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[Tovidlo SHOX

Evornta 3: lMNaidiatpikr) EvookpivoAoyia
Alovuaolog Xpuoncg

2.XoAN EmoTnuwy Yyeiag

Tunua latpikng



2 KOTTOI EVOTNTOG

* Eloaywyr) o€ yeTaBoAIKG voouata NG
[TaidiaTpikn¢ EvookpivoAoyiag

* AlgpEuvnon MOPIAKWY UNXAVIOUWY
LMETARiIBaoNC evOOKUTTAPIOU CNMOATOC



[MepiexopeEVa eVOTNTOG

Texvikec Moplakng EvookpivoAoyiag
MovoTraTi AVTITTOVEKTIVNG
Kivouvol Kal TTpoAnywn TTaidIikNG TTaXUCAPKIOC

Alatapayxn otnv JyeTaifaocn Tou pNVUPATOC TNG
GH

SHOX
["eveTIK peudouTtToTTapaBupeocldIouoU



T1 KOIVO £Xouv ?

e 2UvOpouo Turner
* Leri-Welll AuocxovdpooTedooTWON
« Langer yecopeAIkr) duoTTAaaia



Koivd XapaKTnNPIoOTIKA

KovTo avaoTnua

AucavaAoyia cwuaToC JE TTIO KOVTA TTO0Ia
Madelung duoTtrAaacia

O@oAWTN UTTEPWOA

KovTa JETOKAPTTIO

BAaliocoykwvid



Mn AsiToupyiko yovidio SHOX



SHOX (short stature homeobox
containing) gene

X
§ “— Pseudoautosomal region (PAR —
activa- stature , two fuctional
tion critical ‘ copies in both
L interval sexes
encodes putative
X in- transcription factor
activa- § / \
tion
Size Bone morphogenic
\ determining determining genes

genes



Growth Plate Structure and
Function

Articular cartilage

Proximal —
epiphysis

Metaphysis — Spongy bone

Epiphyseal line
Red bone marrow

Endosteum

; Compact bone

——  Medullary cavity

Yellow bone marrow

Diphysis

Periosteum

Nutrient artery

Metaphysis —

Distal
epiphysis

Articular cartilage

| .. - 4
http://en.wikipedia.org/wiki/Long_bone#/media/File:603_Anatomy_of Long_Bone.jpg



Short stature Homebox-containing
gene On the X-chromosome

Wb e

« 1stand 2" pharyngeal
arches

1. high-arched palate

2. micrognathia

3. abnormalities of the external
and middle-ear

Hund (F Wooke)

Mensch (Bl Wik

"

e Limbs i o
1. short metacarpals o i
2. cubitus valgus/genu valgum

3. bowing and shortening of

forearms and lower legs i e

http://upload.wikimedia.org/wikipedia/commons/c/c6/Haeckel-embryos-weeks4-6.jpg



To yovidlo SHOX 1TpoKaAEi

* Kupiwg ekppadletal oTa Ola@opoTIoIinuEva
XOVOPOKUTTOPA, IDIQITEPA KATA TNV £PnEia.
* AIOKOTIN TOU KUTTOPIKOU TTOAAQTTAQCIOCUOU

* ATTOTITWON



Epiphysis
Reserve Zone

Proliferative Zone

Hypertrophic Zone

Vascular
invasion

Growth Plate

Growth

Metaphysis



Apoptotic cells/mm

Apoptosis Is Developmentally
Regulated in the Rat Growth Plate
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Chrysis et al, 2002



2Uvopouo Turner-1

2uxvornta 1/2000 kopitola
1-2/100 cuAAqWEeWYV BNAEwWV

98-99% ue 45X autéuartn
atro3oAn 10 3unvo

1:15 auTOUATEC ATTOPOAEG
givar 45X

Movo Ta EuBpua PE
NTTIOTEPO PAIVOTUTIO £TTICOUV
50% 45X

2UvNBwcg 45X £xouv IO
£VTOVO QAIVOTUTIO ATTO ' B |
HWOoaIKQ

http://en.wikipedia.org/wiki/Turner_syndrome#/media/File:Neck_Turner.JPG



2UvOpouo Turner-2

*Most characteristics results from haploinsufficiency of
specific genes on the X

Inactivation in the 46 XX embryos in every somatic cell
occurs after fertilization

*Some genes involved in TS escape Inactivation

*The 46XX embryo has a functional set of
pseudoautosomal genes.

