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Aidyvwaon Tou GUyYEVoUC EYAKONOU.
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2 KOTTOC TNG MENETNG AUTAC €lval VA TTOPOUGIACEL TIG
TEPLOCOTEPO A1OMIOTEC HEBGSOULC yia TN Sidyvwon

amopu{rioswg Tou BAevvoyovou (suction biopsy) pe
OVOOOLOTOXNUIKH XpWON KAAPETIVIVNG, KABwG KEP

MEPIAHYH

TOU OUYYyevoUG peyakolou (vooog HIRSCHSPRUNG.) &iCouv €8agpog otn S1ayvwoTIKr papETpa, UTTOOXO-
Meplypd@ovtal avaluTIKA N KAIVIKE €IKOVA TNG VO- PEVEC €yKupn S1ayvwon xwpic avaiodnoia, yxeipn:
00U o€ KABe NALKia Kal 0 ATTEIKOVIOTIKOG KAl EpYa- On KAl voonAeia.

OTNPLAKOC EAEYXOC TTOU CUUBANOUY oTNV TeKUN - QOTO0O, N BloYia Tou opBol og cuvSUACUS e TN

piwon ¢ diayvwonc. Mvetat 1dlaitepn avagopd
oTN PMavopeTpia Tou 0pBou (amouacia opBomPwKTI-
KoU avtavakAaoTikoL) Kal otn Bloyia tou opBou &t'

HavoueTpia amote oV Tov MAéov aIOTIIOTO CUV-
Suaouod peBddwv ot Sldyvwon Tou ouyyevoug
peyakolou.

NEZEIX EYPETHPIOY: Zuyyevéc peyakolo, pavopetpia opBou, Blogia opBou, kalpetivivn

Eicaywyn

To ouyyevéc peydkolo (M) i ayayyAlako KOAo 1) vo-
00¢ Tou Hirschsprung meplypd@nke yla mpwtn @opd
amd tov Frederick Ruysch o€ vekpOTOMIKO UAIKO TOV
170 aiwva. H KAIVIKA €lkdva TG vOoOoU TapouctdoTn-
ke To 1887 amno tov Harald Hirschsprung otnv Komey-
Xayn, evw poAig o 1901 o Tittel emorjpave tnv amou-
ola TwV YayyAIOKWV KUTTAPWVY OTO TIEPIPEPIKO EVTEPO.
H mpwtn avagopd Tng ayayyAlovwong we attiag tng
ENEIPNC TTEPIOTAATIOUOU TOU TIEPIPEPIKOV EVTEPOU

AgbBuvon emkovwviag

éytve amd tov Ehrenpreis to 1946 kal akohoUOnoe 10
1949 o Swenson, 0 oTTol0¢ TPAYUATOTIOINOE TNV TTPW-
N 0pBOCIYHOEISEKTOMN HE SLATHPNON TWV OPIKTHPWV
XWPIC KOAOOTOWIA VIO AVTIUETWTTION TN VOCOU'.

Xapaktnpiletal amoé TNV amoucia yayyAldKwyV KUT-
Tdpwv 01O UTTOPBAEVVOYOVIO KAl PUEVTEPLKO TIAEYUA
Tou MAoXoVTOC (ayayyAlakoU) TEPIPEPIKOU TUNHA-
T0¢, ouvnBwW¢ Tou Taxéog eviépou, Kat amd Stdtaon
KOl UTTEPTPOPIA TOU TOIXWHATOG TOU LYLOUG (yayyAla-
KOU) KEVTPIKOU TUAHATOG TOU.
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Tyyxvotnta

H ouxvotnta tng vooou kupaivetal amo 1 €wg
4.400/7.000 yevvrioeic (wvtavwy Bpepwv. H ouxvotn-
TO OTO YEVIKO MANBUCuO gival 0,02%, eV OTOUC GUY-
yeveic € aipatog Twv vooouvTwy gival 4%?2. H vooog
Tou Hirschsprung evtomi{etal oto opBootypoeldEg pe
ouxvoTNTA 66% - 77 % Kal KaTA 9% HEXPL TNV APLOTE-
p1} KOAIKN kaprn. MoAU omavia (2% - 11,4%), agopd
OAO TO UNKOC TOU TIAXEOC EVTEPOU I AKOUN KAl TO AE-
TiTto évtepo. Emiong, omavia mapatnpeital to unepBpa-
XU ayayyAlako KOAov, GTo oToio To ayayyAlako TURua
a@opd Hépog povo tou opBol o€ uAKog 2 - 3 ekaTo-
OTWV KEVTPLKA TOU £0W OPLYKTHPAZ.

ATIQVTATAL TTIO OUXVA OTN AEUKH QUAR, AlYyOTEPO OU-
XvA 0Tn pavpn Kal ommavia otny Kitpivn @uin. Ot dp-
pevec aoBeveic mpooBAllovtal cuxVOTEPA TWV ONAE-
WV o€ avaloyia 4:1, evw 0To OAIKO HeYAKOAO N oxéon
autn givat 1:1 mepimoud.

