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Thomas Hunt Morgan

Bpafeio Nobel 1933 oTnVv
kKarnyopia QualoAoyia n
laTpikn.

Tou d0OnkKe yia Ta
QATTOTEAEOUATA TNG EPEUVAC TOU
OTO TTAVETTIOTAMIO Columbia, N
oTroia ¢ekivnoe 10 1910 pe TNV
aQvaKaAuyn JIag HETAAAOENC
oTn Drosophila.
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http://www.de.nobel.se/laureates/medicine-1933.html

O Morgan nrav o TTPWTOC TTOU CUCXETIOE £Va
YOVIOIO JE EVA OUYKEKPIMEVO XPWHOoWUA

« O1mrw¢ o Mendel, eTTreAece TTOAU TTPOCEKTIKA TO
Teipapatolwo Tou — Drosophila melanogaster
— MeyaAog apiBuocg atroyovwy Kal JIKPR OIAPKEIA YEVIAG
(2 BOOHAGDEQ)
— Tpia Ceuyapia AUTOOWMHIKWY XPWHUOCWUATWY Kal Eva
euyAapI QUAETIKWV XPWHOOWHPATWY (XX BnAukad, XY
QPOEVIKQ)



* [0 Eva XpOVvo EYPaxVe yia TTapaAAayEC oTa
ATOUA TTOU ETPEPE

— AVOKGAUWE UIa HOVOODIKN APOEVIKN MUYQ JE AEUKQ
LMATIO AVTi yIa TO KOKKIVA TTOU €ival ouvnBiouéva

— AypIOG TUTTOC — O OUVNONC XOPAKTAPOC

— MeTaAAayuévol TuTTol - MNapaAAayEg




Ta treipaupata Tou Morgan

Al0OTAUPWOE TNV QPCEVIKI HUYA PJE TA AEUKQA PATIA JE
U1 ONAUKN YE KOKKIVA UATIO

F1—0Aa Ta ATONO €iXav KOKKIVA paTIa
— ToO KOKKIVO ETTIKPATEG OTO AEUKO

AlaoTaupwaon avaueoa oe aropa 1nG F1 €dwoe Tnv
XOPAKTNPIOTIKN avaAoyia 3:1 cuvoAIKa

Opwc ta Aeuka partia eugavidovrav JOVo O€ ApOEVIKA
aroua
— OAa ta 6nAuKd Kal Ta HICA APOEVIKA €iXaV KOKKIVA JATIO

O Morgan oupuTtrépave OTI TO XPWHA MATIWV TNG
OPOCOPIANAC OXETICOTAV UE TO PUAO



Summary of Results
PARENTS
(Female: +) x (Male: W)
OFFSPRING
Phenotype Female: + Male: +
Number 5016 5087 TOTAL 10103
Proportion 0.49649 0.50351
Ratio 1.000 : 1.014



X?

X'=aAAnAGuOop@O yia Aeuka paTia

XX x XY
X X
X X X’ X
X Y X Y




Y chromosome |, X chromosome with , X chromosome with red-eye gene

white-eye gene
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Reciprocal cross shows different
results

* Red-eved female x
white-eved male
- XX x XY
- FI:
+ all red

— F2:
» 1/4 whate, 3/4 red
» All white-eved flies are
male

* White-eved female x
red-eved male
— X"X¥ x XY
— F1:
*» Females: all red
# Wales: all white
— F2:
o 12 white, 1/2 red

¢« Same m M and
F




X'=aAAnAGuOop@O yia Aeuka paTia
XX xXY
X’ X

X X X X

X°Y XY




To ouutrepaoua Tou Morgan

« O Morgan oupTtrépave 0TI TO yoVidlo TTou
PEPEI TN METAAAAEN YIA TO AEUKO XpwHa
MATIWV Eival UAOCUVOETO

* Ta BnAuka dropa (XX) TToU €X0UV
KOKKIVO XpWHO HATIWV PTTOPEI va gival
OUOCUYWTEG I ETEPOCUYWTEG VIO TO
KOKKIVO aAANAOpOpPPpO

* Ta apoevikd atoua (XY) eEpouv povo
eva AAANAGUOPPO GTO HOVADIKO TOUG X
(NUICuywTEG-hemizygotes) kal Ba £xouv
XPWHA JaTIWV avaAoya Pe auto TO Eva
aAANAOGUOPPO




AVOPWTTIVO XpWHOCWMHATO

 Ta ocwuaTtika KUTTApa xouv 23 euyn
XPWHOOWNATWY

— 22 (eUyN QUTOCWUIKWY XPWHUOCWUATWY
— 1 (eUYOC QPUAETIKWYV XPWHOCWHATWY

e XX = 0nAuKko

* XY = apoeVvIKO



DUAETIKA XpwHOOWUATA

Al0@QEPOUV OTNV EPPAVION
‘Exouv gia Jikpr) ogoAoyia
(YEUDOAUTOOWMIKEG TTEPIOXEG)

duAloouvodeTa yovidla

— BpiokovTal pévo o1o €va atro 1a dUo
QPUAETIKA XPWUOOWHATO

Movo 20 yovidia oto Y
— 2XETICOVTAI NE QVOPIKA XAPAKTNPIOTIKA
1500 yovidia oto X

— 2XETiCovTal PJE TTOAAG XOQpaAKTNPIOTIKA
(Aiya €xouv oxéon PHOVO PE TO QUAO)




DOUAOOCUVOETO XOPOKTNPIOTIKA
(X-linked)

* XOPaKTNPIOTIKA TTOU EALYXOVTAl ATTO YOViola
UOVO aTO X, OVOUGGoVTal QUAOGUVOETA AV KAl
OEV £XOUV Ta TTEPICOOTEPA OXECN UE TOV
(PAIVOTUTTO TOU (PUAOU.

