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CnPABOYHbIN AOKYMEHT

HEUMHBA3UBHOE NPEHATA/IbHOE TECTUPOBAHUE (HUNT)

ANnAa OoNPEAENEHUA HANUYNA PUCKA TPUCOMMUMU 21, 18, 13
NYTEM AHANIU3A OHK B MATEPUHCKOM N/IA3ME

Yeaxcaemas e2ocnoxa!

Coobwaem Bam o Tom, 4To B 0OBbEM MpeHaTasibHON AMArHOCTUKM perMoHa IMmManA-PoMaHbA BKAOYEHO
onpeaeneHne Hanuuusa pucka Tpucommm 13-i, 18- n 21-i xpomocom nytem aHanusa OHK nnoaa,
UMPKYNMpPYIOLLEN B KPOBM MaTepu. B cBA3M € 3TMUM XOTMM OOBACHUTb OCOBEHHOCTUM M OrpaHUYeHUA
npeanaraemoro TeCTMPOBaHUSA.

Puck 3auatua pebeHka c Tpucommeit 21-i xpomocomsl (cMHApPOoMOM [layHa), Tpucommen 18- XpoMoCoMbl
(cmHpgpomom dpBapaca) M Tpucommen 13- xpomocombl (cMHapomom [laTtay), KOTOpble COCTaBASOT
6ONbLIMHCTBO XPOMOCOMHbIX MaTONMOMMI, BbISIBAAEMbIX MPeHaTasbHO C MOMOLLbIO AMHUOLEHTE3a MK
61MoNCUKN BOPCUH XOPMOHA, 3aBUCUT OT BO3pacTa MaTepu.

Yactb cBoboaHO umpkyaupyoweit AHK B maTepuMHCKOM niasme MMeeT MaTEepPUHCKOE NPOUCXOXKAEHUe U
YacTb — nJlaueHTapHoe. 3ToT GaKT OTKPbIN BO3MOMKHOCTb HEMHBA3WBHOIO NPEHATA/IbHOrO TECTUPOBAHUA
(HANT) Ha ocHOBe METOA0B MONEKYNIAPHON FreHETUKU, NO3BOAIOLMX BbIABAATL HaMUYME XPOMOCOMHbIX
NaToONIOMMIM HAYNHAA YXKe C AecATOM Hegenn bepemeHHOCTH.

HUMNT MmeeT o4eHb BbICOKYHO YyBCTBUTE/IbHOCTb (CMOCOBGHOCTL MPaBW/IbHO BbISIBAATL aHOMAMK Y Na0Aa)
(99% pns Tpucommm 21 1 13, 98% pna Tpucommumn 18) ¢ 04eHb HU3KMM MPOLLEHTOM JIOXKHOMONOKUTENbHBIX
pesynbTaToB (MeHee 0,1%) (1).

Mosatomy perMoH 3Smuama-PomaHbA MNPUHAN pelleHMe NPeaNoXuTb 6epemeHHbIM YKeHLMUHaMm,
NPOXMBAKOWWMM Ha €ero TeppuTopuMM WAM NOJy4YaloWMM MOMOWb OT PerMoHanbHOW CAy}K6bi
3apaBooxpaHeHua (Servizio Sanitario Regionale — SSR) (To ecTb Tex, KTO 3aperucTtpupoBaH B
peruoHanbHOM perucrpe noaydatene nomowm (anagrafe regionale degli assistiti — ARA), BKkalouas
JKeHWMH,  3apPerucTPpMpoBaHHbLIX KAaK  BPEMEHHO  MNPOXXMBAKOWMX  MHOCTPAHOK  (Straniere
Temporaneamente Presenti — STP) uau nocraBneHHbIX Ha ydyeT cay6ammu SSR, npoutu HUMNT pgna
OLLeHKU pucKa Tpucomum no 21-i, 18- n 13- xpomocomam, 4Tobbl CBECTU K MUHUMYMY KOJIMYECTBO
JIOXKHOMO/IOKUTENbHBIX  (CHMMAA HeobXOo4MMOCTb WMHBA3MBHOIO MPEHaTaNIbHOTO  TeCTUPOBaHUA) U
JIO}KHOOTpMLATENbHbIX Pe3y/IbTaToB (KOoraa He AMarHocTMpoBaHa Tpucomma 21, 18 uam 13).

