HbICE

IloaroroBuna crymeHTKa
I'pynnel 1/4 1111
Esctponosa K.C.
[IpenozaBarens : bo6koBa E.M.



XpPOMOCOMHbIE DOre3Hn

K xpoMocoMHBIM OTHOCSTCSI 60/1e3HH, 00YyCTOB/IEeHHbIE TeHOMHBIMH
MYTALUAMU WU CTPYKTYPHBIMU U3MEHEHUSIMU OTAE/TbHBIX XPOMOCOM.
XpomMocoMHBIe O0/Ie3HH BO3HUKAIOT B Pe3Y/IbTaTe€ MYTAIIUH B MOJIOBBIX
KJIETKaX OJHOTO U3 poguTtesnen . M3 mokoneHus B TIOKOJIEeHHUE
nepenarTCcs He Oosee 3-5 % Mx HUX. XpOMOCOMHBIMHU HapYyIIeHUSIMU

00yC/10B/IeHbI TPUMEPHO 50 % CITOHTAaHHBIX A00pPTOB U1 7% BCe
MePTBOPOXIEHUM.

BEPOATH. 1 M3 4 BEPOATH 1 M3 4 BEPOATH 1 M3 4 BEPOATH 1 M3 4
3% 25% 19 33



/
_ XPOMOCOMHBIE

rnepecmpouKu:

Tpancroxkamum — oOMeHHbBIE TEPECTPOUKH MEXAY
HEroMOJIOTUYHBIMU XPOMOCOMaMH.

Jenenuun — norepu ydacTka XxpoMocomsl. Hanpumep, cuHIpOM
KOLLIQYbero KPHKa CBI3aH C Aejelieid KOPOTKOro Ijievya 5-0u
XpOMOCOMBI. [Ipr3HaKOM eTo CITy)KUT HeOOBIYHBIH TTAY JeTel,
HAMOMHWHAKOLIWN MSTYKaHbe MU KPUK KOIIKU. JTO CBSI3aHO C
MaTOJIOTHeH TOPTAaHU MJTA TOJI0COBBIX CBA30K. Hambosree THITUYIHBIM,
MTOMHMO «KOIIAYbeTo KPUKa», SIB/ISIETCS YMCTBEHHOE U GU3UYeCcKoe
HeIopa3BUTHe, MUKpoIiedaius (AaHOMaTbHO YMEHbIIIeHHast TO/I0Ba).

HNHBepcuu — MOBOPOTHI y4aCTKA XPOMOCOMBI Ha 180 rpaZlyCoB.
JAyniuKauuy — yIBOEHUS Y4aCTKa XPOMOCOMBI.

HN30xpoMocoMusi — XpOMOCOMBI C TOBTOPSIIOLIUMCSI TeHETUYeCKUM
MaTepHaioM B 000UX TTedax.

Bo3HMKHOBeHMe KOIbLEBbIX XPOMOCOM — COeJUHEHUE BYX
KOHIIEBBIX Jle/IeIIM B 000UX IIe4aX XPOMOCOMBL.



bone3nu, cBsi3aHHbBIE C bone3nu, 00yc/iOBIeHHbIE
HapylLIeHUeM Y1 Cjia MOJT0BBIX HapylI€HHeM YHCJ/Ia ayTOCOM:
XPOMOCOM:

® cungpowm [layHa
® cungpowm Ilaray

® cunapom Knanadenrrepa
2l Cl) b ® cuHIpoM DBapzca

® cunzpowm llepesckoro -
TepHepa

bone3nu, npuuynHon
KOTOPBIX
SIB/ISIETCS MOJIUIUIONA S

© Tpunonsvs



YHacTroTa BcTpedaemMocTH 1:500-800.
Tpucomus 1o 21 xpoMmocome.

[IposiB/ieHue: MJI0OCKOe TULIO ,
MOHT'OJIOUAHBIU paspes I71a3,
SMUKAHT, OTKPBITBIU POT,
KOPOTKHU HOC, TJIOCKast
IepeHoCUlia, Kocornasue,
MMUI'MEHTHBIE MATHA 10 KPalo
PAAYXKKU, TUVIOCKUU 3aTBIIOK ,

T MBILLIeYHAsA TUTIOTOHUS ,

A\ 48RS BPOXX/IEHHbBIE TIOPOKHU CEPZIIa,

IR IEISIR IR YMCTBE€HHAsI OTCTAJIOCTh ,

aMeJIeIICHS, IEUKO3.

id 18 € ¢f 28 21 A}

Abhs M -
58
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CuHapowm [aTay

Tpucomus mo 13 xpomocome.

F - - Tunuuanerii mpusHak CI1- pacinenvHa
BepxHel TyObl 1 Heba.