Fevetikn kat maBoyéveia

H okoyeviig emimtwon Tng vooou Kupaivetal amo 3,6%
€w¢ 7,8% Kal mapouotdlel yeveTikn etepoyévela. To yo-
vidlo mou gvoxoroleital BpiokeTal 0TO PaKPU OKENOG
ToU Xpwpoowuatog 10 (del 10q11.21 - q21.2), meplo-
XN 6mou Bpioketal To mMpwTooykoyovidio RET*. Ako-
Ua, YEVETIKEC HETAANAEEIC uTTEVOULVEC Yia TNV mTaBolo-
YIKN avantuén Tou VEUPIKOU TTAEYUATOG TOU EVTEPOU
amavtwvtal ota yovidia GDNF (5g13), EDNRB (13g22),
EDN3 (20g13), SOX10 (22q12 - 13)>.

O1 maBoyeveTikoi pnXaviopoi mou €Xouv eVoxoTol-
nBei yia tn véoo apopouv: 1) Tnv avacToAr Tou un-
XQAVIOHOU PHETAVAOTEVOEWC TWV veEVpofAacTwy, 2)
NV aduvapia Twv yayyAloKwV KUTTApWV va TTpooap-
™NBoULV AoYyw TNG av€Nong TNG PIUTTPOVEKTIVNG Kal
NG Aauvivng otov e€WKUTTAPLO XWPO, 3) TIG METAA-
Aagelc Twv yovidiwv mou odnyoulv ce Stagpoporoin-
on Tou mpwtou oykoyovidiou RET kat cuvendyovtal
ENNELYPN OUOIWV TTOU CUPMETEXOUV O0TN SlaPopPOoTOoi-
non Twv veupoBAactwy, 4) Tn HETAMNAEN TwV VeLpPL-
KWV KUTTApwv Aoyw anwletag tng Spdong tou NCAM
kat N - cadhedrin, pe amoté\eopa tnv aduvapia veu-
POMUTKWVY CUVAPEWYV TOUC OTIC AElEC MUTKEC iveg Kal 5)
TOUC AVOGOAOYLIKOUG TTApdyovTeG ToU BAATTTOUV TOUG
veupoBAdoTegs’,

H voooc xapaktnpiletatl amd Tnv amouvacia yayyAt-
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OKWV KUTTAPWV TOU TTAGKOVTOG TTIEPLPEPIKOU TUNAHA-
TOC TOU eVTEPOU Kal amd S1dtacn Kal UTTETPOYia Tou
TOLXWHATOG TOU LYIOUG KEVTPLIKOU TURHATOG autou. To
KEVTPIKO TUNHA (QUCIOAOYIKO) TOU EVTEPOU TTAPOUCI-
A€l UOIOAOYIKNA KIVNTIKOTNTA, EVW UTTAPXEL EANEIPN
TTEPLIOTAATIOUOU OTO TIEPIPEPIKO (TTATXOV) ayayYALOKS
TUAMA, KaBWE Kat EAAeIPN Tou 0pBOTIPWKTIKOU avTa-
VOKAAOTIKOU. TO YayyAIaKO TUAMA (UGCIOAOYIKO) TOU
evtépou eppaviletal SlateTapévo Aoyw tng SuokoAiag
MPowOnoNg TOU EVTEPLKOU TEPLEXOMEVOU, KABWCE Kal
ME TTEMAXUOUEVO TOIXWHA AOYW UTTEPTPOPIAC TOU HU-
KOV TOLXWHATOGC, EVW TO TTEPLPEPLKS ayayyAlakd (ma-
oxov) eppavifetal wg puololoyiko. Metal Tou ayay-
YALOKOU THAMATOG TOU EVTEPOU KAl TOU UCLIOAOYIKOU
EVTEPOU UTTAPXEL peTaBatikh (wvn PE PIKpS aplBuo
YAyYALOKWV KUTTAPWV.

270 ayayyhakoé Tuipa Aeimouy, emiong, ot pun adpe-
VEPYLIKOI{ avaoTOATIKO{ VEUPWVEC, Evw UTTApPYXOULV AgBo-
VEC TTAOOAOYIKEG XOMVEPYIKEG Kal adpevePYIKES HEO-
be¢, pe amotéheopa TNV avénon Tng SpaocTnPIOTNTAC
TNG OKETUAXOAVECSTEPAONG KAl TNG TTUKVOTNTAG TNG
VOpPEMVEPPIVNG. NMapdAAnAa, 0 £0w CPLYKTPAC, TTOU
(QPUOCIONOYIKA OTEPEITAL YAYYALOKWY KUTTAPWV KAl [N
aOPEVEPYIKWV AVACTAATIKWV VWYV, TTOPAWEVEL OE OU-
vexn ovomaon?. Katd ouvénela, dnuiovpyeital diata-
POXHN TOU GUCIOAOYLIKOU HNXAVIGHOU TNG KIVNTIKOTN-
TOC TOU TTAXEOC EVTEPOU KAl TNE APOSEVUONC.

Awayvwon tng voocou tou HIRSCHSPRUNG
H dtdyvwon tng véoou tou HIRSCHSPRUNG Ba te-
Bel amd TNV KAVIKN €EIKOVA KAl TOV TTAPAKAIVIKO EAEY-
X0 (QmEIKOVIOTIKO, BLOXNHIKO, NAEKTPOUUOYPAPIKO Kal
Vv e€étaon He pavopeTpia). Tn o@payida, OUwS, TNG
Siayvwong 8a Balel n maBoloyoavatouikn e€étaon
pe Blogia Tou opBou.

