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‘EvTEpO: 2 oTpWPATA — EVOOOEPUA TTOU
KOAUTITETAI ATTO HECODEPUA



MNapaywya tpocBLlou evtepou

m ApYXEYovOoG pApPUYYaC

m KaTwTEPO AVATIVEUOTIKO oUOTNHA

m O100PAYyO0C KOl OTOUAXOG

m [0 1204KTUAO, TTEPIPEPIKA TOU OTOMIOU TOU
X¥OANOOXOU TTOPOU

m ‘H1rap, ecwnmmarika xoAngeopa Kal
TTAYKPEQC



"
m Epgavidetal Tnv 3-4" ¢fdoouada KUnong wg
TTPOCBI0 EKKOATTWHA padi e TNV TpaXEia
B 2TAOIAKA TO EKKOATTWHA OlAIpEITAl O€
TTPOO0OIo Kal OTTiIoBIo THAUA
m [1ANpNC dIaXWPIOPOC aTTO TNV TPAXEIA TNV
26 NUEPQ KUNONG

Esophagotracheal




" A
loTOPIKN avadpoun - Oewpieg

m His — TTAQYIEC TTTUXWOEIC

m 1984 O’'Rahilly — otabepd onueio KeVTPIKA

m 1987 Kluth — Tpaxeiooico@ayiko dlappayua

m 2003 Spilde — TEF o€ apoupaioug TToU
xopnynonke adpiapukivn

m Atroucia FGF

m Orford — Sonic-hedgehog protein







m ApXIKA Bpaxuc aAAG ETTIMNKUVETAI AOYW
TNC AVATITUCNG KAl ETTAVATOTTO0ETNONG TNG
KapOIAG KAl TWV TTVEUNOVWV

m [0 €mMIBNAAIO KOl 01 AdEVEC TTPOEPXOVTAI
QTTO TO EVOOOEPUA



Oewpia eTTAVAUAOTTOINONCG

m To €mOnAio TToAAaTTAaCIAleTal Kal
ATTOPPACOElI TOV AUAO THNUATIKA

m EtravauAotroinon tTnv 8" ¢fdouada

m ATTOTUYXIO ETTOVAUAOTTOINONG 00ONYEi O€
UEMOVWUEVN ATPNCIA 0I00PAYOU

Willi



Hox genes are evolutionarily
conserved transcription factors
that are used in regional
patterning (flies to mammals).

The gut has an cranial-caudal
Hox gene expression pattern
(code) similar to that seen in
neural tissue.

Some Hox genes are
expressed in mesoderm, in
overlapping patterns; some are
expressed in endoderm.

Hox gene expression
boundaries correspond to
morphologically recognizable
elements in the Gl tract.

Hox gene expression is

important for formation of major

sphincters (red circles)

gional patterning o

Mesodermal expression
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Carlson: Human Enﬁanralogv and Developmental Brulog?. dth Edition.
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Tap and water theory

m 2UPQWVva PJe auTth Tn Bewpia o
OlaXWPICHOC 0100¢pAYOU ATTO TO
QVATIVEUOTIKO €IvVaIl ATTOTEAECA TAXEIAC
AvATITUENC






" B
A10d0oXIKA oTAdIa AVATITUCNG TOU
TPOAXEIOOICOPAYIKOU OlAPPAYUATOC
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" I
OewpPia TWV TTITUXWV

m Baoiletal o eiIkoveg amd EM o€ veooooucg
m 3 TITUXEC:

- AapuyyIkn,

- (pAPUYYO-0100PpaYIKN

- Tpaxelooloopayikn odnyouv atnv Ol1aXWPICUO
TPOAXEIAC 0I00PAYOU






TpaxeloolocoQayIKO oUpPiyyIO

m OpeileTal o€ aTeAn dlaipeon Tou Avw
TMAMATOC TOU TTPOCOIoU EVTEPOU O€
QVATIVEUOTIKO KAl 0100PAYIKO TUNHUA KATA
TN OIAPKEIa TNC 4N fdouadac