* 'Eva aAANAGUOpP®PO OTNV TTEPIOXN TOU X TTOU OEV
£X€I OOAOyYia 0TO Y, Ba EKPPACTEI OTA APTEVIKA
ATOMO AKOMN KI AV €ival UTTOAEITTOUEVO.

* 2710 OnAuka aTopa egakoAouBouv va xpelddovTal
OUO avTIypa@a yia TNV EKPPAcn £VOC
UTTOAEITTOPEVOU PUAOCUVOETOU XAPAKTNPA.



Sex-Linked Inheritance
XX *x XY

XX XY

A father transmits his X chromosome
to his daughters.



Sex-Linked Inheritance
XX X‘T
NX XY

A father transmits his Y chromosome
to his sons.



QOuAoouvdeTta aAAnAduoppa

° XB = puoIoAoyiko
XP = yeraAdaén

« Ta BnNAukda Gropa pe yovoTutro XBXP gival
(POPEIC XWPIC TN VOOO aAAG KABE YIOC TOUC
exel 50% mBavoTnTa va vooei

« Ta droua XPX? ka1 XPY cival
TTPOOBEBANHEVA



®OuAoouvdeTa VOOHUATO

(Ta TTEPICOOTEPA UTTOAEITTOMEVQ)

e 2TO OIKOYEVEIOKA OEVTPA TTOPATNPOUE:

— [epioodTepa TpooBeRANUEVA apoeVIKA ATOHO ATTO OTI
ONAUKA yiIaTi TO UTTOAEITTOMEVO OAANAGUOPPO OTO X,
eKQpadeTal TTAVTA OTOUC AVOPEG

— ‘Evac eyyovoc utropei va KAnpovounoel yia acBéveia
QTTO TOV TTATITIOU TOU JECW TNG MNTEPAC TOU TTOU gival

PopEAG

* [lapadciyuaTa: aypwuaroyia, HUIKN OUCTPOQIQq,
aigo@idia



AxpwuatToyia

TpPEIC TUTTOI KWViWV OTOV aN@IBANCTEOEIDN TTOU
AVIXVEUOUV TO TTPACIVO, KOKKIVO N UTTAE XpWHUA.

Ta yovidla yia To UTTAE €ival AUTOOWMIKA - YIa TO
KOKKIVO Kal TO TTPACIVO €ival QUAOCUVOETA.

O1 GvOpEeG £XOUV TTOAU TTIO OUXVA axpwuaToyia atro
TIC YUVAIKEC

[Tepitrou 10 8% TWV EupwTTaiwv avopwy €Xouv
axpwuaToyia.



2.TNV TTPAYMATIKOTNTA UTTAPXOUV TPEIC TUTTO!
axpwuaroyiag

MpwTavoTria: ol aoOeveic dev BAETTOUV TO KOKKIVO Kal OEV
OlaKPIVOUV TO TTPACIVO Kal TO KOKKIVO

AgutepavoTria: dev BAETTOUV TO TTPACIVO

TpiTtavoTria: dev BAETTOUV TO UTTAE KAl OgV DIAKPIVOUV TO
KITPIVO ATTO TO MTTAE
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A pedigree for color-blindness

Normal male Carrier female

P (2

" (B é

Carrier Normal Color- Normal

female female blind male
male




Muikn duoTpopia

e XApaKTNPIZETAI ATTO TNV ATTIOXVACON TWV HUWV.

* H 1Mo ouxvn yop®n cival n duoTtpopia Duchenne
(1/3,500 avdpec aTic HIA).

* O1 yvec aduvarti(ouv, OUXVEC TITWOEIC KOl
aduvapia va onkwbouv, avatrnpiko KapoToAKi
a1TO TNV NAIKIa TwV 12 €TWV — BAvVATOC JEXPI TNV
NAIKia Twv 20 eTwv (AVATIVEUOTIKN Kal KAPOIAKN)
QVETTAPKEIQ)



Muikn duoTpopia

O@eiAeTal oTnVv atrouaia TG dUCTPOYIVNG
(dystrophin)

2.NUAvVTIKA yia TN d1aTNPENON TNG KUTTAPIKAG
MEUPBPAVNG TWV PUIKWYV KUTTAPWY

duAloouvdeTo voonua — diaTtiBeTal £¢eTaon yid
TNV AVIXVEUON POPEWV

5-15% TWV TTEPITTTWOEWYV OPEIAOVTaAl O€E
MWOAIKIONO TWV YOPETOKUTTAPWY TNG UNTEPOAC
(N METAAAOCN UTTAPXEI HOVO O€ KATTOIa WApPIaA
OAAQ OXI OTA CWHATIKA KUTTAPA)



Alpgo@IAia

* 'EAANEIYN eVOC TTapayovTa Bpouwaong
(aigo@IAia A — EAAeIpN TTapAyovTa TTNCEWC
V- aiyoppayikd e1reic0dIa oTA
TTPOoOBEPANUEVA ATOUO

« ECWTEPIKN KOl ECWTEPIKN algoppayia (Yupw
aTtTo TIC APOPWOEIC)

e AVTIMETWTTION — METAYYIOEIC KAl XOpnynon
TTapayovrta Bpoupwaonc (BiotexvoAoyia)



