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NHdopmauuns npegocTaBrneHa B ka4ecTBe MHGOPMaLMOHHOM 1 obpa3oBaTenbHOW NOAOEPKKMA BpaveN.
MHeHwUs, BbiCKa3aHHble Ha cnangax n B BbICTYNMNEHUN, OTPaXatoT TOYKY 3peHUs OoKNaavnKkoB, KOTopast He
obs3aTenbHO oTpaxaeT TouKy 3peHunst komnaHmmn AO “P-OAPM”.

AO “P-OAPM” He pekoMeHayeT NPUMEHATL Npenapatbl crnocob6amn, OTANYHBIMU OT OMUCbIBAEMbIX B
MHCTPYKLUUKM MO NPpUMEHEHMI0. B cBA3M ¢ pasnnunammn B TpeboBaHNAX perynupyromx MHCTaHUUK B pasHbIX
CTpaHax, 3aperncTpMpoBaHHbIe NOKasaHUA 1 Crnocobbl NPUMEHEHUS NpenapaToB, YIOMUHaeMbIE B JaHHOW
npes3eHTauum, MoryT pasnmyaTbCa.

[Mepen HaszHa4vyeHneM nobbIX NpenapaTos, NoXanymcra, 03HaKOMbTECH C NToKasibHbIMU MHCTPYKUNAMK MO
MeaUUNHCKOMY NPUMEHEHUIO, NpeaoCcTaBNsgseMbIMU KOMNaHUAMN-NPoU3BoanTeENSMUN. INonHble MHCTPYKUUK
No MEOMLMHCKOMY NPUMEHEHMIO OOCTYMHbI MO 3anpocy.

UHdopmauma o packpbitin pHaHCOBOW 3aUHTEpPECOBaAHHOCTM!.

HacToswmnm nekTop NoaATBEPXKAAET, YTO OH (OHA) nony4vyaeT roHopapbl 3a KOHCYIbTAUMOHHbIE YCIYrn B
obnactn Hay4YHOW 1 negarorMyeckon aesaTenbHocTu (obpasoBaTternbHble YCyrk, Hay4Hble cTaTby, y4acTue B
9KCMNePTHbIX coBeTax, y4acTue B UCCnegoBaHnax U ap.) ot cnegyrowmx komnanum: P-©OAPM.

[aHHasa npeseHTauma nogaepxmsaetca komnaHmen AO “P-OAPM”.



Llenb bepemeHHOCTU — poXKaeHue 300p0BOro pebeHkKa



leHeTMueckuin pakTop umeet rnobasnbHoe 3HaUeHue:

* B MNPUYMHAX POXKAEHUA BoNbHOIo pebéHKa (XxpomocomHble 60ne3HN, MOHOreHHble 6onesHu)
e BreHese becnnoams
* MPUYMHAX HEBbIHALLINBAHMNA BepeMeHHOCTH

* HeaddeKTUBHbIX NpoToKkonax KO




HopMmanbHbIN
KapmoTun
4yenoBeKa

(bepemeHHON,
ee cynpyra,

pebéHkKa)

46 XX
Unu
46 XY




CuHpgpom [layHa CuHppom MNatTay: CuHpgpom daBapAca:
Tprcomua 21, 1:600 }KMBOPOXKAEHHDIX Tpucomua 13, 1:5000 -1:10 000 Tpucomua 18, 1:5000-1:10000

XUBOPOXKAEHHDbIX KHUBOPOXKAEHHDIX



Cunpgpom KnanHdenbsrepa,

CuHpgpom Akobca, CuHapom TponHoOM X- _
47, XYY, 1:840 XPOMOCOMBI, 47, XXY, 1:500
_ XXNBOPOXAEHHbIX
XXNBOPOXAEHHbIX 1:1000 xnBOopoOXAEHHbIX MANBUYUKOB

MAJIBYUKOB AOEBOYEK



Kak cBoeBpeMeHHO NOCTaBUTb AMArHo3?

