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¢ d3ded sy 4 dals § L
M3 pgaHwue npepgpocTtaBnAaer
e3e. B Hem O6ypeT pacckas
AeT CoO6OM aMHMUOULEHTEe3, K
X0OAWT nNnocne wmnccnepgosBaHMs
TBa M pPUCKW nNnpoBepgeHUMa 3
aspaboTaHa pgna TOro, 4ToO
becepaeHET BP@MOMNU UYTOOB 0N

Ana Bac BonmnpoOCH® .
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MYyecK-HIMT OV EernuokKo c T b, 3
Tbio, B KOTOPOM
AMHNDOQ edT@a0 6

anon
pebeHOK (
oTob6parTthsb

CTBO XMUAKOCTW M3 aMHWUOTMU
bepemMmeHHOCTMW®. Yawe BCero
3yetrcda Anga TOro, 4TO0O6bL n
oMocoM pebeHKa A[gnsa BbABAN
HEeCKWMUX COCTOSAHWNIN 91 a n
XeHa BamM no MHOIrMumM npuymn
pacTtTHaa Mama (35 neTtT wn ¢
HHBIW PUCK UMETb pebBeHKa
CTBEHHBMNW COCTOAHMAMM, K
mnn Bawero napTHepa ecCcT.l
BaHMWe, KoTopoe MOXeT ObIT
m cemMmbe MM B ceMbe Bauwe
eHHOe 3aboneBaHwune, n
mne MOXeT ObTb nepepgaed
yXe ecTb pebeHOK C HachHh
mnem.
bepemeHHOCTHN Bam yxe
mccnepoBsaHne (Hanpuwmep,
Hue, onpepgeneHne TON
TBAa, WUNW aHanNnms3 KpPoOBMU

7
T Punck Hanunmuma y pebeHKa Hacnegc
Ha KOToOpoe npepnonaraeTcs nNpoB
aHwu

1 Wudpopmauymiw o
3Ha4YuUTb €ero

camMoM Mccnepos
pe3synbTartbl.

1 JocToBemKTOoI®|E,0.BaHUS4A

1 Pnck nonyuymtb HesdaCHbe pe3ynbTa
NOBTOPHOW nNnpouepgype.

1 PucnkpepoBepamMeHHOCTWU

1 CKONbKO BpeMeHW HYXHO O6ypeT XA
mnccnepoBaHMAa.

1 Kak Bb nonyuyuumTte pes3ynbTaTthb UCC

1 Bawnm BO3MOXHbLE JeNcTBUA B TOM
byaeT BbAB/MEHO HacnepgcTBEeHHOE

1 Kakoe amMoyumoHanbHOEe BO3AeWUCTBMU
m Bawero napTtHepa npoBeageHuUe 23

Q2TmM n Agpyrmne Bonpocb Bb g OAXHB p.
Kak NPUHATbL peweHne O npoBepfeHUMN
MOXeTe obpaTunuTbdHacrobopa@agKBea € Mble
B KOTOPOW nNnepeymcrsieHb BONPOCH O
mccnepoBaHUM, KoOTopble Bbl, BO3MOX
Bpaudyowm OHa O6bina cocTaBneHa npwu
CXOAQHBX o0o06cTOATEeENbCTBAKX.

3annwmnrte BO3IHWMUKWMEe Yy Bac Bonpocbl
Ha BCTpPeyy C Bpayvyowm. Ecnun Bbl HY X
ckaxute 06 3TOM B MEeAUULMHCKOM VYUY,
Csts Issdzr €5 CtOISEts] L dzZOSsdMIsea s M
ORgdzdsyj dzlsj L ©O. 1 tsdzjj fHsBdRz® dd
fsdzEydls! dL MmdzjHEkze hdrn dmlstsyded S so
Orphanet

