


llenun ypoka:
1. ChbopMHUPOBATH MMOHSATHS : MYTaIIUU,
MyTareHHbIe PaKTOPHI;
2. | lokasaTh reHeT4YeCKHe OCHOBBI
MYTaLVW;
3. PacKpbITh 3HaUeHUEe MyTallUU.
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TepMuH «MyTaLys»
BIIEPBbIe Mpea 10K
ro/UIQHACKUI OOTAaHUK
['yro ge ®pu3s B 1901 roxy.




Kimaccudpukanusa MyTanuu mo Xapakrepy
MMPOUCXOXKAEHUS:

[enHbIE 3meHeHUe
PACIIOIOXKeHU S
HYKJIEOTU0B U UX
COCTaBa B Ipejesax
reHa

XpomocoMHble CTpPYKTypHBIE
(BUAUMBIE) U3MEHEeHUS
B XpOMOCOMax

[eHOMHBIE KosmunyecTBeHHOeE
HapylIeHWe Y1 CJia
XpPOMOCOM




CepnoBUAHOK/JIETOYHAsA aHEMMUSI

B cocTaB 1emnu reMorio6MHa BXOAUT

AMHUHOKHCIOTHBIX OCTAaTKOB,
KOTOPbIe 3aKOAUpOBaHbl B JIHK B
BUie 146 TPUILIIETOB (
HYKJIEOTH/IOB).
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UxTHo3s

[eHeTH4YeCcKOe 3a00eBaHMe KOXXH, HU IIPUYUH, HU
CrI0CO0O0B JIeYeHUs MBI ITOKa He 3HAEM.

HapyiieHa TemmieparypHasi pery/siius KOXXu, BOTHbIH
6aJtaHC, pOCT U pa3BUTHE.

[Tpm xecToKMX PopMax UXTUO3a MIAJI€HIIBI YMHUPAIOT
BCKOPe IT0cJIe POXKAEHUS OT 00e3BOXXUBAHUS U
MHPEKITHA.

3a7iep)kKKa YMCTBEHHOTO PAa3BUTHS, UMMYHOAepUIIHT,

TJTyX0Ta, 0OIbIceHHne, AepOpMaITus KOCTEM, TIJI0X0e
3peHMe, ICUXO0JIOTUYeCKasi OMyCTOIIEHHOCTb.
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CuHApPpOM «KOLIaYbero KpuKa»

[TpuumrHa - yTpaTa pparMeHTa 5-1 XpOMOCOMBI.

HeoObraHbI# T1/1a4, TOXOXKHHM HA MSTyKaHb€e KOIIIKH, YTO

CBSI3QHO C HapYLIE€HHWeM CTPOEeHHWSI TOPTAHU U
rO/I0COBBIX CBSI30K.

YMcTBeHHOE U pu3nUecKoe HeJJOPAa3BUTHE.







BosbpHBIE IMEIOT 0COO0e CTpOeHMe IUlla, B
crieliva/IbHOM TUTepaType HasbIBaeMOEe «JIUIIOM
anbdar. /1711 HUX XapaKTepHbI ITUPOKUI 100, pa3/iéT
OpoBeli 1Mo CpeHeN TMHHUH, OMyIlleHHbIe BHU3 ITOTHbBIE
IEKH, OOIBIION POT C MOTHBIMHU I'yOaMU (0COOEHHO
HIDKHER ), IJIOCKOe IepeHocke, cBoeoOpasHas popma
HOCA C TJIOCKUM TYITBIM KOHIIOM, Ma/IeHbKHH,
HEeCKOJIbKO 3a0CTPEHHBIN HOA00POIOK.

[71a3a 3a49acTyio IpKO-TO/IyObIe, CO 3BE3AYATOMN
KapTUHOM PAAY)XKU U CKJIePAaMU CMHEBATOrO [BeTa.
Paspe3 171a3 cBoeoOpa3HbIi, C TPUMYXJIOCTIMU BOKPYT
BeK. Cxoxsinieecst KOCoOIia3ue.

