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0 AVXTOMLKEC XVUWMXALEC OL OTTOLEC LTTXPXOULV NoON
XTTO TNV YEVVNON

0 AVTLTTpOOWTTELOLY TO 15% TWV BxvTWyV OTNV
VEOYVLKI NALKLX

2 O KAXOOC TNC EMPBPLOAOYLXC TTOU XOXOAELTXL ME TLC
XVWHXALEC XVXTITUENC KXL TLC OLYYEVELC
XVWMHXALEC KXAELTXL TEPXTOAOYLKX



ITov o@&eiAovTal 0L GUYYEVEIC AVORAAES

0 TEVETLKOL TTRPXYOVTEC

aTTXpXYOVTEC TOL TTEPLRXAAOVTOC
(TTX PXPHUOKX, LOL)




I'eveTIKOL TOPAYOVTES

OXPWHUOOWHLKKEC XVUWMXALEC
— ApLOUNTLKEC XVWHXALEC

1. AUTOOWMLKEC
2. PUNOCUVOETEC
— AOMLKEC XVUWMXALEC

2 OVIOLXKEC METOAAXEELC

p—



Mn XpWHOOWHLXKOC dLxxwpLouog (Non-disjunction)

ADUVXMLX DLXXWPLTUOU OMOAOYWYV XPWHOOWHXTWY (Metwon 1),
XOEADWV XPpWHXTLOWV (Melwon Il) kxt xdeAPwvV
XPUWHXTLOWY KXTX TN MLTWON

[xpeToyeveon: (Tprowuicx: 2n+1) n (Movoowuix: 2n-1)
Mpwiun dxon xvxmTtugNe: Mwoxiklopocg [(2n+1)/(2n-1)]

H orrap&n 2 n TTEPLOCOTEPWV XPWHOTWULKX SLXPOPETIKWV
KUTTXPLKWYV TTANBUOUWY O€ EVX XTOMO
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O ap1BunTtikec avomuoAies
TOV YPOUOCHUCTODV




ZYNAPOMO DOWN (Tprsopio 21)
Soxvotnto: 1:650 (21g22.1-g22.3)

XXPpARKTNPLOTIKX: AlxvonTikl kxBuoTtépnon, PBpoxukepoAix. ETriredn Poon
PLVOC, AOEEC PAEDXPLKEC OXLOMEC, TIPOTITWON TNG YAWOOXKG, EYKXPOLX
TTXAXMLALX «TTLONKOELONC» TITUXN, XTTOKALON TOUL 5 dXKTUAOUL (KALVOOXKTUALX),
XVUWHUXALEC KXPOLXC, ETTRVELANMMEVEC AOLMWEELC, OEELX AELXXLMLX.




LYNAPOMO DOWN (Tpiswpia 21)

Trisomy 21 cell line in mosaic Down'’s
syndrome. (Normal cell line also present.}

—

Girl with mosaic trisomy 21.




ZYNAPOMO EDWARD (Tpiowpia 18)

Joxvornto: 1:8000

XOXPXKTNPLOTKX: AlxvonTikn kxBuoTepnon, kxBuoTtepnon Tng
XVXTITUENC, TIPOEXOV VIO, MLKpOoyvxOilx, XoxunAn Trpooduon
TWV WTWV, PBpoxL OTEPVO, OXKTUAX TIOU €EPLITTTEVOLV,
XXPOKTNPLOTIKOUC TT00€eC (rocker bottom feet), axvwpXALEC
KXPOLXC KOXL OLPOTTOLNTLKOU




ZYNAPOMO PATAU (Tproopia 13)

JuxvotnTt: 1:25000

JuvnOn XOPOKTNPLOTIKK: ZoBxpn dlxvonTlki KxXOBLOTEPNON, dLXTXPXXEC TOU
KN, MIKpOKEPXALX, ONOTTPOCEYKEPXALX (XVWHXALX TOUL TTpocBiov eyYKEDPXAOUL
XTTO TOV OTIOLO TIPOEPXOVTHL TX EYKEPXALKX NULOGXIPLX KXL O OLXMECOC
EYKEPXAOG). AUDOTEPOTIAELPN  XELAEOOXLOTIX 1N KOXL  UTTEPWIOOXLOTLX.
TTOAVOXKTUALX, DLXMXPTLEC OPOXAMWY, KXPOLKC, OLPOTTOLNTLKOU.