Pseudoautosomal homologs on the Y
*Genes involved in TS are mainly on the short arm of X
X Is Inherited in 80% from mother



2UvOpopo Turner-3

*>90% TWV T2 £X0OUV KOVTO avaoTnua
*/5% <5n EO o€ nAkia 3.5 eTwyv

*To TeEANIKO avaoTnua gival 20cm (143cm) PIKPOTEPO ATTO
TOV YEVIKO TTANOBUOUO

*To TEAIKO avaoTnua £CapTATAl KAl ATTO TO UYPOGS TWV YOVIWV



Aep@OIONUA KAl KUOTIKO UYPWHO

* [lrepuyio Aaiyou
« XaunAn trpéo@uon
LAAAIWV

* AuoTrAacia TITEPUYIWV
QAUTIWV

* KapdlakeEC avwPaAieg

* Qidnua xepiwv Kai
TTOOIWV

* AuoTTAagieC VUXIWVY

http://en.wikipedia.org/wiki/Nuchal_scan#/media/File:Nuchal_translucency Dr. Wolfgang_Moroder.jpg



1/3 KapOlayyEIOKEC AVWHOAIES

Structural defects (40%)
«Coarctation 14%

*BAV alone 10%

*Aortic stenosis 5%

*Other 11%

Non-structural defects (16%)
HTN, conduction defects

*Sybert V.P. Pediatrics 1998;101(1)



Neppikéc avwpaAiec 30%

* [leTaAIOEIONC VEQPPOC

e AITTAO TTUEAOKOAUKIKO
ouoTnua

* AYVEIOKEC AVWUAAIEC

http://upload.wikimedia.org/wikipedia/commons/3/3d/Horseshoe_kidney_realistic.jpg



AOITTA KAIVIKA XOPOKTNPICTIKA

* 33% 2T1paBIOUOC
[1twon
*YTTEPTEAWPIOPOC
*AvTiIuOYYOAOEIDN POopPaA
*ETTIKAVOIEC TTTUXEC
*AxpwuaTtoyia

*Eupuc Bwpakacg
*OnNAéC 010 1/3 €EW TPITNUOPIO KAEIDWV
2 TTiAOI
cAlyayyeiwuara
«XnAog1dN



2 KEAETIKEGC AVWHMAAIEG

KovTog AaIUOg

KovTa 1TodI10 8 B :

> KOAiwon ’ o k) l
Kdpwon _ \
MikpoyvabBia

O@OoAWTN UTTEPWA
BAaiooOi ayKwVEG
KovTta JETAKAPTTIO
Madelung duoTrAaacia

http://en.wikipedia.org/wiki/Torus_palatinus#/media/File:Maxillary_tori.jpg



Madelung ducuop@ia
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http://upload.wikimedia.org/wikipedia/commons/c/ca/Diagrams_of Madelung%27s_deformation.jpg



AutopaTtn évapén NBNG 33%



NeupowuyxoAoyika TTpoBANMAT

*Quaioloyiko 1Q alAa VIQ>PIG

* Mvnun, TTpoocoxr, HaBNUATIKA

sIkavoTnTa Va kaBopilouv oTOXOUG/KUVNYyOUV
*AvTiAnYn Xwpou

[1poBAruaTa CUVTOVIOUOU Opaocnc/Kivnong
*AYX0G

* Meiwpévn autotreTToiOnon

*AvWPIPNN CUUTTEPIPOPA
*YTrepOpaOTNPIOTNTA

*KaTtaBAIpn
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Other TS karyotypes
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Pubertal Control

(]

A 45X
o)
O

L] A

? ? A A A

: : ™ A

AAm A N

A A AL,

: L A A Y

; 5 A

: l [ A

: : A

5 : (]

: A POA

é mA o, n

A

P A

Aa A

: : |

A n

; = .