H d1dyvwon tou M tiBetal oto 15% - 48,7% TwVv
a00evwv Katd tn veoyvikr nAikia kat 0to 60% - 83,4%
KATA TO TEAOC TNC BPEPIKAC NAIKIaC.

A) KAiviKn £1KOVa TOU OUYYEVOUG HEYAKOAOU

To XM o1n veoyvIKN NAIKia ekONAWVETAL 0€ TOGOOTO
70% - 80% pie KAVIKN €1KOVA EVTEPIKN G ATTOPPaA&nC Kal
ep@avietal pe HETEWPLOMS TNG KOIAAG Kat XOAwSEL
eUéTouC MAPAAANAa pe KaBuoTepnuévn amoBoAn un-
Kwviou. ZnuavTiki StayvwoTikn a&ia éxel 0 xpOvog
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amofoAng Tou pnkwviou. To 95% Twv Quaololoyl-
KWV VEOYVWV aTTOBAANAOLV UNKWVIO UECA OTO TTPWTO
24wpo TnG {wnG.

To 15% OAwv Twv veoyvwyv Tou kabBuoTtepolv va
AmoBANNOUV UNKWVIO EVTOC 24 - 48 WPWV TTACYXOULV
and Tn vooo, evw Hévo 5% Tou cuVOAOU TwV TTACYO-
VTWV amoAAEL UNKWVIO QUCIOAOYIKA.

XapaKTNPIOTIKA gival n anétoun amoBoAn evtepl-
KoU TIEPLEXOEVOU KATA TN «SAKTUAIKN» £€€TaON TOU
veoyvou (Ue eloaywyn Bepuouétpou 1 kabetrpa),
OTWC, €TMIONG, OL «<EKPNKTIKES» UE Hop@n Sldppolag Ke-
vwoelg mou dladéxovtal paoelg SUOKOIAOTNTAG.

H vooog epgaviletal pe Bapid evtepokoAitidéa oto
30% TWV VEOYVWV KAl OPEINETAL OTNV IOXALUIKI VEKPW-
on Tou BAevvoydvou Tou evtépou UTrepBev Tou ayay-
YAlakoU Tunpatoc. EkdnAwvetal pue ofeia didtaon tng
KolAiag, ekpnKTIKA SUcooun alpoppaytkn diappola,
avanveuoTik Suoxépela, Taxukapdia, Kudvwaon, yoy-
yuouo, oéwon, apuddtwon kat uPpnAo TUPETO.

3TN veoyvikn mepiodo to ayayyAlaké KOAo umo-
pei va mpokaAéoel S1dtpnon TG okwAnkogldoU¢ Kai
nepitovitida®.

2Tn BPePIKA NAIKia n vooog ekdnAwveTtal e xpo-
via SuokoiAIéTnTa, amofBoAr HIKPWV KOTIPAVWY cav
ofoAwv (cav kéTpava katoikag) amd Tng yévvnong
ToU BpéPouc, KWAIKOEISH KOIAlaKA AAyn, mpoodeuTi-
KO UETEWPIOMO Kal PnAapnTég Kompavwdelg padec. H
SuokolhiotnTa apyifel ouvABwc pe Tnv évapén oiti-
ong pe yaAa ayehddog émetta and diakorr tou Onha-
opoU. Autd ogeileTal oTo yeyovoc 0Tl kKatd tn Sidp-
K€l TOU ONAACUOU Ol KEVWOELG €ival OXETIKA USAPEIC
Kal S1€pyovtal EUKOAOTEPA AT TO TTACKOV TU LA TOU
evTépou. Mmopei kal otn Bpe@ikn NAKia va epgavi-
00¢i Bapidc poperic evrepokoAitida amod KompodoTaon,
pe mapadofec PAevvoalpuatnpég S1appoleS, NAEKTPO-
AUTIKEG SlaTapaxEg, oldripata Kat UTTOTIPWTEIVALUIA.
Meptypagovtal eMImAEOV TTEPITTTWOELG USPOVEPPWONC,
vbpooupnTripa Kai oUPoAoIUWENG AOYW TIIECTIKWY Qal-
VOMEVWY TOU SIATETAUEVOU EVTEPOU.

1o maidid mpooXoAIKi G NAIKiag Kal 0Ta peyalv-
TeEpamatdia n voéoog ekdnAwvetal pe ypovia SUoKoIAL-
otnta, ENNEPN TNG TdoNC yla a@oédeuon, Kothlakr Ot-
ataon, Ynhaentég kompavwdelg pdleg, kabuotépnon
™¢ avantuéng, avaiuia Kalt o€ TocooTo 6% - 8% UE &l-
Kéva evTePIKNG améppaéng.
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H Sdtapopikr diayvwaon oto veoyvo mepAapfavel
ToV €IA€0 €K UNKwviou, To oLuVdpouo BUoUATOC Un-
KwVviou, Tn VEKPWTIKN EVTEPKOAITION, TIC AVWHAAIEC
OTPOPNE KAl KABNAwoNC Tou eVTépou, TNV atpnaoia
TOU AETTOU EVTEPOU, OTTWC KAl TTABOAOYIKEG KATAOTA-
OE€lg, OTIWC oNYN, UTTOBUVPEOEISIOUOC KAl EVTEPIKN VEU-
pwvikn duomAacia (IND). Xta peyaAutepa maidid n &i-
agoplkn S1dyvwon a@opd To AEITOUPYIKO HUEYAKOAO
(1510maB€g peydkoho, 181omabég peyaopBo) Aoyw xpo-
viag SUOKOIAIOTNTAC. AV S1ATTIIOTWVOVTAL AVATOMIKEC
BA&Peg, alNd veupoyeveic kal Puxoyeveic SlaTapaxEe.

