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CA’KETAK

Tpuniououja je mymepuuka Xpomo3oMcka abepayuja c
NPUCYIMHUM eKCTNPAXPOMO30MCKUM XANTOUOHUM CEMOM KOju
10 NOPeKNy Modice OUmu MAmepHAaIHu Ui nameprainu. Y
CNOHMAHUM nodauajuma y npeom mpumecmpy mpyonohe
MpUnIOUOUja je jeOHa 00 HaAj3acmyn/beHUujux XpomMo30MCKUX
abepayuja.

THayujenmxurba 00 25 eoouna, ¢ npgom mpyonohom, 6e3
npemxo0HUX CNOHmMaHux nobauaja u 6e3 onmepehene a1uuHe
U NOpOOUUHE aHAMHe3e, NPUM/bEHA je y bonnuyy y 17 nedemu
ececmayuje 3602 crabuje eumarHocmu niood, eoema
niayenme, MYIMULOKYIAPHOS MyMehakma HOPeKioM ca
Jjajuuxa u nosuwenux epeonocmu Ca 125. Panuju ,,0a6n*
mecm, y 12 nedeswu cecmayuje, nokasao je nogehan pusux 3a
mpusomujy xpomosoma 21, uaxo cy camo Ouoxemujcxu
napamempu yzemu y 0063up. Ycmanosemeno je 0a nocmoju
mpuniououja pemyca 69, XXX, y3 eucoke epeonocmu f-hCG
(5,8261 MoM), ook cy epeonocmu PAPP 6une 6naco
nosuwene (1,4639 MoM) y oonocy na ymHoocax meoujane (1
MoM) 3a oamy cmapocm mpyonohe. Hakon cnposedene
OehunumusHe oujacnoze, mpyonoha je npexunyma.

Heuneazuenu npenamannu cxpunune mecmosu (Double
u Triple mecm) y cnyuajesuma mpuniouduje noxasyjy
nosehan pusux 3a xpomosomonamuje. Tpuniouduja ce
nomephyje uHea3UBHUM NPEHaAMAIHUM Memooama (buoncuja
XOPUOHCKUX pecuyd, aMHUOYeHme3d, KopooyeHnmesa) u Ha
0CHOBY KIUHUUKUX Hanasza. Tpunnouduja gemyca je cmarve
Koje je JemanHo, a 'y NPeHamanHoj OujacHocmuyu
npeocmasna pedax yumozenemceku nanas. Mempaoicusarse u
NPOHANAdicerbe OUOXEMUJCKUX MApKepa Koju ¢y cneyuguunu
3a 060 cmare omocyhuno o6u demexyujy mpuniououje y
panoj mpyonohu.

Kuwyune peuu: xpomosomcke abepayuje; mpuniououja;
npenamania OujacHo3d.

YBOJI

Tpurutonauja je HymMepuyKa XpoMo3oMcka abepaiyja
KOJI KOj€ je NMPHUCYTaH eKCTpa XaIulonaaH CeT XPOMO30Ma.

ABSTRACT

Triploidy is the numerical chromosome aberration with
present extra chromosome haploid set which can be maternal
or paternal by origin. In the case of miscarriages during the
first three months (of the pregnancy) triploidy is one of the
most usual chromosome aberrations.

Female patient aged 25 years with the first pregnancy, no
previous miscarriages, no encumbered personal and family
medical history, was admitted to a hospital in 17"
gestational week due to lower fetal viability, placental
edema, and multilocular tumefaction originating from the
ovaries and elevated Cal25. Previous “Double” test, at 12th
gestational week, had showed the increased risk for trisomy
of chromosome 21, although only biochemical parameters
had been taken into account. It was found that there was fetal
triploidy 69, XXX, with high levels of p-hCG (MoM 5.8261),
whereas PAPP were slightly elevated (1.4639 MoM)
compared to multiple of the median (MoM 1) for the
pregnancy term. Following the definite diagnosis, the
pregnancy was terminated.

Non-invasive prenatal screening tests (Double, Triple
test) in case of triploidy show increased risk for
chromosomal anomalies. The triploidy is confirmed by
invasive prenatal methods (chorionic villus sampling,
amniocentesis, and cordocentesis) and on the basis of
clinical analysis. The triploidy of fetus is the condition which
is lethal. It also represents a rare cytogenetic medical finding
during prenatal diagnostics. The research and finding of
biochemical markers, which are specific for this kind of
condition, would enable detection of triploidy in the early
pregnancy.

Key words: chromosome aberrations, triploidy; prenatal
diagnosis.