Trisomy 13—facial
appearance
associated with
holoprosencephaly;
postaxial polydactyly
of hands and feet,




Avonoies Tov
PULAETIKODY
YPOUOGOUGETOV




Y NAPOMO TURN

4 Short stature
Low posterior hairline ——}

Webbing of neck

— Coarctation of
aorta

Broad chest ———
and widely

spaced nipples
Cubitus valgus

— Streak ovaries,
infertility,
amenorrhea

Pigmented nevi ———————{—¢

Peripheral
———lymphedema
at birth

[ER (45,X)

Jvxvotrnt: 0,4:1000

XX PXKTNPLOTLKKX:

Bpxx ovXOTNUX, OMNVOPPOLX
KOXL OTELPOTNTX, XUXEVLKO
OEPUNTLKO TITEPLYLO (neck
webbing), BAXLOOTNTX TWV
XY KWVWV (cubitus valgus),
AepdOLONUX d(prv

ommOuvoucreg ONAEC HXOTWV,
O'Tevwcrn n €edblTmeEvon  TNC
XOpPTHNC.

O vTTEPNXOYPXDPLKOC ENEYXOC OTO

2° TPLUNVO ™c Konong
XTTOKXAUTITEL KUOTLKO ULUYPWMX
OTOV XUXEVX, XLUAOBWpP KX,

XOKLTN KXL UOPWTTX 1N OLONMX
XVX OXPKX.



ZYNAPOMO TURNER (XO)




Lymphoedema of the
feet as only
manifestation of
Turner’s syndrome in
newborn infant.

ZYNAPOMO TURNER (XO)

Cystic hygroma in Turner’s syndrome detected by Fetus with Turner’s syndrome.
ultrasonography.




AVWUAAIEC TWVY QUAETIKWY XPWUOTWUATWY

2

Sovdpopo Klinefelter 47 ,XXY

H ouxvoTnTx g€ YEVVNOELC CwvTwy axppevwy 2/1000

Juvnon XXPXKTNPLOTIKX: YTTOYOVXOLOMOC O€ ouvnOwc PYnAx
XTOMX HME MOKPLX TIOOLX KXL ¢UOLOAOYLKO KOpMO. Mukpot
OPXELC, YUVXLKOMXOTLX, XCWOOTIEPULK, ULXALVOTIOLNOTN TWV
OTTEPMXTLKWY CWANVXPLWYV TWV OPXEWV



ZYNAPOMO KLINEFELTER (47, XXY)

Tall stature, truncal
obesity, and
underdeveloped
genitalia in Klinefelter's
syndrome.




AvOnalies To)Y QUAETIKOV YPOUOGCONGATOY

20Vdpouo 47, XXX, ouxvOTNTX O€ YEVVNOELC CwvTwyv OnAéwv 0,65:1000

>0vdpopo 47,XYY, OUXVOTNTX O€ YEVVNOELC TWVTWV axppevwy 1,5:1000

Normal appearance and
development in

22 month girl with triple
X syndrome.

Normal facial
appearance in mildly
retarded boy with
48, XYYY karyotype.




O oopkéEg avopuolies
TOV
YPOUROCONCTOIV




AOMIKEZ ANQMAAIEZ
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Oh doprkég avopuliss TOV YPOROCORATOV

- Ol MLKPOEEXAELYPELC, EXOULV TTEPLYpODEL TXx oLVOpoux DiGeorge (22qg11),
William’s (7q11), Miller-Dieker (17p13), Prader-Willi (15911-13),
Angelman’s(15q12), Langer-Giedion (8g24), Rubinstein-Taybi (16p 13.3),
Alagille (20p)

Typical facial
appearance of
William’s syndrome
in child with
supravalvular aortic
stenosis and delayed
development.




O1 6opcEg avonaiies Tov
APOUOCHUATOY

MxXpXTNPOLVTXL ETTLONC:

‘N EEXAEWPN TI.X.MEPLKN TEALKN EEXAELPN TOU
BpxXX€EOC OKEAOUC TOU XPWHMOOWUXTOC 5
(oovdopopo cri du chat) peE XXPXKTNPLOTLKX
MLKPpOKED ALK, OLXVONTLKN kxBuvoTeEpnaon,
OULYYEV] KXPOLOTTXOELX, KAXMOX OMOLO ME
KAXWOUPLOUX YXTXG

¥ Child with developmental
'+ delay and deletion of
chromosome 13.
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Cri du chat syndrome associated with deletion of
short arm of chromosome 5.