Generation

Vil

H oikoyévela TnG BaciAicoag BIKTOpIAC

George I
Edward Louis Il
Duke of Kenl F Grand Duke of Hesse
Prince Al Queen Victoria O] O]
King 'I: é?
Edward VIl
Alica U'IJHBIDT Allred Hdlu‘mﬂ.l‘thI'menld Bealrice| Prince
Heszse Henry
hnmu
King
S0 O O U ® p: W O0C
hana Czar rina Earl of PrincessMaurice LeopoldQueen Alfonsao
Micholas IlAlexandraAthloneilice Euganla“ll'lg o
0 poonn ﬁ R S el
Duke of King Earl of WaldemarPrince Henry Anastasia Alexis | Viscount Alfonso| Jamie j,,nn [Gonzalo
Windsor George V1 | Mountbatien Sigismond Tremation
I
E {J:) Prussian Russian
e Royal Royal
Queen Prince Margaret House House King Juan
Elizabeth Il | Philip Carlos
Mo evidence| | No evidence
of hemophili hemophil

Princess Prince  Anne Andrew Edward
Diana Char bes Spanish Royal House

British Royal House

William Henry



2Uvopopo Tou euBpauoTou X (fragile X
syndrome)

dulooUuvdETO VOONUA HE 1IDIAITEPO TTPOTUTTO
KANPOVOUIKOTNTOC

1/1500 avdpec kai 1/2500 yuvaikeg

MeTaAAAOEN pIAC ETTAVOAQBAVOUEVNC TPITTAETOC
(CGG) o€ €va yovidlo oTo X

Ta TTaidIa €ival QUTIOTIKA ] UTTEPKIVNTIKA PE
OUCKOAIEC OTO AOYO



2Uvopopo Tou euBpauoTou X (fragile X
syndrome)

* O1 evAIKEC AVOPEC £XOUV UEYAAOUC OPXEIC KAl
UEYAAQ auTIa

« KovTto avaoTnua Kal Jakpu TTpOCWTTO JE MEYAAO
gayovi

e 000 peyaAuTEPOC O APIOUOC TWV ETTAVAANYEWV
CGG 1600 TTI0 COPBOPA TO CUMTITWHATA



Fragile X syndrome

a. Young person Same individual
with fragile X when mature
syndrome <50 |50-230
50-230 <50

=230 >230 50-230

b. Fragile X c. Inheritance pattern for
chromosome fragile X syndrome



DuAlooUVvOETO ETTIKPATH
XOPAKTNPIOTIKA

NpoaBePAnuévor TOGO yuvaikeg XY H) X°X°

000 Kal AvOPEC

O1 yuvaikeg €xouv ouvrnBwg .

AlyOTEPO 0OBAPE CUPTITWUATA % x4y

O1 TTpooBePANPEVOI AVOPEC DEV XY B X°X°

ueTapiBdalouv Tn ETAAAOEN OTOUGC
YIoUG TOUG

OAEC O KOPEC TWV 1/4 x x (affected)
TTPOORERANUEVWV aVEPLIV VOTOUV 11 //j ))((DYd i’;fzr(:r:‘ea;))
O1 KOpeG TwV TTPOTRERANUEVWV 114 XY (normal)

avopwyv £xouv 50% kivduvo va
peTapiBaoouv Tn PeTAAAagGN (o€

YI0UC 1] KOPEQ)



DuloouvdeTa UTTOAEITTOHEVA
XOPOKTNPIOTIKA

O1 avdpeC KANPovopouv 1o X atrd
MNTEPQ TOUG

O1 TTatépeg KAnpovopouv 10 X poévo
OTIGC KOPEC TOUG

O1 yuvaikeg ekppAagouv To XapaKTAPA
MOVO av €ival ouolUYWTEG
(UTTOAEITTOPEVO AAANAGHOPPO)

O1 avdpeg NUICUYWTEG EKPPACOUV TO
Xapaktipa

O1 TrepioodTEPOI aoBeveic eival AvOopeg
‘Evag avdpag TTou vooei dev
METABIBAlEI TN METAAAAEN OTOUG YIOUG
TOU

OAe¢ o1 KOpeC evog TTpooReBANUEVOU
avopa gival Qopeic kal OxI acOeveic

O1 yI0l pIag yuvaikag @opEa £xouv
50% kivduvo va voaroouv

O1 KOPEC PIaC yuvaikag popéa £xouv
50% kivOuvo va gival Qopeig

il @b

P>(r
X'Y I()F Wui XX’

S,
(74 Y 1/2XX XY xx'
fi2 il ol bl




X-LINKED RECESSIVE
Typical Pedigree |




X-LINKED RECESSIVE
Typical Pedigree |l

100% 100%
of males of females




X-LINKED RECESSIVE
Typical Pedigree lli

-

25% 25% 25% 25%

‘ Affected Female




‘Punnett squares’ for X-linked genotypes

Mother XX
X X
X XX XX
Father XY 25% 25%
¥ XY XY
25% 25%

XC¢ = €va XPWHOOWHA X TToU PEPEI TO AAANAOHOPEPO VIO PIA UTTOAEITTOMEVN
vOOO (T1.X. AxpwpuaToyia)

