeT
NOBbILLEHUS  KBanudukaumm u npodpeccuoHanbHOW nepenoaroToBKu
cneynanuctos) npn  SrbOY BO  «Cubupcknn rocynapCTBEHHbIN
MeOuuUMHCKUIA YHUBepcuTeT» MunHsgpasa Poccun 3aHMMaeTcs NoAroToBKOW
N NepenoaroToBkonM KagpoB. 3a Tpu roga MNOAroTOBMEHO MO PasnUYHbIM
nporpaMmmam npodeccnoHanbHOM nepenoaroToBKu n obuero
YCOBEpPLLUEHCTBOBAHUS: BpayYen-reHeTUKOB — 65; Bpayen no crneynanbHOCTU
«nabopatopHas reHeTuka» — 92. [lo nporpamme TemaTU4eCKOro
YCOBEpPLLUEHCTBOBAHUS Bpayen pasfnyHbiX cneumanbHOCTEN: neauaTtpos,
aKyLLlepoB-rMHeEKonoros, TepanestoB — 284 cneunanucrta. CneunanicroB
aKyLLepoB-TMHEKONOroB Mo nporpaMmme npeHaTtanbHOW OUarHOCTUKN —
41 yenosek. lNpownu NOAroToBKy crneuuannctbl U3 criegyroLwmx ropoaos:
Brnagusoctok, KOxHo-CaxanuHck, Akytck, MaragaH, XabapoBck,
bnaroseweHck, Yuta, Ynan-Yos, Wpkytck, baprayn, bwuinck, [opHbin
Antan, AbakaH, KpacHodapck, KemepoBo, HOBOKy3HeLK, TOMCK,
Hosocnbupck, Cypryt, TiomeHb, EkatepuHbypr, YenabuHck, Camapa,
KpacHogap, CaHkt-leTepbypr. [logrotoBrieHbl cneumanucTbl, KOTOpble
BNagewT  MOMEKYNSApHO-UMTOreHETUYECKMMM  MeTodaMW U YCMELUHO
MCNONb3YIOT UX ANA AMarHOCTUKK, BKNOYas npeHaTtanbHyto. MonekynsapHo-
LUTOreHeTu4Yeckne MeTodbl NMPUMEHSIIOTCA B KOHCynbTauusax Cubupckoro
permnoHa (ropoga Hosocubupck, Cypryt, Omck, KpacHosapck, ToMcK).

OnybnukoBaHbl ceMb Y4eBHbLIX Nocobun ansa Bpaden. [ns cTyaeHToB
M Bpayenm cosgaHa BuaeoTeka OBOMbHbIX € HaAcneaCTBEHHbIMU
3aboneBaHusamMn. [ns Bpayen-negMatpoB M aKyLIEpPOB-TMHEKOSIOroB
OopraHn3oBaH Kypc nekuumn «M3bpaHHbIe BONPOCH MEOULIMHCKON rEHETUKNY,
KOTopbIn Obin npounTaH B pecnybnukax TeiBa, Xakacuda, Caxa (AkyTtus),
Antanckom, KpacHOSIpCKOM Kpasx.

AKTyanbHOCTb MNpobnemMbl 3akn4yaeTcss B TOM, YTO B HacTosiuee
BpeMa B Poccum He ygensietca AOOMMKHOrO BHUMaHMS 6onesHsM-
«CUpoTaM». HeT edWHOro pernctpa cemen, MMEKLWMX AOeTerh C Takon
naTonornen, He paspaboTaHbl MeauuMHCKME cTaHgapTbl obcrnegoBaHus,
nevyeHus, peabunutaumun, OUCNaHCEPHOro HabnaeHUs U NPOUNAKTUKN
NOOO6GHbLIX  COCTOSIHMW.  [lepcnekTMBHbIM  HanpaBfieHNEM  SABNSAKOTCS
pa3paboTka M BHEOPEeHME COBPEMEHHbIX TEXHOSNOMMN NeYeHns peakmx
3aboneBaHun.
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N.P. MuHHuaxmemos,

oupekmop 2ocydapcmeeHHO20
6H00XXKEemMHO20 y4YpexxdeHus1 30pasooXpaHeHUs
«PecnybrnukaHckul MeOuKo-eeHemu4eckul
ueHmp» Pecnybnuku bawkopmocmaH

PernoHanbHasa moaenb opraHu3aumMm MeauKo-reHeTU4YeCKoro LeHTpa:
OnbIT CO3AaHNA pecnyobrIMKaHCKOro MeauKo-reHeTUY4eCKOro LeHTpa
B bawkopTocTaHe

Megauko-reHeTnyeckaa cnyxba Pecnybnvkn bawkopToctaH umeet
fboraTtylo UCTOPMIO U TECHO CBA3aHa C UCTOPUEN PasBUTUA MeOaULMHCKOW
reHeTukn B Poccumrckon degepaumn.

B 1971 rogy Ha Gase PecnybnunkaHCKOW KNMHMYEeCKOW O605ibHMLbI
nmeHn [.I. KyBatoBa OTKPLIFICA MEPBbIA  KOHCYNbTATUBHbLIA KaOUHET
no meguuunHckon reHetuke. B 1985 rogy 6bina cospgaHa mexobnacTHas
MeOuKo-reHeTndeckas koHcynbtaumda. B 2003 rogy MIK Bowna B coctas
BHOBb CO3[aHHOrO MepuHaTanbHOro LuUeHTpa. 3a BCe 3TO BpeMms
cosjaBanuCb  CneuvanuanpoBaHHble  Cnyxbbl MO HeoHaTanbHOMY
CKPUHWHIY, npeHaTanbHOn Ounoxmmmyeckon AuarHoctuke, Y3WU-CKpUHWHIY
N OPYrMm uccnegoBaHUsM.

[na panbHeWWwero COBEPLUEHCTBOBAHUA  crneumann3mpoBaHHOM
MeONKO-reHETUYECKOW NOMOLLIN HaceneHuto pacnopsKeHnem
MpaButenbctBa Pecnybnukn bawkoptoctaH B 2017 rogy reHeTumyeckas
cnyxba 6bina npeobpasoBaHa B PecnybnvkaHCKUn MeanKo-reHeTUYECKUN
ueHTp (ganee — 'bY3 PMIL), kotopbin Hayan paboTtatb ¢ 9 siHBaps
2018 roga. 'bBY3 PMI'LU co3gaH c uenbio COBEPLUEHCTBOBAHUSA MeOMKO-
reHeTnyeckon cnyxbol B Pecnybnuke bawkopTocTaH M BHeOpeHus
B MEOULMHCKYHO NpaKkTUKy BbICOKOTEXHOMOMMYHbIX MONEKYNAPHO-
reHeTM4Yeckux MeTodOoB WM MnoaxoaoB NEPCOHaANM3MpPOBaHHOW MEOULMHDI.
Hecmotpss Ha Bce wu3meHenus, [BY3 PMILU yganocb coxpaHuTb
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NPeeMCcCTBEHHOCTb MoKoneHnn. Cenyac B  y4ypexgeHunm paboTtartoT
COTPYAHUKM, KOTOPblE CTOSNIN Y MCTOKOB OpraHusauuMm npeHaTanbHOro
N HEOHaTanbHOro CKpuHuHra B Pecnybnuke bawkopTocTaH.

C TeyeHnem BpeMEeHU posib FreHETUYECKNX NUCCeaoBaHMN HaceneHus
Oyoet TOnbKo Bo3pacTtaTb. Bce 31O akTyanmsupyeT BHeOpeHue
COBPEMEHHbIX METOLOB NrEHETUYECKOro aHanusa B LUMPOKYD MEOULMHCKYHO
npakTuky n 6onee yrnybneHHoe obyyeHne Bpayen OCHOBaM MeaULMHCKOM
reHeTukn. [loaTomMy cCBOeM OCHOBHOM 3ajaden MeOuKo-reHeTuyeckas
cnyxba Pecnybnukn ballkopTocTaH BWOUT HE TOMbKO BHeApeHue
COBPEMEHHbLIX METOAOB B MpakTuUKy, HO W B obpasoBaTeribHyH
AeaTenbHOCTb B 0b6MnacTtn reHeTukn Ons CTy4EeHTOB M Bpadven, pasButme
Hay4HbIX uccnegosaHM B 0Obnactn MnOnynsiuMOHHOM UM MOJSIEKYNSAPHOM
reHeTuKM, a Takke B MONynaApuMs3aunio BCEro HarpaslieHUS TEeHEeTUKU
B Llenom B oOLLecTBe.

Ctpyktypa PecnybnukaHCcKOro  MeOuKO-TeHETUYECKOro  LieHTpa
COCTOUT N3 ABYX PaBHO3HAYHbLIX OTAENEHNI: MOSIMKNUHNYECKOro OTAENEHUS
n nabopaTopHO-ANArHOCTUYECKOWN CIyXXObl.

Meguko-reHeTnyeckas KoHCynbTauus siBnsieTca 6a3oBbIM CTPYKTYPHbBIM
nogpasgeneHnem [BY3 PMIL, okasbiBalOWmUM cneunanmsanpoBaHHYH
MEONKO-TEHETUYECKYIO  MOMOLUb  NauMeHTaMm C  HacnegcTBEeHHbIMU
N BPOXOEHHBbIMM NaTonorusiMu. Bpayn-reHeTukn Hawero ueHTpa B rofg
npuHumMatoT 0o 10 TbicsY nauneHToB NO NPOMUIIIO «TeHEeTUKa.

OToeneHve npeHaTanbHOM AWMArHOCTUKN WUrpaeT BaXHYK porib,
OCYLLECTBMIAA  KOMIMJIEKCHYIO  OOPOAOBYIO  AOMArHOCTUKY C  LEnblo
obHapyxeHna natonorMm Ha cTagum  BHYTPUYTPOOHOro  pas3BUTUS.
B pecnybnvke 3a 2019 rog npoBeOeHO KOMMIIEKCHOE 3KCNEPTHOE

obcnegosaHne — Y3U wn 6Guoxumwumdeckmn ckpuHuHr (PAPP-A, XI'4)
y 35 428 xeHLWwmnH, 4To coctaBmno 94,1% 6epemMeHHbIX XEHLLNH, BCTaBLLUNX
Ha yJer.

BaxHoe HanpaBneHne B [OEATENbHOCTM UEHTpa — neyeHue

becnnogmMss M HeBblHaWMBaHUS OepeMeHHocTU. [Ona 3Tux ueneu
dYHKUMOHMPYET OBa OTAENEHUs: OTOENEeHMe OXpaHbl CeMbU U
penpoaykumm 1 OTAenieHnMe  BcnomoraTenbHbIX  penpoayKTUBHbBIX
TexHonorun. B otaeneHnm oxpaHbl CEMbU U PENPOAYKLMN OCYLLIECTBNAETCH
npueM nauveHToOB BpavyaMu akyllepamu-rMHeKornoramu, Kapguoriorom,
TepaneBTOM, HEBPOSIOroMm, opTaribMOSIOroM, YPONorom, 3HLOKPUHOMOIOM.
BHeapeHbl 1 LWMPOKO MCNOMb3YHTCA METOAbl MICKYCCTBEHHOM MHCEMUHALINN
crepMon Myxa, JoHopa, nposoaaTca Bce Buabl npoTokonos OKO. B 'BY3
PMI'L, B 2019 rogy BbinosiHeHO okono 1 Teicayn yuknos IKO.

C 2019 roga B PecnybnukaHcKoOM MeaWMKO-TeHETUYECKOM LIEHTpe
Ha4yano paboTy KOHCyNnbTaTMBHO-AMArHoctTMyeckoe otaeneHue. Llenb
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paboTbl OTOEeneHuss — peanu3aums KOMMMeKca OpraHn3aunoHHbIX
N MEOULIMHCKNX MEPONPUATUIA NO CBOEBPEMEHHOMY BbISIBIIEHUIO OpdaHHbIX
M HacneacTBeHHbIX 3aboneBaHuin, akTOpOB pucka U NpodUnakTuke
MHOroakTopHbIX 3abofieBaHMn C HacneacTBEHHOW OTSArOWEHHOCTLIO
N CEMENHOWN NCTOPUEN, CHXKEHNE CMEPTHOCTU TPYAOCNOCOBHOro HaceneHus
B Pecnybnvke balkopTocTaH.

Ha 6ase mMeguko-reHeTUYecKOM KOHCynbTauuuM M KOHCYNbTaTUBHO-
ANarHoCTMYECKOro otaeneHuns Ha yHkumMoHaneHon ocHoBe B BY3 PMIL
co3faH UeHTp opdaHHbIX 3abonesaHui. Llenb — KOMMNEKCHbIA, CUCTEMHbIN
noaxon4 K AMarHOCTUKE N neyeHuto opdaHHbIX 3abonesaHuin B Pecnybnuke
BawkopTocTaH, BegeHMe eguHOro pernctpa penkux  (opdaHHbIX)
3aboneBaHun Ha 6base MeauKo-reHeTn4eckom KoHcynbTauum N'BY3 PMIL.

JTabopaTopHo-gnarHocTuyeckaa crnyxba cocTouT u3 cneayroLwmx
nabopaTopui: uMTOoreHeTM4yeckas nabopaTtopus4, nabopartopus
MONEKYNAPHO-reHEeTUYEeCKON  ANarHocTukM, nabopaTtopusi  MaccoBOro
N CENEKTUBHOIO CKPWHWHra, KIWHUKO-AnarHoctuyeckaa nabopartopus.
[MpoBOAUTCS HEOHATanNbHbLIA CKPUHUHI HAa 5 HacneacTBeHHbIX 3aboneBaHui
BCEX  HOBOPOXAEHHbIX  Pecnybnukun  balKOpTOCTaH WU CKPUHWUHT
BMOXMMMYECKNX MapKepoB naTtonornn nnoga y 6epemeHHbIX pecnybnnkm
no crneuwanbHO pa3paboTaHHOMY anropuTMy MapLlipytTmsaumn. Takke
aKTUBHO BHeApsitoTCA MeToabl CENeKTUBHOro CKPUHWHra Ha
HacneacTBeHHble ©Oone3Hn obMeHa BeLwlecTB, BK4Yasgs TEXHOMOrmo
TaHOEMHOM Macc-CnekTpoMeTpun. BHeapeHbl MeToauKM  XKUAKOCTHOM
LMTONOMMM ONS BbIABIEHUS paka LWENKU MaTKU, UMMYHOMEHOTUNMPOBaHNE
C UCMONb30BaHMEM MPOTOYHOW LIMTOGNYOPUMETPUMN.

C 2018 ropa B 'BY3 PMI'Ll akTMBHO pasBmBatoTCs LUTOreHETUYECKME
N MOSEKYISAPHO-TEHETUYECKME MeTOobl ANAarHOCTUKN. B yncne ncrnonb3yembix
MEeTO/0B:

OHK-gnarHoctuka MOHOreHHbIX  3aboneBaHun, onpegenexHue
HOoCUTEenNbCTBa MyTauu;

npeHaTanbHasi reHeTu4Yeckas ANarHoCTUKa;

onpenerieHne reHeTUYECKON NPeapacrnosioXXEHHOCTU K MHOrO(aKTOPHbIM
3aboneBaHusaM,;

ornpenerneHne nHanemMayanbHOW YyBCTBUTESTbHOCTU K NIeKapCTBEHHbLIM
npenapartam;

MONeKynspHasa gMarHocTMkKa OHKOMOrM4ecknx 3aboneBaHui;

NHK-gnarHocTtuka 6ecnnoamnsa un HeBblHaLIMBaHUS 6epeMeHHOCTMU;

HLA-tunmnpoBaHue (NGS) noTeHUnanbHbIX JOHOPOB KOCTHOIO MO3ra;

npeMMnnaHTaunoHHas reHeTu4yeckasa amarHocTumka.

Takum obpasowm, B BY3 PMI'L, peanuayetcs KoMmnnekcHas mMeamko-
reHeTM4yeckasi NoMoLLb HaceneHutio Pecnybnukn bawkoptoctaH. PelueHune
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npobnem, cBA3aHHbIX ¢ 6ecnnoanemMm M HeBblHaALLIMBaHNEM DEpPEMEHHOCTH,
ocyLecTengeTcd B  eOuHOW CBA3KE C  MeaUKo-reHeTU4YecKom
KOHCYInbTauunen, y3kumu npodunbHbIMU crniednanuctamm, nabopaTtopHou
cnyxbon n otgeneHnemM BcrnomMoraTenbHbIX PenpoOayKTUBHBIX TEXHOMOMMN.
MMeHHO komnnekcHaa paboTa KIMHMYEeCKon, nabopaTOpHON, MeauKo-
reHeTM4ecKkon Cnyx0bl U OTAENEHUS BCMOMOraTefibHbIX PENnPOAYKTUBHbIX
TEXHOMNOrMM no3BonsAeT AOCTUYb B KpaTyaulnMe CpoKW pesynbraTl —
HacTynneHne OepeMeHHOCTU W BblHALLUMBaAHWE 300POBOro pebeHka.
AKTUBHas paboTa MENKO-TeHETUYECKON  CIy>Obl Pecnybnvku
bawkopTocTaH no3sonuna HaMm TeCHO B3aMMOAENCTBOBaTb C OCHOBHbIMU
MeaULMHCKNMMK ydpexaeHnamm Pecnybnukmn balukopTocTaH 1 peanu3oBaTtb
BaXHble couuanbHble npoekTbl. BY3 PMIL, gaBnsetca wuHuUmaTopoMm
co3gaHus ballkupckoro perncrtpa [OOHOPOB KOCTHOro Mo3ra, LleHTpa
opthaHHbIX 3aboneBaHun, pasnUYHbIX MNPOEKTOB MO  AWarHoCTUKe
OHKOJTOMMYECKUX U opdraHHbIX 3abonesaHui.

