HacnenocrBeHHble
3aboneBaHns

XPOMOCOMHbIE
Done3Hn



CuHapom LepLieBcKoro-
TepHepa
* MyX4mnHa xeHonogobHbIN
* YMCTBEHHAA OTCTANOCTb
o 44+ XXY=47 XPOMOCOM

» HacToTa BCcTpeyaemMocTu 0,02

XPOMOCOMHas 00JIE3Hb, COIIPOBOXKIAOIIASLCS
XapaKTePHbIMU aHOMAIUSMHU (PU3UUECKOTO
Pa3BUTHS, HU3KOPOCIOCTBIO U ITOJIOBBIM
MHDaHTUIU3MOM. IIpu cuHApOMeE
IllepemeBckoro-TepHepa B OOJIBIINHCTBE
CIy4acB HaOII0IaeTCs a0COIMIOTHOE OECILIONUE.






PucyHox 14. Bonsras 14 ner. Cunapom llepemesc-
koro-TepHepa. KpbinosuaKbIe CKNAAKU Ha 1Iee “ro-
nosa chuMKca”, HU3KUH POCT BONOC









CuHapom [layHa

MoHronongHbIn paspes rnas;

*LLiInpokasa nepeHocuua;

*/IckpuBneHne MU3NHLIEB;

*HUN3KMN MbILLEYHbIN TOHYC;

*O4yeHb NoABWMXKHbIE CYyCTaBbl;

[1nOoCKMUN 3aTbINOK;

*OTKPbITbIN POT. DTO CBA3AHO CO CTPOEHNEM HOCA, N HEBO3MOXKHOCTBIO HOPMarsibHO

OblLWaTh;

*Ocoboe cTpoeHmne HOCOBLIX Nasyx;

*HacTble Nnpobnemsl Co Cryxom;

*Cnaboe 3peHue.
[eTtn c cuHapomom [layHa 4yacTto 60Met0T NHEBMOHUSIMU, TSXKENO NEPEHOCAT
OETCKNE MHPEeKUNN. Y HUX OTMEYaETCs HeoCTaTOK MaccChbl Tena, BblpaXkeH
aBUTaMUHO3 .
BPOXOEHHOE HapyLLlEeHWE pa3BUTUS, NPOSBNAKOLLEECS YMCTBEHHOW OTCTANOCTbIO,
HapyLleHNneM pocTa KOCTEN U APYrMMn (PU3NYeCKUMMU aHOManusiMmu. 9To ogHa 13
Hanbonee pacnpoCcTpaHEeHHbIX POpM YMCTBEHHOM OTCTArNIOCTU; eto cTpagaet
NpUMEpPHO 10% B60MbHbIX



ITUX ManbIWEen CYUTAIOT OeTbMU OT
Bora. OHM 3aBUCUMbI U Oe33aLlUTHbI
nepep >XeCToKuMm Mmmpom. Belpactutb
nXx —oonbLON TPyA, Tpedbyrowmnn
npexae BCero orpoMHbIX AYXOBHbIX
cun. Poauntenu takux pebsatullek
CMOITIM NepecTynuTb Yepes
HenpusaTune obLlecTBa, CTarnu Bbille
oObIBaTeNbCKUX NpeapaccyakoB v
YyBepeHbl: UX CbIHOBbSA U AoYepu —
TaKue Xxe rnoaun, Kak v Bce, NpocTo C

| _ B - N\WA AV E WV B Iﬂ‘ﬁ“ﬁl. A Ve VWV _ 939V PF .Y 0NV












-

MNinva-lifetnul

MaTtb rumHacTta AHgpes BocTpukosa, HBanuga 1 rpynnbl U3
BopoHexa, wecTtukpaTtHoro YyemnmoHa BcemumpHon CneunansHom
Onumnunagbl B LLlaHxae, BbIHYyXAeHa cobmnpaTtb NoXXepTBOBaHUS,
npexne BCEro, Yepes MHTEPHET, YTOObLI CbiH MOT 1 AanbLie
y4acTBOBaTb B CMOPTUBHbLIX COpeBHOBaAHUAX. OKasblBaeTCH,
cnopTcMeHamM-onMMmnmuuam ¢ cnHgpomom [layHa He nosioxeHa

rocyjapcTBeHHasi NoadepKka.