X = T0 QUOIOAOYIKO aAANAOpOPPO



Mother XX

X X
X! XX XX
Father XY 25% 25%
Y XY XY

25% 25%




Mother X“X°

X X

X| XX XX

Father XY 25% 25%

Y| XY XY
25% 25%




jaTowia:
aAANAOpOpea: X = @UGIOAOYIKN OpOaoT,
X = aypouatoyio
(X" emKpaTEC)

OnAuUKoi YOVOTUTTOI  APOEVIKOiI YOVOTUTTOI
(PUOIOAOYIKO
axpwuaToyia
popeag



OAavOpIk KANPOVOUIKOTNTO
Y-linked

 Ta aAAnAopopa at1o Y
eK@palovTal HOVO OTOUG

*
GvBPEG KAl TTOTE OTIC YUVOIKES XY
XX t@

« O mTatépac KANPovouei auta Ta
XAPOKTNPIOTIKA OTOUG YIOUG
TOU

+ *
« Aev UTTAPXOUV ETTIKPATA A XY __Q XY .

UTTOAEITTOPEVA AAANUOHOPPa
+ *
Ry ]

(NUIguywrTia)




PuloetTnpealOPeva XapaKTNPIOTIKA
(sex influenced traits)

* AUTOOWMIKA aAAnAGUOpP@a TTOU
gival ETTIKPATA OTO £va QUAO Kal
UTTOAEITTOMEVO OTO GAAO
(Trapadelyua: n @aAakpa)

 Ep@avidetal Kal ata OUO QUAA aAAd oo ! el
gival TTIo oTTavia OTIC YUVAIKEG

* AUTOOWWMIKOC XOPAKTNPAC AAAG
ETTIKPATNG OTOUGC AVOPEC KAl
UTTOAEITTOMEVOG OTIC YUVAIKEG — Ol
AVOPEC ETEPOCUYWTEC EXOUV
@AAAKPA AAAQ Ol YUVAIKES
ETEPOCUYWTEC OXI.




DuAoTTEPIOPIOPEVA XOPAKTNPIOTIKA
(sex-limited traits)

* EkppdalovTal aTo £va QUAO OAAQ OXI OTO
AAAO (QvATOMIKOI KOl (PUOIOAOYIKOI
TTEPIOPIOUOI)

* [Mlapadelyya: n Tapaywyn yaAakToc aTro
TO JOOTO (Ol AVTIOTOIXO!l AdEVEC UTTAPXOUV
LMOVO OTIC YUVAIKEQ)

 H Tp0odIGBe0n yIa KApKivo TOU TTPOOTATN
TTeEplopideTal 0TOUC AvOPEC (UOVO OI AVOPEC
£XOUV TTPOOTATN)



Copynght £ The MoGaw-Hill Companies, Inc. Parmission required for reproduction or display.

pair of homologous
chromosomes
¢ normal b
meiosis |
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AVWHAAOC XPWHOCWUIKOC DIaXWPITUOC

Female S}@

Nundmlunctmn

Eggs

_'.%':rl _.-:'__' - B | x 0
Male K« Female Female

“X)| (Triple X | (Turner
XY t Sparn syndrome) syndrome)
| — A W xxi\ OY

" Male :
N\ (Klinefelter Nonviable
syndrome)




AANNQYEC OTOV QPIBUO TWV QUAETIKWYV
XPWHOTWHATWY

* TPIOWWIEC
— XXY: ouvopopo Klinefelter
— XYY: ouvdpopo Jacobs
— XXX: guvOpOouOo TTOAAATTAWY X

* HOVOOWUId
— XO : guvdpouo Turner




2.Uvopouo Turner - XO

ouxvortnta: 1:4000 yevvnoeig
KOPITOIWV

duaoioloyikr) vonuoouvn
[EVIKA XAPOKTNPIOTIKA:

— [uvaikeiog PaIvOTUTTOC
— YTTOTUTTWOEIC WOBNAKEC
— Kovt6 avaoTtnua

— Auxevikni rruxn (Webbing of the

neck)

— Eupu omBo¢

— NeoyvikO Agpgoidnua

— KaBuoTtepnuévn o€Coualikn
QVATITUEN — UTTOQVATITUKTA
OEUTEPOYEVN XAPOAKTNPIOTIKA
(PUAOU

— 2TEIPOTNTA — ATTOUCIA
EMMNVOpPUCIiag

Turner

Syndrome
(XO)

Short stature — haracteristic
facial

Low hairline — - featuras

Shield-shaped ~—___ — ) )

thorax — - Fold of ekin

- Constriction of

Widely spacad aorta

nipples

(Y
Shoriened /% -

-
metacarpal IV, ) g
'._. - : .-.
™ L
" - o4 ,
!
. \
" Y Y
b1

Vi

-
i

Small finger nails

™ Poor breast
davalogrnant

™,
™~ Elbow deformity

" Rudimaniany
ovVaries
Gonadal streak
(undardaveiops
gonadal

. i i} #
Brown spols (nawvi) struciures)

b Mo menstruatio

2UVABW¢ AGBo¢ oTnV TTATPIKA HEIWwoN



Movoowpia XO




s Uvdpopo KLINEFELTER

AvOpec ue duo n mreplocoTepa X Kal eva Y (XXY, XXXY
ouxvotnta: 1:1000 yevvnoeig ayoplwy

Oplakd @uaoloAoyiky vonuoouvn (1Q 85)

[EVIKA XOPOAKTNPIOTIKA:

— AVOPIKOG PAIVOTUTTOC — UWPNAOTEPO avaoTnua

— ATpPOo@ia OPXEWV — UEIWMPEVN OUVOEON AVOPOYOVWY —
YUVQIKOUOOTIO - OTEIPOTNTA

— AEUTEPEUOVTA XOPAKTNPIOTIKA YUVAIKEIOU PUAOU



KapuoTutrog Klinefelter
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Klinetelter
Syndrome
(XXY)

Tall staluna Frantal baldness ab:
Sfiahily ferminizad Paor baard grewth
plysagyue

Mkl impaired G
Eraast davalpmant

Tendarcy " b EUTTRTRIRTRRES &)
Icse cheast

TepiEs

Female-type e Testicular alropiy
public hair 3 (Sterile)



* AvOpecC UE TTOAAQTTAG X — TTAPOPOIOG
paivotutrog ue 1o Klinefelter aAAd 1o
oofapd CUPTITWHATA

48, XXXY
48, XXYY
49, XXXXY
49, XXXYY



TpITTAG X (47, XXX)
ouxvotnTta: 1:1000 yevvnoeIC KOPITOIWY

duaioloyikn ew¢ opiakn vonuoouvn (5% pe IQ
85)

[EVIKA XOPOAKTNPIOTIKA:

['UVAIKEIOG PAIVOTUTTOC

— XWpPIC oNUAVTIKEC AVWMAAIEC

— KaBuoTepnuévn epunvapxn

— [Npowpn eyunvoTTauon

— O1 TTepIc0dTEPOI ATTOYOVOI (PUOIOAOYIKOI

O1 yuvaikec XXXX gival ouvnBwe WnAEC Je
oofapn diavonTikA kKaBuoTEpnon



2.uvopouo JACOBS

« guyxvornta: 1:1000 yevvnoeic ayopiwyv
« QuoloAoyIKA vonuoouvn

* ['evIKQ XOPOKTNPIOTIKA:
— AVOPIKOC PaIVOTUTTOC
— YWnAO avaoTtnua
— AKMN oTOUG €VNAIKEC
— Aev €xel ATTOOEIXOEI ETTIOETIKA CUPTTEPIPOPA

— O1 TTEPIOCOTEPOI ATTOYOVOI TOUC Eival
(PUCIOAOVYIKOI



KapuoTutrog Jacob’s
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* ['uvaikec PJe TTOAAQTTAG X
— 47, XXX — KUPIWC PUOIOAOYIKEC YUVAIKEC
— 48, XXXX
49, XXXXX

YTTavaTTUydEVO OEUTEPEUOVTA XAPOAKTNPIOTIKA,
OTEIPOTNTA KAl VONTIKA KABUoTEPNON



AvTIOTABHIoON dOONC

270 ONAQOTIKG Ta APOEVIKA ATOMA €XOUV £va X evw TO
OnAuka €xouv dUO.

[Mw¢ avriotaBuileTal autn n diag@opd aTn 060N YyovIdiwv
O€ QPOEVIKA Kal OnAuka aroua?

[l Ta UTTOAOITTA XpWHOCWMPATA OEV gival BIwalun
KaTtaoTtaon n Utrapén evoc uovo avTtiypAa@ou

[Twg eival duvaTto 1o X va UTTApXEl o€ eva ) OUOo
avTiypaga Kal va divel pUOIOAOYIKOUG aTTOyOvVOouUG?



[Mw¢ avtioTaBuileTal autn n dilagopda atn 000N YoVIdiwV O€
QPOEVIKA Kal OnAuKa aroua?

* AvTioTaBuion d6ong —

To €&va atro Ta OUO X OTIC YUVAIKEC
adOpaAVOTTOIEITAl



AdpavoTtroinon Tou X

YmoBeon Lyon (1961): Av kai Ta OnAuka BnAacTika
KANPOvououv 0U0 X XPWHOCWHATA, HOVO TO £va
TTAPAMPEVEI EVEPYO

KaTtd tn OIGpKeIa TNG avaTtugng Tou BnAukou atopovu,
Eva X XpWHOOWHA ava KUTTAPO CUMNTTUKVWVETAI O€ £va
owpartio Barr

‘ETo1 adpavoTtrolouvTal Ta TTEPICOOTEPA YOVidIA TOU (Oev
ekppadovral)

OTT0TE AVOPEG KAl YUVAIKEG €XOUV TNV id1a dOaN (Eva
QavTiypago) yovidiwv Tou X XPWHOCWHOATOC

To oupTrukvWwPEvo Barr evepyoTrolgital TTaAI KaTa TNV
TTAPAYWYH YAUETWY OTIC WOBNKEG



EmpReRaiwon Tn¢ utréBeonc Lyon

Ta adpavotroinuéEva X gaivovTtal JIKPOOKOTTIKA
oTov Trupnva: Barr body

ApIBuoc cwuartiwyv Barr = apiBuog X -1

2 UUBaivel o€ OAa Ta BNAQCTIKA UE MIKPEC
TTAPAAAQYEC

>15% TWV QUAOCUVOETWY YOVIOIWV dlapeUyouv
a1To TNV adpavoTtroinan



2wpario Barr




H adpavoTroinon tou X cuuBaivel vwpic otnv
eMBpPUIKN (wn Kal dNUIOUPYET HWOoAIKA

Otav 10 EYPPUO EXEI TTEPITTOU

200 kuTTOpa, KA KUTTAPO
adpavoTrolei Tuxaia Kal X-Chromosome
ave€dpTnTa a1Té Ta GAAA KUTTAPA Inactivation