[lepcnekTBbl MeQUKO-TEHETUYECKON CrY>XObl CBA3aHbI C peanu3aunen
crenyroLmx yCrioBUN:

NOArOTOBKA KaApOB B CMEXHbIX AUCUUNINHAX — OHKOreHeTuka,
KapanoreHeTuka, opTanbMoreHeTuKa, MOJIEKynapHas reHeTuKa,
BuounHpopmaTunka n Tak ganee;

TEeCHOEe B3auMOLENCTBME MeXOy KIMHUYECKMMU U nabopaTopHbIMU
cneunanuctamn  OnNs  WHTepnpeTauuMm OaHHbIX UM COMOCTaBIIEHUS
C KITMHUYECKUMWN AaHHbIMU;

BO3MOXXHOCTb Mcnomnb3oBaHus B Poccuinckon depepauum npndopos
N peakTnBoB 6e3 perncTpaumMoHHbIX YOOCTOBEPEHUN ONA NPOBEAEHUS
crneunanm3anpoBaHHbIX guarHoctndeckmx ncenegosaHun (NGS, FISH-3oHAabl,
Habopbl ona Bbigenenus HK v Tak ganee);

BHepeHne HOBbIX TexHonorum tectnposaHna (NGS) n nporpamm ans
MaccoBOro obcrnegoBaHmMss HOBOPOXAEHHbIX (pacluMpeHne HeoHaTanbHOro
CKPUHUHIa), a Takke [ONA BbISBEHUS KOHTUHreHTta geTen, Yy KOTOPbIX
npegnonaraeTca HanuyMe HacrneacTBEHHOM NATONOMU;

nepcoHanmnsaumsa Tepanun M MOHUTOPUHra TedeHust 3aboneBaHui
Ha OCHOBE reHEeTUYECKUX TeXHOSOrum u IT-peLleHuni.
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A.Jl. Kopomeees,

aasHbIl epay
CaHkm-llemepbypackozo
2ocydapcmeeHHO20 Ka3eHHO20
yypexx0eHusi 30pagooxpaHeHUs!
«Meduko-eeHemu4eckul UeHmp»

NMpeKoHUEeNnUMOHHbIN CKPUHUHT HAacNeACTBEHHbIX
M BpOXAeHHbIX 3aboneBaHun B CaHkT-lNeTepbypre

[MpekoHuenumoHHasa npodunakTnuka siBASeTCs OOHUM U3 AENCTBEHHbIX
N OAaBHO MCNOMb3yeEMbIX B MEOULIMHCKOWN reHeTUKe NOAX0A0B OS5 CHUMXKEHUS
reHeTU4yecKkoro rpysa, OOYCNOBMEHHONO rEHHbIMU U XPOMOCOMHbIMU
bonesHsamu. BHegpeHne B NpakTUKy MOMEKYNAPHO-reHEeTUYECKMX TECTOB
CYLLECTBEHHO pacLUMPUIO BO3MOXHOCTU MPEKOHLEMNLUNOHHOIO CKPUHUHIA.
B 2006 rogy B.C. bapaHoBbiM 6binia npeaniokeHa reHeTnyeckasi kapTta
penpoAyKTUBHOIO 300pOBbs. Ee Hannune nossonsaeT Bpady OUEHUTb PUCK
NOSIBIEHNA HACNeACTBEHHOM W (MNM) BPOXAEHHOW naTofiormm y nnoAaa,
HacnNeacTBEHHYD  NPeapacrnosioKEHHOCTb  CYMPYXECKOM  napbl UK
GEepeEMEHHON  KEHLUMHbI K pasfiMyHbiM  4acTbiM  MNATONOMMYECKUM
COCTOSAHMAM U  BOME3HAM, Hepeako NPenaTCTBYHOWNM HACTYMNEHUIO
GEepeMEeHHOCTN, CEPbE3HO  OCMNOXHAKWMM  ee, NpeacTaBnsAlLWMM
CYLWEeCTBEHHYHO OMacHOCTb Ans nfoda, W CBOEBPEMEHHO HayaTb WX
3PP EKTMBHYIO MPOPUITAKTUKY.

Bo3MOXHOCTb MCNONb30BaTb MPEKOHUEMNUMOHHYD  NPOMOUNakTuky
HaCNeacTBEHHbIX M BPOXAEHHbIX  3aboneBaHun  3akoOHOOATENbHO
3akpenneHa CemenHbliM kogekcom Poccuinckon depepaummn (ctatbs 15),
a Takke ®epepanbHbiM 3akoHOM OT 21 Hosb6pa 2011 rogma Ne 323
«O6 ocHoBax oOxpaHbl 3g0poBbs rpaxgaH B Poccunckon degepaummn»
(cTaTbs 51).

[MpaBnTENBCTBOM CaHkTr-lNeTepbypra no npeanoXxeHuto
KoopavHaunoHHOro coBeta Mo peanu3aumm npoekta BcemupHon
opraHusaummn 3gpaBooxpaHeHus «3aoposble ropoaa» B CaHkT-MNNeTepbypre
n npun yyactnn KomurteTta no genam 3anucm akToB rpaKaaHCKOro COCTOSIHUS
n Komuteta no 3gpaBooxpaHeHuto ¢ KoHua 2019 ropga peanusyetcs
MeauKo-couunanbHas nporpamma « Ceptudumkat MONOAOXKEHOBY .
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B TeyeHue roga nocne peructpaummn bpaka MOSMIOAOXEHbI Mony4varT
BO3MOXXHOCTb NMPONTK Heobxoammoe cneumanmanpoBaHHoe obcnegoBaHue
B UEHTpax MYXCKOro W xeHckoro 3gopoBbss CIl16 N'BY3 «LleHTp
nraHnpoBaHMsa ceMbn K penpoaykuum», a B Cr16 NKY3 «dunarHoctmyeckun
LeHTp (MeOuKO-reHeTUYecKnn)» uenbo obcrnegoBaHMss  CTaHOBUTCS
BblABNIEHME B CEMbE HOCUTENbCTBA Ha TEHETUYECKOM  YPOBHE
HacneaCTBEHHbIX n BPOXOEHHbIX 3aboneBaHun, NpPUBOASALLNX
K UHBanuausaumMm n COKpaLLEHUI0 NPOAOIMKUTENBHOCTU XU3HWU, a TakKxke
npeaynpexneHnio poxxaeHust 605bHOro NOToMcTBa.

B 2020 rogy obcnegosaHo 380 cemen (760 yenosek). Cpean HUX
BbIABNEHbI NMua, aBnsatomnecsa HocutenamMmm Hanmbonee pacnpocTpaHEHHbIX
HacneacTBeHHbIX 3aboneBaHun, Takmx kak mykoBucumgos (reH CFTR) —
42 yenoseka, deHunketoHypus (reH PAH) — 19 4yenoBek, a Takxe
XPOMOCOMHbIX NepecTpoeK, NMPUBOAALLNX K POXOEHNIO OETEN C nopokamu
pasBUTUS N YMCTBEHHOM OTCTaNocCTbLio, — 1 4yenoBek. Bce 62 cemMbu B3AThI
Ha AWUCNaHCEpPHbLIN yYerT.

YcnewHbln pesynbTar peanusauum  nporpammbel - «CepTtudomkar
MONOAOXEHOB» BO MHOrom obs3aH coBpemMeHHou 41 mogenu mMenuko-
FEHETUYECKOr0  KOHCYJSIbTUPOBAHUS: nepcoHanmsaums, npeankums,
NPEeBEHTUBHOCTb W  MapTUcunaTMBHOCTL. B crnydae  BbIsIBNeHUs
HOoCUTenNbCTBa OA4HOro 3aboneBaHus y obomx cynpyros npu niaHMpoOBaHUM
BepeMeHHOCTN npegnaraeTca AopoadoBas AuarHoctvka (npeHartasrnbHas
AVarHocTuka, npeauMniaHTauMoOHHass AuarHOCTMKa MNpU MUCKYCCTBEHHOM
onnogotesopeHun). MHoroneTHMn onbIT  B3aumogenctena ¢ OIbHY
«Hay4Ho-uccnegoBaTenbCKM - MHCTUTYT — akyllepcTBa,  MMHEKOSIOrnu
n penpogykronornn umenn [.0. OTTa» Nno3BonaeT pacnpuUTb BbiSBrEHNE
HOCUTENbCTBA B CEMbE TSKENbIX HacneacTBeHHbIX 3abonesaHnn (CMA —
cnnHanbHaa MblwevyHada aTtpodua, muoamctpodpus [ioweHHa, CUHOPOM
NOMKOM X-XPOMOCOMbI, BPOXAEHHast AUCKYHKUMA KOpbl HaLno4ye4yHUKOB
N Opyrux).

Cuntaem uenecoodbpasHbIM:

pacnpocTpaHuTb onblT CaHkT-NeTepbypra Ha Aapyrve cybbekTbl
Poccunckon ®epepaunu;

YTOYHUTb BOMPOCLI HOPMATUBHOIO pPEeryrnMpoBaHuUs MOSEKYIsipHO-
reHeTnyeckoro obcnegoBaHMa Ha HOCUTENLCTBO Hambonee 4vacTbIX
MyTauMin TSHXKENbIX HAacNeACTBEHHbIX U BPOXAEHHbIX 3aboneBaHui;

pacwumpnTbe  CAEKTp  MNPEeKOoHUENnuUUOHHOro  obcnegoBaHMa  Ha
reTepo3nroTHOE HOCUTENBbCTBO Haubornee 4acTblX MyTauumn TshKenblX
HacneacTBEHHbIX N BPOXAEHHbIX 3aboneBaHni;

paspaboTaTb U BHEAPUTb MEOULIMHCKY MH(POPMAaLMOHHYO CUCTEMY,
NHTErpUPYIOLLYI0 MeXancumninHapHble gaHHble obcrnegoBaHmsa NauneHToB
N UX ceMen.
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E.FO. 3axapoea,

3aesedyrowas nabopamopuel
HacriedcmeeHHbIx bone3Hel obmeHa
gedeparibHo20 20CyOapcmeeHHO20
6r00)KemHO20 Hay4YHO20 y4YpeXOeHUs
«MeOouko-eeHemu4eckul Hay4YHbIU UeHmp
umeHu akademuka H.l1. bo4ykosa»

HeoHaTanbHbIN CKPUHUHT — MarucTpanbHOe HanpaBreHune
npodnnakTUK1M HacrneacTBEHHbIX 6one3Hen obMmeHa

CKPUHWHI — OQHO M3 BaXXHEWLWMX NpOoUnIakTU4EeCKUX MeponpuaTum
B cchepe 3ApaBooxpaHeHus. [lo ogHoMy w3 onpegeneHvuid  CKPUHUHL
BKIHOYAET KnuMHU4eckne u nabopatopHble obcnenoBaHus MHOMBUAOYYMOB,
Yy KOTOPbIX Ha MOMeHT obcnegoBaHWss HeT Npobnem Cco 340pPOBLEM,
C Lenblo BbiSBeHUs 3aboneBaHus, npegpacnosiokeHHOCTN K 6BonesHu
NN bakTopoB puUCKa, KOTOPblEe MOBLILWAKT PUCK pa3BuUTUS 3aboneBaHus.
MNpn aTOoM BO MHOrMX nybnukaumsax nogvYepkuBaeTcs, 4To nobble
nporpamMMbl CKPUHMHIA WMEKT OnpederieHHble PUCKW, U B Xo4e WX
peanu3auuMm  BbISIBNEHHbIM  WHOWBMAAM C  MOBbLIWEHHBIM  PUCKOM
3abonesaHusa ¢ BonblIen BEPOATHOCTbIO AOSMKHA OblTb OKaszaHa MoOMOLb,
a He NpUYMHEH Bpea AanbHENLWNMN TECTAMUN NN NIEYEHNEM.

HeoHaTanbHbI  CKPUHWHI — KOMMIIEKC MeponpusaTUin, KoTopble
3aTparMBatoT MHOrMe acnekTbl MeANKO-reHeTUYECKON MOMOLLM HaCeNeHuIo:
3TMYECKMNE, IKOHOMUYECKNE, MELOULIMHCKUE U, KOHEYHO, OpraHn3aumoHHbIE.
MNoaToMy BHeceHue [OOMOMHEHMW B  NPOrpaMmbl  HeOHaTanbHOro
CKPUHWMHIra — CroXHass 1M MHororpaHHass 3agada. C OfHOM CTOPOHBI,
OYEeBMOHO, YTO pasBUTUE TEXHOMNOMMA TECTUPOBAHWS, NOSABMEHME HOBbIX
MEeTOAOB Nle4YeHMs1 MO3BONSAT YBENUYUTbL YNCIIO TecTupyembix 6onesHen,
4YTO AaeT, HECOMHEHHO, Mnofes3Hble pe3ynbTaTbl AMs BbIABMEHHbIX NpU
CKPVHUHre nauueHtoB u ux cemen. C [Opyron CTOPOHbI, BHeOpeHue
COBPEMEHHbIX TEXHOSIOMM MacCOBOr0 TECTMPOBAHMS HY>XHO MPOBOAUTH
C OCTOPOXHOCTbIO, 4YTODBbLI cobrniocTn BanaHc Mexay Monb3on  3TUX
nporpaMMm 1 nx NoTeHuuarnbHbIM PUCKOM Kak ANns OTAerbHbIX WHOWBWAOB,
TakK 1 ansa oodLlecTsa.
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Havanom npoBeaeHuss ckpuHuHra B Poccuinckon depepauum Ha
denepanbHoMm ypoBHe B 1993 rogy crana nporpamma «[etn Poccuny.
HoBbIn 9Tan pasBUTUS AnarHoCTMYeckux obcrnenoBaHWn HOBOPOXAEHHbIX
B Hawewn cTpaHe Havanca B 2006 rogy, Korga B pamkax MpUOPUTETHOro
HauWoHanbHOro npoekta «300pOBbe»  MporpaMma  HeoHaTanbHOro
CKpHMHra ©Obina pacwupeHa Ao nAatu 3aboneBaHui  (ranakro3emus,
MYKOBMUCLMO3, afipeHoreHnTanbHbIn CUHOPOM, deHNNKETOHYpPUS
N BPOXOEHHbIN  rnnoTupeos). OcywecTBreHne nporpamMm  CKpPUHUHra
B Poccun pernameHTupyeTca psagomM OKYMEHTOB:

Mpukazom Mwun3agpaBa Poccum ot 15 Hos0psa 2012 roga Ne 921H
«O6 yTBepxaeHun lNMopsiaka okasaHMs MeaULUMHCKOM NOMOLLM No nNpodunio
«HeoHaTosornay;

Mpukazom Mwun3sgpaBa Poccum ot 15 Hosa0psa 2012 roga Ne 917H
«O6 yTBEP)KAEHUM NOpPsiAKa OKasaHUsi MOMOLLN 60SIbHbIM C BPOXAEHHBLIMU
n (unn) HacnegcTBeHHbIMU 3aboneBaHUSAMNY;

[NMpukaszom MwuHsgpascoupassutua Poccum ot 22 mapta 2006 roga
Ne 185 «O maccoBom o6cnegoBaHMnm HOBOPOXAEHHbIX OeTen Ha
HacneacTBeHHble 3aboneBaHns .

dunHaHCcMpoBaHMe AOnd MpoBedeHUss HeoHaTasrlbHOro CKPUMHWHra
npoBOAUTCA 3a CcYeT cpeactB OwopkeToB cybbektoB Poccuinckon
denepaunn.

CKPUHWHI Ha HacneaCcTBEHHbIE BONME3HN NPOBOAUTCH C NPUMEHEHNEM
BMOXMMUYECKNX U MONEKYNAPHO-reHETUYECKUX METOA0B N Hanbornee 4yacTto
OH OCYLLEeCTBNAETCA B Nepnos HOBOPOXAeHHOCTU. Cpeaun HacneaCcTBEHHbIX
bonesHen, Ha KOTOpble MPOBOAMTCS MAaCCOBbIN CKPUHUHI, Hambonee
CYLLECTBEHHYIO [OMK0 COCTaBNAKT HacneacTBeHHble 60ne3Hn obmeHa
BellecTB (ganee — HBO), Tak Kak MHOrMe N3 HUX COMPSXKEHbI C TSXXENbIMU
KNMUHUYECKUMWN  HapyleHusSMn W Ona  psaga M3 HUX  paspaboTaHbl
3P eKTUBHbIE METOObI NEYEHUS.

Takke B nocrnegHue roabl B page CTpaH 3anyweH CKPUHUHT
Ha UMMYHOAEMUUNTLI, HEKOTOPLIE JIM30COMHbIE 60ME3HM HaKOMNMeHUS,
CNUHANbHYK MblleYHyo artpoduto. [1poBoAATCA MUMOTHBLIE MPOEKThI
MO CKPUHWHIY Ha MEepPOKCMCOMHYIK naTtonoruto, muonaTtuio [loweHa,
AeduUnNT KpeaTUHUHA.

B nocnegHue pecatunetns nosiBUNINCb BbICOKOMPOM3BOAUTENbHbLIE
MYIbTUMMNEKCHbIE  TEXHOMNOrMW, MO3BOMIAKOWME B OOHOM  aHanmse
onpenenaTb Mapkepbl MHoOXecTBa 3abonesaHun. OpgHa U3 HUX —
TaHOeMHass macc-cnekTpomeTtpua (ganee — MS/MS), koTopas nossonser
N3MepPATb KOHLEHTpaUnn MetabonmToB U akTUBHOCTb (DEPMEHTOB.

