CUHAPOM S54BAPACA

[loarotoBuna:
CTyseHTKa

3rp 5Kypca imea.dak
Manadeesa A.A.




= CuHApOM DaBapAca — 3To 3aboneBaHue,
BbI3BaHHOE XPOMOCOMHbIMW aHOMaNAMM,
KOTOpPOEe CONPOBOXAAETCA L,e/bIM
KOMM/IEKCOM Pa3/INYHbIX OTKJIOHEHUNWN U

HapyLWeHnn B pasBuTuu. NpmnumHom atoun
bonesHn aBaseTca TpucoMmmnsa no 18
XpPOMOCOME, TO eCTb B OpraHun3me
MPUCYTCTBYET JIMLLHAA KOMMUSA XPOMOCOMb,
Y4TO NMPUBOAMUT K PA3JINUYHbBIM OCJIOXKHEHUSM
reHeTM4YeCcKoro xapakrepa.




CUHApOM
JaBapaca




U3 uctopumn...

* CMHAPOM DABapAca rnosyyma HasBaHme Mo
MMEHM aHT/IMNCKOIo uMuToreHeTmka Z>oHa
JABapAca BrepBble ONmcaBLUero ero
XPOMOCOMHYI0 MPUPOAY B 1960r npu
obcneaoBaHMM pebeHKa C MHOXECTBEHHbIMM
MOPOKaMU 1 aHOMAJIUSIMU PA3BUTUS.




CvHapom OaBapaca
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KapnoTtun yenoBeka € CMHAPOM Tpucommmn 18
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* Bo Bpems bepemeHHOCTN HabaofaeTCA
MHOroBoaue, cnabas akTMBHOCTb NJI0AQ,
MaJleHbKas NaaueHTa, e AMHCTBEHHAS
Nyno4vHas apTepums.




= Jletu C cMHAPOMOM DBapAca
nornbatoT Ha 3Tane
BHYTPUYTPOOHOIro pa3BuTus
npnbmsnTensHo B 60%
c/ly4aeB. HecMoOTps Ha 3TO,
cpean reHeTUYeCcKmnx
3260/1€BaHUM AaHHbIU
CUHAPOM Y BbIKUBLLMX
MJ1aJeHUEeB ABAAETCS
JOCTaTO4YHO

pPacnpoOCTPaHEHHbIM, MO
YaCTOTe BCTPEYAEMOCTH
yCTynasi TO/IbKO CUHAPOMY
JlayHa. PacnpocTpaHeHHOCTb
CUHAPOMA DABapAca
COCTaB/ISIE€T 1 C/lydaM Ha 3 — 8
TbiCAY AETEN.




[lepBaAa rpynna nMpu3HaKoOB:

[1pn poxxaeHnn HU3Kas Macca Tesa (0KO0J10 2 100 — 2200
rpaMMoB)

HenponopunoHaabHO MasieHbKasi FO10Ba
[edeKkTbl pa3BUTUA BEPXHEN UAN HUXKHEN YETHOCTEN

«Bonubs nacTb» (pacuennHa TBepAoro Heba) nnm
«3an4ba ryba» (pacwennHa sepxHen ryboi)

[lepenoHYaToCTb UAM NOJHOE CANAHME NaJbL,EB HUXHUX
KOHeYHOoCTeun

Hu3kas nocaaka ywewu




BTopaAa rpynna nNpuU3HaAKOB:

" Hasnumne BpOXAEHHbIX MOPOKOB CepaLa, Hanpumep,
OTKPbITOrO OBaJIbHOrO OTBEPCTUSA, AedeKTa
MedOKeNY,04KOBOW NeperopoAKn, OTKPbITOro
apTepuasibHOro NpPoToKa U T.1.

Pa3BuTHeE MaxoBblX NN MYNMOYHbIX FPbIX.

OpraHbl NuwWeBapeHns: racTtposo3odarmasibHas
pedItoKCHaa 60a1e3Hb, HAPYLLIEHWE FNOTATENbHOIO U
COCaTeIbHOrO pedaeKca, aTpesna NULLLEBOAA NN
3aHEro NpoXoAa,HapyLleHme PacnoN0XeHMUS
KWULIEYHMKA




CuHapom SaBapaca — tpucomms 18

[MnoreHuTann3Mm y Manb4uka
(kpunTOpXM3aM, runocnagus)