Il ns cTapuivx geTei XapaKTepPHbI AJIMHHbBIE, peJKye
3yOBl.



* CXOACTBO JINII yCHTUBAET YAbIOKA, KOTOpas elné
OoJIblile TOAYEPKHUBAET OTEYHOCTh BEK M CBOe0Opa3Hoe
CTpOeHUe PTa.

* Hu ogHa u3 aTuX 4epT He IB/IsIeTCsT 00s13aTe/TbHOM, HO
1X o0llee coueTaHHe Bceraa MpHUCYTCTBYeT.

e [Icuxonornyeckue 0CO0OEHHOCTH

e JI71s1 TOr0 CUHAPOMA XapaKTepeH AepUITAT HAL/ISTHO-
00PAa3HOTro MbIIIUIEHNSA. YMCTBEHHbBIE HAPYIIIEHHUSI
HAO/TI0IAIOTCS TaK)Ke B BepOATbHBIX CHIOCOOHOCTSIX.

e [IpyYMHBI OTKIOHEHUA

* Penkoe reHeTHYecKoe HapylieHHE 7-0M XPOMOCOMEI,
KJIMHHUYeCKH IIPOsB/Isiioleecs: B popMe rHOepKATHUH.




* [1onyoTKpbITLIN POT
rnasa. lLnpokaa nepeHocuua

, nanbLUbl Kak Obl 0OpybneHsb!
{ e+ Topokw cepaua

g * [1pogomknTensLHOCTb
' XU3HWN CHWXaeTcs
B 5-10 pas

bone3ns /layHa

* YMCTBEHHas U pmandeckas oTCTanocTb

* MoHronougHsin Tun nuua. Koco pacrnonoXeHHble

« CTOMbI N KUCTU KOPOTKME U LUMPOKME,
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4 15 16
XK XX naj WA z?‘
19




CuHApOM JBap/ca




CuHApPOM JaBapAca = CAHIPOM TPUCOMUM
18 XpOMOCOMBI. /1711 Hero xapakrepHsl
MHO)XeCTBeHHbIe TOPOKU PAa3BUTUS,
HanOoJIee YaCThIMHU SIBJISIIOTCS 3a/IePXKKa
BHYTpHUYTpOOHOTO pa3Butus, BIIC, HU3KO
MOCakKeHHbIE aHOMa/IbHOU (POPMBI YIITHBIE
PAKOBHHBI, KOPOTKas mes. CHHAPOM nMeeT
HeO/IaroMPUSTHBIN IIPOTHO3, TTO3TOMY
KapAHUOXHUPYPIrH He OepyT TaKuX JeTel Ha
XUPYPIrUYECKYI0 KOPPEKLUIO MOPOKA

cepAiia.



Cuaapom
Knaitndpenbsrepa

Habntopgaetcs y toHOLLEN
e BblcOKMKM pocT

* HapyLueHue nponopuumn Tena (annHHbIe
KOHEYHOCTMW, y3Kad rpygHas Knetka)

« OTCTanocTb B pasBmuTuu

 becnnogue




Cunapom
lllepeimneBckoro-IT'epHepa

Habntopaetcs y AeBoYek

* HapyLueHue nponopuunmn tena (HU3Kum
POCT, YKOPOYEHHbIE HOMU, LUMPOKUE
nrieyu, Wwesa KopoTkasa)

« KpblnoBuaHasa KoXxHasa ckrnagka Ha Lee
* [TopoKK BHYTPEHHNX OpPraHoB

 becnnogue
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©® Muxkpoiiedanus (yMeHblIeHHe
TOJIOBHOI'O MO3Ia)

