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0 AVXTOMLKEC XVUWMOALEC OL OTTOLEC LTTXPXOULV NN
XTTO TNV YEVVNON

0 AvTLrtpoowTrevouy To 15% Twv BxvaTwy oTnv
VEOYVLKN NALKLX

0 O KAXOOC TNC EMPPUOANOYLXC TTOU ME TLC XVWMXALEG
XVXTITUENC KXL OLUYYEVELC XVWMXALEC KOXAELTXL
TEPXTOAOYLX



ITov o@&idovTan Ol GUYYEVEIC AVORAAES

0 TEVETLKOUC TTRPXYOVTEC

aTTXPXYOVTEC TOL TTEPLBXAAOVTOC
(TTX PXPHXKX, LOL)




I'eveTIKOL TOPAYOVTES

OXPWHOOWMLKKEC XVWMXALEC

— ApLOUNTLKEC XVWMKXALEC

1. AUTOOWMLKEC
2. PUAOOUVOETEC
— AOMLKEC XVUWUXALEC

2 MOVIOLKKEC METXAAXEELC

p—



AprOunTikég avopaiies: Mnyoviopnog

Mn XpWHOOWULXKOC dLaxxwpLouoc (Nondisjunction)

J

[xpeToyeveon: (Tprowuic: 2n+1) n (Movoowuix: 2n-1)
Mpwiun dxon axvxmTuEng: Mwoxikiopog [(2n+1)/(2n-1)]
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Or ap1Ountikéc avouaiies
TOV YPWOUOCHUCTOV




LYNAPOMO DOWN (Tpow
SoxvotTnta: 1:650 (219g22.1-g22.3)

XXpOKTNPLOTIKX: AlxvonTikr kxBuoTépnon, Ppoaxvkedbohio. Etritredn Pdon
pLVOC, AOEEC PAEDKPLKEC OXLOMEC, TIPOTITWON TNG YAWOONXKG, EYKXPOLX
TTXAXMLXLX «TTLONKOELONC» TITUXN, XTTOKALOT TOU 590 dXKTUAOU (KALVOOXKTUALX),
XVUWHOALEC KXPOLXG, ETTXVELANMMEVEC AOLUWEELG, OEELX AEVXXLULKX.




ZYNAPOMO DOWN (Tpisopio 21)

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




ZYNAPOMO EDWARD (Tpiowpic 18)

JuxvotnTtx: 1:8000

X pXKTNPLOTLKX: AlxvonTikn kxBuvoTeépnon, kxBuoTéEpnon TNng
XVXTITUENC, TTPOEXOV VIO, MLKpOYyVXOLlX, XXuNAn Trpocduon
TWV WTWV, PBpoXL OTEPVO, OXKKTUAX TIOU EPLITTTELOLVY,
XXPXKTNPLOTLKOUC TTO00€EC (rocker bottom feet), oxvwPXALEC
KXPOLXC KXL OUPOTTOLNTLKOU




ZYNAPOMO PATAU (Tprompic 13)

Juxvorntx: 1:25000

JuvNOn XXPOKTNPLOTIKX: ZoPopny dLXVONTLK KXOLOTEPNON, OLHTHPXXEC TO
KNZ, MLKpOKEDXALX, ONOTTPOTEYKEDXALX (XVWHUXALX TOL TTpOoTOLlov eyYKEDXAOUL
XTTO TOV OTIOLO TTPOEPXOVTHL TX EYKEDXALKX NULOPXIPLX KXL O OLXMECOC
EYKEPXAOC). AUDOTEPOTIAELPN  XELANEOOXLOTIX 1 KXL ULTTEPWIOOXLOTLX.
TTOAVOXKTUALX, DLXUXPTLEC OPOXAMWYV, KXPOLXCS, OLPOTTOLNTLKOV.

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




Avonalieg Tov
PLAETIKOV
YPOUOGCOUGTODY




LY NAPOMO TU

Short stature

Low posterior hairlineg —— 1)
Webbing of neck ———

: ? ———— Coarctation of
[ \ aorta

|
Broad chest —— % ‘ o

and widely
spaced nipples
Cubitus valgus

——r = — Streak ovaries,
infertility,
! { 3 amenorrhea

Pigmented nevj —————{—¢ l
Peripheral

i ——————lymphedema
at birth

R (45,X)

JvxvornTtx: 0,4:1000

X PXKTNPLOTLKKX:

Bpxx OVXOTNUX, OMNVOPPOLX
KOXL OTELPOTNT, XUXEVLKO
OEPMUXTLKO TITEPLYLO (neck
webbing), BAXLOOTNTX TWV
XYKWVWV (cubitus valgus),
AEMPOLONUX XKPWV,

MXOTWV,
ePLTITTELON  TNC

O(Tl'OK)\LVOUO'EQ OnAec
O'Tevwcr] N
XOpTNC.

