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B MeTepbypre co3gaayT nepsbiii B Poccun LIEHTP reHeTUUYECKNX KOMMNETEHLWIA

Tematuka: 340pOBbe U CNOPT

KopropaTveHble HOBOCTY [ata nybnukaumm:  18.11.2022

[ata meponpustus / cobbitna:  17.11.2022
r. CaHkT-lMeTepObypr

Viccneposarenn HVN akywepcTsa v ruHekonorumn nm. [.0. OTTa npefnoxXuny co3garb Ha 6a3e NHCTUTYTa YHUKasIbHbIA
Ans Poccuy LEeHTP reHeTMYeCcKMX KOMMEeTEHL WA, HanpaBeHHbI Ha pa3BUTEe MeAVKO-TeHETUYECKON CyX6bl Ans
YNyulWeHNs penpoayKTMBHOMO 340P0BbS FpadKaaH 1 AeMorpadduyeckoil cutyauum B ctpaHe. MpoekT 6bi1 npeacrasneH 17
HOABOPA Ha KOHPepeHLMKY, NPUYPOYEHHON KO AHIO POXKAEHUS OCHOBATE NS 0TEYECTBEHHON LWKO/Ibl NPeHaTasbHOw
[MarHocTuKu, YneHa-koppecnoHaeHta PAH, ao.m.H., npodeccopa Bnagucnasa Cepreesuya bapaHosa.

Vccneposartenn HAWM akywepcTtBa n ruHekonorum um. [4,.0. OTTa npeg/ioxxuam cosgatb Ha 6a3e MHCTUTyTa
YHUKa/TbHbIN ON151 POCCUM LLEEHTP FrEHETUYECKNX KOMMETEHLMI, HaNpaBAeHHbIN Ha pa3BUTUE MeaMKO-TEHETUYECKO
CNY>6bl A/151 YNyULLEeHUs PenpoayKTMBHOIO 340P0Bbs FrpaXkgaH 1 gemorpadomyecKkor cutyaumnm B ctpaHe. MNMpoekT
6bIN NpeacTaB/ieH 17 HOA6PSA Ha KOHGDEPEHLMN, MPUYPOYEHHON KO AHKO POXKAEHUS OCHOBAaTEN1s OTe4EeCTBEHHOMN
LLKO/Ibl MPEeHaTa/IbHOW ANarHOCTUKK, YneHa-koppecnoHaeHTa PAH, a.Mm.H., npodeccopa Brnagucnasa Cepreesuya
BapaHoBa.

YUéHbliA C MMPOBbLIM MMEHEM YWEN 13 XKN3HU 1 ceHTAbpa 2022 roga. [ yBeKOBEUYEeHUss NaMsATy BbiAAOWErocs reHeTmka
€ro y4yeHvkn 1 nocnegosateny — coTpygHukn HAW nm. OTTa n nx Konnern — MHULUMPOBaN YCTaHOBKY MEMOPUasIbHOM
[0CKM, nocesleHHon B.C. bBapaHoBy, koTopas 6bl1a npeAcTaB/ieHa B pamkax Hay4yHON KOHGpepeHLun, COCTosIBLIECS B
MeTepbypre 17 HOAGPS.

«JInyHbIil BKNag Bnagncnasa CepreesBuya bapaHoBa B pa3BuTrie ropoAcKol CUCTEMbI 34PaBOOXPaHeHus
CaHkT-lMeTepbypra — HeoueHuM. o ero pykoBoACTBOM Oblfia OpraHn3oBaHa ciy>k6a npeHaTaslbHOM AMarHoCTUKN
MeTepbypra. OH 0gHMM 13 NepBbIX BHeApua MeToabl JHK-anarHocTuku B KNIMHUYECKYH NPaKTUKY 1 NOArOTOBUN LeNyto
nnesny BbICOKOKBaIMPULMPOBaHHBIX CMEeLuamcToB, — oTMeTWU BuLe-rybepHaTtop CaHkT-lNeTepbypra Oner Hukonaesmy
Oprawes. — CerogHs 60nbll0e BHUMaHWE yaenseTcs NepCoHNULMPOBaHHOMY NOAX0AY K NPOtOnIakTUKe 1 TeYeHnto
My/bTUdpakTopranbHbIX 3a6oneBaHunin y naumeHToB. OCHOBOMOIOXKHUKOM NPEANKTUBHON MeAMLUUHBI ABNSICA NUMEHHO
Bnagncnas Cepreesny».

