KegpaAaio 6 (larpiky MeveTIKR)
AlOTAPAXES TWV AUTOCWHIKWY & QUAETIKWYV XPWHOCWHATWYV

ExTotTia pakwyv. 20vdpouo Marfan



AldTAPAXES TWV AUTOCWHIKWY XPWHOCWHATWY

YT1dpxouv povo 3 TTPOoOdIOPIOHEVES XPWHOOWHMIKES DIATAPAXEG TTOU €ival CUNPBATEG JE
TN METAYEVVNTIKN ETTIRIWON:

1. Tpiowyia 21 (cuvdpopo Down)

2. Tplowpia 18

3. Tpiowpia 13
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Tpiowpia 21 (cuvdpouo Down)
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-47 ypwhoowuata + 1 YIKPO AKPOKEVTPIKO XPpwHOoWHa (21) HAKia uNTEpac (€T
(Un d1aXwPIOUOC TWV OUOAOYWV XPWUOOWUATWY 21 EOVa 61 m ExEon PETOED TG NAIKIGE TG NTEDAC Kl TG OU-
, , xvotTntag IVIONG TPICWWIAC 21 katd Tn yEvvnan kai Katd thv
KGTG Tn /JEI(,UO'I]) auc\)novc;wigtr?otB:érce :ncl?onuc chdr“moo’ls.l vmebouévu onoc:] Ho-

ok EB, Cross PK, Schreinemachers DM: Chromosomal abnormality
rates at amniocentesis and In live-born infants. JAMA 249: 2034-
2038, 1983).

-QPXIKOG QAIVOTUTTOG: UTTOTOVIO
-1/3 aoBevwv ouyyevnc kapdloTradeia

-VONTIKI KAl AvATITUEIaKK uoTéPNON

-p6vo 10 20-25% TWV EUPPUWYV ETTIRILOVOUY OTN YEvvnon

-EXouv 151TAACI0 KivOUVO EN@AVIONG AEUXAIMIOG




Tpiowpia 21 (ueTdBeon katad Robertson)

-T10 95% TWV aoBevwV E£XEI TPICWWIa 21.

-10 4% pe ouvdpouo Down €xel 46 XPWHUOOWHOATA PE
METABEON pETACU TOU 219 Kal Tou peyAdAou Bpaxiova Tou

14 R 22.

-TPICWHIKOS a0BeVAC yIa Ta yovidia TTou BpiokovTtal oTo 214

-Agv oxeTiCeTal e TNV NAIKia TNG PNTEPAG.

-O @opeic yetaBeonc €xouv 45 xpwuoowuata: 21+14

EXOUV avTIKaTaoTaOEi atrd 10
XPWHOoWHA PE TN METABEDN
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Eikdéva 6-4 ® MetdBeon katd Robertson 14921q nou UETQRIBA-
OTNKE and Tn UNTEPQ-QOPEQ OTO Naidi TNE, TO ONOIO NAOXEI and
ouvdpouo Down. Ta XpWUOCWUATA TOU NATEPQA Eival (PUCIOAOYI-
Ka. Itnv gikdva napouciaZovial uévo ta xpwuoowuata 14, 21
Kal robi14;21), (t: yetddeon). (Euyevinc nNpodgopd tou: R. G.
Worton, The Hospital for Sick Children, Toronto)

Eikéva 6-3 m Xpwuoowuatikn ouotaon
VOUETWVY NOU BEWPNTIKMOC LUNOPOoUV va
npokUyouv and evav Qopea UETABE-
ong Katd Robertson, rob(14;21). A. ®u-
giofioyIKh Kal I00ZuUyIouévn ouotaon. B.
Mn 100ZUYICUEVOI YOUETEG: 0 Evag NEPI-
EXEI TO XPWHOOWHA PE TN PETABECN
KQI TO QUOIOAOYIKO Xpwudowua 21 kal
0 GARDC POVO TO Xpwudowua 14. T, Mn
1I00ZUYIOUEVO! YOUETEG: O EVAC NEPIEXE]
TO XPWHOOWUA PE TN PETABEON KAl TO
QUOIONOYIKO XpWHOTwUA 14 Kai 0 af-
Ao¢ uovo TO XpWHOoWUa 21. MOvo o1
TPEIC OKIQOUEVOI YAUETEC unopouv va
Swoouv BIWOoILOUC anoyovoug yia tnv
KATannén autwv Twv YaueTwy, BAENE
KEILEVO).