: A Com O mO

_ O

: A oo o DL—\'_‘-I

: A A 5 o O

H ZD E D

; A A ; O O m

gD O Yo T— T e e e T

: N M. a4 Hp

: e} o . o0 pO

e} o o} O

‘m O o o o) O

: () m] o°;

¢ 8:" o I8O o o Hd mi

5 Co om o 9 io H H

© %o o 5

? o é

: : O

B @) B

O% - 9

: : o

o o

T T

15

Chrysis et al



OepaTtreia HE AUENTIK OPHOVN
BEATIWVEI TO TEAIKO AVACTNMUO

[Mpwiyn Bepartreia
AuZnTikA opuovn
OcavopoAovn
OioTpoyova
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Turner Kol HETABOAIOMOGC

*40% [MaBoAoyikny avoxn INukolng
*AvTtioTaon otnv IvoouAivn
[lTaxuoapkia



PpovTida KopITOIWYV PE o.Turner

*AUOKOAIEC TiTIONG

*2 UXVEG WTITIOEC

*NeupoaioOnTrpia aTTWAEIO OKONG

*AVETTAPKEIO AUENONG

*‘MabnolakEg OUOKOAIEC

[layxuoapkia, avriotaon IvoouAivng, d1apATNG
*OpBodoVvTIKA TTPORANUaTA

*KupooKkoAiwaon

*AucTrAagia ve@pwv

Kapdiaka trpoAnuara (All, opuyuoi, akpoaon)

Health supervision of children with Turner syndrome, American Academy of
Pediatrics,Pediatrics, 2003, 111:692-702



Leri-Welll

*ETepoluywTec yia JETAAAAEEIC ) ATTAAEIYEIC OTO Yyovidio
SHOX.

[Tl0 EvTOVOC QaIVOTUTIOC OTA KOPITOIA Kal I0IaiTEPA KATA
TNV €pnPeia

*KovT1O avaoTtnua tToikiAou BaBuou atrd -4.6SD - +0.6SD
OAAG TO EAAEINPO AVOOTAPATOC €ival Ta 2/3 atr'oTl OTO
Turner



2UHNTTEPAC AT

eTurner dgv €ival TOOO OTTAVIO

*AveCyNTO KOVTO avaoTnUa EvOEIEN yia
KOPUOTUTTO

*OxI1 TTAvVTa £VTOVA QUOUOPPIKA
*Kopitoia pe 101aiTepa TTpoBARUATO

*2 NUMAVTIKOG 0 POAOC TOU TTAIdIATPOU OTNV
dlayvwaon Kal ¢povTidod



Langer MeocoueAIkn OUOTTAQCIO

*OpolUYWTEC VIO ATTOAEIYEIC I METAAAACEIC OTO
yovidio SHOX

*[10AU TTI0 EPPAVEC KOVTO avAoTNUA KAl
duoavaAoyia cwuaTtog atro 0,11 oto Leri-Welll.
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2NUEIWHA AVa@opdag

Copyright INavemoTiuiov MNarpwyv, Xpuong Alovuoiog «lovidio SHOX.
[Maudiatpikr) EvookpivoAoyiax». ‘Ekdoon: 1.0 Martpa 2015. AiaBéoipyo atd
TN diIkTUAKK) dieuBuvaon: https://eclass.upatras.gr/courses/MED1045/.



