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Cunapom lNaTtay (tTpucomma 13)

— 3060s1e8aHUe, 0719 KOMOPO20 XApAaKmMepHo Haau4yue
donosiHumernbHoU xpomocomsl 13 8 Knemkax. Pazsusaemcs
0aHHoe 3abonesaHue 8criedcmaue XpoOMOCOMHOU GHOMAAUU,
Komopas chopmupyemcsa 8 HacneocmeeHHOM mamepuare
yes108ekKa.
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Puc. 4.7. Kapuomun uenosexa, cmpadarowezo Tpucomueu 13



CneunanmncTbl BblAenAoT cneayowme ¢popmbl
NaHHOro 3abosieBaHUA:

LlnToreHeTnyeckana popma — pa3BMBAETCH B pe3ynbraTe
HaNYNA KONMUU NNLLHEN 13 XPOMOCOMbI NPU HEPACXOXKAEHUM
XPOMOCOM MM POHEPTCOHOBCKOM TPaHC/IOKaLU M.

[TpocTaa dopma — HapyLleHMA NPOUCXOAAT HA PAaHHUX 3Tanax
pa3BmUTMA Nioaa. Kaxaas KneTka Nnpu Takon Gopme HeceT B
cebe INLIHIOI XPOMOCOMY.

Mo3anyHaa dopma — HapyLeHmna obpasytoTca Ha bonee
NOo34HUX 3Tanax $opMMUPOBAHUA N1I0AA, YTO NPUBOAUT K
PA3BUTUIO OTAE/IbHbIX 06/1aCTEN C 340P0OBbIMUN KNETKAMU U
obnacten, B KOTOPbIX MPUCYTCTBYIOT NAaTO/IOTUYHbIE KNETKMU.
XapaKTepHO me/ieHHOEe Pa3BUTHUE NAaTOJOTNYECKMNX
N3MEHEHWNIN B OpraHn3me. lHorga natonorMm npu AaHHOM
dopme 3aboneBaHmnAa MoryT ObiTb 04EHb €260 BbipPaXKEHbI.



CyLwecTByOT cneaytoime pakTopbl pUCKa,
cnocobcTByloWMe pa3BUTUIO 3TOU BonesHu:

0 MJ10Xasa 3Ko0rnyeckasa cmtyaums
PaoHa NPOXXNBAHUS;

O [AeTu, KOTopble PoaANINCE OT
bpakos mexay 6aM3Kumm
POACTBEHHUKAMMU;

0 Haanyme HacneacTBEeHHbIX
3aboneBaHUM BO BCeX
npeablAyLLMX NOKONAEHUSX
poauTENEW;

2 MOXMNOM BO3PACT MaTepu
(paHHas 6onesHb
AMNATHOCTUPYETCA Y AeTewn,
KOTOpble Obl/IN POXKAEHDI
¥eHwWwmHamu nocne 45 nert).




YacToTa poxaeHua aeten ¢ cuHapomom laTtay He
npesbiwaeT 1 Ha 6000 HOBOPOXKAEHHbIX U HE 3aBUCUT OT

I .
-b
Cumnmomesl 0aGHHO20 CUHOpoMa ripu bepemeHHOCMU:

-1 Bpema bepemeHHOCTU coKpallaeTca (coctasnseT 38,5
Heaenb);

1 MHOTrOBOAME;
1 BbIKUAbILL;
1 MepTBOpOXAeHMe.




Y HOBOPOXXAEHHbIX XapaKTepPHbI

cneﬁxmﬁme CUMITOMDI.
7

1 HeAopPa3BUTOCTb (MCTUHHAA muKpoUedhanus
npeHaTanbHaA runonnasma);

O pPa3nnNyHble TAXKeEIble
BPOXKAEHHbIE NMOPOKMU,

[ HW3Kaa macca Tena npwu
POXAEHUU;

HapyLleHue CTPOeHUA Yepena;
ymepeHHaa MuKkpouebanms;
dnekcopHoe NoNoXKeHue KNUCTen;

Pa3INYHbIe HapyLUeHUA
CTpOEeHUsA PyK (Hanpumep,
NONNAAKTUANA);

1 Pas/IMyHble HapyweHue
pa3sutna UHC;
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HU3KUU U CKOLUEHHbIN Nnob;

PaCCToOAHUNE MeXAaY INMa3HbIMIA
wenamm ymeHblUEHO,

CY)XEHHble rNa3Hble Weu;
Konoboma;