To AelToupyIKO peydkolo sp@avileTal LETA TOV 60
priva tng (wng, dev umdpxel Stataon TnG KolAiag kal
Kommpavwdel¢ paleg YnAa@wvTal 0TNV ApIoTEPN KOlI-
Aia. Katd tn dakTtulikn e€€taon 1o opBo eival yepdto
Kompava, N Ankuboc diatetapévn Kat umdpyxet aAnBnig
akpdtela €€ umepmAnPWoewg (eykdémplon), n O€ mepl-
TIPWKTIKA TIEPLOYXN €ival TAVTA Aepwpévi. H eppavion
AUTWV TWV ONMEIWYV OTO CUYYEVEC HEYAKONO amavTtd
MOVO 01O 3% Kal aQopd TEPIMTWOELG UTTEPPPAXEWS
peyakoou. Maidia pe Yuyxoloyika mpoflAriuata, Sia-
TOPAYUEVEC OIKOYEVEIOKEC OXEOEIC KAl TTALOIA UE TIVEU-
MaTikn KaBuoTtépnon gival Suvatov va pgavifouy ma-
pOUoLa KAVIKN EIKOVA XwpiG va Taaxouv'™.

B) Epyaotnplakog éAeyxog

1. ATTEIKOVIOTIKOG éAeyxOC

H amAn aktivoypagia koihiag og opBia kat o€ uTTIA
0éon dev gival mMaBoyvwPOVIKEG TNG VOGOU.

O ameikovioTiK6G uTToKAUOUGG (BaptoUxog umokAu-
oudg) dievepyeital pe apaid didAvpa Bapiou i uda-
ToS1aAUTOU S1OAUHATOC UTTEPWOHUWTIKAG OUCI-
ag (gastrograffin - peyhovpivn pe wopwTikéTNTA
1900mOsm/I) apyd Kat pe xapunAn uSPOoTATIKN TiiE-
on avaloyn tn¢ nAtkiag Tou acBevouc. Mpémnet va amo-
@eLyovTal UTTOKAUGUOI Kal SAKTUAIKN e€€TOON TWV VE-
oyVWYV, TV Bpe@wv Kal Twv matdlwv €€ WPEG TIPLV va
umo3AnBoUvV o€ ATTEIKOVIOTIKO UTTOKAUOUO, S10TI au-
Eavel n mBavotnTa madntikrig S1atacng Tou ayayyAl-
OKOU TUAMATOC Kal EAATTwon TNS S1dTaong Tou Quolo-
AOYIKOU eVTEPOU a0 TOUC KABAPTIKOUG UTTOKAUGHIOUG,
LE ATTOTENECUA AOAPT KAl TTAPATIAAVNTIKA EVPUATA.

Y TOV ATTEIKOVIOTIKO UTTOKAUOMO S1amoTWVETAL TO
OXETIKWG OTEVWUEVO TUAA TOU EVTEPOU Kal UTIEPOEV
aUTOU TO SIATETANEVO YayYAMAKO TUARHA. MeTady Twv



SV0 auTtwv TUNUATWV UTTAPXEL N petaBaTikr {wvn, TTou
€XELTN HOP PN KWVOU. XTN peTtafatikn {wvn ouxvd ma-
PATNPEITAl 06OVTWTHA TTAPUQPN) TTOU OPEIAETAL OTNV TTA-
Xuvon Twv MTuxwv tou BAevvoyovou. H petafatikn
{wvn Kal Ta aKTIVOAOYIKA eupripaTa Pmopei va givat
AlYOTEPO EUKPIVI OTA VEOYVA Kal O€ EVTEPOKOAITION,
EVW 0TO ONIKO ayayyAlakO KOAO Kal 0To uepBpayu
UEYAKOAO O ATTEIKOVIOTIKOC UTTOKAUGUOC KATA Kavo-
va givat puUOIoAoYIKOCZ ETTAéov, 0TO yayyALaKO TUN-
pa Tou evtépou epgavifovtal mapdAAnAa eyKAPOLES
TITUXEG TTOU €ival amOTOKOL TNG UTTEPTPOPIag KATA TO-
TTOUG KAl TNG UTTEPTIAACIAC TWV VWV TNEG KUKAOTEPOUC
MUikAc oTifadac!.