éva atréd Ta 800 X. To avevepyod e e
X TTAPAMEVEI AVEVEPYO O€ OAN TN

Cwn Tou opyavioPoU Yia TTOAANEG

KUTTOPIKEG YEVIEG. ° °
MeTa TNV adpavoTroinon evog X,
OAa Ta BuyaTpIKA TOU KUTTOPA
(MITWTIKA avTiypapa) €Xouv
adpavoTroinuévo 10 idlo X
ATTOTEAECUA: TO ONAUKA ATOUO
gival JWOAIKA KUTTAPpWYV




X inactivation and the
tortoiseshell cat

Early embryo Two cell populations in adult

Cell division
and
X chromosome
inactivation :
Active X [ C—T110 \Orange fur
X chromosomes Inactive X C[)

Inactive X dap

Active X\ Tl /Black fur

Allele for
orange fur

Allele for
black fur

Copyright © Pearson Education, Inc., publishing as Benjamin Cummings.




MwaoaiKIouoC yia TO X

* 'Eva BnAuko artouo 1Tou gival eTepoluyo yia Eva
(PUAOCUVOETO XOPAKTNPIOTIKO, Ba ek@palel TO
OAANAOHOPPO O€E VA TTOCOCTO TWV KUTTAPWYV TNGC EVW
oTa UTTOAOITTa OXI (MWOAIKIOHOC — EKppacn A UTTapgn
OIAPOPETIKWY OGAANAOUOPPWYV O€ DIAPOPETIKA KUTTAPA)

e [Napadeiypa oTov AvOPWTIO — AVIOPWITIKN ECWOEPUIKN
QUOTTAQCIa — ETTIKPATEC QUAOCUVOETO OAANAOHOPPO
EAEYXEI TNV TTAPOUCIA IOPWTOTTOIWYV AdEVWYV

— Ta etepoluywTd BnAUKaG ep@avidouv KNAIDEC, AAAEC PE
IOPWTOTTOIOUG AOEVEC KAl AAAEC XWPIC



[TOAAQTTAG X

e 2¢& KUTTOPO PE TTEPICOOTEPA ATTO OUO X, HOVO
EVA TTOPOAPEVEI EVEPYO KAl TA UTTOAOITTO
adpavoTrolouvTal

« Mia yuvaika 47, XXX 0a €xel dOuo cwpuaTtia Barr
oTa KUTTAPA TNG



Only One X 1s Active 1n Females

Sex Chromosome | Number of
Phenotype Composition Barr bodies
Normal female XX 1
Mormal male Xy 0
Turner syndrome (female) X0 0
Triple X syndrome (female) FHK 2
Klinefelter syndrome (male) HXY 1
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ETTIyeveETIK KANPOVOUIKOTNTA

 H adpavoTtroinon tou X TTepIAAUBAVEl TNV
TpocOnkn yeBuAopadwyv (-CH;) oTIg KUTOTIVEG
TOU XpwHoowuaTo¢ X TTou Ba yivel cwuario Barr

* 'Eva a1mo 1a duo X £xel Eva evepyo yovidlo XIST
(X-inactive specific transcript)
— To XIST trapayel TToAAaTTAG avTiypa@a evog uopiou
RNA, 10 o110i0 KOAUTITEI TO X OTO OTT0i0 £DQPEUVEN
— 'ET1O1 €ekivael n adpavoTtroinon Tou X aAAd o akpinig
UNXaAVIOHOC OV €ival yVWOTOC
— ETTiong 0¢ev gival yvwoTo TTw¢ KaBopiletal To10 ATTo
Ta OUo X Ba adpavoTtroinBei



In Mammals, the Xic Locus Regulates X Chromosome Inactivation

Portion of the X chromosome

- Xicregion -

— T e B .

MNoeregion —m
e T,

Promotes Xist RNA

compaction
ﬁ
TsiX HNA

Prevents May regulate the franseription of

e the TsiX gene

Thersby influences the choice of
the active X chromo=zome




EpwTtnocsic...

* [aTi yia yuvaika etepoluyn yia algo@IAia
A 0gv eg@avidel CUUTITWHATA ATTO TA MICA
TNC KUTTOPA?

* ApouU TO £va aT1ro Ta OUO X adpavoTTOoIEiTAl,
viaTi atopa XO O¢gv gival PUOIOAOYIKEC
YUVAIKEC?



2.TOUC avOpwWTTOUC TTWC TTPOCdIoPIZETAl TO
QUAO atro Ta XX N XY?

AITTAN N pyovny d6on Tou X?

[Tapouaoia i atroudia Tou Y?

Ta aropa XX, XO, XXX, XXXX gival ¢
Ta aropa XY, XXY, XYY, XXYY civai &

KaTtroia atrdé auta gival ouvdpopua (XO Turner,
XXY Klinefelter), oroTE TTPETTEI VA EUTTAEKOVTAI
Kal GAAoI TTapAyovVTEC GTOV QAIVOTUTIO &'/ 9



To (UAO oav XapakKTnEAG TTOIKIAOTNTAC

MiAaue yia To UAO ocav BioAoyikn Kal OXl
KOIVWVIKN dla@opd

2TNV apxn NG eMPPUIKNS (wr¢ o1 yovadeg €ival
adIAPOPOTTOINTEC

O1 yovaodec dlagpopoTrolouvTal oTIC BOOUAdEC 7-
10

To KEVTPIKO VEUPIKO cuaTnua Ol1a@OPOTTOIEITAl
TOUG MNveg 3-5



Ala@opOoTToiNON TOU UAOU PETA TN YEvVvVNON

* Me 1n yévvnon £xouv TTPOCOIOPIOTEN Ol BATIKES OIAPOPEG
TWV TTPWTEUOVTWY XAPOKTAPWY TOU PUAOU

« "Exouv etTiong d1apopoTToinbei ol OpUOVEC, TO VEUPIKO
ouoTNUA, N OKEAETIKN O1ATTAQCN KAl Jop@oAoyia