FENETIKH BAZH ZYNAPOMON
ANGELMAN (15q12) KAI PRADER-WILLI (15g11-13)

MATERNAL PATERNAL

(M)

Imprinted Prader-Willi
gene(s)

Active Angelman \d e

gene(s)

/

Deletion in maternal
chromosome
M) (P)

/

Active Prader-Willi

Site of deletion - gene(s)

ANGELMAN SYNDROME

24

| ¥mprinted Angelman

__ P

Active Prader-Willi . .
gene(s) I'evopu) amotdvToon

(genomic imprinting):

n pYOeN ™G

EKQPOONS TOV YOVIOiov

ovaroyo pE TO GUAO
TOV YOVEQ UTTO TOV

\ 00i0 aVTO TPOEPYETAL

gene(s)

Deletion in paternal

chromosome\A M (P)

Imprinted Prader-Willi
gene(s) -
Active Angelman \ di
gene(s)

< Site of deletion

PRADER-WILLI SYNDROME



ZYNAPOMO
PRADER-
WILLI

Severe hypotonia in infant with
Prader-Willi syndrome.




ZYNAPOMO ANGELMAN

Angelman’s syndrome.




AVONUMES GO PETUILIYNEVE

Mepik€éC  Bavarn@opes. H  ouyxvotntd  TOUG
QUCAVEI PJETA aTTO PEYAAEG DOOEIC AKTIVOBOAIAG,
XNMIKWV OUCIWwV IDIAITEPA KAPKIVOYOVWV
KANPOVOUOUPEVEG KATA TOV ETTIKPATOUVTA TUTTO:
axovopotrAaacia, TToAudaKTUAia
KANPOVOUOUMPEVEC KATA TOV UTTOAEITTOUEVO TUTTO:
MIKPOKEPOAIQ, OUYYEVAGC  UTTEPTTAQCIA  TWV
ETTIVEQPPIDIWV

H Bavarngopog duoTtrAacia 11 vaviouog aTTOTEAEI
TN OUXVOTEPN OUYYEVI OUOTIAQCIA TOU OKEAETOU



IF'ENEOAOI'TKO AENAPO ZYNAPOMOY

EY®OPAYZTOY X

X Chromosomes

Phenotype

X Chromosomes -

Phenotype

(1/3.600-1/4.000 ayépro ko 1/6.000-1/8.000 xopitora)

CARRIER MALE

Normal

LK

Premutatuon

NORMAL FEMALE
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Normal

Normal

18

—— Normal

Normal

X Chromosomes —————

Phenotype

CARRIER FEMALE
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ormaI/Premutatlon

Normal
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ormal

Normal

CARRIER FEMALE

UNRELATED

Norma!/P;émutation

Normal
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— Full mutatlon Normal/FuII mutation Normal
50% of females
Affected affected, often mildly Normal
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ZYNAPOMO EYOPAYZTOY X

* To yovioro FMR1 £yel onpavtiké poro oty avamtvll] TOL VELPLKOY GVGTINOATOS

* Mia aAiniovyio TpivovkAeoTOk@V (CGG) emavolyemv Tponyeiton TS KOOIKOTOL0060G
TEPLOYNG

* AdOn xota v avriypoon s CGG meproyig oonyovy oe avénon (dynamic mutation) tov
apLOpov TOV ETAVOAM|YEWOV IE ATOTEAECHA TV AOVVONIC HETAYPAPNS TOV YOVIOIOV

(c) 2006, Loure Ann Dernmer, MD.



KPIZIMEZ MNEPIOAOI THZ AN®PQIIINHZ
EEEAIZEHZ

npwipn €uppuikn nepiodog (o€ PBOOHASEG) ———»+—— OYUn EBpUikn nepiodoc (o€ Bdouadeg) %TSAEIOLII’]VI’]

1 4 > 6 74 8 20-36
nepiodog ™G Saipeong
100 Zuyem, TG EHQU-

Teuong kai To0 SioToiBou unepwa  auTi

£uppuou f Ham
A\ pa kapdia

o Acixver ouvnBiopévn Béon dpdong TePATOYOVWV EYKEPaAog
| -

eEwTEpIKA yeWnrnxd 6pyava
| | =

KEVTPIKO VEUPIKO ouomMua

|
Kkapdia

ouvnBwg Oxt
elaiobnra oé
TEPATOYOVA

|
npoyewnTikég Bdvatoc §

@QUOIOAOYIKA EAaTTOMaTa Kai f/ —
MIKPOTEPEG HOPPOAOYIKEG AVWHAAIEG




TEPATOIONA MNOY EINAI TNQZTA OTI NMPOKAAOYN ANOPQIIINEZ

ZYITENEIZ ANQMAAIEZ

Teparoyodva

"Avwpualieg

"Avdpoyovol napayovreGg
"EBioTEPOVN
Nop-£61oTEPOWN

Mapayovteg ~AVTIOYKOYOVIKOI
"ApvornTepivn

Bulsulfan nou g£vaAAaocoeTal
ME 6-pEpPKanTONouUpivn

Methotrexate
OaAidouidn

MoAuouaTikoi mapayovTeg
KuTtrapopeyaioidg

"16¢ €pubpag
To&bnAaoua gondii

OepaneuTiKn AakTivopBo 1a

AlGa@opou BaBuol appevonoinon TOV BNAUK®V EuBPUWV: Ta MEPIo-
ooTEPa And auTtd €xouv Ta XeiAn ToU aidoiou Evwpeva Kai deixvouv
UnepTpoia TG KAEITOPIdAG.