MpumeHeHne MS/MS B nporpammax obcrnenoBaHUs HOBOPOXOEHHbIX
No3BoNsSIeT NPoBOANTb CKPUHUHI 6onee vyem 40 popm HBO, oTHocawmxcs
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K TpeM rpynnam (ammHoaumgonaTtum, opraHudeckne aunmaypum n gedexobl
MUTOXOHOpMansHoro R-okcuneHns). B cpegHem cymmapHas yactota HBO,
BbigBnsgemblx MS/MS, coctaBnset 1:2000 — 1:5000 HOBOPOXAEHHbIX
(Bknto4as PEHUSTKETOHYPUID), HO B 3aBUCUMOCTM OT rEHEeTUYECKUX
OCODEHHOCTEN NONYNAUMN OHa MOXET pasnmMyaTbCs.

CerogHa B CLUA 98% HOBOPOXOEHHLIX TECTUPYHOTCA METOLOM
MS/MS Ha 30 HapyweHuin obmeHa BellecTB. BHe BCAKMX COMHEHWUW, Ha
paclUMpeHne nporpamMm CKPUHMHra noBnusn psag  dakTopoB, cpeau
KOTOpbIX crneagyeTt Ha3BaTb YCUIIUA ODLLECTBEHHOCTU, MONMUTUYECKNE Mepbl
MW  NOBbILEHWE WHTEpeca CpPeacTB  MaccoBOM  MHMopmauum K
pacLUMPEHHOMY CKPUHWHITY HOBOPOXOEHHbLIX, XOTA OCHOBHOW ABWXYLLEWN
NPUYNHON cregyeT cuumTaTb MNyOnuKaumio SKCNEPTHbIX OLEHOK. BaxHyto
ponb Cbirpan OT4YeT 3KCnepTHOW rpynrnbl  AMEPUKAHCKOW  Konsernu
mMeanumnHckon reHetukn (ACMG), koTopbin 6bIn1 cocTaBneH Mo NopyyYeHuto
biopo no oxpaHe 300poBbS Matepu U pebeHka Ans onucaHuda npouecca
onpegeneHus nepeydHs 3aboneBaHnn Onsa BKNKOYEHUS B YHUBEPCASIbHbIN U
€OuHbIN  CMNUCOK MNpOrpaMmMbl CKPUHMHIA HOBOPOXAEHHbIX. JKCrnepTHas
rpynna Bblgenuna 29 s3aboneBaHM — CNUCOK, Ha3blBaEMbIA OCHOBHOM
naHenbto. B nepsyto rpynny BKAYEHbl: 3 ¢opmMbl remornobuHonaTun,
6 amMmnHoauuaypun, S5  HapyweHUN  OKUCNEHUA  XXUPHbIX  KUCHOT,
9 opraHM4ecknx aumaoypum n ele 6 pasnnyHbiX COCTOSHUW: BPOXOEHHbLIN
rMNOTMPEOD3, MYKOBUCLNAO03, ranakTto3eMuns, agpeHoreHuTanbHbI CUHAPOM,
aeduunT GroTMHMOAasbl N BpoOXOeHHAA TYroyxocTb. 20 N3 9TMX COCTOSIHUN
BbiaBnsaTca MS/MS-aHanM3om aMMHOKUCIIOT U auunkapHUTUHOB.

B ctpaHax EC uyucno 3aboneBaHuin, Ha KOTOpble NpPOBOAUTCA
MacCOBbI/N CKPUHWHI, BapbupyeT oT 5 o 20. PasHuua B Konundectse
3aboneBaHni, BKITHOYEHHbIX B MPOrpamMMbl CKPUHUHIa B pasHbIX CTpaHax,
cBsA3aHa C OCOOEHHOCTSMM CUCTEMbI 34paBOOXPAHEHUHA, UMEKLMMUCS
doMHaHCOBbLIMU pecypcamu, aKTUBHOCTbLHIO NpodecCnoHanbHOro
coobuiectBa 1 obuwecTtsa B uenom. Npu aTom cnegyet OTMETUTb, YTO MNpPU
NPUHATMN NporpaMMm CKpUHUHra Tpebyetca cobnoctn BanaHc mexay
KONIMYECTBEHHbIMK NoKa3aTensaMmmn (4mcno 3aboneBaHuin) U ero Ka4ecTBOM
(3 EeKTUBHOCTb CKPUHMHIA), 4TOBblI ero nonb3a nepeBelumnBana €ero
BO3MOXXHbl€ HEraTUBHbIE NOCNEeACTBUA.

OueHka COOTHOLWIEHMSA Bped — Nofb3a OT BHeOApeHua nporpamm
MaccoBoro obcrnegoBaHuUss HaceneHust OOfMmKHa WMMETb MNepBOCTENeHHoe
3HayeHue npu ee nnaHupoBaHun. C OOHOW CTOPOHLI, MpeumyLlecTBa
CKPUHWHra O4YeBWUOHbI: PaHHWE AWarHocTuka Wu nedeHuve 3aboneBaHus
ynydwarT MpPOrHO3 >XWM3HM U 300pOBbs  nauueHta. B BbiMrpblwe
OKa3blBaeTCsAd U cuUCTema 34paBOOXpPaHEHUA WU3-3a 3KOHOMUM PECYPCOB
npu nevyeHnn 3aboneBaHNn Ha paHHEN CTagum NaTonorMYecKoro npouecca.
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C [Opyron CTOpPOHbl, CKPWUHUHI-TECTbl, HECMOTPSA Ha WX BbICOKYHO
YYBCTBUTENBHOCTb U CNEUUPUYHOCTb, He [ocTuraloT abCcomntoTHOM
AOCTOBEPHOCTUN, MOCKOSIbKY HEe MCKMOYEHbl TEXHUYECKME U YerioBeYecKmne
OWMBKN U1 CyLeCTBYKOT OOBEKTUBHbIE OrpaHUYeHuUss MNPUMEHSEMbIX
MeTO4OB TeCcTMpoBaHuA. B CBA3WM C 3TUM CKPUHUHI MOXET HaHecTu
onpeneneHHbin Bped. lNpexae Bcero pevb MAOET O JNIOXKHOMONIOXKUTENbHbIX
pesynbTaTax CKPUHWHra, a paclUpeHue naHesm MacCOBOro CKPUHMHIA
Hen3beXxXHO NPMBOANUT K YBESTMYEHUIO KONMYeCcTBa Taknx pesynbtaToB. Tak,
nposegeHHass B CLUA oueHka paclwmpeHuss nporpamMmbl  MaccOBOro
CKPUHUHIAa Ha HECKONbKO [OEeCATKOB 3aboneBaHW CBUOETENLCTBYET
O NTOXXHOMONOXNUTESNbHbIX pesynbTatax bonee yem y 51 Tbicaun peten
eXerogHo, Jaxke rnpu BblCokon creundunyHocTn Tecta (99,9%).

Mo MHeHMO BoNbLUMHCTBA 3KCNEPTOB, MHPOPMaLNA ABMSETCA OAHUM
N3 LeHTpasnbHbIX 3N1IEMEHTOB COBPEMEHHON MEOMKO-CaHUTapHOW MOMOLLN
BoOOLlEe M CKPUHMHrA B YacTHOCTW. A[ekBaTHash W CBOEBpPEMEHHas
MHopMaUuna aBNAeTcs Haumbonee 3TUYHLIM MOAXOAOM MNPU BHEAPEHUM
nporpamMm MaccoBOro obcnegoBaHus. CKpPUHWHIY OOJMKHa
npedwecTtsoBatb WHGOPMAaUMA O ero uenax, 3agadyax UM BO3MOXHbIX
anbTepHatMBax Ans cembu. [pyn HebnaronpuaTHbLIX pe3ynbTaTax TeCcToB
HeoOXoAMMO  NPOBOAUTbL  MEOUKO-TEHETMYECKOE  KOHCYNbTUpOBaHME.
NHpopmaums pormkHa OblTb npeactaBneHa ceMbsiM B OOCTYMHOW
N MOHATHON (POPME M OMUCbIBaTb BECb CKPUHMHIOBLIA NPOLECC, BKI4Yas
nocriegyroLwine TecCTbl, HEKOTOPble N3 KOTOPbIX MOrYT HOCUTb MHBA3MBHbLIW
xapaktep unm TpeboBaTtb rocnutanusauum B ctaumoHap (NOBTOPHbIN 3abop
KPOBM Ond NpoBedeHUs NoATBep)XAawlwen AWarHoCTUKK, npoBedeHune
Harpy3o4HbIX TECTOB B YCMOBUAX CTauuoHapa M Tak ganee), a Takke
HEeKOTOpble acnekTbl Mocrnegywwen Tepanun, MeauKo-reHeTn4eckue
BONpocCkl. [10 MHEHMIO 3KCMEepPTOB, OHa OOJMKHA MPenoCTaBATLCA He Ons
TOro, 4ToObl CNOCOBCTBOBATL Y4ACTUIO NauMeHTa B NporpaMme CKPUHUHIA,
a 4YTOObl NOSICHUTL 3HAYEHME 3TOro0 TECTUPOBAHUSA U AaTb MNOSTHYH KapTUHY
BO3MOXHbIX MOCMNeaCTBUM B Cryyae OTKasa OT CKPUHWHra u B criydae ero
npoBegeHus. B pesynbTate [OMKHO 6bITb  NoAMMCAHO  OTAEeNbHOEe
WHOPMUPOBAHHOE corflacMe CeMbW yyacTBOBaTb B TECTUPOBaHWUKU, YTO
NpuHATO B OGonblimHCcTBEe cTpaH EBponbl n wratoB CLUA. Bo MHormx
CTpaHax B WHOPMUPOBAHHOM COrflacun YrNnOMMHAETCH BO3MOXHOCTb
ANNTENbHOrO0 XpaHeHUs NATEH BbICYLLEHHOM KPOBW U UX WUCMNOMb30BaHUA
B JallbHENLWEM AN HayYHbIX UCcneaoBaHUN.

OueHka, ayauT W KOHTPOSiIb KayecTBa AOSMKHbl ObiTb COCTaBHOM
yacTblo ntobon nporpammbl  CKpuHUHra. B ctpaHax EC nabopatopuu
NPUHMMAlOT y4dactue B nporpamme obecrnevyeHna kadectBa ERNDIM
(EBponenckas  HaydHo-uccrnegoBaTenibCkagd CceTb MO OLEHKE U
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COBEPLUEHCTBOBAHMIO CKPUHUHIA, OMarHOCTUKU U NeYeHnsa HacneCcTBEHHbIX
bonesHen ob6bmeHa). [na ycTaHOBEHUS COOTBETCTBYIOLIMX BO3pacTy
pedepeHCHbIX UHTepBanoB (OuManas3oHbl HOPMbI) U OTPE3HbIX TOYEeK AfS
MS/MS-aHanun3a B cTpaHax EC pgencteytoT nporpammbl aHanusa AaHHbIX,
NONyYeHHbIX U3 pa3Hbix NabopaTopuit. [Nporpamma obecnevyeHnsa kayecTsa
CKpuHMHra HoBopoxaeHHbix B CLUA penctByetr yxe 6onee 35 nert
(Screening Quality Assurance Program (NSQAP). Ee uenb -
N MUHUMU3ALNA YMCIia NOXKHOMOMOXUTENBbHbLIX pe3ynbTaToB, COoKpalleHue
CPOKOB TEeCTUpOBaHWUA, M MNOBbILWEHWE KayecTBa nabopaTopHoOro atana
MacCOBOIro CKpWHWHra. B pasHbix cTpaHax MOAroToBNeH psf SKCNepTHbIX
OOKYMEHTOB NO obecrneyeHuto KOHTPOMs KavecTBa  CKPUHWHIOBBLIX
nporpamMm, KOTOpble OMUCbIBaOT BCE CTaaum TeCTUpoBaHUS — OT 3abopa
obpasuoB 40 nevyeHnd 1 nocnegyoLwero HabngeHs 3a nayneHTamu.,

3aknro4yeHue

B Poccunckon depepaumm MaccOBbI CKPUHUHT HOBOPOXOEHHbIX
OTCTaeT OT MMPOBOr0 YPOBHA. ITO KacaeTCsd UM 4Yucna BKITHOYEHHbIX
B CKPMHWHI HO30510rM4Yecknx opm, M opraHusaumm camoro npotecca
CKpuHUHra. OTCYTCTBYIOT OTE€YECTBEHHblE PeKOMeHJauun No MacCoBOMY
CKPUHUHTY HOBOPOXAEHHbIX, CUCTEMbl MNOATBEPXAAOLLEN ANArHOCTUKU
N KOHTPONS KayecTBa CKPUHUHIa. TOPMO3UT pasBUTUE NPOrpaMm CKPUHUHra
B CTpaHe nepeBog UHAHCUPOBAHUSA MOSHOCTBIO HAa pPervoHasibHbIN
ypoBeHb. [10 MHeHUO 60MbLUMHCTBA 3KCNEPTOB, HEOOBXOOMMO BblAeNATb
Ha OaHHYI nporpaMMmy, WMEKLLYI0 MepBOCTENEHHOE 3HavyeHue Ans
3paBoOXpaHeHnsa, cpeactBa U3  depepanbHoro 6rompketa. Cneayert
OTMETUTb, 4YTO WHGOPMMPOBAHHOCTb HACeNeHMs O NPOBOAUMBIX
nporpamMmmax CKpUHWHra O4YeHb Hu3Kas. AKTyanbHOM MpencTaBnseTcs
3agada cosgaHus npu MuHucTepcTBe 3apaBooxpaHeHus Poccunckon
denepauynmn 3KCNepTHOro coseTa MO MacCOBOMY CKPUHWHIY HOBOPOXAEHHbIX,
OCHOBHasl 3ajjadya KOTOpPOro — COBEpPLUEHCTBOBAHWE W KOHTPOSNb Han
CYLLECTBYOLUMN NpOrpaMmMmamMmn CKpUHUHra.

Xotenocb 6bI OTMETUTb, 4YTO B Onuxanwee BpeMa Heobxoanmo
co30aTb «AOPOXHYK KapTy» MO pPasBUTUIO MaCCOBOrO CKPUHWHra —
Ba)XHENLWero npoguNakTUY4eCcKoro HarnpasneHus B 34paBOOXPaHEHUU
HaLlen cTpaHbl.
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PELUEHUE
CoBeTa no permoHanbLHOMY 34pPaBOOXPaHEHUIO
npu CoBeTte ®epepaunn PegepanbHoro CobpaHua
Poccuinckon ®egepauum no utoram 3acefaHusi Ha Temy
«O peATenbHOCTU MEeAUKO-TEHETUYECKUX KOHCYNbTaLuM U LLeHTPOB
B cy6bekTax Poccunuckon Pepgepaumumn»

25 ceHms6ps 2020 2o0a 20po0 Mockea

3acnywas wun obcyamB BbICTynneHns uyneHoB Coseta no
perMoHasibHoMy 3[1paBOOXPaHEHNIO npwu CoseTte depepauymmn
depepanbHoro CobpaHus Poccuiickon ®epepauumn (ganee — CoserT)
N OpYyrMx Yy4YacTHUMKOB 3acedaHusi Ha Temy «O [OesaTenbHOCTU MeOuKo-
reHeTUYEeCKMX KOHCymnbTauum W LUEeHTPoB B cybbektax Poccumnckon
depepauunn», CoBeT OTMEYaEeT creyoLlee.

HopmaTtnBHbiMK npaBoBbIMK akTaMn MuHUCTEpCTBa 30paBOOXPaHEHNS
Poccuinckon degepauum pernameHTMpoBaHa AOeATenbHOCTb MeauKo-
reHeTUYeCKMUX KoHCynbTaumm u ueHTpoB B Poccuinckon degepauunm
(nanee — MIK). YTBepxaeHbl HOMeHKNaTypa MeauuMHCKUX OpraHu3auuin,
peKkoMeHayeMble LTaTHble HOPMaTMBblI U CTaHA4APT OCHALLEHUSs, npaBuna
opraHmsaumm nx OesaTenbHOCTU, NOPSA0K OKasdaHns MeOULMHCKOW NOMOLLM
BONbHBLIM C BPOXAEHHBIMU U (MNN) HAcneLCTBEHHbIMU 3aboneBaHUSMUN.

Mo pgaHHbIM  MwuHUCTepcTBa  34paBoOXpaHeHus  Poccumrckom
depepaunm 3a 2019 rog, Ha Tepputopumnm Poccuimnckon depepaunu
PYHKUMOHNPYIOT 555 KOHCYNbTaTUBHO-AMArHOCTUYECKNX LEeHTPOoB
(47 camocTosaTenbHbIX N 508 060CcO6MEHHBLIX CTPYKTYPHbLIX NOApa3aeneHuin,
BXOAAWMX B COCTaB MeOUUMHCKUX opraHusdaumn), 129 wmeguko-
reHeTUYeCKUX KOHCyNnbTauui, BXOAAWMX B  COCTaB  MeAULMHCKUX
opraHmsaumn, 21 camMoCTOATENbHbIA LUEHTP OXpaHbl 340POBbSA CEMbU
n penpogykumm, 63 UeHTpa nNMaHUPOBaHUA CEMbU W PenpPoayKUUK
N 54 LUeHTpa oxpaHbl PENPOAYKTUBHOIO 340POBbA NMOAPOCTKOB, BXOOSALLMX
B COCTaB MeaANLUMHCKNUX OpraHmnsauumn.

HeatenbHocTb MIK opraHmsoBaHa B 81 cybbekte Poccunckon
depepauun (otcytctBytoT B Pecnybnuke Antan, [lckoBckon obnactu,
HeHeukoMm 1 YyKOTCKOM aBTOHOMHbLIX OKpyrax).