O vTreEpNXOYPXPLKOC ENEYXOC OTO

2° TpluNnvo ™G KONONG
XTTOKXAUTITEL KUOTLKO ULYPWMX
OTOV XUXEVX, XUAOOwWp KX,

XOKLTN KXL UOpPWTIX N OLdNMX
XVX OXPKX.



ZYNAPOMO TUNER (XO)




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

ZYNAPOMO TUNER (X0O)

;;ﬁys’tic hygroma in Turner’s syndrome detected by Fetus with Turner’s syndrome.
'It'rasonography.




AVWUTAIEC TWV QUAETIKWY XPWUOTWUATWY

e

>0vdpopo Klinefelter 47,XXY

H ouxvoTnT o€ YEVVNOELC CWVTWV xXxppevwy 2/1000

JuvNOn XXPXKTNPLOTIKX: YTTOYOVXOLOMOC O€ ouvnlwc YnAx
XTOMX ME MOKPLX TIOOLX KXL ¢PUOLOAOYLKO KOpMO. Mikpol
OPXELC, YUVXLKOMXOTLX, XTCWOOTIEPMLXK, ULXALVOTTOLNON TWV
OTTEP MO TLKWY CWANVXPLWYV TWV OPXEWV



TYNAPOMO KLINEFELTER (47, XXY)

Tall stature, truncal
obesity, and
underdeveloped

genitalia in Klinefelter's
syndrome.




Avopolies ToV QUAETIKGDY YPOUOCHNATODY

S0Vdpouo 47, XXX, cuXVOTNTX T€ YEVVNOELC CwvTwy BnAéwv 0,65:1000

20vdpopo 47,XYY, ouxvoTNTX O€ YEVVATELC TWVTWV xxppeévwyv 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 SoOpIKES UVOUAIMES
TOV
AP OUOCOHUATOV




AOMIKEZ ANQMAAIEZ
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Oh dopkés avopoiss TV YPOROCORATOY

- Ol MLKPOEEXAELYELG, EXOULV TTEPLYpXDEL TX oUVOpoux DiGeorge (22qg11),
William’s  (7q11), Miller-Dieker (17p13), Prader-Willi (15gq11-13),
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 Sopikée avmnaliec Tmv
APOUOCHUATOV

MXpXTNPOLVTXL ETTLONG:

‘N EEXAELYN TI.X.MEPLKN TEALKN EEXAELPN TOU
BpxX€EOC OKEAOLUG TOU XPWMOOWMKTOG 5
(oovdpouo cri du chat) peE XXPORKTNPLOTLKX
MLKPOKEP ALK, OLKVONTLKN kxOuoTEpnon,
OUYYEVI] KOPOLOTTIXOELX, KAKXMX OMOLO ME
KAXWYOUPLOMX YRTXG

~ 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 ZYNAPOMQN
ANGELMAN (15q12) KAI PRADER-WILLI (15q11-13)

MATERNAL PATERNAL
M P

Imprinted Prader-Willi Active Prader-Willi
gene(s) gene(s)
Active Angelman \dli v Imprinted Angelman
gene(s) gene(s)

/ iy & \

Deletjion in maternal Deletion in paternal
chromosome chromosome

/ \ M (P)

( Active Prader-Willi Imprinted Prader-Willi
Site of deletion pw-| gene(s) gene(s) | | |« Site of deletion
_ - Imprinted Angelman Active Angelman \d ) I K
' gene(s) gene(s) -
ANGELMAN SYNDROME PRADER-WILLI SYNDROME

U4




ZYNAPOMO
PRADER-
WILLI

Severe hypotonia in infant with
Prader-Willi syndrome.




ZYNAPOMO ANGELMAN
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Angelman’s syndrome.




