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TEXVIKEG XPWOEIG TWV XPWHOCWHATWY
Xpwon Giemsa: 350-550 {wveg ava atrAoe1dIkn oeipd
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AvdaAuon FISH o€ HETO@ATIKA XPWHOCWHATO

IKavoTnta ~1-2Mb

AVIXVEUTAG YIa TO XpWHOoWHa 20

AVIXVEUTAG YIO TEAOMEPEG



Xpwon TwV XPWHOOWHATWY
A10@QOpETIKEG POOPICOUOTES XPWOTIKEG




XPQMO2QMIKEZ ANQMAAIEX

EuBuvovTal yia:

50% TQN AYOOPMHTQN ANMOBOAQN
NMEPIZZOTEPA ANO 60 2YNAPOMA
EM®ANIZONTAI ZTO ~0.7% TQN BPEO®QN

EM®ANIZONTAI 2TO 2 % TQN KYHZEQN MHTEPQN ANQ TQN 35



AvwHaAieg TN SouN TWV XPWHOCWHATWYV

ATtroTtéAeopa Bpavong Kal AavVWHAANG avaoUoTACONS XPWHOCWHATWY

ApoiBaia peTddeon

Derivative
Chromosome 20

Derivative
Chromosome 4

Chromosome 4

46,XY,1(6:9)(q24:p23)



FTAMETEXZ

Popéag apoifaiag peTdbeong 20vayn oTn JEiwon

1 ==

B

EvaAAaooopuevog Napakeipevog-1 Napakeipevog-2
(a+B / y+6) (a+5 | y+B) (a+y / 5+B)

duaioh.  looduy. Mn looduy. Mn looduy.



Mn 1coluyiouévn HETABEON

Chromosome 20 Chromosome 20

B & /&
. Y_/ Derivative

4q material Chromosome 4
lost




MeTaTomrion Kartd Robertson

MeTagU AKPOKEVTPIKWY XpWHOooWMATWY (13, 14, 15, 21, 22)

15 14 13
— H13;14]

45,XX,der(13;14)(q10;q10)

* 4% 10U oUVOpOpouU Down: 46, XX, -14, +t (14921q)
gival atréoyovol popEwv HeTaBeong kata Robertson



2XNMATIOCMOG YOMETWY O€ ATOMO ME METATOTTION KATA Robertson

Y

Fragments lost

Normal Normal Down’s Lethal
carrier syndrome



EAAgippaTO

Deleted area

‘EAAgIua Kal €vOeon

Before Insertion

Area
~ bein
insert

ﬁf:r
Chromosome 20

Before After
deletion deletion
1 el

Chromosome 4

—>

After Insertion

\ Insertad

drea

Chromosome 20
Chromosome 4

del(18)(pter=»p1l1l.2)
del(18)(p11.2)




TauTtotroinon MIKPOeAAEIMUATWY pE FISH

AviIXVEUTAG Yia TNV TTEPIOXN 22011.2 Lo

ettt
AvixveuTig-control yia To Xpwuoowua 22 Pt

®-q11.2
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SOV5 DiGeorge
uvopoua VCF (velocardiofacial)
ik
‘ceser B
! 1.5 Mb
iy (8%}
— 3 Mb
t{11; 22) BP 2 Mp | 1B5-80%] *1/4000 yevvROEIC
2%} _ *ZUVSPOUA ATTAOAVETTAPKEIOG
22q11 “EAAgippa ~ 30 yovidiwyv
. CES BP
DGS/VCFS

*Kapdlakég avwpalAieg
*AuCHOPPiES
*Mabnoiakég SUOKOAIES
i,
[Moia yovidia eubuvovTtal?
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2UVOPOHA EAAEINPATWY QUTOCWHIKWY XPWHOCWHATWYV

« 20vOpopOo KAGuaTog YaAng (5p-) (cri-du-chat)

« ~ 1/ 50.000

* 1% TWV TTOdI1WV pE dlavonTiKh KaBuoTépnon
* 2TTOPAOIKES TTEPITITWOEIG ) ATTO YOVEIG-QPOpPEIG HETABECTEWY
* O @aIVOTUTTOG £¢apTATAl ATTO TO NEYEOOG TOU EAALIPMATOG

* XapaKTNPIOTIKO TTPOCWITEIO

* Mn @uoioAoyiK avartrtTugn Tou Adpuyya ota éupua
* AvaTTveuoTIKA TTpOBARMATA

* 2UVHBwg pe QuoiIoAoyiIK di1dpKela (WG

Daleted

5 1 E < region
B )
-~

Cri-du-chal Chromosome 5 pair

"