YMmecTo HOpMaITHOT Opoja XpoMO30Ma, KOjH je y XyMaHUM
comarckuM henunjama 46, Tpurmonian deryc nmocenyje 69
xpomo3oma. ExcTpa XpoMO30MCKH CeT MOKE MOTHIATH O]
ona win Majke. Tpunonanja deryca je npucytHa y 1%
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yrBphenux tpynnoha u moxe ce Hahm y oko 15%
CIOHTAaHMX T00ayaja y3pOKOBAaHMX XPOMO3OMCKUM
abeparmjama. Hajsehu Opoj TpyaHoha ca Tpurutongaum
(heTycom 3aBpiaBa ce CIIOHTaHUM Iobadajuma mmehy 7.
u 17. memerve Tecramyje (1). VMHmumenma tpuronamje
m3Hocu oko 1 : 50.000 xwmBopohene mere (2). Behuna
JKUBOPONCHUX TPUIUIOUAHUX (eTyca yMHpe Yy pPaHOM
MOCTHATAJTHOM TIEPHUOAY, JOK HUX je CaMO HEKOJIHKO
npexuBeno ayxke on 60 nmana (3). Tpummowamja ce
MIPEHAaTaJIHO JINjarHOCTU(HKYje IIUTOTEHETCKOM aHAIN30M
henmja nmobujennx muBazuBHUM Meromama (CVS, AC n
CC). Crymuje moka3yjy Oa ce MHOTH CIy4ajeBH
TPHUIDIOWANjEe OTKPHBAjy HAKOH ypaljeHe aMHHOIICHTE3e
KOja je MHAWKOBAaHA JIOUINM BPEJHOCTHMA HEMHBA3UBHUX
NpeHaTaTHUX CKPUHHMHT TECTOBa (YJITPa3By4YHO MeEpeHe
NT-a, Double u Triple Tect). Llusb oBor pama je na
NpUKaKe pelaK Cilydyaj MalujeHTKUe o 25 ToauHa, C
MpBOM TpyAHOhOM M MNpHCYCTBOM TpHIUIOHIHUje, 0e3
MPETXOJHUX CIIOHTAaHWX NoOa4yaja m Oe3 onrtepehene
JMYHE U TIOPOANYHE aHAMHE3e.

ITPUKA3 CJIYHAJA

INamujentkuma ox 25 roauHa jaBwia ce y [eHeTcko
caseroBanuiute K1 Kparyjesan y 14 NG. ITanujeHTkumu
je To Oouna mpBa TpyaHoha, 6e3 mperxoqHuX rodavaja u
HEeTaTUBHE JIMYHE W TOPOAWYHE aHaMHe3e. 300T JIOIIHNX
BpPEIHOCTHU MpeHaTanHor ckpuHUHT Tecta (Double Tecra)
CaBETOBAHA jOj je aMHUOIICHTA3a.

Habn tectom pahenum y 12+4 NG mepene cy
BPETHOCTH cepyMckux wmapkepa majke: free B-hCG u
PAPP-A. Uzmepene BpenHoct free f hCG-a ouie cy 193
mlU/ml (5,8261 MoM), a Bpeauoctu PAPP 4725 mlU/I
(1,4639 MoM). MepeHu cy W yITpa3ByYHHU MapaMeTpH:
UZ CRL 61,5 mm (NG 12+5 nmo CRL). NT Bpeanoctu
HuCy MepeHe. Ha ocHoBy rogmna majke [labm Tectom
U3pauyHaTH PU3UK 3a TpuzoMujy 21. xpomosoma 6mo je 1

832, MHIMBHAyaTHH pPHU3UK CpadyyHaT Ha OCHOBY
CEpYyMCKHX MapKepa OHo je MOBUIIICH U U3HOCHO je 1 : 162
(pedepentHa Bpeanoct 1 : 250). KomOMHOBaHU pH3HK 33
Tpu3omujy 13 u Tpmzomumjy 18 Omo je 1 : 145165.
[IpenaraqHu CKPHHHUHT TECT II0Ka3a0 j€ IOCTOjambe
pusnka 3a aneymtonanjy (Down sy.).