MeTd 24Wpou amod ToV ATTEIKOVIOTIKO UTTOKAUCHUO
Slevepyeital amin aktivoypagia Koiag. XTI mEPLo-
OOTEPEC TEPIMTWOELG UTIAPXEL KOBUOTEPNON TNG ATTO-
BoAng tou oklaypa@ikol SlaAUpATOC, TO ommoio gival
OMOLOPOPPA KATAVEUNMEVO O OAO TO UAKOC TOU TTa-
X€0G eVTEPOU, eV 0€ aoBeveiq pe xpovia SUOKOIALO-
™nTa 10 Stdhupa epavifetal wg cuumayng uada oto
0p006. M€ TOV ATTEIKOVIOTIKO UTTOKAUGHO EAEYXETAL KAl
n oxéon ¢ eykapaotag StapéTpou Tou 0pBol MPog au-
TV Tou olypoeldolg, o mAdytla Anwn. H oxéon kaAei-
Tal opBootypoeldikéc deiktng (eykapota SIAUETPOC
opBou/ eykdpaota SIAUETPO OLYHOEISOUC) UE PUGIONO-
VIKEC TIHEC = 1. XTO OUYYEVEC HeyAKoNo o SeikTNn €i-
var<1'2,

To mM00c00TO TWV PELSWV BETIKWV ATTOTEAEOUATWY
oTnV akTivoloyikn didyvwon Kuuaivetal peta&d 8%
- 24% kal Twv Peudwe apvnTIKwy 0To 43%'3. Emopé-
VWG, O AKTIVOAOYIKOG EAEYXOG PE ATTEIKOVIOTIKO UTIO-
KAUOUO amoTtelei afloAoyo OTolxEiO OTN HEAETN TOU
a00gvoU¢ Kat cuPBANeL BeTika oTn Stdyvwon, 6Tav
TO ayayyAlaké TuRpa agopd tnv opboaoiyuosldikn
poipa | to 0pB0, dpwe ota veoyvd Oev gival a&lomi-
otoc¢, S1éTL amartouvtal mepimou 3 edouddec yia va
SlaHOPPWOEL N TUTTIKA OKTIVOAOYIKH EIKOVA '™,

2. Mavouetpia tou opBou

H navouetpia Sigpeuva tig méoeig oto opOS Kat Tov
TPWKTIKO CWAAVA, KABWE Kal tnv uTTapén n amouvaia
TOU 0PBOTTPWKTIKOU AVTAVAKAACTIKOU. ZTO (PUCIONO-
YIKO 0pB06 6tav auénBei n mieon otn Arikubo mapatn-
peital ENATTWOoN TNE MiEONC OTOV TTPWKTIKO CWARvVa
kat kaBiotatal Suvatn n apodeuaon. To avtavakAa-
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Eikéva 1. Mavouetpia opBou. Maviuetpo

OTIKO AUTO SV MAPATNPEITAL OTO CUYYEVEC UEYAKO-
Mo, 6mou n avénon Tng mieong otn AnkuBo cuvodev-
€TAL A0 ALENON TNE TEONC OTOV TPWKTIKO CWARVA.
H péBodog dev sival emepatikn, dev xpetdletat aval-
o0noia, sival avwduvn Kal umopei eVKOAA va emava-
MoOBsi (eikova 1).

To 0pBoTMPWKTIKG AVTAVAKAAOTIKO TTAPAYETAL UOVO
010 11% T1¢ 2 MpwTEG pé€PEG (wNG, 0T0 50% PETA TNV
TpiTn Hépa Kal o OAa Ta VYL VEOYVA HETA TN 12N NUE-
pa. Autd oPeiNeTAL OTO PIKPO WAKOC TOU TTPWKTIKOU
OWARVA 0TN VEOYVIKHA NAIKIa KAl 0TNV aTeA wpipav-
On TOU UNXAVIOUOU TOU avTavaKAAoTIKOU TTOU OAo-
KAnpwvetal Petd TI¢ 4 mpwteg eBSopddec (wnig, yt'
aAUTO KAl N HaVOUETpia Tou opBoU mpémel va emava-
AapPavetal émeita anod 3 eBSopudadec kal emi au@po-
AOU aTTOTEAEOUATOC N €PEVVA OAOKANPWVETAL UE Blo-
Yia tou opbHou.

Map' OAa autd, veoTepeC PeNéTeC Bewpolv TN HéBo-
&0 onuavTikda alomoTn Kat ota veoyvd (2 - 30 nue-
pwv), 1dlaitepa o€ ekeiva 6oL S1ATOTWVETAL UPNAOG
SeikTng uToYPiag amo To IOTOPIKO Kal TNV KAWVIKN £EE-
taon'. Ta anoteAéopata ota veoyvd eival OeTikd oTo
93,3% o€ GUYKPLON LLE TOV ATIEIKOVIOTIKO UTTOKAUGO,
émou Kupaivovtal 0To 86,7%. Amaviwvtal Peudwg Oe-
TIKA 1,9%, apvnTiKA 1,9% Katl Peudw apvnTiKa 3,8%'°.

