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CuHapom daBapaca

— XPOMOCOMHOEe 3aboreBaHne, XxapakTepusyeTcs
KOMMIEKCOM MHOXECTBEHHbIX MOPOKOB pa3BUTUSA U
TPNCoMMEN 18 XpPOMOCOMb!.




nnaeMumornorus

* [lonynsiyMoHHaga YactoTa NPUMEPHO
1:7000.

» [leTn vyalle poxgarTca Y NOXUMbIX
MaTepen. [1nsa XXeHLWmnH ctaplie 45 net

PUCK poauTb DonbHOro pebeHka
coctaBnaeT 0,7 %.

 [leBOYKM C cMHOPOMOM 3ABapaca
POXOAlTCS B TPU pa3sa valle Manb4nuKoB.



OTNONoOrng

e [lononHutenbHaga 18-
N XPOMOCOMbI B KApUOTUMNE 3UTOTHI.
INTnwHaa xpomocoma 00bIYHO NOABMASETCA A0
ONNo4O0TBOPEHUS .

* B ogHOM cnyyae 13 gecaTtu
HabngaeTca Mo3anunam, YTO
CBUOETENLCTBYET O HEPACXOXOEHUN
XPOMOCOM Ha paHHeun ctagmn pa3BuUTuS
3apojbllla, a BCe KNETKN C TPUCOMUNEN —
NOTOMKM HEMPAaBWUIbLHO NMNOAENUBLLENCS KNETKU
3apogbliwa.



[TlposBneHUsA cnHapoma

* Hnsknn Bec (0o 2200r.) npm HoOpManbLHOU
ONUTENBHOCTUN BEPEMEHHOCTW.

« [Nonuxouedannyecknn yepen c aHoManmMamMm
NnLEeBOro U MO3roBoro OTAEesoB:
— HWxXHA4a yencTb U POTOBOE OTBEPCTUE MAJIEHBbKUNE.
— [na3Hble LLIEJTN Y3KUE N KOPOTKUE.

— YLlUHble pakoBUHbI A4edopMUpoOBaHbLI N B
nogasnsoLwemM 60MbLUMHCTBE CrlyvyaeB PacrosioXeHb!
HMU3KO, HECKOJSTbKO BbITAHYTbI B FTOPU30OHTaANbHOW
NJIOCKOCTW.

— MoukKa, a 4aCcTOo 1 KO3€eSOK OTCYTCTBYIOT.
— HapyXHbIM CNyxXoBOW NPOX0oA4 CYXXeH, MHorga
OTCYTCTBYET.






[TlposBneHUsA cnHapoma

* [ pyouHa KopoTKas, n3-3a 4vero
MeXpebepHble NPOMEXYTKN YMEHbLLEHbI
N rpyaHas KneTtka wmupe 1 kopode
HOPpManbHOMN.

* B 80 % crny4yaeB HabrntogaeTcs
aHoOMalibHOe pa3BuTUE CTOMNbI:
— [1aTKa pe3Ko BbICTyNaer.
— CBopf npoBucaEeT (cTona-Kkavarnka).
— bonblion nanew, yTOMLWEH U YKOPOYEH.






[IpoaBNeHnsa cnHagpoma

* 13 nedeKkToB BHYTPEHHMX OpraHoOB Hanbonee
H4aCTO OTMEYHaloTCA NMOPOKU cepaua N KPynHbIX
COCYOOB:

— [edeKT MexxKkenygovykoBom NeperopoaKku.
— Annasuns ogHOW CTBOPKU KfianaHoB aopTbl U NEero4yHou
apTepun.

* Y Bcex bonbHbIX HabnoaaTcs
rmnonjia3nAd MmOo3Xe4dka 1 MO30JINCTOIO Terla,
N3IMEHEHUNA CTPYKTYP OJ1NB, BbipaXeHHa4A
YMCTBEHHAA OTCTalioCTb, CHUXEeHNe MbILLEYHOTIO
TOHYCa, nepexoadilee B NOBbLILLEHNE CO
CNacTUKOW.
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[lpeHaTanbHada AuarHOCTUKa

* CKPWHWHT, 2 3Tana.

e 1 3Tan: bMOXMMUSA KPOBU - coaepKaHue
HeKOTopbIX crneundgpmnyeckmx 6enKkos B
MaTepPUHCKON KPOBMU, B YaCTHOCTW,
nna3smMeHHoro nporeuHa A(PAPP-A) u cBobogHou
B-cybbeanHULbI XOPUOHNYECKOro ropMoHa
yenoseka (B-XI'Y). o pesynsraTtam paHHeEro
CKPUHUHra XXeHLLMHa MOXET nonacTb U He
nonacTb B rpynny pucka, AnarHo3 B 3TOT nepuon
He CTaBUTCH.

e 2 3Tan: MHBA3NBHbIE UITN HEVUHBA3NBHbIE METObI
B3ATUSA oOpa3sLa, reHeTu4eckasa guarHocTtumka. o
pe3ynsrataMm TECTUPOBaHUA ONpeaenseTcs

LARIAUA AFIA ATAOV/TATRUA ATYrAALUAQLIAIA D



Bapunauun

* Kpome Tpucommm 18, NnpucyTCTBYHOLLEN BO
BCEX KINeTKax opraHm3ma, a Takxe
MO3au4yHOUN TPUCOMUN 18, BO3MOXKHA U
YyacTU4Hada TPUCOMMUA.



BonbHOM ¢ MO3an4YHbIM CUHAPOMOM

Y Telelatalale



IleyeHue

e [TannuaTtmBHoe



[lporHos

* BonbLWMHCTBO TpUcoMnKn 18 obHapyXnBatoTCs
Yy NN040B B cepeanHe BTOPOro TpMmMecTpa U
OY€EHb YaCcTO Takne bepeMeHHOCTH
3aKaH4YMBalOTCS BHYTPUYTPOOHOM rmbensro
nnoaa.

* [lpoooMmXnUTENBHOCTL XXNU3HU AETEN C
cuHOpoMoM 60 % AeTen ymuparoT B BO3pacTe
0o 3 MmecaueB, A0 roga goXxxmsaet nuilb 5-10 %.

« OCHOBHBbI€ MPUYMHBbI CMEPTU - OCTAHOBKA
IObIXaHUA U HapyLLeHnsa paboTbl cepaua.

« OcTaBlUMECH B XXUBbIX —
rmyodokue onnrodpexsl.



Cnacumnbo 3a BHMMaHue!



