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Kapuomun

- 3TO COBOKYITHOCTH IIPHU3HAKOB (YHCIIO,
pa3MepEl, (hopMa U T. J.) IIOJTHOTO
HaOOpa XpOMOCOM, IPUCYIAs KICTKaM
JAaHHOI'O OMOJOTMYE€CKOro Buja (BUIOBOH
KapUOTHUI), JTAaHHOIO OpraHu3Ma
(MHAUBUAYAJIbHBIA KapUOTHII).



Mamepuan ona onpeoenenue
Kapuomuna

* TUM(OLUTEI NepUPEPUICCKON
KPOBH,

* KIICTKHXA KOCTHOI'O MO3TI'a ,

* (pOPOOIACTHI KOXKH.



Onpeoenenue kapuomuna

BHEIIHUN BU XPOMOCOM
CYIIIECTBEHHO MEHSCTCA B

TEUCHUE KJIIETOYHOTO IHKJA, II0DTOMY
IJIA OIIPEAECIECHUSA KapHUOTHIIA
MCIIOJIB3YIOTCS KJIETKU B OJTHOU M3
CTaAUN UX JICJICHUA - MeTadaze

MHUTO34a (BUA KICTOYHOrO JCIICHMS, IIPU KOTOPOM

M3 OOHOW KJIETKM 00pa3yeTcsl ABE ICHETUYECKHU
MJICHTUYHBIC JOYCPHUE KJICTKH)



Memadpaza mumo3sa (xapaxmepucmuxa)

* XpOMOCOMBI MAaKCUMAJIbHO CKPYYCHBI

* CTpyKkTypa onpeneia€HHas, OTJIu4yHas OT

APYI'HX
* COCTOMT M3 ABYX OJMHAKOBBIX YaCTCH-
XPOMAaTH/I.



DpaweHue Habopa XpoMocom (Cnpaea) u CUCTEMATU3UPOBaHHLIN XEeHCKUIA KapuoTun 46 XX $ n
0 . C NEHOM KApUOTUITUPOBAHMA. OApOOH



Onpeoenenue kapuomuna (npoooscenue)

Before franslocation After translocation

Derivative
Chromosome 20 Chromosome 20

>

:

Chromosome 4

Derivative
Chromosome 4

B CHJIY Pa3JIMYMM B CBA3BIBAHUU
KPacuTENs C pa3JInYHbIMU
y4aCTKaMH XPOMOCOM
OKpPAaIlIMBAHUE IIPOUCXOIUT
HEpAaBHOMEPHO U 00pa3yercs
XapaKTepHas mojocyaras
CTPYKTYpa OTpaKaromas
JIMHENHYIO HEOJHOPOIHOCTD
XpOMOCOMBI U crienupudHast IJIs
TOMOJIOTHYHBIX I1ap XpOMOCOM H
UX YY4aCTKOB



Haznaonoe npeocmaesnenue nonnozo
XPOMOCOMHO20 HADoOpa (Kapuozpamma,)
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3axmoueHue : 46,XY,1(1;3), del(9).




Hopmanvusie kapuomunbsl ueioeexa —
46,XX (;xkeHCKHUM) U 46,XY (MY>KCKOH ).

Kak npaBuiio, HapyIIeHUs KapuOTHUIIa

y 4EJIOBEKA COIPOBOXKIAKOTCS
MHO>KECTBEHHBIMM ITOPOKAMHM PA3BUTHA;
OOJIBIIIMHCTBO TAKUX aHOMAaJINH
HECOBMECTHUMO C KU3HBbIO U IIPUBOIUT

K CaMOIIPOU3BOJIbHLIM a00pTaM Ha paHHUX
CTaIUAX OCPEMEHHOCTH.

B 0,5 % cimydaeB OEpeMEHHOCTh IJIOJIOM C
AHOMAaJIbHBIM KapHUOTHUIIOM JOHAIIIMBACTCH.