Awmuuonienresa je ypahema y 17 NG. VYsopak
aMHUOHCKEe TeyHocTd ox 21 ml y3opkoBaH je
TpaHCaOAOMUHAIIHO CTEPWJIHUM I[IIPULEM |  T0J
KOHTPOJIOM yJTpa3ByKa. hemnyje aMHHOHCKE TEYHOCTH
KyITHBUCAaHE Cy Yy JBE KyIType C paslIu4uTUM
MeaujymuMa, Amniomax u Quantum, 12 mana y in vitro
ycnoBuMa. HakoH mmToreHercke oOpaxe Mmarepujaia,
XPOMO30OMCKH TIperiapaTy Cy aHaJIN3UpPaHHU CTaHIAPTHUM
TeXHHKaMa: KIIaCHYHUM OojereM Giemsom u TexHHuKoM G
Tpaka. llurorenerckom anamuzom 30 Meradasa u3 JBC
henmujcke Kkyntype yTtBpheHo je mpucycTtBo eranHor

Kapuorumna ca tpumtonanjom 69, XXX y cum henujama
(cnuka 1).

[ManujeHTKUbA je TPUMIbEHA Ha [ HHEKOJOIIKO-
aKymepcko ofnesbeme HakoH PAIl 30or V3 nHamaza u
cnabuje ButanHoctu wiona (Dg: Graviditas HBD XVII;
St. Post RAC — oedema placentae, AB Imminens).
VYKibydeHH cy OeTa MHMETHIM M CaBETOBAaHO je Ja ce
ypazae B-hCG u xkoHTpoaHH yaTpa3Byk. Hakon oxpaljeHor
npeniena TpynHune y 17 NG poOujeH je yntpasBydHH
nana3: NG KL 17+3, NG UZ 16+6, BPD 34 mm, AC 117
mm, FI 24 mm, cpue + mnocTe/buma 3aambu  3UI.
MynTHIOKYJIapHU LUCTUYHH TyMe(aKT MOTHYE ca jajHIKa
mpomepa mpeko 85 mm. Ilocrespuma 6e3 xemaroma.
Takohe cy noOujeHH © J1aOOPATOPHjCKU pE3yJITaTH
narujeHTkumpe: Ca 125: 65,40 U/ml (ped. Bpemoctn <
35,00); KKC: Le 8,2 x 109/1; Er 4,0 x 1012/1; Hgb 115 g/1;
Hct 0,33 I/1; Tr 207 x 10%/1; miyko3a 3,4 mmol/l; B-hCG 12
256 ml/l; nana3 ypuHa ca jgocra 6akrepuja.

Ha ocHoBy ynTpa3By4HOI Haja3a M LUTOT€HETCKH
notephene Tpumiouanje 69, XXX wu3azBaH je MPEKUj
TpyaHohe. 300r oyacka MalMjeHTKUILE HA JICUCHE Y
OpYyTHd  3IpaBCTBEHHM LEHTap U  IIpecesbema Y
WHOCTPAHCTBO HEMaMO II0J]aTKe O I1aTOXHUCTOJIOIIKOM
pesyinrary.

TAUCKYCHJA

Xpomo3zomcke abeparyje ¢y y3pok mpuOmmkHO 50%
crioHTaHuX mobauyaja mpe 15. Hemesbe recramuje (4).
Tpurutonnnja je mopen ayTO30MHHX — TPH30MU]ja,
MOHO30MH]a, TeTpaIIonInja u Pa3IHIUTHX
XPOMO30OMCKHX peapaHkXMaHa jeIHa OJ Hajuemnux
XPOMO30MCKHUX abeparja mpucyTHa Koj oko 1% cBux
koHmencyca (5, 6). Ilpema MexaHM3MHMa HacTaHKa
MOCTOj€ TPH INIaBHA MyTa KOja JA0BOAC A0 TpUILtonauje: 1)
JCTIepMHja — KaJia J0J1a3u 10 (hepTHiIN3alije HopMaIHe
XaIUIONJHE OOLUTE ca JBa XaIIOMJHA CIIePMaTO30M[a,
IpU YeMy HacTajy jeJaH MaTepHalHW U JiBa IaTepHaJHa
MpoHyKJIeyca, 2) AWAaHIApHja — Kaja JoJja3h 10
(dhepTunm3anyje HOPMAalHE XaIUIOMJHE OOIMTE ca
JIIJIOMTHUM CIIEPMaTO30MI0M HACTaJIMM HEpas/BajarbeM
xpomosoma, Hajuenthe y II mejo3m crepmarorenese; 3)
JTUTUHUja — HacTaje (epTIIIN3AINjOM TUIDIONIHE OOIUTE
XaIJIOWJIHUM crepMmaro3oujaoM. JlumionaHa oonuta
HacTaje peTeHINjOM CEeKyHJIapHOT ITOJIapHOT Tejla TOKOM
IT mejose.

