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KPATAK CAAPXA)J

YBop Peruje noehaHe exoreHocTn abaomeHa deTyca, Kao LUTO Cy exoreHa LpeBa, MEKOHWjaTHV ey
1 MeKOHUjaH/ NePUTOHUTHC, Majy noBehaHy NpeBaneHumjy pasnnunTnX HEMOBOJbHYIX NCXOAA, KOjU
YKJbyuyjy Xpomo3omonaTtuje, HGeKLje LUTOMEranoBMPYCOM, MHTECTUHAHE ONCTPYKLMje, aHOpeK-
TanHe mandopmavuje n yucTuyHy Gnbpo3sy. PaHuje je npeHaTanHo NCNMUTUBabE MOCTOjakba LMCTUYHE
d1bpo3e, KAo TELLKOT ayTO30OMHOT PeLIeCMBHOT 000/besa, MpeiaraHo camo NopoAMLaMa y Kojuma ce
jaBsba umcTyHa ¢rbposa. Y nocnenrbe Bpeme yBeeHo je OTKpKBakbe KPO3 CUCTEMCKE YNTPa3ByyHe
npernefe C HanasoMm LipeBHOT XMMepexoreHnTeTa, rae je GeTyc MHAEKCHU Cyyaj 3a reHeTcko obosbe-
tbe. PV3UK 3a LncTnyHy prnbposy y oBrm ciyyajesrma je 0-33%.

Mpukasn 6onecHuka MpurkasaHe cy ABe »eHe cTape 29 1 24 rofuHe KOA KOjuX je y NpBoj TpyaHohu
YNTPa3BY4HO OTKPVBEHA C/IMKA MEKOHWjaTHOT MEPUTOHMTICA Y 37. Hefiesbl recTalmje, OBHOCHO MeKO-
HujanHor uneycay 29. Hefierbyt. Y 06a ciyyaja mocTaB/beHa je MHAMKaLWja 3a MpeHaTaHo NCMUTHBaHE
Ha LMCTUYHY Gubpo3y, KaproTrna NaoAa 1 MHTpayTepycHe nHbeKLuje. 360r Hecapaate poauTesba,
NCNUTMBatba Kog NpBe TPYAHMLE HUCY 3aBpLueHa. Koa apyre TpyaHuLe yTBpheHn cy HopmanaH Kapw-
OTUM U HeraTBHa aHTUTeNa Ha MHEeKLMjy LToMeranoBupycom, Aok je aHanusa [IHK nokasana ga po-
JOUTeSbY HUCY HOCKOUM HujeHe oA 29 Hajuelwhux myTauumja 3a unuctuuHy ¢unbposy. Oba geteta cy op-
Max Mo pohetby onepricaHa, a HemoCPeAHN NOCTONepPaLOHM TOK je MpoTekao HoOpMaHo. XmcTonaTto-
NOLWKW Hanas je KoA npBe TPyAHULE YKa3ao Ha MoryRHOCT UucTuyHe Gpubpo3se, a Kof Apyre Ha KoHre-
HUTaJIHY LipeBHY CTEHO3Y.

3aK/byuak YnTpa3ByyHy Hana3 XvnepexoreHvx Lpesa ¢peTyca, MeKOHWjanHor nneyca v MekoHujan-
HOF MEPUTOHMTYICA OMPaBAaBa MHBA3VBHE NOCTYMKE pafy OTKPMBatba XPOMO30OMCKIX abepaLinja 1 KOH-
reHunTanHMX nHdeKLYja, Kao 1 TecTuparbe poauTesba Ha LCTUYHy dprbpo3y. Camo ako ce foKaxe xe-
TepPO3UroTHOCT PoAMTESba MHANKOBAHO je ncnuTrBarbe gpeTyca. Kao nsonosaHv nopemehaju, MeKoHu-
janHW nneyc u MeKoHMjanH1 NEPUTOHNTIC Majy BOOPY XMPYPLLKY MPOrHO3Y.
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ITosehana exoreHocT abmomena detyca, me-
¢duHMCaHa Kao LipeBa C YATPa3ByIHOM TyCTH-
HOM jejHaKoj KOIITaHoj, jecTe mopemehaj Ko-
ju ce jaBma kox 0,2-1,8% ¢eTyca npu pyTuH-
CKOM Y/ITPasBy4qHOM IIperyiefly TOKOM pyror
Tpumectpa [1]. Panuje ce cmaTpaino fa je oBaj
nopemehaj HopMasHa rmojaBa Koja 06M4YHO He-
craje mocne 20. Heflerbe recTanuje. KacHuje je
YCTaHOB/bEHO JIa OBAj HaJla3 MOXKe OUTHU YAPY-
JKeH € XpPOMO30MOINaTHjaMa, KOHTE€HUTaTHUM
nH(eKIMjaMa [UTOMETaIOBUPYCOM, MHTECTH-
HaJIHUM OIICTPYKIIJjaMa, RHOPEKTaTH!M MaJl-
¢dbopmanmjama, anu 1 TEUKUM MYITUCUCTEM-
CKMM TeHCKuM nopeMehajem, kao mro je uu-
ctruHa ¢pubposa (L) [2].