2

KRMHWYECKWE MPU3HaKK: 3adepKKa
MpeHaTanbHoro passuTA,
MHOMECTBEHHEIE NOPOKM Pa3BUTHA
Yepena (ManeHsKkasa HUMHAS
YenocTh, Y3KMe [Tasa), CeEpaLa,
[OIOBOM W MMLLIEBAPUTENILHON
CUCTEMBI, CAMHHOMOBIOBaS FPLIMKa,
PacLUenHa Yok, CpalleHne nian
KNCTH! [NOYEK,

v HacheoBaHnA — Tpncomng 1.6
NeRyIALeHHad Yaciona: 1 - 5000




* HOBOpPOXAEHHbIe C CUHAPOMOM J4BapAca
MCMbITLIBAOT TPYAHOCTM C COCaHUEM,
rNOTaHUEM U AblIXaHWUEM, N3-33 Yero Um
TpebyeTcsa 30HA0BOE NMUTAHNE NN
aAnntenbHaa NBJ1. letn c cmuHapomom
JABapACa, Kak NpaBmao, nornbatoT Ha

MEePBOM rOAY XU3HU U3-3a TAXKESbIX
BPOX/AEHHbIX MOPOKOB Pa3BUTUSA U
CBSI3aHHbIX C HUMW OCIOXXHEHUN




Y Bcex 60/bHbIX

HeJOCTaTO4YHO
pPa3BUT OJIOBHOU
MO3I, OCObOEHHO
MO30/INCTOE Teno u
MO3Xe4yoK. ITO
Hen36exHoO NpuBoOAUT
K HapylWweHnaMm B

NCUXNYECKOM
pa3Butun. Ecau
pebeHOK BbDKMBAET,
TO CO BpeMeHeM
BblIAIBNAETCSA
3aMeTHoe
OTCTaBaHue OT
POBECHMKOB.




Hanbonbluyio
ANArHOCTUYECKYH
3HA4YUMOCTb UMeeT
CTaHAAPTHbLIU
NpeHaTa/IbHbIN
CKPUHUHI, BKJIWYaLWMK
aHa/IN3 KpPOBM Ha
CbIBOPOTOYHbIE MapKepbl:

BXI'Y n PAPP Ha 11-13
Hepene 6epemMeHHOCTH;
BXT'4, a-deTonpoTenH u
CBOOOAHbLIN 3CTpUONAA Ha
20-24 Hepene
recTauuu.




Jle4eHue

* [Tockonbky B 60O/bLUIMHCTBE Cy4aeB aHOMAAUMN
Pa3BMUTMSA OKA3bIBAOTCA HECOBMECTUMbIMM C
XXN3HbIO, 1IeYeHme geTen C CUHAPOMOM
JABapAca CBOAUTCA K OKa3aHUIO

CMMNTOMATMYECKOW MOMOLLM, HaNPaBAEHHOM Ha
noaAep>xaHne GU3NON0rnYeckux PyHKLMN,
NPOAJIEHNE XU3HU N yAyULIEeHNE ee KaveCTBa.
Xupypruyeckas KOppekLms BPOXAEHHbIX
MOPOKOB, KaK MPaBu/I0, ABISETCA PUCKOBAHHOM
M HeonpaBAaHHOM.




" [ToCcKONbKY AeTn C CUHA4POMOM JABapaca
oc/1absieHbl M NOABEPXKEHbBI YaCTOM
3aboneBaemMOCTU MHPEKLUSAMMU

MOYEBbLIBOAALLMX MYTEN, CPEAHUM
OTUTOM, KOHBIOHKTMBUTOM, CUHYCUTAMMW,
MHEBMOHMAMM U MP., OHM HYXKAJOTCA B
TWATe/IbHO OPraHM30BaAHHOM YXOJe,
MOJIHOUEHHOM MUTAHUWN, PerysIspHOM
Hablo4eHNM CO CTOPOHbI NeanaTpa.




Hpononmm‘eanOCTR
XU3HU OeTeun ¢
CUHOPOMOM
_O[Bap/ca Hepemnuka:
60 % oeten ymupatrot
B BO3pacTe 0 3 Mec,
[10 roga goxuveaet
b 5-10 %.
OCHOBHOM MPUYNHON
CMEPTU Cryxat
OCTaHOBKa AblXaHusl
N HapyLLeHUs
paboTbl cepaua.
OcTaBlwiuecs B
KUBbIX — rnybokue
OJTUropeEH®I.
T MyShared




" Puck poxaeHus pebeHka ¢
CUHAPOM 3ABapAca
TEOPEeTUYECKM CYLLEeCTBYET B
ntoboun cynpyxkeckou nape;
M3BECTHO, YTO TaKas
BEPOSAITHOCTb BbILLE Y
BO3PACTHbIX poauTenen (4
XKEHLLMH CTapLle 45 eT —
0,7%). C uenbto
CBOEBPEMEHHOTO BbISIB/IEHMUS]
XPOMOCOMHOM NATONOIMNKN Y
Nni1oAa He cneayeT
npeHebperatb
aHTeHaTa/IbHbIM
CKPUHUHIOM, BXOASILLUM B
NporpamMMy BBeZEHMS
bepemeHHOCTM.




= Cnacnbo 3a BHMMaHMe!




