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IEPIAHYH

H vbéoog tou Hirschsprung (HSCR) amotelel pla ovyyev mabnom, katd tnv oTola SlaTapAOCETAL 1) EVTEPLKN
KinTkotnta. H xipla maboyevetikn ¢ altia ouvioTaTal 6TV AToUcia EVIEPIK®Y YAYYAIWV ATO TO TEPLPEPLKO
€vtepo, A0YWw SlaTapaynG OTn HETAVACTEUOT] KUTTAPWV TNG VEUPIKNG aKpoAo@iag peETaly Tng 5n¢ kat ¢ 7ng
eBdonadag ¢ euBpuikng Lwng. Q¢ ek ToVTOV, 1 YVWOTN TNG EURPLIKNG AVATITUENG TOU EVTEPOU Kal TOU VEUPLKOU TOU
OUOTUATOS ElVAL OTUOVTIKY Yt TNV Katavonon tng maboAoylag g vocou. AlA@OPES YEVETIKEG LETAAAAEELS ExouV
OUCXETLOTEL pe TV ep@avion 6. H ocuxvomta epgaviong tng HSCR extipdtal oe 1:5000 yevvnoetg, evw 1 avaioyia
TV appévwv TPog ta BNAea macyovta veoyvd eivat 4:1. Ta CUPTITOUATA EWVAL TUTIKA TNG AELTOUPYIKNG ATOQPAENG
Tou evtépov. H tpéyovoa texvoloyla TapEXEL APKETEG SLYVWOTIKEG €MAOYEG, aAAQ 1 LoToAOYIKT emifefaiwon
Bewpeitat ws N mo afdmot. H xelpouvpywkr| emepfaocn cuviotd Bepameia ekAoyng kat TEPAXUPBAVEL EKTOUT] TOV
QY OYYALOVIKOU TUTHLATOG TOV EVIEPOV.

A€Eerc KAelS1d&: Zuyyevég Meydkolov, vdoog tou Hirschsprung, ouyyeviig evtepiky vOoog, TatSoxepovpyik.
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Hirschsprung's disease: A worrying disease

Sarris loannis!, Meditskou-Efthymiadou Soultana?, Viktoros Loukial

1. Student of Medical School of Aristotle University of Thessaloniki

2. Pathologist, Professor of the Histology and Embryology Laboratory of the Medical School of Aristotle University of
Thessaloniki

ABSTRACT

The Hirschsprung's disease (HSCR) is a congenital intestinal motility disorder. Its main pathogenetic cause consists of
an absence of enteric ganglion cells from the distal intestine, due to a defect in the neural crest cells migration between
the 5t and the 7t week. As a result, knowledge of the embryonic development of the intestine and its nervous system is
important for understanding the pathology of the malformation. Various genetic mutations have been associated with
HSCR. The incidence of HSCR is estimated at 1:5000 live births, with a male to female ratio of 4:1. The symptoms are
typical of functional bowel obstruction. Current technology provides several diagnostic options, but the histological one
is considered the most reliable. Surgical repair is the treatment of choice and involves resection of the abnormally
innervated (aganglionic) bowel.

Keywords: Hirschsprung's disease, congenital intestinal malformation, paediatric surgery.

Corresponding Author: loannis Sarris, E-mail: sarrisgiannis3@gmail.com

EIZATQTI'H
No6oog TOV Hirschsprung oTola AE(TIEL ] VEVPWOT) TOU TOLYWUATOG EVOG
(Hirschsprung Disease, HSCR) 7 HWKPOU 1) UEYOAVUTEPOL UEPOUG TOU TIOAXEOG
aAMwg  Xvuyyevég  MeyakoAov EVTEPOV, [E OTMOTEAECUN T KEVWON TWV
amoteAel pla ovyyevy madnom, Katd TNV KOTIpAvwVv va eivat dvoxepns 1 advvatn. H
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ouvxvotnta ep@avions g HSCR ektipdral o
1:5000 yevvnoelg, evw 1M avaioyia Twv
appEVWV TPOG TA BNAea mMACYOVTA VEOYVA
elvar 4:1.! Tlpokeltat ywx Ttn ovvnBéotepn
artla amo@patng  TOU  YOOTPEVIEPLKOV
OUOTNHATOG O€ Vveoyva.? Q¢ €k ToUTOUL, T
otolxelwdng efokeiwon pe v Noco Tov
Hirschsprung kpivetal emtakTikny yia 6Aovg
TOUG €PYA(OUEVOVG OF TALSIATPIKEG SOUEG.
AxoAoVBwg, avamtuoocovtal oL OgUATIKEG
epBpuikng

EVTEPOL, NG

EVOTNTEG TNG  (PUGLOAOYLKNG

SlAmAaong  TOU  TAXEOG
mabo@uaoioroylag ™mg¢ vooov, ™mg¢
OUUTITWHATOAOYING TNG, TNG YEVETIKNG Kal
TV Tapayoviwyv Kwwdlvov, TG Sidyvwong
Kal s Bepameiag av TN,

Euppuiki) Suamiacn max€og evtépov Kat
TOVU EVTEPLKOV VEUPLKOU TOVU GUGTILATOG
Tnv 4n Bdopada g eufpuikng mepddov pe
TIS KapPels Tou eufpuikov diockov to omicOlo
TUMHA TOU OP@OALKOU KUOTISI0U (AekiBKdg
0AKOG) EVOWHATWVETAL HEoX OTO EUPpuo
Slvovtag yéveon oTo apyEyovo EVIEPO TO
omolo Swxipeital o€ Tpla TuMpata: To TPocoio,
To puéoo kat omicBo évrtepo.3 ElSkoTepa, o)
amdé To0 TPOcOl0 €VIEPO TPOKVUTTOUV O
@APLYYAG, TO KATWTEPO OVATVEVUOTIKO, O
THNHQ