Tpiowpia 21 (cuvdpouo Down)

-T0 2% TWV acBevwV TTapouaIAdel WOAIKIoUO:
KUTTOPA PE PUOIOAOYIKO KOPUOTUTTIO KAl KAPUOTUTTO TPICWHIaG 21.

-2TTAVIOTEPQ: MEPIKN TPICWHIA (TPIoCWHIa POVo yia Eva TUAKA Tou 21 TTou JTTOPEI va gival
TO0O0 HIKPO TTOU VA PNV avIXVEUETAI).

AlTioAoyia TNG TpiIowuiag 21:
-@ewpia Tou ynpaiou wapiou: yeyaAn moavoTnTa AavBaopévou dlaxwpIiouou Twv
XPWHOOWHATWY OTN peiwon | (TTou ouvéRN Otav n yuvaika Ouwc Arav Eupuo!)

-Ta ynpeaid wapia givar Alyotepa IKava oTov EAEYX0 TOU KAPUOTUTTOU KaTa TN peiwon |l

-Kivouvog etravep@Aaviong TpIcwiag HETA atrd yEvvnon traidiou ye ouvdpouo Down: 1/100




Tpiocwpia 18

-VONTIKI Kal BapId avatrTu¢lakh uoTépnon e ooBapég duoTTAaaieC 0Tn Kapdid.

-uTTEPTOVIA

-TA QUTIA TTPOCQUOVTAI XauNAG

MIKpoyvaBia

-2uxvornta gpeaviong: 1:7500
(KaTd T cUAANWN €ival TTOAU peyaAuTepn!)

-T10 95% TWV €UBPUWV PE TPICWHIa atTOBAAAETAI
-Oca €uppua yevviouvTtal (60% kopitola) oTTavia ETTIBIWVOUV.
-2 XeTICeTAI ME TNV NAIKIA TNG UNTEPAG (>35 €TWV).

-H tpiowuia 18 utropei va gival oAk, HEPIKN ) VA TTPOKUTITEI ATTO
METABEON (20% TWV TTEPITITWOEWV)



Tpiowpia 13
-Avartrtuglakn kal Bapid vontiki uotépnon Ye coBapéc duatrAacicc oto KNZ.
-KekAIuEVO PETWTTO

-MIKPOKEPAAIQ + AVOIKTEG KPAVIOKEG PAPES
-Mikpo@OaAuia Kal evioTe atToudia Twv 0POAAPWY

-2uyyevn (utTdpxel Katd Tn yévvnon) KapdloTrdlela, Kpuyopxia,
AVWHMAAIEC TOU OUPOYEVVNTIKOU OUCTAMATOG

-2uyvornta gpgaviong: 1:15000-1:25000
-50% TWV veoyEvvnTwy TTEBAiIVOUV TO TTPWTO Prva
-2 XeTICeTAI JE TNV NAIKIA TNG UNTEPAG (>35 €TWV).

-O1Tw¢ Kal OTIC AAAEC TTEPITITWOEIC: UN OIAXWPIONOC aTn uEiwon |

-XauNnAGG KivOuvog ETTaVEUQAVIONG



2UVvOpPONO KAGUATOG YOARG

-AKpaio ] evOIAUETO EAAEINO TUAMOTOG TOU MIKPOU Bpaxiova Tou XPWHOCWHATOS 5
-1/100 Twv atépwyv PE VONTIKI UoTEPNON
-Kpiowun 1reploxr mmou Acitrel atrd 6Aoug Toug acBeveic: 5p15
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Eikéva 6-7 m A, Bpg@og ue ouvSpouo kAAuatog yanng, nou ogeifetal og EAREINUIA TUAPATOL TOU XpWUOoowUatikoU Bpaxiova 5p. Ma-
PATNPAOTE TO XAPAKTNPIOTIKO NPOOWNEID PE UNEPTEAOPIOUE, ENKavBo Kal pETPOYVABIoUS. B. XAptng gpaivotunou-kapuotunou Baci-
Ouévog o€ avanuon ouotoixiwv CCGH twv EAREINMATIKOV Xpwuodwuatwy dell5p) (Baaiouévo o0& Sedopéva and: Zhang X, Snijders A,
Segraves R et al: High-resolution mapping of genotype-phenotype relationships in cri du chat syndrome using comparative genome
hybridization. Am J Hum Genet 76: 312-326, 2005).