CTaHOapPTHbIN NMPeHaTaIbHbIN CKPUHUHT (cTapT «2009»)

NMocTtaHoBneHune MpaButenbctBa Poccninckomn @eaepaumm ot 31.12.2009 Ne1159

* Y31 n buoxmummyeckme nokasatenum 8 XI'Y n MATM B | tpumecTtpe bepemeHHOCTH
e aaHHble Y3U ana ncknroveHmsa no3gHo maHUPeCcTMpYoLLLMX MOPOKOB pa3BuUTUA BO Il TpumecTpe

NHdopmaTtusHocTb oKono 80%
MMEHHO TaKoM NpoueHT bepemeHHOCTEN N1I0AaMKU C TPUCOMUEN NO 21-U Xpomocome YAAETCA OTHECTU K rpynne
NOBbILIEHHOro PUCKa



3HaTb MU He 3HaTb?



* HATIT: ocHOBaH Ha NpAMOM
H M I_IT aHanun3e BHeknetoyHon AHK
naoAa B KPOBU MaTepu

(HEMHBA3MBHbIN NPEHaTaNbHbIN TECT) . O6/1a83eT BbICOKOS]

YyBCTBUTENLHOCTHIO 99% 1
cneundunyHocTbio 99%

CoBpeMeHHbIN U MHGOPMATUBHbBIN METOA, CKPUHUHTA



BHeknetouHaa AHK (BkAHK)

deTanibHaA
7 [OHK
cfDNA
nnoaa CekBEHMPOBAHME
cfDNA
cfDNA
martepu

. MaTepuHcKas
AHK

detanbHaa AHK — 31o BHAHK B ns1aame KPoOBU M3 anonTO3HbIX KNeToK Tpodobnacra

MaTtepuHckaa JHK — BkAHK 6epemeHHON 13 anonTO3HbIX KNETOK 3HA0TENUSA, NEMKOLUTOB, KNETOK NEYEeHU n T.A4.
OnvHa ¢parmeHToB petanbHom BKAHK - 120-170 n.H.
deTanbHaa ¢ppakuma - npoueHT BKAHK nnogoBoro nponcxoxaeHmna ot scent BKAHK bepemeHHOM

deTanbHaa BkAHK B KpoBn bepemeHHON BbiasaaeTca Ha 32-U AeHb rectaumm, Ho Heobxoammasa ANA aHaaAn3a
KOHUEeHTpaumna HakanamsaeTca TonbkKo K 9-10-i Hepene

Yawe Bcero reHeTUYeCKnm MaTepUuan KNeTokK TpO(I)O6J'IaCTa U KNETOK nNaoga naeHTu4eH



3aboneBaHua (nnmu cocroaHua), onpeaenaembie HUMNT

e CuHpapom [ayHa (Tpucomms no xpomocome 21)

e CuHpapom daBapaca (Tpucommna no xpomocome 18)

e CuHpapom MNaTay (Tpncommsa no xpomocome 13)

e CuHpapom TepHepa (TONbKO y AeBOYEK, MOHOCOMMA NO Xpomocome X)

e CuHapom KnamHbenbrepa (TONbKO Y ManbyMKOB, ABE XPOMOCOMbI X 1 oAHa Xxpomocoma Y)
e CuHAapom TpUnao-X (TONbKO y AEBOYEK)

e CunHapom fo06aBOYHOMN Y-XPOMOCOMbI (TONIbKO Y Ma/Ib4MKOB)

e Yucnosble aHeynaoManm Apyrux XxpOMoCcoMm

e YacTuuyHble aHeynaonagmnu



KnnHunyeckaa npaktuka. Pesynbratbl.
®IrbHY «HUW aKywepcTBa, rIMHEKONOrun U penpoaykronormm um.a.0.0tra»
CaHkT-lMeTepbypr
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KnuHuuyeckaa npaktuka. Pesynbrarbl.
®IrbHY «HUWU aKywepcTBa, rMHEKONOrun U penpoaykronornm um.a.0.0tra»
CaHkT-lMeTepbypr

ObcnepoBaHo

1138

b6epemeHHbIX

B 3x cnyyaax n3 35 6epemeHHble 6blaM U3 HU3KOM rPynnbl PUCKa,
2 cnyyasn B npouecce AnarHoctuku, 1 (6es UMA) HeT nHPpopmaunm o npepbiBaHUK