Mepikéc  Bavarn@opes. H  ouxvotntd  TOUG
AUCAVEl PJETA QTTO PEYAAEC DOOEIC AKTIVOPBOAIAGC,
XNMIKWY OUCIWV IDIAITEPA KAPKIVOYOVWYV
KANPOVOUOUUEVEG KATA TOV ETTIKPATOUVTA TUTIO:
axovopoTtTrAacia, TTOAUDAKTUAIO
KANPOVOUOUUEVEG KATA TOV UTTOAEITTOUEVO TUTTO:
MIKPOKEQOAIQ, OUYYEVAG UTTEPTTAQCIA  TWV
ETTIVEQPIDIWV

H Bavarngdpog duoTtrAacia | vavioudg atToTeAEI
TN OUXVOTEPN OUYYEVI OUCTIAQCIA TOU OKEAETOU



EYOPAYZTOY X

FENEOAOI'TKO AENAPO ZYNAPOMOY

CAR_RIER MALE NORMAL. FEMALE
{ I !/ .'_
| % i 1 \ %% ]
X Chromosomes - Iu;l';mutatio_r; N6;naI
Phenotype - Normal Normal
CARR !ER FEMALE CARRIER FEMALE UNRELATED
l"‘“' e / { / \
i
% R mﬁ N8 &‘%
X Chromosomes ;Mf\l“ormal NormaVPremutatuon Ar%ﬁ&r“mal NormaI/Premutatuon - Normal
Phenotype Normal Normal Normal Normal Normal
I [ T
g ] ??3
i \\_\w/// \\\\h_,/'/
X Chromosomes e Full mutation  Normal/Full mutation Normal Normal
50% of females
Phenotype —_— Affected affected, often mildly Normal Normal



ZYNAPOMO EYOPAYZTOY X

* To yovioro FMR1 £yer onpuavtiko poro otny avamTuén T0V VEVPLKOD GLUGTILATOS

* Mio aliniovyio TptvoukreoTIOIKOV (CGG) emavalAyemv TPoNyEITOL TS KOOIKOTOL006US
TEPLOYNS

* A0 xatd TV avtiypai] ™S CGG meproyng 0dnyodv oe a0Enon (dynamic mutation) tov
aPLOROV TOV EXAVOLMYEMV PE OTOTELEGUA TNV UOVVONIC HETAYPUPNS TOV YOVIOIOV

(c) 2008, Lawrie Ann Dermmer, M.D.



KPIZIMEZ MEPIOAOI THZ AN®PQIIINHZ
EEEAIEHZ

npain Eufpuikh nepiodog (o€ PSOMASEG) —————e-—— OWn EpPpuikn NEPioBOG (o€ PBOPGBES) — Sa-TEAEIOUNVN

1| ' 5 6 7 8

m. . e Suipeans o Acixver oumBiopévn BEon Spaong Teparoydvwy
rol Juyarn, ™G Eupu-

Tevong xai Tol Siotodou |
£uppuou

= s - g )
“;.; e { / . \
% b . v v 4 . 'y ) N
) | S — 1 ‘ &
\5( <
J 1o 272N .

» '\-_ M. “ l'

EEWTEPIKG YEVVIITIKO bm,ovc}
| |
KEVTRIKO VEUDIKO ouompa

ouviBug oy
saiobnTa of

TEparoyova
l

QuaoAoyixd Elarropara xal T/
UNGOTEPES_LOPQOAOYIES aviaalies

npoyewnTikeg Bavarog PEYAGAUTEPEG HOPPOAOYIKES avwpoles



TEPATOIONA MNOY EINAI TNQZTA OTI NMPOKAAOYN ANGOPQIIINEZ

ZYITENEIZ ANQMAAIEZ

Teparoyova

"Avwpualieg

"AvOpoyovol napayovreg
"EBioTEPOVN
Nop-£€8ioTepdVN

Mapayovteg ~AVTIOYKOYOVIKOI
" ApvonTe pivn

Bulsulfan nou g£vaAAdaocoeTal
HE 6-pEpkanTonoupivn

Methotrexate
OaAidouidn

MOAUOCHATIKOI MAapAayovTeg
KutTtapopueyaAoidg

"16¢ €pubpag
To&onAaoua gondii

OepaneuTikn axkTivoBo 1a

Ala@opou BaBuolu appevonoinon TOV BNAUK®V EURPUWV: TG NeEPIo-
ooTEPa and auTtd €xouv Ta XeiAn ToU aidoiou EvwpEva Kai deixvouv
UnepTpo@ia TNG KAEITOPISAG.

