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AKTyanbHOCTb. [1pobAeMbl MpeHaTaAbHOW AMArHOCTU-
KM XPOMOCOMHbIX 3aboAeBaHWI B neauaTpun TpebytoT 3Ha-
HUW, METOAMK W TECHOTO KOHTaKTa POAWUTEAEN C Bpayvamu.
CBoeBpeMeHHass AMArHOCTMKa NpeAoTBpalLaeT POoXAEeHWe
AETEN C MHOXECTBEHHbIMU @aHOMAAUSIMM, YAYULLIAET KayecTBO
XWU3HU CEMbU.

LleAb uccnepoBaHusaA. [poOBECTV aHAAU3 KAMHUYECKOTO CAY-
yana pebeHka, POXAEHHOTO C MHOXECTBEHHBIMW aHOMaAUSMKU
pas3BuTUS.

MauueHTbl U MeToAbl. B AaHHOM MccaepoBaHUK 0606LLe-
Hbl U NPOaHaAU3UPOBaHbI PE3YALTaTbl KOMMAEKCHOIO 06CAEAO-
BaHWA MauMeHTa C reHeTMYeckon aHOMaAuerh — CUHAPOMOM
AayHa B pasAMYHbIX MEAWUMHCKUX OpraHW3aumsax Ha aHTeHa-
TaAbHOM W MOCTHaTaAbHOM 3Tanax. [peAcTaBAeH KAMHWYECKUIA
CAyYal, rae 3aboneBaHve BbINO AMArHOCTUPOBAHO Ha PaHHUX
cpokax 6epeMeHHOCTU. POAWMTEAM MPUHSIAM pELUEeHWe coxpa-
HWUTb BEPEMEHHOCTb, HECMOTPS Ha MEAULMHCKME PEKOMEHAR-
umun. MoaApobHO onucaHo AanbHellee BepeHWe GepeMeHHo-
cTH, obcaepOBaHKE U AeYEHWE HOBOPOXAEHHOTO.

Pe3ynbTaTtbl. PebeHok OblA pPOXAEH Ha cpoke 38 Hea
yeTBEPTbIM B CEMbE OT poauTeneir (42 ropa otuy, 41 roa
MaTepu) 6€3 HaCAeACTBEHHOW OTAroweHHOCTU. Mpeablaylive
AETU BCE POXAEHBI B CPOK M 6e3 natorornn. Y3U Ha 12-i1 Hea
BbIIBUAO paCLUMPEHUE TOALLMHBI BOPOTHMKOBOIO MpPOCTPaH-
CTBa, MMMOMNAA3WI0 KOCTEW Hoca. YUuTbiBas AaHHbIE CKpU-
HWHra, Ha cpoke 15 Hep Bpay-reHeTUK BbICTaBAAET BbICOKMI
PUCK BPOXAEHHbIX NMOPOKOB pa3Butus (BMP) y BHYTpUYyTPOO-

Horo pebeHka. lpoBeaeHa 6Gecepa O BO3MOXHbIX PUCKaXx
XPOMOCOMHOM naTtonorun wu BIP. Ha npeHatanbHOM 3Ttane
Ha 21- Hep npu Y3U 6biIA AMArHOCTMPOBAH BPOXAEHHbIN
nopok cepaua (BIC): pedekT MexkenyaA0uKOBOM NMeperopoa-
KW C pacllenreHUeM KAaanaHoB M 06pa3oBaHMEM EAMHOro
AV-kaHana. Mo pelleHnto NnepuHaTaAbHOr0 KOHCUAMYMa ObIAO
nokasaHo npepbiBaHWe HepeMeHHOCTU. launeHTKa oTkasa-
Aacb. AanbHellee BepeHWe GepeMeHHOCTH MPOBOAMAOCH
B cooTBeTcTBMM C [Mprkazom MuH3ppaBa Poccun Ne 1130.
B PecnybAMKaHCKOM KAMHWUYECKOM MNepUHaTaAbHOM LEHTpe
6bIAM NPOBEAEHbI CPOUHbIE POAbI. Mo pesyabTatam 06cAeA0-
BaHUs pebeHKy OblA BbiCTaBAEH AMarHos: «1. BpoxaeHHan
NMHEBMOHWSA, CPEAHEN TAXECTM, OCTpoe TeyeHue, AbIXaTenb-
Has HepoctatouyHocTb Il cteneHun. 2. BIMC — o06LWWMIA OTKPbI-
Tbli @aTPUOBEHTPUKYASIPHBIM KaHaA. [Mnonaasva Ayrv apTbl.
OTKPbITbIM apTepuranbHbiiM NPOTOK. CoMyTCTBYHOLLME: CUHAPOM
AayHa, npoctaa ¢opma. [MNOKCMUYECKU-ULLEMUYECKOE MOpa-
xeHue LHC».

3akatoueHue. CBoeBpeMeHHas NpeHaTaAbHas AMarHOCTuU-
Ka Mo3BOASET M3bexaTb POXAEHWA AETEN C MHOXECTBEHHbI-
MW @aHOMaAUAMMK Pa3BWUTUA, YTO 3HAUUTEABHO CHUXAET PUCK
OCAOXHEHWUI M YyAyYLLAET NPOrHo3 AAS 3A0POBbsi M BAarono-
Ay4YMsi ceMbM. PelieHne poanTeAEl COXpaHWTb BepeMeHHOCTb,
HECMOTPSA Ha BbICOKWE PUCKK, TPebyeT yBaXeHUst 1 MOHWMa-
HUsi. OAHAKO B TaKMX CAyYasx BaXKHO NPEAOCTaBUTb CEMbE BCHO
MHGOPMALIMIO O BO3MOXHbIX MCXOAAX, OCAOXKHEHUAX U METOAAX
MX NPeAOTBPaLLEHUS.
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WCKUI NeAuaTpUueCKUM XXypHanA.
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