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PE3IOME

Ipogunaxmuxama, Kamo UKOHOMUHECKU U Me-
OUKO-COUUANHO Hali-eeKmueeH Mermoo 3a npeseH-
uus, cnedsa 0a 6v0e npuopumem Ha 8csKa MeOUUUH-
cka cneyuaniocm. B epama na gynmunanmuo pas-
BUBAULU Ce MEXHON02UU MeOUUUHCKAMA 2eHemuKa
pasnonaza c éce noseue cpedcmea 3a 6opéa ¢ mei-
Kume 6podeHu 3a060n1568aHus. B cmamusima ca npeo-
CMABeHU COULHOCIING U OCHOBHUME elleMeHMU npu
nposexoanemo Ha HeUHBAUBHU U UHBA3UBHU Me-
Moou 3a NpeHamanHa 2eHemudHd NPOPUAAKIMU-
Ka. BuoxumuuHusim cKkpuHuHe U HO8UMmMe Mecmo-
e 3a ananu3 Ha c60600Ha pemanna JHK, xaxmo u
nocnedsaujume OUAZHOCMUYHY AHAAU3U, UMAM OC-
8eH CHOMBEMHUME BB3MONCHOCU, MaKa U onpede-
sieHu oepanudenus. Ilpedcmasenu ca uHoukayuume
3a npogexdare, KAKmo u ycro8usima 3a u3bop Ha no-
8edeHue 6 CoOMBEMCMBUE C MOPATHO-eMUUHUME U
npasHu Hopmu. Jlunamuxama 8 pazgumuemo Ha 00-
J1ACMma e 02POMHA U CaMO 8PeMeNo e ymespou
U OMXBBPAIU PASTUYHUINE NOOXO0U 3a NPeHamarn-
Ha 0uazHOCMuUKaA.

KnrogoBu gymu: npounaxmuxa, npeamanta
ouazHocmuxa

[MpodmmakTrkaTa Ha HacaefCTBEHUTE OOIECTI
crenBa fja O'bjle MPUOPUTET HA BCSAKA 3[paBeornas-
Ha CICTeMa He CaMO 3aI[0TO € MKOHOMUYECKI 1 Me-
IMKO-COLMATHO Hail-e(peKTUBHA, HO ¥ €NMHCTBEH
MeTOf 3a 60pba C TeXXKI reHeTUIHNU 3a00/sIBaHIL,
3a KOUTO HSAMA BB3MOXKHOCT 3a JIEUEHME, BOJAT JI0
TeXXKa MHBATNIU3ALSI Y 4ECTO Ce aCOLMUPAT C M-
CTBEHO U30CTaBaHe.

[lHec IpropnTeT € THPCEHETO Ha UyBCTBUTENHIL,
criequpUIHM, BATUUPAHN M MKOHOMUYECKU W3-

ABSTRACT

Prophylaxis, as economicaly and socially most ef-
fective method of prevention, should be priority of all
medical specialties. In the era of emerging technolo-
gies, medical genetics has more tools to fight serious
congenital diseases. The article presents key moments
and principle elements in providing non-invasive and
invasive methods as prenatal genetic prevention. Ma-
ternal biochemical screening and the new non-inva-
sive prenatal genetic tests as well as prenatal diagnos-
tic tests have their possibilities and limitations. Indi-
cations for providing prenatal diagnosis together with
moral, ethical and legal standards are listed. There is
huge dynamics in development of the field so only time
will approbated or reject various approaches to prena-
tal diagnosis.
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TOHM METOJY 33 IMAaTHOCTMKA, 3aMeCTBAIIN OLIE€H-
KaTa Ha PICKa OT CKPUHWHTOBITE OXO/IIA.

ToBa obaue Tps6Ba ma O6bIe MpeIEeHEHO, CBIO
KaKTO BCUYKM OCTaHAJIU TaOOPATOPHM [JAHHIL, TIPE3
mpu3MaTa Ha ISUIOCTHUS KOHTEKCT ¥ KOHKPETHMSI
cnydait. [maBHaTa OTIIpaBHA TOYKA 32 M3TPAXKHAHe
Ha TIOBefieHIe TPV TeHeTUYHO 3a00/IsiBaHe, MOfie-
JKAII[O Ha IIPeHATaIHA OUATHOCTUKA, OCTAaBa XKela-
HUETO HA POIMTENNTE, B3ETO Ha OCHOBATA Ha J0Opa
MHPOPMIUPAHOCT.
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[TongxombT Ipy 06CHXK/jaHe Ha PUCKOBA OpeMeH-
HOCT Tpsi6Ba fa O'bfie IPOCIeKTNBEH, HeopCupaH
OT CPOKOBE MM CBCTOSIHNME HA HEOOEKTUBHOCT IIPU
Bede peanusypaHa OpeMeHHOCT.

