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HacieacrBeHHbnle 3200J1¢BaHUA

3TO0 3200/1eBaHM,
NPUYMHOU KOTOPHIX
SABJAKTCH MyTallUU
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1. H3, npyM4YMHO KOTOPBIX
SIBJISICTCH XPOMOCOMHASA
MyTamus,

2. H3, npy4yvHO# KOTOPBIX
SIBJISICTCS F€HHAsl MyTallusl,

3. boJyie3HM ¢ HACJTEACTBEHHOM
IPeapaco0KeHHOCTHIO:

a. ITHOJOrHYeCKUI (paKkTop —
reHHass MyTalus,

0. ATHOoNOrHYeCcKUl (paKkTOp —
CpeaoBou,

4. JIro0ast 00J1€3Hb (MMeeT
reHeTHYeCKH 00YCJI0BJICHHYIO
cneuuduky)



XpOMOCOMHBIE 00JIC3HH
(aHOMAJIMH ayTOCOM)
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Cunapowm Ilaray
(Tpucomus mo 13 mape)

Cunapom Jlexena
Cungpom Jfayna (mesienusi KOPOTKOIO IIEYA
(Tpucomus no 21 nape) XPOMOCOMBI 5 mapbl)



O01asi XapaKTepuCTHKA Cunapom /layHa
Ilpu HapylIeHUusIX B CHUCTEME v ]
AyTOCOM, HAPYIIEHHs, KaK /&
NMPaBUJI0, KOMILUIEKCHBIE T ‘

0oJ1ee TsKeJIbIe.

Yame HocAaT
HENporpeIueHTHLIN
Xxapakrep.

MHuorue (popMbI ABJISAIOTCH
HEKU3HECMOCOOHbIMMU.

PaHO IMAarHOCTHPYIOTCH HO
JIeYeHH e TOJbKO
CUMIITOMATHYECKOE.

XPOMOCOMHBIC HAPYIIICHU A



Oo01asi xapakTepucTuKa

® OObIYHO NMPOSABJISAOTCH B

BHJI¢ HAPYIICHUH
OTAeJIbHBIX BUJI0B 00MEeHA
(0eKOBBIM, KUPOBOM,
YIJICBOAHbIN) .

Yame HoCHAT
NPOrpeANeHTHBIN
Xapakrep.

TunuyHbIe NPOSABICHUS
YACTHYHO CIVIAKUBAIOTCH
IPU PAaHHEH IUATHOCTUKE
U paHHEM HayaJjie
JIe4eHUH.

DOKY

oo
HO"MELHITHE

Puc. 12.8 X
bonero% £ ReruaxeTcHyDes.
Cnaban nurMeHTayuma KoXu, BONOC,
pagyxHo#n 0b6onoyKky rnas,
YMEPEHHaA CTeNneHb ONMroppeHnmn

I eHHBIC HAPYIICHUSA



O EeHNNKETOHYpPUS

Dennaxkeronypusi (PKY) - Tsokenoe HacaeacTBeHHoe 3a001eBaHme,
HACTyMaklilee BCAeJCTBIE BPOXKAEHHOT0 e ekTa (pepMeHTa, OTBEYAILIEro B
OpraHu3Me 4YeJOBeKa 33 HOPMaJabHbIi 06MeH (eHnnatannHa (0HOM 13
He3aMeHUMbIX aMUHOKHCIO0T, BXOAALIMX B COCTaB Oenka).

IIpu 3a60,1eBaHUM HAPYLIAIOTCH 00MeHHBIE MPoliecchl, 0COOeHHO BaXkKHbIe JIJIf
pa3BUBalOLIEerocs Mo3ra pedeHka. B KpoBU M Jpyrux XKuMAKOCTAX OpraHu3Ma
HAKATJINBAETCHA B 00/1b1I0M KoJUYecTBe (PeHUIAJTAHUH U MOBLIIIEHO 00pa3yloTcs
TaKue BellecTBa Kak (PeHUJINMUPOBUHOrpagHast, (PeHUIMOJOUHAS U
(peHUITYKCYCHAS KUCJI0ThI, KOTOPbIE BBIEASIOTCS B IMOBBILIIEHHBIX KOJUYECTBAX €
mouoii. CiiecTBHEM HapyLIIEHHOT0 00MeHa B MO3Te fIBJISIETCS TSKeJI0e
ncUxXuyeckoe Hejjopa3BuTue. Eciiy He npenpuHATO CBOEBPeMEHHOE JieUeHUe, TO
00JbHBIE HA BCIO 2KU3Hb OCTAIOTCHA IIy00KMMU MHBAJIUaAMM.

[TocTynaroumii B opranu3m peHWIaJaHUH WAET HA MOCTpoeHMe DeJKOBOI Lienu
WU MIpeBpalaeTcs B TUP03uH. OTCyTCTBHUE B IIeYeHU pepMeHTa
(heHMIATAHNHT UAPOKCU/IA3BI IPENATCTBYET HOPMAaJbHOMY MpeBpallieHNI0
(peHnIaJIaHMHA MUY B TUPO3uH. [lo3TOMY (heHMNIaIaHUH UCTTI0JIB3YeTCS JULLb
Mpu cuHTe3e DeKa, a N30bITOK HAKAIVIMBAETCS B KJETKaX MeYeHU U MonajaeT B
KPOBOTOK, I'/le KOJUYeCTBO (peHUIaJTaHNHA ABJISAETCA TOKCUYHBIM U151 KJIeTOK
mo3ra. [louku He cripaB/sAIOTCSA ¢ ero peabcopOuueii, B pe3yJbTaTe Yero oH
BBIBOAMTCS ¢ MOYOii. IMeHHO Hainume 3Toro peHuJIKeTOHa B MoYe JaJ10
OCHOBaHMe HAa3BaTh COOTBETCTRYIOLIIEe ITaT0J0rnuecKoe COCTOsIHIE
(peHUIIKEeTOHYPUEii.



OcHoBHbIe npu3Haku H3:

® CemMelHBIN XapakKTep
HAKOIJICHHUS CJIy4aeB
3a00/1eBaHul,

B ® XpOHHYECKHUHU, IPOrpPeIueHTHbIN
WIH peleINBUPYIOIINA XapaKkTep
(4 Bapuanra),

® MHOXKECTBEHHOCThH
(MOJIUCUCTEMHOCTDh) HAPYILICHU,

® Haauumue nucnjaasum u
BPOX/ACHHbIX NIOPOKOB PAa3BUTHS,

® Pe3uCTeHTHOCTH K Tepanum.
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