YTO AENATb, ECIU PUCK TPUCOMUUN 21 BICOK CMUCOK ACCOLIMALIAN
(Bbiwe Yyem 1 n3 250)?

TBEPXKIEHME, YTO PUCK «BbICOKUIA» HE O3HAYaeT, YTo nnog

obsazatensHo nopaxeH Tpucomuen 21. Ytobbl B aTOM

ybeonTbCs, HYXXHO OnpegenuTb  Kapuotun  NnoAa.
BepemeHHbIM KeHLWMHamM Ans 3Toro Jaetcs Heobxoaumasi
nHpopmaums. ITo nccneaoBaHWe No3BOSET NOACHATATL TOYHOE
YMCIO XPOMOCOM Yy NMoAa U, C 4OCTOBEPHOCTbIO YCTAHOBUTD , YTO
HaCTOSILLWMI N0 SBNSIETCS UMW HET HOCUTENEM TpUcomum 21.

B 3aBucumocTn OT cpoka GepeMeHHOCTW, XeHwwuHe Oyaer
npeanoxexHa duoncus Tpocobnacta (aHanM3 KNEToK NraleHTbl)
UM aMHYoLLEeHTE3 (3ab0p KMeToK Nnoda M3 OKONOMOAHbIX BOA).

3T uccnefoBaHUs BbIMOMHSIOTCA Yepe3 MyHKUMIO C NMOMOLLbIO
UMbl Nof 9X0rpacoMyeckUM KOHTPOIEM Yepes KOXKY XUBOTa.

Puck Bblkuapilla UK NPeXaeBpeMeHHbIX POLOB, CBA3aHHbIN C
3TUMU UccrnenoBaHusaMm (NyHKumusmu) nopsiaka 1% .

Mexxay nmyHKUMen 1 pesynstatoM MOXET NPONTY OT 3 A0 4 Hepenb.
BepemMeHHas KeHLMHa MOXET MPOCUTbL MMM HET peanusauuio
aToro obcneposaHys. OHa JomkHa NMMCbMEHHO AaTb cornacve Ha
€r0 BbIMOSIHEHVE.

YTO AENATb, ECIIU NOACHET XPOMOCOM MNMOKA3BIBAET
CYWECTBOBAHME MJ10JA, HECYLLEIrO TPUCOMMUIO 21?

pu 3TOW cuTyauum Heobxogumo nonyyeHnue Havbonee

MonHOM uHdopmaumm o6 aTom  3aboneBaHun, O

BO3MOXHOCTSAX €r0 NMEYEHUs 1 MOMOLLM ITUM JIHOAAM.
Hy»xHo Bpems Anst 06aymbIBaHWS.

CyLuecTByeT MHOTO BO3MOXHOCTENA:

@ NpoaomKNTL BEPEMEHHOCTb M MPUHATL pebeHka.

@ npozjomxuTb GepeMeHHOCTb W [OBepUTb pebeHka Ans
YCbIHOBEHNS.

@ nonpocutb npepeatb GepeMeHHOCTb, TO €CTb BbIMOMHUTb
MeauuUMHCKoe npepbiBaHue 6GepemerHoctn (IMG) nocne
3aKIM0YEHNS MyNBTUANCLMMNIIMHAPHOIO LIeHTpa NepuHaTarnsHo
[NarHOCTVIKW.

B nomolb Ons NpUHATUS pelueHnst BepeMeHHas XeHLyHa 1

cemeliHas napa MoryT BCTPETUTLCS:

@ c npodeccroHanbHbIM  OKPYXXeHUEM  (aKyLuep-rMHEKoror,
pazuorior, akyLuepka, TeparnesT, neanatp, reHeTUK, MCUXOIOT.....).

@ C yYneHamMu MynsTUAVCUMNIIMHAPHOTO LIEHTPA nepuHaTarsHom
AMArHoCTMKN. OTU LEHTPbl €CTb B KaXOOM pEervioHe, WX
creuuanmcTbl paboTarT COBMECTHO.

# CneumanuampoBaHHble U JMUEH3NOHHbIE accoumauun ans
BedeHVs NauneHToB ¢ GonesHbto [JayHa 1 Ansi ConpoBOXAEHMS
UX CeMeil , CIMCOK KOTOPbIX MpeanaraeTcs BpayoMm.