NTATIKO

0l00QAY0G, TO  OTOHOYOG,  TO
SwdekadaktvAov UEXPL  TO

EKKOATIWUA, TO TAYKPEAG, TO NTAP KAl T
eEWNTATIKA XOAN@Opa, ) amd To HEGO EVTEPO
UTIOAOLTIO

TPOKVUTITOUV  TO TUNUO  TOU

Sw8eKASAKTUAOV, TO AETTO EVTEPO, TO TUPAO

Kal €miong, 1m OKWANKOEWSNG amd@LOoN, TO
aviov Kot 2/3 TOU €YKAPOLOU KOAOU, Kol Y)
amdé to omicBlo €vtepo MPOKUTTOUV TO
TEPLPEPIKO  TUNHX EYKAPoiov KOAOU, TO
KQTLOV, TO OLYHOELSEG Kat opB6.4

To embRAlo ToOUL emMevdVEL TO TEMTIKO
oVOTN X OXNUATI(ETAL A0 TO €vEOSEpUa TOV
ApPXEYOVOU EVTEPOU (EKTOG O TO KEPUALKO
Kl TO oUpaio AKPO TwV OTolwVv To ETONALO
TPOEPXETAL ATO TO eEWSEPUA NG APYXEYOVNG
OTOUATIKNG KOWAOTNTAG KOl TOU OPYEYOVOU
TMpwKToV avtiotoxa). O puikdég kal o
OUVOETIKOG LOTOG TOU TETMTIKOU GUOTIUATOG
TIPOEPXOVTAL ATIO TO OTAAYVIKY OTIRASA TOU
TAQYLOV TIETAAOV TOV HEGOSEPUATOG.S

To maxly évtepo amoteAel Tn ouvéxElH TOL
TEAKOU €lAeoy, €xel pnkog 150 cm  kau
EKTEIVETAL ATIO TNV EAEOTVPALKT) BaABiSa €wg
TOV TPWKTO. Zxnuatifetat eufpuoAoyikd amo
TUHX  TOLAPXEYOVOU HECOU KAl OO  TO
omioBlo0 €vtepo.b Kata v 6" gBdopdda, to
HECO EVTEPO KABWG ETUNKVUVETAL OXNUATICEL
ULt EVTEPLKN] oyKUATN TIOU ETIKOLVWVEL UE TO
OM@OALKO KLOTISO Slapécov €vog otevoL
OUPOAEVTEPIKOU TOPOL (AekIBIKOG pioyog)
uexpttnv 10" efdopdda.

H evtepkn aykVAN Tou pEoOL eVTEPOUL €XEL
éva KEQPUALKO Kal éva ovpaio okéAog. ATO To
ovpaio okéAog Ba TPokLYPEL TO TULUPAD, 1
OKWANKOELONG ATO@UOT), TO AVIOV KOAOV Kol
Ta mpwta SVo TPLTNUOPLX TOVL Egykapoiov
KOA0L. H dvw peoevtéplog aptnpia apdevel oe

00 TO UNKOG TOU TO HEGO EVTEPO.
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H katafoAn tov TueAol gp@avifetal 6Tav 1o
éuBpuvo €xet punkog 12 mm, pe T HOPEN
KWVIKNG SLEUPLVOTG TOV 0UPALOV GKEAOUG TG
TPWTOYEVOUG EVTEPLKNG ayKUANG. To aviov
KOAOV, TOo O8€fl0 kAl HECO TPLTNUOPLO TOV
eykapolov kOAov oynuatifovrar otav M
KaTofoA] TOU TUPAOU KATEPXETAL OO TNV
apxlkn Tov B€om oto el Avw TETAPTNUOPLO
mpog To O8efld Aayovio BoBpo. Katda
Slapkeld auTNG NG KaBOS0ovL, TO ATWTEPO
TUHa TG KataBoAng oxnuatilel éva Aemto
EKKOATIWUX  TOU  OVOMHAleETaL  apxEyovn
OKWANKOELONG amdguon).”

To aplotepd TPLITNUOPLO TOU  EYKAPGIOV
KOAOU, TO KOTLOV, TO OLYHOELSEG KOAOV, TO
0pB0 KAl TO AVWTEPO TUNHA TOU TPWKTOV
mapdayovtat and to omioBlo €vtepo. ‘OAa ta
Tapaywya Tov omiobiov evrépov apdevovrtal
amd ™MV KAtw peoevtépla. To TeAkd Tunqua
Tov omicBlov evtépou ekPaAlel oV audpa,
tio Koo TN T OV eTEVEVETAL ATIO EVEOSEpUQ
KOl OTMEVOElAG OUVEXETAL UE TO ETLTOANG
etwdepua. H apdapa Swapeitar amd 1o
O0VPOEVOELKO SLAPPAYUX CE OUPOYEVVNTIKO
KOATIO kot 0pB06. Apxlka To 0pB6 KAl TO
QVWOTEPO TUNUA TOU TPWKTIKOU OCWANVA
xwpllovtat amd To TmePPAAAOV pE  TOV
TPWKTIKO VUEVA, 0 OTIO(0G OTIAEL OTA TEAN TNG
8n¢ eBfdopddag. ‘Etol ta avw Svo tpita TOov
TPWKTIKOD OWANVA TPOEPXOVTAL OO TO

omiocBlo €viepo kal TO KATw Eva Tpito

QVATITUCOETAL ATIO TOV APYEYOVO TIPWKTO.8

Amé v 51 gfdopuada ¢ KUnong, KUTTAPA -
VEUPOPAAOTEG- TOU KEPAAKOU (KPOU TNG
UETAVACGTEVOUV

