APIOMHTIKEZ

XPOMO2ZOMIKEZ METAAAAZEIZ



1) ANQMAAIEZ >TON APIOMO TON XPOMOZOMATON

EYTNAOEIAIA:
KAOE MNMOAAAIAAZIO TOY APIOMOY N (AINAOEIAEZ N'ONIAIQMA)
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} AYOOPMHTEZ ANOBOAEZX

(A) (B) (C)

TPITTAOEIdI

A) lNovipyoTroinon wapiou atméd 2 omwepparolwapia
B, I') ATToTu)Xia o€ Hia aT1Td TIG MEIWTIKEG SINIPETEIS WPIMAVONG

YOMETWYV (OCUVRBWG otreppaTtol{wapiou)
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ANEYTIAOEIAIA:

-KAOE EMIMAEON 'H AIFOTEPO XPQMOZQMA AINO TO ®YZIOAOI'IKO APIOMO 2N

-H MPOZOHKH 2n+1 (tpiocwpia) 'H AMQAEIA 2n-1 (povoowpia) XPQMOZQMATOZ
-2n+1+1 OITTAR TPICWHIA

-2n-2 vouAiowHia (AgitTrouv oudAoya XpWHOOWHATA)

O®EIAETAI ZTO ®AINOMENO TOY MH AIAXQPIZMOY (NON DISJUNCTION)

= ATTOTUYXiO TWV XPWHOCWHATWY va SIaXWPEICTOUV QUCIOAOYIKA KATA TNV
KUTTOPIKN Olaipeon (Heiwon R\ HiTwon)

MITQTIKOZ MH AIAXQPIZMOZz — MQZAIKO:
2N+1
2N-1
2N

MEIQTIKOZ MH AIAXQPIZMOZz

21NV 1n pe1wTIkA O1aipeon: Napéreg N+1, N-1
21N 2n peIwTIKA O1aipeon: Napéreg N+1, N-1, N
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MEIQ2H

Msiwo n | nondisjunction Meiosis | normal
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FopéTeg Mapéreg Foapéteg lapéreg

N+1 N-1 N+1 N-1
Tpiowpikd6g MovoowHIKOG TPICWHIKOG MOVOOWHIKOG
JuywTng Juywrtng juywtng  TuywTng

NMwg ptropoupe va diakpivoupe o€ TTolo oTddio (I ) Il) dev Eyive atTroxwpIiouog ?



TPICWHMIEC AUTOCWHIKWY XPWHOCWHATWY

Tpiowuia 21 (cuvdépouo Down)

* H 10 ouyXVvn BIWCIUN TPICWHIO AUTOCWHIKOU XPWHOCWHATOG
* 95%: xpwpoéowpa 21 x 3

* 2uxvoTepn aitia: Mn diaxwpiopdg otn UNTPIKA HEiwon |

« 1/800 veoyva, 1 /300 veoyva yia untépeg >35 eTwv
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" % Uy & KivBuvog Asuxaipiag
- 47, XX (1 XY), +21 fpowpn ynpaven

2upTtrTwpaTa Alzheimer



Tpiowuia 13 (cuvdpouo Patau)

*1/25000 yevvioeig
* NMpbéwpog Bdavarog
* HAIKia untépag
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Karyotype: 47.XY,+13



Tpiowpuia 18 (ocuvdpouo Edwards)

« 1/8000 yevvhoeig
* Mpoéwpog Bdavarog
* HAIKia untépag
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To emITTA OV XPWHOOWHMA €ival UNTPIKAG I TTATPIKNG TTPoEAEUONG ?

A ! i A
B B

DNA: A: 1,1 DNA: A: 3,4
B:1,1 B:3,4
! A
B
DNA A-1,.3.4
B:1, 3,4

Tpiocwpia 21

A, B 2 TTOAUHOP@IKOI YEVETIKOI OEIKTEG



ApPIOUNTIKEG XPWHOOCWHMIKEG AVWHOAIEG TWV QUAETIKWY XPWHOCWHATWY

Xpwuoéowpua X Xpwuoéowpua Y
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421,31 Mévaeog : 57 Mb
21,33 Novidia : 40
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MéyeBog : 155 Mb (6% Tou yovidiwpaTog)
MNovidia : > 700



ATtrevepyoTtroinon Tou Xpwpoowuatog X (utréBeon tng Lyon)

Kartd tnv Tpwipn euBpUIKA avatrTugn, ota OnAuka
CWHMATIKA KUTTOPO TO £Va XPWHOCWHA X ATTEVEQPYOTTOIEITAI