2UvOpOoMNa MIKPOEAAEIMATWY KAl OITTAACIOO WYV

-MIKPG eAAEipaTa 0dnyouV 0 AOWHIa XPWHUOCWHMIKOU THAMATOG
-01a(pOopPa CUVOPONA TTAPOKEIMEVWV YOVIOIWV
-ouvnBwcg 1o AdBog agpopd etravaAapBavopevec aAAnAouxieg

-00Nyouv o€ YOVIOIWMNATIKEG DIATAPAYEG.

[VWOTOTEPES TTEPITITWOEIG:

i. DiGeorge (uikpoéAAeipa), ii. Charcot-Marie-Tooth (ditTAaciaouog),

ii. iii. Smith-Magenis (€AAeipa)

[ovidio A
[ovidio B

lovidio T

Avioog
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Eikéva 6-8 ®m MOVIEND XPWHOOWMATKWY avadiatdEewy
nou odnyouv OE YovISIWUATIKEG SiIatapaxeg. O avioog
ENXIQOUOC LETQEU AaVBACoHEVO CTOIXIOUEVLY OSEAQY
XPWHATISWY N OUOAOYWV XPWUOOWUATWY, NMOU (EQOUV
avtiypaga, pe udnin opodoyia YeTagu TOug, WIag ua-
Kpag enavanaupavopevng afinfouxiag DNA, unopei va
odnynoel og eARgiUpaTa N SINAQcIaoPoUC, Nou SIaEE-
pOUV ®WC NPOC TOV aPIBU0 TV avTypd®wyv TNS afnn-
Aouxiag. Ie NEPINTWOEIC TETOIWV YOVIBIOUATIKWY ava-
Sigtagewv annadel o apiBPoc Twv aviypapwy onoiou-
&nnote yovidiou n yowidiowv (OGnwg ta A, B kai I nou Bpi-
OKOVTQI PETAEU Twv aviypdewy Tng enavafnyng. (Na
napadeiyuata yoviSiouatikoy Siatapax®yv Kal NnAnpo-
(POPIEC OXETIKA PE TO PEYEBOC TwV EnavafaupBavouevmy
anAnAouUXICV KAl TO UEYEBOC TwV NEPIOXWV Nou Aginouv
n dindagiaZovtal, BAENE Nivaka 6-1)



Ta QUAETIKA XPWHOOCWHATA KAl Ol AV

Ta QUAETIKA XpWUOCWHATA: oo

1.2
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-O0ouIKA JIaKPITA
-OUVATTTOVTAI KATA TN JEIWON TOU APPEVOCS
-OIaPOPETIKA OTA 2 PUAQ

To xpwuoowpua Y

-Ta X kal Y guvattovTtal oTa AKpa Twv

MIKPpWV BpaxIdvwy Toug (WeudOOUTOOWHUIKI TTEPIOXN)
-To Y €xel pyovo 50 yovidia (yia Tnv avatrtugn Twv Eow
Kal £Ew yevvnTIKWV Opyavwy)
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EuBpuoAoyia Tou avatTtapwyikoU CUCTAHOTOG

Tnv 6 €Bdoudda TNS eUPPUIKNAS avATITUENG:

-Ta TTPOOPOUA YEVVNTIKA KUTTAPA PETAVOOTEUOUV
atrd TNV eEWEMPBPUIKA TOUG BEON OTIC AKPOAOYIEC TWV YOVADdWYV

-Méxpr ToTE: 01 yovadeg (XX kar XY) gival dIOUVAUES i )
OPAUECOVEPPIKOC

aywyoc MECOVEPPIKGS QYWYOC

AlagpopoTroinon Tpog opx! 1 wobnkn:

Napouoia
Xpwpoowuatog Y Anougia
s ’ , , , , (SRY/TDF) SOX9 XpWHOOWHaTOG Y
-2uvToviopévn dpdaon yovidiwv TTou 0dnyouv TTAvTa oTNV AVATITUEN Ha
woBnkwv arrouvoia Tou Y.
QoBnkn

-lapouaia Y: avamruén opxewv

Inepuatoyéveon

(AZF)
-avaTrTugn Tou pecoveppikou (Y) / mapapecovePpikoU (X) aywyou
Avdpoyova
, , . , , , 50-avaywyaon