B ciyvait Ha Hanu4Ha OPEMEHHOCT BBIPOCUTE,
Ha KOUTO TPsi6Ba /ja OTTOBOPMM 3a M3BBPIIBAHE HA
[peHaTajHa AMarHoCTVKa CJIef] HEeJBYCMICIEHO 3a-
SIBEHO JKEJTAHVETO Ha POJUTENINTE, Ca:

Ilo KOJIKO TeXKO e 3a00/MABaHEeTO U IIpefIIonara
JIV TO TIPEK'bCBaHe Ha OpeMeHHOCTTA?

o DBe3s cpMHeHNe TeCTBaHETO 32 TEKKM Mandop-
MaTVBHU CUHJPOMU, HECBBMECTUMU C XKU-
BOTA, € OYEBUJHO HEOOXOHMMO, HO APYru
CHCTOSIHMSL C MAJIKM aHOMa/IMM ChC WK 0e3
YMCTBEHO M30CTaBaHe, 3a00/1BaHIIsI, IPOTH-
YaIu ¢ BapyuabMIHa TeXXeCT VIIU MMAT MHOTO
K'bCHO Ha4aJIo, MOTaT fia Cb3JafiaT TPYAHOCTH
[PV KOHCY/ITUPAHETO Ha POJUTENINTE.

Vma nu nevdeHne 1 FOKOIKO eheKTUBHO e TO?

o JlexyBaHara (eHUJIKETOHYpUs C JUeTa BIIO-
CJIefiCTBYE BOJY 10 HAII'BTHO HOPMaJIeH XKU-
BOT, JOKATO NpM MAL[MEHT C Ta/aKTO3eMIs
O'bfielleTo He € TONKOBA SICHO; ChbBPEMEHHO
IpPWIOKeHUE IO KIMHWYHM IPOy4YBaHUA 32
penuiia HeledyMu 3a00/IABaHNUA MOXKe Jja Ha-
Mepy yTBBP/EHO MSCTO B IIPAKTUKATA.

Ilo kaKBa CTelleH IIapTHbOPUTE Ca PeLleHN a [pe-

KpaTsAT OpeMEHHOCTTA PV HATMYHY [IOKAa3aHUS?

o ChlleCTBYBaT paslINYHU KaKTO [TEPCOHAIHIA,
TaKa ¥ eTUYHM, PEIUIMO3HY U IPaBHU HOP-
My, KOUTo TpsibBa fa 6baaT 06CHAEHN C PO-
JuTenuTe 06CTOIHO.

1o KOZIKO TOYeH e METOJBT, M3M0/I3BaH 3a IIPeHa-
TaJIHA IMAaTHOCTMKA?

o HampenbkbT B MONEKy/IApPHUTE aHAIU3U €
sIBEH, HO He BVMHATY HAII'BIIHO siCeH. T'bHKa €
rpaHNUIlaTa MEX/y HAyYHUTE OTKPUTHUS U Ha-
JIOKEHNTe B MPAKTUKATa TeCTOBE — Ba/U/i-
paHu 1 YTBBPAEHMU, 0COOEHO IIPU pefKy 3a00-
JISIBAHMUS, KBJIETO T€HITE Y MYTALNUTE, CBBP-
3aHJ C KOHKPETHO 3a00/Is1BaHe, ca CKOPO OT-
KPUTHU M He HAII'bIHO M3scHeHu. [IpeHarasn-
HYAT TeCT TpAOBa Jja O'bje JOCTATbYHO CUTY-
PpeH, 3a J1a [T03BO/IM B3VMAHETO Ha ajileKBaTHN
peleHsI.

Vma iu 3HauMTe/IeH TeHe T YeH PUCK 3a ITI0fa?

o Karo BMCOK reHeTMYeH pHUCK ce OIpefensd
to3u Hafi 10%, cpesieH — Mexay 5-10%, u Hu-
CBK — 1107; 5%. 3a fja ce mpoBefie IpeHaTaIHa
AMATHOCTYKA, € HeOOXOfJMMO PUCKBT OT yC-
no>kHeHue (a60pT, MHPEKIVS 1 [p.), IPeRn3-
BUKAH OT CDBOTBETHATa MaHWUIyTALVs, 7Aa
0'bfie TI0-MaTBK OT TO3, Jja Ce POAM 3acerHaT
rof (6).