Kox MexonujanmHor neyca nosehana exore-
HOCT 1lpeBa HacTaje Kao pe3ynTar fexuspara-
LMje MYKYca, KOji IIOCTaje BUCKO3aH U OIICTPY-
Mpa LipeBHM TYMEH, IITO ce femasa Kop LD,

e Kap1oTHIIa 1 NHQEKIMje IUTOMETaNoBIUpPY-
coM 13 KpBH (eTyca fobujeHe KOPHOLeHTe30M,
a7y ¥ UCIUTYBAlbe popuTesba Ha LID. Y noyer-
Ky je IIpeHaTalHo ycouTuBame Ha LI mpep-
JIaTaHO CaMO TPYHHMUIIAMA C IO3UTUBHOM IIO-
POMMYHOM aHAMHE30M Ha OBO TEIIKO 060/be-
me. Y Hocnenmwe BpeMe, MehyTum, yBesieHo je
U OTKpMBambe KPO3 CHCTeMaTCKe YITpa3BydHe
Ipersefie ¢ HaJla30M IIPeBHOT XUIIepeXOTreHNTe-
T4, I’7ie je HeTyC MHEKCHU CITy4aj 32 000Ibembe.
Bpmmn ce IHK ananmsa xpBu poguTena, a ca-
MO aKO Ce JOKa)Ke XeTepO3UTOTHOCT POJUTEIbA,
ucnutyje ce mwnof. Pusuk 3a IO y osum cny-
vajeBuMa je 0-33% [1]. OBaxo MMPOK pacroH
MO>Ke OUTI pe3y/ITaT pas/iuKa y IpeBaieHIn-
ju 1P, cTonm oTKpuBama MyTalyje U CUTYp-
HOj AujarHo3u. [loTBpaa unmm uckmwyueme LD
Kao Moryher yspoka MeKOHMjaTHOT Meyca 1
MEKOHUjaTHOT IePUTOHUTICA 3HAYAjHO yTU4e
Ha IIPOTHO3Y ¥ YCIEIIHOCT JIeYerba.
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Cnuka 1. MeKoHUjanHy NepUTOHNTUC
Figure 1. Meconium peritonitis

HMM HajTa30M Moryher MeKOHMjaTHOT IePUTOHNTIUCA C BU-
JUBMBUM €XOT€HUM 3UJJOBMMA 1IPeBa, 6€3 IaTOMOLIKIX AN~
natanuja u 6es cnobonHe Teynoctn (Cruka 1). AHanusa
KpBH deTyca je Mokaszana HOpManaH KapUOTUI 1 HeIo-
cTojame MH(eK1Uje nuToMeranoBupycom. Poguresn cy
yuyhenu Ha tectupame 3a LI®, anmu ce Hucy jaBum.

[Tocre BarmuanHor nopobaja, gete (3600/53/36, Anrap
ckop 8/9) je onMax mpe6adeHo Ha ofie/berbe fiedje XUPYyp-
ruje, The je omepucano (resectio intestini illei, illeostoma).
HemnocpenHu nocronepanoHy TOK je IpOTeKao HopMar-
HO. XMCTOIIAaTOMIOUIKM HaJla3 je II0Ka3ao fja IpoMeHe IOT-
IIYHO OfIrOBapajy MEKOHUjaTHOM NIepUTOHUTICY Pas3BU-
jeHOM HaKOH MHTpayTepycHe pynType npesa. Hamas no-
Behanor 6poja MynuHOsHMX emmTenHuX henunja y cyso-
KOXM 1IpeBa 1 GOKaTHO AUTATUPAHNX LIPEBHNUX KPUIITH
no6ypun cy cymmy Ha LId. Haxxanoct, 360r Hecapapmbe
ponuTerba, 0Ba CyMba Hije IoTBpheHa.