MpeHaTanbHas reHeTnka 6bl1a 04HUM U3 FNaBHbIX HanpaeneHuii gestenbHocTn B.C. BapaHoBa. EMy npuHagnekat
npu3HaHHasi MMPOBbLIM HayUHbIM COOGLLECTBOM Uest «TEHETUYECKOr0 NacrnopTa» U KOHLeNUus TECTUPOBAHWS «T€HOB
npeApacnooXXeHHOCTH», CTaBLUMEe MeTOA010MMYeCKOl 6a30ii HOBOrO HaNpaBeHUsi — NPeAVKTUBHOM
(npodhunakTyeckoii) MeauLyHbl. CerofHsl KoeKTUB OTAeNa FeHOMHON MeanumHbl HAW nv. OTTa npogosmkaeTt
pa3BMBaTb 3a/10>KEHHbIE NPodpeccopoM BapaHoBbIM TPAAWLMY, BbIBOAS POCCUIACKYH0 FTEHETUKY Ha HOBbI YPOBEHb.

«MoneKynspHO-reHeTMYecKre TEXHONOTUM B Halleli CTPaHe XOPOLO Pa3BuUThbl, OAHAKO eC/in B KPYMHbIX ropoAax
CCOOPMUPOBASICA KPYT BbICOKOKBAUTMADULIMPOBAHHbIX FTEHETUKOB, TO B APYIMX MECTax CUTyaUus NHas. YUupexxaeHui, rae
BelyTCH UccnefoBaHns B aTOM 061acTu, He MHOTO, Kak 1 MPakTUKYIOWMX Bpayei, 3HaKOMbIX C 3TUMK pa3paboTkamu n
NPUMEHSOLWLMX UX B CBOEW paboTe. Npy 3TOM 0TMEYY, YTO C 3TOl NPo6IEMOi CTa/IK1BaKTCS celivac CUCTeMbI
3/paBooxXpaHeHns no Bcemy Mupy. MeauuvHa Bce 60/blie OnMpaeTCcs Ha reHeTUKy — DOPMUPYIOTCS OHKOreHeTuKa,
KapAnoreHeTrKa v T.4., HO Bpayeli, CNOCO6HbIX MHTEPNPeTpPoBaTb reHeTUYeCKMe AaHHble, OCTPO He xBaTaeT. MoaTomy
CerofHs 04eHb Ba)KHO pa3BMBaTb KOMNETEHUMUM B 061aCTN FEHETUKM», — OTMETUa 3aMecTuTe b AMPEKToPa No Hay4HOM
paboTe MeAVKO-reHeTUYeCKOro Hay4yHoro LieHTpa, npeacenaresib Poccuiickoro obuectsa MegULMHCKNX FTEHETUKOB, 4.M.H.
Bepa J/leoHnaoBHa V>keBckas.

B pamkax KoHdhepeHunn, opraHmsoBaHHoin HAW nm. OTTa npu yyactum 'pynnbl KOMAaHUA «Mol MeaNUMHCKUIA LEHTP>,
y4YeHble NpeacTaBuIM NPOEKT co3aaHusa LleHTpa reHeTnyeckmx KomneTeHumii — 6a3bl 4151 06 beAnHeHNs BeQyLmnx
crneunanncToB, NepeaoBbIX TEXHOMOMMIA N HOBbIX MHCTPYMEHTOB. ViccnegoBaTenn yBepeHsbl, YTO Takas niouagka



MO3BO/IUT aKKyMy/IIPOBaThb BCE PECYPChl OTEUYECTBEHHOI MEAMLIMHCKON FeHETUKM 1 CAeNaTb ANArHoCTrKy 6oee
KaueCTBEHHOI 1 [OCTYNHOW AN nauueHToB. Cpeam 3ajay LieHTpa — opraHv3alysi FTeHeTUYECKOr0 NMPOCBELLEeHUs
poccusiH, 3PPEKTNBHOIO B3aUMOAECTBISA BEAYLMX CNELVAIMCTOB pasHbiX Npodoueld, rpaHToBast Nnoaaepykka Mooabix
YYEHbIX.