"
[1elpauaTIKA POVTEAD
m ATTOAIivWon o100@PAyouU, UTTEPEKTAON EUBpUOU

m ‘EAAeipn Bitapivnc A
m [epaToyovec ouaisc/papuaka (adplapukivn)



" S
MOPIAKEZ MEAETEX

m O mapayovrtac FGF-1 €xel puBuIoTIKO pOAO
OTNV AVATTTUCN TOU 0ICOPAYOU

m Sonic Hedgehog mTpwrTeivn
TToupuBuiel TNV avaTtTuen oTa
OTTOVOUAWTA (MOPPOoYyovoQ)
(hedgehog=okatl0x0Ip0g)




"
MopIaKEC ATTOYEIC VIA TNV
avarmrtuecn Tpaxeiag-Oicopayou

m Baoiovtal Kupiwc oTa TTEIPAMATIKA JOVTEAQ
m Mpwrteivn Sonic Hedgehog ()

m [lapouadia UTTOAEINATWY TNG VWTIAIAG XOPONG
OTO TTPOCOI0 EVTEPO



Folding
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Schoenwolf et al: Larsen's Human Embryology, 4th Edition.
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MRI EuBpuUou

m 32 £fOouAdWYV
m ATTOUCIO OTOUAXOU
m [ToAuudpdapvio
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GROSS CLASSIFICATION




AvaTouIKEC NapaAAayec

m 85%

m 2 UXVOTEPN

m Gross Type C
m VOGT Type 3B




m 6%
m XWPIig aupiyylo

m ATTouadia agpa oTnv
a/¢p KOIAiaG

m 2uvnBwcg long gap
m VOGT Types 1&2
m Gross Type A



m 6%
m [utTou H
m Gross Type E



m 1%

m KevTpIKO Kal
TTEPIPEPIKO OUPIYYIO

m VOGT Type 3c

m Gross Type D



\

ATTOoTUYXIO AVATITUENG

ATtroTtuyia dlaxwplouou

loxaIpIKAG aiTioAoyiag



"
ETTidpaon Tou TTEPIPEPIKOU
ouplyyiou

B YWYNAOTEPEC TTIECEIC OTOV
AVATIVEUOTIPA £XOUV WG
ATTOTEAEOUQA TTEPICCOTEPO AEPA
OTO TTETTTIKO- OIATACN OTOUAXOU-
avuywon dlappayuaToc- Jeiwon
TOU avaTrveOuEVoU OyKou (A)

m Elopo@pnon yaoTpikwy uypwy,
XNMIKA TTVEUMOVIa




Name Gene Locus Foregut malformations References

CHARGE CHD7 8ql2 OA/TOF (62)

Feingold MYCN 2p24.1  OA/TOF (63)

Fanconi FANCC 9p223  OA/TOF (64)

Anophthalmia- SOx2 3q26.3- OA/TOF (65)

Esophageal-Genital q27

(AEG)

Pallister-Hall GLI3 7p13 Laryngo-tracheo-oeosphageal (59)
cleft

Opitz MID1 Xp22 Laryngo-tracheo-oeosphageal (66)
cleft

Full trisomies OA/TOF (67)

(13,18 & 21)

3p25pter OA/TOF (68)

duplication

S5p15pter deletion OA/TOF (69)

13q34qter deletion OA/TOF (70)

17q22q23.3 deletion OA/TOF (71)

22q11.2 deletion OA/TOF (72)
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Iillie Collivs on left is shown beside eizht babies
born at Boston Children's Hospital with esophageal
atresia andfor tracheoesophageal fistula. Willie i
fitted with a skin tube, that she would hawe to
srjeeze martally af'ter she swallowed to force

food and liguid into ker stornach. Thank wom

Cathyr Atking a mother and survivor of EATEF as
well az Vater and Barre tt's esophagus.
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