Iloxaszanusa 3a Hacoueane KoM npeHamanna
ouazHocmuka

o IloBulleH reHeTNYeH PUCK.

o MaiiunHaTa Bb3pacT - BOJellla IpUYMHA 32

MpOBeXXJaHe Ha IIpeHaTajHa IMarHOCTMKA
HOpafiyi €KCOHEHI[MATHO HapacTBaIsl PUCK
3a paKJaHe Ha JileTe CbC CUHApOM Ha [layH.
3a rpaHmYHa BB3pacT ce mpuema 35 I. (3a1[0-
TO TOraBa PUCKBT OT 3ary0a Ha IUIOfja BCIefl-
CTBUE MaHUIY/IALMATA € CBU3MEPUM C TO3U
Ila ce pofiM IieTe C XpoMo3oMHa 6osect 1/250).
Hanmane Ha mpenxopsiiia 6peMeHHOCT € Xpo-
MO30MHa 0onecT Bb3HMKHaNMa de novo. Bb-
IIPEKM 4e CIYYasT e OVII CriopajiudeH, ce CMs-
Ta, 4e PUCKBT ce MoBUIIaBa ¢ 1-2% mpu xeHa
nof, 35 ropunu. ITpy xena Hap 35 pucK®T 3a
clefBaiia OPeMEHHOCT € B 3aBUCHMOCT OT
Bb3PacTOBU: PUCK.

Hannume nHa 6GamaHCMpaHO XPOMO3OMHO
IIPEYCTPOICTBO IIPU €fMH OT POJUTENNTE.
Hanpumep B crydait Ha pobepTcoHOBa TpaH-
CIIoKalu, BKIYBama 14 n 21 xpomosoma,
pasKpuTa y MaliKaTa, pUCKBT 3a TOKOIEHNETO
e 15%. PuckoseTe 3aBUCAT OT BUJIa Ha IIPEYyC-
TPOJICTBOTO, aHT KM PAHNA XPOMO3OMEH Cer-
MEHT, II071a Ha POAMUTENS HOCUTEN U AP.
Hannune Ha ¢paMIIHO reHeTUYHO 3a6075-
BaHe MM HOCUTENICKU CTaTyC, KOETO MOXKe
na 6bIe MOKasaHO 4Ype3 OMOXMMMYHU WU
JOHK tectose. VIHAnKanumuTe ca pofeHo aeTe,
00JIEH POIUTEN MU MOMOXKUTENHA paMimTHa
aHaMHe3a. PuickoBeTe npy MOHOTeHHNTe 3a-
6onmaBaHNA ca BUCOKM 25-50%. VIskmrounTer-
HO B2)XHO € TYK Jla Ce aKIleHTMpa, 4€ BUADBT
Ha KOHKpeTHAaTa MyTals IIpY MOHOT€HHOTO
3abonsABaHe TPsAOBa 1a € YTOYHEH Ipefy Cpo-
Ka 3a MIHBa3MBHATa MaHUITY/IALV, Hail-To6pe
Ipeay HOBOTO PEIPOAYKTUBHO PElIeHNeE.
AHoMamuu, pasKpUTH B Xofa Ha OGpeMeH-
HOCTTAa — IATOJIOTMYHN JAaHHU OT (peTamHa-
Ta AaHATOMU I, IIOBUIIIEH PUCK OT OMOXMMIYEH
CKPUHUHT, OT KP'bBHOPOJCTBEH OpaK, M30CTa-
BaHe BB BBTPEYTPOOHOTO Pa3BUTHE I AP.
®aMmuIHa UCTOPHUA 33 BPOJEHV aHOMAJIUU
- M3UCKBA Ce IpOBeXJaHe Ha BIICOKOPE30-
moTrBHa (petanHa mopdororus (16-18 r.c.) 3a
HACOYeHO ThpCceHe Ha aHOMAJINM B I/IOf]A B C'b-
YyeTaHMe C MeJKOT€HETYHA KOHCY/ITalyA.

METOIU

CplecTByBaT paslIMYHU METOLM 3a OCBILECT-
BsBaHE Ha IpeHaTajnHa AyuarHoctuka. Ilpm mpen-
JlaraHe Ha CEMENCTBOTO Ha HAKOI OT TAX € He06XO0-
JOUIMO Jia Ce TIPeLeHAT PUCKOBeTe, IONI3UTe, KaKTO I
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BB3MOXHOCTHUTE Ha IIpoljefypaTa. ToBa ca BICOKO
crienpMIHM MAaHUIYTALNY, KOUTO CefBa Aa Ob-
[laT M3BBPIIBAHM OT ONMUTEH M OOyYeH MepPCOHAT,
OTroBapsIl Ha USUCKBaHUA o HauuoHaneH cras-
mapt (3). Besaka oT MHBasMBHUTE MaHUITYIALMUTe
Ce M3BBPIIBA B CTPOrO OINpEJie/ieH epuof Ha Ope-
MEHHOCTTA, B CTepy/IHa 0OCTAHOBKA C Ije/ Ch3/iaBa-
He Ha TPKaHHA KY/ITypa OT OMOTIOTMYHVS MaTepH-
a1 M Ha3HaYaBaHe Ha ChOTBETHUS aHamu3. [IpenBa-
PUTENTHO Ce MPOBEX/a MEeINKO-TeHETUYHa KOHCYII-
Tauus u nHGOpMMpaHe Ha BOJIKATa 110 OTHOIIEHVE
PasIMYHNUTE METOMIM 33 TEHETUYHO USCTIE[IBAHE U CE
OAIICBA MHPOPMUPAHO CHITIACHE.
Mennko-reHeTMYHATA KOHCYITAL[USA 3 IPOBEX-
[laHe Ha MpPEeHaTa/IHA AMATHOCTUKA € CBhP3aHa ChC
CIIEHUTE OCHOBHM MIPABIIa:
o ScHo pudepeHUMpaHe MEXAY IpeIaraH
CKPMHMHTIOB U JUaTHOCTUYEH METOf 32 TIpe-
HarajHa npodumakruka (Taom. 1).