OTcyTcTBME
Hun3Kknit puck BblCOKMIN pUCK Y
1085 pesynbraTa
35 18
| l |
| ] | ]
e ™ e \ 4 \ e B
VIHBa3WBHAS MHBa3unBHaA
HeBO3MOXHO
fpeHatabHaA HW3KM1 ypoBeEHb
n:j:rfj:;'zﬂ ANArHOCTMKa He onpenennTb P 13
26 nposoannacb non naoga - 5 AHR nnoaa -
\ y \ 3 J \\ J L J
I |
| ]
4 ) (" ) é )
He noATBEPHKAEHDI T20 (>99;0%) -1 BbinosnHeHO nocne BbinosnHeHO nocne
MoarsepxaeHsl XYY (>15,93%) - 1 T16 (>99,0%) -3 MOBTOPHOTO MOBTOPHOrO B3ATMA
T21(>99,0%) -17 (3) T13 (>47,5%) - 1 «MHOXecTBeHHble B3ATWA KPOBM — 3 Kposy - 12
T13 (>99,0%) - 1 T18 (>99,0%) '1 aHeynnomp'MM» -1 He BblnonHeHO He BbINnONHEHO
T18(>99,0%) -2 T21 (NpOMEKYTOUHbI T21(>99,0%) -3 nocne NosTopHoro nocne NOBTOPHOrO
T2 (>99,0%) -1 L puck) — 1 T9 (>99,0%) — 1 B3ATMA KPOBY - 2 B3ATUA - 1
MoHocomus X - 1 \. J \. J/
\_ J

B 3x cayyaax u3 1138 He ypanocs
BbIMOJIHUTb NCCIeA0BaHMe



[locnhepnoBaTe/IbHOCTb Npoueaypbl nposeaeHmna HANC

— — —

KoHcynbTauma n

B3AaTne Kposu un MepBunyHan BbigeneHue
Opopmnenme TPAHCNOPTUPOBKA bpab
obpaboTKa
[OKYMEHTOB P BKAHK
CekBeHUpoOBaHMe . BuMOMHpOpmaTMUecKasa - OgpopmneHune
P - ¢op : $op KoHcynbrauusa/
BKAHK . obpaboTKa : 3aKNto4YeHus

Bepudunkauus



Obwmue npuHuunol HAMT

e 106pPOBONBLHOCTb

* 3KcnepTHoe Y3 nepen HUTIT

e He meHee yem B 10-11 Hepenb bepemeHHOCTH

° MPM BbIAB/IEHUN BbLICOKOFO pPUCKA XPOMOCOMHbIX HapyleHMn HeobxogMmo WHBA3MBHOE
noaATBEPXKAEHME C NONYyYEHNEM PE3YbTAaTOB KAPUOTUNUPOBAHMA 40 22 Heaenb

° yyuTbiBaA cymmapHoe Bpema BbinosHeHna HUMT n KapnotunmpoBaHuAa (OKoM0 2 Hedenb Ha Kaxaoe
nccnegoBaHmne) Hanpasaatb Ha HUNMT cneayet no 17 Hepenb

PekomeHOayuu POAT 2016



KnnHunyecknn cnyvyam Nel

NunarHos: OgHonnoaHaa bepemeHHoOCTb 9/10 Heaens.
[ToKa3aHuA: 06ecCNOKOEHHOCTb COCTOAHMEM NA0AA

YpoBeHb BHeKknetouyHon [IHK nnopa: 7,77%
PaccuynmTaHHbIM PUCK TPUCOMUIN MO XPOMOCOMAM:

Xpomocoma Cocrosinue Puck

21 Tpucomus 21 (Cunnpom [layHa)

<0,1% (HM3KHMii PUCK)

18

Tpucomus 18 (Curapom DnBapica)

<0,1% (HM3KHNii PUCK)

13

Tpucomus 13 (Cunnpom Ilaray)

<0,1% (HM3KHNIi PUCK)

YucnoBbie aHOMaIMU APYTUX ayTOCOM:

YucaoBble aHOMAJINHU IIOJIOBEIX
XpOMOCOM:

Ilon niona:

Hu3KMii puck (<0,1%)

Hu3KMii puck (<0,1%)

IKEHCKHUH ¢

3aKknuyeHue: pesynbraT aHanmsa [HK,

bepemeHHON, MNOKasan

HU3KNU PUCK Ha/lN4YnNA

BbILI,eI'IEHHOf/’I U3 nMaa3mbl

aHeynjaounauu
Xpomocomam y naoga (c 1 no 22, a Takxke xpomocom X n Y). lna nHtepnpetauum

pe3yNbTaToB TeCcTa PeKOMeHA0BaHa KOHCY/IbTalUA Bpaya-reHeTuKa.




KnnHnyeckmnn cnyuyam Ne2

NunarHo3: OgHonnogHas 6epemeHHocTb 13/14 Hepens.
[MoKa3aHuA: puck tpucommm 21 no pesynbratam KC 1:370, Y3U 6e3 ocobeHHOCTEN

YposeHb BHekneTtodHon JHK nnopa: 11,21%
PaccuynmTaHHbIM PUCK TPUCOMUIN MO XPOMOCOMAM:

Xpomocoma Cocrosinue Puck
21 Tpucomus 21 (Cunzpom [layna) >99,8% (BBICOKHMI PHCK)
18 Tpucomus 18 (Cunapom DaBapaca) <0,1% (HM3KHUI PUCK)
13 Tpucomus 13 (Cunapowm Ilaray) <0,1% (HM3KHUI PUCK)
YucioBble aHOMATUH JIPYTUX ayTOCOM: YucnoBble aHOMAITUH TTOJIOBBIX XPOMOCOM: ITon mnopa:
Hu3Kkni puck (<0,1%) Hu3KHUi puck (<0,1%) IKEHCKHUH ¢

3akatoueHue: pesynbtat aHanusa [HK, BbigeneHHo M3 nnasmbl KPOBU HBepemeHHON,
MOKa3a/l BbICOKMW PUCK HaNMumMs TPUCOMMU Xpomocombl 21. [Ana uUHTepnpetauuu

pe3ynbTaToB TecTa U onpegeneHusa pAanbHeuwend TaKTUKUM BeaeHua bepemeHHOCTU
18
OBA3ATE/IbHA KOHCcynbTauuAa Bpava-reHeTUKa.



KnuHnuyeckmnm cnyuyam Ne2

JaknrodeHue No pe3ynbmamans NpeHamanbH0s0 Kapuomunuposaqus




KnuHnyeckum cnyyam Ne3

Huarnos: OgHorionHas 6epeMeHHoCTh 13/14 Henens.
[Tokazanus: nporuBonokazanusa k U1/ (perpoxopuanbHas reMaroma), BEICOKHI puck Tpucomuun 13, 18, 21 no pe3ynpratam KC,
yIbTpa3ByKoBble Mapkepsl (yBennduenue TBII — 11 MM, oT€k MATKHX TKaHEW ¥ THAPOTOPAKC ILIOAA)

Yposens BHekneTouron JIHK mmoma: 6,89%
PaccurTaHHbBIN PUCK TPUCOMUU IO XPOMOCOMAM:
Xpomocoma Cocrosinue Puck
21 Tpucomus 21 (Cunapom [layna) <0,1% (HM3KHUI PUCK)
18 Tpucomus 18 (Cunapom DaBapica) <0,1% (HM3KHUIi PUCK)
13 Tpucomus 13 (Cunapowm Ilaray) <0,1% (HM3KHUIi PUCK)
YucioBble aHOMaJIHU JIPYTHX ayTOCOM: YucnoBble aHOMaJIMU TTOJIOBBIX XPOMOCOM: [Ton nmoxa:
Hu3Kui puck (<0,1%) MOHOCOMMUS X (>98,5%) MKEHCKHil 9

3aximouenme: pesynprar aHamuza JHK, BeigeneHHOW H3 I1a3Mbl KpPOBU OEpEMEHHOM, IMOKa3al
BbICOKHI PUCK HAJTWYXSI MOHOCOMHUHU XPOMOCOMBI X.
JlanHnvie nepedansvl 1evaujemy 8pady. UHEA3UEGHAA OUAZHOCMUKA - Kapuomun naooda. 45 X.