VEVPLKNG akpoAo@iog

Slapéoov TWV UEAAOVTIKWV
TIVEVLOVOYXOTPIK®WV veVpwV (vagal nerves)
O0TO HECEYXUHX TOU TPOooBloL €VTEPOU Kol
améd ekel SloyéovTal oTA VTTOAOLTIA TUTUOT
TOU OPYXEYOVOU EVTEPOU KATA HUNKOG TOU
KeQaAo-ovpaiov agova, SLa@opoToLoVVTUL OE
YOYYALOKA KOTTOPA KOL OCUUUETEXOLUV OTM)
VEUPWON OPXIKA TOU €YYUG EVIEPOU KL OTO
TENOG TOV opBov. H Sadikaoia
oAokAnpwvetat kata v 121 gBdopdada.® H
wpipavon aut  elval  evtovoteEPN  OTO
HueVTEPIKO TAEYHa touv Auerbach mapd oto
vmtoBAevvoyovio TAEypa Touv Meissner, To
0To(0 WPLHAleL apyoTEPA. AUTO EXEL TIPAKTLKN
onuacia yio mv ANym Bogiag ota veoyva,
TO00 oTA TEAEWOUNVA 000 KAl OTA TPOWPA.
duoloAoYIKdE, TA KUTTAPA QUTE oxnuati{ouvv
T YAyYAld Kol TIG (VEG TOU QUTOVOUOUL
EVTEPLKOV VELPLKOV CUOTHATOG, SNAaST] TOV
TAEYHATOG TOV Auerbarch (petagy
KUKAOTEPOUG KAl EMUKOUG PUIKNG oTIfadag
TOU HUTKOU XITWVA TOU EVTEPLKOV CWANVA,
LTEVOLVO YLA TNV KW TIKOTNTA TOU) KAl TOU
TAEYUATOG TOV Meissner (otov
LTOBAEVVOYOVIO XLTWVA, VTEVOLVO Yl TI§
EKKPLTIKEG KOl OTOPPOPNTIKEG AELTOVPYIES
Tov emidnAiov).10

L& UOLOAOYIKA ATOUN, TO UTOVOUO VEUPLKO

OUOTNHX TOU €VTEPOVU AMOTEAEiTAL QTO

yayyYAloKa KOTTOpa, amd XOAWEPYLKEG Kal
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adpevepylkéG (Vveg Kal ATl VIKOTWVIKOUG
vmodoxeic. H vevpwomn tov opBoctypoeldois
LE XOALVEPYLKEG, ASPEVEPYIKEG KAl GAAEG (VeEG
dev  €xeL oyxéon UE TN HUETAVAOTELON,
Sla@opoToinot, wPlHavon Kol KATAVOUN Twv
YOYYALOK®V KUTTApwV oTo €vtepo. 'Hon amd
™mv TEUTT euBpuikn eBdopada
SlamoTwveTal 1 Tapovcia Alywv AemTwv
VEUPLKWV V@V 0TO 0pBO amd Ta TUEAKA Kol
TPONOPTIKG TAEypata. OrL TpoyayyAlakeg
TAPACVUTIAOT TIKEG XOALVEPYLKEG (veg
TPOEPYOVTAL ATIO TO TIVEUUOVOYXOTPLKO Kol
TOV LEPO TUPNVA TOU TIAPACUUTAONTIKOU Kol
KATOAYOUV YUP® ATO TA YAYYALKA KUTTOPA.
AT Ta KOTTAPA QUTA HETUYAYYALAKES (VEG
KATOAYOUV OTa UUIKA KOTTAPA OAWV TWV
HUIKWV

oTaswv KoL EAAXLOTEG

UETAYAYYALQKEG  (VEG  KATOANYOUV  OTO

BAevvoyodvio xrtwva.ll

Mia Satapoym OTIG Stadikaoieg
UETAVAOTEVONG, TOAATIAXGLACUOV KaL
SlaopoToiong  aUTWV  TwV  KUTTAPWV

UTIOPEL VA KATAOTNOEL TUUA TOU TAYEOS
EVTEPOU  AYAYYALOVIKO KOL OUVETWG N
Aettovpyko. IMap’ 6Aov OTL avaoTEAAETAL 1)
KAB080G TwV yayyAlaK®V KUTTAPWV, Ol
TPOYAYYALOKEG  TAPACUUTIAONTIKEG  (VES
ovveyi{ouv TNV TOPElA TOVG, ETLUNKVUVOVTOL
Kal  ep@avifovtal  UTEPTPOPIKEG  OTO
ayayyAloko tunua. H mapovcia moAAwv
XOAWVEPYIKWV KOl OSPEVEPYIKWV VOV HE

HUEYAAO TIAYOG KAL 1] GUVETAKOAOLON ainom

NG XOAWVESTEPAOTG VAL XAPAKTNPLOTIKA TG
vooou tou Hirschsprung.12

H MaBo@uaoioroyia ™¢ Nooov
Hirschsprung

0 evTeplKOG CWANVAG VEVPWVETAL amd V0
VEUPLIKA TIAEYpHaTa, To TMAEYpa tou Auerbach
(M Hvevteplko) Tov BploKeETAl AVAUESA OTIG
Svo puikeg oTifadeg Touv PUikoU XLITWVA TOU
TOLWUATOG TOV EVTEPOV KL TO TMAEYUQ TOU
Meissner (1] vmofAevvoyovio), To oTolO
Bploketal otov vOfAevvoydvio XLITwWvA. TN
vooco Ttouv Hirschsprung amovoialovv ta
YayYALOKA KOTTOPA KAl TwV V0 TAEYUATWV.
To ayayyAlovikdé ovtd Tunpa ouvvbwg
TeploplleTal oTo OLYHOEWSEG Kat To opBo
KOAOV, aAAQ pmopel va maoyel 6Ao to TayD
€VTEPO AKOUT KAL TO AeTrTO.13

