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Dragana Jovanovska, Bilgna Rusanova, Viktoria Dimitrova Dimitar Stavrev

HEU3ACHEH CNYYAN HA MUKPOLIE®AIUA

Oparana MoeaHoBscka, Buktopust Qumutposa, BunsaHa PycaHosa, Oumutbp CTaBpes

Female child in 32-33 gestational week was born with low weight and malformation syndrome.
The outher view establishing data for microcephaly configuration on the head, prematurely closed frontal end
occipital fontanelle, facial end cranial dysmorphism. The peros has a flat profile, with depression on the base
of nose, nasal septum is undeveloped, with iverted up nostrils. Skull bones are unusually thin. The brain is
with incompletely formed interhemispheric fissure - frontal. CT of the head is detected lightly extended
Ssubarachnoid spaces (occipital 3,9mm), change by shape and dimensions components of the lateral
ventricle and corpus callosum. Without CT data for intracranial hemorrhage. Cytogenetic analisis establishes
normal female karyotype, without straightforward chromosome structural abnormalities. Differential diagnosis
discuss of pathological aspects include: radiaton effect, diabetes, intrauterine infection, toxoplasmosis,
Grave’s disease, women’s use of alcohol during pregnancy and rapidly spreading virus ZIKA.
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BbBEOEHUE

CbBpeMmneTo ce xapakTepusunpa C No-BMCOK obpasoBaTenieH LieH3 Ha XXeHuTe, Mo-
BUCOK KOeULUMEHT Ha 3aeTOCT U HamarneHa OpaydyHOCT, KOeTo OT CBOSl CTpaHa BoaAU A0
HamaneHa paxagaemocT. [Mopaan peguua akTopyu, CBbP3aHU CbC CbBPEMEHHUS HaYMH
Ha XXMBOT, KaTO CTPEC, HE3APaBOCIIOBHO XpaHeHe, 00bpKaH LUMpKageH pUTbM, NpuemaHe
Ha TOKCMYHM cyOCTaHUMM B KOMOMHAUMS CbC 3aMbpceHaTa OT MHAyCcTpuanHa AeWHOCT
OKOIHa cpefa 3a4yecTsiBaT clyvyaute Ha MandopMaTtuBHU cuHapomu. OT gpyra cTpaHa
pasBUMTMETO HA MeguuMHaTa M TexHUKaTa [aBa Bb3MOXHOCT 3a BbTpeyTpobHO
AvarHoctuumupaHe, ¢ NoMolla Ha NEecHO AOCTBLMHU CKPUHMHIOBM TECTOBE W MpeHaTtanHa
AvarHocTtuka. MonekynsipHaTta 6uonorusi, B CbTpyAHUYECTBO C MeAMUMHCKaTa reHeTukaTa,
npaBu NO-TOYHO OMpeaensHeTo Ha MopaXeHusTa NPU MHOXECTBEHMTe Mandopmauun u
npuynHaTa 3a Tax.

Mpen MeaVUMHCKUTE ChneuuanucTM CTOM npeamsBuKaTencTtsoTo Aa ObaaT no-
npeunsHn B pabotata cv NpU ANArHOCTULMPAHETO Ha peaku UMM HOBM ChYyeTaHust OT
MHOXECTBEHU MandopmMaumu.

LlenTa Ha HaAcTOALLIOTO M3crnedBaHe e NpoyyYBaHe Ha TpyAHa 3a AuarHocTuuvpaHe
KOMOMHaLUMA OT MHOXECTBEHU Mandopmaumn, KOUTO He ca crneumduyHn camo 3a eavH
KOHKPETEH CUMHAPOM, a 0OXBalllaT XapaKTepPUCTUKM OT HSAKONKO TaKMBa.

C nomowa Ha crneuManuctM OT cdepata Ha natonorusita, aHaToMusTa,
HeoHaTomnorMaTa U obpasHaTta AvarHocTuka 6e noctaBeHa nMbpBOHavanHa auarHosa. Ha
cneaBall etan 6e wusnonaeaHa WHgoOpMaUMA OT MOXECTBO W3TOMHMUM, 3a Oa ce
aHanusMpa CbBMECTMMOCTTA Ha PasfUYHU CUHOPOMHU UM HECUHAPOMHM MNaTonorum c
HaNMYHUTE CUMMTOMW Ha NauueHTa.