XpnuartodoTnon

To TTapOV eKTTAIOEUTIKO UAIKO £XEI avaTTTuxXOei 0TO TTAQICIO TOU
EKTTAIOEUTIKOU £pYOU TOU OIOACKOVTA.

To £pyo «AvoikTa Akadnpaika MaBiuarta oto MaverTioTAuIo
ABnvwv» £xel xpnuaTodoTroel uOvo TNV avadiaudpPwaon Tou
EKTTAIOEUTIKOU UAIKOU.

To €pyo uAoTrolgital oTo TTAQiolo Tou Emixeipnolakou NpoypduuaTtog
«EkTTaideuon kai Aia Biou M&dBnon» kai cuyxpnuarodoTteital atrd
TNV EupwTraikn ‘Evwon (EvupwTraikd Koivwviko Taueio) kai atrd
£0VIKOUG TTOPOUC.

EMIXEIPHEIAKO MPOIPAMMA
EKMAIAEYZH KAI AIA BIOY MAGHZH : EZI-IA

n npéypapya yia v avantuén

(

[

YNOYPIFEIO NAIAEIAL KAl BPHIKEYMATQON

EvpwndixiEvwon EI/AIKH YMNHPEZIA AIAXEIPIZHE
Evpwmaiké Koivwviké Tapeio

Me tn ouyxpnuarodotnon tng EAAGSag kat tng Evpwnaikig Evwong




2NUEIiWpa Adg10OOTNONG

To TTapdv UAIKO diaTiBeTal e Toug Opoug TnNG adelag xprions Creative Commons
Avagopd, Mn Eptropikr) Xprion Mapdpola Aiavoun 4.0 [1] | peTayeveoTepn, AlBvic
‘Ekdoaorn. Etaipouvtal Ta autoTEAR £pya TRITWV TT.X. PWTOYPAYIES, dlaypdupaTa
K.A.TT., TQ OTTOiQ EUTTEPIEXOVTAI O€ QUTO KAl TA OTToia ava@EpovTal padi ue TOUG OPOUG
XPNoNnG Toug OTO «2NuUeiwpa Xpnong Epywv Tpitwvy.

OE0)

[1] http://creativecommons.org/licenses/by-nc-sa/4.0/

Qg Mn Eptropikn opiletal n xpnon:
TToU O€V TTEPIAANPBAVEI AUECO ) EUPECO OIKOVOMIKO OPEAOC aTTO TNV XPrion Tou
EPYOU, YIa TO dIavOoNEQ TOU £pYOU Kal adelodoOxo
TToU OgVv TTEPIAANPBAVEI OIKOVOMIKA ouvaAAayr) wg TTpouTttdéBeon yia Tn Xprion i
TTPdoaon oTo £pYyO
TToU OEV TTPOOTTOPIEl OTO DIAVOUED TOU £PYOU Kal AdEI0DOX0 EUMECO OIKOVOUIKO
OPeAOC (T1.X. dla@nUIcEIC) aTTd TNV TTPOPROAN Tou £pyou o€ dIadIKTUAKO TOTTO

O dIKaIoUXOG MTTOPEi Va TTApEXEI OTOV adEI0OOXO0 EeXwPIoTA AdEIA VA XPNOIKOTIOIE TO
£PYO YIO EUTTOPIKN XPHON, EPOCOV auTd Tou {NTNnoEi.



AlaTApnon ZNUEIWHATWY

OTr0100MTTOTE AvaTtTapaywyn r 0100KeUr Tou UAIKOU Ba TTpETTEl va
oupuTtTEPIAQUBAVEI:

TO ZneEiwua Avagopag

TO ZneEiwpa AdglodoTnoNG

N ONAwaon Aiatnpnong ZNUEIWPATWY

10 Znueiwpa Xpnong Epywv Tpitwyv (epdoov uTTApXEl)
Madi JE TOUGC OUVOOEUOHUEVOUG UTTEPOUVOECOUG.