H amovoia yayyAlakwv KUTTApwY o@EAETAL
OTNV QVETLTUYN LETAVACTEVOT) TWV KUTTAPWV
NG VEVPLKNG aKpoAo@lag katd Tn Stapkela
HeTald 5nG - 7n¢ efdouadag ™G eufpuikng
(NG, o0& HETAAAAEN TOU QVUOTEAAEL TNV
(PUGLOAOYLKT) SLNPOPOTIOINGCT) TWV VEVPLKWV
KUTTAPWYV, OF

Slapopes  PAsypovwdeLg

Swadikaoieg oL  omoleg PAATMTOUV  TOUG
veupoBAdoteg KaBwG Kal oe EAAEWPN OVCLWV
TOU UIKPO-TIEPLBAAAOVTOG OL OTIOLEG ETIAYOUV
™mv SlapopoToinon TWV VEVPLKWV
KUTTApwV.1* H amwlela Twv yayyAlakwv
KUTTAPWYV G€ KATOLO TUUA TIOLKIAOU U1Koug
TOV TIEPLPEPLKOV EVTEPOU EXEL WG ATIOTEAECUA
™MV aduvapio EKTEAEONG TWV QUOLOAOYLKWV

TEPLOTOATIKWV  KvNoewv. Autd ovpfaivel

ISSN: 2241-6005
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eMeLdN]  PUOLOAOYIKA TA KUTTOPX QUTA

EMAyOLV TN  XAAAOT  TOU  EVTEPLKOV
Toywuatos. Emopuévwg, To TAcyov TUua tov
EVTEPOVL BploKeTal o€ HOVIUN cVOTINOT KoL TA
(PUCLOAOYIKA  TEPLOTOATIKA  KOpata  Sev
umopovv va petadobovv oe autd. To vyLEg
€vTepo TPV amd To TMABoAoYIKO TUHa Elvat
OlATETAUEVO  HE  UTEPTPOPIKA  MLIKE
ToWUATA, €EALTIAG TNG TPOOTAOELAG TIOU
katafaAiel yia va vmepfel to kwAvpa.l> H
vooog tou Hirschsprung éxet 6Vo TUTOUG,
avoAOYws eav agopd Bpayld 1 HakKpL TUNHO
TIAGYOVTOG EVTEPOV.
Emdnuodoyia Tevetun-Mlapayovteg
KLvdvvou

H vooog pmopel va ep@avifetal pepovmpeva i
ota mAailola ocvyyevwv ouvdpopwv. To 20%
TWV TEPITITWOEWYV OUYYEVOUG UEYUKOAOU
TAPOVOLAJOVTAL OLKOYEVWG, EVW T avaAOyla
TV appévwyv TPos Ta OnAea vocovvta
EuBpuva elvar 4:1.1 Ou péxpt toU8e €pevveg
éxouv katadeilel OTL pmopel va mpokAnOel
amdé  pETAAAAEN o kKATO  Yovidio,
ovumepAapBavouévwv twv RET, EDNRB kot
EDN3. llpdxettat mepl moAvyoviSLaKnG VOGOU
HE aTeAN) SLECSUTIKOTNTA Kol EVHETARANTN
EKPPACTIKOTNTA Kal eu@avifetal oe 1 ava
5000 Cwvta veoyvd.l® XtTig TEPLOCOTEPES
TEPITTTWOELS, T VOOOG KANpPOVOoueiTal pe
ETILKPATN QUTOCWUIKO Yapaktipa. QoTtd00, N

YEVETIKN TNG VOOOU elval TePITAOKN Kot Sev

€xeL SlodevkavOel TTAT PwG.

Mivakag 1. [Tapovoiaon €€ petadrd&ewv Tov
€XOUV OUOYXETIOTEL pe TNV Taboyéveon Tng
Nooov Hirschprung, Bacel twv yeveTikwv
dedopévwv TOU GeneReviews OV

[Mavemotnuiov NG Ovdowvyktov (Online

2/2/2021, Stabéoo amo:
www.genetests.org).
To TPWTO-0YKOYOVISL0 c-RET T0V

xpwpoowuatog 10 amoteAel To ovvnbéotepa
UETOAAQYUEVO GTO YOVOTUTIO TWV TIALCXOVTWV
KOl TO TTAE0V EVETIPOPO O€ PETAAAAEN TUNHQ
Tov @aivetat va eivat to €fovio 13.17 H
mpwTelvn (VTOSoXEAG KLVAOMG TLUPOGIVNG)
TOU KWSIKOTOLEITAL amd autd TO Yovidio
EUTAEKETAL OTNV KUTTAPLIKY onpatoddtnon
KAl (UOLOAOYLKA, Kata tnv 51-7" gfSopada
™S eufpuikng avamrtuing emAysl TN
UETAVAOTEVON  KUTTAPWV  TNG  VEUPLKNG
AKPOAO@IOG OTO YOOTPEVIEPIKO OCWANVQ,
O0mov  oynupatifouv  yayyAla  aUTOVOUOU
VEUPLKOV oLOTNHATOG.18 ‘000 vwpitepa KATA
™mv  eufpuikn  avamtudn  ekdnAwbel 1
mafodoywkn ékepaon tov RET, To600
Baputepn elvat 1 ovvemakoAovbn vooog
Hirschsprung (HSCR). H cuvvoonpotnta tov
pueyakoAov pe v tplowpic 21 (Down
Syndrome, DS) evdekvouv oV
Taboyvwuovikd poAo Tov petaAdaypévou Ret
o€ QUEOTEPEG TIS Slatapoyés. Amo peta-
avdaAvon twv Friedmacher kat Puri tov 2013,
éxel efayBel otL to 7.32% TWV TACXOVTWV
amé HSCR eixav DS, evwy to 2.62% ToOUL

OLUVOAWV TwV atopwv pe DS emaocyav amd
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HSCR.1? EmumA€ov, to RET €xelL ovoxetiotel pe
HLEAOELSEG KapKivwpa Tou Bupeoeldols Kal
TO VeVPOPAGOTWHN, TOU ER@AVICOVTAL LE
aQuENUEV OUXVOTNTA OE TACXOVTEG QATO
HSCR.20