UNAPEI (Union nationale des parents d’enfants inadaptés)
15 rue Coysevox - 75876 Paris cedex 18
@ : 0144 8550 50 - www.unapei.org

TRISOMIE 21 FRANCE
4 square Frangois Margand BP 90249 - 42006 Saint-Etienne cedex 1
R : 04 77 37 87 29 - www.trisomie21-france.org

FONDATION JEROME LEJEUNE
37 rue des Volontaires - 75015 Paris
2 : 0144 49 73 30 - www.fondationlejeune.org

REGARDS 21
11 bis rue de la République - 78100 Saint-Germain-en-Laye
www.regardsurlatrisomie21.org

CMUCOK MYNbTUAUCLUUMNNUHAPHbIX LLEHTPOB
NEPUHATANbHOW AUATHOCTUKA

Centres pluridisciplinaires de diagnostic prénatal
http://www.agence-biomedecine.fr/uploads/document/liste_
CPDPN_151110.pdf

Cnucok ceTel nepuHaTanbLHON MeaULMHbI
http://lwww.perinat-france.org/portail-grand-public/reseaux/reseaux-
perinatals/les-reseaux-de-sante-regionaux-perinatals-432.html

YYACTBOBAJIM B PEAAKLIMM 3TOIO AOKYMEHTA

@ Les membres de la CNEOF

@ Pour le Collége national des gynécologues et obstétriciens
frangais (CNGOF) : Pr D. Subtil, Dr R. Favre, Dr C. Cuzin,
Pr V. Debarge, Pr F. Puech

@ Pour l'association des biologistes agréés : Pr F. Muller
@ Pour le College national des sages femmes (CNSF) : F. Teurnier

@ Pour le Collectif interassociatif autour de la naissance (CIANE) :
Anne Evrard

@ Pour I'association des Papillons Blancs 59 : Sylvie Mairesse et
Sabine Desnyder

Traduction : Dr Marina Leonenko, Centre Hospitalier, 63300 Thiers

Accent Aigu - 02/2013

College National des Gynécologues et Obstétriciens Frangais

Collége National des Sages-Femmes de France
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Amom dokymeHm 6b11 cO30aH C Uesibio 06BLSICHEHUS
UHOUBUOyanbLHO20 CKPUHUH2a mpucomuu 21, makozo,
KaKum e20 803MOXXHO peasiu308amb Ce200HS.

H,D,I/IBVIﬂyaJ'IbeWI CKPUHWHT Tpucomun 21 npeacrasnsier
coboit ornpegeneHne «HU3Koro» Unn «BbICOKOTO» puUCKa
TOro, YTO NNOA ABNSETCS HOCUTENem Tpucommn 21.

[1Ba nccnenoBaHus MoryT ObITb peanu3oBaHsbl:
@ aHanus kpoBy GePeMEHHON KEHLUMHDI,
@ sxorpadms nnoga.

OTu gBa uccnenoBaHus He HECYT puUCKa ansa 6€peMEHHOCTM. OHuM
He sBnstoTCs 06a3aTenbHbIMU. [na nx peann3aunn HeobXxoanMo
NMMCbMEHHOE cornacue 6epeM9HH0171.

B utore,B nto6om criyyae y 6epeMeHHON XeHLLMHbI €CTb BbIOOP:

@ nonpocuTb UMK HET CKPUHWUHT TpMcoMun 21.

@ nonpocuTb UNN HeT peanu3aumio aMHUoLEeHTe3a unu 3abop
nnaveHTbl, eCAV CKPUHWHI NMOKa3bIBaeT BbICOKWIA PUCK TPUCOMUN
21.

@ V3MeHUTb CBOE MHeHVe B Moo MOMEHT.



YTO TAKOE TPUCOMUA 21 ?

pucomus 21 vnu cuHapoM [layHa, uHaye HasblBaembli
«MOHTIONM3M», OOYCIOBMEH HanMyMeM OOMOMHUTENbHOM
XPOMOCOMBbI B KIETKax TOro, KTo GoneH.

Kak npaBuno, kaxaas kneTka opraHusMa YernoBeka CogepxuT 46
XPOMOCOM, paccpefoTo4eHHbIX no napam. pu Tpucomumn 21
CYLLECTBYET NULIHAS Xpomocoma y 21 napbl. 3HauuT y 3TOro
yerioBeka 47 XpOMOCOM.

OTa NULWHSAS XpPOMOCOMa M SIBMSIETCS MPUYMHOM PasfnyHbIX
aHoManuin.

YaLue Bcero atn cnyyan eauHU4HbI B CEMbeE.