-O popIakOS uNXaviopog odnyei o dnuioupyia wWobNKwv EKTOC Kal UNOGOXEQC QVEPOVOVRY
av 70 yovioio TDF (010 XpwWHOOWHA Y) EKPPACTEI KAl AEITOUPYNOEL 5o 0ciq ONALKG
oav dIaKOTITNG (AVATITUEN OPXEWV) £E® YEWNTIKG £E® YEWNTIKG

opyava Opyava

_ﬂqpougiq TDF = épxag UE O'1T£p}JGTIK('] gwAr]V(jp|q Kal K(JTquq Eiéva 6-11 ® IXNUOTIKA GNEIKOVION TWV GVANTUEIGKGY YEYOVO-
. ’ , TwV Nou AquBAvouVv X®EA KATA TOV KaBopIouo TOU @UAoU Kai TN
LeydlgésKKplvouv GV6pOVOVG 5IaPoPONOINON TWV OPOEVIK@V Kal BNAUKGY yovadwy. Ta yovi-
510 NOU CUUUETEXOUV GE KPIoINO avanTuEgiakad otadia i OXeTIZo-
VIOl JE YEVETIKEC OIOTAPAXEC NapouciaZovial ota unie nAaioia

(yia ouZntnon, BAENE KEUEVO)



To yovidio KaBopiouou Twv 6pxewyv SRY

Meiwaon I: avaouvduaouog viog TG YEUOOAUTOOWHMIKAG
Treploxns Xp/Yp.

QuoioAoyIKn
avtaffayn
otn Yelwon |

2TTAVIA: AvAaoUVOUAONOG EKTOC TG WEUOOAUTOOWWMIKAG X | L
eploxns Xp/Yp = yuvaikeg XY kai avdpeg XX x | Lo LI
ouuBavta

f Weub0auTtoowHaTIKA
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ZUXVéTnTG: 1 20000 MepioxEg auatnpa

OUVOEDEUEVES
HETOXNATOY
NEPIOXES | »<

Avopeg XX: @aIVOTUTTIOG OPTEVIKOU ATOUOU, KOPUOTUTTIOG 46 XX,  hix
+ PIKPEG aAAnAouyieg atrd 10 Y Adyw avaouvduaopou OTo PJIKPO | l
Bpayiova Tou X. Eutrepiéxouv 1o yovidlo SRY
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['uvaikeg XY: @aivoTuttog BnAukou aTtouou, KapuoTUTIO
46XY, Xxwpic TIC aAAnAouxiec Y 1ToU euBuvovTal yia TO ENB00UGS
oXNMATIonO Opxewv. Acv eutrepIEXouV To yovidlo SRY
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QPOEVIKG onAukd



Movidia ouvdedepéva pe To XpwHOoCWHA Y

/ L et ‘”“m'm] i s s e
AlwooTrepuia ovouadleTal n artrouaia o 13 |
oTrEpUATOlWaPiWY ATTO TO OTTEPUA. 12 Loww = ] azra
q 11.23
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AIOKPIVETAI O€ ATTOPEOKTIKA KOl U OTTOQPAKTIKH.
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ATTOQPAKTIKA alwooTTEpUIa:

Ta oTTEpUATOlWAPIa TTAPAYOVTAl KAVOVIKA OTOUG OPXEI
aAAG auTa dev gp@aviovTal OTO OTTEPUA META TNV
EKOTTEPUATION, AOYW TNG ATTOPPAENGS TOU avOPIKOU
avaTTapaywylkou oUcTAMATOC.

> ETEPOXPWUATIVIKA MEPIOXT

-

||
\Yq. WEUSOQUTOOWUATIKA
NEPIOXA

Mn aTTOQPOKTIKI: OPXIKN QVETTAPKEIQ (OEV TTAPAYETAI KOBOAOU OTTEPUQ)

EAAgipata o€ 3 TTEPIOKEC TTOU TTEPIEXOUV
OMAdEC YOVIDIWV Kal apopouUV TTaPAYOVTEG
alwoaoTrepIac.

2uyxvornra 1:4000



To xpwuoéocwpua X

Lwpdtuo Barr

M r‘ (M
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A UNTPIKAC NPOEAEUONG
o/ o M r
X X |
ﬁ Angvepyonoinon r
_
Tou X
J \_/