MeguunHCKylo nomMoub No NPOMUD  «MeauuMHCKas reHeTuka»
okasbiBaoT 330 Bpauyen-reHeTukoB (obecnedeHHocTb — 0,02 Ha 10 TbicaY
HaceneHna) n 227 spaden — nabopaTtopHbIX reHeTUKoB (obecrnevyeHHOCTb —
0,02 Ha 10 TbicAY HaceneHus).

B Poccum ¢ 2006 roga B UENsX paHHEro  BbISIBIIEHUS,
CBOEBPEMEHHOIO Jfie4YEeHUs, MPOPUNAKTUKN UHBANMMOHOCTU WU Pa3BUTUS
TSDKENbIX KNUHUYECKUX NOCNeacTBumM peanusyeTtcsl nporpamma MaccoBOro
obcnenoBaHNA HOBOPOXAEHHbBIX AeTeN (Aanee — HeoHaTarnbHbIN CKPUHWHT)
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Ha NSATb HacneaCTBEHHbIX 3aboneBaHnin ((PEHUNKETOHYPUS, ranakTo3emus,
MYKOBUCLUMAO03, agpeHOreHUTanbHbI CUHOPOM, BPOXOEHHbLIA TMNOTUPEO3).
Ha ypoBHe cybbektoB Poccuickon ®egepauum nepeyvyeHb TaKux
HacneacTBeHHbIX 3ab6oneBaHn MOXeT ObITb pacLUMpPEH.

Mo paHHbIM  doedepanbHOro  rocygapCTBEHHOro  BHAKETHOro
Hay4yHOro ydpexgeHna «Meaomko-reHeTUYEeCKUM HaydHbI LEeHTP», NyTem
MaccoBOro obcreoBaHNa HOBOPOXOEHHbIX 3a BeCb Mepuon BbISIBIIEHO
bonee 14 TbicAY cny4YaeB BblWENEPEYNUCIEHHbIX 3aboneBaHun K3
20 mmnnmoHoB obcneaoBaHHbIX.

B 2019 rogy oxBaT HOBOPOXAEHHbIX HeoHaTallbHbIM CKPUHUHIOM
coctaBun 6onee 95%. [llonoxutenbHoe  BRMsSHWE  MpPOrpamMmbl
HeOHaTanbHOro CKPMHUHra OTpaXeHOo B  coumaribHO-9KOHOMUYECKUX
nokasatensax cybvektoB Poccurickon depepaumn. Tak, B ApXaHrenbCKou
obnactn Ha 12,4% cHM3MUNCA NokasaTenb MHBANMOHOCTU OT BPOXOAEHHbIX
aHomanuu (c 45,2 po 39,6 Ha 10 Teica4 geTen B Bo3pacTte ot 0 go 17 ner).
B KanuHunHrpaackon obnactn Ha CerogHAWHNN AeHb He 3adpUKCUPOBaHO HK
OOHOro Ccriyyasi TSHKenoro OCIOXHEHUA B BUAE YMCTBEHHOW OTCTanocTu
OT (PEHUNKETOHYPUMN.

MuHuctepcTtBoM  3apaBooxpaHeHunsi  Poccunrckon — depepauum
cthopmunpoBsaH depepanbHbIN perucTp nuu, cTpagaroLmx
XKUIHEYrpoXawLWwmMMmn U XPOHUYECKMMU  MPOrPECCUPYIOWLNMN  PeaKUMN
(ophaHHbIMK)  3aboneBaHUsMU, NPUBOAALLNMHU K  COKpalweHuto
NPOAOIKNTENBHOCTM KU3HW rpaxgaH Wnnm ux uHBanuaHoctn. B aTom
peructpe 6onee 3,5 TbiCAYN NALUNEHTOB C PEHNITKETOHYPUEN.

BpoxaeHHble M HacrneacTBeHHble 3aboneBaHUsi Cepbe3HO BIUSAIOT
Ha CTPYKTYpy 3aboneBaemMocTh, MIageH4YeCKOn CMEPTHOCTU WU OEeTCKOM
nuBanugHoctn. OT 3% 0o 4% poxgarwmxca geTen UMEKT Te UIU UHble
BPOXOEHHbIE WM HacreacTBeHHble 3aboneBaHud, NPOSBNAKLLMECS
B pasnuyHble Nepuoabl XXN3HW.

Mo paHHbIM PepepanbHoOM cnyxbbl rocyaapCTBEHHOM CTaTUCTUKM,
B CTPYKTYpe  MIlaj€HYeCKOW CMEpPTHOCTU  BPOXAEHHble  aHOManuu
3aHMMalT BTOPOE MEeCTO M ABMSATCA OCHOBHbIMM  3aboneBaHUAMMU
B CTPYKTYpe WHBaNMOAHOCTM MO kKrnaccam 6onesHen y peten. [Noatomy
paHHAs OMarHOCTUKa, CBOEBPEMEHHO HayaTble fievyeHne n peabunutaums,
npodunakTuka BO3HUMKHOBEHUSI W PacrpOCTpaHEeHUsi  BPOXOEHHbIX
N HacneacTBEHHbIX 3aboneBaHUn SBMASIOTCA OCHOBHbIM HanpaBfeHUEM
AeATENbHOCTU MEeOAUNKO-TEHETUYECKON CryXbbl CUCTEMbI 34paBOOXPaHEHUS
Poccunckon ®enepaumn.

Mpukasom MwuvHunctepcTBa 34paBoOXpaHeHuns Poccunckon
®epepauum (ot 30 asrycta 2012 roga Ne 107H) yTBepxaeH nopsLoK
MCNONb30BaHNSA BCrOMOraTesfibHbIX TEXHOMNOMMN, NPOTUBOMOKA3aHUN WU
OrpaHNYEHU K UX MPUMEHEHUNIO, KOTOPbIM PEKOMEHOOBAHO MNpOBEAEHUNE
npPeMMnNaHTauMoHHON reHeTUYEeCKOM AMAarHOCTUKM MPU BbICOKOM pUCKe
poOXOeHUss OeTel C HacneacTBeHHbIMM 3abonesaHnamn. PuHaHcoBOE
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obecnevyeHne npeHatanbHOW (OOPOAOBOWM) AWMArHOCTUKU  HapyLUEeHWI
pa3BuUTUA pebeHKka OCyLleCcTBsSeTcs 3a cyeT OKKEeTHbIX acCUrHOBaHWUM
brogxeToB cydbbekToB Poccuinckon ®enepaunu.

[MpoBefeHne npeHaTanbHOrO OMOXMMMYECKOrOo W YrbTpa3BYKOBOroO
CKPUHUHIa 6epemMeHHbIX C LieSbio NpeHaTanbHou (4opoaoBOv) ANarHOCTUKM
HapyleHnn pas3suTuss pebeHka OcyWecTBsSeTcs BO BCeX Ccybbekrax
Poccunckon ®egepaumn.

B 2019 rogy 6onee 88% 6epeMEHHbIX XEHLUUH Oblnn OXBadeHbl
KOMNIIeKCHbIM  obcrnegoBaHnem  (ynbTpa3sBykoBoe obcrnegoBaHue U
BMOXMMUYECKNIN CKPUHWHT). 10 gaHHBIM MWHUCTEpCTBa 34paBOOXPaAHEHUS
Poccunckon degepaumn, exerogHo 1,2 MunnmoHa 6epeMeHHbIX XXEHLMH
NPOXOAAT NpeHaTanbHy (4OPO4OBYH) ANMArHOCTUKY, KOTOpas MoO3BOSSET
BbISIBNATb OKOSI0 15 ThiCAY cCryyvyaeB BPOXAEHHbIX WM HaCneaCTBEHHbIX
3abonesaHun.

OpgHako, HecmoTpsas Ha npoBogumyro paboty, npobnembl C
AOCTYMHOCTbLIO N KA4eCTBOM MeLUNKO-TEHETUYECKON MOMOLLM COXPaHSOTCS.

TpeOyeT AopaboTKu HOpMaTUBHO-NpaBoOBas b6a3a,
pernameHTupyroLias nposeaeHue NPeKOHLenUyMOHHOU ]
npeMMniaHTauMoOHHON [AWarHOCTUKM CeMeMHbIX nap, XenawLwmx
MMeTb AeTeun.

B pamkax HauuoHanbHOro npoekrta «[demorpadpus» 3Ha4YUTENbHbIE
cpeactea 06s3aTenbHOr0 MeAMLUMHCKOro CTpaxoBaHWSA HanpasfieHbl Ha
npoBedeHNEe BCNOMOraTesnbHbIX PENPOAYKTUBHbBIX TEXHOMOrMMM, KOTopble
HedoCTaToOuHO 3EKTMBHbI 6e3 NpUMEeHeHUa npeanuMnIaHTaLMOHHOIro
reHeTUYEeCKOro TeCcTUpoBaHUS 3MOPMOHOB M HE rapaHTUPYIOT POXAEHUE
aeten 6e3 HacnegCcTBEHHOM U XPOMOCOMHOW NaTONOru.

MaccoBoe oO6OcnenoBaHMe HOBOPOXAEHHbIX NPOBOAMTCA Ha
OrpaHU4YeHHOe YMCJIIO HacneaCTBEeHHbIX U BPOXAEHHbIX 3aboneBaHUN.

MpeangeHT Poccunckon depepaummn B.B. TlytvH B pamkax
obcyxaeHus «HaumoHanbHOW cTpaTerMm OenWCTBUKA B MHTEpecax OeTen»
15 Hos0psa 2016 roga pan nopyyveHune [lpaButenbctBy Poccuinckon
depepauum O MO3TANHOM pPaCLUMPEHUM MpPOrpaMMbl  HeOHaTanbHOro
CKPUHWHTA.

Tak, [Npumopckun Kpanm n ropon MockBa yxe peanusyroT MNPOEKTbI
Mo paclMPEHNIO MacCOBOro CKpUHUHra. B yactHocTu, B NpMMopcKkoM Kpae
paboTaeT cuctemMa HeOoHaTanbHOro CKpuHWHra Ha 40 HacneacTBEHHbIX
bonesHen, a Takke NPOBOAMUTCS TECTUPOBAHNE HA €ANHUYHBIE MOHOFEHHbIE
3aboneBaHus, BKOYas OHKOMNOrM4Yeckmne.

JKcnepTbl OTMEYalT, YTO pacluMpeHne HeoHaTanbHOro CKPUHWHra
NoO3BONUT cnacaTb B rog 6ornee 2 TbiCAY OETCKUX KUIHEN.

HeoGxoanmo coBepLUeHCTBOBaTb 3aKOHOA4ATeNIbCTBO B 4acTwu
peructpaumm meauuMHCKuUX nsgennm B Poccumnckon ®epepauymn.

CyliectByeT 3anpeT Ha NpUMeHeHue B nabopaTopusix peakTUBOB,
He MMeKLLNX yaocToBepeHne O pernctpauum B Poccurickon depepaunu.
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[MoaTomMy rocygapcTBeHHble  nabopatopun, obnagawowme  BCeMU
noTeHuMarnbHbiMM  BO3MOXHOCTAMW ONs1  NPOBEOAEHUS  MUCCregOoBaHUn,
He MMeKT BO3MOXHOCTU nxX nposoauTb. Hanpumep, B MK OpeHbyprckon
obnactn HakonneH onbIT pabotbl ¢ [QHK, cBsA3aHHbIN C MOJSIEKYSISPHO-
reHeTM4yeckon AMarHOCTUKOM HacnencTBeHHbIX 3aboneBaHun, OAHaKO
NpOBOANTL [AaHHbIA BUA WCCNEeAOBaHUM MO LUMPOKOMY CNEKTpy HeT
BO3MOXXHOCTM MO NPUYMHE OTCYTCTBUA PEMMCTPALMOHHOIO Y4OCTOBEPEHUS
peakTMBOB. YKasaHHbIN 3anpeT YCIIOXKHAET oOKa3aHue MeauLMHCKOW
NOMOLLUN OEeTAM U CEMbSM, MNPUBOAUT K YOOPOXKAHWUIO WUCCeLoBaHUN
N YBENUYEHNIO PacXodoB OHOIKETHbIX CPeacTB U (MNn) NUYHBbIX CPeacTB
rpaxgaH, KoTopble obpalwalTca B 4YacTHble LUEHTpPbl, HEe UWMelLlne
Tpebyemoro nabopaTtopHOro KOHTPONSA KadecTBa.

Mepuko-reHeTU4ECKME KOHCYNbTauuM He B NOJIHOM obbeme
OKa3bIBalOT MeAUKO-FreHEeTUYECKY0 MOMOLLb.

B Poccunckon ®epepaunmn megmko-reHeTUYECKYo NoMoLlb B MOSTHOM
obbeme okasbiBaldT ABa degepanbHbiX ueHTpa: PrBHY «Meawnko-
reHeTU4Yeckunm HaydHbii UeHTp» (MockBa) n HayyHo-uccrnegoBaTenbCKUm
WHCTUTYT MeauumHckon reHeTnkn OSIbHY «Tomckuin  HaunoHasnbHbIN
nccnegoBaTesibCKMM MegUUUMHCKUA LeHTp Poccuickon akagemum Hayk»
(Tomck).

HepoctaToyHOE BHUMaHWE yOensieTcs MOHUTOPUHTY BPOXOEHHbIX
nopokoB pa3sutus (ganee — BIIP) y HOBOPOXAEHHbLIX: B OOMbLUMHCTBE
cybbektoB  degepaumm B MEOUKO-TEHETUYECKUX  KOHCYNbTauMax
He opraHn3oBaHbl KabuHeTbl MOHUTOpUHra BIP.

Huskasa ykomnnekroBaHHOCTb KagpamMu.

Mo gaHHbIM beaepanbHOro rocyaapCTBEHHOMO BGHOAXKETHOrO Hay4YHOro
ydpexaeHuns  «MeOuKo-reHETUYECKMA  HayyHbI  UEHTP»,  MeduKo-
reHeTM4yeckne KoHcynbTauum B Poccum B cpegHeM  YKOMMMEeKTOBaHbI
Bpayamu-reHeTMkamn Ha 40%. Takke mmeetca geduunt nadbopaTtopHbIX
reHeTUKoB 1 bruonHpopmaTmkos (64 %).

[MpyHMMaa BO BHUMaHWE MPEeOSIOKEHNA Y4YaCTHUKOB 3acefaHud,
CoserT peLuurn:

1. TlpunHATL K cBedeHuto MHopMauui O OeATENIbHOCTU MeanKo-
reHEeTUYECKMX KOHCynbTaumMm U ULEHTPOB B cybbektax Poccuickon
denepaunu.

2. PekomeHngoBaThb:

2.1. NpaButenbctBy Poccumnckon Pepnepaumm:

nopyunte MuHucTepcTBy 3gpaBooxpaHeHus Poccuinckon denepaumm
n ®egepanbHon cnyxbe no Haa3opy B cepe 34paBOOXPaAHEHUST YCKOPUTb
pa3paboTKy Kputepues pernctpauum MeANLMNHCKNX nsgenun,
NCnonb3yemMbiX AN CEKBEHUMPOBAHUS HOBOrO MOKOMEHUA U KOMMIEKCHOIo
reHOMHOro NPOUIMPOBAHUS;

pacCcMOTPETb BO3MOXHOCTb BKIIHOMEHMUSI B HaALMOHAsNbHbIA MNPOEKT
«30paBoOXpaHeHne» MeponpuaTUA Mo pasBUTUIO U obecneyeHuto
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AOCTYMNHOCTM  COBPEMEHHbBIX  MOJSIEKYNAPHO-TEHETUYECKNX  METOLOB
OVNarHOCTUKM, TaKMX KaK CEKBEHMpPOBaHWME HOBOIMO MOKOMEHUs U
KOMMJIEKCHOE rEHOMHOE NpounnMpoBaHue;

paccMOTPEeTb BO3MOXHOCTb MNepegaynm oba3atenbCTB (PUHAHCOBOrO
obecneyeHnss nporpamMmMm pacLUMPEHHOro0 HeoHaTanbHOro  CKPUHWHra
C pervoHanbHoro Ha degepanbHbli  YpoBEHb BHOIKETHOM CUCTEMDI
B pamMkax OWmMKETHOro nnaHupoBaHuUs npu paspaboTke nporpamMmb
rOCydapCTBEHHbIX  rapaHTuiM  ©ecnnaTHOro  OKasaHus  rpaxgaHam
MeguuuHckon nomowm Ha 2021 v nocneayrowme rogpl.