To 0pBomPWKTIKO AVTAVAKAACTIKO KATAYPAPETAL OE
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Eikdva 2. [pagikn mapdotaon OpBompwKTiKoU avTavakAaoTikou

A) OpBonpwkTiké avtavakAaotiké mafoAoyiké (véoog Hirschsprung) B) OpBompwKTiké avtavakAdoTIKS puOIoAoyIKo

TTO000TO PEXPL KAl 95% oTn SUCKOIMOTNTA, EVW ATTOU-
o1Aalel 0TO OUYYEVEC peyakolo (giIkova 2). H mapouoia
TOU 0pBOTTPWKTIKOU avTavaKAAOTIKOU o€ matdid pe
umoia ouyyevoUC UEYAKOAOU UTTOPEL VA UEIWOEL TOV
aAplOUo Twv mEPITTWY BroPiwv Tou opBov. Ouwg, To mo-
000TO TOU S1aYVWOTIKOU OQAANMATOC (Peudwe OeTikd
>M) o maudid pe xpovia SuokolMdTNTa Eival onuavti-
K6 (7%). H ékAuon Tou 0pBoTTPWKTIKOU AVTAVAKAAOTI-
KoU 0Tn MaVOUETpia Tou opBou éxel euatoOnoia 83%
Kal e181KOTNTA 93%". TeheuTtaia Sedopéva mpoteivouv
N HavopeTpia Tou opBol WG oNUAVTIKA a&lOmoTn Ué-
8060 S1ayvwong Tou oUYYEVOUC UEYaKOAOU'® ™,

3. MaBoAoyoavartouikn diayvwon

H maBoloyoavatouiky Sidyvwon tng véoou Tou
Hirschsprung pe Bloyia Tou opbou gival amapaitntn
Kal emPBePANUEVN YL TNV TEKUNPIWON TG VOOOU, TTpO-
ToU 0 MAISOXELPOUPYOC TTIPOXWPNOEL O€ eMEUBaon yla
n Bepaneia Tng.

Bioypia oAikov¥ mayoug (full thickness biopsy)
AapBavetal lotoTedyI0 TTOU TIPETEL VA TIEPIANAUBAVEL
BAevvoydvo, urroAevvoyovo Kal HUiko xitwva ite St-
opBIkd gite pe avolkTh emépfBaon wote va kaboploTei
TO HUAKOG TOU TTAOXOVTOG eVTEPOU. H Broyia ohikou ma-
XOUG €ival SUOKOAN oTa vEOYVA OTTOU TO KOG TOU Op-
Bou eival pikpo.
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Metd amd katdAAnAn emeepyacia Twv TOPWV TOU
IOTOTEPAXIOU KAl XpWONG AUTWY, HeAeTATAL N OTTAP-
&N YayyAMakwv KUTTAPWVY OTO HUEVTEPIKO TTAEYHA TOU
Auerbach 6mou ta yayyAlakd KUTTapa gival peyaiuTe-
pa Kal TEPLOCOTEPA. TO TOCOGTO S1aYVWOTIKAG TTPO-
o€yylong avépyetat 0To 85% - 95%.

Otmapamavw e€eTACELG amaltolV voonAEia 0To vo-
ooKoME{o, xopriynon avaiodnoiag, mpogyxelpNTIKA
KOl METEYXEIPNTIKN TapakoloVOnaon. Ot eMITAOKEC
Tou avagépovTtal givat n ouAwdng otévwon oTo on-
peio ArqUNG TN Bloyiag, n apoppayia kat n Stdtpnon
TOU TOIXWUOTOG TOU EVTEPOU.

Bioypia 8V amopv{nnoewg BAevvoyovou tou opOou
pe AaBida Noblett (rectal suction biopsy tube)

H Boyia &t amopulnoswc BAevvoydvou Tou opbou
(rectal suction biopsy) Aappavetal pe €161k Aafida
(Aapida Noblett  RBT ) RBI2 (eikéva 3).

Ta MAEOVEKTAHATA TNG O€ 0X€oN e TN PloYia oAl-
KoU mayoug gival 0Tt dev xpetdletal avaicOnoia, vo-
onAeia, eyxeipnon oUTe TPOEYXEIPNTIKA 1] LETEYXEL-
PNTIKN @povTida, Sev €xel eMIMAOKEC KAl Eival EDKOAN
TEXVIKA.

Ta 1ototepdyta mpémel va gival KATAANAA Kal emap-
KR. Amapaititwg mpémel va mepthapfdvet umofAevvo-
YOVIO XITwVa, va unv mepiéxel Aepgodidio kat va unv
éxelmapBei and meploxn Simha and Toug OPIKTHPEC.
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Eikéva 3. A. Bioyia 61 amouu(riosw¢
(rectal suction biopsy)

(n.L)
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Eikéva 3. B. \afide¢ Bioyiag
B.RBT

Eikéva 3. B. AaBidec Bioypiag
. RBI2

Eikéva 3. B. \afide¢ Bioyiac,
A.Noblett

A: Ew opiktripag, B: Eow opiktrpag, I': Kteviogidric n
obovroeldric ypauun, A: BAevvoydvog opBou, E: [owKTiK6G
SaktuAiog, M.X.: MMpwkTikéG owArivag, K.E.: KuAivopikd embridio

ns. K.E.
Neoyva 20 6
Bpépn 30 8
Maidia 40 10

Eikova 4. >xnuatikn mapdotaon mpwktol

MNa ™ Ajyn ikavomoinTtikoL 1oToTePayiou, o BAevvo-
yovog Sev mpémel va gival otldnuatwdng. Na tov Adyo
auTd 0 UTTOKAUOUOG YiveTal TOUAAXIOTOV 6 WPEC TIPLV
amé TN Blovia kai, av BpeBouv KOTTPaAvVA KATA TNV WPA
™S ARPEWC, yivetal KaBapIopdg Pe GUCIONOYIKO 0pd

o€ Beppokpacia 37 Babuwv Kehaiou. H A\qpn mpénel
va Olevepyeital og DPog peyalutepo améd 20, 30, 40
mm and ToV MPWKTIKO SAKTUAIO i 5, 8, 10mm amoé Tnv
KTEVIOEISN) YPAUUN avTioTolXa yla veoyvd, Bpéen Kal
maidid (elkéva 4).
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Eikéva 5.