CKPUHMHT Ce Ipejjiara AMarHoCTUYHO M3C/IefiBaHe
(renetmyHo, ¥Y3).

CKpMHMHI'BT Ha OPEMEHHU >KeHU IPefCTaBIs-
Ba HAl-IIMPOKO IIPUIATAaHVAT B MOMEHTa IOJXOT,
3a TeHeTMYHA NMPOodMIaKTUKa HA OPOITHU XPOMO-
30MHU aHOMauu. [IpoBexzar ce KOMOMHUPaH pa-
HeH CKpyHUHT B 11-13*°1.c., 6asupaH Ha Y3 Mapke-
pu (HyxajHa TPaHCTYLEHLMs, HAIMYMETO Ha HOC-
HU KOCTUIIN), U3MEPEHN OT BUCOKOKBaIupuimpan
CIIeMAMICT aKYIIeP-THHEKONIOT M oOpaseH [u-
arHOCTVK, B KOMOVMHALVsI C KPbBHUTE IIOKa3aTe/n
— CBOOOMIEH YOBEIIKV XOPMOHTOHafoTporuH (free
b-hCG), nnauenrapen anturen (PPAP-A), maitun-
Ha Bb3PacT U TeIrIo Ha OpemeHHaTa. KbcHUAT 610-
XMMWYeH CKPUHUHT, IPOBeX/aH B 144-20* ce 6a3u-
pa Ha uscnenBate Ha anda-deronporenn (AFP), ue-
KoHIorupaH ectpuon (uE3), cBobopeH doBewmkm xo-
puonronagorponut free b-hCG (wmm o6 hCG),
MaildiHa BB3paAcT ¥ Terno. Haii-Bucoka 4yBCTBU-

Tab6n. 1. OcHosHU epynu MemoOU 3a NPeHAMANHA 2eHemu1Ha npoPunaxmuka

HeunBasuBHU MeTOIU VuBasuBHU MeTOIU
MaitqyH 6MOXMMUYEH CepyMeH CKPUHVHT B II'bPBU U [TpeguMmIaHTaMOHHA/TIPEAKOHIIEIIIMOHHA
BTOPU TPUMECTBP OMArHOCTHUKA
PeranHa aHATOMUS/MOP(OJIOTUSI Ype3 YATPA3BYK XopuoH6uoncus
I/Isom/[paHe Ha CbeTaIIHI/[ KJI€TKN OT Maf/[‘l]/[HaTa AMHMOHeHTeSa
I_U/[pKyIIaLU/IH C T€EHETUYECH aHa/In3
Kopponentesa

o ApexBaTHa OrleHKa Ha aMMIHaTa aHAMHe3a
" HeOOXOIMMOCTTa OT IIPOBEX/aHe Ha CHOT-
BeTeH aHa/Iu3.
o OrjeHKa Ha pPUCKOBeTE 32 IUIOJA, MOSICHSIBA-
He XOjja Ha 3a00/1BaHeTO, CTENEH Ha TEXKECT,
BBH3MOKHOCT 3a jledeHye, Ha Bb3MOXKHOCT-
Te U OTPAHMYIEHMSATA HA TeHETUYHIS aHa/IN3.
o Bb3MoxHOCT 3a monmyvaBaHe Ha HepeUHN-
TUBHMU Pe3YATaT U TPYSHOCTM LPU MHTEp-
[peTalusATa Ha Pe3y/TaTa.
HEMHBA3UBHU METO/IN
MaiiunH cepyMeH CKPUHUHT B I'bPBU I BTOPU
TPUMECTHP
Ha Bcuuknm 6peMenHu Tpsi6sa ga 6bie moppoo-
HO pa3siCHeHa Bb3MOXKHOCTTA Ha CKPMHUHTA [1a OL[e-
HsIBa PUCK, 0e3 TOBa Ia e medMHUTUBHA [UATHO3A.
[Ipy CKpMHMHIOBMTE METORM Ca HOIYCTUMM OKO-
710 5% (annBo MOMOKUTENHNU pe3yaTaTn (Cropes
B'b3pPACTOBATA KaTErOpIsi), KAKTO U (ha/IIIMBO OTPU-
LarenHu pesynrar. UyBCTBUTENHOCTTA Ha TeHe-
TUYHUS TECT Ce OIpefienst OT MofxoAa (Mofena) Ha
[IpUIaraHysi CKpYHUHT — ITOC/Ief{OBATeNeH, KOHTUH-
reHTeH win naterpupa (4). IIpu mouien puck ot

