Pe3osronust 3xcnepToB B 00J1aCTH MEAMIUHCKOM FreHETUKHU, YJICHOB
Poccuiickoro o01mecTBa MeTHIIHHCKUX T€eHETHKOB
110 UTOraM KPYIVIOI0 €ToJia Ha TeMy «OrnpeneieHrne YeTKUX KPpUTepHeB
oTOopa 3a00/1eBaHuil 1J151 CKPMHHUHIAa HOCUTEJIbCTBA B Poccuiickoi
Denepanuu ¥ KpUTEpHEB 1JIS ONPeAeJIeHUs] KPYra JIMI BbICOKOI0 PUCKA, ISl
KOTOPBIX TAKOE TECTUPOBAHUE MTOKA3AHO)

ropox Cankr-IletepOypr 23 nrona 2023 roga

Ha 6a3e ®enepanbHOro rocy1apcTBEHHOTO OIOKETHOTO HAy4YHOTO yupexkaenus « Hayuno-
MCCJIEe10BaTENbCKUA MHCTUTYT aKyILIEPCTBA, TMHEKOJIOTHH U penpoaykToiaoruu um. 1.0. Ortra» 23
utoHs 2023 r ObUT HpOBeACH KpyIibld cTon Ha TeMy «OrmpeneneHue KpUTEpUEB oTOOpa
3a0oJeBaHui AJ CKpUHUHTAa HOCUTENNbCTBA B Poccuiickoit denepannu u onpeaeneHus Kpyra Juil,
KOTOPBIM TaKO€ TECTUPOBAHUE MMOKA3aHO» (J1ajiee — KPYIIbIH CTOJI, MEPOIPUSTUE) C YUaCTHEM
skcriepToB  OOmEepocCHiiCKX — OOLIECTBEHHBIX — opranm3anuii:  Poccuiickoro — oOmiectsa
MEIMIIMHCKUX TeHETHKOB, Poccuiickoro o0mecTBa axkymepoB-THHEKONOroB, Poccuiickoit
Acconuanuu Penponykimu YenoBeka, MHBIX HEKOMMEPYECKUX OpraHU3anuil B chepe 3aiiuThl
MpaB MaIMEHTOB, KCIIEPTOB B 00JACTH MEIUIIMHCKOW T€HETHUKUA U OMOMEIUIIMHBI, TICUXOJIOTHH,
IOPUCTIPYACHIINH, TIPEJCTABUTEIIEH TOCYIapCTBEHHBIX U YACTHBIX T€HETUUYECKUX JTA00OpaTOpHUid.
bblmm paccMOTpeHBl OCHOBHBIE ATHUKO-TIPABOBBIE BONPOCHI CKPUHUHTA HOCHTENIBCTBA
TeHETUYECKUX BApUAHTOB, OTBETCTBEHHBIX 32 Pa3BUTHE HACIEICTBEHHBIX 3a00JeBaHMil (1anee -
CKpUHHMHI HOCHUTEIHCTBA), B TOM YHCJI€ Ha MPEKOHIENIIMOHHOM JTare, Y4YTeHBl PEe3yJbTaThl
W3Y4YCHHUS] KIMHUKO-TEHETHUYECKOW TeTEPOT€HHOCTH W PAaCIpPOCTPAHEHHOCTH HACIEICTBEHHBIX
3a005IeBaHU B Pa3IUYHBIX MOMYIAIUsax Poccuu, mpoaHann3upoBaHbl 3apyOeKHBIE TPOTPaMMBbI
CKpUHUHTA HOCUTEIHCTBA MOHOT€HHBIX 00JI€3HEH, yuTeHa CIOKUBIIASICS MEIUITMHCKAS TPAKTHKA
0 TIPEKOHTIEMIIIUOHHOMY TECTUPOBAHUIO U MTPOPUITAKTHKE HACICICTBEHHOM IMaTOJIOTHH.
Yuyactauku Kpyriioro crosia nocranoBu/Iu:
1. Tlom CKpPUHHMHIOM HOCHUTENLCTBA CJEAyeT IMOHUMATh KOMIUIEKC MEpOMNpPUATHH,
HampaBlIEHHBIX Ha TMpPEJOCTaBlIeHHE OOcCIenyeMbIM TpakaaHaMm HHGOpPMAIUH O
HaJIMIUU Y HUX TEHETUYECKUX BaPUAHTOB, HECYIIMX MOTEHIIUAIBHBINA PUCK Pa3BUTHS
HaCJIEJICTBEHHBIX 3a00JI€BaHUI Y TTOTOMCTBA.