2.2. MnHucTepcTBY 3apaBooxpaHeHus Poccumnckon depepaumm:

aKkTyanm3anpoBaTb npukas MuHucTepcTBa  34paBOOXPaHEHMUS
Poccuinckon depgepaumm ot 15 Hoabpa 2012 roga Ne 917H
«O6 yTBepxxaeHun [lopsagka okasaHust MeguuMHCKOM nomowm 605ibHbIM
C BPOXOEHHbIMKU 1 (MNK) HacneacTBEHHbIMU 3aboneBaHusaMu» (C Npasuinamm
opraHmnsaummn peatenbHoctn MIK) ¢ ydyetom B3anmmogencteus MIK
C MEOVUUMHCKAMM  OpraHu3auusMm  akyLLlepCKO-TMHEKOSTIOrM4eckoro  u
negmaTpuyeckoro npouns);

coBMeCTHO ¢ PoHaom o06s13aTENbHOrO MEAULIMHCKOrO CTpaxoBaHWA
paspaboTaTtb eguHble noaxodbl No (puHaHCOBOMY obecneyeHuto MeauKo-
reHeTUYEeCKOro KOHCYNbTUPOBaHWA C LUenbio obecrneyeHnsa paBHOM
AOCTYMHOCTM [OaHHOro BMAa MNOMOLUM ANS XUTenem Bcex CyObekToB
Poccuinckon ®egepauuu;

npegycMmoTpeTb Heobxoanmoe hnHaHCMpoOBaHNE OS5l OCYLECTBNEHUS
MEpP MO COBEPLUEHCTBOBAHMIO W PacCLUMPEHMIO NpOorpamMmm npeHaTanbHOW
reHeTU4ecCKkom [OMarHOCTUKW, a TakkKe BKIIYeHMa B nporpaMmmy
rocy4apCTBEHHbIX rapaHTum NPEKOHLENLMOHHOMN reHeTU4YecKomn
AVArHOCTUKM U NPenMnaHTauMoHHOro reHeTUYeCcKoro TeCTUpPOBaHUSA
3a cyeT cpeacTB 0b6s13aTENBHOIO MEANLMHCKOIO CTPaxoBaHUS;

obecneyntb BO3MOXHOCTb pPacCLIMPEHUss nporpaMmmbl  MacCoBOrO
obcnegoBaHNs HOBOPOXAEHHLIX Ha HacneacTBEHHble W BPOXAEHHbIE
3aboneBaHnst C WUCNOMb30BaHMEM TaHOEMHOW MacC-CNeKTpOMEeTpumn
N MOSIEKYISIPHO-TEeHeTMYEeCKMX MetogoB aHanms3a [OHK Ha  rpynny
opdaHHbIX 3aboneBaHu, neyeHue KOTOPbIX KOMMEHCUMPYeTCa 3a cyeT
cpeactse henepansHoro 6ogxketa unn 6roaxkeToB cybbekToB Poccuinckon
denepaunu;

paspaboTaTb npeanoXeHus K nopsiaky dopmMmnpoBaHUs
N NepuoaunyHOCTM nepecMoTpa nepedHs 3aboneBaHUn, BKNHOYEHHbIX
B NpOrpaMmMbl MacCOBOr0 CKPUHMHIa HOBOPOXOAEHHbLIX AETEN C OLEHKOWN UX
MeOMLMHCKON N 3KOHOMNYECKON 3P EKTUBHOCTH;

BHECTU KOMMJIEKCHOE FeHOMHOE NPOoMUINpPoBaHME B HOMEHKATYpY
MEeOULMHCKMUX  YCnyr, yTBEPXOEHHYHO NpUKasom MwuHucTepcTBa
3gpaBooxpaHeHusi Poccuinckon depepaumm ot 13 oktabpsa 2017 ropa
Ne 804H, B uenax obecneyeHuMss B AanbHenWeM BO3MELLEHUSA AaHHOro
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nccrnegoBaHMsa 3a CYET CPeAcTB CUCTEMbI 06s3aTeNibHOro MeauuMHCKOro
CTpaxoBaHus;

obecneunTtb nNpoBedeHME €XerogHoro aHanmsa wu nybnvkaumto
OTYETOB O pesynbTaTax MaccoBOro CKpuHuHra B Poccuimckon ®egepaunn m
Mepax Mo ero yryuLeHuto;

co3gaTb B eOMHOM rocydapCTBEHHOM MHAOPMAaLMOHHOW CUCTEME B
ctbepe 3OpaBOOXPaAHEHUS OTOENbHYKD BepPTUKaNbHO-UHTErPUPOBAHHYHO
MEOVULUNHCKYIO MHdopMaunoHHyto cuctemy (BUMUC) no meamumHcKon
reHeTMke Ons  AesTenbHOCTU  MEAWKO-TEHETUYECKUX  LEHTPOB WU
KOHCYNbTaLNMN.

2.3. OpraHam rocyaapcTtBeHHOMU BIlacTtu CyObLeKkToB
Poccuinckon Pepnepaumu:

obecneuntb cuctematmyeckoe MHMOPMaLMOHHO-NPOCBETUTENBCKOE
KOHCYNbTUPOBaHME HACEeNeHusl, B YaCTHOCTW nuu, BCTynawwmx B bpak, o
HEOBXO0aMMOCTH NPOXOXKAEHUS paHHero TECTMPOBaAHUS Ha
HacneacTBeHHble ©OONe3HM U Ba)XHOCTM Havana WUuX JevYeHusa Ha
JOKITMHUYECKOW CTaaunu;

NPUBECTU CTPYKTYPY MEOUKO-TEHETUYECKNX KOHCYNbTauuMn (LLEeHTPOB)
B COOTBETCTBME C AENCTBYIOLINUMN HOPMATUBHBIMM NPaBOBbLIMUN akTaMu;

YBENMMYMUTb HOpPMAaTMBbLI 3aTpaT Ha OKasaHMe MeOULMHCKOW MOMOLLMU
no npodunio «MeauumHCcKasi reHeTuka» C ydeToMm TpygosatpaT WU
cToMMoCTM obcnegoBaHMa  nauueHToB/cemMen npuv  NOAO3PEHUM  Ha
HacneacTtBeHHoe U (Mnu) BpoXxaeHHoe 3aboneBaHne n obecneynTb
MHAHCMpPOBaAHME MEOMKO-TEHETUYECKNX KOHCYnbTauunm (LUEeHTpoB) B
COOTBETCTBUM C NriaHMpyeMbiM 06beMoM paboT M3 BLoaKeTOB CyOBHLEKTOB
Poccunckon ®enepaumm;

MOBbLICUTb Ka4yeCTBO MSI@HNPOBaHMUA OOLMX OOBHLEMOB KOHTPOSbHbIX
LUndpp nprvema c y4eTtoMm noTpebHOCTU perMoHa B MEeAMLMHCKUX Kagpax no
Hanbonee AedUUUTHBIM MEAULMHCKUM CheuuanbHOCTAM, B TOM 4uUcne
KBOTbI MpMeEMa Ha Lienesoe oby4veHune;

paclwunpnTb nepedeHb Mep coumanbHOW NOAAEPXKKA MeOAULMHCKNX
pabOTHUKOB, co3aaBaTb bGonee npuBnekaTenbHble YCNOBUS ONA MOMOAbIX
YYEHbIX B perMoHax, WCnonb3ys B TOM u4ucre WHQPaCTPYKTypHbIE
MeXaHN3Mbl.

Mpeancepatenb CoseTa,
3amectutens lNpeacenartens
CoseTta denepauyum

®epnepanbHoro CobpaHus
S~

Poccuimnckon ®epepauunm
Aepad [.H. KapenoBa
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lpunoxeHue 1

NUHcopmaumoHHO-aHaNnuTU4YeCKn maTtepuman
AHanutu4yeckoro ynpaeneHus Annaparta Coeta ®egepauum Ha Temy
«O peATenbHOCTU MeAUKO-TEHEeTUYECKUX KOHCYIbTauum
U LeHTpoB B cybbekTax Poccunckon ®egepaumnmn»

MeauumHcKaas reHeTUKa  SAIBNISETCA  BaXHbIM  pecypcom
ONA UHHOBAUMOHHOrO pa3BUTUA 34paBOOXpaHEeHMA WU nepexoaa
K NepcoHanM3upoBaHHOM MeaAMLUMHEe, B OCHOBE KOTOPOW NEeXuUT
NHOMBMOyarnbHblM Noaxon K npodunaktuke 3aborieBaHUn M NeYeHuto.
Mcnonb3oBaHMe reHeTUYECKMUX TEXHOOMMKM B MeQMLMHE NO3BOSSET pellaTb
coumanbHO 3HauYuMMble NPoOnemMbl, CBA3aHHbIE MpeXae BCEero C pPOCTOM
yncna naumeHToB C reHeTU4eckn o6yCroBAEHHbIMU 3aboneBaHusaMM,
aTakke OaeT BO3MOXHOCTb BO3OENCTBOBATb HAa NaToONOrM4yeckue
NPOLECCbl MPU OHKOJSTIOrMYECKUX, ayTOUMYHHbIX U MHbIX 3aboneBaHusIX.
[eHeTMYecKkne nccnegoBaHus NOMOrarT NpokragbiBaTbe MyTb K CO34aHUIO
TECT-CUCTEM, BaKUUH U niekapcTs, B ToM vucre ot COVID-19.

B 2018 rogy lNpe3ngeHtom Poccuinckon depepaumm B.B. MyTUHbIM
nepen [lpaButensctBoMm Poccunckon dPepepaumm nocTaBfieHa 3agada
obecneynTb YCKOPEHHOE pa3BUTME TFEHETUYECKMX TEXHOMOrMnM, B TOM
yucne paspaboTky Buonornyeckux npenaparoB, ANArHOCTUYECKUX CUCTEM
M UMMYHOBMOMOTMYEeCKUX CPeacTB Ans cdepbl 3apaBooxpaHeHus®. Ha ee
pelueHue HanpaBrieH pan cTpaTerM4yecKux AOKYMEHTOB.

PaspaboTka n BHeOPEHNE COBPEMEHHbBIX MOMEKYNAPHO-rEHETUYECKMX
METOLAOB MPOrHO3NMPOBAHUA, OWArHOCTUKM W MOHUTOPUHIra TeYeHUs
3aboneBaHui, METOOOB NEPCOHaNM3npoBaHHOW bapmMmakoTepanumn — B Y1ucrne
NPUOPUTETHLIX HanpasneHun CTpaTternn pasBUTUA 34pPaBOOXpPaHEHUS
B Poccuiickoin ®enepaumm Ha nepuona ao 2025 roga’.

KoMNMeKkCHbIN NoAXo4 K pelleHuio 3afayM YCKOPEHHOro pasBuUTUMA
reHeTn4yeckux TexHonormn B Poccun npepycmatpusawT PepepanbHas
Hay4YHO-TeXHMYeCKasa nporpaMmma pa3BuUTUS reHeTUYECKUX TeXHOSOMMH
Ha 2019-2027 rogbi* (nanee — lporpamma) 1 HaunoHanbHbIE MPOEKTHI.

' Tak, no AaHHbIM BO3, HacneacTBeHHble K BPOXAEHHble natonornn nmeroT 5% HOBOPOXAEHHbIX,
40% paHHen MnageH4Yeckod CMEpPTHOCTU M WMHBANMOHOCTU C AeTcTBa OOYCrOBMEHO MMEHHO 3TUMM
3aboneBaHnsmu. Okono 30% KoeyHoOro poHOa [OEeTCKMX CTauuMoHapoB B CTpaHax C  pPasBUTbIM
30paBoOXpaHEHVEM 3aHATO OONbHBIMU C HAacneACTBEHHBIMU U BPOXAEHHbIMW AedekTamu, npuyem bonee
2/3 TakMx OeTen MMEeKT KpavHe HU3KWUN YpOBEHb CMOCOOHOCTEN K OOYYEHMIO U BbIMOSTHEHWIO TPYAOBOW
aeatenbHocTn. CnekTp HacneAcTBEHHbIX (POPM NaToNorMn NOCTOSHHO pacLunpseTcs.
2 ykas MpesungeHTa Poccuinckon ®epepaunm ot 28 HoA6pst 2018 roga Ne 680 «O pa3BuTUM reHeTUYECKNX
TexHonorun B Poccuickon deagepaumm».
3 YT1BepxaeHa Ykasom lNpesmaeHTta Poccuiickon deapepaumm ot 6 ntoHs 2019 roga Ne 254,

YTBepxaeHa noctaHosneHvem [lpasutenbctBa Poccunckon ®Pegepaumm ot 22 anpens 2019 roga
Ne 479.
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No macwTaby Hay4yHOro npopbiBa U 3HaA4YeHUIO ANA CTpPaHbl rnaBa
rocygapctBa CpaBHUIT NporpaMmmMmy co3flaHUSI COBPEMEHHbIX FeHHbIX
TeXHONOrMi ¢ aTOMHbIMU M KOCMUYecKuMM npoekTamm XX Beka®.

B pamkax peanusaumm [Nporpammbl co3garoTcsl LEHTPbl FEHOMHbIX
nccnenoBaHUA MUPOBOTO YPOBHS®. HauuoHamnbHbIM NpoekTtom «Haykay
0o koHua 2020 roga npedyCMOTPEHO co3fjaHue Tpex LeHTpoB B popmarte
KOHCOpUMYMOB Begywmx B 0651acTM  reHeTM4yeckux uccrnesoBaHum
opranmsaumn Poccun. OcHOBHasi 3adada Takux LEHTPOB — He MNPOCTO
co3faHne HaydHbIX 3a4efnoB MO OCHOBHbIM HarnpasBfiEHUAM MPOrpaMmmbl
pa3BUTUS TEHETUYECKUX TEXHOMOrMMM, HO U ObICTpas KOHBepTauumsa UuX
B NpakTUyeckne pesynbTaTtbl: B TEXHOMOMKN, KOHKYPEHTHYO NPOAYKLMIO.

[MpoBegeHneM TreHOMHbIX WUCCredoBaHUM  Takke  3aHuMatloTcs
100 Hay4HbIX 1 obpasoBaTenibHbIX  OpraHu3auun, pacrnonoXeHHbIX
B 27 pernoHax cTpaHb!’.

OOHOW M3 OCHOBHLIX 3agay NepcoHanmM3upoBaHHOU MeAULUHbI
AABNSIeTCA  onpegeneHne UHAUMBUAYANIbHOrO pUCKa  pa3BUTUA
HEeUH(EKUNOHHbIX 3abofieBaHUN, K 4YUCNY KOTOPbIX OTHOCATCH
HacneacTBeHHbIe 3aboneBaHus.

MonoxeHnus ctatbn 51 ®epgepanbHoro 3akoHa «O6 OCHOBaX OXpaHbl
300pOBbs  rpaxgaH B  Poccunckon d>en,epau,mm»8 3aKkpennawT
3a rpaXxgaHMHOM MNpPaBO Ha Mony4YeHue MO MeAULMHCKUMM MNOKa3aHUAM
MeAUKO-TeHeTUYECKUX KOHCynbTauuMu ©0e3 B3uMaHua nnatel B
rocy4apCTBEHHbIX MEAULIMHCKUX OpraHn3aumnsax ¢ uenblo npeaynpexaeHus
BO3MOXHbIX HAacneACcTBEHHbIX N BPOXAEHHbIX 3aboneBaHni y noTOMCTBa.

3akoHogaTenbHO 3aKkpensieHa BO3MOXHOCTb 6ecnnaTtHOro npoBeaeHuns
MEAULUMHCKMMM  OpraHM3auusiMm rocygapCTBEHHOM W MyHMUUNANbHOW
CUCTEM 3[paBOOXPAHEHUNA KOHCYNbTUPOBAHWA NuL, BCTynawwux B Bpak,
MO MeaMKO-TeHeTUYeCKUM Bonpocam®.

C 2006 roga B Poccunm npoBoguTca maccoBoe obcnegoBaHue
HOBOPOXAEHHbIX (HeOHaTasnbHbIA CKPUMHUHI) Ha MNATb HaCNeACTBEHHbIX
N BPOXOEHHbIX 3abonesannin’®. 3a aTo BpeMsi obcrnepgosaHo 6onee

° U3 CTEHOrpaMmMbl COBELLaHWs O Pas3BUTMM TeHeTuyeckux TexHomnorum B Poccurickon ®epepauun,
coctosiBwerocs 14 masa 2020 roga.

6 MepeyeHb opraHusauun, Ha 6ase KOTOpbIX CO3L4AKTCA LEHTPbl FEHOMHBLIX UCCNeaoBaHUMN MUPOBOro
YPOBHS, yTBepXaeH pacnopsikeHmem MNpaButensctea Poccuickon ®epepauun ot 26 oktsi6psa 2019 ropa
Ne 2535-p.

"N BbIcTynneHus 3amectutens lNpeacenatens MNpasutensctea Poccunckon ®enepaumm T.A. [onvkoBon
Ha COBELLaHUN O pa3BUTUN rEHETUYECKUX TexHosormm B Poccuiickon degepaumm, coctoasiemcs 14 mas
2020 ropga.

8 depnepanbHbiii 3akoH 0T 21 HosBpst 2011 roga Ne 323-d3 «O6 ocHoBax oxpaHbl 340POBbS rpaxaaH
B Poccurnckon ®epepauuny.

° Yactb 1 ctatbun 15 CemeinHoro kogekca Poccunckon ®egepaumn.

0 Mpukaszom MuHMCTepcTBa 34paBOOXpaHeHus U coumanbHoro passutus Poccuiickon ®epepaumm
oT 22 mapTa 2006 roga Ne 185 npegycmaTtpuBaeTcs NpoBefeHne HeoHaTarbHOrO CKPUMHMHIA Ha criegytowime
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20 mmnnuoHoB  geTewn, BbISIBIIEHO bonee 14  TbicAM  peTen
C HacneacTBEHHbIMU U BPOXAEHHbIMU 3aboneBaHnsaMn. CBOeBpeMEHHOEe
fiedeHne  no3BOSMMMNO  NPedoTBpaTUTb  TSXKENble  YMCTBEHHble U
coMaTUyecKue HapyLieHus ' .