TETHOCT Ha reHeTwdHus tect (Ham 90%) ¢ MUHU-
MyM aJIIIBO OTPULIATENHU Pe3YITaTH Ce TOCTU-
ra IIpyu KOMOMHIpaHe Ha PUCKa OT [iBaTa CKPUHIHTA
4pes T.Hap. IOC/IETOBATE/CH MTOIXO], C MHTETpMpaHa
OLIEHKa Ha PIUCKA.

®erannara anatomusa / mopdonorus (mpeHa-
TajlHa Y/ITPa3ByKOBa MMATHOCTUKA) MPENCTABIs-
Ba BUCOKOCIIEL[Ma/IN3VPaH yITPa3ByKOB IIperies OT
KBaIMuuupan crennanuct B obmacrra. Karo mpe-
HATa/IeH [MarHOCTUYEeH MEeTOf TOVl MMa 3a Iie/l pas-
KpMBaHe Ha eMHWYHN VI MHOXKECTBEH) aHOMa-
JINN, TIOPAJU KOETO Ce PasrpaHUyYaBa OT CTAHJAPT-
HUS aKyLIEPCKY YATPasBYKOB Iperef. VI3BbpiuBa
ce 11-13 r.c,, 19-22 r.c. m 3a T.Hap. ,,aHOMa/INM C KbCHO
Hayano“ 30-32 r.c. OcBeH onmuTeH CHELMaINCT HeoO-
XOIMMO YC/IOBUE 3a M3BBPIIBAHE HA aHA/IN3a € Ha-
JINYMEeTO Ha BUCOKOTEXHOJIOTMYHA anapaTypa (8).