«Bonybga nactb»

« B ocHOBE ero nexunT aHoManusi XpOMOCOM:
nuua, ctpagaroLme STMM paccTpPONCTBOM,
MMEIOT, Kak NpaBunio, 47 XpOMOCOM BMECTO
HopMarnbHbIX 46. [lononHuTenbHas
XpOMOCOMa SABNAETCH pe3ynbraTtom

HaPYLLEHHOIO CO3peEBaAHNA MNMOJ1I0OBbIX
KIEeTOK

* HesapacTtaHue TBepaoro Heba
* YpoacTBa Ha nuue
* [loHMKEeHHasa XN3HEeCNOCODHOCTb



ManeHbKasa okpyrnas ronosa, rnagkas
BraXkHagd otedyHas Koxa, Cyxme NMCTOHYEHHbIe
BOJ10CbI, ManeHbKUE OKPYIible YLUN,
ManeHbKUN HOC, TOSICTbIE ryObl, MOMNepeYHbIe
6opo3aKM Ha A3bIKE, KOTOPbLIN 3a4acTyIo
BbICYHYT HapYXXy, Tak Kak He NoOMeLLaeTcs B
nonoctu pta. ['anbubl KOPOTKUE U TOSCTLIE,
MW3UHEL, CPaBHUTENBHO Man 1 0ObIYHO
3arHyT BOBHYTpb. PaccTtosHne mexay
nepBbIM U BTOPbIM NasnbLamMn Ha KUCTAX U
ctonax ysennyeHo. KOoHe4HOCTU KOPOTKKE,
POCT, KaK npaBunno, 3Ha4YNTENbHO HUXe
HopMbl. [TonoBbie Npu3Hakm pa3sBuTbl crado,
N, BEPOSITHO, B OONbLUNHCTBE CIy4YaeRn
CNOCODOHOCTbL K penpoayKkumm oTCyTCTBYET.
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CuHapowm [aTay

* Tskenple OTKIIOHEHUS B Pa3BUTHH
* 47 ( MmumHsAg 13- s xpoMocoma)

* 95 % peren ymupaetT B 1-¥ roj )Ku3HU



13-mpucomus (cuxdpox [lamay)






VVAAPOM ROLLA™MDCI O KRPVIRA

CUHOHUMbI: OOJ1E3Hb KOLWaYbero Kpuka,
cuHgpom JlexxeHa no MMeHn onnucaBLLEro
ero B 1963 r. paHLy3CKOro y4eHoro

SABIMAETCS BPOXAEHHbIM 3aborieBaHneM,
XapaKkTepusyrLmnMca 3agepxkou
YMCTBEHHOIO pa3BuUTuUS.
HeoOblYHbIX Nfady, HanoMMHaKLW A
MAYKaHbe,

HapyLleHNne CTPOEHNS ropTaHn, FoONOCOBbIX
CBSA30K


















BpoxaeHHble 3aborneBaHus
(ypoactsa)







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












HaciaencTBeHHBIC
3200JICBAHUS

[ eHHble 00one3Hn



PeHUINKETOHYpUA,

doeHmnnnupoBuHorpagHasa onurodpeHns,
HacreacTBeHHOe 3aboreBaHne 13 rpynnol
doepmMeHTOnaTnn, B OCHOBE KOTOPOIO NEXUT
aHoOManma aMmmMHOKMUCIOTHOro obmMeHa

BCJie4CTBNE OTCYTCTBUA UTTN PE3KOTO
CH>XEHUNA

aKTMBHOCTU dbepMeHTa 1 NPMBOASLLIEE K
3aepXkKe NCUXMYecKkoro pasBuUTUS



AnNbONHU3M

AnbOMHOCKI HE MOTYT BUAETHL NKOAEeNn Ha

PAaCCTOAHUN, UM TPYOHO HAUTWN 3HAKOMOIO
yenoBeKa B nepenofiHeHHOW KOMHaTe

OTCYTCTBME Y NtoAen U KNBOTHbIX MUIMEHTA
(benunsHa KoXxu v Bonoc, brnegHo-KpacHas
pagy>Hasi 06osiouKa); NPUPOXOEHHO






[emodhmnnus

 [emodmnusna - HacneacTeeHHoe
3aboneBaHne, KOTOPbIM CTPaaaloT TONMbKO
MY>XYUHBI, XOTS HOCUTENAMMN AedpeKTHOro
reHa ABnATCA XEHLUHbI

* M1PU 3TOM 3aboneBaHnn BO3HMUKAIOT
KPOBOU3NUAHUA B CyCTaBbl, MblLLLbI U
BHYTPEHHME OpraHbl