* Idlaitepa oTnV @nPeia dlagopoTToIoUVTal ETTITTAEOV T
OEUTEPOYEVN XOPAKTNPIOTIKA TOU PUAOU



AvaTouikn o1a@opoTToincn Tou (PUAOU

XX
AdlapopOoTToinNTEC YOVADEC—
@A0IOG Kal medulla

O1 16po1 Tou Wolff
EKQUAICovTal

O1 1épol Tou Muller — divouv
TO YUVAIKEIO QVATTOPAYWYIKO
ouoTnua

O @Aol16¢ diaPopoTroIEiTal O€
wo0Bnkn kail n medulla
EKQUAICeTal

XY

AdlapopOoTToiNTEC YOVADEC—
@A0I0G Kal medulla

O1 m6pol Tou Wolff — divouv
TO AQVOPIKO avaTTapaAYyWYIKO
ouoTnua

H medulla diagopoTtrocital o€
Opx! — KUTTapa Leydig —
TEOTOOTEPOVN —> UTTODOXEIG
avOpPOYyOVWY — avOPIKOG
PAIVOTUTTOC

O1 répoi Tou Muller
EKQUAiCovTal



kidney

gonad (ovotestis)
Mullerian duct

genital tubercle

urogenital groove
rectum

. C
oviduct ‘ \
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testis
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T1 KaTEUBUVEI TNV AVATITUCN TTPOC APOEVIKO
N ONAUKO GTouo?

OpPMOVIKOG £AEYXOC

O1 EKKPITEIC TWV OPXEWV KATEUBUVOUV TNV
QVATITUEN TOU QVOPIKOU PAIVOTUTIOU:
TEOTOOTEPOVN KAl GAAQ avdpoyova

ATTOUCIO AQUTWYV TWV EKKPICEWV N avaTrtuen Ba
Owaoel BNAUKO aTopo

H dla@opoTToinon £vog apaoevikou aTopou
eCAPTATAI ATTO TNV £KKPION avOPOYyOvVwYV Kal TNV
UTTapPCn UTTOO0XEWYV TTOU Ba avTaTtrokpiBouyv o€
auTa



H onuacia tou Y

* YTTApxel AOITTOV
KATTOIOC TTAPAYOVTAC
OTO Y TTOU KOTEUBUVEI
TNV OIAPOPOTIOINCN
avOpIKOU PaIvVOTUTTOU

 H avadlrntnon autou Tou
TTAPAYOVTA XPEIAOTNKE
TTOAAQ XpOVIa £PEUVAC

“11.22 g — Testis Detemining Factor (TDF)

T
13}
Pzl
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111
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Ta xpwuoowuarta X kal Y

To X @€pel TTOAAG yovidia, OTTWE KAl TO QUTOCWHIKA XPWHUOOWHATA KAl TO
TTEPICOOTEPA ATTO AUTA OEV £XOUV OXEON ME TO QUAO

To Y €ival TTOAU @TwxO o€ yovidla — aTtroTeAEiTAl KUPIWG aTTo
ETEQPOXPWHATIVN

‘Eva yovidio gto Y gival idiaitepa onuavtiko: 10 SRY (Sex Reversal on' Y
gene). To yovidlo autd ubuveTtal yia Tov KaBopIiouo Tou QUAoU

Av utrapxel To SRY, Trapayeral o rapayovtag TDF (Testes determining
Factor) kal avatrtuooovTal OpXEIS OTO EUPPUO (TECTOOTEPOVN — APTEVIKO).

ATtroucia Tou SRY avamtuocoovtal wobnKeg Kal Ox1 OPXEIC Kal TO EURPUO
dla@opoTrolEiTal ag BNAUKO

Ta xpwpoowpata X Kal Y goipagovtal hia YeudoauTOGWHIKN TrEPIOXN Kal
gival duvatdg o avaouvOuao oG aVAPETA TOUG KATA TNV JEiwon
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KaBopliopog Tou pUAoU

To @UAo kKaBopileTal ATTO TNV TTAPOUCIA N
amroucaia Tou TDF kal ox1 Tou Y yevika

Eival duvaTtd va Exoupe apoevika XX av 10
yovidlo SRY £xel HETATOTTIOTEI O€ QAUTOOWMIKO
XPWHOOWAa (o1roTe TTapayetal o TDF)

ETriong ival duvato va £xouue BnAuka atoua
XY, av 10 yovidlo SRY Acitrel

Kal oTi¢ OUO TTEPITITWOEIC, TA ATOUA Eival OTEIPA



[ UVaVOPOUOPPICUOC

* 46, XX
— 2UYYEVNG AOPEVEPYIKN UTTEPTTAOCIA
(congenital adrenal hyperplasia — CAH)
— AvOpoyova aTro Tn hNTEPA
« ‘Ecwyevn n atmd oykoug



PaivéTuttoc CAH

1/12500 yevvnoeig

‘Exouv ecwtepika BnAuka yevvnTika opyava
OAAQ EEWTEPIKA TA YEVVNTIKA TOUC Opyava
uolialouv avopIKa