Hexomopuie 0o1e31u uenoeeka,
6bI36AHHDIC AHOMAUAMU KAPUOHMUNOE

Kapuotursl bone3Hb
47 XXY: 48, XXXY; Cungpom Knaniadenbrepa
45X0: 45X0/46XX: Cungpom IllepenieBckoro

45,X/46,XY; 46,X 1s0 (Xq) — Tépuepa

47.XX, 21+;47,.XY, 21+ CunapoMm /layHa

46 XX nmm XY, del 15ql11-
ql3

47.XX, 18+;47,XY, 18+ Cunapom DaBapiaca

Cunapom Ilpanepa-Bumiu



Cunopom Illlepeweeckozo - Tepuepa
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KinHu4yeckue v maro@u3noJoru4yeckue 0Co00CHHOCTH
cunapoma lllepemeBckoro-TepHepa

IepBuuHbIN dedeKT

Kinmanueckue IPOABJICHUSA

Hapymenus pocra

1 GOpPMHUPOBAHUS CKEJIETa

Huskuii poct, KOpoTKas Imes, CKoJro3, genu valgum,
XapaKTEPHOE JIMIIO C MHMKPOTHATHUEM,  BBICOKOE
(roTruueckoe) He0O

Hapyienus repmuna-
TUBHOTO 3IUTEIHS

[lepBuunas HEJI0 CTAaTOYHO CTh TOHAJ,
UH()EPTUIHLHO CTh

JImmdocras

KpbU10BUIHBIE CKIIAAKW IIEH, HU3KWU POCT BOJIOC,
OTEUHOCTh KHUCTEH/CTOI, Tskenass ¢opma HOITEBOM
IUCTUIa3UHN

BpoxeHHbie mopoku

CepI[LIa, ITIOYCK, MHOXCCTBCHHbBIC IITMI'MCHTHBIC
HCBYCHI, KOCOIJIA3UC, IITO3

MeTabomdyeckKue u
(H3HUOJIOTHYECKUE
HapyIICHUS

Tupeonaur XammMOTO, THUIIOTUPEO3, AJUIONECIIUA,
BUTWJIMTO, TaCTPOUHTECTUHAJIBHBIE  HAPYIICHM,
HAPYIICHUE TOJIEPAHTHO CTU K YIIIEBOJIAM,
apTepuabHas TMIIEPTOHUSA




- Ocobennocmu cunopoma
8 Illepewesckozo-Tepnuepa

JInmparnyeckud 0TeK CTOIN
WIM KHCTEH MPHU POXKICHUU

KOKHbIE CKJIAJAKHM HA 1Iee, HU3KUU POCT
B0JIOC, HU3KO MOCAKEHHbIE
neopMUpPOBaAHHBIE YIIHbIE PAKOBHUHbI




Ocobennocmu cuHopoma
Hlepeweeckozo-Tepuepa

MpaBsoe npegcepave

Koapkrauus aopTtbl

CyxeHue aopThl

NeroyHas apTepus

. KpoBb o6oraweHHas kncnopoaom
- KpoBb o6efjHeHHan KUCNopoaoMm

Nesoe npepcepaue

-

Mpasblif enypouek




Ocobennocmu cuHopoma
Hlepeweeckozo-Tepuepa

epTejIopu3M

, cocmmuﬁli




Ocobennocmu cuHopoma
Hlepeweeckozo-Tepuepa

Kimuaomaktrimg 5-ro majgsna



Cunopom Knaundgenomepa:

MYHCUUHA C HCEHCKOU
XPOMOCOMOU



Cunopom Knaiinghenomepa -

TCHETUYECKOE
3a00JIeBaHUE,
XapaKTEPHU3YIOIIEECs
JTOTIOJTHUTEIHLHOU
KEHCKOH IOJIOBOU
XpoMocoMoM X (OJTHOU
WJIN JTa)KE HECKOJIBKUMMU )
B MY>KCKOM

kapuotune XY.

OJTHO M3 HauooJiee
pPACIPOCTPAHECHHBIX
F€HETUYECKUX
3a00JICBAaHUU:

Yacrora 1: 500



Cunopom Knainghenomepa

. OJIHO M3 HanuOoJIee pacHpOCTPAHECHHBIX
TeHETHYECKUX 3a00JIEBAHUU:

 Ha KaxabIX 500 HOBOPOXKAEHHBIX MAJIbYMKOB
npuxoauTcs 1 peOEHOK ¢ JaHHOM MaTOJIOTUEH



Boinucka u3 ucropuu 00J1e3HU
CeMména, 11 Jier

e /Kano0b1: Ha yBennueHue rpyaHbIX XKeEJe3,
M30BITOYHBIA BEC, BLICOKHAM POCT

 AHamMHe3 3a0oseBaHus. 13BeCcTHO, UTO
YBEIIMUCHUE TPYOHBIX JKEI€3 Y MAIbYMKA
oTMeyvaercsa ¢ 9 — nernero Bo3pacra. K
9HJIOKPHHOJIOTY OOpaTUIIMCh CIYCTS 2 roja.