APVNTIKI) N AVOOOIOTOXNUIKN XPWON KAAPETIVIVNG OTO
BAevvoydvo Tou maxéog eviépou o€ aoBevi e vooo Hirs-
chsprung (Mab/avatouiké epyaotripio lacw)

MeTA TNV amokoT Tou BAgvvoydvou, amocupou-
HE TN CUOKEUN KAl a@alpolVTal TA TEPAXIO PE AETTTH
BeAovn. TomoBeToUvVTAl O POPUOAN TIPOKEIUEVOU VA
e€eta0000V pe 10ToNoYIKN PéBoSo (atpatofulivn - ew-
oivn) Kal pe avooototoyxnuikr) uéBodo (NSE kat S100
npwteivn). Me Tn NSE pmopouv va avixveuBoulv dwpa
yayyAlakd KUTTapa oto mAéyua Tou Meissner, evw He
™ S100 katadelkvuovTal KAAUTEPA Ol UTTEPTPOPIKES
VEUPIKEC (VeC. Oewpeital 0TI Ta KUTTAPA TTOU €ival Oe-
Tikd otn NSE kat apvntikd otn S100 gival B€PRato ot
TPOKELTAL YIa YayYAlaKA KUTTapa?',

H epappuoyn Tng lotoxnuikng uebddou pe xpwon tng
Ache Bewpeital KATAAANAN péBodoc¢ yia tn Stdyvwon
NG vooou, S10TL e 1 - 2 TopéG TiBeTal acpaléotepa
n dtayvwon?. H uébodoc mieovektei amd Tig¢ AMEG,
ylati a) amokaAUTITEL TO ayayyAlaKO KOAO, aKOpa Kal
av OTO IOTOTEUAXIO gV UTTAPXOUV YayyAlakd KUTTA-
pa, B) €AV TO LIOTOTEPAXLO EivVal AVEMAPKEG KAl AKOMA
y) av éxel An@Oei kovtd oTnv KTEVIOELSH ypauun. To
amotéAeopa Aapfdavetal evidg 2 wpwv. Oswpeital Oe-
TIKA 6Tav aveupiokovTal TOANEG UTTEPTPOQPIKEG TIETTA-
XUOUEVEC XOANVEPYIKEG iVEC OTOV UTTOBAEVVOYOVIO KAl
Kupiwc otov BAevvoyovo Kal Tnv urroyayyAlakn {wvn.
Weudw(¢ OETIKEC TTEPIMTWOELC APOPOVCAV TTEPITITWOELG
EVTEPIKNAC VEUPWVIKNG SuomAaciag IND, evw omdvia
€xouv avagepOei Peudw apvnTIKEC?, ZnuavTikn Bo-
nBela eival n tpomomoinon tng pebdSou tng Ache mou

30

OETIKI} ) AVOOOIOTOXNUIKN XPWON TNG KAAPETIVIVNG OTIG
evdoyeveic VeupIkEG iveg/veupoividia Tou BAevvoydvou og
puaotodoyiké maxu évrepo (lab/avatouikd epyaotripto laow)

MPoo@épel TN SuvatoTNTA TNG AVIXVEUONG TWV OKETU-
AoxoMvepYIKWV VWV o€ 10 Aemtd Kal O O€ 2 WPEG.

Opwg, Ta mTaboloyoavatouikd epyacTrnpla Tou
epapudélouv tn péBodo autn ival Aiya, kabwg amat-
teital 16laitepn HETAXEIPION TOV OTOTENAXIOU, TO
ormoio mpémel va gival vwTio (a fresco) kat va TepayloTel
EVTOC 2 WPWV PE KATAAANAO TPOCAVATOAIOHO, WOTE
va An@Bouv ot amartolpeveg TopéC. H SuokoAia autn
otnv eneepyaocia, mou anartei ekmatdevPEvo MPOow-
mMKS, KABWE Kal To UPNAS KOOTOC TwV avTIdpaoTnpi-
WV AMOTPETOUV OE KATTOLA KEVTPA TN XpNOoLpomoinon
NG ueBoddoL autrig 2.

H avoocototoxnuikn péBodoc pe kaphetivivn
(carletinin immunostain - IHC) mpoo@epe tn Avon ota
mapandvw meoBARUaATA KAl EAATTWOoE TNV MBavotnTa
o@AAPATOC 0TN S1dyvwaon TOU GUYYEVOUC EYAKOAOU.

H kaApeTivivn gival éva mpwTEiVIKO avTtiowpa mou
eK@PAleTal AVOOOLOTOXNMIKA OTA YayyAlakd KUTTapa
TwV U0 VEUPIKWV TTAEYUATWYV KAl OTIC EVOOYEVEIC VEU-
PIKEC iveg /veupolvidia Tou BAevvoydvou Tou yayyAl-
0KOU TUAMATOC o€ vOoo Tou Hirschsprung, kabwg kat
amd @UOCIONOYIKO évTEPO?. H amouaia Tng ékppaong
NG KaApeTIvivng xapaktnpilel To ayayyMako TuRpa
TOU UEYAKOAOU Kal TTPOGPEPEL eMMPOoBeTn Slayvw-
otiki aia ota e€etaldpeva deiypata?* 226 (eikova 5).