To yovidio EDNRB (oto xpwpoocwpa 13)
Kwdlkomolel Tov vmodoxéa  evéoBnAivng
tomov B. To yovidio EDN3 (oto xpwudéowua
20) kwdkoTolel TN ONUATOSOTIKI TPWTEIVN
evéobnAivn 3. H aAAnAemiSpaon twv &vo
TPOAVAPEPDEVTWV TIPWTEIVIKWY TTAPAYDY WV
EMAYEL TN (PUOLOAOYIKY wplpavon Twv
EVTEPIKWV VEVPLIKWV KUTTAPWV KATA TNV
euPpuikn avamtuin. MetaAAGEels o€ aQuTd Ta
Vo yovidlx £xouv ocvoxetiotel pe tnv HSCR
TOmov 1.2 Me To oLYYeVEG peEyakoAov £xouv
emiong ovoyxetiotel ta yovidia NRG1 (oto
8p12) «kat NRG3 (oto 10g23.1) mov
KWOLKOTOLOUV  TI§ avTIOTOXEG TPWTEIVES
VEUPEYKOVAIVNG (Tov  oupfdAiovv  otnv
Slapopomoinon Twv Kuttdpwv Schwann kot
O0TO OYNUATIONO VEUPOUVIKWV GUVAPEWV).22:
23 Me Vv avamtuén HSCR, emmpooBetwg, £xet
ovoxetiotel To yovidio NOX5 (oto 15923), to
omoio kwdwkomolel v NADPH o&elddon
tomov 5 (EF-hand calcium binding domain 5),
Hlt TPWTElV Tou Sl NG  TapAYwYNS
O00VTIEPOEELSIWY ETAYEL TN PWOEPOPLALwGON
™m¢ (amapaitnTng yw TN VELPWVIKN
QVATITUEN ) TUPOCLVIKNG KIVvdonG c-abl.z4

Q¢ mapdyovteg KIVEUVOU ylX TNV avATTULEN

enterocolitis, HAEC) £xouv avayvwploBel n
kaBuotepnuévn Sldyvwon g vooov (TEpav
™m¢ plag efdopddog amd ™ yévvnon) kKot n

vTapén Tplowpiag 21.25

ZUUTTTWUATOAOYI

Ta ovpnmtwpata t™¢ HSCR  ouvvbwg
ekSNAWVOVTAL APECWS META TOV TOKETO. ATtO
QUTA TO OUXVOTEPO KoL TAEOV EVOEIKTIKO
éykeltal otnv Kabuvotépnorn amofoAng Tovu
UNKwviov (Ta MPWTH KOTIPAVA TOV VEOYVOU).
Kd&Be veoyvo mou dev amofAaAAeL pnKwvLo TIg
TpwTeS 24-48 wpeg ™G {wing, TPEMEL va
eAéyxetal  ywr Umap&n TG VOGOU  TOU
Hirschsprung.2¢  Emiong, ota  veoyvd
TAPATNPOVVTAL XOAWSELG EUETOL KL KOIALOKT)
Stdtaon. Xe pepwka  maldld 1 vOoOG
EKSNAWVETAL WG TANPNG EVTEPLKN ATIO@PAEN,
EVW KAmolx GAAa  ekdnAwvouv TN VOGO
Katomw efSoudadwy, ¢éwg 6ToL ep@avicOel n
maboyvwpovikn emipovn Svokoldtdtnta. Ta
TPOAVAPEPHEVTA TIPOKVUTITOUV SLOTL O PUTKOG
XLTOVAG TOU TPOooPEPANUEVOL TUUATOS TOV
0pBoV KAl 0 £0W CELYKTNPAG TIOU TIPETEL VX
XaAapwvouv, O0tav To opBo Swatabel amd
KOTPAVWOEG TEPLEXOUEVO Yl va YIVEL T
a@odevon, Bploketat o€ poOviun ovoTAGT).
Kat autdév Tov TpOTO, OTO KEVTPIKO TUNHX
TOU EVTEPOU GUGOWPEVOVTAL KOTIPAVA TIOU
aduvatovv va SiEABovv amd TO TACYOV

Tupa. E€aitiag tng otdong twv Kompavwv

EVTEPOKOAITIONG  OXETWOMEVG HE  VOOO guvoelTal 1 avamtuén Twv pkpofiwy Kal M
Hirschsprung (Hirschsprung's-associated ekdAwon  evtepokoAitidag pE  TUPETO,
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EUETOVG, a@uddTwon Kat OYKWSELS
Slappoikeg kevwoels. MeyaAltepng nAiag
vooouvTa T éxouv LOTOPLKO
HLOKPOXPOVLXG SvuokoALdTNTOG Kal
xapaktnpilovtal amd Kowllakn Siataon kol
mtwyn 0péym. [ToAAEG @opég elvat opatd ta
TEPLOTAATIKA KUUATA TOU EVTEPOV KATW ATO
TO Aemtd KOWOKO TOlYWHX KOl OLXVA

UnAapwvtal kompavwdelg pales.2’

Awdyvwon

Awaxyvwotiky mpooéyywon TG Nooov
Hirschsprung

H 8tayvwon ™ vooou apyikd mibavoAoyeital
amd TO OTOPKO Kal TNV KAWLIKN e&étaom.
XapakmnploTikn eival 1 EAAelm KOTpAvVwV
oto opb0o, svw mapatnpeltal UETEWPLOUOG
KOWlag xwpls va ovvodeveTal MAVTA ATO
movo. Ta yevikd KAWIKA onpeia ™G vooou
Hirschsprung evielkvLoLY EVTEPLK)
amo@padn kat pmopel va elval PELWUEVOG
TEPLOTAATIONOG, SLOYKWUEVT KOWAlM, PEVOTA
KOTIpavVa, TUPETOG, VvauTia, a@uddtwon,
KOWMXKO  GAYOG, EUETOG KOL  KOXEKTIKN
avamtuén katd v madik) nAwkia. H
SaKTLALKY €€éTaon ouVNBWGS ATTOKAAVTITEL pio
Kevrl opBikn AnkvBo kot evoéxetal  va
EKPNKTIKY)

amofoAn agplwv kal kKompavwv (unkKwviov

TPOKOAECEL  XAPAKTNPLOTIKY
€AV TPOKELTUL YlX VEOYEVVNTO) KATA TNV
amdéovpon Tov SakTuAov.28