Tak, MwuHuCTEepcTBO 3apaBooxpaHeHns KpacHopapckoro Kpas
oTMevaert, 4YTto 3a 15 net (c 2005 no 2019 ron) nokasaTenb MnageH4YecKomn
CMEPTHOCTU B permoHe cHmsumncs B 2,3 pasa. B ApxaHrenbckon obnactu
peanu3auma nporpaMm HeoHaTanbHOrO0 CKPUHWHIA W NpeHaTanbHOM
AvarHocTukn nossonuna Ha 12,4% CHM3UTb MokasaTeslb MHBANMOHOCTU
OT BPOXAEHHbLIX aHomanuin. Ha Tepputopun KanuHuHrpagckom obnactu
B HacToslLLlee BpeMsi He 3adUKCMPOBaAHO HW OOHOrOo crnydasi TSXKeroro
OCINOXXHEHUS B BUZE YMCTBEHHOM OTCTANoCTW OT PeHUNMKETOHYpUn 2.

Ewe ogHOM pasHOBUAOHOCTbIO MaCCOBOW FEHOAMArHOCTUKU SIBNSIETCA
npeHaTanbHbI (40poaoBOIA) CKPUHUHE . Mo aaHHbIM MuHsapasa Poccuum,
exerogHo okono 1,5 munnmoHa 6epemeHHbIX MNPOXOAAT npeHaTanbHYH
ONarHoCTUKY, KOTopas MO3BOSIIET €XerogHo BbISIBMATbL OKOSI0 15 TbicAY
Cny4yaeB BPOXOEHHbIX U HAacneaCTBEeHHbIX 3abonieBaHni.

[MpakTMyeckn B KaxQOM pernoHe CTpaHbl CErofdHs ecTb MeauKo-
reHeTMyeckasi KoHcynbTaumsa. B HekoTopbix — oOTAenbHble fevYebHo-
npodomnakTuyeckne ydypexmneHusi, reHetndeckme ueHTpbl (ExkaTepunHbypr,
KpacHospck, CaHkT-IleTepbypr, Ya). PaboTatoT Takke KpynHble MeanKo-
reHeTM4yeckMne KOHCymnbTauMm B CcOCTaBe o0OnacTHbIX OOSfbHUL UK
nepuHartanbHbIX LeHTpoB (Bnagmsoctok, KpacHogap, OpeHbypr).

Mo cocTosiHMio Ha kKoHey 2019 roga B cTpaHe (pyHKUMOHUpPOBaso
96 meaAnKO-reHeTUYEeCKNX KOHCYNnbTauun unm ueHTpoB B 83 cybbekTax
Poccuiickon ®epepaummn™®. KoHcynbTaTBHbIE OTAEMNEHWS U AMarHOCTUYECKue

pa3HOBMAHOCTM HaCNeacTBEHHbIX 3aboneBaHuiA: agpeHoreHuTanbHbIA  CUHOPOM, ranakTo3emus,
BPO)K,EI,eHHbIVI rMMNoTUPEO3, MyKOBUCUNA03, DEHUITKETOHYPUSI.

" No nHpopmaumm MunsgpaBa Poccum ot 25 mast 2020 roga, npegctaBneHHon B Komutet CoBeTta
depepaumm No coumansHOM NONUTUKE B OTBET Ha obpalleHre No BOMPOCY pacCMOTPEHMS peKOMeHOaLni
«Kpyrnoro crtona» Ha Temy «HoOBble BO3MOXHOCTW MNPUMEHEHUS MELMKO-TEHETUYECKMX TEXHOJOMi
B NpochmnakTmke, AuarHoCTUKE 1 neveHun 3abonesaHnin ona JOCTUXKEHUS Lienen HaunoHanbHbIX NPOEKToB
B coumnanbHom ccepe. Pa3Butme 3akoHogaTenbCcTBay.

PekomeHgaumm no utoram 3acefaHust «Kpyrnoro ctonay» Ha temy «HoBble BO3MOXHOCTU NMPUMEHEHUS
MEeOMKO-TEHETUYECKUX TeXHorormin B npodunakTuke, OMarHOCTUKE W fedYeHun 3aboneBaHuin aOns
OOCTWXKEHUA Lenen HaumoHamnbHbIX NPOEKTOB B couuanbHou cdepe. PasButue 3akoHogaTenbCcTBay,
n3pOBOD,VIMOI'O B CoBeTte deaepaumm 10 mapta 2020 roga.
¥ eneTnueckoe KOHCYNbTUpOBaHWe OepeMeHHbIX C PUCKOM MOpPaXeHus nnoga, npoBeAeHue
KOMMMEKCHOro npeHaTanbHoro obcrnedoBaHna M BblpaboTka TaKTUKM BedeHUst GepeMeHHOCTU npu
noaTBEPXXAEHMM NATONOrMM y NIofa U pekoMeHAaLmMi CEMbe OpraHM3yeTcsl B COOTBETCTBUM C MPUKA30M
MwuHsgpaBa Poccunm ot 28 pekabpa 2000 roga N° 457 «O coBepLUEHCTBOBaHUM MNpeHaTarbHOM
OVarHOCTUKM B NpodunakTuKe HacneacTBEHHbLIX M BPOXOEHHbIX 3a00neBaHnn y oeTeny.

" Meavko-reHeTuueckue KOHCynbTauMm OTCYTCTBYIOT B EBpenckon aBTOHOMHOM obnactu n YykoTckom
aBTOHOMHOM okpyre (no nHgopmarmm Munsgpasa Poccun ot 8 Hoabpsa 2019 roga).
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reHeTnyeckmne nabopartopum CyLLEeCTBYIOT B peaepanbHbIX rocyaapCTBEHHbIX
yupexaeHuUsiX 30paBooxpaHeHms .

Mpu 3tom ansa abcontoTHOro 60MbLUMHCTBA PErMOHOB CTPaHbI
aKTyanbHa npobGnema p[OCTYNMHOCTM AnNs BpavYen U nauueHToB
noaTBepXxaawLwen [AOMarHoCTUKM HacneacTBeHHbIX 3aboneBaHum,
BbISIBMEHHbIX B MPOLECCE MacCOBOr0 CKPUHWMHra'®. LleHTpbl, B KOTOpPbIX
CYLLECTBYIOT BO3MOXHOCTWN AN BbISBIIEHUS TaKMX HapyLUEHUW, eCTb NnLUb
B MockBe, CaHkT-lleTepbypre, Tomcke, Yde U HECKOMbKUX APYINX KPYMHbIX
ropogax. Kpome TOro, [faHHble WUCCNeoBaHUA  OCYLLECTBIISATCS
B OCHOBHOM 3a CYeT CpefCTB rpaxgaH unuM BooOLle He MnpoBOAATCA.
[dunarHoctnyeckne MeponpuaTns  BO3MOXHbI  TOMBKO  MPU  JIMHHOM
obpaweHnn nauueHTa B QedeparnbHoe ydpexgeHune. 3TO sABndeTcd
Cepbe3HbIM NPENSATCTBMEM ANS XUTENEN yaaneHHbIX cybbekToB Peaepaunn.
Hanpumep, no nHgpopmaumm MuHuctepcTBa 3apaBooxpaHeHns Pecnybnmku
Xakacug, O4YHOEe KOHCYIbTUPOBaAHUE SABMSETCS HEAOCTYMNHbIM MPaKTUYecKn
Ans  Kaxgonm obpaTMBLUENCA CeEMbWM B CBSA3M C  OTAANEHHOCTbHO
pacnonoXeHus.

OcTpo cTomuT KagpoBbIn Bornpoc. Meanko-reHeTUYECKME KOHCYbTaumm
B Poccumn B cpegHeM ykomnnekToBaHbl Ha 30—40%'’. B HacTosiLee BpeMmst
B CTpaHe Bcero Okosfio 1 ThiCAYM Bpadeun-reHeTUKoB. ViMeeTcs Takxke
aeduunTt nabopaTtopHbIX reHeTukoB, GuouHdbopmaTukos. Kpome TOro,
HabnogaeTca cTonkasi TEeHOEHUMSI OTTOKa KBanmMUUMPOBAHHLIX KaapoB
3a pybex'®.

Mpe3npaeHtom Poccunckon Pepepaumm noctaBrieHa 3aaada
co3fgaTtb COBpPEMEHHYK CUCTeMy MNOAroTOBKM KagpoB C Y4YeTOM
pa3BUTUSA FreHeTUYECKUX TexHomnoruin'.

[To MHeHUIO 3KCnepToB, NpeoAosieHUuK KagpoBoro aecduuuta
B oTpacnu OyaeT Takke cnocob6cTBoBaTb pa3paboTka nporpamm

'® Tak, cambim KpynHblM B Poccuinckon ®enepaunm n B Espone asnsetca ®IBHY «Meauko-reHeTndeckun
UEeHTp uMeHn akagemuka H.I. BouykoBa», B KOHCYNbTaTMBHOM OTAENEHWM KOTOPOrO EXEerogHo Ha
OlOKETHOM OCHOBE NpoBOANTCA Npuem 11 ThiCAY NAUWMEHTOB C HACNEACTBEHHBIMU U/MMN BPOXOEHHBIMMA
3aboneBaHuaAMM.
'® PekomeHaaLmMmM no nToram 3acenaHuis «KpYrnoro crtona» Ha Temy «HoBble BO3MOXHOCTW MPUMEHEHUS
MEOVKO-TEHETUYECKUX TEXHOMOorMM B NpodunakTnuke, OMarHOCTUKE U neyeHun 3aboneBaHuin Ans
OOCTUXKEHUSA Lenen HauuoHanbHbIX MPOEKTOB B couuanbHon cdepe. Passutne 3akoHogaTenbCTBay,
coctosBLerocs B Cosete ®egepaummn 10 mapta 2020 roga.
" Mo nHpopmaumn C.U. Kyuesa, anpektopa ®IBHY «Meguko-reHeTUYECKUA HaYYHbIA LEHTP UMEHU
akagemuka H.IN. boykoBa», rmaBHOro BHewTaTHOro reHetTuka MuHsgpasa Poccun. UctouHmk: MHdoapocke
«O pesarenbHOCTM  MEAMKO-TEHETUYECKMX KOHCYNbTauum U UeHTpoB B cybbektax Poccunckon
depnepaummny», MockBa, ceHTs6pb 2020 roga.

M3 BbICTYNNEHMS reHeparibHOro AMpekTopa komnaHum «FeHoTek» B.B. MnbMHCKOro B pamkax «BpeMeHu
akcnepTta» Ha 455-m 3acegaHmm Coeta Pepepaumm 27 mapta 2019 roga.
19 CoBellaHne 0 pasBUTUM FEHETMYECKMX TEXHONOIMMN B cTpaHe coctosinocb 14 mas 2020 roga. Cpeaum
yyactHukoB: 3amectutenb [lpencepatensa [pasButensctBa Poccuiickon Pepepauumn T.A. Fonukosa,
rnasa AO «HK «PocHedpTtb» W.WN. Ceunn, aumpektop HWLL «KypyatoBckunm uHctutyT» A.E. Bnaros,
MwuHuncTp Hayku n Bbicwero obpasoBaHusa Poccuiickon ®eagepaunn B.H. danbkos u gpyrue.
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AOMOJSIHUTEeNbHOro npodeccuoHaribHOro obpasoBaHMA ANA Bpayden.
Takue nporpammbl, B YacTHOCTW, paspabatbiBatotcss B PIBHY «Mepguko-
reHeTU4YeCKUn LeHTp umeHn akagemuka H.[1. boykoBa» Ons opanHaTopoB
n acnupaHToB?.

BaxHo Takxe co3gaBaTb 6onee npuBneKartesibHble yCroBusi Ans
MonoabiX Y4YeHbIX B perMoHax, B TOM 4ucrie WUCMNOJSib3yA
MH(PACTPYKTYPHbIE MeXaHW3Mbl. TakoW OnbIT HaKOMSEeH, Hanpumep,
B Huxeropoackoit  obnactv®'. CouuanbHas nogaepxka okasblBaeTcs
n3 cpencres obnactHoro 6rwgxeta B (hopme coumanbHOWM BbiNAaThl
Ha npuobpeTeHne wunn CTPOUTENBLCTBO XUMOro nomelleHus. Pasmep
coumanbHoW BbiNnaTbl coctaBndaeT 1 MnH pybnen. [Jona nccnegosartenen
B Bo3dpacte o 39 net B obwen YUCNEHHOCTU YYeHbIX cocTaBnsaeT
B pernoHe 48%%.

OKcnepTbl OTMeYalT, YTO AarbHeKllee pasBUTUE OTeYeCTBEHHOM
MeOVULUMHbI HEBO3MOXHO 0e3 paclmpeHna n yrnybrneHns mMonekynspHo-
reHeTUYEeCKUX WuccnegoBaHUM W BHEOPEHUS OOCTUXEHUA TeHETUKU B
npakTuyeckoe 3gpaBooxpaHeHne?,

OoHOM 13  OCHOBHbIX oObnacterM MCNOMNb30OBaHMA  MOOXOO0B
nepcoHanmM3npoBaHHON MeaUUMHLI, a TakKKe MNPUMEHEHUS TeHEeTUYEeCKUX
TEXHOSOrMM ABNAKTCA OHKONOrMyeckne n opgaHHble 3abonesaHms.

B oTomM HanpaBneHun yxe MHoroe pgenaetcd. B 4dacTHocTtw,
pa3BMBaETCA reHHas M MMMYHOTepanud, Korga co3[aeTcs BakuuHa Ans
KOHKPETHOro nauMeHTa Ha OCHOBE €ero Onyxosiv W KIeTOK MMMYHHOM
cuctembl. losBUNMCb MeTOAUKM, MO3BOMSAKOLWINME HE TOSMbKO MNPOHUKATb
B OMYXOSIEBYIO KMETKy Npu AnarHOCTUKe, HO U OAHOBPEMEHHO paspyLlaTtb
ee. CosgaHbl 3d@eKkTUBHbIE MeToabl JleyeHna psga  opdaHHbIX
3abonesaHnn. OgHaKo NPUMEHEHME WMHHOBAUMOHHLIX AOPOroCTOSILLNX
neKapCTBEHHbIX npenapaToB 3PP EKTMBHO nnwb B cnyyae
CBOEBPEMEHHOIO BbISIBIIEHNSA TakMX BOMbHbBIX: HA paHHMX 3Tanax TeYeHus
3aboneBaHusi. Peakue 3aboneBaHusi He BXOAAT B CylecTByHLMe
nporpaMmmMmbl HeoOHaTalflbHOro CKpuHUHra. Kpome TOro, oOTCyTCTBUE
BO3MOXHOCTM MOCTAHOBKM TOYHOrNO AnarHo3a He MNo3BONseT BOBPEMS
NPOBECTU TEHEeTUYECKOe KOHCYNbTUPOBaHME CEMbU WU  MPEOnoXUTb

2 YcTounnk: MenBecTHUK. WHdopmauma «Ha 6ase MIHL, cospagyt obpasoBaTenbHbIi LEHTP Ans
NnoAroToBKW reHETMKOB Mo pasHbiM HanpasneHusaM» oT 17 aHsaps 2020 roaa.

! Peannsyetca nporpamma «PasBuTve XUNMULLHOIO CTPOMTENbCTBA U TrOCydapCTBEHHAs MNOAAEPXKKa
rgamp,aH no obecne4yeHunto Xunbem Ha Tepputopumn Himkeropoackon obnactmy.

22 Y\cTouHNK: WHTEepHeT-nopTan «Hay4yHo-o6pa3oBaTerbHbIE LIEHTPbI MMPOBOIO YPOBHSI» <WWW.HOL,.pg>.
2 PekxoMeHZaLMM Mo UTOraM 3acenaqust «KpYrroro crtona» Ha Temy «HoBble BO3MOXHOCTU NPUMEHEHNS
MEAMKO-TEHETUYECKUX TEXHOSMOorMi B npodunakTuke, LMArHOCTUKE W redyeHun 3aboneBaHun ans
OOCTMXXKEHUA Lenen HauMoHanbHbIX MPOEKTOB B couuanbHon cdepe. Passutne 3akoHogaTenbCTBay,
nposoaumoro B Coeete ®enepauun 10 mapta 2020 roga.
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anbTepHaTMBHbIE MOAXOAbl K 3a4aTuio, YTobbl NpeaoTBpaTUTb MNOBTOPHOE
poxaeHune pebeHka ¢ reHeTu4ecknum 3aboneBaHMEM.

LLnpoko obcyxgaeTca BOMPOC O NPOBEAEHUMUM  MOSEKYNAPHO-
reHETUYECKOro CKPUHWHIra Ansa  BbISIBNEHUS CAWHANbHOM  MblLLEYHOW
atpocpun (CMA) — Hambonee 4yacTom reHeTU4eckn OOYCNOBMEHHON
NPUYUHLI paHHEN [OeTCKOW CcMepTHOCTU. Ee pacdyeTHas 4acTtoTa
B Poccuiickon denepauunm coctaBnsieT okono 1 Ha 6 Tbicsi4 HOBOPOXKAEHHDIX.
[MpenoctaBneHHble gaHHble oT 60 cybbektoB Poccuiickon depepaumn,
B KOTOpbIX NpoxuBaeT 75,6% HaceneHusi CTpaHbl, NO3BONSAKT rOBOPUTb
o 6onee 1 Tbicaum 6onbHbIX C noaTBepXxaeHHbiM aAnarHozom CMA
(no coctosiHmio Ha 1 pespana 2020 roga).

Bonpoc 0 no3tanHOM pacllnpeHnn CKPUHMUHra HOBOPOXKAEHHbIX
B Poccuinckon depnepaumm Bowen B nepeveHb nopydeHun [lpesmpeHTa
Poccunckon depepaunn lNpaButensctBy Poccum B pamkax obcyxaeHus
HaunoHanbHOM cTpaTermn OEeNcTBUM B UHTEpecax AeTen ele B Hosibpe
2016 roga. J3kcnepTbl OTMEYalT, YTO paclMpeHuMe HeoHaTaslbHOro
CKPUHMHra Mno3BONUT crnacatb B rog Oonee 2 TbiCAY AETCKUX XU3IHEMN.
CeroaHs BbISIBNSIETCS B CpeaHeM okomo 1 ThicsuM Takux aeten B ron” .