[TpuzHakm: MuUKpoIedatus,
MOTUAAKTHIINS, PaACIIeTNHA I'yObl U
He0a, HU3KO MOCAYKEeHBI YIITHbIE
PAaKOBUHBI, MUKPOPTATHBMHUS ,
BPOXXJIeHHbIE TIOPOKH CePAIIA, AedeKT
MEXOKeTYIOYKOBOU IePeropoiKHu ,
aHOMaJIHSI TIOCEK, TIOPOKH Pa3BUTHS
OpPTAaHOB MMHUIIeBapEHUS .
Kpunropxusm, runoruia3us
HAPY>KHBIX TTOJIOBBIX MIPU3HAKOB,
yABO€HHEe MaTKHU, IBYPOTrOCTh MAaTKH,
THUIIOCTIAIHS.
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CI/IH,EI,pOM KnanHoensrepa

.' ..,‘ .;.r" Cunapom Knaiuthenstepa, 47 / XXY XXV- XXXY - cuH IPOM

. .»4 \‘\{ “;’\ xax ﬁ X i Knaitndensrepa.

¥ ,',‘»' '* YacToTa BCTpeyaeMoCTH- 1: 1000.
i .‘?:‘JE;‘; -: MK AX AR K8 AX &K Bay Kapuorurm- 47, xxy,48,xxxy

s },{ \-'}‘f BbICOKMIT pOCT C HETPOU3BOJIBHO
HSIENT OAAABA KX AL A JTUTMHHBIMUA KOHEYHOCTSIMH , B
G, ’ i X IeTCTBe- XPYIKOe TeTOCTIOKEHUE, Y
AN AR S8 on |00 B3POCJIBIX- OXXUPEHUE,

TATNIOT€HUTA/IN3M , HeJOPa3BUTHE
L BTOPWUYHBIX IOJIOBBIX IPU3HAKOM,
OBOJIOCEHWE , THMHEKOMACTHSI.

XapaKTepHbI CHI)KeHUS TOJI0BOTO
BJIeUEeHUS, UMIIOTEHIINS,
Oecruroaye, CKIIOHHOCTD K
AJIKOTOTU3MY, TOMOCEKCYa/TU3MY,
aCOLIUATbHOMY MOBEJeHUIO.

[ N




_Cwrpapom LWepLue =
TepHepa

Cunapom UWepewesckoro-TepHepa, 45 / X0 XO— CUHOPOM ]_HepH_IeBCKOI'O-
S ETRIE Tepuepa ( MoHocomust X).
- L A L N YacToTa BcTpeyaemMocCTH 1
15 ip %% &8 8% &1 :22000-1 : 3000. CaMOoTHYeCKHe
T IIPU3HAKU: OTEK KUCTEU PYK U
g 00 04 08 xE ar 33 CTOTI TIPU POXKJEHUH, KOXKHasI

S o CKJIa[IKA Ha Illee, HU3KHUU POCT
" . s (1o 14- cM) , BpOXKI€HHBIE
MMOPOKH Cep/ilia, aMeHopes,
OecIUIonye, CHIDKEHUE
YMCTBEHHOTO pa3BUTHS. B
OCHOBHOM COILIMA/IbHO
aZJalITUPOBAHbBI, MOTYT
MOJTYYHTh CIEIUATBHOCTD U
paboTaThk.




Tpucomus no 18 xpomocome.
HwxHsIs1 4enrocTs U
POTOBOE OTBEpPCTUE
MaJleHbKHWe, TJIa3HbIe Lle/In
y3KHe U KOPOTKUeE, YIIHbIe
PAKOBUHBI
nedbopmupoBaHbl, 60%
JeTel YMUPAIOT B BO3paAcCTe

CvHpgpom 3aBappaca A0 3-X MecdleB, 40 rojaa
R IOYKHUBAIOT JIMLIb 10%,
il e L) o OCHOBHOU NMTPUYNHOU
EBAANRYasenE BNy CJIY)KUT OCTAaHOBKA
T IBIXaHUS U HApylLlIeHHe
P paboTHI ceparia.

—_—— ————
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KapvoTun 4enosexa ¢ CMHAPOM TpucoMum 18




Tpunnonauns

Figure 1: The terminated pregnancy showing different
abnormalities

[IppurHa — HapylLieHue

mpoliecca Mekio3a BCIeCT
Bri€ MYTallUH, B
pe3y/bTaTe Yero J04YepHsis
MOJIOBasi KJIeTKa MoyvyaeT
BMECTO raIlIoOUAHOro (23)
TUTUTOUIHBIN (46) HAbOP
XpPOMOCOM, TO eCTb 69
XpOMOCOM (y

MYXXYUH KpuoTur 69, XYY,
Y )KeHIIUH — 69, XXX);
MOYTH BCEra JIeTa/IbHbI 0
POXXIEHUS.



-
[ lpodpmnnakTuka

Meauko- reHeTUYeCKOoe KOHCYJIbTUPOBAHWE TP
OepeMeHHOCTHU B BO3pacTe 35 JIET U CHapIile, HAJTUIYUH
Hac/1eICTBEHHBIX OOIe3Hel B pOIOCIOBHOM.

M ckmoueHre poicTBEHHBIX OPAKOB.
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P
JleyeHune

uerorepanus

3aMeCTHUTeIbHas Teparusi

YnaneHre TOKCHUYECKUX IMMPOAYKTOB OOMeHa BellleCcTB
BozneticTBue Ha cUHTE3 pepMEeHTOM

HcknrouyeHre HEKOTOPBIX JIEKAPCTB

XUpyprudeckoe jpe4yeHue.



Cnacu6o 3a
BHUMaHUe!