[llo ovykekpluéva, OVUEWVA HE  TOV

Slayvwotikd aAyopiBpo g Mayo Clinic,

ouvn 0N CUUTITWHATH TIOU GUVIYOPOUV YlX
vooco HSCR oe veoyévvnta eival ta €ng: o)
QTOVC(A TIEPLOTAATIKWY KIVIOEWV TIG TIPWTES
48 wpeg Cwng, B) dvokoOTNTA Kol aépla
OV UTOPEL va TPOKAAOVV avnovyxia oTo
Bpéwog, y) xollakn Sidtaon, ) PBabuaia
ELPAVIOT  EUETWV  TPACWNG 1 KAPE
amoyxpwong.2?

H HSCR evééxetar va ekbnAwbel oe
Hetayevéotepn NAkia. e aqutiv TNV
mepimtwon, To umoe  eg&etaon  maudi
mapovolalet T akdéAovBa  onueia: )
SUOKOLOTNTA TIOU ETISEVWVETAL UE TNV
Tapodo Tov xpodvov, B) apodevon vEaPWV 1
TOATWSWV 1 HOAAK®DV KOTPAVWV  ULIKPWV
Slaotdoewy, y) amwAgla 6peing, §) advvaulia,
€) KaBLOTEPNUEVT CWUATIKY avATITUEY.30
AoV Tebel n vmoyia, Sievepyeltar évag
Baplovyog vTTOKAVOUOG. Méow €vOg €L8LKOV
owAnva, To Baplovxo SLIAAVHA ELCAYETAL OTO
TEPLPEPLIKO TUNUA TOU TIAXEOG EVTIEPOU per
rectum kot Swmotilet  To  evdoBnAlo,
SNUOVPYWVTAG WA OO OLAOVETA  TOU
EVTEPIKOU CWANVA. TNV aKTwvoypa@io Tov
akoAovBel (Ewéva 1), amewoviletar pe
aKTwvookioon To TaBOAOYIKO TEPLPEPLKO
TUNUX TOU EVTEPOV, TIOU E(VAL OTEVWUEVO, T
uetafBatikn {wvn Kal To SIATETAUEVO TUNUA
KEVTPIKOTEPQ.3L
Ewkova 1. Metomaia aKTvoypa@iky
amelKovion, 0Tov Slakpivovtal 6TEVWOT 01O
TEPLPEPIKO TUNUA TOV €VTEPOV, BIwG oTOo

UPIog ToL €yYyUG oLlypoeldois Kal SLATaotn oTo
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Topog 21, Tevyog 4 (OxtwfpLog - AekéufBplog 2022)

KEVTPIKOTEPO UVUYLEG TUNUA TOU KOATLOVTOG
kOAov. (Case courtesy of Dr Mohammad
Farghali Ali Tosson, Radiopaedia.org, rID:
50255, CC BY-NC-SA 3.0)

e oSl PEYaAUTEPNG NAKIOG KAl EVIALKEG,
alomoleltal 0 €AEyXOG  VEUPOMVIKNG
AgLToVpYLlag TNG TEPLOYNS, LECW AVOPOWTIKNG
HovopETPLaG.32 To UTTHAGVL TOU HLAVOUETPLKOU
KAOETNpA ELOAYETAL O PUNKOG TEPITTOL 6 cm
amd TNV 0S0VIWTH YPAUU] KAl QTOCUPETAL
apyd, OVTOG OUVOESEUEVO HE TN OUOKEUN
KAToypa@ng TECEWV. YTO (QUOLOAOYLKES
ouvOnkeg, oL pveg Tov TEPPAAAOVY  TOV
0pBOTIPWKTIKO ocwAva yaAapwvouv. Eav
auto Sev oupfel kal ol MEcELS TTAPAPEVOLY
vymAég, Tote mBavoroyeitat HSCR.

Toppwva kat pe Tig KatevBuvtnpileg 06nyieg
yw Tt Slaxeipton g voocov amd  TO
Evpwmaikd Aiktuo Ava@opmwv Yl OTAVIEG
KAnpovouwkég  katr  Zuyyevels  Avwpalieg
(European Reference Network for rare
Inherited and Congenital Anomalies, ERNICA),
N SLdyvwon opLOTIKOTOLEITAL HOVO UETA ATIO
Byl Tou opBoV, pe TN xpnon KNG
OUOKEUNG TIOU OvVOPPOPA HIKPO TEUAXLO
BAevvoydvou kal voAevvoyoviov xltwva.33
To Selypa e€etdletal PIKPOOKOTIKA Yyl Vo
amovoia

SwamotwBel 7 YaYYALOK®OV

KUTTAPWV Kol n TAPOVGLATIOAAWY
UTEPTPOPLKWV  YXOALVEPYLIKWV VWV  OTOV
vTof3Aevvoydvio, kVpla otov BAevvoydvo kal
Blaitepa otV vmoyayyAlakn {-meploxmn.34