2. Pe3ynbraT CKpUHUHTA HOCUTEIIBCTBA MOXET OBITH MCIOIB30BaH JJISi OCYIIECTBICHUS
WH()OPMUPOBAHHOTO PEMPOAYKTHUBHOTO BBIOOpa TpakJaHWHA, HANPaBIECHHOTO Ha

CHMIXXCHHEC PUCKA POXKIACHUA ,Z[CTCP'I C HaCJICACTBCHHBIMHU 3a00JIEBaHUSMU.



3. CKpHHUHI HOCUTEJIbCTBA MOXKET ObITh PEKOMEH/IOBAH:

1) rpaxnaHam, IJIAaHUPYIOUUM pPOXKICHHE peOCHKA €CTECTBEHHBIM IyTEM HWIIH C
HCIOJIb30BAaHUEM IIPOrPaMM BCIIOMOIaTeIbHbIA PENPOTYKTUBHBIX TEXHOJIOTUH (nanee
— BPT) (MyXuMHaM M >KEHIMHAM, KaK COCTOSILMM, TaK U HE COCTOALIMM B Opake,
OAMHOKOM J>KEHIMHE, Jajiee - IMOTEHUHAJIbHbIE PpOJUTENH; Jajee - TIpymnna
MONYJISIIUOHHOTO PUCKA),

2) TOHOpaM PENPOLYKTUBHOTO MaTepuaia,

3) NOTEeHIMAIBHBIM POAUTEIISM, UMEIOILUM JIETeH € yCTaHOBJICHHBIM HAaCJIEICTBEHHBIM
3a00J€BaHUEM WM PEHNPOAYKTHBHbIE IOTEPU C YCTAHOBIEHHOM TI€HETHUYEeCKON
MPUYMHON; MOTEHIMAIBHBIM POJUTEISIM, POJICTBEHHUKAaMHU 1-2 CTEmeHH pojaCTBa
KOTOpPBbIX SIBJSIIOTCS JIMIIA C YCTAHOBJEHHBIM HACJIEJACTBEHHBIM 3a00JIEBaHHUEM;
NOTEHIMAIBHBIM POAUTEIISM, CPEAN KOTOPBIX XOTSI ObI OJIMH SIBJIIETCS yCTaHOBICHHBIM
HOCHTEJIEM HAcJeICTBEHHOT0 3a001eBaHus (Jjajiee - IpyIlNa BHICOKOTO PUCKA).
CKpUHUHT HOCUTEJIBCTBA BBIMOIHSIETCS 10 JKEJIaHUIO TpakJaHUHA.

4. CKpUHUHT HOCUTENHLCTBA BKIIOYaeT B ce0s JoTecTtoBoe HMHGPOPMUPOBAHUE,
o0s13aTenbHOE  MH(MOPMUPOBAHHOE JOOpPOBOJIBHOE COIVIaCME€ Ha TECTHPOBAHUE,
1a00paTOpHOE TEHETHUECKOE MCCIIeI0OBaHUE U MOCIETECTOBOE MEIUKO-TEHETUYECKOe
KOHCYJIBTUPOBAHHUE TPU BBISIBICHUU Y MOTEHIHAIBHBIX POAUTENEH BBICOKOTO pHCKa
POXAECHUS IeTeH ¢ HACIEICTBEHHBIMU 3a00I€BaHUSIMH.