N3NOXEHUE

MpeunsHoTO AnarHoCTMLMpaHe € OrpOMHO NMpeau3BMKaTencTBo caMmo no cebe cu, a
Ce YCIOXHsIBa AOMbITHUTENHO, KOraTo Ce MNOsiBU Cryyai C peakuM U HesICHW NaTororuu,
KOUTO He OTroBapAT Ha KOHKPeTHO 3abonsBaHe M 3a KOWUTO funcBa MHgopmauus B
MeOULMHCKNTE U3ToYHMUKM. [lpeacTtaBsMe TakbB Criydal, KOMTO €  U3KMHYUMTENHO
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NHTepeceH B MeAULIMHCKM acnekT. Kacae ce 3a naumeHT OT KeHCKM nor, poaeH B 3272-33"
™ rectaumoHa cegmuua, C HUCKO Terno, MHpaBeHTPUKyrapeH KpbBOM3NMB, HeoHaTasnHa
XbATeHuUa N HeoHaTanHu rbpyoBe. MNaumeHTbT Nnpoxunsssa 50 gHKW, cnep KoeTo noymsa B
MBAJ1 Pyce. ETn4yHmMTe HopMmun ca crnaseHun, Tbil KaTO MarkaTa ce OoTka3Ba OT TanoTo. 1o
BpemMe Ha NaToMopdONorMyHOTO U3cneaBaHe, Npy BbHLUEH Orfes, ce yCTaHoBSBaT AaHHU
3a MukpouedanHa KoHurypaums Ha rnasata[5], KakTo u

3a nuueB 1 YepeneH ancmopdunsbm. B obnactta Ha ounTe, NMUETO € C ek3oTanm,
NeKo U3paseH XMnepTenopmnsbM U KOCO pasnonoXeHn o4Hu Lenkn. B obnactta Ha Hoca ce
HabnogaBa NNocbK Npodus ¢ Aenpecnst Ha ocHoBaTa Ha Hoca. HocbT e KbC, a HocHaTa
KyXMHa € C HeJopasBuT CenTyMm (OTnpen) U ekcTpaBepTMpaHu (M3BUTU HArope) HO3apu.
[MpaBu BNneyaTneHne n obNrmat, narnageH pvntpym. (durypa 1)

Queypa 1. BbHweH 8ud Ha enasama Ha 0ememo

Mpn aytoncuATa ce OTKpMBAT NpexAeBPeMEeHHO 3aTBOpeHa npeaHa W 3agHa
doHTaHenn.Koctute Ha MO3bYHUA AN Ha Yepena ca HeoOMYanHO U3THHENU M Ha MecTa
ce HamupaT Npo3payHu yvactbum. (Purypa 2)

Queypa 2. MosbyeH 051 Ha Yeper. Cmpesikama rokasga 30HU Ha U3MmbHsS8aHe Ha YepernHume
kocmu (nodobHo Ha mebpda Mo3b4YHa obgueka) 0o npo3pavyHocm

MaBHMAT MO3bK € C YacTu4Ha nurnca Ha pasgeneHue Ha nBeTe Xxemucdepwu-
dpoHTanHo. OTKpK ce 1 AMcronnasns Ha Koprnyc Kano3yM, NpugpyxeHa ¢ nbrHa nunca
KaKToO Ha cenTyMm nenyuuaym, Taka u Ha asomnkata 6ynbyc ondakropuyc. (Purypu 3 u 4)
OTkpuxa ce 1 natonormn B YepHus gpob n cbpaedHo-cbaoBaTa cuctema.
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Sy
@ue. 3 KpaeH mo3bK. Cmpesikama rnokasga 4yacmu4yHOmo criueaHe Ha deeme xemucghepu-
poHmanHo. ®poHmanHume sioboge ca xunonnacmuyHu ¢ furica Ha 6ynbyc onighakmopuyc.

Queypa 4. CazumarieH cpe3 Ha KpaeH MO3bK, Mex0y dseme xemucghepu. HepHa cmperika -
XxurionnacmudeH Kopriyc Kkano3ym; bsna cmperika - palioH Ha criueaHe Ha 0geme xemucgepu
gppoHamnHo, Cusa cmperika - fiurica Ha cernmym rnesyyudym.

Mpn komnioTbpHaA TOMOrpadhms Ha rnaBa ce YCTaHOBMXa FEeKO paslmpeHu
cybapaxHongHu npocTpaHcTBa (okumnuTanHo 3,9 MM.), NpoMeHeHu no opma n pasmepu
erleMeHTUY Ha faTtepareH BEHTPUKYN 1 Kopryc kanosym. (durypa 5)