B HacTtoswee Bpems nosdBuracb BO3MOXHOCTb pacLlMpeHus
HeoHaTarlbHOrO CKPUHWHIAa Ha [OEeCATKM pasfnuyHbliXx  3abonesBaHui.
Mcnonb3ys TexHornornio taHgemMHon macc-cnektpomeTtpum (TMC), MOXHO
B pesyfibTaTe O4HOro UccriegoBaHNA onpenennuTb KOHUEHTPauuo JeCATKOB
MeTabonnMToB B KPOBM HOBOPOXAEHHOrO W BbIABUTL TPYynNny pucka
Kak MUHUMYM No 36 HacneacTBeHHbIM 6one3HaM obmeHa BellecTB, ANS
KOTOpbIX pa3paboTaHO naTtoreHeTu4eckoe redeHue. Takom noaxon yxe
bonee 10 neT ycnewHo npuMeHseTcsa 3a pybexom U BHeapeH
B NporpamMmmMbl HeOHaTanbHOro CKpuHuHra, peanusyemble B CLUA, ctpaHax
EBponenckoro cotosa, KaHage, Asctpanuu, Kntae, bpasnnuu, ApreHTuHe

N Opyrux.
Mpn atom B Poccun mcnonb3oBaHue aHHOMo metoda 3aTpyaHeHo,
noTomy yTo COOTBETCTBYHOLLUME npubopbl n TEeCT-CUCTEMBbI

He 3aperncTpupoBaHbl Kak MeauumHckue wusgenusi. Hanuume 3anpeTta
Ha NnpUMeHeHMe B nabopaTtopusx peakTUBOB, He UWMerLWwmx
yaocTtoBepeHue o peructpaumm B Poccunckon depepaummn, npnBoguT
K CUTyauusim, Korga rocygapcTBeHHble nabopatopum B cybbektax Pegepaumn,
obnagawouwme BCeEMU NoTeHUMANbHbIMM BO3MOXHOCTAMMU AN NPOBEeAEHNS
nccrnegoBaHUin, He MOTyT UX NPOBOAUTD.

% Mo nHpopmaumm C.W. Kyuesa, aupektopa Meanko-reHeTMYECKOro Hay4yHOro LieHTpa WM. akagemuka
H.M BoykoBa, rnaBHOro BHewWTaTHOro reHeTuka MwuHsgpaBa Poccun. WctouHuk:  UHpogocke
«O pedarenbHOCTM  MeAMKO-TEHETUYECKMX  KOHCYmnbTauun U UeHTpoB B cybbektax Poccunckon
depepaumm», Mocksa, ceHTabpb 2020 roga.
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UTo kacaeTcs nekapctBeHHOro obecnevyeHns 60MbHbIX opdaHHbIMU
3aboneBaHnsaMn, TO B AEACTBYHOLWEM 3aKoHoAaTerlbCTBe OTCYTCTBYeT
MEeXaHM3M, MNO3BONSAKWUA MNpPO3pavyHO, OLICTPO U JIETMTUMHO
nepeBOAUTL HO3OMOMMMU U3 «ANMHHOFO» MepeyHs> B «KOPOTKMN»®,
B wactHocT, CMA He BKntoYeHa B nepedeHb 3aboneBaHui, npu KOTOPbIX
OCYLLECTBIISAIETCA LEeHTpann3oBaHHaa 3akyrnka fieKapCTBEHHbIX npenapaToB
MwuH3gpaBom Poccun. [lpy 9TOM CTOMMOCTb NevYeHus Takux 60mbHbIX
3aperncTpupoBaHHbiIM  Ha  Tepputopum  Poccum  NeKapCTBEHHbLIM
npenapatom «HycuHepceH» (ToproBoe HaumeHoBaHue «CnuHpasar)
B NepBbI rof coctaBnser 42,9 MnH pybnen Ha ofgHoro 60MbHOro.
Ha BTOopon wn nocneaywowme rogbl Ans nedyeHus ogHoro 60mfbHOro
Heobxoaumo 21,5 MnH pybnen.

Bonpocam npuMeHeHUs MeaMKO-reHeTUYeCKUX TEeXHOsIormm B
MeauMUuuHe ObINI0 MOCBALWEHO 3acedaHue «Kpyrnoro crtonay,
npoBeaeHHoe Komutetom CoBeta ®Pegepaumm no couuanbHOWU
nonutuke 10 mapta 2020 roaa®’. MoaroToBneHsbI pekoMmeHgauun, B TOM
yucne B agpec MuHsgpaBa Poccuun. Yxe ecTb nepsble pesyrnbTaTtbl UX
peanusaunu.

B yactHoCTK, rmaBHOMY BHELUTAaTHOMY crieyuanumcTty no MeanumnHCKou
reHeTuke MwuHuUcTepcTBa 3apaBooxpaHeHmsa Poccuinckon degepaunu
C.W. KyueBy gaHo nopy4yeHue paspaboTtaTb nporpammy Mo pacLiMpeHuto
HeoHaTaslbHOro CKPUHWHra B CTpaHe C y4eTOM MMeLLencs matepmarnbHO-
TexHu4eckon 6asbl MeanKo-reHeTU4eCcKom cnyxobl, kagpoBoro obecnevyeHns
N COBPEMEHHbIX TEHOEHLMN.

MwuH3gpaBom Poccumn paspaboTaH 3aKOHOMPOEKT?,
yCTaHaBMMBAOLWNMA BO3MOXHOCTb MPUMEHEHUST HEe3aperncTpupoBaHHbIX
MeOULMHCKUX U30ennin ang AnarHocTuKKM «in vitroy».

BepomctBoM  HanpaBneHo nucemo B ®PepepanbHbln  ooHA
oba3aTenbHOro MeOMLMHCKOro CTpaxoBaHUs o) paccMOTPEHNN
BO3MOXHOCTU BKITHOUEHUS npeMMnnaHTaunoHHON reHeTU4eCcKomn

% MepeyeHb penknx (opdaHHbIX) 3aboneBaHui, KOTOpbI Obin pasmewieH 17 oktabpsa 2019 roga Ha
cante MuHuctepctBa 3gpasooxpaHeHuss Poccunckon ®epepauumn B ceTn «VIHTEpPHET» U COAEPXWUT
258 nosuuwmi.

6 MepeyeHb pegkux (opdpaHHbIX) 3aboneBaHui, yTBepxaeHHbin B 2012 rogy [lpaButenscTBOM
Poccurickon ®egepaunn 1 Bkiovaowmin 17 nosnumin.

# 3acepmaHue «Kpyrmoro crona» Ha Temy «HoBble BO3MOXHOCTU MPUMEHEHUS! MeaVKO-TEeHETUHECKNX
TEXHOMOMMA B MpoMnakTMke, OUarHOCTUKE W neyvyeHnn 3aboneBaHun Ans  OOCTMKEHWS  Lienen
HauMoHanbHbIX MPOEKTOB B coumanbHou cdepe. Passutue 3akoHogatenbctBa», Cosetr ®deaepauun,
10 mapta 2020 roga.

2 MpoekT dhepepanbHoro 3akoHa «O BHeceHUn nameHeHnn B PenepanbHbii 3akoH «O6 OCHOBaX OXpaHbl
340poBbsa rpaxgaH B Poccuickon depgepaumm» No BOMPOCY MPUMEHEHUS He3aperncTpupoBaHHbIX
MeOUUMHCKNX un3genuin gnsa AmarHocTuku «in vitro». WcToyHuK: uHgopmauua MuH3gpasa Poccun
oT 25 masa 2020 roga, HanpaBneHHasd B agpec nepBoro 3amecTtutens npeacepatens Komuteta CoseTa
depepaumm no coumansHom nonuTtuke B.B. PasaHckoro.
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ANarHoOCTUKN N HENHBA3UBHOM npeHaTaanon ONarHoCTnkn B rporpamMmmy
rocygapcCrtBeHHbIX FapaHTMVI ecnnartHoro OKa3aHuA rpaxgaHam
MEeONUMHCKON MOMOLM 3a CYeT cpencTB 0b64a3aTenbHOro MeauLMHCKOro

CTpaxoBaHus.
Pa3paboTaH npoekT npukasa>’, KoTopbiM NpeayCMOTPEHO BKIOYEHNE
B nepeyeHb nokasaHui ans npoBeaeHust nporpaMmbi

9KCTpakopnopanbHOro OnfoA0TBOPEHNS HacnenCTBEHHbIX 3aboneBaHuM,
Ans  nNpeaynpeXxgeHust KoTopbiX HeobxooMmo  npevMmniaHTaunoHHOEe
reHeTM4YyecKoe TeCTMpOBaHWE, He3aBMCUMO OT cTaTyca (PepTUNbLHOCTN.

MpopabaTtbiBaloTCA MexaHM3Mbl 0becrneyeHnsa naumeHToB ¢ ANarHo3om
CMA nekapcTBeHHbIM npenapaTtomMm «HycnHepceH».

CneunanucTtel  OTMEYaloT, 4YTO B Uenax  npodunakTukm
HacneacTBeHHbIX 3aboneBaHuin, BPOXAEHHOMW naTtonorum TpebyeTtcs
ycuneHme npocBetutTenbckonm paboTbl € nauueHTamm Ha  ypOBHE
NEPBUYHOrO 3BEHA 3[paBOOXPaHEHUSI CUNaMM Yy4acCTKOBbIX TepaneBToB
N NeguaTpoB, akyLepoB-TMHEKONOroB U ceMerHbIX Bpaven. MccnegosaHus
NoKasblBalOT, YTO MOYTU Kaxablh TPEeTUM NauueHT He BnageeT CEeroaHs
nHpopmaumen o npodunakTUke BPOXAEHHON W HacnNeaCTBEHHOW
natonorun. 1o 70% obpaleHnit K Bpadam-reHeTMkaM COBEpPLUATCH yxe
nocne poxaeHusi pebeHka C BpPOXOEHHOW naTosiormer M XpoMOCOMHbIMU
Bonesnsmmn®.

2 MpoekTt npukaza MwuHucTepcTBa 3apaBooxpaHeHnsa Poccunckon depepaumm  «O  nopsgke

NCMNOMb30BaHNs BCMOMOraTesbHbIX PENPOAYKTUBHbBIX TEXHOMOIMUIA, NPOTMBOMOKA3aHUSX U OrpaHUYeHnsX
K X MPUMEHEHUIOY.

% c.c. Yopumyesa. O mMepmko-reHeTnyeckoMm koHcynbtuposaHum / C.C. Ydumuesa, M.B. Comosa //
BecTtHuk CoBeTa Monoapix yyYeHbix 1 cneumanuctoB YensdmHckon obnactu. 2019. T. 1. Ne 2. C. 52-55.
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lpunoxeHue 2

UHopmaumoHHbIN MaTepuan
lNpaBoBoro ynpaBneHusa Annapata Coeta Peaepauuu Ha Temy
«O peATeNnbHOCTU MeAUKO-TeHEeTUYECKUX KOHCYSbTaLun U LIeHTPOB
B cyobekTax Poccumnckon deagepaummn»

Ctatbenn 41 KoHctuTtyumm Poccunckon depepauum rapaHTMpoBaHO
npaBO KaOOro Ha oOXpaHy 300pOBbS W MEOUUMHCKYI MOMOLb,
OKasblBaEMYy0 B T[OCYAapPCTBEHHbIX W MyHUUMUNANbHbIX YYpexaeHnsax
34paBOOXPaHEHUS rpakgaHam becnnatHo  3a cyeT  cpeacTs
COOTBETCTBYHOLLEro OrogKeTa, CTPaxoBblX B3HOCOB, APYIrMX NOCTYMIEHUN.

Llenamn pasButmna 3gpaBooxXpaHeHus, onpegeneHHbiMn CTpaTernen
pas3BuTus 3apaBooxpaHeHnst B Poccumckon ®depgepaumm Ha nepuoj
no 2025 ropa (ytB. Ykasom [lpesumpgeHta Poccunckon ®Pepepaumm
oT 6 utoHa 2019 roga Ne 254), aBnsawTCA YBENUYEHUE YUCIIEHHOCTU
HaceneHua, NMpPoaOSHKUTENTbHOCTU XWU3HWU, MPOLOSTHKUTESNTbHOCTN 340P0BOW
XW3HU, CHWKEHWE YPOBHS CMEPTHOCTM W WHBANMOHOCTM HaceneHus,
cobnogeHne npae rpaxgaH B cdepe oxpaHbl 340pOBbs U obecnedeHue
CBSI3@HHbIX C 3TUMM NpaBaMun roCyaapCTBEHHbIX rapaHTUN.

OaHoM 13 NPUOPUTETHLIX 3adad rocygapCTBEHHOM NMONUTUKK B chepe
34paBOOXpaHEHUST ABMSETCA OXpaHa MaTepuHCTBA M OeTCcTBa, a O4HON U3
cTpaTerMyeckux 3agad cnyxbbl oOxpaHbl MaTepuHCTBa W [[eTcTBa —
CHWXeHne 3aboneBaemMoCT U CMEPTHOCTU HOBOPOXXAEHHbIX.

Ykaszom [lpesmgeHta Poccunckon degepaumm ot 7 masa 2018 ropa
Ne 204 «O HauuoHarnbHbIX LENsxX M cTpaTermyecknx 3agadax pasBuUTUS
Poccunckon degepaumm Ha nepuog no 2024 roga» onpepernieHa 3agada
obecrneveHna B 2024 roQy CHWXEHUS MokasaTenen MnageH4Yeckomn
cMepTHOCTU (8o 4,5 cnyyast Ha 1 TbicAYy pPOOUBLUMXCS OETEN).

Mexay Tem B CTpykType oOwen 3abonieBaeMoCTM U CMEPTHOCTU
OETCKOro HacerieHus CyweCTBEeHHYI [OSi0 COCTaBngeT BpoOXAeHHad
natonorus. Tak, B 2018 rogy B CTpykType 3aboneBaHUN HOBOPOXAEHHbIX
BPOXAEHHbIE aHOManun coctasunu 3,3% OT yncna POaAUBLUMXCH XUBbIMU,
OT BPOXOEHHbLIX aHOManui (MopoKoB) pasBuTus, gedopMaumin 1 XpOMOCOMHbIX
HapyLLEHWit ymepnu B Bo3pacTe Ao 1 roga 1842 pebeHka®'.

Ha npegynpexaeHne poXOeHUs B CeMbe [OeTeEN C BPOXOEHHOM
N HacneaCcTBEHHOW NaTonornen HanpasfeHo nNpeaycMoTpeHHoOe cTaTben 15
CewmenHoro kogekca Poccuimnckon deagepauum megmumHckoe obecnegosaHune
nuy, BCTynawwmx B Bpak, a TakkKe WX KOHCYNbTUpPOBaHWE MO MEeAUKO-

3! 3npaBooxpanenue B Poccun. 2019. Cratuctrueckuii coopHuk // MenepanbHast cyxk6a rocylapcTBEHHON
cratuctuku. M., 2019 <//https//resursor.ru>.
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reHeTU4eCKMM BOnpocam 1 Bornpocam ninaHNpoBaHUS CEMbU, KOTOPbIE C UX
cornacus NpoBoAATCS MeAULMHCKUMU OpraHmM3aumsiMm rocygapCTBEHHOM
CUCTEMbI 34paBOOXPaHEHNS N MyHMLMNANBHOW CUCTEMbI 30PaBOOXPaHEHUS
No MECTY UX XUTeSbCTBA.

YcTtaHaBnuBass npaBa CeMbW B cepe oOxpaHbl 300pOBbSA
depnepanbHbin 3akoH 0T 21 Hos6psa 2011 roga Ne 323-®3 «O6 ocHoBax
OXpaHbl 300poBbs rpakaaH B Poccurickon ®egepauumy 3akpennsieT npaso
Kaxgoro rpaxgaHuHa no MeAULUUMHCKMM MNOoKasaHusM B TOM  4ucne
Ha MeOWKO-TeHeTMYecKne W gpyrme KoHcynbTaumm un obcnegoBaHus
B MeMLMHCKNX OpraHn3aumnax rocyaapCTBEHHON CUCTEMbI 30paBOOXPaHEHMS
B Uenax npeaynpexneHusi BO3MOXHbIX HacneaCTBEHHbIX U BPOXOAEHHbIX
3aboneBaHun y notomMcTBa (ctaThd 51).

Takum obpasom, MeauKo-reHETUYECKOE KOHCYNbTUPOBaHWE Kak BUA
cneunann3nMpoBaHHOM MeaNLMNHCKON NOMOLLN HanpaBJieHO Ha
npegoynpexneHne nosiIBIIEHNS B CeMbe [OeTel, UMEKLWMX BPOXAEHHYH
N HacneacTBEHHYK MaTosorno, BbIACHEHWE FEHETUYEeCKOM OCHOBbI TOro
unn uHoro 3aboneBaHusi, 4YTO onpegensieT Heobxoanmmoe nedeHue
N BO3MOXHYIO MPOIMNAaKTUKY KakK KOHKPETHOro naumMeHTa n ero ceMbm, Tak
N nonynaumn B LIESIOM.