BecnnatTHbW -MeiayepH,eTNnpegoCcTaB/lsaioLWy
MHPoOopMaUuMI O pepgkux 3abonesaHUax
mccnepgoBaHMax, npenapaTtax W CCbln
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obcyagntb cnocob nonyuwu

eHNnA

nepepn npoBefgeHMemM npouyeagypebl.
yIss, JMmdzd tjLbkzd IsOIs 04 ls,
ZOfMdzj HiNlso j dedetsj L OB sdzj o Odzd j ?
Ecnn pes3ynbTaT nokaxeTtT, 4YTO0O Yy peb
3abonesaHne, p[JOoOKTOp obcyagmt c Baw
3aboneBaHne MOXeT npoaButbcsa y Ba
o6bACHMT Bam, cywecTtTBYeT U JeyeH
3aboneBaHnmem. Bam pacckKkaxXxyT, KakHmu
npeagnpumHATbL, W, B HEKOTOPbLIX CcaAywya
npekpaweHuna 6GepemMeHHOCTMU. Bpau no
6ypeTt nydywe pgnga Bac u pgna pebeHkKa
MOXeT BbSABUTbL HEeOObIYHYHBIE XPOMOCOMH
3HayYyeHWe KOTOpPbLIX ANnNSa 3p0poBbA peob
I rRY ddaWjSydw (e} RrRT)

Ecnn Bbn B3WHT nB HbI, cywecTtByeT HebO
YTO aMHUOULEeHTEe3 cTaHeT NPUUYUHON K
pebeHKa EcnasBenBHH, ona Bac owue
obcyaounTtTb 3TOT BOMPOC CO CBOMUM aky
Mepbl MOXHO nNpepgnpuHATbL ANSA YyMEeHbLU
Bupyca Bawemy pebeHKY O BpemMda np
lteddgwIsdj twjhjdedvw 8 ftetso jHj dzd
MpUHATMNE peweHMWdI O NPOBefeHUW aMH
bepeMeHHOCTMNW MOXeT OblTb Hener kKuwm
He o0o6d83aHbL CcoOrnawaTtbCd Ha npoBepfge
He XOTuUTe 3TOTO Bam npoBepgyTtT aMH
Baw nmaprtTHep cumtaeTtTe BaXHbM Nonayu
KOTOpPpYyl MOXeT npepgocrtTaBuUTb 3TO0 uUC
cynTtTaeTtTe, 4TO PUCKWNU CNNWKOM BenunKk
cornacmtbca. YT06b NMOMOYb NPUHATHL
peweHne, Bam cnepgpyet obcyaguTb C B
MHPoOopMaAaLUNUIO:

1 MHpopmayumnmiw o6 umMmccnepyemom 3abo

TecTa
Bawer o

nokasanwu,
pebeHKa

4yTO
MMEeTHDb

nccneaoBaHue
MoueBoii ny3bipb

Bnaranuie
MnaueHTa

LLlerka matku
(Bxoa B mMaTKy)

MpsaMas Kkuwka
©RCOG

3

sOC fsotsHdlmY Odddtsyj dzlsj L ?
AMHMOLEHTEe3 nNpeagcrtaBnsgaeT Cco06O0M

KonmyecTBa aMHMOTMYECKON XWUAKOC
pebeHka B MaTke. CHavyana npoBoOoj
mccnepgpoBaHnwe ang TOro, 4Tob6b YT
MaTKe UM pacnoioXeHWUEe nNnauyeHTbl.

Hapg ob6nacTbil MaAaTKW OoOYMWAKWT aHTWU
3aTtTemM, TOHKasg urna nNpoxoaunT 4yep
MaTKy, wnpuy mMmcnonbs3yeTca Ana 3
oOKpyXawweihh pebeHka (okono 15 wmn
OkpyXawwasa pebeHKa XMAKOCTbL CcoOf
KOnNnM4yecTBO KNeTOK ero KOXwWu, B N
OGbITb MCNONb3O0OBAaAHL ANA NpoOBefeHMU
XpoMocoOM pebeHKa. KpalhHe pepgko,
npoBOoOAAWNIA aMHMOLEHTE3, He MOXe
KOnNnuM4yecTBO XMAKOCTW ANS aHanumsa
noTpeboBaTbCA NOBTOPHOE BBEeAEHMU

YnbTpasBykoBoe Lnpwy,

D DO JOSHdw

n o o-

cyuwecTtBYye€:
HacnepacT
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SSGHO fftesoatsHdIsMmW
AMHUMOLEeHTe3 06bIYHO
bepemMeHHOCTMW®.