Xi

EkppdaZe annnAduoppa
natpIkig NpoénRguong

Eikéva 6-13 m H tuxaia anevepyonoinon ToU Xpwuoomuatog X AQuBAVE! X@Wpa Katd Ta Npaiua otadia tng EURPUIKAC avantuEng Twv
BnAUK®OV atépwv. MNa éva piIKkpd Xxpovikd diIaotnua KJETA tn oUAANYN BnAukol euBpuUou, Eival EvEpyad kai Ta dU0 Xxpwuoomuata X, un-
TOIKAC KaI NATPIKAG NPoERgUong. Katd tnv Npwtn £RSouaAda TNG EURPUIKAG avanTuEng, ENIAEYETAI TUXQIQ TO €va and Ta SUO XPWHO-
owuata X nou Ba angvepyonoiNBei o€ eNOUEVO OTASI0, META and wia ogIPa SIadIKaoIOV OTIC ONOIEC CUNMETEXE! TO KEVIPO QNEVEQPYO-
noinong Tou X TO 0NoIo EVIONIZETAI aTNV NEPIOXNA Xg13.2 (Haupo NAQIoIo). AUTO TO XPWHOOWHA X (ONUEIWVETAI OKIQOUEVO PE UNAE Kal
oulBoniZeTarl uE Xi), Ba aneveEPYONOINBEI TOCO OTO APXIKG KUTTAPO NOU TO QEPEI GO0 KAl OTa BUYaTpIKG TOU KUTTAPA Kal Ba eugavile-
1Al JE TN LOPE®N OwuaTiou Barr 0TOUC HECOQPATIKOUC NUPAVEC,



H adpavoTtroinuévn Xpwuartivn gival TTAoucia o€ 1I0Tovn macroH2A

47, XXX 48, XXX 49, XXX

ApIBuGC Xi: 1 2 3 4

Eikéva 6-14 m Avixveuon tng 10TOVNE MAcroH2A 0g PHECOPACIKOUC NUPAVES YUVAIKWOV WE Kapudtuno 46, XX, 47, XXX, 48,XXXX ka1 49, XXXXX.
01 £vtova BoPIZOUCES NENIOXEC UNOBEIKVUOUY TNV NAPOUSCIa TNE 1I0TOVNE MacroH2A, n onoia gival SuUVOESEUEVN E TA QNEVEPYONOINKE-
VA XPWUOCMUATAa X, anEIKOVIZOVTAC TOV apiBud Twv anevEPYONOINUEVWV XPWUOOWUATwY (Xi) 0 onoiog gival NGvta pIKPOTEPOC KATA £va
and 1o ouvoniko apiBud TV Xpwuotwudtwy (Euyevne npoogopd and: Brian Chadwick, Duke University Medical Center).



Mn Tuxaia atrevepyoTtroinon Tou X

Angvepyonolouvtal  Agv anevepyonoiouvtal
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Eixdva 6-15 m Npdtuno yoviSIOKNG EKPRAONG TOU XPWUOoWUAtog X. Ta ouupona avTinposwneUouv TNV KAtdoTaon aneveERYonoinong
Twv yoviSiwv nou gival ouvOESEUEVA LE TO XPWHOOoWPA X, Evd n B£0n KGBE ouuBAAOU QVTIOTOIXEI OTOV KATd NPOCEYYION EVIONIOUS
TV yovidiwv OTo XApTn ToU XpwuUoowuatog X. Ta yovidia nou dev ekppdZovial and 10 anevePYONoINUEVO X BPIioKovTal OTNV apIoTE-
pr NAgupd eve autd nou exgpaZovtal, otn 6e&d. Ta yovidia Nnou NnapouaiaZovtal Je unAE avolkto xpwua Sev UNGKEIVTAI OE aneVEP-
yOnoinon 0 OPIOUEVEE, HOVO, YUVAIKES Nou EALyxBNKav. INUEIMVOVTAI, ENIONE, N BEON ToU yowidiou XIST Kai TOU KEVTPOU ANEVERYO-
noinong tou X (XIC) atnv ngpioxn Xg13.2 (And: Carrel L, Willard HF: X inactivation profile reveals extensive variability in X-linked gene ex-
pression in females. Nature 434: 400-404, 2005).

2.€ 0006¢veic e TTAeovAlOVTA XPWHOOWHATA X ATTEVEPYOTTOIOUVTAI OAQ TTANV €VOC.