TecrBaHe Ha cBoGogHa ¢deranna [JHK e Henn-
Ba3MBEH MHOBATMBEH METO]I 38 U3C/IE[IBAHE HA CBO-
6onHo umpkymupama ¢eranna JHK B martunnara
KpBB cref; 9 r.c. Hait-dyecTo ce n3nonssa npu cemen-
CTBa, KOUTO He JKeasT [a IpueMar pucka OT MHBa-
3uBHa MaHumynanys. Hannyam Ha masapa ca Te-
CTOBe 3a Hall-4ecTo cpellanute aHeymmouguu (13,
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18, 21, X, Y). Bbrpekn Bucokara um YyBCTBUTET-
HOCT HaJ 99% 3a cuHApoM Ha [layH M Majko Io-
HICKA 3a JpyTUTe aBTO30MHIU aHEYIUIOUIVN, Te3U
TeCTOBe II0 CBOsATAa CHILIHOCT Ha TO3M eTall ca CKpU-
HUHTOBY M U3MCKBAT IIPU PasKpUTa MATOIOTUA 11O-
TBBPXK/ieHMe ¢ MHBasuBeH MeTof (3). IIpennmcraa-
Ta MY, IOpafy KOUTO B IIOCTIEIHO BpeMe CUIHO Ha-
pacTBa IPMIOKEHNETO MY Ha O'bIrapcKus masap, ca
HEropaTa HEMHBA3MBHOCT, BUCOKA YyBCTBUTETHOCT,
MUHUMAaJIEH IPOLEHT (DallINBO MONOXUTENTHU U
¢danmmBo orpunaTenHu pesynrati. Hemocrarbiu-
Te Ca CBBP3aHI C HUCBHK HOOUB OT (eTamHM KIIeT-
K11, BCe Ollle HMCKA YYBCTBUTENTHOCT 3a XPOMO3OM-
HU 60JIECTH IO TIOJIOBUTE XPOMO30MH, BICOKA I[eHa.
BpIpexn ye e MKOHOMIYECK) HEM3IOfleH 32 MAaCOBO
MIPUIOXKEHNE, Cé OYaKBa C BHEJPABAaHETO HAa HOBU-
Te TeXHOJIOT MY ¥ KOHKYPEHIM Ha IIa3apa IieHara jia
CIajgHe JpacTIYHO.
AHanu3bT ce USBDLPLIBA, KOTATO € HajIMIle efiHa
OT C/Ie[JHUTE MHVKALIML:
e HaIIpe[jHa/Ia Bb3PacT;
e aHOpMa/IHM Y3 JaHHU 3a Tpusomus 13, 18, 21;
o AHOPMAa/IHM CEPyMHM MapKepy 3a TPU3OMUA
13,18, 21;
o TpusomuA 13, 18 minn 21 B ceMeliHaTa aHaMHe-
3a WIN B IIPEXOfiHa OPeMEHHOCT;
o IPYTM MEAWMIMHCKY HPUYMHM (CHBMECTHO
pelileHye Ha eKap u manuexr) (5).
MHBA3WUBHU METOIHU
IIpepuMmiTaHTa3MOHHATA / IPeKOHIENIVIOH-
Ha reHeTMYHa AMATHOCTMKA ¥ CKPMHMHT IIPeJCTa-
B/ISIBAT PAaHHU METOAY (HSAKOM OT TSIX JOCTBIIHY U Y
HAac) 3a OTKPMBAaHe Ha PefiUIla FeHeTYHY aHOMA/IN
B eMOpMOHa, IIPefy TOI [Ia Ce MMIUIAHTMPA B MaTKa-
T, KaTo I10 TO3M Ha4MH ce U30ArBa IIpuIaraHeTo Ha
MeAMIIMHCKY a60PT, aKo eMOPMOH'BT e 3acerHar. Ha-
M1pa IIPUIOXKEeHMe IIPY CeMelICTBa, HY>KIaell[i Ce OT
uH BUTPO peprmmusanms. [JuarHocTukara Ha reHe-
TUYHY aHOMaJIMM Ha TO3M €Tall € TPY/IHA, T'hIl KaTo
ca OCT'BITHY 3a aHAJIN3 eUHIYHN KIeTKu. EMOpu-
OHUTE MOTaT Jja O'b/IaT M3C/IeBaHM 32 XPOMO3OMHI,
MOHOT€HHM U MUTOXOH/pUaTHN 3200/ IBaHNUA.
OcpiecTBsABa ce Ypes M3C/IeBaHe Ha 61acToMep
cen, 6uoricus Ha eMOprOHa Ha 3-Us JieH CJIef OIl-
JIOX/JAHETO VIV OVOTICKsI Ha TPOQOEKTOfIEPM, MHO-
ro no-pApxo B I-o u II-o monsapno Tenue. Ha Tosn
OuorornyeH Marepuaa Mo)Ke fa ce Hampasu PGS
(IpemMMIIIAaHTAI[MOHEH TeHETMYeH CKPMHMHI) 3a
xpoMo3oMHM aHeymtouanu u PGD (mpepnmriias-
TAallMIOHHA TeHeTWYHA JJMAalHOCTUKA) IIPU POJUTETI,
HOCHUTE/I Ha T€HHA /It XpOMO3OMHa MyTalA. HPI/I-
JIarat ce pas/JM4YHy TeHeTUYHM TeXHuky karo FISH
¢nyopecienTHa in situ xubpupausaums (c MuHK-
MasHo npuaokenne gHec), aCGH (cpaBHuTenHa re-

10

HOMHa XuOpuausanns), KaKTo 1 MOJIEKY/IAPHO-Te-
HETUYHY aHanMu3yu BbpXy HamHoxeHa [THK, nsonu-
paHa ot 6;acromep wian TpodobIact.

XoprnoHOMONCHA Ce M3BBPIIBA B II'BPBU TPHU-
mecTbp (11-12 r.c.) 1 BBB BPEMETO Ce € HaIOKIIa
KaTo Hall-paHHMUsI METOJ 32 IPOBEXX/IaHe Ha T€HETH-
YeH aHa/IN3 [P CEMENCTBA, KOUTO He Ce HYXXAASAT
OT aCKCTUpaHa penpopyKuys. [Ipu MOHOTeHHM Ha-
PYLIEHN C BUCOK PUCK 3a Itofia (25%, 50%) e mpe-
HOPBYUTETHO U3BBPIIBAHETO I MIPEJ aAMHIOLIEHTe-
3a. Bp3MoKeH e TpaHCLepBUKaJIeH ¥ TPaHCAOTOMMU-
HaJIeH JOCTBII [0f; eXorpadcKt KOHTPOII 32 aCIVPH-
pane Ha 5-10 Mr BBCK OT BBHUIHKS TpodobracTen
c71oit. MUKPOCKOIICKM Ce OTHe/st MalfuiHaTa oT de-
Ta/IHATa TBKAH U MaTepUaTbT MOXKE [ja IOCTYXKH 32
MOJIEKYTIAPeH, eH3MMeH I/UIN XPOMO30MeH aHaIN3.
JmarHoctukaTa e cCpaBHUTENHO OBbp3a. Pucksr oT
MaHMITYJIAIMATA € MajIKo HOo-BUCOK (1-2%), B cpaB-
HeHMe C TO3M TPy aMHMoIleHTe3a (<1%), HO HeCchu3-
MEepUMO II0-MaTbK OT PUCKa IIPU MOHOTEHHNTE Ha-
pyutenns (Our. 1).

