KypaBneBa VprHa
CepreeBHa

MBOY COLU n. CHeXHbIN



HacnenocrBeHHble
3aboneBaHns

XPOMOCOMHbIE
Done3Hn



CuHapom LLepLueBckoro-
TepHepa
e MyX4mnHa xeHonogobHbIN
* YMCTBEHHAs OTCTanoCTb
o 44+ XXY=47 XPOMOCOM

» HacToTa BCcTpeyaemMocTH 0,02

XPOMOCOMHas 00JIE3Hb, COIIPOBOXKAAOIIASLCS
XapaKTEPHbIMU aHOMAIUSMHU (PU3NUECKOIO
PA3BUTHS, HU3KOPOCIOCTHIO U OJIOBBIM
MHDaHTUIU3MOM. IIpy cuHApOME
IllepemeBckoro-TepHepa B OOJIBIINHCTBE
CIIy4acB HaOII0IAeTC a0COIOTHOE OECIIOANE.
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PucyHok 14. Bonbxaa 14 ner. Curapom liepeureec-
koro-Teprepa. KppinosuaKsie CKNAAKU Ha miee “ro-
nosa cOUHKCa”, HU3KUKH POCT BONOC
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CuHapom [layHa

MoHronongHbIn paspes rnas;

*lLLiInpokasa nepeHocuua;

*/IckpuBrneHne MU3NHLIEB;

*HN3KMN MbILLEYHbIN TOHYC;

*O4yeHb NoABWMXKHbIE CYyCTaBbl;

[1nOCKMUN 3aTbINOK;

*OTKPbITbIN POT. OTO CBSA3AHO CO CTPOEHUEM HOCA, U HEBO3MOXKHOCTbID HOPMAarsibHO

AblllaTh;

*Ocoboe CTpoeHme HOCOBLIX Nasyx;

*HacTble Npobnemsl Co CryxXom;

*Cnaboe 3peHue.
[eTtn c cuHapomom [layHa yacTto 60Met0T NHEBMOHUSMU, TSXKENO NEPEHOCAT
AeTcKue NHekunmn. Y HUX oTMmedaeTcs HeJoCcTaTOK MaccChl Tena, BblpaXkeH
aBUTAMMHOS .
BPOXOEHHOE HapyLUEHWE pa3BUTUS, NPOSBNAOLLEECS YMCTBEHHOMN OTCTANOCTbIO,
HapyLlEeHNeM pocTa KOCTEN U ApYrMMnN (PU3NYECKUMU aHOManusMu. 3To ogHa 13
Hanbonee pacnpocTpaHEeHHbIX POpPM YMCTBEHHOM OTCTANIOCTU; et0 CcTpagaeT
NpUMEPHO 10% B6OMNbHbIX



ITUX ManbIWEen CYUTAIOT O0eTbMU OT
Bora. OHM 3aBUCUMbI 1 Oe33alUNTHbI
nepep XXeCTokKum Mmmpom. Belpactutb
nx —o0onbLON TPpyA, TpebyroLwmnn
npexae BCcero orpoMHbIX AYXOBHbIX
cun. Poantenun takux pedbsatullek
CMOITIM NepecTynuTb Yepes
HenpusaTne obLlecTBa, CTanu Bbille
oObIBaTeNbCKUX NpeapaccyakoB v
YBepEeHbl: UX CbIHOBbSA U A0o4YepU —
TaKue Xxe rnoaun, Kak u Bce, NpocTo C
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MaTtb rumHacTta AHgpes BocTpukoBa, HBanuga 1 rpynnbl U3
BopoHexa, wecTtukpatHoro YemnmoHa BcemmpHon CneunansHom
Onumnunagbl B LLlaHxae, BbIHYyXAeHa cobmnpaTtb NoXXepTBOBaHUS,
npexae BCEro, Yepes NMHTEPHET, YTOObI CbiH MOT U AanbLue
y4acTBOBaTb B CMOPTUBHbLIX COpeBHOBaHUAX. OKasblBaeTCH,
cnopTcMeHamM-onMMmnmuuam ¢ cnHgpomom [layHa He nosioxeHa
rocygapcTBeHHas nogaepxka.