[TpoyuaBajyhn mexaHnm3aMm HacTaHkKa TPUILUIOHIHU]E
3amaka ce Ja MyIIKapud C HOPMOCIIEPMHjoM dYernhe
MPOAYKYjy TPHUIUIOWAE AMCIEPMH]OM, JOK clepMma
MyIIkapana ¢ aOHOpPMaJHMM CEMEHHMM IapaMeTpuMma
(omuro-KpuUMTO-a300CcIepMHuja) MMa Behy TeHACHIH)Y
CTBapama TPUIITIOUTHUX eM6pI/IOHa MCXaHNU3MOM
muanapuje. Takohe je youeHo na cy ,,lHTaHTCKe™ OOIHTE,
KOje Cy TeTpaIUIOHIHE TIpe Mejo3e U MMajy /Ba ITyTa Behn
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Cnuka 1. @emannu kapuomun ca mpuniououjom 69, XXX (cruxa oobujena nomohy cucmema Leica CW 4000).
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BOJYMEH OJf HOpPMAJHE OOIMTE, MPEIHCIIOHHpAHE Ja
CTBapajy TpHIUIONHE eMmOpmoHe. [HranTtcke oomnure
HacTajy eHAOIMUTO30M (meoba jemapa 0Oe3 neode
[UTOILIA3ME) MITH UTOIIIa3MaTcKoM (Dy31joM JIBE OOIUTE
(.

Mexanu3mu ofOpaHe of JucriepMuje (TIOTHCIICPMU]E)
jecy: Op3u ONOK — aemosiapu3aiidja IuiazmMa MeMOpaHe
OOIIUTE W CIOpH ONOK — KOPTHUKATHA pEaKimja zone
pellucida nipu peakimju ca MPBUM CIIEPMATO30HUIOM, TIPH
YeMy Ce paszjiaxy pelenTopcKka MecTa 3a Be3HBambe
cniepmaro3ouna y zoni pellucida w oHa mpenasu U3 CoI
CTamba y Tell CTalke W TO0CTaje HempoOojHa 3a ocTaie
cnepmarosouze (7-9). Ilopemehaju oBuX MexaHHM3aMa
MOTY JIOBECTH JIO HACTAHKA TPUILIOUIHUX eMOPUOHA.

VY in vivo cTyaujama 3anakeHO je J1a JUTHHUYHU
TPUIVIONIN IPEKUBIbABA]Y IyKE HEro IHCIEPMHUYHH.
Ob6jamrmeme OBe MOjaBe MOXKE C€ JaTH Ha OCHOBY
MoHallama IEHTPo3oMa Yy heaujckoM  IUKIYCY.
Llentpo3om ce cacToju oOx Iapa LEHTPHONIA
JIOKQJIN30BAaHMX Y akcHjasHoj ocHoBH hemnuje. LlenTpuona
uMajy yiory y dopMmupamy MHKPOTyOyia ae00HOT
BpEeTeHa KOje YyCMepaBajy IIPaBHIHO MHUTPUPAEHE
XpoMo30Ma Ka [I0JIOBUMa J€OOHOI' BpeTeHa, IITO
oMoryhasa jemqHaKy mojiesly TeHETCKOT MaTepHjasia Ha JIBe
hepxe henuje. C 063upom Ha TO 112 je EHTPO30M Y OOLIUTH
HeaKTHBaH, IIEHTPO30M M3 clepMaro3ouaa omoryhasa
mpBy henujcky neoOy. 300r Tora je cyaOnHa IUTHHHYHOT
eMOpHOHa pa3iIuuuTa O CyAOMHE JMCIEePMHYHOT
eMOproHa. JIMTMHUYHUA TPUIUIOWI MMa HOpMayiaH Opoj
LIEHTPHOJA KOje Cy MOPEKIOM O jeQHOT CIIepMaTO30uaa
Jep Cy LEHTpHOJIE OOLUTE HEaKTHBHE, JOK TUCIEPMHYHU
TPUILIONIM HOCeNyjy ABa Iapa aKTUBHUX LIEHTpHONa. Y
50% cny4ajeBa KOA AWCICPMUYHHX TPHUILIOHIA HACTaje
TPHUIIOJNIAPHO BPETEHO, LITO JOBOAM IO JUCOPraHHU30BaHE
TUCTpUOYIIHje XPOMO30Ma y CBaKoj O OiacTomepa H 10
Benukux aneymiouauja (7, 9). OBum ce Moxxe 00jacHUTH
W 1ojaBa Ja AWCICPMHUYHO OIUIOheHme ,,[Ipa3He” jajHe
henmmje (6Ge3 XamIOWIHOT ceTa XPOMO30Ma) BOAH Yy
¢dopmupame aHeMOpHOHaJIHE XUAATH()OPMHE MOJIApHE
TpyaHohe.

