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« K HactosuweMy BpeMeHu nssectHbl 6osee 2000
reHeTnyeckmx 6ones3Hen, ogHaKo AOCTaTOYHO
NOJSIHO U3y4eHo He 6osee 500 13 HKX.

= YTO Xe aBnsgeTcs NpuYnHON Takmx
3abonieBaHUN?
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BbISICHUTb NPUYNHbI TEHETUYECKNX 3aboneBaHun.
[lo3HakoMuUTbLCA C HEKOTOPbIMU N3 HUX.

Y3HaTb Kak MOXXHO CHU3UTb BEPOATHOCTb
BO3HUKHOBEHUSA reHeTn4YecKknx 3aboneBaHnm







dYTdCOMHO-AOMUHAHTHOE HACEAOBAHUE

« K 60nesnn npuBoauT MyTauus B
ayTOCOMaXx, MPUYEM MYTAHTHbIN F'EH-

[NOMWUHAHTHbIN.

« K TakuMm 601e3HsiM OTHOCUTCH

aCTEHNYECKOE TENOCIIOKEHUE,
«MTUYBE JINLIO», KOHEYHOCTU
YJIMHEHbI, apPaXHOAAKTUMNS,
necopMMpoBaHHas rpyaHas Knetka,
VCKPUB/IEHME MO3BOHOYHMKA.




PA3BUBAIOTCH
NOMOJTHUTENbHbIE
nanbLpbl




ayTaCOMHO-PELIECCUBHOE

HAC/1IEAOBAHNE

« K 60ne3nu npusoaunt
BO3HMKAOLLNMA B
pesynbTaTte MyTauum
DELIECCUBHbIN 'eH
ayTOCOMBb!

= [lpuMepoM Takon 6onesHu
ABNSETCS -
BPOXX/1IEHHOE OTCYTCTBUE
MUrMEHTALMM KOXW, BOSIOC
1 pafy>XKu rnasa.




OTCYTCTBYET (PEPMEHT, ®eHunanaHuH
HeobxoanMbI ANS NOSyYeHUs

TUPO3UHA N3 dheHuNanaHnHa, B
pe3ynbTaTe B OPraHn3Me
HaKanmBaeTcsl eHunanaHuH,
NOBPEXAAOLMA HEPBHYHO
cucrtemy. Ecnum cpasy yMeHbLNTb
coaepXXaHue peHunanaHnHa B
nuwe pebeHka, TO pa3BuUTue
Mo3ra ero 6yaet HopMasnbHbIM




HacnenoBaHue cuenieHHoe ¢ nNoaoMm

K 601e3H1 NpuBOAMT NATONOrMUSA reHa nosioBon X-
XPOMOCOMBI.

[IpMMepoM Takoro 3abonieBaHnUs MOXKET CITYXWUTb

- 3aboneBaHne, 0bycoBneHHoE
HeJOCTaTOYHOCTbIO CUCTEMbI CBEPTbIBAHUS KPOBU U
NPOoSIB/ISIIOLLIEECS KPOBOTOUMBOCTbIO. bonetoT
rMaBHbIM 06pa3oM MY>XUMHBI, XXEHLUHbI — JINLLIb
HOCUTENN MYTAHTHOrO reHa U nepeaatroT reMopunto
CbIHOBbSIM.
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BbI3BAHHbIE U3MEHEHUEM B YUC/IE
XPOMOCOM

« [lpUCyTCTBME B KNETKax
YyesioBeKa TpeTben 21-n
XPOMOCOMbI MPUBOANUT K
POXAEHUIO pebeHKa C

NETN C YMCTBEHHOM
OTCTanoCTbiO, MaSIEHbKOrO
POCTa, MOHMXEHHOW
YCTONYNBOCTbIO K
NHEKLNOHHbIM
3aboneBaHnAM




= Hanuuume nuiuHen X-xpoMocomsl
y My>X4nH (XXY) npuBoaUuT K

4
Bblpa)katoLLierocs B becrnioaum,
’MraHTCKOM pOCTE, YMCTBEHHOM
OTCTAJIOCTU, XXEHCKOM TuUre
cKkenerta.




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

NPU KOTOPOM >KEHLLMHbI
CTpaaatoT 6ecnnoaneM, MMeLoT
MasIeHbKNMN POCT, KOPOTKYIO
LLIEO N MY>XXCKME NMPU3HAKM.




I3MeHeHne B CTPYKTYpPeE XPOMOCOM.

« [lpu geneumnmn 4actn 5-n XpoMOCOMbI Yy YeNoBeEKa
HabnogaeTcs Npu KOTOPOM
HapyLLEHO CTPOEHUE FOPTAHU U MOMI0C UMEET 0CODbIN
TeMbp, KpOMe TOro pa3BMBaeTcs criaboyMmue.

« [lpyn peneunn yyactka 21-1 XxpOMOCOMbI Pa3BMBAETCS

CyLLHOCTb €ro COCTOUT B MOPa>XEHNUN BHYTPEHHMUX
OpraHoB, BbipabaTbiBatoLuX 6enble KpOBSIHbIE LUAPUKW,

NnpnyeM 4ncso nocieaHnx so3pacrae€t BO MHOIO pa3 o
OTHOLWEHNIKO K KPACHbIM LLIAPUKaM.



BbiBOA

= Taknm o6pa30M, MyTauun rNMpuUBOAAT K O4HEHb TAXEJIbIM
nocneacTtemsM, Bbl3biBad reHETUYHECKUE 3aboneBaHusl.

OaHaKo CyLWecTBYIOT

He BcTynaTb B
Onn3KopoaCcTBEHHbIE DpaKu.
Meauko-reHeTun4yeckue
KOHCYNbLTUPOBaHUS.

CBeCTn K MUHUMYMY
OENCTBUE Ha opraHnU3m
MYyTareHHbIX 0aKTOPOB.