Quaypa 5. KomnrombpHa momozpachusi Ha arasa

C nomowa Ha UMTOreHeTUYHO u3crnedBaHe ce YCTaHOBM HOPMareH >XeHCKU
KapuoTtun, 6e3 6ponHN 1 rpybu CTPYKTYPHU XPOMO3OMHM abepauuun. ToBa HU MOATUKHA
KbM pasrnexaaHeTo Ha Bb3MOXHW MuKpoaeneumoHHn cunapomml® kato  Cungpom Ha
Mpanep-Burn™ 1 Cunpgpom Ha Anrenma?®, Ho TaxHUTE cuMATOMM W beHOTUN
AnpepeHumManHo ANarHOCTUYHO ce pasfnuyaBaxa OT Te3W Ha nauueHTa, KOeTo HU Hakapa
Aa TbpPCUM B Apyra Hacoka.
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®deHOTUNBT Ha NauueHTa CUMHO OTroBaps Ha PSAKO cpellaHo 3abonsBaHe Ha MMme
xononpo3seHuedanus®®. Tasn natonorusi ce nosiBsiBa, Korato MpPO3eHLEdanoHbT He
ycrnee fa ce pasfgenv Ha ABe no BpemMe Ha eMbpuoHanHua nepuwog. B pesyntat Ha ToBa
rMaBHUAT MO3bK HE Ce pasfdens Ha ABe cumeTpudHu xemucgepun. CteneHTa Ha crivBaHe
MexXay xemmucdepute e npaBonponopunoHanHa Ha HEBPOSIOMMYHUTE YCIOXHEHUS, KOUTO
npuapyxasaT xononposeHuedanuara. CnpamMo cTeneHTa M MACTOTO Ha CrivMBaHe,
xononposeHuedanuata ce genn Ha 3 OCHOBHWM Tuna: anobapHa, cemurnobapHa wu
no6apHa®®. AnobapHata copma e Hall-Texka M BKMIOYBA MbIHO ChAMBaHe MeEXAy
xemmucgepuTe, KoeTo NPUYMHABA LIMKITONUA U APYTN TEXKN YBPEXOaHUS, KOUTO Hal-4ecTo
BOAAT OO0 aHTeHaTanHa cMmbpT. [pu cemunobapHaTa neBuTe M AeCHUTE PPOHTANHU U
napueTtanHu nobose ca cbp3aHu U MHTepxemmncdepHata ducypa ce Habnogasa camo B
3ageH nnaH. 3a nobapHata e xapakTepHO 4e no-rofiiMaTta 4acT OT NnABaTta M AsicHaTta
Xemucgepu, n natepanHuTe BEHTPUKYNU ca pasgeneHn , Ho poHTanHutTe nobose ca
cBbp3aHM (ocobeHo BeHTpanHo). B Hsakoum cnyyam ce HabniogaBa v xunonnasmsa Ha
dpoHTanHuTe nobose. CbLLECTBYBAT N HAKOM HEAOU3SICHEHWN MEXAY HAay4HOTO OOLLEeCTBO
dopmMn KaTto cpegHo MmexagyxemmucdepHo cnmBaHe un ap. OT deHoTMna Ha naumeHTa,
OnNncCaH no-rope, MOXe [a Cce OTHece CcrnyyYasT KbM MeXAWHHa dopmMa Mexay
cemunobapHata un nobapHata dopma. Pesyntata ot KT Ha rnaBarta Haco4yBa KbM
cemunobapHata gopma. XononposeHuedanmara Moxe ga 6bae BKMAYEHA B CUHAPOM
mwim pga 6bae  HecuHgpomHa.  Hawn-yectute  CMHOPOMM,  KOUTO  BKIO4YBaT
xononpo3seHuedanusa, ca CuHagpom Ha [llanuctbp-Xon, CuHgpom Ha KanmaH, Cmunt-
JNlemnn-Onuy, CuHAPOM 1 MHOTO npyrm[g]. TbKW KaTo cumnTomMnTe, PEHOTUNA U rTEeHOTUNA Ha
naumeHTa He CbBnNagaT C HATO e4uH OT Te3N CUHAPOMM, Ce CTUrHa A0 3aKITYEHNETO, Ye B
TO3M cnyyan ctaBa BbMpOC 3a HECUHAPOMHA XOononpo3eHuedanuvs.

AndepeHumanHo pguarHOCTUYHO ob6CbXaaHe Ha NaToNorMYyHOTO Bb3AENCTBME
BKMOYBA JTbYEeBM Bb3OENCTBUA, TpaHCNMaueHTapHU  MHMEKUMW,  XunepTepmus,
3noynotpeba ¢ HUKOTUH M ankoxon npe3 6pemeHHocTTa. ObBcbamxa ce peguua apyru
MancopMaTUBHU CUHAPOMU, kaTo Hanpumep ncesaoTpuzommst 131 npu kosiTo HopmaneH
KapuoTun ce CcbyeTaBa C XononposeHuedanua U1 NONUOAKTUNNA, KaKTO U
6bp3aopasnpocTpaHsBawmat ce supyc 3UKAMP Huto egHo oT Tesn 3abonsBaHust He
CbOTBETCTBA Ha KOHKPETHMSA Cry4an.

3AKINKYEHUE

Bcekun eanH cnyyanm Ha paHHa CMbPT € NPean3BMKaTeNcTBO KbM MeauuuHaTa. ToBa,
4ye onpegeneHyn CUHOPOMM ca MPAKTUYECKM HECHLBMECTMMM C XMBOTA WUNU Henevymmu
CTUMynMpa OLle MoBeYe fiekapute M M3cnefoBaTenuTe 3a M3SICHSBaHE Ha naToreHHUTe
chakTopn 1 MexaHnsamu. MNpeumnsnpaHeTo Ha guarHocTukaTa paslmpsiBa Bb3MOXHOCTUTE
Ha cneumanucTuTe 3a NPoduNakTUKa Ha TEXKUTE BPOAEHM NaTONormu.
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