Y ckiamy ¢ THM 3amaxkeHo je Oa y (derycuma
JOMHUHHPA]y IOUTMHUYHU TPHUIUIOWAM, TaKo Ja je
IUaHIpHja yoOWYajeHHja 3a CiydajeBe CIIOHTAHUX
mobauaja crapmjux ox 8,5 Hemespa TecTaluje IOK je
JUTHHUja MIPUCYTHA Y eMOpPHOHMMA CHOHTaHUX robavaja
recraiyje Mame o1 8,5 Hezespa.

[Ipema mopeky TPUILUIONIHjE MTOCTOje TBa OIBOjeHA
¢enoruna: 1) tunm I — mpema mopekily mHaTepHaIHHU, C
HOPMaJIHOM BEJMYMHOM (eTyca WO ca JaKuM
CHUMETPUYHHM 3aCTOjeM y pacTy, 0e3 3HaKoBa aJpeHaHE
XHIoIUIasyje. 3anaxa ce aOHOPMaJIHO BeJIMKa, [IMCTHYHA
MJalleHTa ca XHUCTOJIOIIKMM Hajla3oM IapIfjainHe
xunatuopmue moie. [loBehanm BoaymeH mianeHre
/AWM XUIepIuiasuja  cHHIuIuorpodobiacta y

kopernanuju cy ca nosehannm nusoom B-hCG; 2). 2) Tun
II — mnpema mnopexkiy MaTepHAJIHH, IMPUCYTaH je
aCHMETPHYHH MHTPAYTEPHH 3aCTO] Y pacTy, IITO je y Be3n
ca 3HATHOM aJpPEHATHOM XHIIOIUTa3HujoM. JIMrHHHYHA
IUTalleHTa je Mana | Tponykyje Hm3ak HHBO B-hCG.
Ocrasie MpUCyTHE KOHICHHUTAJIHE aHOMAJIHje (aHOMAJIHje
LIHC-a, yprHapHOT TpakTa, KapAUOBACKYIAPHOT CHCTEMA,
TeHWTAIMja, CHHAAKTIIHja Tpeher W dYeTBpTOr mpCTa,
CHUHJAKTWJIMja MIPCTHjy HA HOTama...) HUCY Y CTPHKTHO]
Be3wu ca ofpeheHnm tunom Tpururonayje (10).

Pesynrarn CKpMHHMHra MajudHOr cepyMa Y IIPBOM
TpuMecTpy  TpyaHohe  (OBOCTPYKH  TecT) KO
TpumionAHux Qeryca ¢penoruna Il ¢ MasIoM HOPMATHOM
IUIAIIEHTOM M TEIIKUM acCUMMETPUYHUM 3aCTOjEM Yy pacTy
nmokasyjy Hm3ak HUBO [ hCG. CnydajeBH TpUILIOWIM]jE
KOju Cy mokasayu BeoMa Hucke HuBoe P-hCG u HuUCKe
HuBoe AFP-a u uE3 y HeMHBa3MBHOM CKPHHUHT TECTY Y
JIPyTOM TpUMeCTpy TpyaHohe (TpHILI TECT), IITO Ce y
TECTy NPOTYMadmyio Kao rnoBehaH pH3MK 32 TPU3OMUjY
xpomo3omMa 18, mocesoBaiy Cy eKCTpa XpOMO3OMCKH CET
MajuYrHCKOT TTOpEeKyIa M TO jeé HaKHAIHO JOKa3aHO moMohy
QF- PCR na uzonosanoj IHA amuuoncke teunoctu (11,
12).