5. V¥V i c BBIABIEHHBIM 0 HMTOTaM CKPUHUHTA HOCUTEIHCTBA BBICOKUM PUCKOM
pOXKIEHUs JeTell C HacJeACTBEHHbIMHU 3a00JeBaHUAMHU  HH(OPMHPOBAHHBIN
PETPOAYKTUBHBIA BBHIOOp MOMKET BKJIIOYaTh, B YACTHOCTH: TIPUHSATHE PHCKOB
BO3MOYKHOTO POXJIEHUSI peOCHKa C HACJIECTBEHHBIM 3a00J€BaHHEM, €CTECTBEHHYIO
OepeMEeHHOCTh C NpeHaTaJbHONH JUAarHOCTUKOM, OEpeMEHHOCTh C HPUMEHEHHEM
metonoB BPT (B ToMm uucine, ¢ mpUMEHEHHEM MPEUMIUIATAIIHOHHOTO TeHETUYECKOTO
tectupoBanus (nanee — I1I'T) ans momydeHHBIX 3MOPHOHOB), COMPOBOXKIAIOLTYIOCS
MpeHaTaJbHOW TUArHOCTUKOW, MCIIOIB30BaHUE JOHOPCKOrOo OMomMarepuaia, OTKa3 OT
OepeMeHHOCTH, YCHIHOBJICHHE/yI0uepeHne peObeHKa.

6. LlenecoobpaszHo pa3paboTarh U BKIIOYUTH B MOJATOTOBKY Bpayeil (B MEpBYIO o4epes,
Bpaueii-aKyepoB-THHEKOJIOTOB, Bpade-reHeTUKOB) 0o0pa3oBaTeIbHbIE MPOTPAMMBI,
JTUCHUIUIMHBI WM MOJYJIM, OXBAThIBAIOIIKE TPOOJIEMATUKy CKPUHHHIAa HOCUTEIbCTBA.

7. PesynabraThl NHMJIOTHBIX HAyYHBIX MPOEKTOB CKPUHUHIA HOCUTEIHCTBA, IPOBOANMBIE B
benepanbHBIX ~ HAayYHBIX MEIWIMHCKMX OpPraHM3alUsAX U  TOCYIAapCTBEHHBIX
00pa3oBaTenbHbIX OPraHU3aALUAX BBICIIEr0 00Pa30BaHMsl, OCYLIECTBISAIONINX HAyUYHYIO

U MCIUIUHCKYIO JICATCIBHOCTHb, a4 TAKXEC B HAYYHO-UCCIICAOBATCIIBCKUX ILEHTPAX



Poccuiickoil akameMun HayK, IOJDKHBI CTaTh OCHOBOHM JJISI OLEHKU MPAKTHYECKOH
3HAYMMOCTH JAHHOTO BHUJIa TCHETUYECKOTO O0CIICIOBAHHUS.

8. CKpUHUHI HOCHUTEIBCTBA B TpYyIIe MNOMYISIUOHHOTO pPHCKa MPOBOIAT HAa
NOOpOBOJIBHOM OCHOBE B paMkax ()OPMUPOBAHHS KOHIIETILIMA OTBETCTBEHHOTO
POIUTENHCTBA 32 CUET CPEACTB IPAXKIAH U/UITU IOPUINYECKUX JIULL.

8.1 B CKpHHHHT HOCHTEIHCTBA MOTYT OBITh BKJIFOUEHBI 00s13aTeIbHBIC U TIOTIOJTHUTEIHHBIC
3a0oseBaHusl.

8.2 CkpuHHHT Ha 00s3aTeIbHbIC 3a00JIEBaHUS MPOBOIAT BO BeeX cyObekTax PD, Bo Bcex
(benepanbHBIX TEPPUTOPHUSAX U JUISI BCEX ITHUYECKUX TPYIIIL.

8.3 CkpuHUHT Ha JIONOJHUTENbHBIC 3a00JIEBaHUS TPOBOIAT C YYETOM JSTHUYCCKON
MIPUHAIIC)KHOCTH M PETHOHAIBHBIX 0COOSHHOCTEH.