Mn Tuxaia arrevepyoTtroinon Tou X

X; QUTOOWMATIKEC UETABEDEIC

46,XX Aviuano X looZuyiouEvN Mn 100ZuyIouEvN
X X X ﬁ_\vd)ucﬁo X X der(X} der(A) X der(X
K i
b Y Y k) b 'Y
O | O o M * |
Xi Xi Xi Xi Xi
Mwoaikd Mn tuxala anevepyonoinon Mn tuxala angvepyonolnon Angvepyonoinon
Tuxaia anevepyonoinon Tou X TOU avwpaiou X TOU uUOIoAoYIKOU X Tou der (X)

Eikdva 6-16 ® Mn TUXQia QNEVEPYONOINON TOU XPWMOOMKMATOC X OE ATOMA NOU NApoUsIAZouV KapUuoTUNOUS ME av@NanNa XPWHoo®-
MOTa X N JETABECEIC KETAEU TOU XPWHOOWUATOC X KAl EVOC QUTOTWHATIKOU XPWHOOWUATOC, Ta quoioAoyiKa BnAUKA KUTTapa (46,XX)
UNOKEIVTAI O TUXAId QNEVENYONOINCN TOU XPWHOOWUATOE X, UE ANOTEAEONA TN SNUICUPYIQ 10TV NOU VAl BWOATKOI yia dU0 KuTtapl-
KOUG NANBUONOUC, OTOUC OMOIOUG EXEI ONEVEPYOMNOINGEI EITE TO NATPIKNG ETE TO MNTPIKAG NMPOEAEUONG XPWUOOWUA X (Xi, GE pnAe
nAQioio). Ta AToua Nou PEPOUV EITE Eva SOMIKA QVEHAND XPWUOoWUA X EITE WiO I00ZUYIOUEVN N UN 1I00JUYICUEVN UETABEON WETAEU
TOU XPWHOOWHATOC X KAl EVOC QUTOCWUATIKOU XPWHOOMUATOC, UNOKEIVTAI 08 un TUXAIQ QnevEQYONOINcN TOU XPWUOO®UATOG X PE
anoténeoua oxeddv 6na ta KUTTapd Toug va QEPOUV TO idI0 anevepyonoinuévo X. 0 GARoC KUTTapikog NAnBuoudg Sev gival BIKOINOG
N NApoucIAZel kAnoio avantugiakd PEIOVEKTNUG AOY® YEVETIKNAG QvICOPPONias YE anoTENECHA va uNoaviiNpOowWNEUETAl N va anou-
o1GZg1 eVIEAMS (yia avafuTIKOTEPN ouZntnon, BAENE keiuevo). O1 cupBofiouoi dertX) kai der(A) avtinpoowneUouy Ta dUo napdywya
XPWHOCWHATA TNC PETABEONC X/QUTOOWUATIKOU XPWUOOWUATOC.

Mapatripnon: H icoluyiopévn neTadeon METAEU Tou X Kal EVOC AUTOOWHMIKOU XPWHOOW-
MATOC MTTOPEI va DIOKOWEI TN OUVEXEIQ eVOC yovidiou. To QualoAoyiko Tou avTiypago Ba
BpioKkeTal TOTE OTO ATTEVEPYOTTOINUEVO X =2 QAIVOTUTIOC HETAAAQYWYV OUOIOG UE EKEIVOV
TTOU TTapaTnEEiTal 0ToUu NUiCuyoug AVTPEG.



AVWUAAIEC QUAETIKWYV XPWUOCWUATWY

-Apketa ouvnBeic: 1/400-1/500 yevvnoeig

-NTTIOTEPOI QAIVOTUTIO! ATTO EKEIVOUG TTOU EKONAWVOVTAI OTA AUTOCWHIKA XPWHOCWHATA
(atTevepyoTToinan Tou X, MIKPOS aplOuoc yovidiwy oTo Y)

-2UvNBE0TEPEC AVWMAAIES: TPIoCWHIES (XXY, XXX, XYY)
(Oev gpavilovtal oTa ERpua 1Tou attoBAaAAovTal)

AoBeveic ue aveuTtAOEIDIO QUAETIKWV XPWHOCWHATWV:
-QuUAETIKA avaTrTu¢n @ualoAoyikn (TTIBavr oTeIpdTNTA)
-Euguia: ouaoioloyikn £ws EAAQPWG MEIWPEVN
-AvaoTtnua: ouxva ynAoi
-AiN\nua: Tepuatiopog KUNONG;
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i 2.uvopouo Kleinefelter (47XXY)
ITia:

50% TWV TTEPITITWOEWV:
O@AAPa KaTa TN TTaTPIKA peiwon | (avacuvouaouog
oTNV WEUDOAUTOOWHUIKI TTEPIOXN).