Y ocHOBHM HacTaHKa ()EHOTHUIA TPUILIOWAHOT (eTryca
jecte TCHOMCKH HMIPHUHTHHT KOJH DEryJHIIe pacT U
pa3Boj eMOpHOHA W TUIalleHTe, Tako ja cy nopemehaju y
OBHUM MEXaHHW3MHUMa Ba)KaH ETHOJOIIKH (akKkTop Yy
HACTaHKY MaTOJIOIIKUX TpyaHoha. [ eHOMCKM MMIPHHTHHT
MPE/ICTaBIba Pa3NIMKy Y EKCIIPECH]H I'eHa y 3aBUCHOCTH OJ1
POAMTEIHCKOT TIOpeKiIa W HacTaje eMUIeHETCKOM
PEeBEP3UOMITHOM MMPOMEHOM EKCIPECHje TeHa Ha MOJIEKYITy
JJHA 0e3 mnpomeHe Yy HeHO] CTPYKTypu. InaBHu
MEXaHW3MHU eNMHUTeHeTCKe Moamdukanuje jecy JHA
METHIIAIH]ja, XUCTOHCKA MOIM(UKALIN]a U PEMOJICITHPabe
XpomaruHa. VcTpakuBarma 1Mokasyjy J1a >KeHCKH W MYIIKH
MPOHYKIIEYC MMajy pa3IH4hTe pa3BOjHE ITOTCHIHjaJe.
OBo ,,03HauaBame” JIHA moBoxu 10 Tora Aa Cy MYIIKH U
JKCHCKM TaMeTH HejeJHAaKH (YHKIHOHATHO y CMHCIY
rerercke ekcrpecuje. CynbuHa 3WroTa KOju ce€ cacToje
caMmo M3 JIBa OYeBa XalIOWJHA CETa XpOMO30Ma TakKBa je
Ia OHH y paHoj TpyaHohu mpomanmajy Oe3 pasBoja
eMOpHOHa U ca MPEKOMEPHHUM pa3BOjeM IUIAleHTe. 3UTOTH
KOjU ce cacToje caMO O JBa MajuMHa XaIlUIOWIHA CeTa
TOKa3yjy pa3Boj eMOpHOHA U cabuju pa3Boj IUIAIICHTE.

On oHOCA MajYMHUX U OYEBUX WMIIPHHTOBAHUX I'eHa
3aBHCH Ja Ju he ce HOPMAajaHO pa3BHjaTH €MOpPHOH M
IUTaleHTa win he Hactatu martonoiika mpomMeHa. Kox
TPUIUIOWHNX eMOPHOHA MOCTOjU BUIIAK TeHOMa, ITo he
pEe3YNTHPATH WJINM HEZOBOJGHOM HIIM IPEKOMEPHOM
KOJMYMHOM , yIIMCaHWUX™ TeHa, ma he mocrojarn
HETIpaBHJIHA CEKIIPEeCHja MMIIPHHTOBAaHUX reHa. Tako ce
Kao nociaeanna TCHOMCKOT UMIIPUHTUHTA KO
TPUIUIOMJHNX eMOpHOHa TaTepHAIHOT IMOpeKia pa3BHja
xunatudopmua mona (HM), Mok ce kox TpUILTONaNja Koje

206



Med Cas (Krag) / Med J (Krag) 2013; 47(4): 203-208.

doi: 10.5937/mckgd7-2440
COBISS. SR-1D 205032204
UDK. 618.33-071-053.31

Cy MajuMHCKOT TIOpeKJIa MOACTHYE pa3Boj QeTayHor
TKUBA, aJld Ce MOJYJHpa NMPEHOC XPaHJbUBHX MaTepHja
IpeKo  CMamema IUIaleHTe, IUTO JOBOAH  JO
HHTpayTepPHHOT 3acToja y pa3sojy (13). [Mapuujanna XM
je recrammjcka TpodobmacHa OGomect koja mWMa
Tpurionaan Kapuotun 69, XXY y 59% ciyuajeBa, 69,
XXXy 40% cmyuajeBa u 69, XYY y 2% ciyuajesa (14).

Crnydaj TpUILUTOUAWjE OTKPHBEH aMHHUOIICHTE30M
WH/IMKOBAaHOM JIONIUM HaJia3uMa ,,Jabi™ Tecta Beoma je
penak Hayia3 y MHBA3WBHO] MIPEHATAIHO] AMjarHOCTUIH. Y
nurorenerckoj jadoparopuju [AK KII Kparyjesam on
2.056 aHanmu3uUpaHUX KApUOTHIIOBA W3 AMHHOHCKE
TeuHocTH y3opkoBaHe m3mely 16 u 18 NG naleno je 29
abepaHTHUX KapHOTHIIOBA O]l KOJUX je CaMo CIlydaj Halle
MaIjeHTKABEe Tputuionauja ¢eryca (1/2.056), mok cy
nojaly u3 y3opka ox 5.998 TpyaHUIA aHANIM3UPAHUX Yy
WHetuTyTy 32 30paBCTBEHY 3aIUTHTY MajKe M JeTeTa
Cp6uje ,,/Ip Bykan Yynuh* Taksu na je xox 218 Hahenux
a0epaHTHMX KapUOTUIIOBa OwWia TPUCYTHa jeaHa
tpurionanja (1/5.998) (15).

