JKypaBneBa VprHa
CepreeBHa

MBOY COLU n. CHeXHbIN



HacnenocrBeHHble
3aboneBaHns

XPOMOCOMHbIE
Done3Hn



CuHapom LLepLueBckoro-
TepHepa
* MyX4unHa >xeHonoaobHbIN
* YMCTBEHHAA OTCTanoCTb
* 44+ XXY=47 XpPOMOCOM

« HacToTa BCcTpevyaemocTu 0,02

XPOMOCOMHas 00JIE3Hb, COIIPOBOKAAOIIASLCS
XapaKTEPHbIMU aHOMAJIHUSIMM (PU3UIECCKOTO
Pa3BUTHS, HU3KOPOCIOCTHIO U TTOJIOBBIM
nH(paHTHIM3MOM. [Ipn cuHapoMe
IllepemeBckoro-TepHepa B OOJIBIINHCTBE
CIy4acB HaOIOAACTCs a0COIOTHOE OSCILIOAKE.
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PucyHok 14. Bonbxas 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;

*lLiInpokasa nepeHocuua;

*/IckpuBrneHne MU3NHLIEB;

*HUN3KMN MbILLEYHbIN TOHYC;

*O4yeHb NoABWMXKHbIE CYyCTaBbl;

[1nOCKMUN 3aTbINOK;

*OTKpPbITbIN POT. OTO CBSA3AHO CO CTPOEHUEM HOCA, U HEBO3MOXKHOCTbIO HOPMAarsibHO

AblllaTh;

*Ocoboe CTpoeHmne HOCOBLIX Nasyx;

*HacTble Npobnemsbl Co CryxXom;

*Cnaboe 3peHue.
[eTtn c cuHapomom [layHa 4yacTto 60Me0T NHEBMOHUSMM, TSXKENO NEPEHOCAT
AeTcKne nHekummn. Y HuUX oTMmedaeTcs HeJocTaToK MaccChl Tena, BblpaXkeH
aBUTAMMHOS .
BPOXOEHHOE HapyLUEeHWEe pa3BUTUS, NPOSBNAIOLLEECS YMCTBEHHOW OTCTANOCTbIO,
HapyLlEeHNeM pocTa KOCTEN U ApYrMMn (PU3NYECKMMU aHOManusMu. 3To ogHa 13
Hanbonee pacnpocTpaHEeHHbIX POpM YMCTBEHHOW OTCTANIOCTU; €10 cTpagaeT
NpUMEPHO 10% B6OMbHbIX



ITUX ManbIWEen CYUTAIOT O0eTbMU OT
Bora. OHM 3aBCUMBbI N Oe33alUnNTHbI
nepep >XeCTokum Mmmpom. Belpactutb
nx —0onbLON TPpyA, Tpebyrowmnn
npexae Bcero orpoMHbIX AYXOBHbIX
cun. Poauntenu takux pebsatuilek
CMOITIN NepecTynuTb Yepes
HenpusaTne obLlecTBa, CTanu Bbille
oObIBaTeNbCKUX NpeapaccyakoB v
YBepeHbl: UX CbIHOBbSA U Ao4YepU —
TaKue Xxe rnoaun, Kak u Bce, NpPocTo C
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MaTtb rumHacTta AHgpes BocTpukoBa, HBanuga 1 rpynnbl U3
BopoHexa, wecTtukpaTtHoro YemnmoHa BcemupHon CneunansHom
Onumnunagbl B LLlaHxae, BbIHYyXAeHa cobunpaTtb NoXXepTBOBAHUS,
npexae BCEro, Yepes NMHTEPHET, YTOObI CbiH MOT U AanbLue
y4YacTBOBaTb B CMOPTUBHbLIX COpeBHOBaAHUAX. OKa3blBaeTCH,
cnopTcMeHamM-onMMmnmuuam ¢ cnHgpomom [layHa He rnosioxeHa
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



MareHbkasa okpyrnas rornosa, rnagkas
BNa)KHasi OTeYHas! Ko)ka, Cyxme UCTOHYEHHbIE
BOJ1OCbl, ManeHbKne OKpyrible yLiu,
ManeHbKUN HOC, TONCTbIE ryObl, MoONepeYHble
bopo3akM Ha S3bIKe, KOTOPbIN 3a4acTyto
BbICYHYT Hapy>Xy, TaK Kak He NOMELLaeTCs B
nonocTtu pta. [lanbubl KOPOTKME U TOSCThbIE,
MU3NHEL, CPaBHUTESIbHO Marn 1 0ObIYHO 3arHyT
BOBHYTPb. PacctosiHne mexay nepBbiM U1
BTOPbIM ManbLamMn Ha KUCTAX U cTonax
yBennyeHo. KOHeYHOCTN KOPOTKUE, POCT, Kak
NpaBuo, 3HAYUTENBLHO HUXE HOPMBI.
[TonoBble NpU3HaKu pa3BuThbl crabo, u,
BEPOSITHO, B OOMBLUMHCTBE Criy4yaeB
CNOCODOHOCTb K penpoayKuumn oTCYyTCTBYET.
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CuHapowm [aTay

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

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



13-mpucosus (cuxdpox [lamay)






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 3aboneBaHns
(ypoactsa)







a) 0)
Puc. 32.1.1. BokoBaq pacwenuHa nuua (Bma cnepeau - a u cboky - 6).
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HaciaencTBeHHBIC
3200JICBAHUS

[ eHHble 0D0one3Hn



PeHUINKETOHYpUA,

doeHmnnnupoBuHOrpagHaga onurodpeHns,
HacreacTBeHHoe 3aborieBaHne 13 rpynnol
doepMeHTONaTnn, B OCHOBE KOTOPOIO NEXUT
aHOMarnumsa aMmmMHOKUCIOTHOro oobmMmeHa

BCJie4CTBNE OTCYTCTBUA UTTN PE3KOTO
CHN>XEHUNA

aKTMBHOCTU dbepMeHTa 1 NPMBOASLLIEE K
3aepXkKKe NCUXnM4Yeckoro 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






[emodmnnus

 [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