EmumAéov, SUvavtal va e@appocBolv el0IKEg

LOTOXNUIKEG  SoKLHaoleg, OMWG 1 TEXVIKN
TpocsSloplopoy TG  SpacTnPLOTNTAS NG
aKeTUAYO0AwveoTeEpdonG (Ach) tng omolag
SpaotnpoTnTa  elvat  auinuévn 0TO
ayayyAlovikd kodov (Ewova 2). H ofia tng
nuebodov NG AKETLAYOAWVEOTEPAONG Elval
TOAU HEYAAN KOl TA QATMOTEAECUATH TNG OTN
Stdyvwon ¢ voocou Tou Hirschsprung
ayyilouv to 100%. Emiong, pmopel va yivel
amevBelag avdAvon  TOU  YOVISLWUATOG
KQTOTILV KUTTAPOAVOTG YLA TNV QVEVPEDT] KOl
Tautomoinon  UETOAAGEEWV  TOu  YoviSiov
RET.35

Ewkova 2. MiKpoOoKOTIKY E£lKOVA OgTIKNG
LOTOXTHLKNG Sokpaoiog
akeTvAoxoAwveotepaons (AChE). Evéektikog
€lVaL 0 KAPE XPWUATIOUOG TWV VEVPLK®V VWV
oto xoplo. (Wikimedia Commons, CC BY-SA
3.0)

Awx@opikr) Stayvwon

To  ovyysvég  peydkodo  mpémel  va
StapopodayvwoBel amd pla oepd GAAwvV
TadoewV TOU TPOKAAOVV TAPATANOLO
KAWIKN €kova. Ot TaBnoelg auteg evdexetal
va elvat ot €€ig: Ewedg ek Buopatog
Mnkwviov, ZUvdpopo EvepeBiotov Eviépov,
ouvSpopo touv Mikpol Aplotepol Kodov kat
0&0/Xpbvio/Toliko MeyakoAo. Tuyov
dlatapayn NG @UOLOAOYLKNG OTPOPNG TNG
EVTEPIKNG ayKUANG (malrotation) «kat n
atpnolo Tou AETTOU eVIEPOL Elval evdeydpeva
oV TPEMEL va An@Bovv LTOYLVY KaTd TN
Stapopkn

Styvwon. Emunpdobeta,
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TABO0AOYIKEG  KATAOTACEL OTwG  onym,
vToBLVPEOELSIOUOG, VTIOYAUKQLULQ,
(PAOLOETILVEPPLSLOKT QVETIAPKELX Kot
KPOVIOEYKEPOAAIKEG KAKWOELS €lval Suvatov
VO TIPOKOAAEGOUV KALVIKT] ELKOVA TIEPLPEPLKNG
EVTEPLKNG ATOPPAENG OTA VEOYVA.36
Oepaneia

H avtiletwmion tou ovyyevoug peyakoAov
ETLTUYXAVETAL ME TNV  a@aipeon  TOUL
AYQYYALOVIKOU TUNUOTOG TOU TIAXEO0G EVTEPOU),
a@ol autd amoovu@opnBel amd Ta KOTpava
HEow per rectum TAVCEWV. XNUEPA, OTIS
TEPLOCOTEPEG  TEPIMTWOELS KAl OlwG o€
VEOYVQ, SlevepYelTal Pl eviaio XELPOUPYLKN
emepfaon peE TOU HEOQ QMO TOV TPWKTO,
StexfBoAn] amd ekel TOU EVTEPLKOV OWANVQ,
EKTOUT TOU AyQYYALOVIKOU TUNUATOS KAL TOV
KEVTPLIKOTEPOU SLATETAUEVOLU TUNHATOG TOU
EVTEPOV KO, TEAIKA, OVACTOUWON TWV
XELEWV TOV VYLOUG EVTEPOU HE TOV TIPWKTLKO
owAva. H avaotopwon mpémel va yivetat
TAvw amd 1o VYOG Twv CELYKTPWVY Kal
TPOCEKTIKA, TPOKEIUEVOU VA  amo@evyOel
KATIOL0G TPUAVUATIONOG LKOVOG va
eykatodeliPel €@’ 0pov {wng akpatela.3’ Ze
autd 1o €ldog emeéuBaong Sev amalteltal
QVOLKTN] TOMN, €@OCOV Ol XELPOVLPYLKOL
Xeplopol yivovtal Stapécov Tov TpwKTov Kal
3-4 AATTAPOCKOTILKWYV OTIWV ETIL TOU KOWALAKOU
TOLYWUATOG.

[MoAawotepa, oAAd kal onpepa o€ Papewg
Taoyovta maldld, 1 emépPaon teAelto o€ Vo

Xpovoug. Xe auTtnv TNV TEPIMTWOT, ApPXIKA

Snuovpyeital gl KoAootopila (1 omaviwg
elleootopia eav n BAAPN ekTelveTal £wG KoL
TO VIOV KOAOV) O€ VYLEG TN TOU EVTEPOU,
oAadn 1o MaABoAOYIKO TUNHX TOU TOXE0G
EVTEPOV  QQUIPEITAL KOL TO GKPO TOV
EVATIOUEIVAVTOG VYLOUG TUIUATOG OUVSEETAL
He éva avolypa (otopto) mou Snuiovpyel o
XELPOUPYOG 0TO KOALAKO TOIYWUA TOV TS0V
KQL TO 0Tolo ouVSEETaL e o (ATTOOTIWUEVT))
QTIOXETEVTIKY] oakoUAa.38 Evtog autig Oa
eKBaAdlovv pecompoBeopa TA TAPAYOUEVH
KOTpava. e SeVTEPO XPOVO, APOV ETOVAWDEL
TO TETUNUEVO €viepo (UETA amo 6-12 unveg),
akoAovLBel 1 amOOTHON TOU TEPLPEPLKOV
TUNHATOG TOV VYLOUG EVTEPOV ATIO TO GTOLLO
KQL 1) QVAOTOUWON TOV HE TOV EVATIOPEVAVT
opBo/mMpwKTIKO ocwAnva. Ze Tpito xpodvo
KAelvel Kal 1 KoAooTopla.