VY npukazaHoMm citydajy ped je o TpUIUIonanju deryca
69, XXX, mro je npaheno Bucokum nopactom B-hCG
(5,8261 MoM), mok cy BpemHoctu PAPP Gumme OGmaro
nosumiere (1,4639 MoM) y oxHocy Ha yMHOXakK
venujane (1 MoM) 3a 12 NG. ,,Jlabn™ tect y 12 NG
1okazao je rnosehaH pU3MK 3a TPU3OMHjy Xpomo3oma 21,
HaKo Cy y 003Up y3eTH caMO OMOXCMHjCKH MapaMeTpu
(NT HHje MepeHO).

VY npukazaHoM CiTydajy ped je 0 MIIaj10j alujeHTKUbN
(25 romgmHa), mITO je y CKIaaAy ca CTyAujaMa Koje Cy
nokasaje Ja WHLOUICHIA TPUIUIOMIHjC HHje Yy BE3H C
roArHaMa MajKe, aji j¢ aHaJlu30M MOJUILIONIUje Y
a0oOpTHOM MaTtepHjajly 3aKJbY4eHO Ja TPHUILIOWIMja 300T
quaHapuje Hacrtaje vemrhe koj milahux dkeHa, IITO ce
objammaBa He3penomhy oonute wWiad omTeheHoM
KOPTHKAITHOM (YHKIIMjOM OOIUTE, JOK C€ KO CTaphjux
JKeHa yenihie 3anaxa Tpuruionadja 30or gurunuje (16).

Y wHamem ciy4ajy ped je o mpBoj TpyaHohnm
MAIjCHTKAKE, 0¢3 TPETXOJHUX CIOHTAHHX I00adaja 1
onrepeheHe TUUHE U MOPOANYHE aHAMHE3e. Y JIUTepaTypu
Cy 3a0CleXeHH CIy4ajeBH MYITHUIIHAX Y3aCTOIMHHX
TpyaHoha ¢ TPUILUIOUANjOM JTUTHHUYHOM I10 OPEKJIY, ITO
j€ MOJIeKyJTapHUM aHaJIi3aMa | JI0Ka3aHo. Y ciIydajeBuMa
MMOHOBJbEHUX JWTHHUYHUX TPUIUIOWIHUX TpynHoha
BEPOBATHO j€ PEY O HACTICTHOM MEXaHW3MY KOjH yTHUE Ha
oorenesy (17). ¥ mpukazaHoMm ciydajy 300T MTOBHIICHOT
OMOXEMHUjCKOT pH3HMKa 3a TPHU3OMHjy Xpomo3oma 21
caBeToBaHa je W ypaljeHa aMHHOLIEHTe3a. YNTpa3ByYHH
Hajla3 y TPBOM TpHUMECTpY TpydaHohe HUCy mHokazain

HHKaKaB 3acToj y pa3Bojy ¢eryca. Pesynratn
LUTOTCHETCKE aHaM3€ II0Ka3ajld Cy I0CTOjame
tpumonauje 69, XXX y cBum henmjama wu3 nBe
paznuyuTe KyJATYype, qrMe je UCKJbYUYCH
IICEYOMO3aULIN3aM.

Y 17 NG nanujeHTKHba je TNpUMIbEHA Ha
I'mHEKOMOMIKO aKymIepcko opesbeme mocie All 30or
crabuje BUTWIHOCTH IIJIOAA W €AeMa IUIaleHTe.
VYiTpa3BydHUM HperiieoM npuMeheH je MynTHIOKyIapHn
TymedakT mopexsiioMm ca jajauka. Cepymcku mapkep Ca
125 moxazao je moBmmieHe BpenHocTH. OcTaje OTBOPEHO
NUTambe TIIOBE3aHOCTH IPUCYTHOT TyMme(dakra u
Tpumionauje. C o63upoM Ha TO /A2 je y NPHUKA3aHOM
CIydajy YCTAaHOBJbEHA TpyaHOha C TPHUIIOUIHUM
(hetycom, Kox xora je kapuotun 69, XXX mpucyTaH y
cBUM henmujama, IITO je CTame KOJ Kora He IOCTOjU
HUKaKaB TpEeTMaH M KOje je JeTaJHO, Ha OCHOBY
[UTOTCHETCKOT U YIITPAa3BYYHOT HaJjia3a ypaljeH je mpexkus
TpyaHohe.