Ultrasound probe

Placenta
Womb—"
\\ .
'\\ (gﬁvn%ce to womb)
©RCOG ““Rectum

Que. 1. Manunynayus xopuoHouoncus a) mpanca6oo-
muHanua u 6) mparcyepsuxanua (1)

AMHUOLEHTe3aTa € HAll-CTapVSIT METOJ 3a Ipe-
HaTaJIHa JMArHOCTUKa (M3II0/I3BaH OIlle 3a JI0Ka3Ba-
He Ha 1tona) (16-19 r.c.), mpepmountaH u y Hac. Omn-
uTbrT Ha JIabopaTopusATa MO MEIUIIMHCKA ¥ MOJIe-
Ky/IsIpHa IeHeTMKa BbB BapHa crapTipa B Kpas Ha
2006 r., KaTo MaTepUAIBT Ce MOTydaBalle Cael Ma-
HUITyIanys, u3pbpuiBana B MIJ “Maitann fom™ (2).
Tasu mWKMPOKO pasmpoCTpaHeHa TEXHUKA € 0cobe-
HO IpeAIoYNTaHa IPU OPEMEHHOCTY C HUCHK PUCK
U ChbMHEHNE 32 XpPOMO30MHA [ATOMOTVsL, KAaKTO I €
eIVHCTBEHO Bb3MO)KHA PV MeTabOMNTHI HapyIile-
HIS C HEsICHA TTATOTeHe3a.

AMHMOTUYHATA TEYHOCT C€ B3eMa B KOIMYECTBO
oko710 15-18 M1, TpaHCabOMIHAIHO, KaTO II'bPBUTE
HSKOJIKO MMIMJIUTPA Ce OTCTPAHsBAT, 3a Jja Ce Ha-
MaJIi PUCKBT OT MaluMHa KOHTaMmHauus. Pesyrn-
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Ultrasound transducer

Wendolyn Hill

Due. 2. Manunynauus a) amruoyenmesa u 6) kopoo-
uernmesa (1)

TaTMTe MOTAT Jla ce 3a6aBAT 10 3 CEIMUIIV CIIe] U3-
BbpIIBaHe HA MAaHUITY/IAL[MsATA CIIOPEN BU/jA HA aHa-
JIN3a, KOETO € BaXKHO fa 6bJe chOOILIEHO Ha [BOII-
KaTa. PuckbT OT 3ary6a Ha IUIofa cjief, MaHUIy/Ia-
uusra e okosno 0,5-1%. Ilopagyu MHBa3sUBHMA XapakK-
Tep Ha MaHUMy/TanysTa 1 Bb3MoxkeH Rh kordnukr
MaKa/IIof, € BaKHO MPO(MMIAKTUPAHETO C aH-
tn-RhD anturena va Rh neratusuure maiiku (Our.
2).

Kopnouenresara IpeficraBisiBa MeTOf, 3a IIpe-
HaTa/THA JMarHOCTUKa, Hp]/[ KOUNTO C€ B3Ma Kp'I)B oT
(eTyca npes cpoBeTe (0OMKHOBEHO BEHA) B I'BITHA-
Ta BpBbB. V3BbpmiBa ce ciex 18 r.c. KpbBra o1 de-
Tyca MOXe fia O'bjje TIOfTIOYKeHa Ha L{MTOTeHeTIYeH
aHau3 (mo-6pp3 pe3yaTaT U MO-HUCHK PUCK OT MO-
3aUIM3BM), MOIEKY/ISIPHO-T€HETVYeH aHA/IN3, TeCT
3a MHQEeKINM, HACIe[CTBEHU MMYHOAeUIUTHY
CBhCTOAHMA U XeMorobuHomaruy, Rhesus-usonmy-
HU3auus u fp. Prcksr oT 3aryba Ha miopa B criel-
CTBUe Ha IpOLefiypara € OKoso 3%, opaju KoeTo e
psnko npunoxum y Hac (Ta6s. 2).