HUMNT — 3TO CKPUHWHI-TECT, NO3BONAIOWMA OLEHUTb PUCK U He 3aMEeHAILWMA AUArHoCTUYEeCKue
obcnepoBaHMA (KapnoTMNUPOBAHWE M0AA Ha OCHOBAaHMM aHaNM3a BOPCUMH XOPUOHA U aMHMOTUYECKOW
KMAKOCTKN), OH He NpeAHasHaYeH ANA NOCTAHOBKWM OKOHYATEe/IbHOro AunarHosa. Mosatomy pesynbraTt c
HU3KUM PUCKOM He rapaHTUPYeT OTCYTCTBME NATOJ0rMu U, HA060pPOT, Pe3yNbTaT C NOBbIWEHHbIM PUCKOM
He AaeT YBepeHHOCTU B HAaIYUU TPUCOMUM.

AnAa Koro NPEAHA3HAYEHO

TectupoBaHve HUNT BKAOYEHO B MPOrpammy OLEHKM MPEHaTaNbHOrO PWUCKa M MpeasiaraeTcs BCEM
NoAXOAAWNM BepemMeHHbIM KeHLMHaM, NPOXKUBAOWMM B PpermoHe IMMAna-PoMaHba UAM NOJyYatowmm
nomolwb OT PernoHanbHOM CAyxbbl 3apaBooxpaHeHuna (SSR) (To ecTb Tex, KTO 3aperucTpupoBaH B
pervoHanbHOM perucTpe noaydateneir nomowm (ARA), BKAOYAA MKEHLMH, 3aperMcTpupoBaHHbIX Kak
BPEMEHHO NPOoXKMBatoLme MHOCTPaHKK (STP) Man nocTaBaeHHbIX Ha y4yeT cay»kbamu SSR.

[aHHoe TecTMpOBaHWE MOMKHO MPOXOAMTb HAuyMHaA C OEeCATON Heaenu BGepemeHHOCTW, Kak B Caydae
€CTeCTBEHHOro 3a4yaTva, Tak M B caydae GepemMeHHOCTW, HacTynuBLIEeN B pesyabTaTe MCMNOAb30BaHUA
BCMOMOraTe/ibHbIX  PEMNPOAYKTUBHbLIX  TEXHOMOTUM,  FOMOJIOTMYECKOTO  WAM  FeTeposIorMYeckoro
on/a040TBOPEHMA. TecTMpOoBaHME TaKiKe MOMKeT MPOBOAMTLCA KaK B CAyyae OAHOMAOAHOW, TakK M
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MHOronao4Hon 6epemMeHHOCTM C pasHoAlLueBbiMM 6ansHeuamn. O4HAKO B NocnegHEM ciyydae pesysbTaTt
HUNT otHocutca K AHK ob6ounx nnofoB M NO3ITOMY HEBO3MOMKHO ONpeneinTb COCTOAHUE KaXKaoro naoaa B
oTaenbHOCTU. Mo3TOMYy B C/yyae NOJIOXKUTE/NIbHOrO pe3y/ibTaTa TecT He NMOKasblBaeT, Kakoi M3 nnoaos
MmeeT OTKIOHEeHue.

CnoCOoEbI BbIMONHEHUA

Ons npoBegeHus aHanmsa b6epyT gBe NPoOUMPKM KPOBM Yy MaTepu B MyHKTe 3abopa KpPOBWU, B KOTOPbLIN
bepemMeHHYI0 JKEeHLMHY HanpasiaseT €€ akywep WAM T[UHEKO/Oor: OHW npenoctaBAT bepemeHHOM
MHPOPMALMIO O TECTUPOBAHUM, BO3bMYT Y HEE MHPOpMMPOBaHHOE A06poBOAbHOE cornacue n odopmaT
HeobxoamMmoe HanpasneHue. 3aTem Mpobbl KPOBM OTNpPaBAsaloT B obnacTtHyo nabopaToputo
TeppUTOPUANBHOIO yupeKaeHus 34paBooxpaHeHus bonoHbu (EaMHy0 meTponosibHyto nabopatopuio —
Laboratorio Unico Metropolitano, LUM), rae ocyuiecTsnaeTcs LeHTpan30BaHHbIA aHams.