Amnodeikvuetal 1blaitepa xproiun emeldn eivat amin
otnv eneepyaoia, dev yivetal amo e€e1dikevpévo mpo-




owikoé Kal dev amaitei dueon emeepyacia Tou ma-
paockevdopatoc. EmmAéov, amaitei AiyoTEPEC TOUEC
TOU IOTOTEMAYIOU O€ OX€0N ME TIC ANNEG uEBOSouc.
Baoiko mheovéktnua TG ueBddov ival n oiyoupn
Sldyvwon xwpic Peudwe BETIKA amoTeAéOUATA AKO-
Ha KAl O€ AU@iBOANEC TEPITITWOELC TTOU TTIPOKUTITOUV
UE TNV akeTuhoxoAnveotepdon?®. To uPnAdé mooooTto
TV aca®wv BloPwy, mou avépxetal oto 17%, umo-
pei va eENaTTWOEL UE TNV AVOOOLOTOXNMIK aUTH HéBOo-
80, Ue ATTOTENECHA TN PEIWON TG CUXVOTNTAC TWV Ap-
@iBoAwv anotedeopdtwy amd 37,8% mpo TNG XPriong
Kahpetivivng oto 11,9% pe tn uéBodo auvtn?-%.

H kaApeTivivn amote)ei xprioipo epyaleio otnv opt-
otk Stayvwon divovtag BeTIKN xpwon oTa yayyAlakd
KUTTOPA Kal TIG eVOOYEVEIC VEUPIKEC ivec/veupolvidia,
EVW N AKETUAOXOANVEOTEPAON Eival XPNOIN OTNV ETTI-
BePaiwon tng diayvwong, amokaAuntovtag tn Spdon
ToU eV{UHOU OTIC UTTEPTPOPIKEC VEUPLKEC (veC?. AKO-
Ja, UTTopEi va eKTEAEITAL OTA KEVTPA TTOU SEV UTTOPOUV
va Kavouv akeTuhoxoAnveotepdon.

To péANov TNG avoooloToXNMUIKNG Slayvwong Ue
KaApeTivivn amaitei épeuva yia va SleukpivioOei n
evaloOnoia kal eldikéTNTA TNG HEBOGSOUL KAl OTN ME-
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tapatiky (wvn, o€ omdvioug TUTTOUC TNG vVOOOU
Hirschsprung, o€ umoyayyAlovwon Kat o€ umepfpa-
XU MEYAKOAO3'32,

Tuumépacua
To M e€akolouBei va gival mpodkAnon yla Toug La-
TPOUC TTOU EUTTAéKOVTAL OTH S1AYVWOT) TOU.

H ékAuon Tou 0pBOTTPWKTIKOU AVTAVAKAACTIKOU
01N JavoueTpia Tou 0pBou €xel euaiobnoia 83% kat
€181kéTNTA 93%. OHWC, TO TOCOOTO TOU S1AYVWOTIKOU
o@AANpaTOC (PeLOWC BeTIKO M) o€ madld pe xpovia
SuokolAldTNTA £ival onpavTikd (7%). H maBoloyoa-
vaTtouikn e€étaon pe Brovia &1 amopulrioewc PAev-
voyovou tou opBou (rectal suction biopsy) pe Aafi-
Sa Noblett kal n xpwon Twv IOTOTEHAXiWY, IOTOXNUIKA
(akeTuNOXOANVECTEPAON) KAl AvoooloToXNMIKA (NSE,
S100, kaApeTivivn) mpoo@épel evaloOnaoia uPpnAodTe-
pn Tou 95% Kkat e1dikotNTAa 100%.

H maBoAoyoavatouikn e€étaon og cuvOuAOUO PE
TNV amoucia Tou opBOTTPWKTIKOU AVTAVAKAAGTIKOU
0TNn HavoueTpia amoTeAoUV Tov TAéoV AIOTIIOTO CUV-
Suaouo pebddwv otn Sidyvwon Tou cuyyevoug He-
yakoéou. |

ABSTRACT

The purpose of this study is to present the most

disease.

The clinical presentation of the disease in each
age and imaging and laboratory tests which
contribute to the documentation of diagnosis
are described. Particular reference is made to
anorectal manometry (absence of colorectal

Diagnosis of HIRSCHSPRUNG' s disease.
A challenge for the present and the future

G.N. Pergamalis, Al.Chr. Oeconomopoulou, Y. Kafritsa, D. Xrisanthakis, A. Tiraskis, Z. Metaxa

reliable methods for the diagnosis of Hirschsprung’s immunohistochemical staining with calretinin,

reflex) and suction biopsy of the rectum with

as they are gaining ground in the diagnostic
armamentarium promising early diagnosis without
anesthesia, surgery and hospitalization.

However, rectal suction biopsy and anorectal
manometry, are the most reliable combination of
methods in the diagnosis of Hirspsprung’s disease

KEY WORDS: HIRSCHSPRUNG's disease; anorectal manometry; rectal suction biopsy; carletinin
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