CdT Support Gro udp
whwiw. cridchat.u-net.com

Kpioiun mrepioxn : 5p15



AiITAacliaouoi

Duplicnied
reglom
f\'& 46,X,dup(X)(pl1.2p22.1)
[g E Table 1 | Genomic disorders mediated by segmental duplications
h Genomic disorder Chromosomal Chromosomal Rearrangement
rearrangement location size (Mb)
Charcot-Marie—Tooth disease Interstitial 1712 1.5
bype 1A (CMT14) duplication
Haraditary neuropathy with Dalation 17p12 1.5
: prassure palsies (HNPF)
Smith-Magenis syndrome (SMS) Daletion 17pi1.2 5
Cuplication 17pi11.2 Interstitial 17p11.2 b
duplication
Meurafibromatosis typat (MF1) Dedetion 17g11.2 1.5
Prader—Will syndrome {[PWS) Drelesticn 15911-15q13 4
Angaiman syndroma (AS) Delation 16011-15q13 4
Inwverted duplication 15 SUPETILIMErany 15q11-15q14 4
(i cdup {15)) marker chromosomae
Williarms—-Beuren syncdrome (WBS)  Deletion fgl1.23 1.6
DiGeorge and valocardiofacial Lhfiesticn 22q11.2 d
syndromes (DGSACES)
Cat ave syndrome [CES) SupermUmerany 220112 3
markes chromosome
X-linked ichthyosis Drelestion Xp22 1.9

Hasmaophilia A Inversicn X8 0.5



AvaoTpo®n
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Alpo@iAia A 1.9 Mb E Xp22
AvaoTpO®PR TTOU KATAOTPEPEI TO
yovidio Tou Trapayovrta Vil |-.-

X-bnked ichthwosis
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TauTotroinon HIKPOOKOTTIKWY avwHaAiwy pe CGH
(Comparative Genome Hybridization)

AlakpITIKA 1IKavoTnTa <100kb

Tautdxpovn uBpidoTtroinon

Test Reference h )
genomic genomic OI10QPOPETIKA ONUACHEVWV
DNA DNA DNASs

TauTtoTtroinon aAAaywv cTov
APIOUO TWV AVTIYPAPWYV

coceeeeec TMNHATWV DNA
00000000
000000000
BACS —" ®®esescco

MelovekKTAUATO
Agv TOQUTOTTOIOUVTOI
ICOOUYIOUEVES METATOTTIOEIG

MovIOIWPATIKOI TTOAUHOP@ICHOI ?

MikpoouoTolXieg



AvWwHaAiEc oTOV APIOUO TWV XPWHOCWHATWY

ANEYIMAOEIAIA:

-KAOE ENINAEON "H AIFOTEPO XPQMOZQMA AINO TO ®YZIOAOIIKO 2N

O®EIAETAI 2TO GAINOMENO TOY MH AIAXQPIZMQOY (NON DISJUNCTION)
= ATTOTUXIiO TWV XPWHOOWHATWY VA S1aXWPICTOUV PUOIOAOYIKA KATA THV
KUTTOPIKI) dlaipeon (Meiwon | HiTwon)

2n XX XX ) (
X > X =) g

NMwg ptropoupe va diakpivoupe o€ Tro1o oTadio (I A 1) TG peiwong dev €yive
OCWOTOG dIAXWPICHOG ?




TPICWHMIEC AUTOCWHIKWY XPWHOOWHATWY

Tpiowuia 21 (cuvdépopo Down)

* H 10 ou)XVvi BIWCIUN TPICWHIO QUTOCWHMIKOU XPWHOCWHATOG
* 95%: xpwuoéowua 21 x 3

» 2uxvoTepn aitia: Mn diaxwpiopdg otn UNTPIKA MEiwon |

« 1 /800 veoyvda, 1/ 300 veoyva yia Untépeg >35 TV
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& % Uy & Kivduvog Asuxaipiag
** 47, XX (1 XY), +21 fipowen yrpavan

2upTtrTwpaTta Alzheimer



20vdpopo Down Kal nAIKia TG MNTEPAG

Incidence of
Mother's age Down Syndrome
Under 30 =1 in 1000
30 1 in 900 g &
35 1 in 400 i.% 20
36 1 in 300 £ g
37 1in 230 52 10
38 1 in 180 Ei H /
39 1in 135 3 -
40 1in 105 - 03 335
42 1in 60 PP TRt
44 1in 35
a4 1in 20
18 1in 16
49 1in12




Tpiowuia 13 (cuvdépouo Patau)

*1 /25000 yevvijoeig
* Mpbéwpog BdavaTtog
* HAIkia untépag

Gl s i
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:EI %1; 15 l* h 16 7 17 '13

Karyotype: 47.XY,+13



Tpiowpuia 18 (cuvdpouo Edwards)

« 1/8000 yevvhoeig
* Mpbéwpog Bdvatog
* HAIKia untépag

ir: ‘J.‘I(‘J~ {RINT

f( }{"" LRI
16 § 17 18

#?e,'q.; 3 r‘r- 3t } J

Karyotype: 477,418



Al0TAPAXEG PUAETIKWYV XPWHOCWHATWY

Sex Chromosomal

XXY 1/1,000 Klinefelter Sexual immaturity (no sperm),
(males) breast swelling

XYY 1/1,000 Jacobs Tall
(males)

XXX 1/1,500 Triple X Tall and thin, menstrual
(females) irregularity

X0 1/5,000 Turner Short stature, webbed neck,
(females) sexually undeveloped

O1 @aIvoTUTIrOl TTOU CUVOEOVTAI HE TIGC XPWHOOCWHMIKEG AVWHOAIES TWV
QUAETIKWV XPWHOCWHATWY OEV gival TOOO ocoBapoi 600 £KEIVOI TTOU
OUVOEOoVTal ME DIATAPAXEG TWV AUTOCWHIKWY XPWHOOWHATWY

FATI ?7?