PE3YNbTATDI

Bpau, BblAaBLWINIA HanpasaeHne, 06 bACHUT U MHTEPNPETUPYET 3aKatoUeHne no pesyabTtaTam Tecta HUMT ¢
y4yeToM 06LLEeN KINHNYECKON KapTUHbI BepemeHHOCTH.

B cnyyae MoBbIWEHHOTO pUCKa cnegyeT 06paTMTbCA 3a CNeuWanmM3MpoBAHHON KOHCy/AbTauuen K Bpauy-
reHeTUKY WU TMHEKO/IONY, CNeLManm3npyowemMyca Ha NpeHaTaNbHON ANarHoCcTnKe. B xoae KoHcynbTaumm
b6epemeHHOM bypeT npepnoxeHa BO3MOXMKHOCTb 3an/iaHMpOBaTb Oonee AeTaNbHYO AMATHOCTMKY AAA
noATBEPXKAEHUA AMarHO3a MHBA3MBHLIMW MeTodaMu (bMoncua BOPCUH XOPMOHA, aMHUOLLEHTE3): NPU 3TOM
byaeT npepocTaBneHa cneumanbHad WMHGOPMAUMA C UENbH MOJYYEHUA COMNACMA Ha MEOULMHCKYHO
npoueaypy.

Ecan TecT AacT NONOMKMTENbHbIA Pe3yabTaT U C BaMWU He CBSXKYTCA, cnefyeT obpaTuUTbCcA B CBOWM LEHTP
NpPeHaTaNIbHOM AMArHOCTUKM.

B HEKoTOpbIX C/AyYasx Nno pekomeHaauuu Bpaya-crneumanucra Bac moryt HanpasuTb Ha AOMNOJHUTENbHbIE
remaTtoxmmmyeckme uccneaoBaHWa, aHaau3 Ha BblABNEHWE HapylueHWn XpomocomHoro Habopa martepwu
n/vMnm otua MAK AONONHUTENbHbIE 06CNeA0BaHNA Y BpaYen-cneumnasncros.

PWUCKN U OTPAHUYEHUA UCCNEOQOBAHUA

[aHHbI TECT HE HECET HUKAKUX PUCKOB ANA NA04a UK ANA MaTepMU.

HUMT aBnseTca CKPMHMHIOBLIM METOAOM OLEHKM PUCKA; OH HE 3aMEeHAET MHBA3UBHYIO AMUArHOCTUKY U He
WCK/lOYaeT npoBeAeHMEe APYrUX KAMHUYECKMX, NabopaTopHbIX M WMHCTPYMEHTaNbHbIX UCCAef0BaHMUMA,
KOTOpblE ABAAKOTCA HEOTbEMNEMOMN YacTblo MOHUTOpPMHra 6epemeHHOCTU. B HacTosAwee Bpems TONbKO
TaKUMW  METOZaMM, KaK OMOMCMA BOPCUMH XOPWMOHA WM aMHMUOLEHTE3, MOXHO C YBEPEeHHOCTbIO
NOATBEPAUTL UM UCKNOUYUTL Ha NPEHATaIbHOW CTagMM HalMuMe XPOMOCOMHbIX OTK/IOHEHMI y Nao4a.

Ecnv nnog, 3a4at B pesynbrate 6/M3KOPOLACTBEHHOW CBA3M (T.e. €C/M NapTHepPbl COCTOAT B POACTBE APYr C
APYrom), TecTUpoBaHME MOXKET He MOKa3aTb BEPOATHOCTU PUCKA M3-33 HA/MUMA mMeHee MHPOPMATUBHBIX
anneneii. Moatomy Bam 06A3aTeNIbHO HYXKHO COO6WMTL 06 3TOM ¢daKkTe A0 NpoBeAeHWA aHanv3a, W,
BO3MOXHO, BaM mopeKomeHZyloT CHayana CXo4MTb Ha MpUem K FeHeTMKy Aaa onpegesneHus Haubonee
NOAXOAAWMNX METOA0B KAMHUYECKOW SNArHOCTUKM.