«Bce 6onee akTyasibHbIM CTAHOBUTCS 3arpoc NaLuMeHToB Ha NPoBeAeHMe 3KCNepTU3bl N0 pe3dy/ibTaTtam reHeTUYecKoro
TecTupoBaHusl. KoHCynbTaluumm 04HOI0o reHeTuKa Uan fnevailero Bpaya 34ecb He4oCTaTOYHO, HEOOX0ANM KOHCUANYM,
npuyem B pasHbIX CryYasix HY>XHO NpuBeKaTb Pa3HbIX 3KCNEPTOB — He TOIbKO MeAMKOB, HO U MOMEKY/IAPHbLIX 6UO0r0B,
6uonHpopmMaTrKOB, NMCUXOSIOIOB, U AaXKe PUCTOB. O6beanHeHNEe CNEeLNaIMCTOB, 06/1a4atoWmX HY>KHbIMA
KOMMETEHLMAMMW, NO3BO/IUT HaM BbINOIHATbL Y Takne aKCnepTu3bl, U, HanpruMep, OLLEHKY Hay4HbIX NpoekToB. Kpome Toro,
3TO AAacT BO3MOXKHOCTb BO B3avMOAENCTBUM C OpraHamv BacTu 1 APYrMMU MEAULIMHCKUMY YUYPEXKAEHMAMN 3anycKaTb
NUIOTHbIE NPOEKTbI, OCYLLECTBAASA TpaHCep TEXHONOIMI U3 HayYHbIX LIEHTPOB B MPakTUYeCKoe 34paBOOXpaHeHne», —
pacckasas pykoBoAuTeNb oTAena reHomHon meanumHel HAW um. OTTa, A4.6.H. AHgpeli Cepreesuy [(10TOB.

IMpumepom ycrewHo peannsaLym Takoro NpoeKTa ABASeTCS NUIOTHbIA CKPUHWUHT HOBOPOXKEHHbIX B MNeTepbypre,
KOTOPpbIV 6bin 3anyweH HAM uv. OTTa npu nogaep>kke KommteTa no 34paBooxpaHeHnto B KoHue 2021 roga. CKPUHUHE
NPOBOAUTCSA C UCMOMb30BaHNEM NEPBOr0 OTEYECTBEHHOMO TeCTa A/151 BbIABIEHNS CNUHABHON MblweyHoli atpodnm (CMA),
pa3paboTaHHOro creyuanucTaMmn NHCTUTYTAa, rae y>ke 6onee 20 neT BefyTCA UCCNefoBaHNs 3Toro 3abonesBaHuns u ero
npevMniaTalMoHHas n npeHatasibHasa AvarHoctuka. 3a rog Meguku o6cnefosanm 0Kono 36 ThiCAY HOBOPOXKAEHHbIX,
BbISIBMB nopsifika 700 HocuTeneli 3abonesanus 1 4 cnydass CMA. MNpoao/mKUTEeNbHOCTb XXU3HN NaLUeHTOB C 3TOW
60M1e3Hblo, KaK Npasusio, He NPeBbIWaeT ABYX NIET, HO, €C/V BbIABUTb €€ 1 HayaTb Tepanuio A0 NosBIeHNS CUMNTOMOB,
MO>XHO ,06MTbCA MOTHOrO U3neveHuns. [etu, y KOTopblx 6bl1a 06Hapy>KeHa onacHas nartonorus, CMoryT nonyynTb
nedyeHve 6narogaps napTHepy npoekTa, hoHay «Kpyr fobpax», a HocuTenn 3abonesaHns — caenarb 0CO3HaHHbIN
penpoayKTUBHbIV BbIGOP B OyAyLieM.