JlanHbIe 00BbEKTHBHOI'0 00CJIeI0OBAHUSI

(Ha ¢or1o: CeméH cieBa, cipaBa
MAJIBYUK AHAJIOTHYHOI'0 BO3PacTa)

* Poct 175.5 cm
(cooTBeTCTBYET 15-
JIETHEMY BO3pacCTy),
Macca 75.5 Kr
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[ unexomacmus




Jlannuvie nabvopamopno-
UHCIPYMEHMAIbHO20 00C/1€008AHUA

 Kapuorun 46,xy(50% )/47,xxy(50%)
(MO3aMK)



Cunopom Knainghenomepa

- 3-4 IO pacOpOCTPAHCHHOCTH SHAOKPUHHAS
IaTOJIOTHS Y MY»KYHH (IIOCJIE CaxapHOIo
aradeTa U MaTOJOTUU IIUTOBUIHOM KEJIC3bI)
1 HauOoJiee yacTasi IpuurHa BPOXKICHHOIO

HapYIICHUS PEIPOAYKTUBHON (PYHKIIMH

y MYXKYMH (MY>KCKOTO OECILIOIMS)



Cunopom /layna

camasi pacIpOoCTpaHECHHas
XpPOMOCOMHAsI HaTOJOTHS

TpUCOMHUS 2 1 -1 XpOMOCOMBI

Kapuorun: 47,XX,+21 uiau

47Xy ,+21

Yacrtora 1: 600 — 1:800

(y matepen crapuie 40 et

I9TOT ITOKA3aTCJIb JOCTHUT'ACT
1:19).
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3aBUCHUMOCTb BEPOATHOCTH BO3SHUKHOBEHUSA
cuHapoMma JlayHa OoT Bo3pacrta MaTepu

Maternal age as effect of Trisomy 21

3.6 %

Mothersage
]
o

20 25 S0 S5 40 45

Risk of Down syndrome in live hirths %
American Family Phisican: 200008-15



Ocooennocmu cunopoma /layna
«IJIOCKOE JIUIIO»
Opaxuuedanms
KOKHAai CKJIaJlIKa Ha IICC

HOBOPOXKJICHHBIX

BEPTHUKAJIbHAs KOKHAas
CKJIaJKa, IIPUKPBIBAIOIIIAS
MEINATIBHBIN YTOJI TJIa3H(
mean (AIMKAHTYC)

MBIIIICYHAS TUIIOTOHUS
IIJIOCKHUH 3aTBLIOK

IIJIOCKasl IePEHOCUIIA

KOCOI'JIa3HUC



Ocooennocmu cunopoma /layna

* IIOIICPpCUHAsA JIAJOHHAI

CKJaaka ( Tak Ha3bIBacMasl
«00€3bSHB)

* BPOXIEHHBIU IIOPOK CEPIla

* KOPOTKHC KOHCYHHOCTHU

* YKOPOYEHHE BCEX IAJIbIICB
3a CUET HEAOPa3BUTHUS
CpeIHUX (paJlaHT

* YMCTBCHHAs OTCTAJIOCTDb




Cunopom Ilpaoepa — Bunnu

* IPUYUHA - OTCYTCTBUE

0/".
OTLOBCKOM KOIMH (JEIICIHS)
WJIM TUCOMMS y4dacTka 15 -
XpOMOCOMBI (00e 15-¢ T
v

XpPOMOCOMBI y ITallMEeHTa
SIBJISIFOTCS KOITMSIMU

MaTEPUHCKOTO W A
IIPOUCXOKJICHUA ). £\

* Kapunorum 46 XX i XV,
150-11-13.

 Yactoral:10000-1: 20
000.
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Ocobennocmu cunopoma
IlIpaoepa — Bunnu

10 POXKICHHUS — HHM3Kas MOABMKHOCTD ILIOJA,
AYCIIa3us Ta300€IPECHHBIX CYCTABOB;
OKHpECHHE (Yalle MPOsIBISETCA K IBYM rOJIaM);
I nroronyc;
MaJICHbKHUE KUCTH U CTOIbI, HU3KUM POCT;
MOBBIINICHHAS COHJIMBOCTD;
KOCOI'JIa3H¢;

3dJICPIKKA IICUXNYCCKOI'O PA3BHUTHAI.



BHrewnuit 6uo nauuenmoe c
curnopomom Ilpaoepa — Bunnu
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BJIATOJIAPIO 3A

BHUMAHHNE!