NOMYTHEHWNE POroBULbl;
MUKPOPTaANIbMUA;
OCHOBaHMeE HOCA LLUNUPOKOE;

YLWHbIE€ PAKOBUHDI
nePpopMNPOBaAHHbIE;

3anaBLUas NnepeHocmua;
pacLLeIMHa BepxHen HEBa u rybbil;

KOpOTKanA wes; e o3




TMNONUTYUTAPU3M; 71 MOYKU YBENNYEHDI;
N3MEHEHMA NOAKENYAOYHON [ NyNno4YHaa IMOpMOHasbHaA

enesbl (PUOPOKUCTO3HbIE); rpbiXa;
reTepoTonua NOAMKEeNYAo4YHOM [ KUCTbl B KOPKOBOM C/10€ MOYEK;
ENE3bI, - aHOMaauUW Pa3BUTUA NONOBbIX

BO3MOXHO Ha/in4yme OpraHoOB.




HoBOpoOXaeHHble C TAKUM CUHAPOMOM, B
60/bLUIMHCTBE C/IYy4aeB, YMUPAIOT B TEYEHUE roaa, B
PA3BUTbIX CTPAHAX MPOAO/TIKUTENBbHOCTb *KU3HU
MOMEeT AOCTMUraTb NATU, @ MHOTAa U aecAaTtu net. Ho,
TaKue aeTn cTpaaaroT rybokon namnoTuen.

JTtoan ¢ TAaKMMKU HaPYLEHUAMM CKNOHHbI K
PA3BUTUIO PA3NYHbBIX BUOOB OCTPbIX MUENOUAHbIX
NNeNKo30B8.



[lpeHaTanbHaA ANArHOCTUKa
cuHapoma [latay

| aTan
Y3UN-uccnegosaHume.

OnpegeneHne BUOXMMUYECKUX N GU3UYECKMX MapKepoB beTa-
XI'Y (ropmoHa xopnoHa), PAPP-A (6enka nnaueHTbl) 1 ap.

PacyéeT WwaHCcoB Ha poXKAeHWe Mmanblla ¢ cmHapomom [laTay.
Il aTan

NnpoBOAUTCA ANA TeX bepeMeHHbIX, KTO Nonaa B rpynny pMcka no
nToram uccaegoBaHum | aTana.

8-12 Hepenb: bepétca buoncmsa XoOpmoHa;

14-18 Hepgenb: NPoOBOAUTCA aMHUMOLEHTEe3 — MPOKO
aMHMNOTUYECKOMN 0060/104KM, YTOObI MCCneaoBaTb OKONONAOAHbIE
BO/bl;

20 Hepenb: KOpAOLEHTE3 — nccaegoBaHMUe NyNnoBUHHOM KPOBMW.



B maTepmnanax, noNy4YeHHbIX B XO04e 3TUX MEPONPUATUN,
reHeTUKN Nyt natonoruto metoaom KO-MUP nan
nocpeacTBOM KapuoTUNMpoBaHua, anbddepeHuUunanbHo
OKpalwunBaa Xpomocombl. ECan AnMarHOCTUKa Npwu
bepeMeHHOCTU He NPOBOANNACH, XPOMOCOMHYH aHOMANNIO
BbIABNAIOT HA OCHOBAHUU KNNHUYECKOM KapTUHbI. 1ns TOYHOU
NMOCTAHOBKM AMArHo3a oba3aTesieH reHeTUYeCKNM aHaNn3 ane
onpeaesnieHna KapnoTnna HOBOPOXKAEHHOTO.
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JleyeHue

Ha ceroaHAWHWUM AEHb
HEBO3MOKHO UCMPaBUTb
XPOMOCOMHbIE HapYyLLUEHMUA.

JledeHune 3aKN04aeTca NULb B
noaaepaHuu
(obLeyKpennstowana Tepanma) n
KOHTpOe 340p0Bbs HONBLHOTO.
BO3MOXHO NpoBeaeHne XMpyprom
ONepPaTUBHOIO BMELLATeNbCTBA C
LEeNblo KOPPEKLUUN PA3TUYHbIX

e BPOXKAEHHDBIN MOPOKOB PA3BUTUA.

[1pOrHo3 gna AaHHOro
3aboneBaHMA OYeHb
HebnaronpuATHbLIN,




CIHACUBO 3A
BHUMAHWE !