«Bonybga nacTtb»

* B ocHOBE ero nexunT aHoMarnusi XpOMOCOM:
nuua, ctpagaroLme 3TMM paccTPONCTBOM,
MMEIOT, Kak NpaBunio, 47 XpOMOCOM BMECTO
HOopMarnbHbIX 46. [lononHuTenbHas
XpOMOCOMa ABMNAETCH pe3ynbraTtom

HaPYLLEHHOIO CO3peEBaAHNA MNMOJ1IOBbIX
KIEeTOK

* He3apacTtaHue TBepaoro Heba
* YpoacTBa Ha nuue
* [loHMKEeHHasa XN3HECNOCODHOCTb



ManeHbKasa okpyrnas ronosa, rnagkas
BraXkHag oTedyHas Koxa, Cyxme MCTOHYEHHbIe
BOJS10CbI, ManeHbKUE OKPYIMble YLUN,
ManeHbKUN HOC, TOSICTbIE ryObl, MOMNepeYHbIE
Oopo3aKN Ha A3bIKE, KOTOPbLIN 3a4acTyIo
BbICYHYT HApYXXy, Tak Kak He NoMeLLaeTcs B
nonoctu pta. [anbubl KOPOTKUE U TOSCTLIE,
MW3UHEL, CPaBHUTENBHO Man U 0BbbIYHO
3arHyT BOBHYTpb. PaccTtosHne mexay
nepBbIM U BTOPbIM NasnbLaMn Ha KUCTAX U
ctonax ysennyeHo. KoHe4HOCTU KOPOTKKE,
POCT, KaK npaBuno, 3Ha4YNTENbHO HUXe
HopMbl. [TonoBbie Npu3Hakm pa3sBuTbl crado,
N, BEPOSITHO, B OOMNbLUNHCTBE Cly4YaeRn
CNOCOOHOCTbL K penpoaykumm oTCyTCTBYET.
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CuHapowm [aTay

* Tsokenple OTKIIOHEHUS B Pa3BUTHH
* 47 ( mumHsg 13- s xpoMocoma)

* 95 % peren ymupaetr B 1-# roj1 )KU3HU



13-mpucomus (cuxdpox llamay)






VVAAPOM ROLLA™MDCI O KPVIRA

CUHOHUMbI: OOJIE3Hb KOLWaYbero Kpuka,
cuHapom JlexxeHa no MMeHn onnucaBLLEro
ero B 1963 r. paHLy3CKOro y4eHoro

ABMAETCS BPOXAEHHbIM 3aborieBaHneM,
XapaKkTepusyrLnMca 3a0epKKou
YMCTBEHHOIO pa3BuUTUS.
HeoOblYHbIV Nrady, HanoMMUHaKL A
MAYKaHbE,

HapyLleHNne CTPOEHNS ropTaHn, FONOCOBbIX
CBSA30K
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BpoxaeHHble 3aboreBaHus
(ypoactsa)







a) 0)
Puc. 32.1.1. BokoBaq pacuwenuHa nuua (Bua cnepeau - a u cboky - 6).
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HaciaencTrBeHHBIC
3200JICBAHUSY

[ eHHble O0one3Hn



PeHUINKETOHYpUA,

doeHmnnnupoBuHorpagHasa onurodpeHus,
HacreacTBeHHoe 3aborieBaHne 13 rpynnol
doepMeHTONaTM, B OCHOBE KOTOPOIO NEXUT
aHOMarnmsa aMmmMHOKUCIOTHOro oobmMeHa

BCJie4CTBNE OTCYTCTBUA UTTN PE3KOTO
CHN>XEHUA

aKTMBHOCTU dbepMeHTa 1 NPMBOASLLIEE K
3afepXkKe NCUXnMYeckoro pasBuTUS



AnNbONHU3M

AnbOMHOCKI HE MOTyT BUAETHL NKOAEeNn Ha

PacCTOAHUN, UM TPYOHO HAUTU 3HAKOMOIO
yenoBeKa B nepenofiHeEHHOW KOMHaTe

OTCYTCTBUE Y NtoAeN U KUBOTHbIX MUIMEHTA
(benunsHa KoXu 1 Bonoc, brnegHo-KpacHas
pagy>xHasi obosiouka); NpPMPOXaEHHO






[emodhmnnus

 [emodmnusna - HacneacTeeHHoe
3aboneBaHne, KOTOPbIM CTPaaaloT TONMbKO
MY>XYUHBI, XOTS HOCUTENAMM AedpeKTHOro
reHa ABnAaTCA XEHLUUHbI

* M1PU 3TOM 3aboneBaHnn BO3HMKAIOT
KPOBOU3NUSAHUA B CyCTaBbl, MblLLLbI U
BHYTPEHHME OpraHbl



