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B ocHose Hacsie0cmeeHHbIX
3abosieeaHul s1exxam HapyuweHuUs!
(Mymauuu) HacsiedcmeeHHOU
UHopmMmayuu

1. [eHOMHbIe
- 2. XpPOMOCOMHbI€e
3. [eHHble

CuHApoMm - onpegenéHHoe codeTaHne NpM3HaKkoB
6onesHn 0bycnoBneHHbIX €aMHBIM NaTOreHe3oM.

CvHAOpPOM He paBHO3Ha4YeH DoNes3Hu, T. K. MPUYNHbI \
ero MoryT ObITb pasfnnUYHbIMMU. -—




 eHOMHbIEe Mymayuu

CBsAA3aHbl C U3AMEeHEeHUeM Yncria XpoMocom ‘

NMonunnounausa eTeponnongus
-yBernnyeHue 4ymcna (aHaynnoungus) -usameHeHue
XPOMOCOM B 2eHOMe KNEeTKW, yucna XxpomMocom B
KpaTHoOe rannoungHomy KapuoTune He KpaTHOMY
Habopy XpOMOCOM, rannomgHomy Habopy.

Hanpumep, 3n, 4n, 5n,... BO3HUKalOT MOHOCOMMKU U




CuHdpom [ayHa

KapuoTtun 47

MpUNNKCHYTLIA HOC U UL,
NPUNOAHATbIE BBEPX

CKOLIEHHble rnasa.
OpunHoYHas cknapaka Ha naporu ("obesbaHba”)

YKOPOYEHHbIW NATbIA nanew,

NOBEPHYTbIi BHYTPb.

[aneko oTcTaBneHHbI Bonbwoi nanewy,

U pa3BUTble KOXXHbIE CKNaAKu Ha CTyNHe.




CuHApowm Lllepewesckozo - TépHepa

—

«wesi ccpuHKca» (KopoTKas Kapunortun 45
les C KpbINOBUAHLIMU

ComaTtunyeckue
aHoOManuu

(aedpopmauuns

KOHEeYHOCTEeMN,
CyCTaBOB,

HU3KOPOCIIOCTDb )
HenonHoe

pa3BuUTHE NOJSIOBOWU
CUCTEMbI

MoHOCOMMS NO X-

\V4d aYal V. VaYalal V Fa




CuHopom KnauHgenbmepa

Kapuotun y nuu myxckoro nona: 47, XXY; 47, XYY; 48, XXXY; |

48, XYYY; 48 XXYY; 49 XXXXY; 49 XXXYY
Cunapom Knanndenstepa, 47 / XXY

BbLICOKUM
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HapyLweHune cTpoeHunsi NOfIOBbIX OpraHoB

3aaepxKn B YMCTBEHHOM \ -
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XpOMOCOMHbIe Mymauyuu

T

un MYTauMVI, KOTOpPbIe USMEHAIOT

HopmanbHas

XPOMOCOMA YTpara Oynnukauusn UHuBepcus TpaHcnokauus
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CuHOpOM Kowa4ybea20 KpUKa

HopmanbHoe 4yucno

XPOMOCOM 2
OTcytcTBMem cpparmeHTa 5-U

% OMOCOMBI
)fPapMomn 6 XX unu XYy

OCcobEHHOCTM CTPOEHUSA NnLIa Y NAaLUEHTOB C
CUHOPOMOM KOLLa4bero Kpuka B Bo3pacTe 8
mec (A), 2 roga (B), 4 roga (C) n 9 net (D)




eHHbIe Mymauuu (toukoBble u cTpyKTypHbIe)

JTioOble n3MeHeHUs MONEeKyNApHOMn
cTpyKkTypbl OHK (usmeHeHue 8

rnocsiedogamesibHOCMU HYK/1eomuooes:
eblnadeHue, 6CMae

[To Tny 3aboneBaHnn OHU
AensaTcs Ha ayTOCOMHO-
AOMWHAHTHbIE, ayTOCOMHO-
peuecCUBHbIE U CLeNNeHHble C - BB
X- unun Y-XxpomocoMamMu. AxoHaponnasuvs — ;

(VoY a S e iV iV a S o Valel



HdanbmoHu3M(usemoesasi

[JanbTOHUKM OeNnATCA Ha
ANXPOMAHTOB (MOryT He pa3fnu4yaTb
KpacHbIN LBEeT - NPOTaHOMNUA,
3efiIeHbIn - AenTepaHonusa unu
domoneToBbIN - TPUTAHONNA) U

MOHOXPOM ‘ S

1. HOopMarnbHoOe 3peHue 2.
npotaHonus 3. genTepaHonwu
4. TpUTAHOMNUA
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V(577 HapyluaeTca HopmanbHoOe cBepTbiBaHMe




CuHdpom (6orne3Hb) MapghaHa

P+ § MaTonorus coeaMHUTENbHOM
| TkaHK -
L= YANWHEHHbIE KOHEYHOCTH,
oz BbITAHYTbIE Nanbubl,
Heaopa3BUTUE XUPOBOU
KreTyaTKu, NaTonorus B
opraHax 3peHus

cepAe4yHO-COCyanCTOMU
CUCTEeMbI, BAaBrneHHas
«KypUHas rpyab»




- MHoruve us3 nrogev c CUHAPOMOM
MapdaHa oTnu4yanuco
HeoObIYanHON
paboTocnocodbHoCTbLI0. Kak Bbl

aAymMaeTe, noyemy?




AnbO6UHU3M

BpoxaeHHoe




PeHUSIKeMOHYPUSsT

HapyLweHune meTtabonnama aMMHOKUCIIOT, IMaBHbIM |

obpasom peHunanaHuHa

NopaxeHune LLHC, HapyLieHus
YMCTBEHHOro pa3sBuUTHA,
CyAoporu, UaAMeHeHUs KOXM,
cBeTnble
pagyXku, anunenTu4yecKkue
NPUCTYNbI

e
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Borne3Hu ¢c HacrieocmeeHHoOU
rnpeopacrnosioXeHHOCMbIO
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PaccesiHHbIU
CKJ1epo3
.MaHuakasibHO-
dernpeccueHbIU XpoHuyeckut
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