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MA/IbNMK  AeBOYKa

1161'1"61}/ POKLAOTCA C NCTIVIHHOW 11peHAld)/1bHON 1'11110111d311€eN (Hd £O0 — OV /o
HVDKe CPeTHMX BeJINUVH), KOTOPYIO HeJIb3s OOBICHUTH HEOOJIBIIION
HeJOHOIIIEHHOCTBIO (CpeqHMII CpoK OepemeHHOCTV 38,5 Hezlellb).



MHo>XecTBeHHbIE IIOPOKM Pa3sBUTHUA OTUYETIIVMBO 3aMEeTHBI 11 HeIIOCPEeACTBEHHO
o6yCHaBJIMBaIOT MaJTyI0 IIPOOOJDKUTEIIbHOCTD JKM3HM JeTel C JaHHOV ITaTOJIOT Ve,
Hecmotps Ha TO, 4TO et corjiacHO CpoKam 6epe1v1eHHOCTM POXIAITCs JOHOIIIEHHBIMM
VIV HE3HAUYMTEJIbHO HEeITOHOIIIeHHBIMI (Cpe)]',HT/IVI CpOK 6epeMeHHOCTVI - 38 Henem)),
o6pamaeT Ha ce0s BHMMaHMe OYeHb HM3KM BeC HOBOPOXIE€HHBIX (B CpemHeM Ha
JyeTBepTh HIDKe HOpMBI). Vx nBuraresrbHas aKTMBHOCTD CVJIBHO CHVDKeHA. 1 eMIIbl
cpnsmquKoro VI TICIXVMYECKOTI'O pa3sBUTM KpaliHe HU3KME.

BHem1HMe aHOMaIMM pa3BUTMA MHOTOUMCIIEHHBI Y TTATOTHOMOHWYHBI IS CUHPOMA
ITaTtay. YV peOeHka masible pasMephl uepelia, KOTOPBIV, K TOMY Ke, iMeeT HellpaBWIbHYIO
dopmy (OarreHHBIV Yeper JIMOO0 TPeyTroJIbHBIV C BEpXYIIIKOV, OOpalleHHOVI KBepXY);
IJIa3HbIe 010KV YMEeHBIIIeHbI (MHOIa 1 BOBCe OTCYTCTBYIOT), IJIa3Had I1eJIb y3Kasd, JI00
ckorreH. OOpararoT Ha ce0s BHMMaHMe HI3KO PacIIoiIoXeHHbIe U TepOpMUpOBaHHbBIE
yILIHBbIe PaKOBMHBI, 3allaBlilas IepeHocuiia. OmHako Hanbostee 00IMraTHBIM ITPU3HAKOM
cuHapoMa [laray siBiiseTcst HByCTOpPOHHSS paciiieiHa HeOa 11 BepxHer I'yObl B
coueTaHMM C IIOJIVIaKTIIINE OOBIYHO TOJIBKO Ha nyax (MOryT OBITH BapMaHTBI
MOJIMAAKTWINY Ha pyKax ¥ HOraxX OJJHOBPEMEHHO).

AHoOMaIM¥ BHYTPeHHMX OpraHoB Ipu cuHAapoMe [laTay TsDkesible 1 MHOTOUYVICIIEHHBIE.
BpoxzieHHBIe HOPOKM cepilia [IpefcTaBIieHbl B OCHOBHOM JledpeKTaMV MeXOKeITy JOYKOBO
IIeperopoAKy pasIMaHoN BeJnmunHbl. KuilleuHnK Bo BpeMsl BHyTPUYTPOOHOTO pa3BUTH
1pu cuHApoMe [laTay He 10 KOHIIa 3aBepIlIaeT CBOVI [TIOBOPOT, TKaHb IOIPKeITyIOYHON
KeJle3bl rmIIoIviasposaHa. I loukn - ¢ mpm3HaKaMy OJIMKIICTO3a, II0JIOBble OPTaHbI
HeITO0Pa3BUTHI



%  pmedopmaiym IIyIIOBMHBL, HallpyIMep, IpbLKa;

< VIBMEHEHVI ITPVPOOHOTO II0JIOKEHVIA BCEX OPTaHOB.



[IpenaTtasibHas AMarHOCTMKA XPOMOCOMHBIX Ooste3Hen 1w1ofa (cuHapoma [laTtay, cuampoma
HayHa, cuHapoMa DnBapyca) ogyHakoBa. Ha rmepBoM 3Tarie cKpyHMHTa IIPOM3BOANTCS
onpesiesieHie oOroxmmdecknx Mmapkepos (0eta-XI'Y, PAPP-A u gp.) n Y3V-uccienosanue, Ha
OCHOBaHMV KOTOPBIX PaCCUMTHIBAETCS PUCK POXKIAEHVISI O0JIbHOTO pebeHKa 171 JaHHOM
KEHIITVHBL.