KAKWE HAUBOJEE YACTbIE AHOMAJINU BCTPEYAIOTCA

Y NMOAEN, MOPAXEHHBIX TPUCOMUEN 21?2

¢ [edunumt nHtennekta (cnaboymue) pasnmnyHoN BbIpaXeHHOCTH,
C BO3MOXHOCTSMMW pasHOM couuManbHOM WHTErpaumm B
3aBUCUMOCTU OT AeTel. LLIKONbHBIN YpoBeHb, Kak NpaBuno, He
npeBbILLaeT ypoBeHb 5-ro knacca. bonbluas YacTb U3 HUX He
aBTOHOMHa BO B3POCMIOM BoO3pacTe. JTU  OTKIOHEHWS
HEOAVHAKOBbI Cpeau AeTen, HoCALLMX Tpucommio 21: oByyenve
1 COMPOBOXAEHUE ABMAITCA BaXHbIMU (hakTopamu Ansa ux
pasBuTUS.

@ CneunduyHbIA acnekT nvua, KOTopbIn He MellaeT pebeHKy
UMETb YepTbl CXOXECTU CO CBOUMU POAUTENSIMU; POCT, peaKo
npesbiwarowmii 1M 60cm BO B3pOCOM BO3PaCTE; CHIDKEHNE
MbILLEYHOrO TOHYCA, HA3bIBAEMOE «TUMOTOHUSIY.

@ Mopoku pa3suTKS pa3Hoii CTeneHn BbipaxkeHHocT. Hanbonee
YacTo  BCTpevalollMecs  MOpPoOKM  cepaua W wumm
MULLEBaPUTENBLHOTO TPaKTa, KOTOPbIE MOTYT NEYNTLCS PasHbIMU
crocobamu.

@ B HeKoTOpbIX Cryyasx MOryT BCTpedaTbes U Apyre npobrembi
300pOBbS, TakMe Kak NpeapacnoNoXeHHOCTb K 3a60neBaHNaM
KPOBU.

KAK YCTAHABJIMBAIOT AUATHO3?

ocne poxaeHusi, Hanuyve Tpucommn 21 moxet ObiTb

3arofo3peHo, Hanpumep, o XxapakTepHOMY acnekTy nuua

pebeHKa wWnuM MNPUCYTCTBMS Yy HEro nopoka pasBuTUS.
YBepeHHOCTb B 3T0M HonesHy MOXeT BbITb MPUHSATA TOMBKO Yepes
onpegerneHue kapvotuna pebeHka, To eCTb Yepes nccnefoBaHue,
NO3BOMSAOLLEE M3Y4YUTb €0 XPOMOCOMbI. OTO WCCNEAoBaHMe
MOKaXET NN HET 04EBUOHOCTb CYLLECTBOBAHWS AONOMHUTENBHON
XPOMOCOMBI.

[Oo poxaeHuA, Tonbko 3abop KMETOK mnnoga Mo3BONSET
peanu3oBaTb €ro Kapuotun. OTU KIEeTKM cogepxatcs B
OKOIOMIOAHBIX BoAax (B KOTOPLIX NIABAET MII04) MW B NIALEHTE.
Ho atoT 3a60p, Ha3bIBaeMbI B OQHOM CIlyvae aMHUOLIEHTE30M, B
Apyrom-6voncuert Tpodobnacta, He UCKIYaET PUCK BbIKMABILLA.
MIMeHHO MO3TOMYy OH MpeAniaraeTcs TOMbKO B TOM criyvae ,korga
CYLLECTBYET MOBbLILEHHbI PUCK TOrO,MTO NJog  sBMseTcs
HocuTenem Tpucomum 21.

KAK Y3HATb O CYLLIECTBOBAHMWU BbICOKOI'O PUCKA?

Huskunin» Mnm «BbICOKUIA» PUCK OLEHMBAETCA Crocobom
«MOACYeTa pUcKay, KOTOPbIN MOXET ObITb peannsoBaH Mo
npocbbe Kaxaon 6epeMeHHO XeHLUWHDI.

A) B nepeom TpumecTpe GepeMeHHOCTM, MOACYET puUcka
YUMTBLIBAET TPU AIEMEHTA:

1. Bo3pacT eHLWHBI: YeM OH CTapLUe, TeM PUCK TPUCOMUM

21 6onee BbICOK.
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2. UamepeHne 30HbI B 06BnacTv Luen mexay Koxen u

MAMKMMU TKaHSAAMM, B KOTOPbIX CKanmnvMBaeTCs XUAKOCTb,
MHaye Ha3blBAaEMON BOPOTHUKOBOW 30HOM.