MeydaAo NAGTog AvwuaAidv TOU OKEAETOU Kai QVWUAAI®V TOU KEVTPI-
KOU VEUPIKOU OUCTNUATOG, KUPa AVEYKEQAAIQ.

"H auv&non eival EAQTTOPEVN, AVWUANIEG OKEAETIKEG, NaBNOEIC OTOV
kepartoeldr), AukdoTopa kai urnomAacia TV Ola@opwv Opyavev.

MOAAGNAEG AVWMAAIEG, IOIAITEPA OKEAETIKEG.

MepopéAhia kai GMeg AVWHAAIEG TV AKpwv, ToUu £EWTepiKoU au-
TI0U, akOpa KapdlakEG Kai YAOTPEVTEPIKEG AVWHAAIEG.

Mikpoke@alia, UBpoOKe®aAia, kai mveupaTikn kabuotépnon (BAEme
Kegaiaio 17).

KarappdkmgG, KQ@WOon, Kai OUYYEVEIC AQvepaAie¢ MG kapdiag.

Mikpoke@aAia, HIKPOO@BaApuia, USPOKEPAAIa Kai XOPoaU@IBANCTPOE!L-
donabeia.

MikpoKe@aAia Kai OKEAETIKEGC QAVWHAAIEG.




TEPATOI'ONOZ APAZH ANAPOI'ONQN




TEPATOI'ONOZ APAZH AMINOIITEPINHZ




TEPATOI'ONOZ
APAZH
OGAAIAOMIAHZ




Aoypméers

AOLUWEELC, LOLWC LOYEVELC

1. O 10¢ TNCg epLOpPXC EVEXEL TOV KLVOUVO XVXTITUENC OLYYEVWYV
XVWHXALWY € TT0000TO 20 %, €TTL AOLMWEEWC TNG MNTPOC,
KXTX TO 1° Tplunvo Tng Kunongc.

ZUYYEVEC OUVOPOUO EPUBPAC: KATXPPAXKTNG, YAXUKWU,
OlXUAPTIEC KapdlaG, KWPwon, ULkpokePoAlx, koBuoTepnon
EVOOUNTPLUC XVXTITUENC.




Aowuméeg

2. O KUTTXPOMEYXAOLOC,

3. O 10¢ axvettxpkeixg HIV,

4. To TogommAxoux gondii

AUVXTOV VX TTPOKOXAETOUV ULKPOKEPXALX, MIKPOPOXAULX,
VOPOKEDXAOD




Mpoyevvytucog Eleyyog

Texvikeg edXpUOTOMEVEG XTTO TNV 81 Ewg TNV 201 €dOUKOX TNG KUNONG:

1.
2.

Ymrepnxoypxpnuo (xopxAeg, 2° Tpiunvo)

Apviokevtnon (kivouvog 0-5%, 2° Tpiunvo, €EVPELXC EPXPUOYNG) KXL
KXPUOTUTIOC TWV EUPPLIKWY KUTTXPWYV MHETX KTTO KOAALEPYELX N
BLOXNULKOC €EANEYXOC TnG OCAPx—-euPpuikng TpwTeivng (AFP) oTo
XMVLXKO LYPO O€ TTEPLTITWOELG XUENUEVOL KLVOLVOUL YL BAXBeEC Tou
VEUPLKOU OWANVX KXL TNG OTTOVOUALKNCG OTAANG (XVEYKEPXALX, XVOLXTN
OLOXLONG paxxN), PAXBEC TOL TTPOCHOLOL KOLALXKOU TOLXWMXTOG




o v b~ W

EEETXON XOPLXKWY AXXVWV (Klvduvocg 2%, 1° TpLUNVO, ECELOLKEVMEVN)
XopdokevTtnon (kivouvog 3%, 2° TpLUNVO, ECELOLKEVUEVN)

Blopicx EMPpLIkOL dEPUKRTOC

Blopicx euPpuikoL NTTXTOC




7. TIpoeuduTeLTLKN dLxyvwaon (EEETon 1 1 2 KUTTXPWYV KTTO
EMPBPLX TTOL ELVXIL OTO OTXOLO TWV 8-12 KUTTXPWV HE XVXALON
Tou DNA e FISH n PCR).