KnnHunuecknn cnyyam Ned
HUU ATuP um. [.0. Otta (CaHKT-MeTepbypr)

Junarno3: OgHorogHas 6epemMeHHOCTh 17/18 Henens.
[Toxazanusi: Y3M/C3PII, manoBojue, BEHTPUKYJIOMETaausl, HOBBIIIL ToMKHA TaneHThl, I 9K, BXMXII

Yposenb BHekaeTounoi JIHK mmona: 11,45%
PaccurTaHHbBIN PUCK TPUCOMUU IO XPOMOCOMAM:
Xpomocoma Cocrosinue Puck
21 Tpucomus 21 (Cunapom [layna) <0,1% (HM3KHUI PUCK)
18 Tpucomus 18 (Cunapom DaBap/ca) <0,1% (HM3KHUIi PUCK)
13 Tpucomus 13 (Cunapowm Ilaray) <0,1% (HM3KHUIi PUCK)
YucioBbie aHOMAIIUH JIPYTUX ayTOCOM: YucioBbie aHOMAIIUU TTOJIOBBIX XPOMOCOM: [Toxn mona:
Tp]}[COMI/Iﬂ 2 (>99,0%) Huskui puck (<0,1%) MKEHCKHil 9

3akiouenue: pesynabrar aHanuza JIHK, BeiieieHHON U3 T71a3Mbl KPOBU OEPEMEHHOM, MOKa3al BHICOKHI PUCK
HaJauyusg M30bITKA T'EHETUYECKOTO Marepuajia XpoMocoMmbl 2. [lnA uvHTepnpetauum pes3ynbrTaToB Tecta M

onpeaeneHna AanbHeulwlen TaKTUKuU BeaeHua bepemeHHoctn OBA3ATE/IbHA KoHcynbTtauusa Bpauya-
reHeTUKa.



KnnHnuecknin cnyuam Ne4
(bnonHpopmaTtnueckaa obpaborka, HUM ATuP um. [1.0. OtTa, CaHKT-MeTepbypr)




Knnunueckunin cnyyam Ne4 (HUUA ATuP m. [.0. OTT1a)

Juarao3: OgHoruiogHas oepeMeHHOCTh 17/18 Henens.
ITokazanus: Y3M/C3PII, manoBoaue, BEeHTPUKYJIOMETaarsl, HOBBIIIL ToJKMHA I1aneHTsl, I 9K, BXMXII
HccnenoBannbiii marepuait: JJHK 3 BOpCuH mianieHThI

MeTon wHWccJieTOBaHMsI: MOJICKYJSIDHOE  KapUOTHIIMpOBaHWUE (CpaBHUTCIIbBHAs TEHOMHas  THOpUIU3aIus,
XpPOMOCOMHBIM MHKPOMATpUYHBIM aHainu3) Ha Owmoumme G5963A 8x60K Agilent, array ID 256755917898 2 1.
DddextuBHOE pazpenienne Mmetoga — ot 110 Teic.m.H.

3akawuenne. B pesynaprare MoJeKyaspHOro kKapuotunupoBaHus Ha Ououmne G5963A 8x60K Agilent B
KJIETKAX BOPCUH IUIAIIEHTH BBLISABJIEHA TPHCOMHSI IO XpPOMocoMme 2. Pe3ynbTarbl HMCCIEIOBAaHUS HE SIBIISIOTCS
KJIMHAYECKUM TUATHO30M U JIOJKHEI OBITH HHTEPIPETUPOBAHEI BPAYOM-T€HETUKOM.

[IpuHsSITO pemeHne O MPePhIBAHUN OSPEMEHHOCTH



HUNT — PEANNbHAA NEPCMEKTUBA HEMHBA3UBHOM ANATHOCTUKK NATO/IOTM Y NJTIOAA



Cnhacubo!
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