Odsdzed 5y dzls j L

n pio HEepWLTaua noc

codzw jIsmw dzd OBz tsyJ dzlsJ L
ftesyJ Hktets2 ?

B 5dzj

BONbWMHCTBO XeHWNWH Haxo4AdaT aMHuUOLU
6onNes3sHeHHON, CKONbKO HeNnpuUATHOW n
0O6bIHYHO NPOXOAAT B TeuyeHUEe HeCcKONb
XEeHLWNHB MUCNbTbBAKWT YUYBCTBO Hanpsabdx
npouyuepgypsb, MUAMW MOTFYyT 4YyyBCTBOBAarThb
60ONEe3HEHHOCTb B TeuyeHWUeEe [OHA. 9T 0

yIss BEHjIs ftetsdmn

Cama no

dis' ¢ sdzj

a JonxHa 3a
MUHYT. Ha Haw B3 Xopouwo,- ec
TO U3 O6AU3KUX, Y bl noagaepxaTtThb

ocne npouyuepgyps. B TeuyueHNMWe HecCKO
pouepnyps BamM cnepgyeTt 6bTb BHUMA
ogbemMa TaAxXecTelw MBHBX (U3 uKnuy
wy waeTte guckombpoptr B obnacTmnm XWuUB
aonbwe 24 vyacoB, wunm y Bac Habnwpg
KPOBAHMUCTbLIE UAWN ApPpYyrunue HeobObIYHDbE

Bbl [ ONXHB CBfA3aTbCd C Bpayom.

sOCtse’ tdMSd fted
MpumepHo y 1 u3 100
bepemMeHHOCTWN nNnocne
3TOro fJO KOHUA Heuns3BecCTHE».. OpaHaxko
(99%) BbHHawmBawTCd HOpManbHO. Kpo
HeT QfaHHbBLIX, 4TO aMHMUOULEHTe3 HABAAE€
pebeHKa.
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npoBefgeHNWda aMH

dzd Odgdzd syg dzlsj L dzOH §
obcyagunmtb C Bpauyom wunHd(
reHeTumyeckoro umccnenp

Codzvjlsmw
Bam cnepyert
npepgcrtoawero
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3aBuMcCcuUT OT BUAAa MU3IMEeHEHWW B T eHa:
KoOTOpbX pa3paboTaH TOT WUAWU UHOW
MHor aga (B 1 3 100 o6pas3yoB) npi
He ypgaeTcsa NONYyYUTb [JOCTATOYUYHO K.
3annaHMpoBaHHOINoO uccnepgpoBaHma. E
yBegomMaTtT o6 aTOM MU npepgnoxat MNOB’

Iy dd cjdeflsdui mMEdy deOtelzh j dzd
9" wWodzjder ftod Htetse jHjdedd Od3dzd
PesynbTaTb reHeTMyYyeckKoOro mccnepgo.
HpopMauyuniw TONbKO O TOM 3abonesBa
OTOPOro OHO O6bNO pa3paboTaHoO. B
ccnepoBaHWKM BbiABNAEeTCA UHPoOopMal
pyrmm cocTosgHuMmAam. He cyuwecTtByerT
ce reHetTmyeckm obycnoB/NeHHbBIe CO

mh =X =

SSGHO BEHEIS dL 9 j Mmlsdsr
Odgdzgd sy J dzlsj L O?
Bpema, HeobGxoaguMmMoOe [ANd nNOoONydyeHWUSd
3aboneBaHnsa, ANA BbABAEHUWUA KOTOpP
aMHMOUEHTEe3. B HeKOTOPpPbLIX CNyd4yasx
ona pop-YB8uxepenun. Ecnmn oxXxupgaHwune
SaHMNMdRFWOEe BpemMda, 3TO0O HeobBaA3arTey
6blNO0 06HaAap YTHOE HHOE OYOTBDY H O ¢
35TO0O MOXeT O0O3HauyarThb yrT
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TpebyeTtTca 6o0onbwe Bpewme
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BOASAT aMHMU
pegkoro re
cnpocurte
bl pe3ynbTar
ecTa 6bypapert
CHOBaAa acuTtb pna 6
nnméo coobWNTbL O pes3ynb.b
cnocobomM, Hanpwumep, no



