Jlekuusa 4.
Tema: XPOMOCOMHAHA
[TATOJIOT NA.



XPOMOCOMHAas NaTonormng

[1na XpOMOCOMHbIX CUHOPOMOB XapakK-
TEPHbI CrieayrLne oCobeHHOCT!:

1. BO3HMKHOBEHME  XPOMOCOMHbIX WU
[EHOMHbIX HapyLleHUNn npoucxoauT B
raMmetax unuM B NepBbIX AOPOOMEeHUAX

3UrOThl.
2. [latoreHe3 (MexaHu3M pa3BUTUA)
CUHOPOMOB npmxoguTcs Ha
BHYTPUYTPODOHBLIN nepuo.

3. KNUHMKY COCTaBnAOT MHOXECTBEH-
Hble MNOPOKM pasBUTUA  Pa3NUYHbIX
CUCTEM W1 OPraHoB. >



XPOMOCOMHAas NaTonormng

[1Ns1 XpOMOCOMHBIX CUHAPOMOB Xapak-
TEPHbI crnegyoLwme oCobeHHOCTI:

4. OTcyTCcTBYEeT Ha OaHHbIN MOMEHT
OOCTYMHOE 3TUOMOrM4Yeckoe M  nNaro-
reHeTu4ecKoe reyeHme.

5. Bo3aMoXXHa npeHaTanbHas gmnarHo-
CTUKaA.



MexaHn3mM BO3HMKOHOBEHUS TEHOMHbIX MyTaLlMVIZ

XPOMOCOMHAas NaTonormng

e X X XX 0
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X XX XX XXX X0
Y XY XY Y0
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XPOMOCOMHAa4 naTonormng

_ 47 XX, 21+
46,XY,t 21/15 (1:700).

Kocble rmasHble wenu |

(80%)
InmKkaHT (51%)

[1Tnockaa nepeHocuLa
(66%)

[Tnockun npodunb nuua
(90%)



XPOMOCOMHAa4 naTonormng

CuHpgpom [layHa

Kocble rnasHble Lwenu

[1Tnockaa nepeHocuLa

OTKPbITbIA POT C
BbICYHYTbIM S13bIKOM

ONUKaHT



XPOMOCOMHAa4 naTonormng

CuHpgpom [ayHa

HU3Knn pocT BONOC

N3nnwHaa KoXa
Ha 3aTbinke (80%)




XPOMOCOMHAa4 naTonormng

CuHpgpom [ayHa

[lncnnacTtmnyHble ywn

(60%) '

’

%




XPOMOCOMHAa4 naTonormng
CuHpgpom [ayHa

KopoTkue nanbubl
(64%)

[lonepeyHaa cknagka
nagoHu,
yron atd 6onee
40 rpagycos




XPOMOCOMHAaZa naTornormg

CuHpgpom [ayHa

Y3koe Hebo (59%




XPOMOCOMHAa4 naTonormng

CuHpgpom [layHa

I3mMeHeHHas
doopma 3yboB

11



XPOMOCOMHAas NaTonormng

CuHpgpom [layHa

«[ eorpadunyeyckmin
A3bIK»
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XPOMOCOMHAas NaTonormng

CuHpgpom [layHa

YMCTBEHHasa oTcTasniocTb
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XPOMOCOMHasA NaTtonorng
CuHpgpom [ayHa
UacTble npu3HaKku:

1. AHomanun cepgua (40-60%)

2. Mbiwe4vHasa runotonms (80%)

3. CHMWXeHne MMyHUTeTa
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XPOMOCOMHAas NaTonormng
HacnepoBaHue cuHpgpoma [layHa

1. 47,XX,21+ (95%
cry4yaeB cuHAapoma)

2. 47,XY,21+/46,XY
(1% cny4aeB)

3. TpaHcnokaunoHHasa dopma 4 7, XX, t

21/15; 47,XY,t 21/21 (4% cny4aes
cuHapoma) MOXeT HacnegoBaTpca!!!



XPOMOCOMHAas NaTonormng
HacnepoBaHue cuHgpoma [layHa

PobepTcoHOBCKas TpaHcnokaums
Xpomocoma 15

He-s—H

CuenneHune B obnactu LeHTpoMEpb!