90-95% avetrapkeia TNG UOPOGUAACNG-21
(UTTEPPOAIKN TTapaywyr avdpoyovwy)

OepATTEIQ HE KOPTIKOOTEPOEION — HEYOAWVOUV
0aV YUVAIKEC



[ UVaVOPOUOPPICUOC

* 46, XY

—"EANEIYN evaioOnoiac ota avopoyova
(OUVOPONO TNG OPXIKAC BNAuKOTTOINONC)



‘EAAg1yn evaiocOnoiag ota avdépoyova (46,XY)

2uxvornta: 1/20000 yevvnoeig

aITioAoyia: @UAOOUVOETN METAAAAEN — ATTOUCIO TWV
UTTOOOXEWV TWV avOpPOoyovwv

Kavovikn vonuoouvn

[ EVIKA XAPOKTNPIOTIKA:

— OnAukoG @aivoTutrog pe 46,XY KapuodTuTIo
— Mn avaTtrtu¢n Twv OpXEWV

— Kavoviky avatrtuén Tou othBoug

— ATToucia PATPAC KAl woBnKwv

— Z€&l oav yuvaika



KaBopiouog Tou UAoU

Oxi1 akpiBwcg 50/50
120:100 £uBpua TToU GUAAaBAvovTal 3:9Q
106:100 yevvioeig &9

yuvaikeg = XX
avopeg = XY



parents

EKTOC a1ré 1O ouaTtnua XY yia gtfﬁ’?:é:‘;:o-
TN d10POPOTTOINoN TOU PUAOU (8The XX yatom

UTTAPYOUV Kal GAAQ maa*t@d@ @

ouoTnuara

(b) The X-0 system

¥

(c) The Z-W system

16 : |3'2 :
(Haploid (Diploid)
d ?

(d) The haplo-diploid system




DulokaBoplopdC oTa TTOUAIA

 200TNMA TTAPOMPOIO PE TWV
OnAaoTIKWV

* Ta QUAETIKA XpwHoowWUATA
TwV TITNVWYV ovouadlovtal Z
kar W

* Ala@opd = oTa TTOUAIO £va
aropo ZZ cival apoeVvIKO Kal
éva aropo ZW egivail BnAukod

* To ETEPOYAMPETIKO ATOMO Eival
OnNAuKO evw ota BNAQCTIKA
€ival OJOYOAMETIKO




bulokaBopioudc otn Drosophila

‘Exouv xpwpoowpata X kal Y ye 1o atopa XX va
gival OnAuka kai Ta aropa XY va gival apoeviKa

QQoTO00 O PNXAVIOUOG gival DIOPOPETIKOC. Agv
uttapxel 1o SRY aAAd onpaoia €xel o AOyog Tou
apIBuou Twv X TTPOG ToV aApIOud Twv
AUTOOWMNATWYV

1 X'kal 2 set aUTOOWHIKWY XPWHOCWHATWY Eival
EVA QUOIOAOYIKO DITTAOEIDEG APTEVIKO

2 X Kal 2 set QUTOOWUIKWYV XPWHOCWHATWY Eival
éva dITTAOEIOEC BNAUKO

‘Eva atopo XXY gxel eva Y, OTIOTE €ival APOEVIKO

yia Ta OnAaoTika. [a 1n Drosophlla OHWG €xel 2 X
KOl 2 OET CUTOOWMIKWY XPWHOCWHATWY, OTTOTE
eival OnAukod

‘Eva aropo XO otn Drosophila sivalr apoevikd (1 X

KAl 2 OET QUTOOWMATWV).



Sex Determination m Drosophila Drosophila

One complete set of autosomes Chromosomes | X:A ratio Sex
1s symbolized as “A”.

A normal female fly has two X XOAA 172 Male

chromosomes and two complete XXVAA 1

o Female
sets of autosomes (XXAA).
.. XXXAA 32 Female
In a female fly. the X:A ratio is 1:1.
XXAAA 2/3 Intersex

A normal male fly has one X
chromosome and two complete sets of What sex would these be in humans?
autosomes (XYAA).

In a male fly, the X:A ratio is 1/2.



AAAOI pnxaviouoi

 Ta uhevoTITEPQ Eival TTIO oUXVA
OnAuka. Ta BnAuka aTtoua givai
OITTAOEION EVW TA APCEVIKA
atmAo€idn. ‘ETal éva BnAuko
Utropei pe mapBevoyeveon va
OWOEl APOEVIKA ATOUA N
UTTOPEI VA YOVIPNOTTOINOEI Kal va
dwaoel OnAukd atopa (ouoTnua
atTAOdITTAOEIDIAG).

* Ta oKoUANKIa £Xxouv UOVO €va
PUAETIKO XPWHOOWA TO X.
‘Eva atopo XX gival OnAuko
evw €va atopo XO eival
EPHAPPODITO — OEV UTTAPXOUV
ApPOEVIKA ATONA




EPTTETA...

e 2€ KATTOIO £i0N TO PUAO
KaBopileTal aT1ro TO TTEPIBAAAOV.
2T EPTTETA, TO PUAO KaBopileTal
a1Td TN BepuoKpaoia TTou Ba
ETTWACTOUV TA AUYA. ZTIC
XEAWVEC, TO AUy TTOU Ba pEivouy
oToucg 30°C yivovTtal OnAukd evw
av n BepPokpaaia ivai
XauNAOTEPN YivVOVTAl OPOEVIKA
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