MamATKa AnA NauUMEHTOK rpynnbl CpeaHero PUcKa No XpoOMoCOMHO aHOManuu

V-

YBa)Kaemasa naumeHTKa!

Mo pe3ynbTaTam npoBegeHHOro Bam npeHaTanbHOro CKpUHWHra | TpMmecTpa YCTaHOB/EH
cpegHun puck (1:101 — 1:1000) ana nnoga NO XPOMOCOMHOM aHOMaAUKU (TPMCOMMM MO XPOMOCOMaM
21, 18, 13, npuBoAAlME K POXAEHUIO aeTel C cuHapomamu [ayHa, dgBapaca v Matay). 370
03HAYaEeT, YTO HEBO3MOXKHO MONIHOCTbIO WCKAKOYUTb PUCK POXKAEHUA pebeHKa C YyKaszaHHbIMK
CMHAPOMaMMN,

B HacToAwee BpemAa CyLEeCTBYET elle OAWH CKPWUHMHIOBbIM METOL BbIABAEHUA PUCKA
XPOMOCOMHOM aHOManuu y nnoga (no xpomocomam 21, 13, 18) — 3To HeMHBa3MBHOE NpeHaTalbHOe
TecTupoBaHue (onpeaeneHue BHeknetouyHon AHK nnoga no kposu matepu) - HUMT. CornacHo
Mpukasy M3 PO ot 19.12.2025 Ne747H «O lNopagke OKazaHUA MeUULMHCKOM NOMOLLM MO Npoduto
AKYLWepCTBO WU ruMHeKonorna»», nposegeHne HUIMT pekomeHAyeTca NauMeHTamM CO CpeaHMM
PUCKOM, KOTOpbIA W ycTaHoBNAeH Yy Bac. [aHHbIM meToa ob6bnagaet 6onee BbICOKOM
YyBCTBUTENbHOCTbIO (40 99%), N B HEKOTOPbIX CAy4asx NO3BOSAET BbIABUTb PUCK BblllEyKa3aHHbIX
XPOMOCOMHbIX HapyWeHW f[arke Npu OTPpUUATENIbHOM pe3ynbTaTe MPeHaTasIbHOro CKPUHWMHIA |
TpumecTpa.

HeuHBasnBHoe npeHaTanbHoe TectuposaHue (HWUMT) ocHoBaHo Ha wuccnegosaHuu [AHK
NAOAHOIO TMPOMUCXOMKAEHUS, MOCTYMNAlOWENA B MaATEPUHCKUIA KpOBOTOK. [Mpoueaypa abcontoTHO
6e3onacHa gna 6epemeHHOM M NJoda, MOCKOJIbKY 3abop Guomartepuana OCyLECTBAAETCA MyTeEM
06bI4HOrO 32a60pa KPOBU M3 BEHbI }KEHLLUHbI.

Pesynbtatom HUMT aBndetca onpepeneHne pMcka XpOMOCOMHOW aHOManuMm (TpMcomum no
xpomocomam 21, 18, 13) y nnoga: BbICOKOrO UAM HU3KOTO.

B cnyyae BbIABNEHMA BbLICOKOFO pPUCKAa XPOMOCOMHbIX aHOManui Bam noTpebyetca
KOHCY/NbTaUMA Bpava-reHeTMKa pna Bblbopa panbHenwen TaKTMKM obcneposaHuA. B caydae
Nnosly4eHMA HU3KOro PUCKa NPOAO/IKMUTCA CTaHAAPTHOE HabatoaeHMe y Bpaya akywepa-ruHeKosora.

Bbl A0OMKHbI MOHMMATb, YTO MOJIYYEHHbIA HU3KUA PUCK C BbICOKOW A0NEN BEPOATHOCTU
cBMAEeTeNbCTBYeT 06 OTCYTCTBMM YKa3aHHbIX XPOMOCOMHbIX 3aboneBaHuii y nnoga (Tpucomuu no
Xxpomocomam 21, 18, 13), xoTs KpanHe peaKo Aarke npu otTpuuatenbHom pesynbtate HUMT, pebeHok
MOXET POANTLCA C OAHOM U3 3TUX NATONOMMNIN. K TOMY e, HU3KUI PUCK NO YKa3aHHbIM TPUCOMUSAM He
WCK/OYAET POXKAEHMA pebeHKa C UHbIMUK, 6onee peaKMMU XPOMOCOMHbIMW OTKJOHEHUAMKU NnMbo
reHHbIMM BbonesHamu.

NHpopmmpyem Bac, 4To B HEKOTOpPbIX ciy4danx pesynbtaT HAMT mokeT bbiTb HEBAIMAHBIM, TO
ecTb nabopatopua HEe MOXKET ero MHTepPNpPeTnpoBaTb M3-3a HU3Koro yposHAa AHK nnoga B Kposwu
6epemeHHON (MeHee 3,5-4%) nau no Apyrum NpuYnHam.



