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XPOMOCOMHBIX MyTallUM
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Before translocation After translocation
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Cungpom JlayHa (XX+21,




CuUMIITOMBI OOJIE3HU

-n3MeHeHnd CTPOEHUHA KoCcTeu

-NOPOKM Pa3BUTUSA CepALa 1
JKKT

-yMCTBEHHas OTCTanocTb
-HEeoObIYHbIN BHELLHNA BUA

-XOPOLLO afanTUpyrTCs,
[06pbl, OOLWMTENbHBbI
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-TAXKernble MOPOKN pa3BUTUA

cepaua n XKKT
-MUKpoLedanus

-pacLuenuHbl rybbl n Heba

downsyndromeratiua

aedekTbl ckanbna
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CHUMITTOMBI CHHIPOMA
JaBapaca
-pacuiennHa Heba
-(pJSIEKCOPHOE NOJIOXKEHNE KUCTEN
-cTOona-Kayarka

-NOPOKK cepaua

-nopoku XXKT

-CpaLlleHne Noyek
-MUKpodTanbmug

-rmnonsia3msa Mo3xedka

-KPMNTOPXM3M
90% nornbaeT oo roga
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CUHAPOM NOJIUCOMUHH
ITOIOBBIX XPOMOCOM

Tabnuuya 6.1, HacToTa reHOMHBIX MyTaUMA

Xpomocoms Cunapow Yacrora cpen
HOBODOXACHIIMX

Ayroconn
Thucomna 21 flaysa | /100
Thncomns 13 [lamay 1/3000
Toncomns 18 daapaca 1710000
Tlonomsie xpomocos (i)
X0, Mosocomus Tephepa { /5000
XXX tprcomus
XXXX, rerpaconi TTORXERNAR TAOAOBHTOCTS 1/100
XXXXX, nesracomns
Tosomne Xponocoun (Myxanm)
XYY rpucomnn Hopwa {71000
XXY rpucomya
XXYY, retpacomis
XXXY, retpacomns Krafngersrepa 1/500
XXXXY, tenracomma
XXXXXY, rexcacomma




XXY)

0 BbiCcoKum pocTt

0 YKEeHCKUN TUN TENOCIOXEHUS
0 Cnaboe oBoOsfioceHne

0 HepopasButme ceMeHHNKOB
0 becnnogune
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CyuapomM nNoncomMuu 1o Y
i xpomocome (47XYY)

0 BbiCcoKum pocTt

0 CKINOHHbI K acoumasrisHoOMy
noBeOeHnto U KpUMUHanb-
HbIM MOCTYMKam




CuHAPOM TPHILIO
(47%xx)

C yBennieHnem 4mcna x
XPOMOCOMbI pacTeT OTCTaBaHUE
B YMCTBEHHOM pPa3BUTUN




CHUHAPOM KOIlIaYbero KprKa
(5p-)

Normal 5

Deleted 5 Deletion
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-U3MeHeHue CTpoeHnsd ropTaHn

-MUKpoLedanus
-nyHoobpasHoe nmuo

-CUHAAKTUINnNA CTon
-yMCTBEHHaA OTCTalnocCTb




Font, SRR

Cungpowm lllepemeBcKoro-
Tepuepa (45X0O)

0 Hepopassutue

NOMNOBbIX OpPraHoOB

0 ManeHbKunm poct

0 KpblnoBuaHble CKnaaku

Ha wee

0 BpoxaeHHble MNOPOKU MOYeEK,
0 XKT, cepaua
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BO3HUKHOBEHUSA XPOMOCOMHBIX
AHOMAJIUM OT BO3pacCTa MaTepu

20
. Tpucomus 13 (cuHapom Martay)
I Tpucomus 18 (cunapom dneapaca)

. Tpucomus 13 (cuHgpom [ayHa)
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25-29 30-34 35-39 40-44

BO3pacT matepu
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-Ha/In4Yrie aHOMAJIMH1 Y POAUTEIen
-Ha/In4Yrie KPOBHOTO POZCTBA MEXY
POAUTESIMHA
-BO3PACT MaTepu
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1. YTo Takoe XpOMOCOMHbIE aHOMASTUU:
a) NBMEHEHME Yncra XpoOMOCOM
B)u3MeHEHME CTPYKTYPbI XPOMOCOM

B)3MEHEHWNE YnCria N CTPYKTYpPbI
XPOMOCOM
) HET NPaBUNbLHOro OTBETA




a)XX+21,Xy+21
B)XX+13,XY+13

©
T
>,
©
=
o)
=
)
Q
=i
T
S
o
N
Q
=
C
<
-
o)
<
Q
T
'
Q\

B)5Sp-
NXX+11,XY+11




00)
—i
+
<
X
=
<
T
O
<
Q.
@
.
o

a) CnHgpom [layHa

6) CuHapom lNaTtay
B) CnHgpom SaBapaca

r)CMHOpPOM KOLLIaYbero Kpuka




a)C. lNaTay
r)C. layHa

6)C KnanHdenbrepa
B) C. LepeweBckoro —-TepHepa
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5. K kakoMmy CMHAPOMY OTHOCATCS crieayoLline
CUMMNTOMbI:
cTona-kKavanka, nekcopHoe NonoXxeHue
KUcten, gedopmaumna Yyepena, nopoku KKT
a)C. 3aBapaca

6) C
B) C .lNaTay
r) C. Knanndensrepa

epeLleBckoro- TepHepa










