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NHdopmauma ong naumMeHToB

PaHHAA OMArHoCTUKA
npn 6epeMeHHOCTH:
OLlEHKA PUCKa

PAa3BUTUA MTEHETUYECKNX
3aboneBaHnmn




Mpwu xpomocom-
HbIX HapyLwe-
HUAX GonbLuyio
ponb urpaiT
BO3pacT U
ceMeliHble 3a60-
JieBaHUA.

BcecTopoHHASA KOHCYNbTaUMNA AN
CaMOCTOSITENIbHOMO peLleHuns

Ewe [o pogoB MHOMMe poauTenu
XOTAT BbITb YBEPEHHBIMU B TOM,

4TO € UX pebeHKOM Bce B MOPsIAKE.
CoBpeMeHHble AMarHocTuyeckme
npoLeaypbl NO3BONSIOT OLEHUTb PUCK
BO3MOXHbIX FTEHETUYECKMX MOPOKOB
pa3euTus peberka. NoroBopuTe co
CBOMM BpayoM. BaxkHo nonyunts
BCECTOPOHHIOK KOHCY/bTALMIO, YTOBbI
MMETb BO3MOXHOCTb CaMOCTOSATENBHO
pewWwwnTb, NPOBOAMTL SN AanbHelLne
obcriefoBaHUsA 1, eCv Aa, To Kakue
MMEHHO. 30ecb NpeAcTaBieHa HeKo-
Topas MHGOPMaLMs, KOTOPas MOXeT
BaM B 3TOM MOMOYb.

®PaKTopbl p1cKa

Bospacr

o Mepe B3pocneHns poauTenen
BO3pacTaeT pUCK BO3HWMKHOBEHMS
XPOMOCOMHbIX HapylweHuin. Hanbonee
N3BECTHbIM ABNSETCS Tpucommsa 21,
TaKXXe HasblBaemMast CUHAPOMOM
HayHa. Y 35-neTHel KeHWMHbl pUcK
poxKaeHnsa pebeHka c Tpucommnen 21
coctasnseT 1:350. 370 03HayaeT: 13
350 »KeHWMWH, 3abepeMeHeBLIMX B 35
NeT, 04Ha poxkaeT pebeHKa ¢ CUHAPO-
moM [layHa. Ho yacTb oeten ymmpaet
nocne 12-n Hegenn 6epeMeHHOCTH,
MO3TOMY BEPOSATHOCTb TPMCOMMM 21
Ha 13- Hepene 6epeMeHHOCTN BbIle,

yem 1:350. Cpegu opyrmux xpomo-
COMHbIX HapyLLEeHWI BCTpeYaeTcs
Tpucomms 18 (cuHapom 3asapaca)

n Tpucomus 13 (curapom MeTtay),
O[HAKO NWLLb HECKO/bKO TaKMX AeTen
POXKAAIOTCS HKMUBBIMU.

3ab6oneBaHus B ceMbe

[pyrummn pakTopamu pucka sBnsaoTcs
TaK Ha3blBaeMble AedeKTbl HEPBHOM
Tpy6KM nnu cnHapom [layHa B cembe,
[maopouedanus, TakKe Ha3blBaemas
BOASHKON, Y BNU3KMX pOOCTBEH-
HWMKOB, MOPOKM Pa3BUTUs pebeHka,
poavBLUerocs paHee, U npeablayLine
BbIKVABILLUW M MEPTBOPOXKAEHWS.



© Bonboranr Mopogep

Bam Hy»XHa scHOCTb?

D,J'Iﬂ 3TOro ectb ABa na6opaTopr|x
TeCTa: CKPUHUHT NepBOro TpuMecTpa

N HEMHBA3UBHbIN I'IpeHaTa)'IbeIl;l TecCT.

371 06CcnefoBaHNs MOMOrYT BalleMy

Bpayy nyylle 1 TOYHEee NPOKOHCYSIb-

TMPOBATb BAC O BO3MOXHbIX PUCKAX U
nocnencTBusix.

CKpPMHUHI NnepBoro TpuMecTpa
11-14-5 Hepens 6epeMeHHOCTH

B nabopatopuu aHanusunpytoTca

[1Ba BELLECTBA U3 CbIBOPOTKM KPOBMU
maTtepu: PAPP-A 1 cBo6oaHbIN

B-XI'Y. Kpome TOr0, Bpay ¢ NOMOLLbI0
yNbTPa3ByKa U3MepsieT Tak Ha3bl-
BaeMyH0 LWENHY0 Npo3paYyHoCTb Yy
pebeHka. CoyeTaHune pesynbTaToB
3TWX aHaNN30B MO3BOJISET CYAUTb O
TOM, KAKOBa BEPOSITHOCTb HaNMuns y
pebeHka Tpucommun 21,18 nnn 13. Ecnn
pe3ynbTaThl MPEeBbILLAOT OnpeaeneH-
Hble npenesbl, Bpay MOXET NPOBECTH
LLOMOJSTHUTENbHbIE 06CcNefoBaHns s
npefocTaBneHns 6onee TOUHOM
NHbopmMaymm.