VY mpukazaHOM ciy4ajy HUje ypaljeHa MosekynapHa
JIMjarHOCTHKa MOpeKJia eKCTpa XamiomaHor cera. Ha
OCHOBY BPEJHOCTH OMOXEMHjCKUX Mapkepa ofpaleHnx u3
MajunHOr cepyma (Beoma mosehana BpenHoct B-hCG y
OHOCY Ha pedepeHTHEe BPEAHOCTH) M YITPa3ByYHHX
Hanaza (oedema placentae), Ha OCHOBY TOAWMHAa MajKe,
HeonTepelieHe moponuyHe aHamMHese (y MOPOIMIH HUCY
MOCTOjallil CIy4ajeBU MOHOBJHEHUX CIIOHTAHWX Io0adaja,
HUTH CITy4ajeBH TPUILIOHIH]E) IIPETIIOCTABIHAMO Ja j& ped
0 eKCTpa XaIUIOMIHOM XPOMO30MCKOM CeTy IaTepHaIHOT
HOpeKJIa.

MexaHn3MH KOjU TOBOJIE 10 TPHUIIOUAN]E CY CIOKESHU
U 3aCHOBAaHM Ha KOHTPOJIHHM MEXaHH3MHMa Ha HUBOY
JIHA, na HuBoy henunjckux opranena, koutpoie henujcke
Jieo0e 1 o1Ioherba, U joll yBEK Cy HEMOTITYHO UCTPAXKEHH.
HcTpaxkuBamke yCMEpEeHO Ka OTKpUBamby HOBHX
OuoxeMHujcKMX Mapkepa Tpebamo Ou na mnoseha
cneuuduyHoct u omoryhu yBoljere HOBUX CKPHHUHT
TECTOBA 32 JCTEKIINjy aHCYIUIONIUja Y PaHO] TPYIHONH.

Ha ocHOBy BpegHOCTH OMOXEMHjCKHX CKPUHHHT
TECTOBA Ha aHEYIUIOUIWje y TIPBOM U JPYTOM TPHUMECTPY
TpynHohe, Xox TamMjeHTKHA Cca IUTOTEHETCKH
noTBpheHOM TpHUIUIOHIUjOM (QeTyca, W Ha OCHOBY
noJiataKa u3 JINTepaType MOXKe ce IIOCTAaBUTH XUITOTe3a J1a
TPUILIONIH]jA NMATEPHATHOT MOpPEeKIIa MoKasyje MOBHIICHH
PH3UK 3a TPU3OMHjy Xpomo3oma 21, JOK TPHIUIOUIH]ja
MaTepHAIHOI TOpEKiIa IO0Ka3yje IMOBHIICHH PH3HK 32
Tpu3oMHjy Xxpomo3oma 18. [TpuxBarame uinm ondannBame
OBE XUIIOTE3€ 3aXTeBa CTYIH]y Y K0joj O0u 6mo oOyxBaheH
Behn y30pak W y K0joj OM ce 3a JTOKa3MBame IMOpeKiIa
eKCTpa XaIUIOMJIHOT ceTa KOPUCTHIIE METOE MOJICKyJIapHe
JINjarHOCTHUKE.

CKPAREHUIIE

AB — abopryc

AC (ynTpa3BydHO) — 00MM abpoMeHa
AC — amHHOILIEHTE3A

AFP — anda-deronporenn
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BPD — GunapujenTtannu qujamerap

Ca 125 — xapuuHoM aHTureH 125

CC — xoproieHresa

CRL — nyxuHa TeMe—TpTHLIA

CVS — buoricuja XOpHOHCKUX peculia
DNA — ne3okcupuOoHyKICHHCKA KUCEITHA
Down sy. — JlayHOB cUHIpPOM

Er — eputpountu

FI — nmyxwuna GyTHE KOCTH

HBD - menespa TpyaHohe

Hct — xematoxput

Hgb — xemornobun

HM — xunarugpopmua moxa

KKC — xommieTHa KpBHa CIHKa

Le — neyxouutn

MoM — yMHOXaK MeanjaHe

NG — Henespa recramnuje

NG KL — Henerpa recranuje KIMHAYIKA
NG UZ — nenespa recTanmje yITpa3ByqHa
NT — myxamnu HabOp

PAPP-A — ma3ma npotenH-A Be3aH 3a TpyaHOhy

QF- PCR - ¢uyopecueHTHa JaH4YaHa MOJIUMeEpa3Ha
peaxiija

RAC — pyTuHCKa aMHHOIICHTE32
Tr — TpomboLnTH

uE3 — HeKombYroBaHU eCTPUOI
UZ — ynrpa3Byk

B-hCG — xymaHu XOpHOHCKH TOHaJ0TPOITUH
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