XPOMOCOMHAas NaTonormng
HacnepoBaHue cuHapoma [layHa

PobepTcoHOBCKasa TpaHCroKaLuus

—>

CuenneHne B 00f1actn LLEHTPOMEPbI



XPOMOCOMHAas NaTonormng

HacnepoBaHue cuHapoma [layHa
npu HOCUTeNbCTBE POOEPTCOHOBCKOM
TpaHCcoKauumn

1.45,XX,t 21/15 y maTtepu - 10-15%
2.45 XYt 21/15 y otua - 5-7%

3.45 XYt 21/21 y ntoboro pogntens -
100%
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XPOMOCOMHas NaTonormng

JleyeHune cuHpgpoma [layHa:

1. Ctumynsauuma LUIHC:
a. cneunduyeckas — HooTponun v ap.
0. Hecneundunyeckasa — BUTAMUHbI,

bnocTumMynaTopbl U Ap.

2. CTumynaums uMMyHUTeTa
3. Xupyprudeckoe (Nno rnokasaHusm)

4. Meaunko-counanbHaga peabunutauus:
a. cneunanbHoe oby4yeHue
6. counanbHaga agantauusa (MHTepHaThbl)
B. MOCUIIbHOE TPYAOYCTPOMCTBO |



XPOMOCOMHAa4 naTonormng

CuHppowm lNaray — 47,XX,13+;
46,Y,t 13/15 1:500-7000 .

T - ——
S %

MHoxecTBeHHbIe Nopoku pa3mnTnsoe~100%



XPOMOCOMHAa4 naTonormng
CunHpgpowm lNaTtay

UepenHo-nuueBsklie
ansmopdun (97%)

YMCTBEHHaqa OTCTanocCTb
y BbDKMBLUMX ~100% 2!



XPOMOCOMHAa4 naTonormng

CuHgpom daBapaca — 47,XX,18+;
46,XY,t 18/15 (1:5000-7000).

s

—
e

s .

MHoxecTBeHHble Nopoku pa3mntnsa2~100%



XPOMOCOMHAas NaTonormng

HacnepgoBaHue cMHOPOMOB
[TaTay n 9aBapaca

TaK Kak UHOUBUObI HE A0XKMBAKT O0
NonoBO3penoro Bo3pacTta

Bo3amoXXHO HacnegoBaHMe CUHOPOMOB
Npu Hann4ymnu PODOEPTCOHO-
BCKUX TpaHCnoKkauunu y poguTeneun, Kak

npu cuHapome [layHa. .



XPOMOCOMHAas NaTonormng

CI/IH,EI,pOMbI, cBA3adaHHbIE C UISMEHEHUEM
YAUCTIa NOJTIOBLIX XPOMOCOM.

1. Cneundomnyeckaa maHmgecTauns
CUHOPOMOB, Kak NnpaBuIio, BO3HUKAET C
nepuoga nosfioBoro co3peBaHus.

2. YMCTBEHHaA OTCTallIoOCTb MpW
Hanbornee pacrpocTpPpaHEeHHbIX CUHOPO-
Max HabnogaeTcsa penko, CHUXeHue
MHTErNMeKTa — 4acrTo.
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XPOMOCOMHAas NaTonormng

CVIH,D,pOMbI, cBAA3dHHbIE C UISMEHEHUEM
YUCTIa NOJNTOBbLIX XPOMOCOM.

3. [pybble nopokn npu Haumbonee
PACMPOCTPAHEHHbLIX CUHAPOMAxX  He
XapaKTEepPHbI.

4. Bo3aMoXHa ropMoHanbHas Koppekuus.
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XPOMOCOMHAas NaTonormng

— 45,X (cTapoe obo3Ha4eHne 45,
X0) |
(1:2000-5000) '

AHTUMOHIONMONOHbIV
pa3pes rnas



XPOMOCOMHAa4 naTonormng

CunHapom LlepelwueBckoro-TepHepa

NnmdpaTnyecknmn
OTEK rorneHen,

cTonmn,
KNCTEN PyK

(65%) L

npu poXXaeHnn n nepBble MECALbRFKNIHN




XPOMOCOMHAas NaTonormng
CuHapom LlepelueBcKkoro-TepHepa

" .
-

KopoTtkas wes (50%) wmN

S
KpblnoBUaHbIE A

CKIafKn OT 3aTblfika —»
K Hagnne4bam (65%)
/luess cdpuHkca/
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XPOMOCOMHAas NaTonormng
CuHapom LlepelueBcKkoro-TepHepa

Hunakuin pocTt (100%)/ ¥

bouykoobpasHasa rpygHas
krneTtka (55%)

LLInpoko paccTtaBneHHble
COCKMU
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XPOMOCOMHAa4 naTonormng
CunHpapom LlepelwueBckoro-TepHepa