ESicwon Twyv emMITEdWYV EKPPAONS TWV YOVISiwV TToU
XaproypagouvTtal oto X, ota dU0 QUAd

Kévrpo arrave:_pyonoinong Tou X

Fovi6|o_>
XIST

I

XIST mRNA

XIST: avevepyo, evepyod

AR

To XIST mMRNA 1rpooeAKUEI
TTAPAYOVTEG TTOU TTPOKAAOUV
CUHTTUKVWON TNG XPWHATIVNG
Kol UTTEPMEBUAIWON

MeTaypa@Iiki KATaoTOAR
TWV yovidiwv

™

ATtrevepyoTroinuévo X



Tuxaia artrevepyotroinon Tou X

X°X%zygote

N

Random X-chromosome inactivation

ATrevepyoTroinon Karda ta
TTPWTA OTAdIA TNG
eMPPUIKNG dwng (~3 pepeg
META TN yoviygoTtroinon,
OAOKANPpWVETAI OTA TEAN
TNG TTPWTNG BOONADG

' avamTuéng, 16-64 kUTTOPO)



Al0TAPAXEG PUAETIKWYV XPWHOCWHATWY

O1 @aIvVOTUTTOI TTOU CUVOEOVTAI ME TIG XPWHOOWHIKES AVWHOAIES TWV
QUAETIKWV XPWHOOWHATWYV O¢gV gival TOOO0 coapoi 600 EKEIVOI TTOU
OuUVvO£ovVTal HE DIATAPAXES TWV AUTOCWHIKWY XPWHOCWHATWY, AOYW:
- atrevepyoTroinong X (OTIG TTEPICOOTEPES TTEPITITWOEIS AOOEVWYV ME
OOMIKEG avwWHaAiEG TOU X, ATTEVEPYOTTOIEITAI TO OOMIKA avWwWHAaAO X-OXI
TUXdia aTTEVEPYOTTOINON?)

- MIKPOU apiOuou yovidiwyv Tou Y

ANEYTIAOEIAIEX

ZUvdpopo Turner (45, X) e

* ~50% pwoaikd

« 2uyxvornTa: 1,5/ 100 cuAAqyeEIg

* FevvwvTan 1/5000 kopitoia

* ‘EAAg1yn Tou X ouvilOwg AGyw un
ATTOXWPICHOU KATA TNV COTTEPUOATOYEVEDT)

« EvAAIka- oTeipa

« DUOIOAOYIKNA EUPUIO-CUNTTEPIPOPA LA

* AuSnMEVN ouXVOTNTAO KAPOIAYYEIOKWV-
VEQPIKWYV aVWHOAIWYV

Oeparreia (dx1 TTARENS) HE
OI0TPOYOVA KAl AugnTIKI) OPUOVN



2uvdpopo Klinefelter (47, XXY) |
« 2uxvornta: 1/1000 yevvhoeig ayopiwyv (CuvOwg oTEipa)
* Mwoaikoi (15%) KapudTUTTOI HE CUNTTTWMATO TOU OUuvOpOuOU ,
* [POKUTITOUV ATTO MEIWTIKO PN ATTOXWPICHO TWV QUAETIKWYV
XPWHOOWHATWY TOU Tratépa (Katd 40%) kai Tng untépag (60%)

« ATTevepyoTroinon Tou evog X

* MaBnoiaka rpofAfuara

Tpiowpia X: 47, XXX
« 2uyxvoTnTa: 1/1000 yeVVAOCEIS KOPITOIWYV
* Mn a1roXWPICHOG TWV QUAETIKWV XPWHOCWHATWY TNG
MNTépPag
* QAIVOTUTTIKA XOPAKTNPIOTIKA HECA OTO PUOIOAOYIKA OpIa, X
XOMNAoS IQ. |
>0uvdpouo 47, XYY MU
« 2uyxvoTnTa: 1/1000 yevvhoEI§ ayopIiwV. :
* FOVIpa ATOHO ME PUOIOAOYIKOUG ATTOYOVOUG
* Mn atToXWPICHOG TWV QUAETIKWY XPWHOCWHATWY OTNV
OeUTEPN MEIWTIKA dlaipEON TOU TTATEPO
* lowg cuoxeTideTal TTPORBAAMATA CUUTTEPIPOPAS

NMOAYZQMIEZ: 48, XXXY kai 49,XXXXY, 46, XXXX ka1 49, XXXXX
AiYyEG TTEPQITTITWOEIG PE oOBapr avaTtrTuglakn Kal diavonTiK KaBuoTépnon