Hepocrarbuure Ha
JAMarHOCTHKA:

o AHamM3bT C HOBUTE MOJIEKY/ISAPHM METO-

AU MOXe Ja paskpue MH(OpMAaIs, 32 KOSTO
HsMa KaTerOPMYHM JAHHY 3a TeHOTUITHA-(e-
HOTUITHA KOpETTaIiysl.

o Bb3HuKBaHe Ha TeXHUYECKN TaOOPaTOPHM
3aTPY/HEHMs Y HEBb3MOXKHOCT 3a aHa/IN3 Ha
bertamums matepuai (C BeposiTHOCT <1%). Pe-
3yITaThT He BMHATY MOXe fia Objie MHTep-
[IpeTVpPaH KaTeropuyHo (Ipy U3MOI3BaHe Ha
HSKOU MOJIEKY/IIPHO-TEHEeTUYHU METORM OT
Hal-HOBO IIOKOJIEHNE).

o JIByCMUCIIEH, HEKATErOpUYeH pe3yITar, [Abi-
Kalll ce Ha MCTMHCKM MO3auin3bM (Hamu-
4ye Ha 22 KIeTHYHU JIMHUU B €fUH U CBII
OpraHu3bM) WM Ha KOHTAMMHALUA C Maii-
YJH TeHeTN4eH Marepuan. ToBa MMa CBOETO

npeHaTajIHaTa

Ta6n. 2. O6o6wsena xapakmepucmuxa Ha NPeHaAmanHume Memoou 3a 2eHemuuna npoPunaxmuxa

Hpouenypa Ilepuoa Ha nmpoBekaaHe XapakTrepucTuKa Ha MeTOAA Puck ot
npoueaypara
buoxumuueH ckpuHUHT CKpUHHMHIOB METOJ] 332 OTCSIBaHE
-paHeH KOMOMHUPaH 11-13*r.c. Ha OPEMEHHOCTH C MOBHILEH PUCK
- KbCEH 14" -20'r.c. 3a aHEYIUIOUANH, Ne(eKTH Ha HsMa
HeBpaJiHa TpbOa, KOpeMHa CTeHa
u ap.
11-13r.c. MArHOCTMKA Ha CTPYKTypPHU
QeranHa aHATOMMKA A PYKTYP
19-22r.c. AHOMAaJINM C Pa3/INYHa CTEIEeH Ha HAMa
(mopdomorus)
30-32r. c. YyBCTBUTETHOCT
CKpUHIHTOB METOJ], 32 ThpCeHe
Tecrsane na csobopua Ha aI:Ie TUTOM VIV n(I)ITm) xf eHIIe
¢deranna JHK B maitumHa Cnep 9r.c. 4 FAS P HsMa
KDBE 4ypes3 MHBA3MBEH JUArHOCTIYeH
P MeTOf,
Bp3mokeH M0O3annm3bM; pUCK OT
Xopuonobuoncus 11-12r.c H L b 2% - 3%
KOHTaMMHALWA C MATIMHU KJIeTKN
Haii-mnpoxo npunaran
VIHBa3MBEH METOJ; OTHOCUTETHO
AMHUOILIeHTe3a 16-191.c K'bCHa MaHUIY/TaLVsl; HUCHK PUCK 0,5% - 1%
OT KOHTAMMHANINA C MAMTIVHNA
KJIeTKN
KoppouenTtesa Cnen 18r.c Kbcen nepuop Ha 6peMeHHOCTTa > 3%
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[IpeHara/Ha AMarHOCTUKA — OCHOBEH IO/IXOJ] 3a TeHeTIYHA TPOMIIAKTIKA

3HAYeHVsI 3a MeJUKO-TeHeTHIHATa KOHCYII-
TaguA M TEKECTTAa Ha 3ABa Ha CbOTBETHOTO
3ab0rsIBaHe.

o [lpyru CnydailHM HAaXOJKM KAaTO YCTIOBHO
OajaHCUpaHM IpeyCTpPONiCTBA (MHBepCUH,
TPAHC/IOKAINM), KAKTO U MapKepPHU XPOMO-
30MI (OII'B/IHNTENIEH HeVM3BeCTEeH FeHeTYeH
MaTepuat), HeBMHATY MOTaT /ja G'bfjaT KaTero-
puuHO nHTepnpernpann (7).

Jobpo obydenne u 3agb160UYeHO MO3HAHNUE OT
CTpaHa Ha MeQUIMHCKNTE Kajpy, ajeKkBartHa ¢u-
HAHCOBa IIOfKpeIa 1 pasbupaHe OT CTpaHa Ha ybp-
)KaBara ca K/II0Y0BM 3a Ha/jaraHeTo Ha NMpoduiax-
TUYHUS TOJXOJ KaTO OCHOBHA CTpaTerusi B 3fpa-
BeorasHara cucrema. EffHOBpeMeHHO ¢ TOBa Tps6-
Ba [ja Ce BB3ION3BaMe OT HOBITE TEXHOIOTIH, KO-
TO HIU TIPEFOCTABAT HOBU BB3MOXXHOCTH, Ch3aBaT
Ce HOBY MTOZIXO/IM U HY PasKpMBaT HOBY XOPU30HTH.
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