Kenmynam, monasmmMM B TPYIIIBL PUCKa, IIpejlaraeTcs IIpoBeIeHe NHBA3VBHO
IIpeHaTaJIbHO AMAarHOCTVKI: OMOIICHY BOpPCUH XopuoHa (8-12 Hemen), amHMoIeHTe3a (14-18
HeJleJIV) W KopaoleHTesa (rmocste 20-11 Hepmery rectamum). B mosryueHHbIX 00pasiax
MaTepuasla IUIoga IIPOBOANTCS MIOVICK TPUCOMMM 110 13-011 XpoMOcoMe MeTOIOM
KapuoTunuposaHus ¢ AnddepeHIaibHOV oKpackon xpoMocoM v KO-TILIP.

Eciin noponosas anarHocTvka cuHapoMa Ilatay 1o kakmM-inbo mpuymHaM He IIPOBOAVIIACS,
XPOMOCOMHasI aHOMaJIVsI MOXKET OBITh 3aI10/I03peHa Y HOBOPOKIeHHOI0 HEOHATOJIOTOM Ha
OCHOBaHMM SPKMX KIMHNYECKNX IIPU3HAKOB 1 AepMaTorpadndeckmx nsMeHeHmm. OgHako
LINTOreHeTMYeCKMII AMarHo3 TpyucoMmm 13 MokeT OBITh II0JTy4YeH TOJIBKO I10CjIe OIlpeesle s
XPOMOCOMHOI0 Habopa pebeHKa.

HoBopoyxaeHHBIe ¢ IIpeiosiaraeMbIM VWIM yCTaHOBJIEHHBIM [IMarHo3oM cuaapoma [laray
HY>KJIQI0TCs B yIIIyOJIeHHOM KOMIUIEKCHOM 00CIIe/ToOBaHMM [1J1sI BBISIBIIEHNS TSDKEJIbIX [TIOPOKOB
pasBuTs (3xoKapanorpadpmm, Y3V opraHos OproIIHO IIOJIOCTM U ITI0U€eK, HerrpocoHorpadmy,
KT rosioBHOro Mo3ra u ip.). [jist onpenerieHs II0OKa3aHMV K OIIEPAaTMBHOMY JIEUEHUIO, B IIEPBYIO



Bo3MOXHOCTY MeOUITMHCKOVI ITOMOIIM JeTAM C CMHPOMOM
[IaTay orpaHv4eHsbl 1 CBOIATCS, IJIJaBHBIM 00pa3oM, K
OpraHm3aLy XOPOIIEero YX0/a, IIOJIHOLIEHHOI'O ITMTaHVI,
rpodwIakTKe MH@PEKI, OOIeyKperuIsonien
CUMIITOMaTUYeCKOV Tepanmy. Xupyprimdeckas IIOMOILb
MOJKeT II0TPpeOOBaThCA I YCTPaHeHMs BPOXKIeHHBIX
IIOPOKOB Cep/lla, paciesIviH JINLA U OP.

Hetu ¢ cuappomMowm IlaTay HaxomsTcs o HaOsroaeHvieM
reanarpa, JeTCKOro reHeTrKa, IeTCKOr0 HeBpOoJIoTa,
JIETCKOT'O KapMoJIora, IeTCKOTo 0PTaJIbMOJIOra, JIe€TCKOTO
TPaBMaTOJIOra-OPTOIIe1a, JeTCKOTO OTOJIaPVHI0JIOra,
JIETCKOI'O TaCTPO3HTEPOJIOra, JeTCKOTO ypoJsIora M gPyTIuxX
CIIeITaJIVICTOB.



ComiacHo crtatmctuke, okoito 1 m3 5000 mitameHIIeB ITOSIBIISI€TCS
Ha cBeT ¢ cuHapomoM llaray. [leTu, poXXmeHHBIe C TaKVM
CUHIPOMOM, VIMEIOT BPOXXIeHHBbIe IIOPOKM VI CUJIBHO
OorpaHMYeHHble YMCTBEHHBIe CIIOCOOHOCTH. BeitencTBume 3Toro, um
HeoOXoayMa ocobast MeaUIIMHCKas IOMOIIb. [leTy MOryT MMeTb
IIOPOKM IIO3BOHOYHMKA, TOJIOBHOT'O MO3Ta, ceplia OTBepPCTHE B
ry0ax (3asg4pd ry0a), JOIIOTHUTEJIbHBIE ITaJIbIIbl, CJIa0bIN
MBIIIEYHBIVI TOHYC V1 OTKPBITOE HeOO.

K coxxasieHv10, OOJIBIIVHCTBO JeTevVi, POAVBIINEeCcs C TaKVM
CUHPOMOM, IIPOXXKMBAIOT MaKCMYM IIePBYIO HEeJII0 CBOeV
Xv3HU 1 ymuparoT. Cuagpowm IaTay, Kak rmpasmiio, BO3HUKAaeT
CJIy4ariHO M €0 HeJlb3d IIPeaoTBpaTuThb. Ecii Bo Bpemsa
OepemMeHHOCTM OOHAPYXUTh JaHHBIV CUHIPOM, TO IIOSBIISI€TCS
BBICOKMVI PVICK BBIKM/IBIIIIA VUIVI MEPTBOPOXKIEHV.
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