NPUKA3 APYTE BOJIECHULIE

PyTUHCKUM yATPa3ByYHUM HperiefoM IPBOPOTKI CTapOj
24 ropyiHe OTKPMBEH je y 29. Hemesby TecTanuje peranHu
acruTec. [leTa/bHNUM IIPEITIeOM YCTAaHOB/BEHO je 1a Tope
C1060HE TEYHOCTH Y IOBUM MapTijaMa abgoMeHa deTy-
ca TI0CTOj1 ¥ U3pakeHa eXOTeHOCT 1IPeBHIX BUjyTa Koje
cy punatupasne (Ciuka 2). 360r cyMibe Ha MEKOHMjaTHN
WJIEYC, a TI0 CaBeTy FeHEeTCKOT CaBeTOBA/NMIITA, YpabeHna
je anamsa [THK o6a pogurespa, Koja je mokasana ga Hi-
Cy HOCHOLY HujefHe of 29 Hajuewthux MyTaumja y reHy
CFTR (perynarop TpancMeM6OpaHckor npenoca J®). Pu-
3uk ¢eryca 3a IO 610 je 0,53%. Kapnorumn mopa 610 je
HOpMasaH, a MHQeKI1je UTOMEeraToBUPYCOM Hitje 6uo.

Here, pobeno y 31. Hemerpu (1900/44, Amrap cxop 5/7),
npebaveHo je Ha ofie/berbe fiedje XUPYpruje 1 OIeprucaHo
(resectio intestini illei et T-T anastomosis). Henocpenuu
HOCTOIEPALMOHY TOK IIPOTEKA0 HOPMATHO. XMCTOIATO-
JIOIIKY HaJIas3 je MoKasao Ja o6a ¢pparmeHTa pecerpaHor
ueyMa cafip>ke TyMeH UCIyHeH MeKOHUjaTHUM Cafip-
*ajeM yoOuuajeHe Xuctonolke rpabe ca HeKpo3oM CBUX
crnojeBa supa 1pesa. Hamas creHo3upaHor 1ipeBa y 3afe-
67baHOM CEpO3HOM CJI0jy YKas3ao je Ha Moryhy KOHTeHu-

IEResaT |

Cnuka 2. MeKoHWjanHm nneyc u noAnXmMapoamHNOH
Figure 2. Meconium ileus and polyhydramnions

TaJIHy CTEHO3Y WM aTpe3ujy upesa. Y oOujeHnM y3op-
I1IMa yodeHe Cy raHrmjcke henuje, anu sHakosa koju 61
ykasuBanu Ha LI® Huje 6uro.

ANCKYCUJA

L1®, ka0 MYITUCUCTEMCKM FeHeTCK opeMehaj, ofmuKy-
je ce HeNpaBWIHUM TPAHCIIOPTOM XJIOPU/a Kpo3 MeMbpa-
He, KOjJ M3a3UBa IeXUIpPUpPaHy CEKpPelMjy ca CTBaparmeM
TYCTOT, JIEIUBMBOT, BUCKO3HOT cekpeTa y mnyhuma u ra-
CTPOMHTECTMHATHOM TPaKTy [3]. O6omeme ce Hacnehyje
ayTO30MHO pellecUBHO, a lber0oBa MHLMAeHIuja je 1/2500-
5000. 'en ce Ha/masy Ha XPOMO30MY 7, @ Y3POK je MyTaLM-
je koja cagprku mpotent CFTR. JegHa o Hajueuthux My-
taunja (xon 75% Hocunana) jecte genta O-508, koja mo-
BOZIU J10 TyOuTKa (heHNTaTaHIHA 13 aMIHO-KICeNIVHE Ha
nosunuju 508 [3]. Knounpamwe CFTR rena 1989. roguse
¢ npentudukanyjom suiie ox 1.000 myTaruja c reorpad-
CKMM U eTHMYKVM BapujalijaMa oHeMoryhasa peHara-
Ho ucnutuBame LIP ArpekTHOM JeTeKLMjoM MyTaluja,
Beh ce oHO cacToju off aHaMU3e orpaHMYEHOT Opoja Io-
3HATMX MYTaljyja, a CTOIAa OTKPMBarhba Bapupa y 3aBUCHO-
CTH Off, IPYMEH-EHMX MOJIEKY/IAPHMX TEXHMKA, IPOIIOPIIN-
je CKeHMparba TeHa ¥ eTHIYKOT ITOpeK/Ia IIOIyIalyje Iof-
BPrHyTe TeCTHpany (4, 5].