Bo Bpemsi axorpachum 1-ro TprMecTpa: YeM TONLLE MPOCTPAHCTBO
BOPOTHWKOBOW 30HbI, TEM BOrbLLE PUCK TPUCOMIAN 21.
3mepeHre BOpOTHNKOBOM 30HbI TPEOYET KBANMAPMLIMPOBAHHBIX
axorpadrcToB co
crieunanbHON NOAroTOBKOM
(cepTucrLMpoBaHHbBIX
obrnacrtHol ceTbio
nepuHaTanbHon
MEANLIHbI).

. Buoxnmmyeckoe nccnenoBaHue (BbII'IOJ'IHFIeMOG nocne

axorpadumn) OCHOBaHO Ha OMPEAENEHNN B KPOBM KEHLLMHbI
MapKepHbIX CbIBOPOTOYHLIX 6enkoB B rabopatopusx,
nony4mBLUMX NULIEH3NIO Ha 3TN UCCneaoBaHUA.

KoMBWHMpOBaHWEe 3TUX TPeX AaHHbIX MO3BOMSIET OLEHWUTb PUCK
Tpucomum 21.

B) Bo BTOpom TpumecTpe GepeMeHHOCTH

Ecnm  ckpuHMHT He Obln coenaH B MEpPBOM  TPUMECTpe
GepeMeHHOCTM, ero BO3MOXHO BbINONHUTL A0 18 Hegenb
ameHopeu (Hepenu 6e3 MeHCTpyaLun).

PacueT pvcka ocHOBaH Ha:

1. BospacTe GepeMeHHOI KEHLLMHI.
2. 3aMepeHun BOPOTHUKOBOW 30HbI MMO4A, €CAM 310

uccnefoBaHue 6blNo cOenaHo B NMEPBOM TPUMECTpe
6epeMeHHOCTM KBanMULMPOBaHHbLIM 3XOrpachcToM.

3. OnpeneneHun «MapkepoB Nnasmbl KPOBW» BO BTOPOM

TpUMeCTpe, KOTopble OTMMYHbIE OT MEPBOrO TpUMeECTpa
(aHanus kposm).

HeoGxoaumo Takxke 3HaTh:

Jlloboe ynbTpasBykoBoe uccnegoBaHve 1-ro, 2-ro wnm 3 ro
TpumecTpa GepeMEHHOCTM MOXET BbISIBUTb MOPOK Pa3BUTUSA
nnopga. To 06CTOATENLCTBO MOXKET TAKKE ABMSATHCA CUTYaLMEN
MOBbILLEHHOIO pucka Tpucommm 21.

KAK UHTEPMPETUPOBATb PE3YJILTAT NMOLACYETA PUCKA?

esynbtat oTAaeTca M 0ObACHAETCA BpayoM, KOTOPbIN
npegnucan uccriegosaHve. JTOT pesynbtar u3MepsieT
TONMBKO PUCK ANs nnoga ObITb NOpaxeHHbIM Tpucomuen 21.

Ho He sIBnsieTca AOCTOBEPHOCTBIO HANMMumUa Nnoja — HoCUTens
Tpucommm 21.

Ecru pyck Bbiwwe 1/250 («1 13 250»), OH CYMTaETCH KaK «BbICOKUMY.

Hanpumep, puck «ebicokuti»: 1/30 («1 u3 30»). 3mo 3Ha4yum, ymo
y nnoda 1 puck u3 30 (unu 3% pucka) 6bimb MOPaKEHHLIM
mpucomuel 21; a makxe 8 29 cnyydasx uz 30 (unu 97% cry4aes)
amom 17100 He siersiemcsi Hocumenem mpucomuu 21.

Ecnn puck Hke 1/250, OH cunTaeTcs Kak «HU3KUM».

Hanpumep, «Hu3kuti» puck: 1/1000. 3mo o3Hayaem, 4mo y nnoda
1 puck u3 1000 (unu 0,1%) 6bImb nopaxeHHsbIM mpucomuel 21 u
3Ha4um 8 999 cnydasix u3 1000 (99,9% criyqaes) nnod He nopaxeH
mpucomued 21.

B nTore, aTOT pacyeT pucka He naeaneH: oH 6ecrniokout okono 5%
6epeMeHHbIX JKEHLUMH, A8 KOTOPbIX PUCK «BbLICOKWIA», HO
OrpoMHoe OOMbLUMHCTBO M3 HUX B PeanbHOCTU HOCWUT MNog He
NopaxeHHbIV Tpucomuen 21.

W HaobopoT, B kpaiiHe peakunx CUTyaLmsix, BO3MOXKHO, YTO prCK Bbin
noacYMTaH «HU3KMM» (MeHblue Yem 1 u3 250), HO pebeHok
poxpaeTcs ¢ Tpucomuet 21.