MeyaAo nNAGToG AvwpaAi@v ToU OKEAETOU Kai QVWHAAIGV TOU KEVTPI-
KOU VEUPIKOU OUCTNHATOG, KUPa QVEYKEQAAIQ.

‘H at&non eivat eAQTTOPEVN, QVWUAAIEG OKEAETIKEG, NaBnoeIig oTov
kepartoeidr), AukOoToua kai unomnmAacia Tev dwa@dpwyv Opyavwv.

MoAAQNAEC AvWHAAIEG, DIAITEPA OKEAETIKEG.

Mepoué)\_:o Kai AAMeg AQvwHaAieC TV Aakpwv, ToU £EwTepikoU au-
TIOU, akOpa KapdIaKEC Kai YAOTPEVTEPIKEC AVWHAAIEC.

Mikpoke®aAia, UBpoke@ahia, kai mveupaTikn kabuoteépnon (BAEne
Kepaihawo 17).

KarappdkmgG, KO@WOon, Kai OUYYEVEIC AQVvePaAiee MG kapdiag.

Mikpoke@aAia, HIKPOO@BaAuia, USPOKEWAAIQ Kai XOPIOaU@IBANCTPOE!L-
donabeia.

Mikpoke@aAia kKai OKEAETIKEC QAVWHAAIEG.




TEPATOI'ONOXZ APAZH ANAPOI'ONQN




TEPATOI'ONOZ APAZH AMINOIITEPINHZ




TEPATOI'ONOZ
APAZH
GAAIAOMIAHZ




AoymmEeg

AOLMWEELG, LOLWC LOYEVELC

1. O 10¢ TNG €pLOPXC EVEXEL TOV KLVOUVO XVXTITUENC OLYYEVWV
XVWHXALWY O€ TT0000TO 20 %, €TTL AOLMWEEWC TNG MNTPOC,
KXTX TO 1° Tplunvo Tng kunongc.

ZUYYEVEC OUVOPOUO EPUBPAC. KATXPPOXKTNG, YAXUKWUKX,
OLXUOPTIEC KapOLOC, kwewon, HLkpokeEPoAle, koaBuoTepnon
EVOOUNTPLXG XVXTTTUENG.




AoymmEeg

2. O KUTTXPOUEYKAOLOC,

3. O 10¢ axvettxpkeixg HIV,

4. To ToEommAxxoux gondii

AUVXTOV VX TTPOKXAECOUV MLKPOKEDOXALX, MLKPODPOXAMLX,
LOPOKEPXAO




Mpoyevvytucog Eleyyoc

Texvikeg edxXpHOTOUEVEC XTTO TNV 8" Ewg TNV 20" €BOOUKOX TNG KUNONC:

1.
2.

Ymrepnxoypxenuoe (xopxA€g, 2° TpLUNVo)

Apviokevtnon (kivouvog 0-5%, 2° Tpiunvo, €EVPELXC EPXPMOYNG) KL
KXPUOTUTTIOC TWV EMPPLIKWYV KUTTXPWYV HETX KTTO KXAALEPYELX N
BLOXNULKOC €EANEYXOC TNG OCAPx—-€euPpuikng Tmpwteivng (AFP) oTo
XMVLKO LYPO O€ TTEPLTITWOELG XUENMEVOL KLVOLVOUL YL BAXBec Tou
VEULPLKOU CWANVX KXL TNG OTTOVOULALKNG OTNANG (XVEYKEDXALX, XVOLXTN
OLOXLONG p&XN), PAXPBEC TOL TTPOCTOLOL KOIALXKOU TOLXWMXTOG




O v b~ W

EEETxON XOpLXKWY AxXVWV (Kivduvocg 2%, 1° Tplunvo, EEELOLKEVMEVN)
Xopdokevtnon (kivouvog 3%, 2° TpLMNVO, ECELOLKEVUEVN)

Blopiox EMPPULIKOL DEPUXTOC

Blopicx euPppuikoL NTTXTOC




7. TIpoeuduTELTLKA OLXYVWON (EEETXON 1 1 2 KLUTTRPWYV KTTO
EMPBPLX TTOL ELVOIL OTO OTXOLO TWV 8-12 KUTTXPWYV ME XVXALON
Tou DNA e FISH r; PCR).