8.4 Kpurepun ans BKJIIOUEHUS 3a00JieBaHUN B OCHOBHOUM U JOMOJIHUTENbHBIN CIHUCKU
OTIPE/ICTISIIOTCSL DKCIepTaMu MPOo(eCcCCHOHANBHBIX COOOIIECTB C YYETOM YacTOTHI
HOCHTEIILCTBA, TSHKECTH 3a00ICBAHUS U T.]I.

9. CkpuHUHT HOCHTEIBCTBA IS JIOHOPOB PEIPOTYKTHBHOTO MaTepHalia JIOJIKECH OBITh
00s13aTeIbHBIM.

9.1 CkpuHUHT HOCHTENbCTBA B JAaHHOUM TpYIE MPOBOISAT 3a CUET CPEACTB Tpa)kaaH,
KEJTAIONTUX BOCITOIE30BaThCS PEMPOAYKTUBHBIMHI MaTEpHAIaMU, H/HITU FIOPHINICCKUX
JIUTL, TPETOCTABIISIFOIINX TaKUe MaTepUaIIbL.

9.2 B CKpUHHUHT HOCHTENHCTBA BKIIOYAIOT 3a00JI€BaHUsI B COOTBETCTBUU C KPUTEPUSIMHU,
YCTaHOBJICHHBIMH B 1. 8.2-8.3 HacTOSIIENH PE30TIOLHNH.

10. HeoOxomuMo pa3paboTaTh HOPMATHBHBIE JOKYMEHTHI, ITO3BOJISIOIIAE BKJIFOYUTH
CKPUHHUHT HOCHTEIHCTBA B TPYIINE BHICOKOTO PUCKA B TIEPEYCHD MEIUIIMHCKHUX YCIYT U
(¢buHaHCUpOBaTh €r0 B paMKax MpOrpaMMmbl 00S3aTEIbHOTO  MEAUIIMHCKOTO
CTpaxoBaHUSI.

10.1.CkpHHUHT HOCHTEILCTBA B TPYIIIIEC BHICOKOTO PHCKA JIOKEH 00s3aTeIIbHO BKITIOYATH

TeCTHpOBaHHE 3a00JI€BaHUS, HOCHTEIBCTBO KOTOporo (wim OoJsie3Hb) ObLTa
yCTaHOBJICHA paHee.

10.2.CxkpuHUHT Ha WHBIE 3200I€BaHUS MOXKET OBITH PEKOMEHIOBAH JaHHOM TPYIIE prCKa

TOJBKO B pamMKax (OpPMHpOBAHHS KOHIICTIIIMH OTBETCTBEHHOTO POIUTEIILCTBA B
COOTBETCTBUU C KPUTEPHUSIMHU, YCTAHOBIICHHBIMU B I1. 8.2-8.3 HACTOSIIEH PE30TIOIUN

11. Cnemyer mnpemycMOTpeTh oOecCleYeHHe 3a CYEeT CpPEeACTB MPOrpaMM OKa3aHUs
BBICOKOTEXHOJIOTHYECKOH MEIUIIMHCKON TIOMOIIM WJIA TPOrpaMM 00S3aTeIbHOTO
MEAMIIMHCKOTO CTPAaXOBaHUs MPOBEIECHUE MPEHATaJIbHOM TUArHOCTHKH, MPOBEICHUE

npornenyp BPT ¢ III'T smOproHOB, nmpeHaTaqbHON TMArHOCTUKON NP HACTYIUICHUH



OepeMEHHOCTH CyNpyraM ¢ yCTaHOBJICHHBIM B pe3yibTaTe CKPUHHUHTA HOCHUTEIbCTBA
BBICOKMM PUCKOM POXKJICHUSI peOSHKA C HACJIEeICTBEHHBIM 3200JIeBaHUEM.

12. YrouHeHus, MONOMHEHHWS W PAa3BUTUE JAHHBIX PEKOMEHIAIMH JOJDKHO OBITh
3aKperyieH0 3a Mpo(ecCHOHANIbHBIM MEIUIUHCKAM COOOIECTBOM B OOJIACTH

MCHHHHHCKOﬁ ICHCTHUKU YCIIOBCKA, PECIIPOAYKIIMU 1 MOHGKYJIHPHOI;'I MCIWIIMHBI.