levikd, 6tav 1 mabnon emekteivetal €wg To
EYKAPOLO 1) TO aviOV KOAOV, 1 KLvnToToinon
TOV EVTEPOU YiveTal Aamapookomika. Katda
Sldpkelar ™G emMEUPAONG TPAYUATOTOLEITOL
Steyxelpntikn tayxela BoPia amd Sadoyikd
onpeia TOv EVTEPLKOV TOLYWUATOG,
TPOKEIHEVOLU  Va  eEac@oAlotel  OTL  €xel
agalpedel 0AdKANpo To TaBoAoYIKd EvTtepo.
Meta ™ Xelpoupylkn emepPaon, EwG Kol TO
90% tTwv TSV amoBAAAOVV  KAVOVIKA
KOTpaVA KOl HTOPoOUV  va  Slayouv  pia
PUGLOAOYLKT {w1], LOAOVOTL EVEEXOUEVWG VI
kaBuotepnoovv va pdbouv Tn cwotn Xpnon
TWV HUWV TOU TEPWVEOU KATA TNV

a@odevon.3? MeteyxelpnTikd ev8ExeTaL Vo
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Topog 21, Tevyog 4 (OxtwfpLog - AekéufBplog 2022)

ELPAVIOTOVV Ol AKOAOULOEG EMITTAOKEG TIOU
UTIOXWPOUVV HE TNV TAPoSo TOU YPOVOuL:
SLdppola, aKPATEL KOTIPAV®WY, SUCKOIALOTN T
(mov BeATwwvetal pe XPNON  UOAAKTIKWV
KOTIpAvwyV).40 Katd TOV TPWTO
UETEYXELPNTIKO XPOVO VTAPXEL Kivduvog
QVATITUENG  EVTEPOKOAITIONG KAl WG €K
EVOEIKTIKA

ToUTOV, OUUTITOUATH  OTIWG

Slappola, EUETOG, TUPETOG,  SLATETAPEVT
KOl Kol apoppayia amd to opbBo xpnlovv

LATPLKN G TTHPAKOAOVONOT|G.

LUpTEPAGRATA

H vdécog touv Hirschsprung amotedel pia
ouYyevl] TAONON  TOU  YAOTPEVTEPLKOV
OLOTNUATOG, 1) oTola €Gv §ev SlayvwoTel Kot
Bepamevtel €yKalpa ouvemAyeTal cofapEg
ETIITWOELS TNV TOLOTNTA (WG TOL TALSL10V
KOL TOU OLKOYEVELAKOU TOU TEPLBAAAOVTOG.
[lpokeltar  ywx TN ovvnBéotepn  autia
ATOPPAENG TOU YUOTPEVIEPLKOV CWANVA OF
veoyva. Itnv kaB' nupépa KAk Tpddn,
ouVVIOTA pia ouxv TPOKANGT YLX TO LATPLKO
KOl VOOTAEUTIKO TPoowTILkO. H KAviKN elkdva
™G Sev elval o€ OAEG TIG TIEPITITWOELS TUTILKY)
Kal XpeLdletal ouveyng emaypUlTVNON ATO
TOUG ApUOSIOVG ETTAYYEANATIEG LYElQS Yot TNV
TEPALTEPW SLEPEVYNON KL AVTLUETWTILOT) TNG,
KaBwg kot yia TN Slaxelplon twv acBevwv
TALS LWV, IOV TIPETEL VA @POVTI{OVTAL KAl VA

TapakoAovBovvtal pe Swaitepn mPoOoOXY).

Emopévwg, n otolxeuwdng efokeiwon pe tmv

HSCR kpilvetal €MITAKTIKY Yl OAOUG TOUG

ePYALOUEVOUG OE TTASLATPLKEG SOE.
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202 Tépog 21, Tevyog 4 (OkTwPpLog - Askéupplog 2022)

IIAPAPTHMA

ININAKAZX 1. MetaAAdgels ov €youv cuoxeTiotel ue tnv maboyéveon g Nooov Hirschprung, Bdoel twv
yevetikwv dedopévwv tou GeneReviews tou [avemiompiov g Ovacwvyktov (Online 2/2/2021, Stabéoipo
amd: www.genetests.org).

Fovidio | Fovidiakdg | Kinpovoukotnta | Tuxvotnta TVmog
TOTIOG
RET 10q11.2 Emikpatnig 17-38% Bpayéog
TUHATOG
70-80%
Makpov
0,

>0% TUMHATOG

3-10% Owoyevng

AmAdg

GDNF 5p13.2 Emikpatnig <1% [TowiAog

NRTN 19p13.3 Emikpatnig <1% [MowkiAog

EDNRB 13q22.3 Emxpatnig/ 3-7% IMowkiAog
YmoAeimopevn

EDN3 20q13.32 Emwpatnig/ 5% [TowiAog
YmoAeimdpevn

ECE1 1p36.12 Emikpatnig <1% IMowkiAog
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Ewova 1. Metwmaia akTtoypa@iky ametkdvion HETA oKlaypa@ikol, 6mov Stakpivovtal otévwon oto
TIEPLPEPLKO TUMUA TOV EVTEPOV, LOIWG 6TO VoG Tov £YyVS olyHoeldoUG¢ Kal SLATAOT 6TO KEVIPIKOTEPO VYLEG
TUNHX TOU KATLOVTOS KOAou. (Case courtesy of Dr Mohammad Farghali Ali Tosson, Radiopaedia.org, rID:
50255, CC BY-NC-SA 3.0)

Ewova 2. MikpookoTiky ekdéva OeTikng otoxnuikng Sokipaociag aketvAoxoAweotepdong (AChE).
EVSEIKTIKOG Elval 0 KAPE XPWUATIOUOG TWV VEVPLKWOV VWV 0TO X0pLo atnv BAevvoydvia puikny otifdda kat
otov vmofAevvoyovio. (Wikimedia Commons, CC BY-SA 3.0)
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