Bo3MoKHO, ¢ Bamu cBAXKyTCA Ans noBTOpHOro 3abopa npob, ecan nocne nepsoro 3abopa He ygactcs
COCTaBMTb 3aKNOYEHWE O CTEeMNeHW PUCKa MO TaKMM MPUYMHAM, KaK HenpaBwW/bHbIM 3abop npobbl,
HEMCMNPaBHOCTb MHCTPYMEHTOB, NMOJlyYeHUE HeONpPeaeeHHOIO Pe3ybTaTa UAN HEBO3MOXKHOCTb NMOCTaBUTbL
3aKntoveHue. Ecim B pesyabTaTe BTOPOro MCCNEA0BaHMA 3aKA0HeHMe TaKKe HEBO3MOXKHO byaeT caenartb,
Bam moryT nopekomeHAoBaTb CXOAMTb Ha NMPUEM K reHEeTUKY U/MAN Ha NpPeHaTasbHY0 KOHCYAbTaUUIo A4S
onpeaeneHna Hanbonee NOAXOAAWMNX METOAOB KAMHUYECKOW ANArHOCTUKM.
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Tect HUNT KAMHUYECKM He NOATBEPKAEH ANA MHOronnoaHoi 6epemeHHOCTU 60blue A4BYX N10OA0B.
Kpome Toro, oH He cnoco6eH BbiIBUTb NOBbILLEHHbIN PUCK TAKUX XPOMOCOMHbIX HapyLUEeHUN, KaK MUKPO-
Aeneumn, MUKpo-gynauvkaumm, cbanaHCUpoBaHHble XPOMOCOMHbIE NepecTPoKkKM, MO3auLU3m
Xpomocom naoga u/vMAnM nnaueHTbl, TOYeuyHble MyTauuu, HapylleHue MNpoLeccoB MeTUAMPOBaHUA, a
TaKe Ha/nMuue BCeX reHeTMYeckux 3abonesaHuit naoga, Kpome Tpucomui no 21-id, 18-ii u 13-k
Xpomocome, C KOTOPbIMU MOFYT BbITb CBA3aHbl MOPOKKU Pa3BUTMA U/UAN MHBAAMAHOCTb NAoda B yTpobe
matepu.

Ba)XHO NMOMHMUTb, KaK OblI0 y)Ke CKa3aHO, YTO YYBCTBUTE/IbHOCTb TECTUPOBaHUA cocTaBaser 99% pnAa
Tpucomumn 21 u 13, u 98% gna Tpucomum 18. NMoaTtomy B peaAKUX CyyasaX y HEKOTOPbIX 6epemMeHHbIX ¢
TpUcomueid Naoja pesynbTaT MOXKeT ObiTb «HU3KUI PUCK» M, CNefoBaTe/IbHO, OTKNIOHEHUe He 6yger
BbIIBIEHO (/I0}KHOOTPULLATE/IbHDbIM pe3yabTaT). OueHb peAKo Yy HEeKOTopbiXx 6epemeHHbIX ¢ nnogom 6es
TPUCOMMUU pe3yNIbTaT MOXKET 6biTb «MOBbILWEHHbIA PUCK» (NI0}KHOMONOXKUTENbHDbIM pe3ynbTaT). B Takux
cnyyasax pesynbtat HUMNT morkeT 6biTb NOATBEPXKAEH TO/NBKO C NMOMOLLbI WHBA3sUBHOW AWarHOCTUKKU
(éuoncuu BopCcMH XOPMOHa AN aMHUOLLEHTe3a).

B 3akntoueHWe HanomMuHaem, YTO ec/iM y Bac BO3HMKHYT Kakue-IMbo COMHEHWMA WAW [OMNOAHUTENbHbIE
BOMPOCHI, Bbl MoXeTe 06paTUTbCA B CBOH MEHCKYIO KOHCY/IbTALMIO, B LLEHTP, KOTOPbIA Bac Hanpasua Ha
obcnegoBaHne, UAM K CBOEMY TMHEKO/Ory/aKywepy, KoTopble Bam npenocTaBaT BCHO Heobxoaumyto
nHpopmauymto.
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