MnTpikA peiwan | A 11 (Trpoxwpnuévn nAIKia Klinefelter syndrome
IJrITepag) EE:;H};I“ q « Lower IQ than sibs
R —r'_ Poor beard
Tendency to =a—agrowth
AoOeveig: i = Narrow Tall stature
A 1 1 reast I ,é ‘ -
-cl’Jvnewg WnAOI Kal )\%E'ITTOI ’ '?,,—5 . Bost mustis tone
-MEXPI TNV £PnBeia gaivovTal PUOIOAOYIKOI Femaicype | e
-HIKPOI OPXEIC patterm — - L [ * Reduced secondary
, , , Ay Smal T sexual characteristics
-YUVaIKopaaTia (KivOuvog KAPKIVOU TOU JAOTOU)  esicuar |
-O'UXVd XGUF])\C') 1Q }mg]ugs » Gynaecomastia
-oxed0V TTAVTA OTEipOI (male breasts)
o . .
-3% ME GCUL)OO“ITap’UIG EXOUV TO O-UV6,pO|JO X - Small testes/infertility
-5-10% TWV avOpwWV HPE ONIYOOTTEPUIO
-1/1000 yevvnoeic ayoplwv

-IoAAEG TTEQITTTWOEIC BEV AvIXVEUOVTAI

-15% TwV a0BevwyV £XouV NWOAIKOUC KAapuOTUTTOUG (AOYW PETACUYWTIKOU OQAAUATOG)
-EKTOC a116 47 XXY 2> 48XXYY, 48XXXY, 49XXXXY. Ta emrpdoBeTa X —av Kal ATTEVEPYO-
TTolouvTal pgavifouv BapuTtepn KAIVIKA €IKOVA.



2.UvOpOouOo 47XYY)

ArTia:
O@AAUa KATA TN TTATEIKA heiwon |l TTou odnyei oTn TTapaywyn
otmrepparolwapiwv YY

AoBeveic: The ‘XYY’ Jacob’s syndrome men
-ouxvornta 1/1000 ayopiwv

-KAVEVACG EUPAVIC TTABOAOYIKOC PAIVOTUTTIOC
-WnAoi

-MBava TpoARUATA CUUTTEPIPOPAS
-YTTEPKIVNTIKOTATA

Your XYY Son

1. Tallis cool.
2. Acneis easy and safe to treat.
3. The IQ range for XYY's is the same as for XY men.
4. Like all hoys, he needs a clean-living, effective
dad or dad-substitute,

4 5. Like all boys, he needs to be allowed to find his
I_I a po p “ r] Tl KOTn Ta own worthwhile interests and activities,
_ A ! according to his abilties and talents.
(DUO-IO)\OVI Kn Von HOO‘UV” 6. Despite decades of had science and media hype,
_Zuvr"ewg YO’V|HO| XYY is at most a minor risk factor for

antisocial and criminal mishehavior.

-Agv dlaTpEXOUV KivOuvo aTToyovou 7. If he's "a tle diferent” -- hey, who isnt?

ME XPWHPOOWHMIKEC AVWHOAAIES

8. You made the right choice.



Tpiowpia XXX)

ArTia:

-O@AAPQ KATA TN UNTPIKN peiwaon | (oxeTiCeTan ue TRV NAIKia TNG PNTEPAG)
-Evw 2 a1mé 1a xpwuoowuata X atreVEPYOTTOIOUVTAI N €IKOVA JEV gival
TTANPWGS QUOIOAOYIKN.

AcOeveic:

-ouyvornta 1/1000 kopitoiwv \ 7
-KAVEVAC EUPAVIC TTABOAOYIKOC PAIVOTUTTOC m}% {(‘\ 1
-YnAd KopiTtola =] ™
-70%—> coBapéC HaBNOIaKEC SUOKOAIES -
-MBavd TPoBAANATA OTN CUMTTEPIPOPAE l !’ by ?Q

-2UvnOwg PUOIOAOYIKN YOVINOTNTA =
-AlaTPEXOUV KiVOUVO ATTOYOVOU HE XPWHOOWHIKEG aVWHAAIEG %E s .

19 2
Karyotype: 47,500



2.UvOpopo Turner (45X kal GAAOI KOPUOTUTTOI)

ArTia:
-210 70% TWV TTEPITITLWOEWYV: TO HOVAdIKO X gival UNTPIKAG TTPOEAEUONG KAl Apa TO
OQAAUA OQEIAETOI OTO TTATEPOQ.