HenHBa3nBHbIN NpeHaTanbHbIN TECT
BosmMoxeH c 10-i Hepenu
6epeMeHHOCTN

Ecnv ecTb onpegeneHHbI reHeTnye-
CKWIN pUCK Unu pesynbtatsl Y3V unum
aHanM3bl KPOBYM BbI3bIBAKOT NOLO3PE-
HMS, MOXKHO NPOBECTU HEMHBAa3MB-
HbIl MpeHaTanbHbl TecT (MAMT).
JNabopaTtopuun LADR coBMecTHO

¢ LleHTpoM reHeTvKM yenoseka

1 NabopaTopHOM AMArHOCTUKM
(Zentrum fir Humangenetik und
Laboratoriumsdiagnostik (MVZ) Dr.
Klein, Dr. Rost und Kollegen) npea-
naratT NnpoBefeHne NpeHaTanbHoro
TecTa. IT0 0YeHb COBPEMEHHbIN TECT,
B X0[,e KOTOPOro Ha Tpucommio 13,18
n 21 npoBepsieTcs HENOCPEeACTBEHHO
reHeTUYecKunin MaTepmnan pebeHka.
[ns 3T0ro 4OCTaTo4HO B35STh KPOBb
M3 BEHbl, TaK KaK reHeTUYecKui
mMaTepuan pebeHKa CoaepnTcsa B
KpoBu MaTepu. [poBoAWTL 3TOT TECT
MOXKHO € 10-1 Heenn 6epeMeHHOCTH,
Ha nony4eHue pesynbraTta yXxoomnT
0KOJ10 7 oHen. ITo uccneposaHme
O4YeHb TOYHOE W AOMONHAET KapTUHY
OLLeHKM PUCKOB.

M3mepeHune
LWEeNHOM NPO3pPavYHOCTH
yNbTPa3BYKOM

Jla6opaTop-

Hble aHaNu3bl
noMorarT Bpavy
Jlydule U To4YHee
KOHCYNbTUMPOBaTh
BaC 0 BO3MOXXHbIX
pUCKax u nocnep-
CTBUAX.



ﬂ,pyrme MEeTOoObl MCC1eEAO0BaHNMA XPOMOCOM

Bonee cnoxHble MeToabl nccne- (Broncus xoproHa), aHanmns oKoso-
J0BaHNA XPOMOCOM MPUMEHAKTCA naoOHbIX BOL, (aMHI/IOLI,EHTe3) nnu
TONIbKO B TOM C/iy4ae, eCnu Ballu NYHKUMSA NyNOBUHbI. O,D,HaKO, npn

noKa3saTtenn pucKa nocsie CKpUHMHIa 3TNX MeTodax 3360[) MaTtepunana

B NMepBOM TPMUMECTPE O4YeHb BbICOKU. ONA aHann3a CBA3aH C HEKOTOPbIM
B atom Cfly4ae BO3MOXHO nccneno- PUCKOM.

BaHWe TKaHW NnaueHTbl

PucyHok cBepxy:
3abop okono-
NAoOHbIX BOL,



NHonBuoyanbHoe MeanumnHCKoe obcny»KBaHmne

MccnepnosaHms No oLeHKe pucKa pas-
BUTUS XPOMOCOMHbIX HapyLUEHWI He
BXOLAT B NpodunakTnyeckoe obcne-
[oBaHne Matepu npv 6epeMeHHoCTI.
Mmes nonvc obs3aTenbHOro Megm-
LUMHCKOrO CTPaxoBaHUs, Bbl MOXeTe
NponTKN 3TK 06CNefoBaHNsA B paMKax
WHAVNBUAYANbHbIX MEOAULUHCKNX
ycnyr (IGel). 3a 370 BbI NONyyaeTe
CYET ¥ OMylaYyMBaeTe ero B YaCTHOM
nopsinKe.

Ecnu Bpay couTeT Hy>KHbIM
C MEAMUMHCKON TOYKM 3pEHNs, B
OTLENbHbIX CJTyYasx rocy4apcTBeH-
Hble KacCbl MEAMUMHCKOrO CTPaxoBa-
HMS MOTYT BO3MECTUTb 3TU Pacxoapbl
MOJIHOCTbBIO UM YaCTUYHO. Pe3ynb-
TaTbl 1abopPaTOPHbIX NCCNeaoBaHNN
Mbl OTMPaBsieM BaleMy fedvalemy
Bpauy.

Y3HaliTe y CBOEero Bpava cTou-
MOCTb )KenlaeMoro o6¢crnenoBaHus
M cnpocuTe B Kacce MeAULIMHCKOro
CTPaxoBaHMs, KaKue pacxoabl OHa
nokpbiBaeT!

[ononHuTenbHyto MHGOPMaLMIO

07151 NaUMEHTOB MO MHOTUM APYruM
BOMPOCaM 3[,0POBbsl MOXHO HANTW MO
azpecy:

www.LADR.de/patienteninformation

Informationen zu den regionalen Facharztlaboren im deutschlandweiten
LADR Laborverbund Dr. Kramer & Kollegen unter www.LADR.de
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