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= K HacTosilweMy BpeMeHu n3secTHbl 6onee 2000
reHeTu4Yecknx 6onesHemn, oaHaKo AOCTAaTOUYHO
NosIHO n3yyeHo He 6onee 500 M3 HUX.

« YTO Xe aBnseTcs NnpuynHON Takmnx
~ 3abonesaHumn?




BbISICHUTb NMPUYNHbI TEHETUYECKNX 3aboneBaHuu.
[To3HakoMuUTbLCA C HEKOTOPbIMU N3 HUX.

Y3HaTb Kak MOXXHO CHU3UTb BEPOATHOCTb
BO3HUKHOBEHUSA reHeTn4Yecknx 3aboneBaHnm




feHeTHUYECKMUE
3aboneBaHus

HMHMHbI

XpoMOCOM-
eHHbIe Hble
MyTauum MyTauum

A AyTOCOMHO-
YTOCOMHO-
peLeccuBHoe

AOMMHAHTHOeE U3MeHeHue B
HaciegoBaHU HacnepoBaHu N3MeHeHue B
HacneaoBaHU CTpoeHue

e e yucne
e XpPOMOCOM
3aboneBaHus

3a6oneBaHus CLlenJIeHHoe C XPOMOCOM
nosiom




dYTdCOMHO-AOMUHAHTHOE HACIEAOBAHUE

« K 60nesHn npuBoauT MyTauus B
ayTOCOMax, MPUYEM MYTAHTHbIN F'EH-

ONOMUHAHTHbIN.

« K TakuM 601e3HsIM OTHOCUTCH

aCTEHNYECKOE TENOCIIOKEHUE,
«MTUYBE JINLIO», KOHEYHOCTU
YVTMHEHbI, aPaXHOAAKTUMNS,
necopMmMpoBaHHas rpyaHas Knetka,
VCKPUB/IEHME MO3BOHOYHMKA.




PA3BUBAIOTCH
NOMOJTHUTESbHbIE
nanbLpbl




ayTaCOMHO-PELIECCUBHOE

HAC/1IEAOBAHNE

« K 60ne3nu npusoant
BO3HMKAIOLLNW B
pe3ysbTaTe MyTaLum
PELIECCUBHbBIN M'EeH
ayTOCOMbI

= [lpuMepom Takon 6onesHu
SBNSIETCS -
BPOXAEHHOE OTCYTCTBME
MUrMEHTALMU KOXW, BOSIOC
1 pajy>XKu rnasa.




H606XO,£I,VIMbIVI And NoayyvyeHund

TUPO3UHA N3 dheHuUNanaHnHa, B
pe3ynbTaTe B OpraHn3Me
HaKanmBaeTcsl eHunanaHuH,
NOBPEXAAOLWMA HEPBHYHO
cucrtemy. Ecnu cpasy yMeHbLWNTb
coaep>kaHvne eHunanaHnHa B

cuz—c:;—coo-
nuue pebeHka, To pa3BuTue e
Mo3ra ero 6yaet HopMasnbHbIM




HacnenoBaHue cuenieHHoe ¢ noaoMm

K 60/1e3H1 NpuUBOAUT NATONOrMUSA reHa NnosioBon X-
XPOMOCOMBI.

[IpMMepoM Takoro 3abonieBaHnUS MOXKET CITYXUTb

- 3aboneBaHne, 0bycoBNeHHOE
HeJOCTaTOYHOCTbIO CUCTEMbI CBEPTbIBAHUS KPOBU U
NPOoSIB/ISILOLLIEECS KPOBOTOUYMBOCTbIO. bonetoT
rNaBHbIM 06pa3oM MY>XXUMHBI, XXEHLUHbI — JINLLIb
HOCUTENN MYTAHTHOrO reHa v nepeaatoT reMopunto
CbIHOBbSIM.



7/

Bbi3BdHHbIE USMEHEHWNEM B YUCJIE

XPOMOCOM

« [lpucyTcTBMe B KneTkax

YyesioBeKa TpeTben 21-n
XPOMOCOMbI MPUBOAUT K
POXAEHUIO pebeHKa C

NETN C YMCTBEHHOM
OTCTanoCTbio, MaSIEHbKOro
POCTa, MOHMXEHHOW
YCTONYNBOCTbIO K
NH(EKUNOHHbIM
3aboneBaHuAM

e T A M S SO WA

L T Y — A I W A



= Hanuuume nuiiHen X-xpomMocombl
y My>XunH (XXY) npuBoauT K

4
Bblpa)katoLerocs B 6ecnnoamu,
’MraHTCKOM pPOCTE, YMCTBEHHOWM
OTCTasI0CTU, YXEHCKOM TUME
ckenerta.




« ECnn B XpoMOCOMHOM Habope
XXEHLLMHbI OTCYTCTBYET OAHA
n3 X-XpoOMOCOM, TO
Pa3BMBAETCH

NPU KOTOPOM >KEHLLMHbI
CTpaaatoT 6ecnnoaneM, NMeLoT
MasIeHbKNUN POCT, KOPOTKYIO
LLIEO N MY>XXCKUE NMPU3HAKM.




I3MeHeHne B CTPYKTYpeE XPOMOCOM.

« [lpn geneumnmn 4actn 5-n XpoMOCOMbI Yy YeNoBEKA
HabnoaaeTcs Npu KOTOPOM
HapyLLEHO CTPOEHME MOPTaHM U FOMI0C UMEET 0CODbIN
TeMbp, KpOMe TOro pa3BMBaeTcs criaboymue.

« [lpyn peneunn yyactka 21-M XxpOMOCOMbI Pa3BMBAETCS

CyLLHOCTb €ro COCTOUT B MOPaXXEHNU BHYTPEHHMUX
OpraHoB, BbipabaTbiBatoLuX 6enble KpOBSIHbIE LUAPUKW,

NnpnyeM 4ncmio nocneaHnx so3pacrae€t BO MHOIO pa3 o
OTHOLWEHNIO K KPACHbIM LLIAdPUKaM.



BbiBOA

= TaknMm 06p830M, MyTauun rnpuUBoOAAT K O4HEHb TAXEJIbIM
nocneacTremsaM, Bbl3biBad reHETUYHECKUE 3aboneBaHusl.

O4HaKo CyLUEeCcTBYIOT

He BcTynaTb B
Onn3KopoaCcTBEHHbIE DpaKu.
Meauko-reHeTun4yeckmne
KOHCYNbLTUPOBaHUS.

CBeCTn K MUHUMYMY
OENCTBME Ha OpraHn3m
MYyTareHHbIX 0akTOPOB.
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