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IHeab uccienroBanu:

OUeHUTh  KIMHUYECKME M  AMOPHOJOTMYECKHE OCOOCHHOCTH  HM30JUPOBAHHOIO
PEAYKIIMOHHOTO JAe(eKTa AUCTATBLHOIO OTJEJIa HUKHEW KOHEYHOCTH Yy HEAOHOIIEHHOTO
HOBOPOXXJAEHHOIO U IPOAHAIU3UPOBATH COBPEMEHHBIE MOJIEKYISIPHO-TEHETUYECKUE
NOAXOAbl K JUArHOCTHUKE TakKuX JE(PEKTOB C MEIbl0 pa3pabOTKH OO0O0CHOBAHHOTO
MIOATAIIHOTO aJIropuTMa 00CIIeAOBaHUS.
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MarepuaJjbl 1 METOIDI.

IIpoBe€H KIMHUKO-UHCTPYMEHTAIbHBIA aHAJIU3 COCTOSHHUS HOBOPOXKIEHHOTO MYKCKOIO
nojia, poXXAEHHOro Ha 36-H Henele recTaluyd OT IepBOM 0epEeMEHHOCTH, OCI0KHEHHOMN
IeCTAl[MOHHOM TUNEPTCH3UEH W MNPEKICBPEMEHHBIM pPa3pbIBOM ILIOJHBIX OO0OJIOUEK.
Macca tena npu poxaenuu - 2590r, guna - 49 cwm.

OO0cnemoBaHre BKJIOYAJIO PEHTTCHOrpa(ui0 HHUKHUX KOHEYHOCTEH, HEMPOCOHOTpaduIo,
XOKapAUOrpauio, YIBTPA3BYKOBOE MCCIEAOBAHUE OPraHOB OPIONIHOM IOJOCTH,
1a00paTOPHBIE aHAJIM3bI ¥ KOHCYJIBTAMU OPO(PUIBHBIX CIIEIIHUAIMCTOB.

C y4é€roM u30aUpOBaHHOIO (eHoruna pexkoMengosaHo nposeaeHne CMA kak tecrta
nepBor jguHUKM ¢ nociaeayromuM NGS mpu oTpuuareabHOM pesyibrare. Ha MomeHT
ITOJITOTOBKY TE€3UCA MOJIEKYIAPHO-TEHETUYECKOE TECTUPOBAHNUE HE BBITIOJIHEHO.

[IpoBenén cucremaru3upoBaHHbIA 0030p myomukamuii 2021-2025 rr. B 6a3e PubMed no
BOIIPOCAM I'€HETUKHU U TUarHoctuku P/IK.
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Pe3yabTaThl HCCJIE10BAHUSA.
VY nmauueHTa BbISIBICHBI.
— orcyrctBue |l u IV nanbles J1€BOM CTOIIBI;
— TUIOIJIA3HUsl CTOIIbI,
— YKOPOYECHHE JICBOW HUKHEW KOHEYHOCTH;
— BapycHas aedhopMalus CTOMbI.

CucTteMHble aHOMAJIMM BHYTPEHHHUX OpPraHOB HE OOHapyeHbl. HelpocoHorpadus BbISBUIIa IPU3HAKU
nepeOpanpHoii umemMun | crenenu. JlabopaTOpHO OTMEUAIMCh HENpsMas TUINCPOUIUPYOMHEMUS MU
OTHOCHUTENbHAS TTOJUITATEMUS.

ComacHO JaHHBIM KOTOPTHBIX HccienoBanuii, P/IK XxapakTepusyroTcs BBIpOKEHHOM TE€HETHYECKOM H
(dbeHoTunuuecko BapuadenbHOCThI0. CMA neMoHCTpUpYyeT BBICOKYHO A(M(PEKTUBHOCTHL B BBISIBICHUU
CyOMHUKPOCKOIIMYECKUX XPOMOCOMHBIX IlepecTpoek, a npumeHeHue NGS-maHeneld IOBBIIIAET
JTUAarHOCTUYECKYI PE3yJIbTaTUBHOCTh 3a CYET MACHTU(UKAIIMA MYyTallMid B reHax pPa3BUTUA KOHEYHOCTH

(HOXD13, SHH, WNT3 u ap.).

Jla>xe mpu OTCYTCTBUM CHHAPOMAJIBHOrO (DEHOTHUIIA HE HCKIIOYACTCS HAIMYUE MUKPOICICIUA WU
MOHOI'€HHBIX BAPUAHTOB. B MPEICTABIEHHOM CIy4Yae U30JIUPOBAHHOCTh MOPOKA HE OTMEHSET MOKA3aHUU K
reHeTudeckor Bepudukanuu. Kpome Toro, oocyxkaaercs BO3MOXKHAsl POJib COCYAUCTBIX HapyIICHUH B

maToreHe3e pagy EMEFHI F1e(eKTOB.

semeymedicaluniversity SSMU official



IlpakTHyeckast 3HAYUMOCThD .

[Togu€pkuBaeT HEOOXOAMMOCTh MOATAIIHOM MOJIEKYISIPHO-TEHETUUECKON JIUarHOCTHUKH
OpyU U30JUPOBAHHBIX PEIYKIHUOHHBIX JE(PEKTaX KOHEYHOCTEW, ITOBBIIIAET TOYHOCTH
IIPOTHO3UPOBAHUS PA3BUTUI KOHEYHOCTH H ONTUMH3UPYET MEIUKO-TEHETHYECKOE
KOHCYJIBTUPOBAHUE CEMEN.
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BniBoabl.

1. W3zonupoBaHHBIE PEAYKIIMOHHBIC J1€(DEKThl KOHEYHOCTEH TpPEOYIOT MOJIEKYISIPHO-
TCHETUYECKON CTPaTU(PUKALIUY.

2. Oranuaeii anroputMm (kapuotun — CMA — NGS) cooTBETCTBYeT COBPEMEHHBIM
MEXKIYHapOIHBIM PEKOMEHIAITUSIM.

3. OTCcyTCTBHE BHIPAXKEHHOTIO CHMHAPOMAIBLHOIO (PEHOTHNA HE MCKIIOYAET M'eHETUYECKYIO
npupoay aedeKra.

4. PaHHsIs reHeTHYecKass BepU(pHKAIAS ONTUMHU3UPYET HPOTHO3MPOBAHUE M MEIUKO-
TEHETUYECKOE KOHCYJIbTUPOBAHUE CEMBH.

5. I/IHTCFpaI_[I/I}I COBPCMCHHBIX I'CHOMHBIX TEXHOJIOTUU B HCOHATOJIOTHYCCKYIO IIPAKTHUKY
ITOBBIIIIACT KAaYCCTBO ANAI'HOCTHUKHU BpO)KI[éHHBIX aHOMAJIUU.
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