Pe3kas YMCTBE€HHASA OTCTAJI0OCTb

Pacienyienne BepxHeii ryobl 1
Heba

AHOMaJINU I71a3HOTO s10/10Ka
[ToBbIIIEHHAasI THOKOCTDH CYCTaBOB
IlonnpaxkTunuvs

Bbicokast cMmepTHOCTS (B mepBbIii
roi )KM3HHU yMHupaeT 90% zeTeit)
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Ilo npupose BOBHUKHOBEHUS MyTareHbl
KJIaccuPpUIUpyoT

Pusuueckue mymazensvl:® buonozuueckue
§ uonusupyrowee MymaezeHbul:
usyueHue; § Hexomopble supycol
§ paduoaxkmueHbwiil pacnad; (6upyc kKopu, KpacHyxu, epunn

a
§ yabmpaguonemosoe usny 7’
yeHue; SanmuzeHnbl HeKOMoOpbIX MUK

00p2aHU3MOB;
§ MmodenuposaHHoe 00 ,

paduousnyveHue u § npodykmut 06meHa
3J1eKMpoOMaz2HUMHble noas; BeWecme (npodykmuot

§ upesamepHo gbicokan uau OKUCJIEHUA 2unuoos).
HU3Kasa memnepamypd.



Xumuueckue MYIMmaceHbsbl.

§ oxucaumenu u eoccmaHogumenu
(HUMpamvl, HUMPUMbIL, AKMUBHbLE HOPMbl
Kucaopoda);

§ anxkunupyrowue azeHmowl (Hanpumep, uodauemamud);
§ necmuuudsl (Hanpumep 2epbuuudsbl, yHeuUUOIbL);

§ Hexomopbvie nuwesvie
dobasku (Hanpumep, apomamudeckue
y21e6000p00bl, UUKAAMAMDbL);

§ npodykmuwi nepepabomku Hegpmu;
§ opeanuueckue pacmeopumenu;

§ sniekapcmeeHHble npenapamul
(Hanpumep, uumocmamuku, Nnpenapambl
pmymu, UMMyHOOenpeccaHmotl).
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B cTabuibHBIX (HeM3MeHHBIX U/IH C/1a00 U3MEHSIOIIXCS)
YCJIOBUSX CYILI[eCTBOBAHUS OOIBITHMHCTBO 0COO€ei NMEeIoT
O6/TM3KUH K ONITUMATBHOMY T€HOTHUII, @ MYTAIlU BbI3bIBAIOT
HapylieHrue PyHKIIUH OpPraHu3Ma, CHIDKAIOT €ro
MIPUCITOCOO/IEHHOCTHh ¥ MOTYT MMPUBECTH K CMEPTH OCOOU.
OaHaKo B OYeHb PEIKUX CTYYASIX MYTAIlUs MOYKET TPUBECTH
K TIOSIBJIEHUIO Y OPTAaHW3Ma HOBBIX ITOJIE3HBIX IPU3HAKOB, U
TOT/IA TIOCIECTBUS MYTAll OKa3bIBAIOTCSI

MOJIOYKUTE/IbHBIMH; B 3TOM C/Tydae OHU SIBSIOTCS CPeICTBOM
alaNTallu¥ OPTAaHU3MA K OKPYXKalollleu cpese u,
COOTBETCTREHHO, Ha3bIBAIOTCS adanmayuoHHbIMU.




[IpoBeps cebs

a) sIB/ISIeTCA C/IeICTBUEM
OIMOOK IPH PerTHKAIUU
AHK;

0) MPUBOIUT K YBETHUEHUIO
YrCjIa XPOMOCOM;

B) IPUBOAUT K 00pa30BaHUIO
HOBOU POPMBI TeHa;

I') U3SMEHSIOT
[I0C/IeJ0BATE/IbHOCTb T€HOB B
XPOMOCOME;

1) HaOII0JaeTCs Y paCTeHUH;
€) 3aTparvuBaloT OTJe/IbHbIE
XPOMOCOMEBI.

A) reHOMHBI€;
b) xpoMocoMHBbI€;
B) reunsie.




[IpoBeps cebsn