NOSTIOBOUN MHMPAHTUMN3M
(100% ponsa 45,X)




XPOMOCOMHAas NaTonormng
CuHapom LepelueBckoro-TepHepa 45,X

Obsas3aTernbHble NPU3HAKW:

1. AMeHopes (oereHepauyms
ANYHUKOB)

2. HepopasButne MooYHbIX
Xeneas

3. OMoumnoHanbHasa 6egHOoCTb
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XPOMOCOMHAas NaTonormng
NeyeHune cnHgpoma LLlepelueBcKoro-
TepHepa:
1. CTumynaumna pocta go 17 ner:
a. cneymndunyeckaa — ropMoH pocTa

0. Hecneundunveckasa — aHabonnyeckmne

cTepouabl, BUTaMUHbI, AueTa
2. DopMrpoBaHME MEHCTPYaNbHOIo LiMKNa

c 14 -15 neT - uMKNMYeckoe HasHa4vYeHune
9CTpareHoB U rectareHoB

3. Xupyprmuyeckoe (no rnokasaHusim)
4. lNcnxoTepaneBTnYECKOE 32



XPOMOCOMHAas NaTonormng

XXY(1:500-700);48,XXXY
My>xckon non (100%)

Bbicokun pocT (1 185 cm.)
[MHekomacTua (100%)

TenocnoxeHue no
xeHckomy Tuny (100%)



XPOMOCOMHAas NaTonormng

CuHnapom KnanHdenbrepa 47, XXY

NHTennekT

OObIYHO B

npenenax
HOPMb

IOMOLMOHarb-
Haq,
nadounnbHOCTb

BHYLLAeMOCTb  BbicTynarowiada 4YesatocTb




XPOMOCOMHAaZa naTornormg
Cunapom KnanHdenbsrepa 47, XXY

YAnuHeHune
BEPXHUX KOHEYHOCTEN
M NanbLeB
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XPOMOCOMHAas NaTonormng
CuHnapom KnanHdenbrepa 47, XXY

Andkm
YMEHbLLUEHbI B
pasmepax
/MUKpoopxuansm/
(100%)
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XPOMOCOMHAas NaTonormng
Cunapom KnanHdenbsrepa 47, XXY

Obsas3aTenbHble NPU3HaKU:

1. becnnogve (aoereHepauyms
ANUTENNA U rTManmnHo3
CEMEHHbIX KaHaTUKOB)

2. Cnaboe oBornoceHume

3. deHoTUNMYECcKoe NPoABIIEHNE

CUHApOMa B rnepuop rnoroBoro

co3peBaHus .



XPOMOCOMHasA NaTtonorng

JIleueHne cuHapoma KnanHdens-
Tepa 47 ,XXY:

1. NcnxoTtepaneBTNYECKOE

2. O6Lweykpennsoulee
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XPOMOCOMHAas NaTonormng

47,
XYY (1:1000); 48,X

Obsas3aTernbHble NPU3HAKW:

1. My>xckoun non

2. BbICOKMWM pOCT

3. HeT npn3HakoB dpeMmnHn3aumu

4. MorytT MeTb NOTOMCTBO

5. He Hacnepnyetcs
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XPOMOCOMHAas NaTonormng
Cunapom KnanHdenbrepa 47, X

UacTble npusHakKu:

1. CHWKeHne caMoKpUTUKK

2. CKIMOHHOCTb K adpdEKTUBHBLIM
COCTOAHUAM
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XPOMOCOMHasA NaTtonorng

JIleueHne cuHapoma KnanHdens-
Tepa 4/,X

1. CegaTuBHbIE

2. ['lcnxotepaneBTnyeckoe
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XPOMOCOMHAas NaTonormng
- 47 XXX
(1:1000)
Y OonbLUMHCTBA DONbHbIX

HOopManbHoOe dousndeckoe (peHoTUN) w
YMCTBEHHOE pa3sBuTue, COXpaHeHa
getopogHas PYHKUUA, He OTMevaeTcs
OTKITOHEHWUW B NMOSTIOBOM pasBUTUMN.
Puck poxgeHuna pOetenm c XPOMO-
COMHbIMMU  HApPYLUEHUAMU Y  HUX
NOBbILLEH. 1



XPOMOCOMHAas NaTonormng

XapaKTepUusyroTca:

1.I'opokamm
Pa3BUTUSA

2.YMCTBEHHOU
OTCTanocCTbiO

3.becnnognem
49 XXXXX
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