MexoHMjamHy UIeyc je creryduyas TUII OICTPYKLIU-
je TaHKOT IipeBa jefuHCTBeH 3a petyce ca LI®. [Topeme-
haj HacTaje 360r oncTpyKIUje LjpeBa BP/IO TyCTUM, BUCKO-
3HJM MEKOHIjYMOM. YITpa3By4YHM Ha/la3 yKasyje Ha I10fi-
pydyja nosehaHe exoreHoCcTH abTOMeHa, [UIATALU]y TaH-
KOT 1[peBa, CMambeH 001M fie6enor LipeBa, Majly MM CKO-
PO HEBUI/BUBY XXY4YHY KecCy, a IOHeKa/J| ¥ IOMUXUIPOAM-
HIOH [7, 8]. Moryh je u Hamas gunatupasor gebenor pesa
MEKOHUjaTHIUM 4erioM (eHITL. meconium plug syndrome) u
MEKOHMjaTHOT IepUTOHMTHCA. TO je XeMMjCKM IepUTOHM-
TIC KOjU HAaCTaje Kao IMOCTeuIia MHTPayTepycHe mepdo-
paluje ipeBa, a ¢ 0631pOM Ha TO Jja je MEKOHUjyM CTepH-
JIaH, HeMa KOHTaMuHalje 6akTepujama [9]. Ynrpassyu-
HO ce youaBajy Kaniudukaiuje y IepUTOHEYMY, Koje Cy
HoC/IeNIIa 3aaberbCKe peakliyje Koja CTMMY/INIIE CTBa-
pame ¢pubposHor TKMBa Koje Kanuudukyje. OBakBa cu-
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ka Buba ce 11 Kojj MH}EKIMja UTOMETaIOBUPYCOM, PeT-
KO TOKCOIITa3MOM, KOJ, KanunuKoBaHe HeoIllazMe (Te-
paToM My HeypoObIacToM) 1 Kof aHaiaHe aTpesuje [10].
I30onm0BaHa X1IepexoreHa ipesa, oceOHoO y IPYTOM TPH-
MecCTpY, YApYyKeHa cy ¢ nosehannum pusnkom sa LI, xpo-
Mo3oMoIIaTuje, MHpeKIje, UHTeCTUHATHEe OICTPYKIje,
aHOpeKTaIHe MandopMaliyje 11 TeKaK 3aCToj pacTa IIOfa,
a7 ce jaB/bajy U Kao IpojIasHa IojaBa KoJ MHOTMX HOP-
MayHUX (eTyca Kao HOC/IeUIIa Iy Tamha NHTPAaaAMHIOHCKe
KPBM WY IUIOZOBE BOJie KOJ XOpMoaMHUOHMTHCA [5, 11].

Pusuk sa II® xox deTyca ¢ XxunmepexoreHMM LpeBUMa
je 0-33%. Y nmurepaTypu ce HABOAM Ja Cy €XOreHa IpeBa
ycTaHOB/beHa Kofi 73% admiupanux u 21% 3npaBux de-
TyCa, JOK KYUIHY KeCUIy Huje uMasno 75% aduuypannx
dertyca (cBu 3apasu detycu cy je umamn) [7]. Ha Benu-
KOM Y30pKY o7 346.554 TpygHuLIE €XOreHa [jpeBa Cy YTBp-
bena xox 142 tpynunre (0,04%), nox je kox 14 (9,9%) ort-
kpuseHa IO [6].

Ckpununr 3a IJ® 61 Tpebano mpeaIoKuT TpygHA-
1lJaMa KoJj KOjiX ce Ha PYTMHCKOM Y/ITPa3sBy4HOM IIpe-
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Prenatal Diagnosis of Meconium lleus and Meconium Peritonitis:

Indications for Cystic Fibrosis Testing
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SUMMARY

Introduction More recently, the regions of increased abdominal
echogenicity such as echogenic bowel, meconium ileus and
meconium peritonitis have been associated with an increased
prevalence of a variety of unfavourable outcomes including
chromosomal abnormalities, cytomegalovirus infection,
intestinal obstruction, anorectal malformations and cystic
fibrosis. Earlier prenatal examinations of these severe autosomal
recessive diseases had been suggested only to families with
history of cystic fibrosis. Recently, systemic examination has
been introduced by ultrasound with bowel hyperechogenicity
where the fetus is the index case for genetic disease. Risk for
cystic fibrosis with this ultrasonography findings ranges from
0-33%.

Outline of Cases Two patients are presented, aged 24 and 29
years, both primigravide. The first one had ultrasonography
finding of meconium peritonitis revealed at the 37" week
of gestation and the other meconium ileus revealed on
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ultrasonography at the 29" week of gestation. Both patients had
prenatal testing of foetal blood obtained by cordocenthesis, both
had normal kariotype and were negative for cytomegalovirus
infection. Parental DNA testing for the 2" patient showed that
parents were not carriers for the 29 most frequent mutations.
Both neonates had intestinal obstruction, underwent surgery
and early postoperative course was normal. Hystopathological
finding suggested a possibility of cystic fibrosis for the 1 patient,
but parents did not want to be tested and for the 2" one
congenital bowel stenosis as a cause of intestinal obstruction.
Conclusion Ultrasonographic echogenic bowel is an indication
for invasive procedures for foetal blood testing for chromosomal
abnormalities, congenital infections and parental testing for
cystic fibrosis. Only if parental heterozygosity is proven foetus
should be tested.

Keywords: ultrasonography; meconium ileus; meconium
peritonitis; cystic fibrosis
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