AcOeveic:

-Aldyvwon KaTtd tn yévvnon

-ouxvornta 1/4000 kopITolwv

-10 99% TWV euBPUWV attToBAAAeTal

-Ooa yevviouvTtal eIRIWVOUV QWG (AYyVWOTO YIATI AAAG
MAAAOV EUTTAEKETAI TO YOVIDIOKO EVTUTTWHA)
-KapuoTutrog 45X, 45X/46XX

-Mikp6 avdoTtnua (BepaTtreia pe augnTikn oppovn =
6-10 ek. UYoQ)

-XAPOAKTNPIOTIKO TTPOCWTTEIO

y 4 r
- Eikéva 6-18 m ©daivotunog BnAuK@®V atduwy LE OUVOPOUO
ZT&VU.)OT] GOang Turner 45,X. A, Neoyewnto BpE@og. Napatnpnaate ToV NTUX®-
_ A A ! T aUXEva Kal TO AEUEOIdNUA OTa v Kal KATw dkpa. B. Aska-
Zuvnewg (pUO-IO)\OYIKrI VOF”JOO-UVH TPIAXPOVO KOPITOI, NOU EPQAavIZel 6Aa T KAQOIKG XapakTtnNPIoTKG

TOU ouvdpouou Turner, cuunePINaUBavVoOUEVOU TOU PIKpOU ava-
OTANATOC, TOU NTUXWTOU QUXEVQ, TNC UCTEPNONS OTN PUAETIKA
wpiuavan kal Tou EUPEOC BWPAKA LE TIC ANOPAKPUOUEVES UETa-
EU Toug BnnEC. (AnG: Moore KL: The Sex Chromatin. Philadelphia,
WB Saunders, 1966).



AlaTapaxec oTnv AvaTTugcn Twyv yovadwv
-Eppappodimiouds (aAnBng): e opiopEva veoyva o TTPoodIOPICHOC TOU YUAAOU gival dUOKC
AOYW AVWHAAIWY TWV £€0W KAl €W YEVVNTIKWY OPYAvVWV.

-Agv OXETICETAI ATTAPAITNTA PME AVWHUAAIEG QUAETIKWYV XPWHOOWHATWY (Yovidia g auTo-
CWMIKA XPWHOOWHATA N KAl JN YEVETIKA QiTIA).

-Tautdxpovn TTapPoUCia WoBNKIKWY KAl OPXIKWY I0TWV KAVEI adUvaTo TO TTPOCdIoPICHO
TOU (UAOU

-To @UAO O€ QUTEG TIG TTEPITITWOEIS OIVETAI UE BACEI TO KAPUOTUTTO.

-WYeudoeppa@podITIouds: diaBETouv yovadiko 1I0TO TOU EVOG JOVO QUAOU TTOU Eival
QVAAOYOG TOU KAPUOTUTTIOU.

-OnAuka weudoeppappodita: 46XX + aocagn ] apoevIKA £Cw YEVVNTIKA Opyava

- : 46XY + acar OnAuka 1 apoevika £€w yevvnTiIKA opyava
-oUvOpouo EAAEIYNG euaiocBnoiag oTta avdopoyova:
(6nAeotroinan = 46XY + @ualoAoyIka BnAUKa £Cw yevvNTIKA Opyava aAAG TUQAO
KOATTO KaI KaBOAou PriTpa)



Eppa@podITIONOS

2.0BaPEC KOIVWVIKEG ETTITITWOEIG-KOIVWVIKO OTiYyUA-ATTOKAEITHOG
2UYXEETAI HE TNV OUOPUAOQIAIO KAl TOV TPAVOECOUAAITHO

«[evvnBnka kai dev karaAaBa 11 yivorav Tor1e.
MoAic apyioa va urraivw ortnv epnpeia avakaAvwa mwe auto
ToU uou ouuBaiver gival epIKTo. Exw 000 yevvntika opyava uadi.
Twpa ciuar uye karroio maidi, 0w Kal Kalpo, aAAd dev Exouue Kavel Tirora
yiarti vipérmouai va armokaAupbw! Acv EEpw 11 va Kavw.
O1 yoveig uou Oev Exouv KataAaBel TiToTa Kail Jou Qaiveral TTOAU TTEPIEPYO.
Ekt0¢ Kai av 1o éE€pouv Kal pofouvral va [ou UIANaouy,
viari uévw Kai o€ pia TToAU KAEIOTN Kolvwvia.
[evIKG Exw arroyonTeuTei TTOAU Kal arro uia @iAn pou 1y orroia orav 10 €Uabs
ocv uou éavauiAnoe. Euxouai va unv tUXEl 0€ KaQvEva auto TToU TTEPVAW. »

Caster Semenya
OAupTtriovikng 2009

Eppappdditn