«["eHeTNYeCKy NaTo/IorM MOXXHO BbISIBNIATL HA Pa3HbiX 3Tanax: nocsie PoXxKAeHNs BO3MOXHO MPOBECTN HEOHATaIbHbIN
CcKpuHuHr. C 2023 rofa B Poccun paclumpseTcs nporpamma HeoHaTaslbHOro CKpUHUHIa o 36 HacneACcTBEHHbIX
3ab60/51eBaHunii, 1 3TO, 6E3YCI0BHO, BXKHBII LAl K paHHel AMarHOCTVKE reHeTUYEeCcKol naTonorun. Ha npeHaTasibHOM
3Tane BO3MOXXHO NPUMEHEHNE HEVHBA3UBHOIO NpeHaTabHoro Tecta. HAMT — 6e3onacHbiii 4518 Matepu 1 naoaa MeTog,
KOTOpbIV NO3BOMSET BbIABASATbL PUCKN B TOM YMCE PEAKUX XPOMOCOMHbIX NaTO/I0MMIA, KOTOPblE HEBO3MOXKHO 0OHapPY>X1Tb
WHbIM CNOCO60M. HOCUTENbCTBO HEKOTOPBIX FTEHETUYECKMX NaTONOrNiA MOXKHO ONpesennTb Ha aTane niaHMpoBaHus
6epeMeHHOCTU. Hanpumep, ecnm roBOPUTb O CMMHA/IbHOW MbileYHOM aTpodomu, TO, N0 CTATUCTMKE, ee HOCUTEeNeM
SABNSAETCS KaxKAbli 36-/i YeNOBEK, TO €CTb CUTyauusl, Korga ob6a poanTens UMeT NOBPEXKAEHHbIN reH — He peaKocThb, U B
25% cnyvaeB y Takux nap poxkgaetcs pebeHok co CMA. IMoaTomy 6b1710 661 30EKTUBHO B 4ONOHEHNE K
HeoHaTa/lbHOMY U NpeHaTa/lbHOMY CKPUHUHTY BHEAPUTb TakKXKe CKPUHUHI HA HOCUTE/IbCTBO HACNeACTBEHHbIX
3a60n1eBaHuli», — NoAYEPKHYNA MEANLMHCKUA ANPEKTOP KOMNaHUM «OBOreH», K.M.H. EneHa EBreHbeBHa BapaHoBa.

CneumanucTbl y6eXxxaeHbl, 4To Byayliee 34paBoOXpaHeHns — 3a NPeAMKTUBHON MeanUMHONM, T.e. NpeaoTBpalleHnem
3a601eBaHWii. YunTbiBas 061yt AeMOrpadoMUecKyo CUTyaumio (CHUXKEHNE POXKAAEMOCTH, YBENMUEHME BO3pacTa
poauTenei u oM comaTuyecknx 3aboneBaHunin y H1UX), BONpoChl penpoayKTUBHOMO 340P0BbSA U COXPaHEHUS 300POBOM
6epeMeHHOCTI CeroHs BbIXOAAT Ha NePBbI NaH. 1 0CHOBa peleHnst 3TUX 3a4a4 — FreHeTUYEeCKNe TEXHOOTUN.

«["eHeTVKa 3a nocnegHve rogpl ctana gpaviBepom passuTusa MeauLnHbl. TOT YHUKAbHbIA ONbIT, KOTOPbIV Obl1 HAKOM/EH B
MHcTutyTe nm. [.0. OTTa, rae 6bina oTKpbITa 04Ha U3 NepBbIX B Hallein cTpaHe nabopatopus NpeHaTabHoM
[OVarHoCTUKN HacNeACTBEHHbIX U BPOXKAEHHbIX 60M1e3Hell, HeBO3MOXKHO MepeoLeHnTb. B 3Tom rogy naboparopum
ncnonHunock 35 neT. 34ecb U CerogHa BefyTca nepefosble UCCef0BaHns, B TOM YAC/E C NPUMEHEHNEM YHUKASTbHBIX
MMNOPTO3aMeLLaoWMX TEXHOMNOI M. YBepeH, 6narofapsa pasBuTUIO FeHETUYECKNX UCCnef0BaHunii B 6yAyLeM Mbl CMOXKEM
aphekTMBHO 06ecneumBaTb MEAMLIMHCKYO 6€30MacHOCTb BCEro rocygapcrsa», — oTMeTwn Npegcegarens Coseta
AnpekTopos MK «Moi megnumHCKUiA LieHTp» Bnagncnas Bnagvcnasosuy bapaHos.

MocTosiHHas cebinka Ha MmaTepuan: http://smi2go.ru/publications/148075/
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