[eaTenbHOCTb MeanKo-reHeTnyeckon cnyxobl Poccun, cosgaBaemon
MwuH3gpaBoMm Poccun u TepputopmanbHbIMU OpraHamm 34paBOOXpPaHEHUs
B LUENsX npoBeAeHUsT MeponpusiTU No BbISIBNEHWUIO, MPOdIMNaKTUKe
N NeYEeHN0 HacneaCTBEHHbIX N BPOXAEHHbLIX 3ab0neBaHnin, N0 CHUXEHMUIO
00yCnoBneHHbIX NMmn [EeTCKOn 3aboneBaemMocTy, CMEpPTHOCTU
N MHBanNMamMsaunm, OCHOBbIBAETCS Ha MOMNOXEHUSX npukasa MuHucTepcTsa
3agpaBooxpaHeHusi Poccunickon depepaumm ot 30 agekabpss 1993 ropa
Ne 316 «O panbHenwem pasBuTUN  MeOUKO-TEHETUYECKOM  CIy>KObl
MuHucTepcTBa 34paBooxpaHeHust Poccunckon Pepepaunn» (oanee —
npuka3 Ne 316).

CornacHo lMonoxeHnto 0 MeauKo-reHeTuyeckon cnyxbe MuH3gpasa
Poccun, yTBEpPXKOEHHOMY Ha3BaHHbIM MPUKA30M, OCHOBHbIM BWOOM
AEATENbHOCTN  yuYpeXOeHUn MeOuKo-reHeTUYECKOM Ccnyxbbl daBnsieTcs
npodounakTuka BPOXOEHHOW W HACNeLCTBEHHOW MaTosfiormMn  MNyTem
opraHusaumm 1 NPoBeaeHUsI PETPO- U MPOCMNEKTUBHOIO MeaVKO-TeHETUYECKOrO
KOHCYIbTUPOBaHUSA,  MpeHaTanbHOW  AWArHOCTUKK,  MPEKNUHUYECKOM
ANArHOCTMKM Y HOBOPOXXAEHHbIX HAcneacTBEHHbIX BonesHen, HanpaBneHme
OONbHBLIX Ha fNeYeHMe W  AUCNaHCEpHoe  HabnwaeHne - cememn
C HacneacTBEHHOM NAaTOSIONMEN.

Meauko-reHeTnyeckaa cnyxba BKNOYaeT pPanoOHHbINM, TOPOACKON,
pervoHarsbHbIM (06nacTHOW, KpaeBoun, pecnybriMkaHcku) n denepasnbHbIN
YpOBHU, obecrneumBag MakcumanbHoe NpubnmkeHue K MeCTy XUTenbCcTeBa



56

obcnyxuneaembix KOHTUHIEHTOB HaceneHus oKasaHue
cneumann3mpoBaHHOW MOMOLLM.

B 3agaun panoHHOro (ropoackoro) ypoBHSI BXOAUT BbISBNIEHNE CEMEWN,
OTArOLLEHHbIX HacneacTBEHHOM W AOpYyroM naTtonornen, wux yyer
W HanpaeneHne B pernoHanbHOe MeOMKO-TeHeTUYecKoe ydypexaeHue,
AaucnaHcepHoe HabnwaeHne 3a nvuaMmm C  BbIIBNEHHOW NaTONorven,
pacnpoCcTpaHeHne MeauKO-rTeHETUYECKNUX 3HaHUK cpean Bpaven, cpeaHero
MeanepcoHana u HaceneHust pamoHa.

PernoHanbHbI YpOBEHL MpedycMaTtpuBaeT co3gaHne B 0bnacTHOM,
KpaeBoM, pecnybrinkaHCKOM LIeHTpe unu ropogax obracTHOro, Kpaesoro,
pecnybnuKkaHCcKoro MnOAYUHEHUS MEAUKO-TEHETUYECKOM KOHCYIbTauum,
OpraHn3yemMom Kak CaMOCTOATEINIbHOE YYpeX[aeHue wunmM B cocTaBe
nevyebHO-NpoUNaKTUYECKOro  yypexgeHna un  obbeguHAaowass Ha
afMUHUCTPATUBHOM WNU (OYHKUMOHANIbHOM OCHOBE BCeX CreunanmncroB-
reHeTMKOB OPYrnX yupexneHun.

B uncne BMooB  MeOMKO-TEHETUYECKOM  MOMOLM,  KOTOpble
obecrneynBaeT permoHanbHaa MeguKo-reHeTUYeckasa KOHCYbTauus:

MeONKO-reHETUYECKOE  KOHCYNbTUpOBaHMe cemen U 6onbHbIX
C HacnencTBEHHOM M BPOXOEHHOW MaTosfiorMen; rnpeHartasnbHbI CKPUHUHI
BepeMeHHbIX Ha pacnpoCTPaHEHHbIE XPOMOCOMHbI€E oonesHun
N BPOXXAEHHbIE MOPOKN Pa3BUTUS LiIeHTPanbHOW HEPBHOW CUCTEMBI;

npeHaTanbHasi AuarHoCTMKa pacnpoCTpaHEHHbIX HacneacTBEeHHbIX
N BpOXOEHHbIX 060rie3HerM Ha OCHOBE [OBYX3TarHOro YNbTPasByKOBOro
CKpUHMHra, a TaKkke npeHaTanbHO-UNTOreHeTUYECKaa AnarHoCTuKa
XPOMOCOMHbIX ©ofiesHen B BO3pacTHOW rpynne pucka (KeHLMHbI
B Bo3pacTte 39 neT u ctapLue);

CENneKTUBHbIN CKPUHUHI ceMel U OOSNbHbIX Ha HacneacTBEHHbIe
tonesHn obmeHa;

opraHu3aumoHHoe obecneyeHne MacCcoOBOro CKPUHWHra
HOBOPOXAEHHbLIX Ha (EHUSTKETOHYPUIO U BPOXAEHHBIA  TUMOTUPEO3
COBMECTHO C aKyLLUepCKOW 1 neanatpudeckon crnyxbamu;

BeQeHNe  TepputopuanbHOro pernctpa cemem U BOonbHbIX
C HacneacTBEHHOM W BPOXOEHHOW MaToNorMen u uUx AucnaHcepHoe
HabnoaeHue.

MeXxpernoHanbHbIn YpOBEHb npegycmaTtpuBaet co3gaHue
MeXpermoHanbHON MeANKO-reHETUYECKON KOHCYNbTaumm Ha 6Gase HayyHo-
NCcCcrnenoBaTefibCkOro MHCTUTYTa unNn obracTHOM MeanKO-reHEeTUYECKOM
KOHCYnbTauum C LUenblo paclwmpeHna BUOOB  MeaUKO-reHeTUYeCKoM
nomowmn wn 3PMEKTUBHOrO UCMONL3OBAHUS AnarHocTudeckonm Oassbl,
OCYLLECTBIEHUS OOMNONHNTENBHOINO MacCOBOI0 CKPUHMHIA HOBOPOXAEHHbIX
Ha  (PEHUNKETOHYPUID N BPOXAEHHbIA  TUNOTUPEO3, NpoBeAeHUs
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noaTeBepXaawLwen OuarHOCTUKM B NPeanosioXUTENbHO  BbISIBIIEHHbIX
cnyyasix naTtosfiormm, KOHCYNbTUPOBaAHUA W ANArHOCTUKM MPU  CROXHbIX
cnyyasix natonoruun, obecrneyeHns opraHuMsaumm HeobxoaMMOoro feveHus
BbIABMEHHbIX Cry4YaeB OOSMbHbLIX C (PEHUNKETOHYpPUEN U BPOXOEHHbLIM
rMNoTUPEO30M.

depepanbHbIl  YpOBEHb MNpeaycMaTpuBaeT co3gaHMe Ha 6ase
BeOyLIMNX HayyYyHO-UCCnegoBaTeNbCKUX WHCTUTYTOB WM KIUHUK  MEOMUKO-
reHeTUYEeCKUX LEHTPOB, B TOM YMUCIE Creunann3nmpoBaHHbIX, B 3agadvy
KOTOPbIX BXOAWUT: KOHCYSIbTUPOBAHWE CIIOXKHbIX CrlydaeB MaTosiornu,
nogTBepXaawLwas uuMToreHeTndeckasi, buoxmmmyeckad u MONEKynspHo-
reHeTn4yeckasi AMarHoCTmka CroXHbIX N pedknx criydaeB HacneacTBEHHbIX
bonesHen; paspaboTka, anpobauusi U BHedpeHMe HOBbIX MEeTOO0B
AVArHOCTUKN, neYeHuss u peabunutaumm, noarotToBka W MOBbILLEHUE
KBanudukaymm cneumanmnctoB MeOUKO-TEHETUYECKNX YYPEXOEHUN MyTeM
OpraHu3aumm CTaXXMpoBKM Ha paboyem MecTe, OCyLLeCTBMEHME KOHTPONS
KayecTBa paboTbl MEOUKO-TEHETUYECKMX YYpEeXOeHUN, OpraHM3auus
B crneumann3mpoBaHHbIX OTAENEHUSX JleYeHUss OEeTEN C BbIABIEHHbLIMU
HacnencTBeHHble 0one3Hn obmeHa, BeaeHWe pernoHanbHOro perncrpa
cemen n BomnbHbIX C peakon HacneacTBEHHOW naTonornen, paspaboTka
Hay4YHO-MpaKTU4YeCKnX nporpamm no 3akady MwuH3gpaBa Poccun wvnu
OTAENbHbIX TEPPUTOPUN.

[MonoxeHnem o meauko-reHeTndeckon cnyxbe MwuHsgpasa Poccun
onpefeneHbl CTPYKTYPbl PEernoHanbHOW W  MeEXpPEernoHanbHOW MeauKo-
FeHEeTMYECKMUX KOHCYnbTauumn, perrnamMeHTnpoBaHa paboTa y4ypexaeHun
N CNeunannucToB Meauko-reHeTU4YecKon Ccryxbbl, onpegeneH nepeyeHb
OCHOBHOIo 000OpyaoBaHMs N PEaKTUBOB YYPEXAEHUA MEONKO-reHETUYECKOM
cnyx6bl n gpyroe.

Cnegyetr o0OTMeTUTb HeobXOAUMOCTb akTyanmsaumm yKas3aHHOro
npukasa MwuH3gpaBa Poccun B 4acTu npuBegeHUs ero B COOTBETCTBUE
C COBPEMEHHbLIMWU peannsaMu.

B wacTtHoCTK, B oTnnume oT npukasa Ne 316, npegycmaTpumBaroLLero
MacCCOBbIA CKPUHUHI HOBOPOXAEHHbIX TOSIbKO Ha (EHUTKETOHYPUIO WU
BPOXOEHHLIA TMNOTMPEOD3, B HacToslee BpeMsA HeoHaTamnbHbI CKPUHUHT
NpPOBOAMUTCS no naTn HacneacTBEHHbIM 3aboneBaHnAM:
agpeHoreHnTanbHbIM CUHAOPOM, ranakTo3eMuio, BPOXAEHHbLIA TMNOTUPEODS,
MYKOBUCUMA03, peHunkeToHyputo (npuvkas MuH3agpascoupassutns Pocum
oT 22 wmapta 2006roga Ne 185 «O wmaccoBom obcnegoBaHum
HOBOPOXAEHHbIX AeTen Ha HacrneacTBEHHbIE 3aboneBaHns» ).

B cootBetctBUM C [lporpammon rocygapCTBEHHbIX rapaHTum
becnnaTHOro okasaHusl rpaxgaHam meguumHckon nomowm Ha 2020 ropg
M Ha nnadoBbin nepuog 2021 un 2022 rogoB (yTB. MNOCTaHOBMEHUEM
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MpaButenbctBa Poccuiickon ®eaepaummn ot 7 gekabps 2019 roga Ne 1610)
npeHartanbHas (gopoaoBasi) AMarHOCTMKa HapyleHun pas3suTtus pebeHka
y 6epeMeHHbIX XEeHLMH, HEOHaTamnbHbIA CKPUHUHI HA NATb HACNEeACTBEHHbIX
N BPOXAEHHbIX 3aboneBaHW B 4acTU UCCNedOBaHUM UM KOHCYNbTaLUN,
NPOBOOUMBIX  MEOUKO-TEHETUYECKMMM  LeHTpaMn  (KOHCyNbTauusMmmn),
a TakkKe MeOUKO-TeHeTMYeCcKne wuccnenoBaHnss B COOTBETCTBYHOLLNX
CTPYKTYPHbIX nogpasgeneHnsax MeanumHCKUX opraHm3awmi ocyLecTBISTCA
3a cyeT OHOXETHbIX accurHoBaHunM OroxeToB cybbekToB Poccuinckon
denepaunu.

[Mpn nogo3peHnn nnu BbiIBNEHUN Y NaUMEHTa BPOXAEHHOIo U (Mnu)
HacneacTBEHHOro 3aboneBaHuns, He TpebyoLero cTaunMoHapHOro fieyeHuns,
nauMeHT (a nNpu HanMuMm MeamuMHCKUX MOKas3aHUM U YrfeHbl ero cemMbM)
HanpaBndeTCA Ha KOHCynbTauul K Bpadvy-reHeTUKYy B  MeOUKO-
reHeTMYeCKy KOHCymnbTauui (UeHTp) B cooTtBeTcTBuM C [lopagkom
oKasaHna MeauUMHCKOM MnoMoWwM OONbHbIM C BPOXAEHHbIMU U (UNN)
HacneacTBeHHbIMKU 3aboneBaHnAMIN, yTBEPXOEHHbIM Npukazom MuH3gpasa
Poccun o1 15 Hosbpsa 2012 roga Ne 917H (B ped. oT 21 depans 2020 roaa;
aanee — npukas Ne 917H).

Bpay-reHeTuk  MeaWKO-reHeTMYecKon  KOHCynbTauum  (LeHTpa)
NpPoOBOANT reHeTnyeckoe obcrnegosaHne 60MbHOrO (MpM HeobXo4MMOCTU
N YNIEHOB €ro CembM) W NPU BbIABMIEHUN HACNEACTBEHHOro W (1nn)
BPOXAEHHOro 3aboneBaHuss y OONbLHOMO OCYLIECTBNSAET €ero JieyeHune
B ambynaTopHbIX YCNOBUSIX.

OkaszaHue crieynann3mpoBaHHOM, 3a NCKNIOYEHNEM
BbICOKOTEXHONOMMYHOM, MeANLMHCKOMN NOMOLLN ocyLiecTengaeTcs
B doeaeparnbHbIX roCyaapCTBEHHbLIX MEOULMHCKMX OpraHn3aumsX, HaxoasLwmxcs
B BegeHun MwuH3gpaBa Poccuu, npy HeobxogMmocTu yCTaHOBIEHUS
OKOHYaTEeNbHOrO0 guarHosa B CBSA3M C  HETUMNUYHOCTBID  TeYyeHud
3aboneBaHus, oTcyTCTBUM 3phekTa OT npoBogMMOM Tepanum n ApYrux
onpegeneHHbix npukazom Ne 917H cnydasx.

Mpukazom Ne 917H yctaHoBneHbl Takke [lpaBuna opraHusaumm
OEATENbHOCTU MeOUKO-TeHeTUYECKON KOHCYNbTauuun (LeHTpa), co3gaBaemon
AN OCyLLEeCTBIEHNS NPOdOUNaKTUYECKOW, KOHCYITbTaTUBHOW, ANarHOCTUYECKON
n nedebHon nomoLm 6ONbHLIM C BPOXOEHHBIMU U (MNK) HacneacTBEHHbIMU
3aboneBaHMsIMW, B TOM YMCIle 4NeHaM MUX CeMEN, KOHKPEeTU3NpOBaHbI
YHKUMM MEONKO-TEHETUYECKOM KOHCYNbTauun (LeHTpa), TpeboBaHus K ero
OCHaLLIEHMIO N peKOMeHLaLmn Mo ero CTPYKType.

BepeMeHHbIM nauneHTKam npu BbISBIIEHUN Y XEHLUUHbI N (Unn) ee
My>a (MapTHepa) bakTopoB puUCKa POXAeHUs pebeHka ¢ XpOMOCOMHON UNu
reHHoM naTtosfiormen npoBedeHne MeOUKO-TeHEeTUYEeCKoro uccriegoBaHus
OCYyLLEeCTBNAETCA B COOTBETCTBMM C nNpukazamum MwuH3gpaBa Poccumn
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oT 1 Hosbpa 2012 roga Ne 572H «O6 yTBepxaeHuun lNopsigka okasaHus
MEAMLUMHCKON MNOMOLWM N0 NpPOUII0  «aKyLepcTBO W [MHEKOSOrus
(3a MCKIOYEHMEM UCNOMb30BaHWUS BCMOMOraTeribHbIX  PenpoAyKTUBHbIX
TexHonorun)» n ot 28 gekabpsa 2000 roga Ne 457 «O coBepLueHCTBOBaHUM
npeHaTanbHOM ANArHOCTUKM B MpodounakTuke HacnegCTBEHHbIX U
BPOXOEHHbIX 3aboneBaHun y geTen»), KIIMHUYECKMMU PpeKoMeHAauMsiMu
«HopmanbHas 6epemeHHOCTbY (yTB. MMH3apaBom Poccun).

B uvactm npegnoxeHun B nNpoekTt peweHna CoBeTa no
pervoHasibHomy 3[paBOOXpPaHEHNIO npu CoseTte depepauyum
depepanbHoro CobpaHua Poccuiickon degepaummn nonaraem BO3MOXKHbIM
pekomeHgoBaTb MnMHUCTEPCTBY 3apaBooxpaHeHus Poccuickon denepaunm
akTyanuanposaTtb npuka3d MuHagpaBa Poccun ot 30 gekabpsa 1993 ropa
Ne 316 «O panbHenwem pasBUTUM  MEOUKO-TEHETUYECKON  CryXbbl
MuHucTepcTBa 3gpaBooxpaHeHna Poccunckon degepaunm.
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